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BeepeHue. CuHgpom JleHHokca—Tacto (CJIT) — knaccuyeckas sHuedanonatus pa3BuTuA W 3NunenTuYeckas ¢ feboTom
B IETCKOM BO3PacTe, XapaKTepU3yIoLwascsa pe3nCTEHTHOCTLIO K TEpanuy, TAXKENbIM TEHEHNEM U HEBNArONPUATHBIM NPOTHO-
30M. B cBA3M ¢ cywecTByOWUMYU cnoxHocTAMK B neveHun CJIT Hapex bl BO3NaralTcs Ha CO3JaHne HOBbIX aHTU3NKUNen-
TUYECKMX NpenapaTtoB C NPUHLMNNANBHO UHBIMW MEXaHWU3MaMW [eNCTBUSA, HAaLeNeHHbIX CNeLManbHO Ha NeYeHne AaHHOM
TAXENON HopMbl nNuUAEncUu.

PycduHamua (MHOBENOH®) — HOBbIN aHTU3INUNENTUYECKUIA Npenapar, 3aperncTpupoBaHHbiil B PO ans npumeHeHus B fo-
nonHutensHoi Tepanumn CNIM y naunenTos crapwe 1 roga. OCHOBHOI MexaHW3M AelCTBUA pydUHAMUAA — OrpaHUYeHne
pa3psA0B HENPOHOB, CBA3AHHOE C BNOKMPYIOWNM 1E/ICTBMEM HA HATPUEBbIE KaHaNb! (perynupoBaHue akTUBHOCTH HATpu-
€BblX KaHaN0B 33 CYET YBENMYEHUSA AAUTENbHOCTU UX HEAKTUBHOTO COCTOAHUA), U CTabunmusaums memMbpaH HelipoHOB.
Mpenapart uMeeT psa NpemMyLLecTs no hapMakoKMHETUYECKUM napameTpam 1 3 deKTUBHOCTY (BKIIIOYAS WUPOKMIA CNEKTP
AHTU3INUNENTUYECKOI aKTUBHOCTH, XOpoLIyL abcopbLumio Npyu NepopanbHOM NpUeEME, OTCYTCTBUE aKTUBHbIX META60ANTOB,
BbIBEJEHWE C MOYOW, HU3KYI0 aPUHHOCTD K Genkam nnasmel, GuoTpaHcdopmaLmio 6e3 yyacTus n3othepMeHToB LUTOXPO-
Ma P450, HU3KWi1 pUCK NeKapCTBEHHbIX B3aUMOLENCTBUIA) U [OCTaTOYHO XOPOLUYto nepeHocuMocTb. CyTouHas fo3a pydu-
Hamupa Bapbupyet oT 600 Mr (Npu OAHOBPEMEHHOM NpueMe Banbnpoara) Ao 1000 Mr (eciu NauMeHT He NoayyaeT Basb-
npoart) y feTel cTaplue 4 net ¢ maccou Tena meHee 30 Kr u o 2200-3200 Mr y fieTeid cTaplue 4 neT ¢ Maccou Tena bonee
30 Kr vy B3pOCAbIX; Y fieTel B BO3PACTe A0 4 feT MaKCMManbHasa CyTOYHaA A03a B COYETaHWK C BaNbNpoaToM cocTaBaset
30 Mr/Kr, a 6e3 BanbnNpoeBoit KUCNOTb — 45 Mr/Kr.

Llenbto Haweit paboTbl Gbin aHanu3 3hdHEKTUBHOCTU U NEPEHOCUMOCTH PyUHAMUAA B TIEYEHUM INUAENCUM HA OCHOBAHMUM
ANUTENbHOTO OMbITa NPUMeHeHNs npenapata B 06beanHEHUN MEAULIMHCKUX YYpeXaeHuit um. CeaTutens Jlyku.
Marepuansi u meTopbl. Mof HawMM HabNAEHUEM HaxoaUNOCh 64 nalueHTa B Bo3pacTe oT 1,5 1o 26 neT (44 MyX4UHBI,
20 xeHwwuH), nonyyatowmux pybuHamug (MHosenon®). Cpean Hux CIT cTpYKTYpHOI 3TMONOTUM GbIN AMATHOCTUMPOBAH
y 36 nauueHToB, CJII reHeTUYECKON 1 NPEANONOXUTENbHO FeHeTUYeCKON 3Thonoruu —y 28. Bo Bcex ciyyanx pyduHammug,
NPUMEHANCA B COOTBETCTBUU C YTBEPKAEHHBIMU NOKA3aHUAMMW B Ka4yecTBe AONOJAHUTENLHOMO aHTU3NUAENTUYECKOrO npe-
napara, Yalle B KOMOMHALMM C BaNbNpoaToM, TONMPaMaToMm, NeBeTMpaLeTaMoM Uiu NaMOTPUAKMHOM. TUTpauus npenapa-
Ta OCYLWeCTBAANACHL COMACHO PEKOMeHAAUUAM B MHCTPYKLMKU NO NPUMEHEHUIO [O TepaneBTUYECKON A03bl, KOTOpas Co-
ctaBnsna ot 200 go 1600 mr/cyT (B 6onbwunHCTBE cnyyaes oT 400 po 1200 mr/cyT) B 3aBMCMMOCTM OT BO3pacTa
1 COMyTCTBYIOWEN Tepanuu.

PesynbraTtbl U BbIBOAbI. PeMuccus BCcex TMMOB NPUCTYNOB 3apernctpuposaHa y 17 (26,6 %) nauMeHTOB, YMEHblIEHWE
yacToTbl npucTynos 6onee yem Ha 50 % —y 28 (43,8 %). W3 HUX y 13 naumMeHTOB YacToTa NPUCTYNOB CHU3MNAch bonee
yeM Ha 75-90 % u oTMe4anacb peMMCCUA OLHOTO U3 HECKONbKUX TUMOB NPUCTYNOB. B Lenom TepaneBTnyeckuin s dext
(pepyKuMs 4acToTbl NPUCTYNOB He MeHee YyeM Ha 50 %) Obin fOCTUrHYT Y 45 (70,3 %) nauneHToB u3 64.

YMeHblUeHMe YacToThl NPUCTYNOB MeHee YeM Ha 50 % oTmeyeHo y 8 (12,5 %) nauuenTos; y 10 (15,6 %) nayueHToB Tepanus
pyduHamuaom 6bina HeacbdekTusHa; B 1 (1,56 %) cnydyae npu BBefeHUM pycHUHAMUA OTMEYEHA arrpaBaLus bunatepans-
HbIX CYAOPOXHbIX MPUCTYNOB.

B 6onbluMHCTBe Cly4aeB OTMEYEHA XOPOLLAs NEPEHOCUMOCTb pyHaMUAa. Y HalWwnx naLuneHToB Habnofanuck No6oYHble
3dekTb B 10 (15,6 %) cnyyasx. Tonbko B 2 (3,1 %) cnyyasnx pypuHamMuz 6bi1 OTMEHEH HEMOCPEACTBEHHO M3-3a NOBOYHbIX
3ddekToB (NPUYMHOI OTMEHBI B ITUX Cy4aAX CTanu anfepruyeckas peakuus 1 ncuxos).
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MNokasarensb yaepxaHua Ha Tepanum gauTensHocTbio 1 rog u 6onee coctasnset 65,6 % (42 U3 64 nayneHToB).

TakuM 00pa3oM, laHHble HALEero aHanu3a NPoAEMOHCTPUPOBaNY 3MHEKTUBHOCTL U XOPOLUYIO NEPEHOCMMOCTb pyPUHAMM-
[ B IEYEHWUM INUNENTUYECKUX NPUCTYNOB, accouumpoBanHbix ¢ CJIT, noATBEpAAIOLWME MHOTOYUCIEHHbIE AAHHbIE UTE-
patypbl. OfHaKo B HaweMm aHanu3se nojyyeH 6onee BbICOKMIA MOKa3aTelb PEMUCCUU NPUCTYNOB, XOTA Mbl BKNIOYANM
B aHaNU3 NPEMMYLECTBEHHO NALUEHTOB C PE3UCTEHTHLIMU (POPMAaMU 3NUTENCUM.

KnioueBble cnoBa: snunencus, cuHppom JleHHokca—lacTo, HOBbIN aHTU3INUNENTUYeCKNit npenapaT, pyduHamug, apdek-
TUBHOCTb U MEPEHOCUMOCTb, Y ieTeil U NOJPOCTKOB, Y B3POC/bIX

Ins yntupoBanmua: Myxuu K.10., Meinaesa 0.A., bo6binosa M.H0. u ap. IdhthekTMBHOCTL M NepeHOoCUMOCTb pyhuHammuaa
B JleyeHun cuHapoma JleHHokca—lacto (onbiT 06beanHEHUS MeAULIMHCKUX yupexaeHuit um. Ceatutens Jlyku). Pycckuii
XypHan fetckoi Hesponoruun 2023;18(4):8-25. DOI: https://doi.org/10.17650/2073-8803-2023-18-4-8-25
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Background. Lennox—Gastaut syndrome (LGS) is a classic developmental and epileptic encephalopathy with a debut
in childhood, characterized by resistance to therapy, a severe course, and an unfavorable prognosis. Due to the existing
difficulties in treatment of LGS, hopes are pinned on development of new antiepileptic drugs with fundamentally differ-
ent mechanisms of action, aimed specifically at the treatment of this severe form of epilepsy.

Rufinamide (Inovelon®) is a new antiepileptic drug registered in the Russian Federation for use in the adjunctive therapy
of LGS in patients older than 1 year. The main mechanism of action of rufinamide is the restriction of neuronal dischar-
ges associated with the blocking effect on sodium channels (regulation of sodium channels activity by increasing dura-
tion of their inactive state), and stabilization of neuronal membranes. The drug has a number of advantages concernung
pharmacokinetic parameters and efficacy (including a wide spectrum of antiepileptic activity, good oral absorption,
absence of active metabolites, urinary excretion, low affinity for plasma proteins, biotransformation without cytochrome
P450 isoenzymes, low risk of drug interactions) and fairly good tolerability. The daily dose of rufinamide varies from 600 mg
(with simultaneous administration of valproate) to 1000 mg (if the patient does not take valproate) in children over 4 years
of age with a body weight of less than 30 kg and up to 2200-3200 mg in children over 4 years of age with a body weight
of more than 30 kg and in adults; in children under 4 years of age, the maximum daily dose in combination with valproate
is 30 mg/kg, and without valproic acid — 45 mg/kg.

Aim. To analyze the efficacy and tolerability of rufinamide in the treatment of epilepsy based on the long-term experience
of using the drug in the Svt. Luka’s Association of Medical Institutions.

Materials and methods. We observed 64 patients aged from 1.5 to 26 years (44 men, 20 women) treated with rufinamide
(Inovelon®). Among them, the structural etiology LGS was diagnosed in 36 patients, the genetic and presumably genetic
etiology LGS —in 28. In all cases, rufinamide was used in accordance with approved indications as an additional antie-
pileptic drug, more often in combination with valproate, topiramate, levetiracetam or lamotrigine. Titration of the drug
was carried out according to the recommendations in the instructions for use, up to a therapeutic dose that ranged
from 200 to 1600 mg/day (in most cases from 400 to 1200 mg/day), depending on age and concomitant therapy.
Results and conclusion. Remission of all types of seizures was registered in 17 (26.6 %) patients, and a decrease
in the incidence of seizures by more than 50 % was recorded in 28 (43.8 %) patients. Of them, 13 patients demonstrated
reduction in seizures frequency by more than 75-90 % and remission of one of several types of seizures. In general,
the therapeutic effect (reduction of seizures frequency by at least 50 %) was achieved in 45 (70.3 %) of 64 patients.

A decrease in seizures frequency of by at least 50 % was observed in 8 (12.5 %) patients; in 10 (15.6 %) patients, rufi-
namide therapy was not effective; in 1 (1.56 %) case an aggravation of bilateral convulsive seizures was noted when
rufinamide was administered.

In most cases, rufinamide is well tolerated. Our patients had side effects in 10 (15.6 %) cases. Only in 2 (3.1 %) cases,
rufinamide was withdrawn directly due to side effects (the reason for withdrawal in these cases was an allergic reaction
and psychosis).

The retention rate for therapy lasting 1 year or more is 65.6 % (42 of 64 patients).

Thus, our data have demonstrated efficacy and good tolerability of rufinamide in treating epileptic seizures associated
with LGS, confirming numerous literature data. However, in our analysis, a higher rate of seizure remission was obtained,
although we have included patients with mainly resistant forms of epilepsy in the analysis.
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BeepeHune

Cunpgpom Jlennokca—Iacro (CJII') — kitaccuueckas
SHIIe(AIONAaTHsI Pa3BUTHS U STWICTITUYECKAsI C A1e0I0TOM
B IETCKOM BO3pacTe, XapaKTePU3YIoIIasics pe3uCTEHTHO-
CTBIO K TepaInu, TSOKEIBIM TeYeHUEM 1 HeOJIarOIpUsITHBIM
MPOTHO30M. B CBSI3M ¢ CYIIECTBYIOIIMMU CIOXKHOCTSIMM
B jeyeHuu CJIT" HamexXnpl Bo3JjlaraloTcs Ha Co3AaHKue HO-
BBIX aHTURMWIENTUYECKUX TIpernapatoB (ADIT) ¢ npuHIu-
MUAJIBHO MHBIMU MEXaHU3MaMU JICCTBUS, HalleJeHHBIX
CIIeLIMaJIbHO Ha JICYeHME TaHHOM TsKeJIoi hOpMBbI SIH-
nencuu [1-5,9, 11, 12, 32].

Pydunamun (MHoBenor®) — HoBblit ADI, 3aperucTpu-
poBaHHbIi 115 teyeHust CJIT, mponsBomHoe KapOoKcaMua,
M0 XMMHUYECKOMY CTPOSHUIO He Moxoxee Ha apyrue ADIIL.
OCHOBHOI1 MEXaHM3M JICHCTBUS py(hHAMUIIA — OTPaHUYCHME
pa3psIIOB HEMPOHOB, CBSI3aHHOE C OJIOKUPYIOIINM ICHCTBU-
€M Ha HaTpUeBbIe KaHaJIbl (PeryIMpoBaHMe aKTUBHOCTY Ha-
TPUEBBIX KAHAJIOB 3a CUET YBEIMUYCHUS JIUTCIbHOCTU MX
HEaKTUBHOTO COCTOSIHUSI), M CTaOMIIM3als MeMOpaH Heli-
poHOB [45]. PyduHamMua uMeeT LiebIiA psii ITPEUMYILIECTB 110
(hapmakoOKMHETUYECKUM IapaMeTpaM, 3(G(OeKTUBHOCTH
U TIEpEeHOCUMOCTU. BaxkHble npenmyliiecTBa pyhruHaMuaa
BKJTIOYAIOT IIIMPOKUI CITEKTP aHTURIMWIEITUIESCKON aKTHB-
HOCTH, XOPOIIIyl0 abCOPOIIMIO MPU MEPOPaTbHOM IpUEME,
HM3KUI PYCK JIEKAPCTBEHHBIX B3aUMOIEHCTBII 1 TOCTATOU-
HO XOPOIIIYIO MePeHOCUMOCTD [13].

B opranusme py¢puHamMun MeTaboau3nupyeTcs, HO He
JlaeT aKTUBHBIX MeTaboauTOB, 1 06bIIag 9acThb (91 %)
MeTabOoJIMTOB BHIBOISTCSI ¢ MOYoi. buorpancdopmarys
TperapaTa MPOYCXOMUT O3 y9acThst M30(hepPMEHTOB LIMTOX-
poma P450. T, /» COCTaBJIsIeT 6—10 9, BpeMsI 10 JOCTHKEHUST
MaKCHMaJTbHOW KOHIIEHTpaLMHK B Tu1a3Me — 4—6 4 [45]. Cs-
3bIBaHME pychrHaMKIa C 6eIKaMu ChIBOPOTKU KPOBHU in Vitro
cocrabisteT 34 %, ipu 3ToM okoo 80 % pyduHaMua cBsi-
3BIBACTCS AILOYMUHOM. DTO YKa3blBaeT Ha MUHUMAJTbHBIM
PUCK JICKapCTBEHHBIX B3aUMOICUCTBUIA ITyTeM BHITECHEHMSI
13 CBSI3U ¢ OeJIKaMU TIpY IIPUMEHEHUHM ¢ APYTUMU TTperiapa-
Tamu [6].

PybuHamun He BIusIeT Ha IIa3MEHHYIO KOHIIEHTpa-
uuto npyrux ADII, onHako deHuTOMH, DeHobapOuTa,
BaJILIIPOAT M IPUMUIOH MOTYT M3MEHSITh KIIMPEHC pydu-
HaMK[a, TPUYEM BaJIbIIPOAT 3aMeUISICT, a OCTaJIbHBIC TIpe-
napaThl YCKOPSIIOT IIEPUO/, eTo Tojypacnaaa [45].

Pypunamun ocodeHHO 3¢ (HEeKTUBEH TPU JICUSHUU
MPUCTYIIOB MaJeHUH (TOHNYECKUX/aTOHMIECKUX TTPUCTY-

noB) [15]; Takxke mokazaHa ero 3(dOeKTUBHOCTD MPU Ie-
HepaJIM30BaHHBIX IIPUCTYIAaX (TOHUYECKUX, aTOHUMISCKUX
U ToHuKo-kjnoHnyeckux) npu CJII. Crnenyet yuuThIBaTh,
YTO TIPUCTYIIHI MAJCHUIA CBSI3aHbI C TPABMAaTU3MOM U T10-
TOMY 3HAYUTEJIBHO CHIDKAIOT KaYeCTBO XM3HM; T10 3TOI
MPUYMHE UMEHHO 3TOT TUII IIPUCTYIOB SIBJISIETCSI OCHOB-
HBIM 00BbeKkTOM ucciaenoBanuii npu CJII, u cHukeHUe
YaCTOTHI 3TMX TUIIOB MPUCTYIIOB 3HAYUTEJIBHO YIydlllaeT
Ka4eCTBO XMU3HHU IallMCHTOB.

B Poccuu pydunamuz (MHoBenoH®) 3apeructpupo-
BaH ¢ 2015 r. [Ipenapar nmokasaH Jj1s1 Je4eHUsT SIUICITH -
YeCKHUX MPUCTYIIOB, accouuunpoBaHHbIX ¢ CJIT, y manueH-
TOB cTapiie 1 roga B JOMOJTHUTEIbHON Teparuu.

[IpenapaT moctyreH B TabyeTkax, coaepxammx 200
wiu 400 Mr geiictByroniero Beiiectsa. CyroyHasl no3a
pyduHamuna Bapeupyet ot 600 Mr (Ipy OTHOBPEMEHHOM
npueMe Basibnpoata) 10 1000 Mr (eciv MauueHT He TToJy-
yaeT BaJblIpoaT) Yy IeTeil crapiie 4 JeT ¢ Maccoi Teia
meHee 30 kxr u g0 2200—3200 mr y geteit crapiie 4 JeT
¢ Maccoii Tena 6osiee 30 KT U 'y B3pOCJIbIX; Y A€Tei B BO3-
pacte 10 4 JleT MaKCUMaJIbHasl CyTOYHas 1033 B COYCTAHUM
¢ BaJibIIpoaTtoM coctaBiisieT 30 Mr/Kr, a 6e3 BaJIbIIpOeBOM
KUCJIOTHI — 45 MI/KT.

CraproBas 103a ¥ TUTpaLys pyhrHaMyAa y MalyeHTOB,
He NIPMHUMAIOIIMX BajJblIpoar: y Aeteid oT 1 go 4 ner —
10 Mr/kr/cyT, nanee turpauus no +10 mr/kr/cyt 1 pa3
B 3 mHS (MakcuMajbHO 45 Mr/Kr/cyT). Y nmereii crapiie
4 et c Maccoli Tesa MmeHee 30 KT ctapToBas 103a COCTaB-
qsiet 200 Mr/cyT, a TUTpauus npooautcsd mo + 200 mr
Kaxnaplid 3-i neHb (MakcuMasibHo 1000 mr/cyT). V neteit
crapiie 4 JIeT, IOAPOCTKOB M B3POCJIBbIX C Maccoi Teya
ooutee 30 Kr ctaproBast fo3a coctanisieT 400 Mr, a TUTpaLus
nmpoBoautca mo + 400 Mr yepe3 geHb (MaKCHUMAaJIbHO
B 3aBUCMMOCTU OT Macchl Tena oT 1800 mo 3200 mr).

CraproBas 1032 ¥ TUTpalys y alMeHTOB, TPUHUMAI0-
11X BaJIbIPOAT; y ieTel oT 1 1o 4 JieT crapToBasi 103a COCTaB-
JisgeT 10 Mr/Kr/cyT, TUTpaLus mpooauTcs mo +10 Mr/kr/cyT
1 pa3 B 3 nHg (MakcuMaibHO 30 Mr/Kr/cyT). Y neteii crapiie
4 net ¢ Maccoii Tesia MeHee 30 KT cTapToBast 103a COCTaBIISIET
200 mr/cyt, TUTparus rposoauTcs o +200 Mr He paHee yeM
yepe3 2 aHg (MakcuManbHo 600 Mr/cyT). ¥V meTeii crapiie
4 5eT, MOAPOCTKOB M B3pOCJbIX C Maccoit Tena 6onee 30 Kr
cTapToBas 103a cocTanisieT 400 Mr/cyT; TUTpaLMsI IPOBOAWT-
cs o +400 Mr yepe3 AeHb (MAaKCUMAJIbHO B 3aBUCUMOCTU
ot Macchl Tea 1200—2200 mr/cyT).
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Pybunamuag pekoMeHAOBaHO MpMHUMAThL 2 pasa
B CYTKU ¢ 12-4yacoBbIM uHTepBajioM. [Ipenapar ciemyer npu-
HUMaTh BO BpeMs enbl. Eciy manueHTy TpymaHo IJI0TaTh,
TaOJIETKN MOKHO U3MEJIBYUTh U TIPUHSTH, TOOABUB U3MEIh-
YEHHYIO TaOJIETKY B TTOJIOBMHY CTaKaHa BOIEHI [6, 18].

Tak Kak pyrHaMUI 3apeTUCTPUPOBAH IS JICUCHUS
MPUCTYIIOB, accolmupoBaHHbIX ¢ CJII, BaxkHO paccMo-
TPETh BOIIPOC, KaKKME TUITHI IIPUCTYIIOB ITOIpa3yMeBalOT
JIaHHOE OIpeNeIeHrne CUHApOoMa (TIpY 3TOM OIpeesicHue
HE MpeaycMaTpUBaeT, YTO B CJIyJae BBISIBICHUS KaKUX-
MO0 TUITOB MPUCTYIIOB, BCTPEYAIOIIMXCS Y MallMeHTa
¢ CJIT, HazHauyeHue pypuHaMuga He mokazaHo). Takum
00pa3oM, UCXOIs U3 3aperuCTPUPOBAHHBIX TTOKa3aHMIA,
pydbrHAMUI MOXET Ha3HAYaThCsl MalMeHTaM C JTI0OBIMK
TUIaMU IIPUCTYIIOB B paMKaX KIIMHUKO-3JIeKTpo3HIIeda-
Jnorpagudeckoro cumnromokomruiekca CJIT.

DddekTuBHoCcTh pypuHamuia B aedenun CJIT. B ma-
1IE00KOHTPOJIIMPYEMOM PaHIOMU3UPOBAHHOM KJIMHMYE-
ckom uccnenoBanuu 111 ¢paswr npu CJIT (12-HeaenbHbII
nepuof JeueHus) [17] npuHumanu ydactue 138 namueH-
toB ¢ CJIT" B Bo3pacte oT 4 10 30 et (3TO MccieIoBaHue
BKJIIOYAJIO HE TOJBKO MOAPOCTKOB U B3POCIBIX, HO M Jie-
Teit). CpeaHuil mokasaTeslb peAyKIUU OOl YacTOThI
MPUCTYITOB OBUI CTATUCTUYESCKM 3HAYMMO BHIIIIE B TPYIIIE
pybuHamuna — 32,7 % npotus 11,7 % B rpyrine 1uiaie6o,
p = 0,0015. Bbuiu nmoaydeHbl JOCTOBEPHbIE pa3INUYUsS
10 YaCTOTE MPUCTYIIOB MaAecHUI (TOHUYECKMX,/aTOHUYE-
ckux mpuctymnoB) (p <0,0001) B rpynne pybuHamu-
na (cpemaHsst peayKiyst 4acToThl — 42,5 %) 1o cpaBHEHUIO
¢ Tpymnmoi miane6o (yBeandeHune yacToTel Ha 1,4 %).
B rpynmne pyduHaMuga oTMe4eHbl 3HAUUTETbHOE YMEHb-
IIEHWE TSDKECTU MPUCTYIOB (110 OLIEHKE POAMTEICH Nalu-
€HTOB I10 IIKaJle TJ100aIbHOT0 KJIMHUYECKOIo BIieyaTie-
Hus) — 53,4 % o cpasHeHuio ¢ 30,6 % B rpyIne miane6o
(»p=0,0041), 6osee BbICOKas 1011 pECIIOHAEPOB (MalIMEeH-
TOB C KIMHUYECKUM YIYUIICHUEM, T.€. C YMEHBIIEHUEM
YacTOTHI MPUCTYITOB Oosiee yeM Ha 50 %) B OTHOIICHUU
KaK 4acToThl Bcex mpuctynoB (31,1 % mo cpaBHEHUIO
¢ 10,9 % B rpymme mate6o; p = 0,0045), Tak 1 IPUCTYIIOB
mageHuii (42,5 % no cpaBHeHUIo ¢ 16,7 % B rpyIime mia-
1e60; p=0,002). B oTHOLIEHM IPYTUX TUIIOB TPUCTYTIOB
B rpymnie pypuHaMuaa rmojydyeHa CTaTUCTUISCKH JTOCTO-
BepHO OO/bIIAs peayKlus abCaHCOB, B TOM YHCJIe aTu-
MMYHBIX a0caHcoB (50,6 % 1o cpaBHeHUIO ¢ 29,8 % B rpyI-
ne maue6o; p=0,0222), a Takxke aTOHUYECKUX ITPUCTYTIOB
(44,8 % 1o cpaBHeHuIo ¢ 21 % B rpynme tane6o; p=0,0125).
Pemuccust ipucTyIoB naneHuii focturayra 'y 4,1 % natmeH-
TOB, IPMHUMABIIUX Py(hUHAMMII, TTO CpaBHEHMIO ¢ 3,3 % mpu
npuemMe 11anedo (CTaTUCTUYeCKU He3HaUuMo) [17].

124 mauueHTa (B Bo3pacte oT 4 10 37 j1eT), paHee yJa-
crBoBaBiIMe B uccaenoBanuu T. Glauser u coanrt. (2008)
1 3aBepIIUBIINE 12-HeneabHylo (a3y TBOMHOTO CICIOTo
WCCJIEIOBaHUS, B NaJbHEUIIIEM MPUHSIIA y9acTHE B OT-
KPBITOM UCCJIENOBAaHUM IJIUTEIbHOU Tepanuu (n=124);
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CpenHss MPOAOIKUTEIbHOCTh IMpuemMa pydbuHamMuaa
B 5TOM UCCJIEIOBAaHNY COCTaBIMIIa 432 THS, TIpeTiapaT prumMe-
Hslics B 103e 25—60 Mr/Kr/cyT, B KoMOMHaImu ¢ 1—3 npyru-
mu ADII [23]. biaaronpustHble TapamMeTphbl 3(pHeKTUBHOCTU
U TIEPEHOCUMOCTH COXPAHSUIMCh IIPU JUIMTEIbHOM Tepa-
Uy, B nociieaqure 12 mec muccnenosanusa y 41 u 47,9 %
MalMEeHTOB OTMEYEHO YMEHBIIIEHUE He MeHee yeM Ha 50 %
YaCTOTHI BCEX MPUCTYNOB U TOHUYECKUX/ATOHUYECKHUX
MPUCTYIIOB COOTBETCTBEHHO. B 11€JT0M CHIKEHUE YaCTOThI
SMUICNTUICCKUX TIPUCTYIIOB Gosiee yeM Ha 50 % ObLIO
3aperucTpupoBaHo y 45,1 % manueHToOB, MOJy4YaBIINX
pybuHamun. Hanbosee pacnpocTpaHeHHBIM MTOOOYHBIM
sddexrom (I1D) 6uina TorrHoTa (30,6 %) [23, 24].

R. McMurray u P. Striano (2016) npencraBwim pe-
3yJIBTaTHI post-hoc-aHann3a MOATrPYIITbI B3POCIbIX MMaI-
eHtoB ¢ CJII" (n = 31), yuacTBOBaBILLIUX B UCCEAOBAaHUUN
11T ¢paswr T. Glauser u coanT. (2008). I[TosrydeHHBIE pe3yJib-
TaThl IIPOAEMOHCTPUPOBAIN 3 (HEKTUBHOCTD M XOPOIIIYIO
MePEeHOCUMOCTh py(prMHAMUIA Y B3POCIIBIX: CpEIHEe U3Me-
HEHUE YaCTOThI ITPUCTYIIOB 110 CPABHEHUIO C UCXOTHOM
coctaBuio —31,5 % mns pybuHamMuaa no cpaBHEHUIO
¢ +22,1 % nna nnane6o (p = 0,008) B OTHOIICHUM TTPH-
CTYNOB BcexX TUNOB U —54,9 % mo cpaBHeHUIo ¢ +21,7 %
(p = 0,002) ny1s mpuCTYIOB MaaeHui. 1oss pecrioHaepoB
cocraBwia 33,3 % nns pybuHamuaa mmo cpaBHeHuio ¢ 0 %
Jutst ate6o (p = 0,066) B OTHOIIIEHWM TIPUCTYIIOB BCEX
tumnoB u 57,1 % o cpaBHenuio ¢ 10 % (p = 0,020) B oTHO-
IIEHWU TIPUCTYIIOB MafeHuit. Takke oTMeYeHa XopoIast
IePEHOCUMOCTh py(PHUHAMMIA Y B3POCIIBIX: OOJIBIIIMHCTBO
I1D ObLIM JIETKO WM YMEPEHHO BhIpaxkeHsbI [27].

B panmbHeiiem 3(p¢heKTUBHOCTD M XOpolllasi epeHOCH-
MOCTb py(brHaMu/Ia Oblia IPOIEMOHCTPUPOBaHA B MHOTOYH -
CJICHHBIX OTKPBITBIX CCIICIOBAHMSIX, CUCTEMATUYECKIX 0030-
pax u MetaaHammzax [12—15, 19, 21, 25, 34, 35, 38, 40, 45].

B paHmoMr3upoBaHHOM KIIMHMYECKOM UCCIIETIOBAHII
Y. Ohtsuka u coasT. (2014), BKiItouaBiIeM 59 maleHTOB
¢ CJIT ot 4 no 30 ner (M3 Hux 29 nosyyanu pybuHaAMULI
u 30 — 1aue60), cpeaHsIsl peayKLMs YaCTOThI TPUCTYIIOB
BceX TUIOB cocTaBmwia —32,9 u —3,1 % npu npueme pyhu-
Hamuaa u miauebo coorBeTctBeHHO (p <0,001). A B omy-
omkoBaHHOM Y. Ohtsuka u coabT. (2016) McciaemoBaHUN
JUTUTEJIPHOM MOMOJHUTEILHON Tepanuu pyhUHAMUIOM
B ANoHMM B paMKaX OTKPBITOIO MPOIOIKEHHOI'O UCCIeI0-
BaHMsI C IPEALIECTBYIONIUM 12-HeaeIbHbIM MHOTOIICHTPO-
BBIM I1alleOOKOHTPOJUPYEMBIM PaHIOMU3UPOBAHHBIM
HCCIIeOBAaHUEM CPEIHSISI TOJIST UBMEHEHHSI YaCTOThI TOHU -
YEeCKMX Y aTOHUYECKUX ITPUCTYIIOB [0 CPABHEHUIO C UCXOJI-
HBIM YPOBHEM (IIepe]] HayaJIoM JBOMHOTO CJIETIOrO UCCIIe-
JIOBaHUsI) B TaHHOM IpyIine namueHToB (n = 41) cocra-
Buia —39,3 % (12uen), —40,6 % (24Hen), —46,8 % (32Hen),
—47,6 % (40nen) u — 36,1 % (52 Hen Tepanun) |34, 35].

HUccnenoBanue H.A. Wier u coaBr. (2011) Bkitovaso
138 neteii ¢ CJIT. CpenHuii mokasaTeslb yMEHbIIEHUS 00-
el YaCTOTBI IPUCTYIIOB cocTaBwi 32,7 % B rpyIie pydu-
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Hamuaa v 11,7 % B rpynne 1utane6o (p = 0,0015) 1 coxpa-
HSLJICS B IPOJOIXKEHHOI (ha3e uccienoBaHus [45].

ITo pannbiM G. Coppola u coasnt. (2014), Ha MOMEHT
HamnucaHus1 cTaTby 3(P(EeKTUBHOCTH U 0€30MacHOCTb py(du-
HaMUa y JeTeil oleHrBagach puMepHo y 600 mareHToB
B MeAMaTpUIeCKOi mpakTrke. CpeaHuid moKa3aTesb Tepa-
neBrryeckoro 3 pekra pyprHamuaa npu CJII ¢ pe3ucTeHT-
HBIMU IIPUCTYIIAMU Y ieTeit coctaBuil 38 % (B MCCiIeIOBaHM -
sIX, BKJIIOUEHHBIX B 0030p), IIpU 3TOM peMucCcHUs Obliia
JocturHyta y 2,4 % naluydeHTOB. ABTOPHI OTMEYaloT HU3KUI
PUCK B OTHOLIEHMU arrpaBalyy MpUcTymos [15].

M. Nikanorova u coast. (2017) uzyvyanu 3¢pdpekTun-
HOCTb U TIEPEHOCHMOCTD JUIMTEIbHOM Tepanuu pydrHa-
MMIIOM B Ka4eCTBE JIOITOJIHUTEJILHOTO MperiapaTa y Imaru-
eHtoB ¢ CJII' B knuHu4Yeckoi mnpaktuke. B 1V ¢aze
HEMHTEPBEHIIMOHHOTO MHOTOILICHTPOBOTO PETUCTPALIOH-
HOTO MCCJIeIOBaHMS IPUHSLIN yyacTre 111 manueHToB u3
64 11eHTpOB 8 eBporeicknx cTpadH. Cpeayt HUX OblJIa BbI-
JleJieHa TpyIna MalMeHTOB, MOJyYaBIINX PyOUHAMMUI
(n = 64), n rpymma «apyrue ADII», KOTOpyIo cOCTaBUI
21 mauueHT, HUKOIJa He MoJTyyaBiuuii py¢puHamua. Cpen-
HUIi Bo3pacT — 16,1 roma (rpymma pybnHamuna) u 15 met
(rpynmna «apyrue ADI1»). CpenHsis NpoaoKUTeIbHOCTD
HabJoAeHus Oblia 6ojee 2 JieT (mepuoid HaOIaeHUS
ot 1,3 mo 46,4 mec). CBga3annbie ¢ Jeuennem ADII 1D
peructpupoBaiuch y 40,6 % (rpynma pybuHamMumga)
ny 33,3 % (rpynmna «apyrue ADI1») malMeHTOB U IpUBe-
JIK K oTMeHe Tepanuu y 7,8 u 4,8 % maiimeHTOB COOTBET-
ctBeHHo. Haunbonee yacteimu [19, cBA3aHHBIMU C TIpU-
eMoM pydhuHaMuna (>5 % nanueHToB), ObUIM COHJIMBOCTh
(7,8 %) n cumxenue annerura (6,3 %). Yepes 12 mec je-
YeHMS JOJIST MMAllMEHTOB C YMEHbBIIIEHUEM YacTOThI BCEX
TUIIOB IIPUCTYITOB (3HAYMMOE YJIydlleHUe WM OYeHb 3Ha-
yuMoe yaydlieHue) coctaBuia 28,6 % (12/42) B rpyme
pybunamuna u 14,3 % (2/14) B rpyIie nalxeHTOB, IIPHY-
HuMarowux apyrue ASIT [33].

B 2021 r. 6bu11 onyOJIMKOBaHKI pe3yJIbTaThl CUCTEMa-
TUYecKoro ob3opa u MetaaHanuza 10 ucciaenoBaHUi
¢ yuactueMm 557 maumentoB ¢ CJIT [40]; cpeay HUX ObLIO
5 IIane60KOHTPOIMPYEMBIX MCCIICIOBaHMIA, BKITIOYABIIIHX
265 manueHToB B TpymIe pydhuHamuaa u 203 mannueHToB
B rpymmne 1ane6o. CHMXXKEHHUE CpeIHEei 4acTOThl BCeX
MPUCTYTIOB B TeUeHUe 28 THEl BO BpeMsl IBOMHOM CIIETION
¢asbl Ipu JIeYeHUN pyPUHAMUAOM cocTaBuio 29,32 %
(B rpynme mnane6o — 8,3 %) (p <0,00001). Pybunamuz
ObUI TAKXXe CTATUCTUYECKHU 3HAUMMO Oosiee 3hpeKTUBEH,
YyeM I11a1e60, ¥ B OTHOILLIGHUU CHIDKEHMS YaCTOTHI OTIE/Tb-
HBIX BUJIOB IPUCTYIIOB (TOHUKO-KJIOHUYESCKMX, aTUITHY -
HBIX a0CaHCOB, aTOHUYECKUX, (DOKATBHBIX U MUOKJIOHU -
yeckux) (p <0,00001). ITokazaTesb CHUXEHUS 4aCTOTHI
BCEX TUIIOB MPUCTYIOB U OTACIBHO IPUCTYIIOB IMaaeHUIA
OBLI BHIIIIE B IpyMnie py®ruHaMKIa 10 CPaBHEHUIO C ILIa-
e6o (31,5 % nporus 22,1 %, p = 0,002 u 54,9 % nipotuB
21,7 %, p = 0,066 cooTBeTCTBEHHO). [l0JIsI MallMEHTOB
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C YMEHBbIIICHUEM YacTOThI MPUCTYIIOB HE MEHEee YeM Ha
50 % nuta BceX TUIIOB MPUCTYIIOB U OTAEIBHO IS TIPUCTY-
TIOB MMafeHUI Tak:Ke ObUIa 3HAYMMO BBIIIIE B IpyIIITe pydu-
HaMuJa 1o cpaBHeHMIO ¢ Tanedo (33,3 % npotus 0 %,
p=0,066; 57,1 % nipotus 10,0 %, p = 0,02 COOTBETCTBEH-
HO). Y 2 mauMeHTOB B IpyMiie py¢puHamMuga JOCTUTHYTa
TOJTHAST PEMUCCHS TIPUCTYITOB TaICHUIA.

ITo6ounble 2P PekTl oTMedaTHCh Yy 60,2 % 00TBHBIX
B I'pyIIie pydbuHaMuIa, Ipy 3TOM OTMEHa Teparuuy moTpe-
GoBajiach TOJILKO B 9,6 % ciydaeB. bonbimHcTBO 1D HO-
CUJIY JICTKUIA XapaKTep, HauboJjiee pacpoCTpaHEHHBIMU
13 HUX OBUIM PBOTA U COHJIMBOCTD. [10JIs ITOBEACHUYECKUX
u ricuxuatpuueckux I1D B rpynmne py¢uHamMuga He mpe-
BBIIIIAJIa 3TOT MOKa3areib B Tpymiie miaiebo (p = 0,68).
He 051710 BBISIBIEHO KIMHUYECKU 3HAYMMBIX B3aUMOJICHi -
cTBUii ¢ npyrumu ADII.

Takum obGpa3oM, pe3yiIsTaThl MeTaaHaIU3a M CHUCTe-
MaTU4YECKOro 0030pa 00 EKTUBHO MOATBEPAVIIN TaHHbIC
00 3 (HEeKTUBHOCTU U XOPOIlIeit MEPeHOCUMOCTH pyprHa-
muaa B JeueHur CJIT, mosydeHHbIE B MHOTOUMCIEHHBIX
HCCIIEIOBAHUSIX HA TIPOTSDKEHUU MHOTOJIETHETO Meproaa
npuMeHeHus npenapara [40].

ITocnegHuii 0OHOBJIEHHbBIN KOKPAaHOBCKMIA 0030p MO
neuenuto CJIT 611 onyosikoBaH B 2021 1. [12]. OH BKITIO-
yan 11 uccaegoBanuii (1277 nauueHTOB, B TOM YUCJIe Ie-
Teid, TOAPOCTKOB M B3pOCbIx). IToydeHbl JaHHBIE O CTa-
TUCTUYECKU 3HAYMMOM CHIDKEHUU YaCTOThI MPUCTYIIOB
MpY 100aBJICHUU K Tepanuu pypruHaMuma 1 JaMOTPUI -
>KMHA U HU3KOM BepOSITHOCTU OTMeHBI 3TuX ADII B cBsI3n
¢ I1D o cpaBHeHMIO ¢ TPUEMOM IL1a1e60 WK JIeYEHUEM
npyrum ABDII B nonoaHutenbHol Tepanuu. dpyrue ADII
MOKa3ajIu B LIEJIOM HM3KYIO WJIM OYeHb HU3KYIO BEpOSIT-
HOCTb YMEHBIIICHUS IIPUCTYITOB IIPH Pa3IUYHON (OT HU3-
KOl 10 BBICOKO#) BepOoITHOCTU OoTMeHbI ADII B cBsI3u
¢ no6oyHbIMU 3 dekTamu [12].

TakuM 006pa3oM, MHOTOYMCJICHHBIC UCCIIeIOBaHUS
MPOJIEMOHCTPUPOBAIN 3(P(HEKTUBHOCTD M XOPOIIYIO Tie-
PEHOCHUMOCTh pyhHMHAMUAA B JICYSHUM SITHJICTITUICCKIX
MpUCTYNoB, accouuupoBaHHbIX ¢ CJIT.

Ieanto Hateir padoThl OB aHAN3 3(D(HEKTUBHOCTU
U riepeHocuMocTH pyduHamuaa B aedeHuun CJIT Ha ocHoO-
BaHWMW IJIUTEJHLHOTO OITbITa NPUMEHEHMs Ipernapara
B HallleM IICHTpE.

Martepuanbl u meToabl

[IpoaHan3upoBaHbI JaHHBIE 10 IPUMEHEHUIO PyDU-
HaMuaa y OOJbHBIX 3nujerncueit crapiie 1 roma, HadIIO-
JaBIMxcs B OObeAMHEHUN MEAUIIMHCKUX YIPEXKICHUI
I10 IMarHOCTUKE, JICYEHHIO U peabyIMTaliy 3a00JIeBaHUIA
HEpPBHOM cHUCTeMbl U anujericun uM. Ceatutenst Jlyku
(O0BenMHEeHUEe METULIMHCKUX yupexkaeHuil uM. CBT. JIyku,
Brirovatouee MUAHD u MJABHD um. CsT. JIyku) B iepu-
onc 1 ¢pespans 2015 . mo 1 okts6pst 2023 . ¥ MoOJyYaBILIMX
pybuHaMK B KaUeCTBE JOMOJIHUTEIBHOTO IIpernapara (B Io-
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Jatepanuu). Bece mauyeHThl ObUIM KOHCYJIBTMPOBAHbI 31U~
JICTITOJIOTOM HAIlIMX IICHTPOB He MeHee 2 pa3 3a IIeproj Ha-
OJIIOACHUST; B 1IJIOM OCMOTPHI MAIlMEHTOB MPOBOIWINCH
Kaxaple 3—6—12 Mec. [Tepron KaTaMHECTHYECKOTO Ha0II0-
JICHUSI 3 MallMeHTaMK COCTAaBWII OT 4 Mec 0 8 JIeT.

Kpurepuu Bkmouenus. B aHaiu3 ObLIM BKIIIOYEHBI T1a-
LIMEHTHI B Bo3pacTe oT 1 rona ¢ Bepu@uIMpoBaHHbBIM U~
arHo3oM CJIT' reHeTn4ecKoOl, CTPYKTYpHOI U HEYCTAHOB-
JICHHOM 3THMOJIOTUM, PEryIsipHO MOCEIlaBIINe Bpaya
C TIPOBeNICHUEM 00C/IeI0BaHI, PETYJISIPHO IPUHUMAIOIIIE
ADII (B TOM uncie pypuHaMUI) U BBITTOJHSIOLINE PEKO-
MEHIalIMU Bpaya.

Kputepun ucKiII04eHns: HEIOCTaTOK JAHHBIX IS yCTa-
HOBJICHUS IMarHo3a 3MWIETICUH; Apyrue (GopMbl SMUIET-
cuu (kpome CJIT); Bo3pacT mmaniie 1 roga; mauueHTHI,
He ToJryJarolye pyhuHaMUI; HEPETYISIPHOE MOCEIIEHHUE
HEBPOJIOTa C OTCYTCTBUEM TOCTOBEPHBIX JAHHBIX O KaTaM-
He3e; HepeTyJisipHbIil ipuem ADII.

IMon HaGMIOMEeHMEM HAaXOMUIOCh 64 allMeHTa, IOy~
varowmx pyprHamuz (Muosenon®). M3 Hux 44 mauueHTa
MY3KCKOTO TToJ1a, 20 IMalMeHToB XeHCKOoTo Ioj1a. Bo3pact
MalMeHTOB HAa MOMEHT Ha3HaYeHUs pyOUHAMKIA COCTa-
BUJa oT 1,5 mo 26 jet (cpemHuii Bo3pacT — 7,78 roma).
W3 Hux 44 pebeHka B Bo3pacte oT 4 jiet 1o 11 et 11 mec,
16 ogpocTKOB B Bo3pacte oT 12 yet go 17 met 11 mec
1 4 B3pocibix (ctapiie 18 er). Eme B 3 ciydasx pyduHamMug
ObLT Ha3HAYeH B JETCKOM WJIM IOAPOCTKOBOM BO3pacTe,
OITHAKO B CBSI3U ¢ 3()(eKTUBHOCTBIO JIeUEHMS 1 OOJIBIION
JUTMTEJIbHOCTBIO ITpPHeMa B paMKaX KaTaMHECTUIECKOTO Ha-
OJTIoIeHMSI 3TU MALIMEHTHI MEPEILTN B KATETOPUIO B3POCIIbIX,
KOTOpast B UTOTe COCTaBMJIa 7 MAIlUEHTOB.

Bcem manueHTaMm ObLIO TIPOBENEHO 00CIEeIOBaHUE,
KOTOPOE BKJIIOYAJIO MOAPOOHBIN COOp aHAMHECTUIECKUX
JIaHHBIX, OLIEHKY HEBPOJOTMYECKOTO cTaTyca, KpaTKoe
HEMPOIICHXOJIOTMYECKOE TECTUPOBaHKE (OLICHKA TTaMsITH,
BHUMAaHUSI, YPOBHS Pa3BUTHUSI KOTHUTUBHBIX (DYHKIIUIA),
MPOAOJKEHHBII BUIEO3JIEKTpOIHIIeamorpapuiecKuii
MOHUTOPUHT (BOM) (sHuedanorpad-peructparop
«DHuedanan-93I'P-19/26» («<Menukom MT/», Poccust)
ocHoBHas1 Morudukaims) B UIIHD/MABHS um. Cart. JIyku
(MockBa). BOM Bkitouan uccienoBaHue B COCTOSTHUU
AKTUBHOTO U NMaCCUBHOTO OOJPCTBOBAHUSI C TPUMEHEHU -
€M TECTOB Ha OIpe/eIcHEe YPOBHSI CO3HAHUS, (PYHKIIMO-
HaJIbHBIX TIPO0: TUIEPBEHTUIISILIMM, PUTMHUYECKOI (hoTO-
CTUMYJISILIUM B guanaszoHe 4yactoT 3—40 Ii, mpoGb
OTKPBIBAHUSI—3aKPBIBAHUS TJ1a3, ¢ BKIIOYCHUEM HOYHOTO
1/WJIM THEBHOTO CHA.

MeToapl HelipOBU3yaIM3alliy BKJIIOYAIN IIPOBEICHIE
MarHUTHO-pe3oHaHcHo# ToMorpadpuu (MPT) (He MmeHee
1,5 T) Bo Bcex ciayyasix U BbicoKopaspeuwatomein MPT
(BP-MPT 3 T no anuienToiaoruyeckoii mporpaMmme) o
ITOKa3aHMSIM (3aKPBIThIN CBEPXBBICOKOIOIBHBII TOMOrpad
3 T General Electric Discovery 750 W).
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C 111610 BISIBJIEHUS] TeHETUYECKO 3TUOJIOTHU 3a001e-
BaHMS y 32 ALMEHTOB MPOBENECHbI TEHETUUECKIE aHATTU3bI,
BKJTIOYAsT TAHAEMHYIO MacC-CIIEKTPOMETPHIO, /ISl UCKITIOUe-
HMSI HACJICACTBEHHBIX HApYIICHMIT MeTaboIM3Ma, paciin-
PEHHBIII XPOMOCOMHBI MUKPOMATPUYHBIN aHaIU3 (IUIst
0OHapyXEeHUST XpPOMOCOMHBIX aHOMAJIMi1), TTaHe/Ib T€HOB
«HacneacTBeHHBIE SITUIIETICUM» WIIH TIOJTHOE CEKBEHUPOBa-
HMe 3K30Ma (VI BBISIBJICHUsI MyTallvii B TeHaX), WIA Hau-
0oJiee MOJHOE MCCIEA0BaHUE — TTOJIHOE CEKBEHUPOBAaHME
reHoMa (aHaJIM3bl IIPOBOAMIMCH B TEHETUUECKMX JJAOOpaTo-
pusix «IeHomeny, «[eHeTnKo», «[eHoaHATUTHUKA» ).

Hns uckmouenus 1D Tepanuu Ha poHe JieueHUs TTPo-
BOIWIM KJIMHUYECKUI aHaIM3 KPOBU (C OIpenecHueM
YPOBHS TPOMOOLMTOB U (DOPMYJIbI KPOBU) U OMOXUMUYE-
CKUIi aHaJIM3 KPoBH (Yepe3 3 Mec Mocjie Havaja JeYeHUs
U Jajiee B CPEIHEM Kaxknple 6 Mec), YIBTPa3ByKOBOE UC-
CJIeOBaHUE OPTraHOB OPIOIITHOM MOJIOCTH, KOHCY/IBTAIIUIO
reauaTpa; Mo MmokKa3aHWsIM Ha3Havyalach KOHCYJIbTAIIMs
ncuxuarpa. [Ipu npumeHeHun pypuHaMuaa B KOMOMHM -
POBAaHHOI1 Tepanuy B COYETaHUU C BAJIIIPOATOM WU TIpe-
nmapaTaMu KapOaMasenurHa IMPOBOIMUJIOCH ONpeaeieHue
KOHIIEHTPAIlMM BaJIbIIPOCBOI KMUCIOTHI WM Kapbamase-
IMMHA METOIOM Ta30-XUIKOCTHOW XpomaTorpaduu.
[To mokazaHusIM ompeAesIsSIi KOHIIEHTPAIUIO JIAMOTPH -
JKMHa, JIeBeTHpalleTaMa 1 TollipaMaTa y MalueHTOB, 10~
JIy4aBIIMX 3TU Mperapathl. Tak Kak pyruHAMKI UMEeT
JIMHEHHYI0 KUHETHKY, KOHILEHTpAIUI0 €ro B KPOBU
HE OTIPEICIISIIN.

DTrosiornsa snuiencud. Harmm manyeHTsl mpeacTaB-
JISUTA Pa3HOPOIHYIO TPYIIIIY MO 3THOJIOTMU SIUIETICUA —
B OCHOBE 3a00JIeBaHUSI JICKAIU Pa3IMYHbIC STUOJIOTHYE-
cKue (PaKkTophI.

CTpyKTypHas U CTPYKTYPHO-T€HETUYeCKasl 3TUOJI0-
rus — 36 MalKMeHTOB, U3 HUX:

— MOCJIEACTBYS MepUHATAIEHON 3HIIedanonatuu (B pe-
3yJIBTaTe TUIIOKCUYECKU-UIIIEMMYECKOTO ¥ CMEIIIaHHO-
'O MOpaXXeHUsI LIEHTPaJIbHOI HEPBHOI CUCTEMBI B T1e-
pUHaTaJbHOM Tiepuoae) — 13 maluueHToB; U3 HUX 1 —
B COYETAaHMM C BepU(MUIIMPOBAHHON TeHETHMYECKOM
sTuosiorueit (Myrauus B reHe PING B KoMIlayHA-TeTe-
DO3UTOTHOM COCTOSTHWM: CUHIPOM MHOXECTBEHHBIX
BPOXICHHBIX aHOMAJIMI—TUITOTOHUU—CYIOPOT);

— MOCJICACTBUSI OCTPOrO HapyIIEHHSI MO3TOBOT'O KPOBO-
obOpalleHrsI B IETCKOM Bo3pacTe (3a MCKIIIOYeHUEM
MepUHATAJILHOIO TepHroaa) — 3 TMalMeHTa, B TOM
YUCJe MOCICACTBUS IMOBTOPHBIX 3IMM30I0B OCTPOTO
HapylLIeHWs] MO3rOBOI0 KPOBOOOpallleHWsI Ha (hoHe
TUIEepPTepPMUN — | HMalMeHT (3TUOJIOTHSI HEU3BECTHA,
MPEANOJIOXUTEIHHO TeHETUYEeCKast, OMHAKO IIpUMe-
HEHUE CYILIECTBYIOIIUX B HACTOSIIEe BPeMsI TeHETU -
YECKUX TaHeel, CBI3aHHBIX C SMUJICIICUE U MUTO-
XOHIPUAJIbHOM MMAaTOJIOrUei, He TTO3BOJINIIO BEISIBUTH
MPUYNHY OOJIE3HNU);

— MOCTTpaBMaTUYeCKast SIMWICIICUS — 2 TalleHTa;
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— TOCJICACTBYE TePIIETUYECKOrO MEHMHTO3HIIehaITa —
5 NalueHTOB;

— TOPOKM Pa3BUTHSI TOJIOBHOTO M0O3ra — 13 MarueHToB,
B TOM 4ucJie TUuccaHuedanusg — 1 mauueHT, ¢pokaab-
Hble KOPTUKAJIbHbIE AUCIUIa3uu 1-ro Tma — 3, mojm-
MUKPOTMpHS — 2, CyOaIIeHAMMAaJTbHAsI TeTePOTOIMST —
2, cunapoM Mwunepa—/lukepa — 1, CHHAPOM «IBO¥i-
HOM KOpbl» — 2, MaXUTUPUS—TIOIMMMKPOTUPUS —
2 mauuveHTa (B TOM yuciie y 1 malueHTa mpejroJara-
eTcsl poJib MyTaliuu B reHe GRIN2D).

Takum 06pa3oM, K MOATPYIINe CTPYKTYPHO-TEHETHYE-
CKUX (DOPM 3MUJICTICUM OTHECEHBI 2 MallueHTa C IOCIe I -
CTBUSIMU TIepMHATAIIBHOM 3HIIE(hAIONaTUN B COUETAaHUM
¢ myrainueit B reHe PING B KoMNayHI-reTepO3UTOTHOM
COCTOSTHUY (CHHIPOM MHOXECTBEHHBIX BPOXKICHHBIX aHO-
MaJIMi—TUITOTOHUM—CYI0POT) U CUHAPOMOM ITaXUTprur—
MOJMMUKPOTUPUHM C TIPEAIoaraeMoil pojblo MyTalluu
BreHe GRIN2D.

IeHeTryecKre M TIPEAIIONIOXKUTEIBHO TeHETUIECKIE
¢opmel armmienicuu (CJIT reHeTMUecKoi U TipeArnoaraeMoit
TeHETUYECKOU 3THOSIOruK) — 28 MaleHTOB, U3 HUX:

* C YCTAHOBJICHHOM reHeTUYeCcKol aThojorueit — 9 ma-
LIMEHTOB:

* XpOMOCOMOIIaTUs — 3 malueHTa, B TOM yucie 1 ma-
LIMEHT C YACTUYHOM TPUCOMUEN XPOMOCOMBI 15 (CHH-
npoM Knaiindensrepa (XXY)) u 1 manyeHT ¢ CUHIPO-
moM JlayHa;

* Mmytauus B reHe TBC1D24 (accounpoBaHHas C paH-
Hell snuIenTUYecKoi sHIedanonaTueit 16-ro Tumna,
TUII HacJeOOBaHUsS — ayTOCOMHO-PELIECCUBHBINI,
OMIM: 615338) — 1 mauueHT;

» mytauus B rene CHDZ2 (accourupoBaHHas ¢ SIWIETI-
TUYECKOM 2HILIedaronaTueii AeTCKOTo Bo3pacTta, THUIT
HacJIeAoBaHUs — ayTOCOMHO-IOMMHaHTHBIN, OMIM:
615369) — 2 manueHTa;

» mytauus B reHe NSD1, cunapom Coroca — 1 MaLveHT;
MOHTOLIepeOesUIsIpHast TUTIOIIa3us 2A (TOMO3UTOTHAs
myTauus reHa TSEN54) — 1 maiyeHT;

« mytaums reHa KCNJ11, DEND-cunapom (3agepxka

pa3BUTHS, SMWIETICUS, TMa0eT HOBOPOXICHHBIX) —

1 manueHT;

* TpeiroJiaraeMasi TeHeTH4YecKask SIuiercus 6e3 Mo-
JIEKYJISIPHO-TEHETUYECKOTO  IMOATBEPXKACHUS —
19 naumenTtoB (CJII' HeyTOUHEHHOI 3TUOJIOTUH).
®opma smmiencuu ¥ THI npuctynoB. {uartos CJIT 6611

ycTaHoBiIeH y 64 manueHToB. Cpeau mamyenToB ¢ CJIT
3aperucTpUpoBaHoO 16 ciaydaeB TpaHC(hOpMaIIMKU U3 CHH-
JpoMa SMUIEITUISCKUX MH(MaHTUIBLHBIX crla3MoB (25 %
B 0011e# rpymie). OgHaKo SMMIETITUYSCKHE CITa3Mbl Kak
TUI IPUCTYNOB (OAMHOYHbBIC /WU CEPUITHBIC) OTMeYa-
JIUCh B KIIMHUYECKOM KapTUHE 3a00JieBaHMSI Ha KaKOM-
Jbo 3Tare y 6onbiHeTBa nanueHToB (51 (79,7 %)). Tem
He MeHee Y 16 (25 %) malureHTOB SIMWISITUYECKIUE CITa3-
MBI OBUIM TTIEPBBIM TUIIOM IPHUCTYIIOB M OTBEYAIN KPUTE-
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pYSIM CUHApPOMA SMUJICITUIECKUX MH(GAHTUIBHBIX CIa3-
MoB. Hauano 3aboneBaHust ¢ ¢peOpUIbHBIX MPUCTYIIOB
oTMeueHO B 4 (6,25 %) ciayvasx.

JOMUHUPYIOIIMMY TUTIAMU TIPUCTYIIOB, B CBS3U C KO-
TOPHIMU Ha3Havaycs pyGUHaMUA, ObUIM TOHUYECKUE,
B TOM YMCJIe TOHMYECKHE aKCHUATbHBIE IIPUCTYITbI, KOTOPHIE
SBJISIIOTCS 00s13aTeIbHBIM KpuTepuem CJIT (oTMeuanuch
y Bcex nanueHToB (100 %)) 1 snuiienTUIeCKUe Cria3Mbl
(79,9 %). Cpeny MpUCTYIIOB APYroro TUIA y HAIIMX Maly-
€HTOB HanboJIee YacTO BCTPEYAIMCh aTUITMYHBIC a0CaHChI
(n=14 (21,9 %)), bunarepajibHble CyTOPOXKHBIC TTPUCTY-
bl (n = 38 (59,3 %)), hoKaabHbIE MOTOPHBIE U HEMOTOP-
Heie (n = 20 (31,2 %)), MUOKJIOHMYECKHUE MPUCTYIIbI
(n =10 (15,6 %)), muotonunueckue (n = 14 (21,9 %)).
IMpuctynsl mageHnit 3aperucTpupoBaHbl y 45 (70,3 %)
MaleHTOB, B TOM ynciie Tonndeckue (n = 35 (54,7 %)),
MmuoToHm4yeckue (n = 14 (21,9 %)).

B 11e710M y BCeX MarMeHTOB B KJIIMHUYECKON KapTUHE
3a00JIeBaHUs COYETATUCh IPUCTYIbI HECKOJIBKHX TUITOB,
U TeYeHUe 3a00JIeBaHMSI XapaKTepU30BaJIOCh IMTOTUMOPd-
HBIMM TTPUCTYITAMH.

Ha momenT HasHaueHus pypuHamuna y 31 (48,4 %)
MaLEHTOB OTMEYAJIOCh 2 TUTIA IIPUCTYTIOB, ¥ 28 (43,8 %) —
3 Tuna npuctynos, y 5 (7,8 %) — 4 Tuna npucTyIioB.

Jlannbie 3aekTposHnedanorpammol (BDI). Beem ma-
MeHTaM nposoawicsad BOM c BkimoueHunem cHa. [laTtoso-
ruyecKkue HapyuieHus1 Ha D31 ObLIM BBISIBIEHBI BO BCEX
ciydasix. 3aMelJIeHre OCHOBHOM aKTMBHOCTU ¢oHa —
y 25 (39 %) naumeHTOB, perMOHAbHbIC AU TU(HOPM-
Hble atTepHbl — B 21 (32,8 %) ciayvasx, nuddysHas 3nu-
JenTudOpMHask aKTUBHOCTb OCTpasi—MeIJIcHHAsl BOJTHA
¢ vacrotroit 1,5—2,0 Iit — y 48 (75 %) nalmeHTOB, MMaTTepH
<«BCIIbIIIKa—YyrHeTeHue» — B 9 (14 %) ciydasx, epCucTupo-
BaHue rurncaput™Muu — B 8 (12,5 %) (Bo Bcex 3THX CITyvasx
— IIpY IMarHOCTHPOBAHHON TpaHCc(opMalli¥ CUHIPOMA
SNUAENTUYECKUX MH(GAHTUIBHBIX criazMoB B CJIIN), MyJib-
TUpernoHabHas 1 1 dy3Has srmtenTrdhopMHast aKTUB-
HocTb — Y 51 (79,7 %) nanveHTa; pa3psiibl TeHepaJIU30BaH-
HOI TTapOKCU3MaJIbHOI OBICTPOBOJHOBOI aKTUBHOCTU —
y 11 (17,2 %); naTTepHbl 3MUICNTUYCCKUX CIIa3MOB —
y 21 (32,8 %). B 6onbimHcTBe ciydaes (45 (70,3 %)) otMe-
YEeHO HapacTaHMe MHJIEK A SMUISTH(OPMHOI aKTUBHOCTH
BO CHE 110 BHICOKOTO ((heHOMEH CIailk-BOJIHOBOI aKTHBa-
LIMU BO CHE) — MPOSIBIICHMS STMICITUYECKOM HIIe(aIo-
matuu. Bo Bcex ciydasix y mallMeHTOB COYeTaIuCh Hapy-
IIEHUSI HECKOJIbKUX TUTIOB.

Jlannble HeiipoBusyamzanum. [1pyu npuMeHeHUN Me-
TonoB HelpoBusyanuzauuu (MPT npoBoauiaack Bo Bcex
CJIy4asix) HOPOKU Pa3BUTHSI TOJJOBHOTO MO3Ta TUAarHOCTH -
poBaHbl y 13 (20,3 %) naueHTOB, B TOM YUCJIE JIMCCIH-
nedanusg — y 1 mauueHTa, okaabHble KOPTUKAIbHbIE
JIACIUIa3uu 1-1o THIA — Yy 3 MaIllMeHTOB, MOJIMMUKPOTUPHUS
—y 2, cyOsneHauMalibHask TeTepoTONUsST — Y 2, CUHIPOM
Munnepa—/Iukepa — y 1, CHHIPOM «IBOMHOI KOPBI» —
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y 2, IaXUrUpUsI—IOJIMMUKPOTUPHS — Y 2 TalueHToB. Po-
KaJIbHbIE KOPTUKAJbHbBIE AUCILIA3UM 1-TO TUIIA BBISBIISI-
JINCh B 3 ciyYasX UCKIIOYMTEIBLHO MPU IPOBEICHUU
BP-MPT no snunentosorndyeckoit nmporpamme. Takke
BCTPEYAJIMCh PACIPOCTPAaHEHHBIE KMCTO3HO-TJIMO3HBIC
usMeHeHust — B 9 (14 %) ciry4asix, IepuBEHTPUKYISIPHAS
nevikoMansauusa — B 13 (18,8 %). IlociencTBust ocTporo
HapyIICHUS MO3rOBOTO KPOBOOOPAIIICHUS B AETCKOM BO3-
pacte (acMMMeTpHMYHAasi BEHTPUKYJIOMETajisl, BEIpaskKeH-
HbIE OJHOCTOPOHHUE aTpohUYECKUEe U3MEHEHMS) OTME-
YaJKuCch y 3 MallMEeHTOB, B TOM YUCJIC ITOCJIEACTBUSI
IMOBTOPHBIX 3IMU30[0B OCTPOIrO HAPYIICHUSI MO3TOBOTO
KpOBOOOpaIleH!sT Ha (poHe runepTepMun — y 1 malyeHTa.
BbunatepanbHble pyo1I0BO-aTpopuIecKue NU3MEHEHUST UMe-
i MecTo y 5 (7,8 %) maliMeHTOB, MyJIBTUKMCTO3HAs! TPAHC-
dbopmatust —y 5 (7,8 %).

B 28 ciiyyasix cTpyKTYypHBIX SMUJIENTOTEHHBIX U3Me-
HeHwuii ipu ripoBeaeHUU MPT BoisiBiieHO He ObL10. OmHAa-
KO B 00JIbIIMHCTBE ciiydaeB y nmauueHToB ¢ CJII' reHeTu-
YeCcKON WJIM HEYCTAaHOBJICHHOM (IIPEAIOI0XUTEIbHO
TeHETHYECKOIi) 3TUOJIOTMY OTMEYAICh HecTieruueckue
nuddy3Hble aTpoduyeckue u3MeHeHus1 (yMepeHHOoe pac-
IIMpPEeHKEe Cy0apaxHOMAATLHBIX IIPOCTPAHCTB KOHBEKCUTAIb-
HOI1 TTOBEPXHOCTH TOJIOBHOT'O MO3ra, yMepeHHasi BTOpUYHAsT
BEHTPUKYJIOMETa/INs ), ICTOHUYEHUE WJTM TUTIOTPOGUS MO30-
JINCTOTO Tejla, pacIlIMpeHue MepUBACKYISIPHBIX ITPO-
CTPaHCTB.

TepaneBTHYeCKas 1032, PEKUM TUTPAIUM, COIMYTCTBY-
omasa TepanuA. [lanyeHTH NpUHUMAIU pyOUHAMUL
B auamnasoHe 103 oT 200 1o 1600 mr/cyT (B OONBIIMHCTBE
ciayyaeB oT 400 1o 1200 Mr/cyT) B 3aBUCMMOCTHU OT BO3pacTa
U COITyTCTBYIOIIE Tepanyu. HavambHast mo3a B OOJIBIINH-
cTBe ciryvyaeB coctaBuiia 200 Mr/cyT; y 5 malMeHTOB ¢ Maccoit
Tesa meHee 30 Kr HavasibHas1 mo3a coctaBuia 200 Mr/cyrt.
MuHumanbHas npuMensiemas 1o3a — 200—400 Mr/cyT; Mak-
cuMatbHast no3a — 1600 Mr/cyT.

V nereii ¢ maccoii Tena meHee 30 KT, HE TTOTyYalolnux
COIYTCTBYIOIIIYIO TepaIuio BajblIpoaToM, py(hrHAMMI Ha-
3Hayayicd B TeparneBTuyeckoit no3e ot 200 mo 800 Mr/cyT.
V neteit ¢ Maccoii Teia MeHee 30 KT, MOJTyJarolIx COmyT-
CTBYIOIIYIO TEPANUIO BaJbIIPOATOM, Py(GUHAMUI TUTPO-
BaJICs 10 TepaneBTuYeckoi 1036l oT 200 mo 600 Mr/cyT.
'V naupeHToB ¢ Maccoii Tenna 6osiee 30 KT, BKJIro4ast ImareH-
TOB cTapiue 18 jieT, HauaabHast qo3a coctanisiia 400 Mr/cyT,
TepaneBTUYECKas 1032 y HalllMX MAllMeHTOB He MpeBbIIaia
1600 mMr/cyT.

Bce nmaneHThI nostyyany pyhbUHAMKI B IOJIUTEpauu
B coueTaHuu c apyrumu ADII, U3 HUX B COYETAHUU
¢ 1 ADIT — 26 (40,6 %) narieHTOB, B codeTaHuu ¢ 2 ADIT —
32 (50 %), B coueranuu ¢ 3 ADIT — 8 (12,5 %) nauyeHTOB.

Hawnbonee yacto conmyTCTBYIOIIMMHU MperapaTamMmu Obl-
JIM TperapaThl BaJbIIPOEBON KUCJIOTH (MX TOIyYain
B couyeTaHuU ¢ pyduHamMugoMm 37 MalMeHTOB), pexe —
Tonupamar (15 malueHToB, U3 HUX 5 TTOJyJYaln ero TaKKe

4

B KOMOMHALIMM C BaJIbIIpOaToOM), jeBeTupatetam (12 ma-
LIMEHTOB), JaMOTpUIKKUH (10 MmanureHToB), OKCKapba3enuH
(8 manmeHTOB), KJIo6azaM (6 MallMeHTOB), BUTabaTpUH
(6 TalIMEHTOB, Y KOTOPBIX B KIIMHUYECKOM KapTUHE Tep-
CHCTHUPOBAIM CEPUITHBIE SMMICIITUYECKUE CIIa3Mbl), Tie-
pamImaHen — 4 nauueHTa (M3 HUX 2 MOJIyJalu ero Takxke
B KOMOWHALIMU C BaJIbIIPOATOM), CYJIETHAM — 4 MallMeHTA,
3TOCYKCUMU — 2 TIalIMeHTA.

CrenyeT yIuThIBaTh, YTO B HAIll aHAJI3 OBUTY BKITIOYE-
HBI TOJIKO MAIIMEHTHI ¢ PE3UCTEHTHBIMU (hopMaMU 31T -
JIETICUY, paHee MPUHMMAaBIINE MHOXECTBO HOCTYITHBIX
B HacTosiee BpeMst ADIT (Kak B MOHOTepanuu, Tak U B KOM-
OuHaimu). Y Beex MalMeHTOB B ITPOIIIIOM 3aperucTpupoBaHa
Hea(hGEeKTUBHOCTL He MeHee 2—3 pazmnuHbix ADIT B MOHO-
Tepaltiy WM B KOMOMHAIWN, U B 15 (23,4 %) ciydasix paHee
MalueHThl nojydyanu 6osee 7—8 ADII B pa3TMUHbBIX KOM-
OMHALUSIX.

Pe3synbrartbl u 06CykAeHuUE

BDddekTuBHOCTD. B KauecTBe KpuTepus 3(hHeKTUBHO-
CTHU MBI OLICHUBAJIM YMEHBIIIEHNE YaCTOThI IIPUCTYIIOB HE
MeHee yeM Ha 50 % 110 cpaBHEHUIO C UCXOIHBIM YPOBHEM
(10 Havana mpuema pybpuHamuaa). Takke Mbl paCCUUTHI-
BaJIu 10J110 (%) NallMeHTOB C ITOJIyYeHHBIM TepaIrleBTHIC-
CKUM 3((DEKTOM, Y KOTOPHIX YaCTOTa IIPUCTYIIOB YMEHb-
majach 6osiee ueM Ha 75 % v 6onee yem Ha 90 %, a Takke
OTMEYaJIi MallMeHTOB, Y KOTOPHIX Obljla JOCTUTHYTA pe-
MUCCHSI, B TOM YUCJIe peMUCCUs | WM HECKOJIBKUX TUIIOB
MPYCTYITOB MPU ITPOAO/DKEHUY IPUCTYIIOB IPYTOTo TUIIA,
TMaleHTOB, OTMETUBIIIMX YMEHBIIIEHUE TSDKECTH U TTPOIOJI-
JKUTEJIBHOCTH TIPUCTYIOB. PaboTa HOCMIIa KaTaMHECTUYE-
ckuit xapaktep. OueHka 3¢ ¢GeKTUBHOCTU IMPOBOAMIACH HE
MeHee 4eM uepe3 1—3 Mec rmociie BBeneHus1 pyhuHaMuIa B
MmoJiHOM mo3e. B manbHelieM oueHka 3(ppeKTUBHOCTU
MPOBOIMJIACE B cpeaHeM Kaxabie 3—6—12 mec. [Ipencras-
JIEH UTOTOBBIM aHanu3 3¢ (MEKTUBHOCTU 3a BECh MEPUOL
KaTaMHECTUYECKOT0 Ha0II0IeHUST, KOTOPBII BapbUPOBaJ
oT 4 Mec 10 8 jieT (cM. TabauLy).

Pemuccust Bcex TUTIOB IPUCTYITOB 3aperMCTpUpOBaHa
y 17 (26,6 %) narmenToB. M3 Hux pemuccus 6osee 1 rona,
HO MeHee 3 JieT (K HAaCTOSIILEMY BPeMEHU) COXpaHsIach
y 7 mallMeHTOB; peMuccus dosiee 3 ieT — y 7 MallMeHTOB.
B 3 ciydasx JUIMTEIbHOCTh JOCTUTHYTOM IIPU BBEACHUU
pybHrHaMKUIa pEMUCCUN COCTaBWIa MeHee 1 roaa: 1 manu-
eHT — pyrHaMUI OTMEHEH Yepe3 3 MeC B CBSI3U C BO3-
HUKHOBEHHMEM aJUIEPrUYeCKOi peakiuu; | maluueHT —
IIPUCTYITBl BO30OHOBMIIMCH Yepe3 4 Mec Iocjie Pe3Kou
oTMeHbI aTocykeumuaa; 1 mauuent (I, 10 net, ¢pokanb-
Hasi KOpTUKaJIbHas MUCITIa3us 1-To TUIIA IIpaBoii JIOOHOM
00J1aCT1) — IIPUCTYITBI OTCYTCTBOBAIM 0oJjiee 6 Mec Iociie
BBelIeHUs pypuHaMuIa B COYETAHUU C BUTAOATPUHOM,
HO pydrHaAMU ObLT OTMEHEH B CBSI3U C Pa3BUTHUEM IICH-
X03a (CMHIpOMa HaCWJIbCTBEHHOI HopManu3aiuu JlaH-
JIOJIbTA).
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Dpexmuerocms 0onoaHUmMeAbHOI mepanuuy pyGQuUHaAMUOOM y HAbAOaeMbiX HaMu nayuenmoe (n = 64)

Efficacy of adjunctive therapy with rufinamide in the study cohort (n = 64)

Parameter

Pemuccust mpuctymnos
Remission seizures

‘YMeHbIIIeHUE YacTOThI IIPUCTYIIOB GoJjiee ueM Ha 50 %
More than 50 % reduction of seizure frequency

‘YMeHbIIIeHUE YaCTOThI IIPUCTYIIOB MeHee yeM Ha 50 %
Less than 50 % reduction of seizure frequency

bes adbhdekra
No effect

VxynieHue (arrpaBaiiysi)
Worsening (aggravation)

Number of patients, n (%)

17 (26,6)

28 (43,8)

8 (12,5)

10 (15,6)

1(1,56)

‘YMeHbIIIeHEe YacTOTHI IIPUCTYIIOB OoJtee yeM Ha 50 %
3aperucTpupoBaHo y 28 (43,8 %) malmeHTOB, U3 HUX
y 13 malmeHToB YacToTa MPUCTYIIOB CHU3WJIACH O0JIee YeM
Ha 75—90 % v oTMeuasiach peMUCCHST OHOTO U3 HECKOJIb-
KUX TUIOB ITPUCTYNOB. [TallMeHTOB ¢ JOCTUTHYTHIM Tepa-
neBTUYeCKUM 3¢ dheKToM (PeayKLs MPUCTYIIOB 0oJiee YeM
Ha 50 %, n = 28) MOXHO pa3aeIuTh Ha HECKOJIBKO KaTe-
TOPUIA ITO BEIPAXKEHHOCTU JOCTUTHYTOTO TEPAIeBTUIECKO-
ro addekra: penykuusa 6onee 50 %, Ho MeHee 75 % —
20 maneHTOoB; peayKIINSs TPUCTYIIOB boiee 75 %, HO Me-
Hee 90 % — 5 MalMEeHTOB; PeMyKIIMS BCEX TUIIOB ITPUCTY-
noB 6ojee 90 % — 3 manueHTa. Pemuccust mpuctymnon
OIHOTO TUIIA TPY 3HAYMTEILHOM YPEKEHHMU PHUCTYIIOB
JIPYIMX TUIOB (IIpY COYETAaHMM Y MallMeHTa MPUCTYIIOB
HECKOJIbKMX TUIIOB) HaOmioganach y 4 nmaiydeHToB (Mpu
5TOM B 000MX CJTydasiXx OTMEYEHO 3HAUUTEIEHOE YPEKeHUE
MPUCTYIIOB Apyroro tumna). OTMevyasach peMUCCUST Hau-
0oJiee TSDKENBIX MPUCTYIIOB, BHI3BIBAIOIIMX MMaAcHUE T1a-
LIMEHTA, MPY COXPAHCHUM MEHEE TSIKEJIbIX IPUCTYIIOB,
B MEHbIIICH CTETIEHN CHIDKAIOIIMX KauyeCTBO XXKU3HU. B 1 ciry-
Yyae OTMeYeHa PEMHCCHSI OMIaTepaIbHBIX CYTOPOKHBIX TP -
CTYIIOB IPU COXpaHEHUU (hOKATbHBIX MOTOPHBIX IIPUCTY-
moB. B 1 ciiygae otMeyeHa peMUCCUs TeMUKIOHUIECKUX
M aCUMMETPUYHBIX TOHUYECKHX MPUCTYIIOB ITPU COXpaHe-
HUU (DOKAJBHBIX MPUCTYIIOB C OCTAHOBKON aKTHUBHOCTH
M aBTOMaTU3MaMu (He IPUBOIASIIMMU K IMaAeHUIO Ialu-
eHrta). Eme y 1 manueHTa OTMEYeHO KYIMMpPOBaHUE TU-
MEPMOTOPHBIX MPUCTYIIOB Ha (poHe nmpuema 1036l 300 Mmr,
TeMUKJIOHMYECKIE MPUCTYIBI COKpaTUINUCh 10 1 pasa
B Henmento (6osiee yeM Ha 90 %). B 1 ciyyae oTMedeHO
KYIMMPOBAaHUE TOHUYECKMX aKCUATbHBIX IIPUCTYIIOB MPH
COXpaHEHMU, HO BBIPAKEHHOM ypexkeHUU (OKaJTbHBIX
MOTOPHBIX ITPUCTYIOB. JJOMUHUPYIOIIMM TUIIOM IPUCTY-
TIOB, B CBSI3M C KOTOPBIMU Ha3Havacsl pyhruHaMUI, ObUTHA
TOHUYECKUE SMUICTITUICCKIE TTPUCTYIIHI.

B 5 ciyyasx apdpexT Ob11 BpeMeHHBIM (0T 3 Mec 10 2 J1eT),
U B JajibHeiIIeM pybHuHaMuI ObLI OTMEHEH B CBSI3HM
C yTpaToii BpeMeHHOT0 3¢ deKTa.

B 1 cayyae moaydeHbl JaHHbIE 00 3((HEKTUBHOCTU
B Te4eHHUe 6 Mec, HO HeT JaHHBIX O IIpueMe Iperapara
B HaCTOSIIIIEe BpeMsl.

B uieniom TepaneBTruecKmii 3(phekT (pemyKiys YacTOThI
MPUCTYIOB He MeHee YyeM Ha 50 %) nocturnyty 45 (70,3 %)
MalyeHTOB U3 64.

'YMeHBIIIeHIE YaCTOThI IPUCTYIIOB MeHee yeM Ha 50 %
otMmeueHo y 8 (12,5 %) mauMeHTOB, U3 HUX B 2 CIIydasix
MPUCTYIIBI CTAJI KOPOYE M JIerde 06e3 CyIeCTBEHHOTO ype-
JKEHUST MX YaCTOTHI; B 2 CJIydasix IOJyYeHbI JaHHBIE O He-
3HAYUTEIbHOM 3(P(HEKTUBHOCTU B T€UEHUE 6 MeC, HO HET
JIAaHHBIX O TIpYEMe TIperiapata B HACTOSIILEe BPEeMsI.

Y 10 (15,6 %) maneHTOB Tepanus pybUHAMHIOM
obL1a HeabdekTrBHA. B 1 (1,56 %) ciayuae ripu BBeIeHUU
pydbrHaMKIa OTMEUeHa arrpaBaius (ITOBbIIICHUE YacTO-
ThI OMJIaTepabHBIX CYIOPOXHBIX IPUCTYIIOB).

Takum 00pa30B, B Lie10M 3¢ GEKT OT JIeueHUs pypu-
HAMUJIOM Pa3HOI CTeNCHU BBIPaKeHHOCTH ObLT IMOJIyYeH
y 53 (82,8 %) nanueHTOB U3 64.

BaxHO OTMETHUTB, 4YTO pyPUHAMUI TPUMEHSICS
y 9 HaIlIMX NAlMEeHTOB ¢ TEHETUYECKUMHU (hopMaMU 31T~
Jericur (¢ JA0Ka3aHHON Te€HETUYECKOM 3TUOJOTrvei
B 7 cnyvasix). I3 Hux pypuHamua 6611 3¢ GeKTUBEH (BbI-
3bIBaJl YMEHBIICHUE YaCTOTHI U TSDKECTU TPUCTYIIOB
He MeHee yeM Ha 50 %) B 5 ciryyasix.

[MpuBoaUM KIMHUYECKUI TIPUMED TallMeHTa C TeHEe-
tueckoi atnosorueit CJIT 1 BeicokuM 3¢ dekToM pydu-
HaMuaa.

Knuunyeckuin cnyyai 1
Ilayuenm E., § niem (2014 2.p.), nabarodaemcs ¢ UJTHD
um Cem. Jlyxku ¢ duaenozom CJIT eenemuueckoii amuonoeuu,
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o6ycnoenennoeo mymauvueil 6 eene CHDZ2 de novo (snuyega-
AONAMUS PA36UMUS U INUAENMUMECKAs IHYedaronamus,
mun 94) (G40.4).

ITlpucmynoi: 6uramepanvhvie MmonuuecKue, AMUNUYHbIE
abCancyl, MUOKAOHUHECKUE, B03MONCHO MUOMOHU1ecKue. Jle-
orom npucmynos 6 4,5 eoda.

Hacnedcmeennwiii anamues: y mporopooHoii badbyuxu no
MAMePUHCKOU AUHUU 8 Jemcmee OmMmeualIucs NPUCMynbl
¢ nadenuem u nomepeil CO3HAHU.

Tlepunamanvhbiii anamues: peberok om 1-ii bepemeHHocmu,
8 NOCAeOHEM MPUMECHIPe OMMEHAN0CH CHUNCCHUE NAAUECHIMAPHO-
20 KpOBOMOKa, poobl 8 CPOK, IKCMPEHHOe Kecapeso cexenue (caa-
bocmb podoesoii desmenvHocmu), macca meaa 2700 e, ouenka no
wkane Aneap — 7/8 6anno8, cpazy nocie pooog obini hepeedet 6
PeAHUMALUIO (ACRUPAUUOHHASL NHEBMOHUSL, 2UNOKCUSL), HA UCKYC-
CMBEHHOU BeHmUAUUU He Obli, ebinucat uepes 1 mec.

Pannee pazeumue no eo3pacmy. Hauano camocmosmens-
Holl x00v0bL 6 1 200 2 mec. Ilepsvie cnosa npousnec 6 1 200.
Jlasee ommeuanoce nioxoe noHumanue peuu (8 eospacme
1,5—2,0 e0da), 0o 3 nrem eo6opun edunuunwvie croea. Ilocae
3 nem — ppaszosas peuv, yayuuienue pazeumust.

Ileped debromom npucmynoe pazeumue opueHmuposoH -
HO COOMBemcme08an0 03pacmy.

Jlebrom npucmynog 6 4,5 eooa, 6 demckom cady o epems
OHeBHO20 CHA, NPU 3ACLINAHUU: KPUK — NO0BEM U HANPANCEHUE
DPYK, danee 8110CMb U COHAUBOCHb.

Yepes 9 mec nosiguaucy npucmynvl 6 8Ude «KUBK08»
8 YmpeHHue 4acvl: 00UHOuHble, 3amem cepulinbie. B danvHeil-
wem NpUCcoeOUHUAUCH NPUCIYNbL 8 8UOE OCIAHOBKU AKMUG-
Hocmu (amunu4Hble aOCAHCbI) HA HECKOAbKO CEeKYHO, npu-
cmynsl 8 8ude Kopomkoeo nodeubanus Hoe (uHo2oa
¢ hadeHuem) u MoOHU4YecKUe NPUCMynbl 60 CHe (OUIamepanbHble
unu ¢ npeobnadanuem 00HOU CHOPOHBL, C YepedosaHuem npe-
obnadaroueii cmoporbt). Ommeuanucs exceoOHesHble MHO20Kpam-
Hole npucmynvl. [locae nosieneniist BPUCMYno8 pebeHoK ympamun
MHO2UE PaHee NPUOOpemeHHble HABbIKU, ¢ OaIbHEUUUM YaACHUY -
HbIM 80CCIMAHOBACHUEM U 3A0ePICKOLL pA3GUMUSL.

Hesponoeuueckuii cmamyc: ymepeHHas MblUEMHAsL 2UNO-
moHust. CyxoxcunbHble peghiexcol Jcusble, 6e3 4emkol pasHu-
ybtL cmopoH. Koopounayusi uemkas, Xyxice UCHONb3Yem NPagyio
DPYKY. Dnuzoduuecku cmepeomunuu. Peub — kopomkue gpasoi.
Buvinoansem npocmote uHCMpyKyuu, KOHMAaKmer, 6HUMAHUE
paccesnto. B ueaom Koenumuehvle HapyuieHus.

Ananuz dannvix BOM: ocnosnas axmusnocms ona co-
XpauHa. B 600pcmeosanuu — snusenmugopmuan aKkmue-
HOCMb  0cmpasi—MmeONeHHAs. 60AHA, NPEeUMYUeCmEeHHO
nO NPAGbIM 3A0HEBUCOUHO-3AMbLAOYHBIM OMEEOCHUSIM, HEGbl-
coKuM undekcom. Bo cne undexc snusenmugopmHoii akmue-
Hocmu Hapacmaem. Ommeuaemcest peeepcust (paszvl nO €K -
mpody P4, makace neszasucumo no srekmpody P3. Bo che
— yacmole Kopomkue OupQy3Hole NOAUNUK-B0AHOBbIE PA3PSIObL
C omyemau8biM OUGPOHMANbHBIM npeodaadanuem, yepedyro-
wuecs ¢ npooecamu LAFA (makace dugpghysuvimu). Hnoexc
SNUNENIMUPOPMHOL AKMUBHOCMU 80 CHE 8bICOKULL.

Ilo dannvim nocaednezo BOM (oxkmsabps 2021 e.) peeu-
cmpupyromes wacmoie paspsaobl Oughghy3Hoil napoKcu3MaIbHo
ovicmposoanosoil akmusnocmu (GPFA).

3apecucmpuposan KOpOMKUU MOHUMECKUL NPUCMYN
¢ NpeUMyu,eCmeeHHbIM 808ACHEHUEM Ne6bIX KOHEeUHOCMell
C B03MOJICHbIM HAYANOM C NPABLIX 3A0HUX Omeedenuil (mapm
2021 e.).

Cmandapmuas BP-MPT (Poccuiickas demckas kaunu-
yeckas boavHuya, Hos0ps 2020 2.): dugghy3roe pacuiuperue
cy6apaxHoudanrbHbix NPOCMPAHCME KOHBEKCUMANAbHOU NO-
BEPXHOCMU KOPbL 20108H020 Mo32a. Jleekas eenmpukyiome-
eanus. Tunonnasus uepes mozxceuxa. CmpyKmypHbiX dnU-
ANEeNMO2EHHbIX HAPYUIeHUIL He 8blA6ACHO.

lTenemuueckue uccaedosanus: noaHoe ceK8eHUposarue
aK3oma («lenemuro») 8bi6UN0 2eMePO3ULOMHYIO MYMAUUIO
6 eene CHD2 (OMIM: 615369), accouuuposanuyto ¢ 3Hye-
ganronamueil pazeumusi u SNUAENMUHECKOU SHUeparonamu-
eit 94-c0 muna. Ilpu uccaedosanuu no Coneepy mymayus
y 0boux podumeneil omcymcmayem — mymauus de novo.

Hauano nevenus c easvnpoama ¢ monomepanuu — 6e3
aghgexma, sarvnpoam + monupamam — HebOAbUIOE YMEHD-
WeHue MmadNcecmu npucmynog, + smocykcumud — npekpa-
UWeHue NPUCMYNo6 «3aMupanus» u «kuekoe». llpu eeedenuu
pygunamuoa é doze 8§00 me/cym (400 me 2 paza é dens)
6 KOMOUHUPOBAHHOU mepanuu (8 COHemanuu ¢ 8aAbNPOAMoM
6 doze 750 me/cym u amocykcumudom 6 dose 750 me/cym)
OMMeUeH BblPaNCEHHbLI NOAOICUMENbHDLU Ihhekm 6 meueHue
6 mec 6 sude NpaKmMu4ecKu NOAH020 NPEKPAUeHUst 6CeX MU~
noe npucmynog. B danvreiiuiem npucmynst 60300H08UAUCH,
00HAKO UX yacmoma cHu3uaacy 6onee yem Ha 50 % no cpas-
HEeHUI0 ¢ UCXOOHOLL.

B nacmosuee epems npucmynoi 8 OHegHOe 8pemMsi OMCym-
cmeyiom. CoOXpaHsromces MOHUMecKue nPUCynbl 80 CHe: Ouna-
mepanbHble MOHUUECKUe, UH020A CO 38YK08bIM KOMHOHEHIMOM
(byavkarowue 38yKiL), ¢ Hacmomoil HeCKOAbKO pa3 8 Heoenio.
Tepanuto nepenocum xopouio, I19 ne ommeuaromes.

Hamu naHHbIe corjacyioTcst ¢ JaHHBIMU 110 3¢ dek-
TUBHOCTU pyHMHaMKIA, paHee ITOyYeHHBIMU B 3apy0OexK-
HBIX UCCJICTOBAHMSX, OMHAKO OTJIMYAIOTCS O0JIee BBICOKMM
IoKa3areJIeM PeMUCCHUU TTPUCTYIIOB.

B Hamem aHanu3e TepaneBTUYECKU 3 GEKT (peayK-
LIMsI 9aCTOTHI TIPUCTYIOB He MeHee yeM Ha 50 %) ObLT
nocTurHyT y 45 (70,3 %) naumeHToB U3 64, IIpU 3TOM pe-
Muccusl (KpaTKOBPEMEHHAST WJTU ITUTENIbHAST ) 3apETUCTPU-
poBaHa y 17 (26,6 %) mauyeHTOB, a CHUXKCHUE YaCTOTHI
MpUCTyIoB 6osee ueM Ha 50 %, BKITouast ciyyau peMUCCUn
HEKOTOPBIX TUIIOB ITPUCTYITOB MPU COXPAHEHUU APYTUX, —
y 28 (43,8 %).

bauzkue nanHbie Mo 3¢p(GHEKTUBHOCTH ObLIN TOJIY-
YeHBI ¥ B TAJIbHEMIITNUX OTKPHITHIX M PETPOCTIEKTUBHBIX
HCClIeOBaHUAX pybrHAMUIA, a TAKXKe 10 JaHHBIM 00-
30pOB JIMTEPATyPhl 1 METaaHAJIM30B COBPEMEHHBIX MC-
CJIEIOBAHUMN.
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B ToM uuciie B OTKPHITOM MPOIOJLKEHHOM UCCIESI0-
BaHUU JJIATEIbHON Tepanuu pyhuHaMuaoM (n=124) [23]
(cpenHsist MPOAOJKUTEILHOCTh MpUeMa pybuHaMuIa
B 3TOT MCCJIeAOBAaHMM cocTaBmia 432 IHS) CHUXKEHUE Ya-
CTOTHI MpUCTYNOB Ha 50 % u GoJjiee OBLIO OTMEUYEHO
y 45,1 % nanmenToB. B uccienoanuu G. Coppola 1 coaBt.
(2010, Utanus) ¢ yaactueM 43 nauneHToB 4—34 jiet (20 na-
1MeHToB ¢ kpurrroreHHbIM CJIT, 23 — ¢ cumnroMatuyeckum
CJIT') cHMIKeHMe YacTOTHI IPUCTYITIOB 00Jiee yeM Ha 50 %
ObLT0 mOCTUTHYTO Y 60 % manueHToB; 3¢ (HEeKTUBHOCTh
negenus npu CJIT B cpemnem coctaBuia 38 % [16].
B perpocniektuBHoM uccinenoBanuu E.H. Lee u coaBt.
(2013, Kopes) ¢ yuactueMm 23 mauueHTton ¢ CJIT (B Bo3pa-
cte 4—22 ner) y 43,5 % NMalMeHTOB JOCTUTHYTO CHIKCHUE
yacToThl NpuUcTynoB Ha 50 % u Goiee [26]. DddexkTun-
HOCTbh py¢uHamuga, no gaHHbeIM o63opa G. Coppola
U coasT. (2014, MTanus), BKIOYaBIIETro JaHHbIE JIUTEpa-
Typbl 0 600 malmMeHTax IETCKOIro Bo3pacTa, COCTaBUIa
B cpenHeM 38 % [15]. B uccnenoBaHuy IMTEIBHOM Tepa-
Uy pyGUHAMUIOM 01 HallMeHTOB C YMEHbIIEHUEM Ya-
CTOTHI BCEX TUIIOB ITPUCTYNOB (3HAYMMOE WY OYCHB 3HA-
YyuMoe yaydiieHne) coctaBmia 28,6 % (12/42) B rpymie
pyduHamuga [33]. A mo JaHHBIM CUCTEMAaTUYeCKOTro 0030-
pa u MetaaHanu3a 10 uccienoBaHuii ¢ yaactvem 557 mauu-
€HTOB, JI0JIs1 0OJIbHBIX C YMEHBIIICHUEM YaCTOThI ITPUCTYITOB
He MeHee yeM Ha 50 % N1t BceX TUIIOB MPUCTYIIOB M OT-
JIEJIbHO ISl TIPUCTYIIOB MaJeHUI TakKe ObUIa 3HAYMMO
BBIIIIE B TPYyIIIIe pydUHaAMKIA 110 CPaBHEHUIO C IUIALe00
u coctasistia 33,3 % npotus 0 %, p = 0,066; 57,1 % nipo-
tuB 10,0 %, p = 0,02 coorBeTcTBeHHO [40].

IIpumeHenue pyuHAMHAAQ Y B3POCJBIX NANMEHTOB
¢ CJIT. B Hamrem aHanu3e pyduHaMua ObL BIEpBbIe Ha-
3HAaY€H BO B3POCJIOM BO3pacTe y 4 MalMEeHTOB, M €Ile
B 3 cllyyasix mpernapar ObLI Ha3HaueH B IOIPOCTKOBOM
BO3pacTe, OAHAKO B CBA3M ¢ 3(D(HEKTUBHOCTHIO JICYCHUS
1 OOJIBIION JIUTEIBHOCTHIO IpUEeMa B paMKax KaTaMHe-
CTUYECKOTo HAOJIIONEHUS 3TY MalMEeHTHI ITepelIn B Ka-
TErOPHIO B3pOCbIX. I3 HUX peMUCCUs TIPUCTYIIOB ObLia
JIOCTUTHYTA B 2 CiIydasix (IIPOIOJIKUTEIBHOCTD JICUYSHUS
COCTaBJIIET K HacTosIlIeMy BpeMeHu 0osiee 3 u 4 JeT co-
OTBETCTBEHHO); CHIDKEHME YaCTOTHI IIPUCTYIIOB 00JIee YeM
Ha 50 % OBLIO JOCTUTHYTO B 3 citydasx (B OJHOM U3 HUX
YacToTa IMPUCTYIIOB CHU3MJIACh OoJiee yeM Ha 75 %). Dt
MalMEHTHI B HACTOSIIIIEEe BPeMsI ITPOJOJIKAIOT IPUHUMATh
pybuHamun 6onee 1, 3 u 8 net cooTBeTcTBEHHO. B 2 city-
yasgx 3¢ ¢eKTa Ha JeYeHUU pypUuHaAMUIOM He OTMEUEeHO
U TIpenapaT ObLI OTMEHEH; JTUTEIbHOCTD JICYSHUST COCTa-
Buia MeHee 6 mec. TakuM oOpa3oM, B 5 cirydasix u3 7 py-
¢uHamu 0611 BeicoKoa(ddekTnBeH (71,4 %). Hu B omHOM
W3 3TUX CIy4aeB y B3POCIIBbIX MAIIMEHTOB He ObLIIO OTMEYe-
Ho 1D pybunamuna. B HacTosee BpeMsi 5 13 7 B3pOCIIbIX
MalMEeHTOB MPOIOJIKAIOT MPUHUMATh pyduHamun. [Toka-
3aTesib yaepXaHUs Ha Tepanuu pybuHaAMUAOM Oosee
1 rona cocrapnsieT S (71,4 %) u3 7; mpu 3ToM 3 mareHTa

MpUHUMaIOT pyduHamug 6oJiee 3 et u 1 malueHT — dosee
6 ster.

[IpencrapisieM UCTOPUIO OOJIE3HU B3POCIOTO TALlM-
eHTa ¢ XopolluM 3dpdekToM pyhruHaMUaA.

Knunnyeckuin cnyyai 2

Iauyuenmxa K., 19 asem (2004 e.p.), nabarwdaemcs
6 HIITHD um Cem. Jlyku ¢ duaenozom CJI cmpykmypHoii
amuonoeuu (CUHOpom «08oiiHol Kopbl») (G40.2). Dmuono-
2usl: NOPOK pa3eumusi 20106H020 M032a — CUHOPOM «080UHOU
Kopbi».

Ilpucmynol: snunenmuueckue cnasmoi; MOHUYECKUe aK-
CUanbHble, MOHUKO-8UOPAMOpHbLe, OUAamepanbHble MOHUKO-
KAOHUYecKue, amunu4Hsle aOCAHCHI.

Hacnaedcmeennwiii anamues ne omseouwien. Ilepunamanvhoiii
aHamue3: pebeHok om 2-il bepemernrocmu: (1-s bepemerHocms —
desouka, 1997 e.p., 300posa); 60 épems bOepemeHHOCMU
N0 OaHHBIM YAbMPA38YK08020 UCCAC008AHUS OUACHOCUPOBANU
yeenuuerue Jceny0ouKoe mMo3ea Ha cpoke 6 mec eecmauuiu. Poovt
2-e, cpounble, usuonoeUHecKUe, 8 AUUEBOM NPeONeCanuu, Mac-
ca meaa 40002, oyenka no wikane Aneap — 8 6annos; cocmosiHue
nocne poooe HopManvHoe.

Pannee pazeumue: ¢ 3adepickoii, komopas cmana 3a-
MEMHOIL C NEPBbIX MECAUEB ICU3HU,; HAUAN0 CAMOCMOAMENb-
Holl X00b0bL 6 2,5 e00a; nepavle c108a NOABUAUCH NOCAe 200a
JCU3HU, KopomKue gpasvl — ¢ 1,5 eooa.

Arnamnes 3a6onesanus: 6 so3pacme 6 mec 6 cé:3u ¢ 3a0ep-
JICKOI pazeumus npogedeH Kypc uHsekyuil akmogeeuna. Ilocae
8-20 ykoaa ommeuer 0ebom SNUNCHMUHECKUX NPUCMYNO08 —
cepuliHble InusenmuyecKue cnasmol: OHem 6 600pcmeosanHuu —
KUB0OK, ceubanue u npueedeHue pyK U Hoe, cepusi 6 meueHue
1—2 mun, 3 cepuu 6 cymku; nocae npucmyna — CoH.

B meuenue Heckonbkux OHell npucmynsl 0biau Kynuposa-
Hbl 6 cmayuoHape. Hasnauen eanvhpoam, oonako podumenu
omkas3zaauce om neuyenus. Co cr08 podumeaneil, npucmynbvl
omcymcmeosanu 0o 4,5 eooa 6e3 neuenus.

B 4,5 200a 6 demckom cady 60 apems OHe8HO20 CHA 603~
HUK 31U300 ¢ 6He3aNHOIl pBOMOI U CHUNCEHUEM YPOBHS CO-
3HAHUS; Yepe3 Hedear NOBMOPUACS AHAN0LUYHDBLI NPUCMYH,
makaice 80 8pemMs OHeBHO20 CHA.

Ha 23T evia6nena snunsenmuueckas aKkmueHocmy,; Ha-
3HAYeH 8aabnpoam; 6 meuexue 5 mec suouMbvle NPUCMYNbL
OMCYmMcme08anu Ha Qoxe npuema 8aibnpoama.

B 5 nem 603HuUK npucmyn ympom nocae npooyscoeHus:
HA4an0 8 CO3HAHUU, «XOMeAa 6CMamy, HO He CM02Aa», Ha-
npsdceHue pyK U myaoguuia, 2060pums He mMozad, KUGok,
HanpsceHue pyK, Mopeauue 21as, oaiee 6bimsaeueanue pyK
U Hoe, Kpuk, CO3HaHue HapyuieHo. aumenbHOCMb 0K0A0
10 mun. Ipucmyn 6vin Kynuposan duazenamom. B 6oavruye
Ha caedyrouiee Ympo 603HUKAA Cepusi INUACNMUYECKUX CNa3-
M08 (KU8oK, npunooOHuUManue u ceubarue pyk).

C amoeo épemeHu npucmynvl 803HUKANU eIHCeOHEGHO npU
npobyucdenuu (nocie OHe8HO20 U HOYHO20 CHA), Hauje ce-
PULIHO.
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Tloayuana sanenpoam 6 couemanuil ¢ AAMOMPUOINCUHOM —
C BDeMeHHbIM YayulieHueM (6 meueHue 3 mec), dasee omme-
YeHO 80300H0BACHUE eHCeOHEBHBIX NPUCIYNOE.

B so3pacme 6 nem noayuanra KA0HA3enam 6 CO4eManul
C 8AABNPOAMOM U NEEEMUPAUENAMOM — OMMEHANUCH NOOOY -
Hble Aghghembl (8bIPAICEHHAS COHAUBOCID, 3AMOPMONCEH -
HOCMb), COXPAHUNUCH eXCeOHeBHble CePULIHble SNUNENMUYecKUe
cnasmol (KUBKU — cepuiiHble uau 00UHOYHbIe; KUBKU + ceede-
Hue uau pazeederie pyk). Taxce npucoeOUHUAUCS NPUCYNbL
nadeuus, Kaxk om yoapa noo KoaeHu, a makice Ouramepanb-
Hble Cy0opodcHble (MOHUKO-KAOHUYECKUE NPUCIYNbL).

Pa3zsusanacs c 3adepiickoii, meoreHHO npuobpemana Ho-
8ble HABLIKU, YIMPAMbl HABbIKOG HE OMMEHANOCD.

Bnepebvie koncysomuposana ¢ HIHD 6 uione 2012 e.
6 6o3pacme 7 aem 10 mec.

B Heeponoeuueckom cmamyce: 8bipaxdceHHAs 3a0epucKa
nCUXopeues020 pazeumiist; 2060pum KOpOMKUMU Gpazamu.

Tlo dannvim BOM: nocmosinHas npoodoniceHHas aKkmueHOCHb
8 6lUle MeONeHHbIX KOMNACKCO8 OCMpas—MeONeHHAs GOAHA
¢ bughpormanvHbiM npeobaadanuem u HapacmaHuem 60 cHe.

Iloayuana easvnpoam xporo é doze 900 me/cym (kKoH-
uenmpauus eanvnpoesoll Kuciomol — 105 mxe/ma 0o npu-
ema), nesemupayemam 750 me/cym.

Pexomendosanvt ommena nesemupavyemama u 00H08pe-
MeHHoe 86edeHlue sueabampuna é 003e 750 me 2 pasza é cym-
Kku (1500 me/cym). Ilo mecmy scumenvcmea npu eeedeHuu
sueabampuna Ovl1 OMMeHeH 8arbnpoam (8 cOHemanull ¢ 1e-
8eMUPAUECMAMOM), YMO NPUBENO K YHAWEHUIO NPUCIYNO8
u nposeaenusm aepeccuu. B 2013 e. nocae koncysvmauuu
8 U3paune 6vin 6seden cyrvmuam 6 doze 300 me/cym 6 coue-
MaKUU ¢ 8U2a6AMPUHOM — NOSGUAUCH CIPAXU U HAPYUleHUe
cHa. Jloza cyrbmuama Obina cHUMCeHa.

Butrone 2014 2. 6 6o3pacme 9 aem 10 mec nposeder KoH-
cuauym ¢ yuacmuem dokmopa meouyunst X. Xonomxayszena
(lepmanus).

Ilo dannvim MPT (Oexabpw 2011 e., JIALI-MHUBC, Cankm-
Ilemepoype; koHcysvmayus chumkos dokmopom Xoavmxay-
3eHOM) 0UA2HOCMUPOBAH CUHOPOM «08OUHOU KOPbL».

Ilo dannoim BOM (uronv 2014 2.) 6 600pcmeosanuu —
paspsaosl pecuoHaNbHOU U Ju@py3Hol snusenmu@opmHo
aKmugHocmu ¢ npeobaadanuem no AegbiM nepeoHuM omee-
denusam ¢ pacnpocmpaneruem obugponmanvio. Bo cne — no-
CMOAHHAS NPOO0AdNCeHHAs Ou@y3Has Inuirenmugopmuas
aKmMu8HOCMb ¢ NPeobAAOaHUEM 8 1e6bIX 3AMbLIOHHO-BUCOY -
HbIX 0MeedeHuUsIX.

Iloayuana eueabampun 1000 me/cym 6 couemanuu
¢ cyabmuamom 50 me Ha HOUb.

Percomendosans: ommena cyrbmuama u 8sedeHue 3mMocyK-
cumuoa 8 KOMOUHAYUU ¢ 8ueabampuHom 6 0ose 250 me ympom u
250 me eeuepom (500 me/cym). Tpu Hedocmamouroii sghgpexmus-
HOCMU paccmMompems 0NpPocC 0 88e0eHUU PYPUHAMUOA.

B anpene 2017 2. 6 603pacme 12 nem npogeden nogmop-
HbLI KOHCUAUYM ¢ yuacmuem dokmopa meduyunsl X. Xorom-
xaysena (lepmanus).

Coxpansnuce npaKkmu4ecku exceOHesHble Snulenmute-
CKUe npucmynol; npeobaadanu Gusamepanvhvle MOHUYECKUE
npUCMynol, acCOUUUPOBAHHbBIE CO CHOM.

Ilo dannvim BOM (anpeav 2017 e.) 6 bodpcmeosanuu
OCHOBHASI AKMUBHOCMb YoHa coxpanna. Bo cne — nocmosin-
Has npodoadceHHas oug@ysnas snusenmu@dopmMHas aKmug-
Hocmb ¢ npeobaadanuem 8 npaswix A00HO-BUCOUHBIX U A0OHO-
UEHMPANbHBIX OMBEEOCHUSIX.

Iloayuana eueabampun 1000 me/cym u smocykcumuo
500 me/cym.

Pexomendosano esedenue pydunamuda (HMnosenron®),
cmapmogas do3a — 200 me 2 paza 6 denv; 6 danvHeliuiem
npoeoousacy mumpayus 003bl ¢ ee y8eauHeHuem Kancoble
2—3 0ns 0o 600 me 2 pasza 6 denw (1200 me/cym).

Ha gone seedenus pygunamuda ommeueHo 3Havumenb-
HOe yMeHblleHUe Hacmombl U msjicecmu npucmynos 6onee
yem na 75 %. Ilpucmynor He excednesHbie, COXPAHAOMCS
00UHOUHbIE U KOPOMKUE Cepull SNUACNMUHECKUX CRA3MO8,
a makice nPUCMynbl 8 8uoe «3aMUpaHus> (603MONCHO, AMu-
nuyHbsle abcarcol). OmmeueHo yayuuieHue cHa U N0GeOeHUsl.
Imocykcumud bvia nocmenenHo ommener ¢ gespans 2019 e.,
8ULAOAMPUH 3aMEHEeH HA 8aNbNPOam XpoHo & doze 600 me/cym.
Tlpunumaem pypunamud c mas 2017 e. no Hacmosiuee epems
(6onee 6 nem). Tepanuro nepenocum xopouio.

B gpespane 2021 e. nposedero eenemuueckoe uccaedosa-
HUe — NOAHOe CeKGEHUPOBAHUE IK30MA (HA pedKue eeHemu-
yeckue 3a001€6aHUSL, MAMeEPUaL — COCKOO CAUZUCMOIL 000~
A0uKU weku). Boisearena eemepozucomuas mymauus
6 eene CHD2, accouyuuposannas ¢ snusenmu4eckoil sHyeqha-
saonamueti demckoeo eozpacma (OMIM: 618929), mun nacae-
dosanusi — aymocomHo-domunarnmubtii. Cyosi no KAUHU4ECKOll
KapmuHe, OQHHAS MyMAauUsi MoOdcem Obimb NPUHUHOU 3a001e-
eaHus nayuenmiu. Pexomendosana eanuduzayus 8vis161eHHOI
mymayuu no Cauneepy (uccaedosanue Kposu NAuUeHMKU
U 0boux pooumeneli Ha BbIABACHHYIO MYyMAUI0).

TakuMm 00pa3oMm, MpeacTaBAeHHBIN CIyvail 1eMOH-
CTPHPYET XOPOIIYIO ITEPEHOCUMOCTb, JITUTEIbHBINA M CTOM-
Kuii a3 dekT pydbrHamMyaa y maueHTK!, TOCTUTIIEH B3po-
cjIoro Bo3pacTa. B ocHOBe anuiencun — peakuii mopoxK
pa3BUTKST (CHHIPOM «TBOMHOI KOPBI» ), BEPOSITHO, 00YCJIOB-
JIEHHBI reHeTn4ecku (MyTtanus B rene CHD2). Jlo BBene-
HUs pybuHaMuaa naiyeHTKa 0e3 3ddexkra moayyaia
6 pazmmuHbx ADIT B pasHbix KoMOMHamgX. [1pu nmpueme
pydbrHaMKIA OTMEYEHO CHIDKEHME YaCTOThI IPUCTYIIOB
6osiee yeM Ha 75 %, BKITIOYAst TSDKEJIble TOHUYECKME TTPH -
CTYIIBI ITaJICHUSI, BBI3bIBAIOIIME TPAaBMaTHU3AIIUIO.

JaHHBIEe 0 pe3yJibTaTax NMpMMeHeHUsT pyduHamMuaa
y B3pOCJIBIX HEMHOTOUYMCJICHHBI, TaK KaK B OOJIBIIMHCTBE
HCCJIEIOBAHMIA IPYIITa B3POCIBIX HE BBIICISIETCST OTAE/Ib-
Ho [27, 29, 31, 37, 39].

Kaxk yxe roBopuiocs Boile, R. McMurray u P. Striano
(2016) mpencTaBMIM pe3yabTaThl post-hoc-aHann3a nom-
IPYMITbl B3pocibiX (B Bo3pacte 18—37 jeT) maluueHTOB
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¢ CJIT (n = 31), yuacTBoBaBIux B ucciaegoBanuu 11 ¢a-
36l T. Glauser u coaBrt. (2008). ITauueHTHI TTOJAyYaIu py-
¢uHamun (n = 21) unu miauedo (n = 10), MenuaHa 1035l
coctaBuiia 2400 mr/cyt, no3a BapbupoBasia B Ipeaeaax
200—3200 mr/cyt. CpenHee U3MEHEHUE YaCTOThI ITPUCTYIIOB
I10 CpaBHEHUIO C UCXOMHOM cocTaBuiio 31,5 % mis pydbuHa-
Muzaa 1o cpaBHeHuto ¢ +22,1 % st tuiane6o (p = 0,008)
B OTHOIIICHWY IMPUCTYITOB BCeX TUTIOB U —54,9 % 110 cpaBHe-
Huto ¢ +21,7 % (p = 0,002) st mpUCTyIIoB NaneHuid. Jloms
pecrioHaepoB coctaBuia 33,3 % mis pyhuHaMuaa mo cpas-
Henuto ¢ 0 % mis miaue6o (p = 0,066) B OTHOILIEHUM ITPUCTY-
1oB Beex TUIIoB U 57,1 % no cpaBHeHuto ¢ 10 % (p = 0,020)
B OTHOILIEHUY TIPUCTYITOB MaicH!ii. Hy ovH 13 maueHToB
HE IOCTUT PEMUCCHHU BCEX THMIIOB IIPHCTYIIOB, OJHAKO
2 (9,5 %) nanyeHTa, MoJayJaBIIye pyGUHAMUI, TOCTUIIN
PEMUCCHU TIPUCTYIIOB TafeHuid. I1D B 11eJJoM OTMEYeHBI
y 71,4 % nmanueHTOB, Moay4aBIIuX pybuHamud, uy 60 %
MMalMeHTOB, MOJIyYaBIIMX IUIalebo; Hanboyee pacipo-
crpaHeHHBIMHA [1D 66111 cormmBocTb (33,3 % 1o cpaBHe-
Huto ¢ 20 %) u pBota (19 % no cpaBHeHuio ¢ 0 %). bosb-
mHCTBO [1D ObLIM JIeTKO WJIM yMEPEeHHO BhIpaXkeHbI [27].
Tonbko y 3 nauueHToB 1D ObLIM paclieHeHBI KaK BbIpa-
>KE€HHbIE (COHJIMBOCTD; COHJIMBOCTh M arpeccus; 3arop);
cepbe3HbIx 1D He 0OTMEUYEeHO HU B OTHOM M3 CITyJaeB; Tepa-
ust pyMHAMUIOM He aCCOLIMUPOBAIACH C KIMHUYECKU 3Ha-
YUMBIMU U3MEHEHUSIMU XKM3HEHHO BasKHBIX (DYHKIIMIA, TaH-
HBIX (GPM3HUKAJTbHOTO MCCIIENOBAaHMs, 3JIEKTpOKaparorpadum
1 JJabOpaTOpHBIX TecTOB. TakuM 00pa3oM, UCCICIOBaHME
MPOAEMOHCTPUPOBAJIO 3(PGHEKTUBHOCTD U XOPOIIYIO TIepe-
HOCHMOCTb pyMHaMuaa y B3pocibix nauueHtoB ¢ CJIT
[27]. T1o MHEeHMIO aBTOPOB, py(UHAMMI MOXKET OBITh Mpe-
nmapaToM BbIOOpa B gomnojaHuTenbHoi Tepanuu CJIIT npu
MpeodJialaHiK B KIIMHMYECKOM KapTUHE ITPUCTYITOB T1ajie-
HMI1, B TOM YMCJIE U 'y B3POCIIBIX IMALIEHTOB.

I1pu eyeHUN B3pOCTBIX KaK MoKa3aTean 3pheKTrB-
HOCTH, TaK 1 IPOOJIeMbl 0€3011aCHOCTY MOTYT UMETh OTJIM-
Yy 110 CPaBHEHUIO C IOy siLueit nereit. IHTepecHo, 4yTo
takue 19, kak ykopoueHue nnreppaia QT Ha anekTpokap-
JIorpaMMme 0e3 pa3BUTHSI apUTMKM Y 3HAYMMOE CHIDKCHUE
Macchl Teja, CTaBlllee NMPUYMHON OTMEHBI Iperaparta,
K HACTOSIIIIEMY BPEMEHU 3aperuCTPUPOBaHbI TOJIBKO B MIC-
cJIeMoBaHMSIX B3pOCIIbIX MalyeHTos [27, 31, 39].

B onHOLIEHTPOBOM HCCIEAOBAHUM, MPOBEACHHOM
B [epMaHuu U BKIOYaBIIeM 19 B3poCibIX MALIMEHTOB (13
Hux 12 MyXXuuH; cpenHuii Bo3pacT — 41 *+ 12 1eT), mony-
YaBIIMX JOOMOJHUTEIBHYIO Tepanuio pyGuHaMUIOM
(v 9 u3 Hux nuarHoctupoBaH CJII'), Bo Bcex ciayvasix oT-
MEUEHO 3HauYuTeIbHOe yKopouyeHue mHTepBana QT Ha
seKTpoKapauorpamMmme. OIHaKO Ha MPOTSKCHUN TIEPHO-
Jla KaTaMHecTu4eckoro Habmonenus (3,04 = 1,09 rona)
Yy 9TUX MallMeHTOB HE BO3HUKIJIO CUMIITOMOB apUTMUU
U ApyTux accouurpoBaHHbIx 19 [39].

B apyrom ucciaenoBaHUM B3pOC/IbIX MALEHTOB, BKIIIO-
yaBmieM 31 namueHTa ¢ CJII, He oTMeuyeHO U3MEHEHUI
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uHTepBaia QT WK Apyrux mapaMeTpoB 3MEKTPOKAPINO-
rpaMmuel [27].

ITepeHocumocTb Tepamuu. [I1s1 OLIEHKM ITepeHOCUMOCTHI
Tepanuy Mbl M3yJalld YacToTy BCTpedaeMocTty 19D y Hammx
MalMeHTOB, MX TSKECTh, a Takke A0m0 (%) TMalueHTOB,
y KOTOPBIX MpernapaT ObUT OTMEHEH B ¢BsI3u ¢ [1D Teparmu.

B GoJbIIMHCTBE ClTy4aeB OTMeYeHa XOPOoIast IIepeHO-
cumocTth pypuHamuaa. Bcero 1D 3apeructpupoBaHbI
B 10 (15,6 %) ciny4dasx. Toawko B 2 (3,1 %) caydaax pydu-
HaMuj ObLT OTMEHEH HerocpeacTBeHHO u3-3a [19 (mpu-
YUHOM OTMEHBI B 3TUX CJIydasiX CTaJM ajuleprudeckas
peaxkuus v ricuxo3d). Eine B 3 ciyvasx mMpuInHOM OTMEHBI
npenapara crajo coyetanue I1D u HeapGeKTUBHOCTU
B OTHOIIIEHMU IIPUCTYIIOB. B 1 cilydae oTMeueHa arrpaBa-
LIS OMJIaTepaIbHBIX CYIOPOKHBIX IIPUCTYIIOB, M pydrHa-
MUz 661 oTMeHeH. B 1 (1,56 %) ciaydae Gblia oTMedeHa
KOXHasl ChIITb (MperapaT OTMEHEH B CBA3U C Pa3BUTHEM
aJJIepruvecKoil peakiinuy ), HeCMOTPSI Ha OTCYTCTBUE IIPY-
ctymnioB. B 3 (4,7 %) cnyvasx y neTeil oTMedagach pBoTa
(13 HUX B 1 ciyvae mpenapaT ObLJT OTMEHEH B CBSI3U C OT-
cyTcTBUEM 3(pdeKkTa U coXxpaHeHUEM PBOThI).

B 3 (4,7 %) cny4asix Ha (hoHE peMUCCHUM BCeX WU HE-
CKOJIbKMX TUIIOB MPUCTYITOB POJUTENN OTMEYaIu BO30y-
XAeHHe peOeHKa, MOBBIIICHHYIO pa3apaXXUTeJIbHOCTD,
IJIAKCHBOCTh M HAapyIlleHWe CHa. B olHOM 13 3TUX cityyaeB
COCTOSIHME peOeHKa YIyYIIUIOCh IIPU CHMKEHUU JT03bI
¢ 800 mo 600 Mr/cyt. Bo Bcex aTux cirydasix malMeHThI
MPOIOJIKAIOT IMOJTy4aTh pyOrMHAMUI JO HACTOSIIIIETO Bpe-
MeHu. Y 1 (1,56 %) manueHTa oTMevanach COHJIMBOCTh
(B mayibHEMIIIEM IIperapaT OTMEHEH B CBSI3U C OTCYTCTBH-
eM addekra). Y 1 (1,56 %) narmeHTa 1pu BBEACHUU PY-
¢uHaMKIa ponyTed OTMETUIM TPAaH3UTOPHOE HapYIIIEHUE
MOXOIKU. B CBSA3M C BHICOKMM TepareBTHYECKUM 3 heK-
TOM (pedyKLMsI MPUCTYIIOB 6ojiee yeM Ha 90 %) mpuem
pybuHaMuIa ObLT MTPOAOCIIKEH, M X0Ah0a HOPMaIM30Balach
Ha (poHEe MTPOIOJIKEHUSI TePaTTUU.

Mpi 3apeructpupoBaiu 1 (1,56 %) cirydait pa3BUTHS
BBIPaKEHHBIX IICMXUYECKUX HAPYIICHWI B paMKaX CHH-
JIpoMa HaCUJIbCTBEHHOW HOPMAaJM3allliu, YTO IPUBEIO
K OTMEHE Ipernapara, HECMOTPsI Ha BBICOKHIA TeparieBTHIec-
Kuii 3¢ HeKT U coxpaHeHUE PEMUCCUU TTPUCTYIIOB.

IMonyyeHHBIE HAMU TaHHBIE COTJIACYIOTCSI C PE3yJIbTa-
TaMU paHee TPOBEICHHBIX UCCASIOBAHUI, JEMOHCTPUPY-
JOILMX XOPOLLYIO MepeHOCUMOCTb pydrHamua. K Hanbosee
yacTo Bcrpevatomumcs I1D pyduHaMmmuaa oTHOCAT ycTa-
JIOCTh, CHIDKEHME alllleTUTa, IIOBEACHUECKIE HapyIICHUSI
[22, 23]; COHAMBOCTD, YCTAJIOCTh, FOJIOBOKPYKEHUE, A1~
mionuio, TomrHoTY U atakcuto (D.T. Hsieh u E.A. Thiele,
2012); COHMMBOCTD, pa3apaxKUTeIbHOCTh, PBOTY U MOTEPIO
anmeruTa [30].

B nepBoM 1m1a11e60KOHTPOIMPYEMOM PaHIOMU3UPO-
BaHHOM KJIMHU4YeckoM ucciaenoBanuu 11 ¢assl pyduna-
muaa y 138 manuentos ¢ CJIT ot 4 1o 30 net (12-Heaenb-
HbIN epuoA gedeHus) [17] I1D 6butu 3aperucTpupoBaHbI
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y 10 % naumeHTOB, MojyJaBiux pybuHamun. Hanbomnee
yactble [1D BKIIoYai roJIOBOKpPYKEHHE, YCTaIOCTh, TOII -
HOTY, PBOTY, AMIUIONMIO U COHIMBOCTh. Hanbosee yacto
Ha0JIIoIaIMCh COHIUBOCTS (24,3 % B rpyniie pybuHaMuaa
u 12,5 % B rpymmne miaie6o) u ppota (21,6 n 6,3 % coor-
BeTcTBeHHO). CO CTOPOHBI MOBEACHYECKOM chephl Kak
yacTeiii [1D ObLIa 3aperucTprpoBaHa TOJBKO TPEeBOIa
(=1/10). IMpuHIMNIUAIBLHO BaxXHO, 4To 1D co cTOpOHBI
KOTHUTMBHOM c(hepbl OTMEUEHO HE OBLIO.

B uccinenoBaHusIX, MTOCBSIIIEHHBIX OLIEHKE IMTEPEHOCH -
MOCTH py(pruHaMMIA Y NeTei, MOJyYeHBI OJIarONpUsITHHIC
roKasaTejIv IepeHocuMocTH. Harpumep, 1o pe3y/isratam
MeTaaHaJIM3a JaHHbBIX 7 KIMHUYECKUX UCCIICIOBAaHMI, 110~
CBSIIIEHHBIX 0€30ITaCHOCTU U MEPEHOCUMOCTU pyhHHa-
Muaa y aereit ¢ anuiencueit [44], Haubosee yactoie [1D
BKJTIOYa coHMBOCTh (17,0 % nnst pybunamuna u 8 %
JUTsI TUTate6o), pBoty (16,51 7,1 % coorBeTcTBeHHO). [1cu-
xuatpudeckux [1D, yacTora KOTOPHIX MpeBbIIajga Obl
10 %, He 3aperucTpupoBaHo. [0JIOBOKPYKEHUE Yallle BbI-
SIBIISLIOCH Y TOAPOCTKOB (12 % MOIpOCTKOB 10 CPAaBHEHUIO
¢ 4,2 % nereii muaziie 12 neT). 3aperucTPUPOBAHO S CITy-
YyaeB CMHAPOMA TUIIePYYBCTBUTEIBHOCTH, BCE OHU TOCTIE
OTMEHBI Mperapara ImpeTepIieii oopatHoe pazsutue. 19,
MpUBEIIMe K OTMEHe pyhrUHAMKUAA, 3apeTUCTPUPOBAHbI
y 7,1 % naueHTOB B ABOMHBIX CJICIIBIX UCCACTOBAHMUIX 1
y 12,55 % malmMeHTOB B IBOMHBIX CJICTIBIX UCCICIOBAHUSIX
C TocJienytolleit OTKpbITOM (a3oii [43, 44].

B Hamem ananmuse B 1 (1,56 %) ciyyae oTMedeHa KOX-
Hasl ChIIlb, ¥ TIperapaT ObUI OTMEHEH B CBS3U C Pa3BUTUEM
aJUTePTUYECKOM peakiiuy, HECMOTPsI Ha OTCYTCTBUE TTPH -
CTyNoB. B npyrux vicciaeaoBaHUsIX TaKKe OTMEUEHBI PEIKUE
cIy4au TOSIBJICHUST aJUIEPIrU4YeCKOi KOXHOM ChIIU IpU
npueme pybuHamuga [20, 42]. B ucciegoBaHuu, BKIIO-
yaBleM 53 gereil, moayvyaBiiux pypuHaMui, B 1 ciaydae
npernapar ObUI OTMEHEH B CBSI3U C pa3BUTUEM aJUIepruye-
CKOI1 ChITM (ITOSBUJIACH Yepe3 2 MeC ITOCIIe BBEACHUS Py-
¢uHamMuIa, ucuesna uyepes 5 AHelt rmociie oTMeHbl) [23].
B uccnenoBanuu G. Kluger u coast. (2010) otmMeueHa 60-
Jiee BBICOKAsI, II0 CPABHEHMIO C TUIalie00, 4acTOTa pa3BUTHS
KOXXHOM ChIK TIpu TiprieMe pybuHamuna — 2,7 %. Ciydan
Pa3BUTHSI CHIITY OBUIM OTMEYEHBI TAKKE U B IPYTUX UCCIIe-
noBaHusx [34].

Biusxue pypuHaMuna Ha KOTHUTUBHbIE (DYHKIMH AeTei
¢ CJIT u apyrumMu BUIAMH SHIIe(haIoNATHI PA3BUTHS U SITIAIET-
THYecKoi. [1py ieueHnM aeTeit ciemyeT OTnaBaTh MPearodTe-
HMe TIpernapaTaM, o0JIagaoIlM HaMMEHBIICH CUCTEMHOM
TOKCUYHOCTBIO ¥ HE BIMSIFOIIUM HETAaTUBHO Ha KOTHUTUBHYIO
cdhepy 1 noBeneHre, ¢ y4eToM (haKTOPOB PUCKA Y KaXKIOro
KOHKPETHOT'O peOeHKa. PUCK TICMXNYECKMX 1 TIOBSIEHIECKIX
13 BhIIIe IPM yKa3aHMK Ha CYILIECTBOBaHME JaHHBIX HApY-
1LIeHUIi B aHaMHe3e TalueHTa [41].

Ilo naHHBIM OTYeTa paboueli rpymnIbl MexXayHapoaHOM
npotuBosnuaenTuueckoit auru (International League
Against Epilepsy, ILAE) o neiictBuu ADI1 Ha KOTHUTUBHbBIE
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¢yHKLUMU U TToBeaeHue aeteit [10], oTcyTCTBYEeT JOKa3aH-
Hast “HGOpPMaLKMs 0 BO3MOXHOM BIMSHUM pybHUHaAMUAA
Ha KOTHUTUBHBIC (DYHKIIMU U TTOBEACHUE ICTECA.

Bmnsiane ADII Ha KorHMTHBHBIE (DYHKIIMH U TTOBEI€-

Hue y nereii [10]:

— HeraTHBHbIE KOTHUTHUBHBIE 3P EKTh y neTeit
¢ anuencueit: heHodbapouTa, peHUTOUH, TOIU-
paMar, 30HUCaMMUII;

— HeraTuBHBbIE 2(PEKThI HA MMOBeAcHUE AeTei: (e~
HoOapOuTa, BaJbIIpoaT, rabaneHTUH, TOMMpaMmar,
JIeBeTHpaleTaM ¥ 30HUCAMU/T;

— NaHHbIE B OTHOLIEHUHU BIMsIHUS ADIT Ha KOrHU-
THUBHBIC (DYHKIIMHU U TIOBEACHNE IIPOTUBOPEYMBHI,
He I0Ka3aHbl: 3TOCYKCUMMI, KJI06a3aM, BUrabar-
pUH, TiperabaiuH, pyQuHaMu, JaKOCaMu/;

— HeUTpadbHbII 3(PdEKT B OTHOIIEHUU KOTHUTUB-
HBIX (PYHKUMI: BaJbIIpoaT, KapbaMa3emnuH, rada-
MEeHTUH M oKckapbazenuH. [1o maHHBIM COBpe-
MEHHOI'0 cucTeMaTndeckoro odzopa Y.-A. Witt
u Ch. Helmstaedter (2022), nepaMnaHea Takxke
MMeeT HeHTpajdbHOE BIUSHUE Ha KOTHUTHBHBIC
GbyHKUIMM;

— HeWTpalbHBIN 3¢ (heKT Ha MoBeAeHUe: Kapdama-
3CTI1H,;

— TIOJIOKUTETbHBIC KOTHUTUBHBIE 3G (MEKTHI: TaMO-
TPUKUH U JICBETHPALIETaM;

— TIOJIOXMTEIbHBIA 3(DheKT Ha MOBeAeHUE: JTaMO-
TPUIKVH.

B 0630pe auTepatyphl, BKIOYaBILIeM MyOJIMKaLUU
3a mepuon ¢ 2002 mo 2016 . 1 OLIEHWBAIOLIEM BIIMSTHUE
10 HoBBIX ADII Ha KOTHUTHUBHbBIE PYHKLUMU Y AeTel, py-
rHaAMMI TOJYYMJI OY€Hb BBICOKYIO OLIEHKY IO ITapaMe-
TpaM MepeHOCHMOCTU 1 HapaBHE C JIJAMOTPUIKMHOM OTHE-
CeH K IperaparamM C HaWIyylleil MepeHOCUMOCTbHIO
B OTHOILIEHWM KOTHUTUBHBIX U MOBEAEHYECKUX (DYHKIIMIA
[28]. A. Strzelczyk u S. Schubert-Bast (2022) npencraBuin
0030p uTeparyphbl Mo BAusHUIO ADIT Ha KOTHUTUBHBIE
¢yHKIIMH, TTIOBEICHUE U COH Y MALIMEHTOB C 3HI1Iedaiona-
TUEN pa3BUTUS U SMUIEHTUYECKON dHIedaTonaTuei.
ITo naHHBIM aBTOPOB, JieBeTUpaLIETaM, TiepaMIiaHes U Opu-
BapalieTaM (B MEHbIIEH CTENIEHW ) MOTYT BbI3bIBaTh IICUXM-
YecKue U MOBeICHYECKre HapyIlIeHUs Y MallMeHTOB 3TOM
KaTeropvu, BKJIIOYast arpeCCUBHOCTD U pa3ipakKUTeIbHOCTb.
Tonupamat u 3oHUcamMu (B MEHbILIEH CTEIIEHU) CBSI3aHbI
C peYeBbIMU HapYIICHUSIMU, KOTHUTUBHOU 3aTOPMOXKEH-
HOCTbIO, TTpobIeMaMy MaMsITU U HETaTUBHBIM BIMSTHUEM
Ha psJl aClIEKTOB KOTHUTUBHBIX GYHKLIMIA. JIaMOTpHIKMH,
a TakoKe JieBeTupalieTaM 1 OprBapalieTaM MOTyT OKa3bIBaTh
MOJIOXUTEIbHbIN 3(h()eKT Ha KOTHUTUBHBIE DyHKIMU. On-
HaKO JJaMOTPUKMH MOXET BbI3bIBaTh HApYILIEHUS CHA,
a repamIiaHes, HalpoOTUB, MOXET yJIydillaTh COH. Puck
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MICUXUYECKUX U TIOBeIeHYeCKMX 1D BhIIIIE ITPU CYIIIECTBO-
BaHUU TaHHBIX HapYIICHUI B aHaMHe3e TalreHTa. B or-
Jim4ue oT 6onbIMHCTBA Ipyrux ADI, BKIIIOYEHHBIX B 00-
30p, HeraTuBHOro 3dexTa pyhrmHaMuIa Ha KOTHUTUBHBIE
¢byHKIIMU, TOBEEHUE U COH OTMEUEHO He ObLIo [41].

ITo muenuto G. Coppola u coaBr. (2014), pybpuHamu,
MO-BUIMMOMY, UMeeT Oosiee OJIaronpusTHBIA Npoduiib
KorHUTUBHEIX [1D 1o cpaBHeHwMIO ¢ Apyrumu ADIT [15].

Berpeuarompecd yaiue npyrux [19 (CoHIMBOCTD, TOLI-
HOTa ¥ pBOTa) OOBIYHO JIETKO BBIPaKEHBI M IIPOXOIST Ca-
MOCTOSITeJIEHO; OHM Yallle HaOJIodaIiCh B IIPOLIECCEe TH -
Tpaluu, 4eM IpHY JUIUTEIbHOM Tepanuu. [103ToMy MOXKHO
Mpearoiaratb, 4YTo MeIJeHHasl TUTpaLMs CHUXAEeT PUCK
U BbIpaxkeHHOCTh [1D [15]. DToro MHeHMsT MpUAEPKBa-
I0TCsI ¥ Ipyrue aBTopsl [31].

T. Resnick u coaBT. (2011) moguepKuBaloT, YTO B KJIU-
HUYECKOH MPAKTUKE MPU CYIIECTBYIOLIECH BOZMOXKHOCTA
MPUMEHEHST MTHIVBUAYaIbHOTO ITOIX0a K JICUSHUIO Me-
€TCSI TeHACHIIUS K IPUMEHEHUIO CTpAaTeTH MEeIJICHHOM
TATPALMM (B OTIMYKME OT KIMHUYECKUX MCCIICIOBAHUIA,
XapaKTepU3YIOIIMXCS 00J1e€ ObICTPHIM ITOBBIILIEHUEM 103bI).
Takas TakTMKa He CHIKaeT 3(p(eKTUBHOCTL py(hMHAMUIA,
HO MOXET YJIyYIIINTh IEPEHOCUMOCTh Teparuu [36].

B HameM aHanu3e npuMeHeHHe pybrHaAMUIA He ac-
COLIMMPOBAJIOCH C HEOJIArONPUSITHBIM BIMSIHUEM Ha KOT-
HuTHBHBIE yHKIMU. B 3 (4,7 %) ciydasix Ha (hoHe peMuc-
CHUM BCEX WJIM HECKOJIbKUX TUIIOB IPUCTYIIOB POAUTEIIN
OoTMeYalu BO30yXIeHue pebeHKa M HapylleHHe CHa.
B onHOM 13 3THX CJTydaeB COCTOSTHUE PeOEHKa YIIyIIIIOCh
npu cHukeHuu 10361 ¢ 800 1o 600 Mr/cyT. Bo Bcex aTux
caydasiX MaldeHThl TTPOI0JIKAIOT MOJyYaTh pyhHUHAMUIL
JIO HACTOSIILIETO BPEMEHU.

Mp1 3aperucTpypoBaiiu 1 ciydaii pa3BUTHSI BEIpAXKEH-
HBIX TICUXMYECKMX HApYIIICHMIA B pAMKaX CUHIPOMA HAaCHUJTb-
CTBEHHOM HOpMaJIM3alliM, YTO TIPUBEJIO K OTMEHE Tperia-
paTa, HECMOTpSI Ha COXpaHEHUE PEMUCCUY IIPHCTYIIOB.

Knunuyeckuin cnyyai 3

Ilayuenm I, c duaernozom CJII' cmpykmypHoii smuonoeuu
(G40.2). Dmuonoeus: cmpykmypras — pacnpocmpaHeHHAas
KopmukanvHas oucnaasus, npeonosoxcumensro la muna,
npaeoii eemucgepsl, Npeumyu,ecmeeHHo 10010 001u.

Tlpucmynor: monuveckue axcuanvHole, acuMmempu4Hble
MOHUMeCKUe, AMUNUYHbIE AOCAHCbL, Pe3UCMEHMHbLE K AeHEHUIO.
TIpucmynwvt omcymemeosanu 6onee 6 mec nocie 6sederus pygu-
Hamuoa 6 doze 800 me/cym (¢ 00HOBPEMEHHOT OMMEHO 8ANbNPO-
ama) 6 couemanuu ¢ eueadbampurom 8 0oze 3000 me/cym.

Panee nayuenm oaumenvro noayuan 8ueabampum 6 co-
Yemanuu ¢ 6aibNPOAMOM 8 0aHHOl 003¢ ¢ COXPAHEHUeM
€JHCeOHeBHbIX MOHUYECKUX AKCUAAbHBIX NPUCMYNOE C CepUii-
HbIM meveHueM, PUBOOSUUM K NAOeHUI U MPABMAMU3AUUU.
O0dHako npekpaujeHue npucmynos nocie 86edeHus pyQuHa-
MUOQ CONPOBONCOANOC pa3sUumuem NCUxXo3a, ¢ Hauleil MoKy
3peHus, Kak nposieaeHus (peHOMeHa HacCUAbCMBEHHOU HOPMA-

Auzayuy (NOCMOSHHbLL KPUK, 0MKa3 om 00WjeHus, NCUXOMO-
mopHoe 6030yxcoerue). B amom nepuood nayuenm 6bin eochu-
maauzuposar 6 Kaunuky lepmanuu 0as naanoeoeo obcne-
008aHUS U NPOBEOeHUsl XUPYPSUUECK 020 AeUeHUs INUACNCUL
(thoxanvras kopmukansvhas pezexyus). B cea3u ¢ npekpa-
WeHueM NPUCMYNO08 U PA3eUumuem ncuxosa 6 onepayuil Ovi-
A0 omkaszano. Panee y damnoeo 604bH020 OMMeEUANOCH
abcoaOMHO pe3UcCmeHmHoe meeHue INUAeNCULU C COXPaHe-
HUeM edceOHe8HbIX NPUCMYNO08 HA (PoHe npuema pa3AuiHbIX
xombunayuii AJI1.

Cunopom HacuabemeeHnHoll Hopmaruzayuu Jlandosema
6cee0a s615emMcsi NOKA3amenem 8blCoKoil 3ghpexmusHocmu
NeueHuUs U Moycem G03HUKAmMv npu npueme ai0boeo AIII,
ecau npenapam 8ol3vleaen pe3Koe YAyHuleHue meveHus niu-
aencuu (00bIMHO paHee umesuiell mscesoe meverue ¢ a-
cmuimu npucmynamu). Xoms cunopom Jlandosvma uawe
sovizvisarom ADII, obaadarousue nponcuxomuueckum oeicm-
suem (KOmopvie MOCYym 6bl3bl6aAMb NPOSAGACHUS NCUXO03A
6 kauecmee I13), makue kak smocykcumud, monupamam,
6 Aumepamype OnUCAHbL CAYMAU PA3BUMUS CUHOPOMA HA-
CUAbCMBEHHOU HOPMAAUZAUUU C NPOABACHUAMU NCUX03A
daxce Ha ¢one npuema ADII ¢ baazonpusmuvim eausHuem
Ha ncuxu4eckyr cghepy u nosederue (makux Kaxk kapoama-
3enut, earvnpoam, aamompudxcur) [7, 8J. Ilpu pazsumuu
CUHOPOMA HACUAbCMBEHHOU HOPMAAU3AUUU NAYUEHM UAU
€20 pooumenu 00ANCHbL PEULUMb BANCHBLI IMUUECKULL BONPOC
— umo 601ee HeNepPeHOCUMO: HACHIble MANCeNble INUACNNU-
yecKue NPUCMYNbl UAU Ncuxu4eckue HapyuieHus. B onucot-
eaemom cayuyae npu ob6pamHol 3ameHe pypuHamuoa
Ha 8AALAPOAM NCUXUHECKOe COCMOsHUE NAUUEHMA HOPMA-
AU308AA0CH, 0OHAKO NPUCMYNbL B0300HOBUAUCH U 00 HACMO-
Aue20 8pemeHu NPoCoANCAIOMCS eHCeOHEBHO.

IIpruuHBI OTMEHBI 1 MOKA3aTE b YIePKAHUS HA Tepaniu
pydbunamunom. Toibko B 2 (3,1 %) ciyyasx pybuHamMug
ObUT OTMEHEH HeMoCpeACTBEHHO u3-3a 1D (mpuyuHoi
OTMEHBI B 3THUX CJIydYasiX CTaju aJuleprudeckast peakiius
U TICUX03). B ocTalbHBIX Cllydasx IpUYMHAMU OTMEHBI
obutK: B 3 ciyvasax — couetaHue 1D u HeapekTuBHOCTU
B OTHOIIIEHUM TTPUCTYIIOB; B 1 Cilydae — arrpaBarius Ipu-
cTynoB (OmiaTepaabHbIX CYAIOPOXHBIX); B 10 ciaydasx —
MepBOHavYaJbHOE OTCYTCTBUE 3(hdeKkTa; B2 — yTpaTa Inep-
BOHayaJbHOro Xxopouero a¢gdgekra; B 3 — yTpara
IepBOHAYAIBHOTO cpeaHero 3¢ deKkTa B COUeTaHUH C IKO-
HOMUYECKUMU IIPUYMHAMU; B 1 ClTyyae — SKOHOMUYECKUE
MIPUYMHBI TIPU XOPOIIIEM TeparleBTUIeCKOM 3 deKTe.

B Hacrogee BpeMst 42 nmauureHTa IpUHUMAIOT pypu-
Hamup oosiee 1 roga. I1pu 3ToM 9 MalMeHTOB IOIyJaloT
pyduHamun ot 2 1o 3 yet, 10 mauueHToB — OT 3 10 5 JIeT,
5 mauueHToB — OT 5 710 8 JieT ¥ |1 mauueHT — OoJiee § JieT.

[IponoxuTebHOCTh Tepanuu pyhbUHAMUAOM Y Ha-
11X MTALIMEHTOB COCTaBJISIET: MeHee 6 Mec — 6 MallMeHTOB,
6onee 6 Mec — 54 manueHTta (M3 HUX Oosee 12 Mec —
42 mauueHTa).



PYCCKUN

sy IETCKOM
HEBPOAOT' MU

V 4 mauyeHTOB OTCYTCTBYIOT AaHHBIE O MpUeMe pypu-
HaMuIa B HAacTosIIee BpeMsl (OMHAKO €CTh JaHHBIE O XO-
poiiieM B 1 citydae Wi cpeaHeM B 3 cirydasix lepBOHAYa b~
HoM 3¢ deKTe Mmpernapara).

[Tokazarenb yaepxaHus Ha Teparvu JTUTEIbHOCThIO
bonee 1 roma cocrapisier 65,6 % (42 mauueHTa u3s 64).
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accouunpoBaHHbix ¢ CJII, 1 moaTBepXaal0T MHOTOYM-
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