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Autosomal dominant nocturnal frontal epilepsy
Pesiome. AyToCOMHO-JOMUHaHTHAS HoYHast 1Io6Has amunericus (ALHJTS) — cemeiinas ugnonaTnyeckas hokasibHas MMIerncus, XapaKTepuayIoLLascs
KNACTEPHLIMY MPUCTYNAaMM, UCXOBALUUMM U3 IOBHOI [0 KOPbI FOIOBHOO MO3ra B (hady MEANEHHOO CHa. BbigensioT Tpy nogTuna MOTOPHbIX
nrpuctynos npu AZJHJIS: 1) napokcusmarnsHoe BO3OYXaeHe — peakoe PeLmanBupyioLLee BOSOYXIeHNE, aCCOLMMPOBAHHOE CO CTEPEOTUIHbIM
(runepmoTopHbIM) ABUraTeIbHBIM NATTEPHOM; 2) NaPOKCU3MAIIbHAS AUCTOHNS — [IOBTOPSIOLLECS MOTOPHBIE aTaku ¢ AUCTOHUYECKIMM / AUCKU-
HETUHECKUMY BUXEHUAMY ITATENILHOCTBIO MEHee IBYX MUHyT; 3) au3onuyeckoe 6riyxaHue — COMHaMOy/nyecKoe noBegeHIe, BO3HUKalLLee
B ¢ha3y MesneHHoro cHa. [pn4uHoit 3a6onesaHus SABASIOTCA MyTaLmy B Takux reHax, kak: DEPDC5, CHRNA4, CHRNB2, CHRNA2, KCNT1 u CRH.
BuneononucomHorpaghus ABNSETCA Hanbosee UHEHOPMATUBHBIM METOLOM B SUATHOCTUKE, OBHAKO Y 1/4 naLneHTOB NaTonoryeckas akTuBHOCTb
HE BbISIB/IAETCA HU [PY UHTEPUKTASIbHOM, HY 1PV UKTasbHOU 3anucy. [penaparamu BbI60pa B IeYeH ABASIOTCA KapbaMa3ernH U OKCKapOasemnH.
Okono 30% nauneHToB 0CTalTca (hapmMaKope3nCTEHTHBIMU.,
KrioyeBbie crioBa: Ho4YHas 106Has SMUNENCUS, ayTOCOMHO-LOMUHAHTHAS HOYHas JIOBHAS SMUNencus.
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Summary. Autosomal dominant nocturnal frontal epilepsy (ADNLE) is a family idiopathic focal epilepsy characterized by cluster seizures
emanating from the frontal lobe of the cerebral cortex during slow sleep. There are three subtypes of motor attacks in ADNLE: 1) paroxysmal
arousal — a sharp recurrent arousal associated with a stereotypical (hypermotor) motor pattern; 2) paroxysmal dystonia — recurring motor
attacks with dystonic / dyskinetic movements lasting less than two minutes; 3) episodic wandering — somnambulistic behavior that occurs
in the phase of slow sleep. The cause of the disease are mutations in genes such as: DEPDC5, CHRNA4, CHRNB2, CHRNA2, KCNT1 and
CRH. Video polysomnography is the most informative method in diagnosis, however, in 1/4 of patients pathological activity is not detected
either during interictal or ictal recording. Carbamazepine and oxcarbazepine are the treatment of choice. About 30% of patients remain

pharmacoresistant.

Keywords: nocturnal frontal epilepsy, autosomal dominant nocturnal frontal epilepsy.
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YTOCOMHO-JOMUHAHTHAs HOYHas
nobHas anunencusa (AQHMS) — ce-
MeiiHas uguonatuyeckas gokasb-

Has anunencus, xapakrepusylolancs
KnacTepHbIMI FNEPMOTOPHBIMU MPUCTY-
namu, UCXOAsALLMI 13 NOBHON LONM KOpbl
FOSIOBHOO MO3ra B hasy MeasIEHHOTO CHa.
Bnepgeie B 1981 rogy E. Lugaresi u
CO@BT., 0N CbIBas HOYHbIE TUNEPMOTOPHbIE
MPUCTYMbl Y 5 NaLMEHTOB C OTCYTCTBUEM
M3MEHEHUA NO AAHHBIM WUKTANbHON 1
WHTEPUKTANbHOI 3NeKTpo3HUedanorpa-
dum (S3r), npeanoxuni TepMiH «na-
pOKCU3MasnbHaa HOYHAA LUCTOHUS». Tem
He MeHee, aBTopbl OTMETUIN, YTO BO BCEX
cnyyasx Habnogancs XopoLumii achgrekt
oT npuema kapbamaszenuta [19]. OgHako
ewe 3agonro go 1981 roga B.R. Tharp
(1972) onucan Tpex naumeHToB, KOTOpble
UMENN aHanoryHble runepmMoTOpHble
MapoKCU3Mbl, BO3HMKAIOLLE MPenMyLLe-
CTBEHHO BO CHE, HO MOBTOpPSABLUMECH U
B AHEBHOe Bpems. M3-3a HeobbluHOCTN
NapoKcU3MOoB fieTn Habnioganichb ¢ neu-

XWNaTPUYECKIMI JUarHo3amu 1 nosyvan
HeCOoOTBETCTBYlOLLEE NeveHne. Bo Bcex
cnyvasax ukcupoBanucb anunenTu-
(hOpMHblE U3MEHEHUA, UCXOLALLNE U3
NO6HOIN KOMM, HA OCHOBAHUN YErO ABTOP
NPELNoN0XNA, YTo peys uaeT 06 ocoboit
thopme chokanbHoii anunencun [36, 37].
B 1984 rogy J.A. Wada n coast. npoBo-
LUK NpegonepaunoHHoe obcnegoBaHme
y 14 peteil ¢ papMakopesnCTEHTHOIA
anunencueit, NPUCTynbl y KOTOpbIX Habmo-
AaNCh UCKIOUMTENBHO HOYbIO, NPOABIA-
nnch 6OKCUPOBaHNEM, NELANMPOBAHIEM,
BblYYPHBIM BKEHNEM Ta3a, NPY 3TOM BO
BCEX Cly4asx UMENNCh anunenTudgopm-
Hble U3MeHeHus B NoGHbIX gonax [37,
41]. B nocnegytoLiem NosBuNCL MHore
Apyrue paboTbl, ykasbiBaloLLe Ha CBA3b
rNEPMOTOPHbIX MapOKCU3MasTbHbIX COCTO-
AHUIA BO BPEMSA CHA C 3MUAENTUOPMHOIA
aKTUBHOCTbIO B JI0BHbIX oTAenax [37,
40]. B 1993 rogy F Vigevano u L. Fusco
npoaHan13npoBani rpynny nalueHTos,
cocToAwyto u3 10 geteii B Bo3pacte OT

6 mecALeB A0 12 neT ¢ HOYHbIMU TOHU-
YeCK/MU MOCTypanbHbIMI NpUCTynamu
B (ha3y MeAneHHoro cHa, 8 3 KoTopbix
UMEN OTArOLLEHHBI HACNEACTBEHHbIN
aHamHes no snunencun. B 1995 rogy
I.E. Scheffer n coasr. onucanu 6onbLuyto
ABCTPa/MACKYI0 CeMblo, B KOTOPOW He-
CKOJIbKO Y€NTOBEK CTpaganit UGEeHTUUHbIMA
npucTynamm Bo CHe 1 fanu 3a6onesaxuno
Ha3BaHMe «ayTOCOMHO-JOMUHAHTHAA
HOYHas nobHas anunencus» [33].

MepBad myTauua 6bina BhiABNEHa
B reHe CHRNA4, kogupylowem anbcad-
CyObeauHULLY HelipOHaNIbHOTO HUKOTUHO-
BOrO aLETUNXONMHOBOTO peLienTopa [35].
B HacToflee BpemA yCTaHOBMEH pAL
rEHOB, MyTaLlW B KOTOPbIX ABNAKOTCA Npu-
umHoln 3abonesaHus: DEPDC5, CHRNA4,
CHRNB2, CHRNA2, KCNT1 u CRH (a-
6nuua) [3, 14, 16, 22, 30]. OgHako cpeau
naLneHToB, CTPagaloLLMX HOUYHON NOBHON
anunencueil, Tonbko B 30% cnyyasx onpe-
LENSIOTCA MyTaLlM B U3BECTHBIX CETOfHS
reHax [37].

*MpoponoxexHne pybpukn «AkTyanbHble npobnembl HeBponorun B Pecnybnuke benapycb». Hayano — B xypHane «MeanumnH-

ckue HoBocTu» Nel (sHBapb) 2019 1.
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XapaKTepucwu(a reHoB, MyTaLluu B KOTOPbIX MOTyT ObITb I'IpW-IVIHOFI
passutua AHJ1O
len YpenbHbiii BeC cpegu Jlokyc Kogupyembiii 6enok
nauuentos ¢ AH/I
CHRNA2 pepko 8p21.2 o2-cybbepmHiLa
N-xonuHopevenTopa
CHRNA4 10-15% 20q13.33 o4-cybbepnHuLa
N-xonuHopeLienTopa
CHRNB2 pexe, yem CHRNA4 1g21.3 B2-cybbenuHuua
N-xonmHopevenTopa
CRH pepko 8q13.1 KOPTUKONMOEPUH
DEPDC5 10% 22q12.2-q12.3 6enok DEPDC5 komnnekca
GATOR
KCNT1 <5% 9g34.3 6enok nogcemeiicTea T-kanmeBoro
KaHana

MepeoHavanbHo AJHIO oTtHecn K
Knaccy kaHanonatuii, Tak Kak nepBbiMu
6NN noeHTUDULUPOBaHb MyTaL Ui
B reHax, KOAuUpylowux cybbeguHuubl
HUKOTWHOBBIX aLE€TUNXONMHOPELLEeNTOpoB
(CHRNA4, CHRNB2 1 CHRNA2), 1 nosa-
Hee — B Kanuesbix kaHanax (KCNT1). Og-
HaKo HepagHue NCCNEeA0BaHNA NoKasanu,
uto AHJ19, obycnoeneHHas MyTauuamu
B reHe DEPDC5, He nmeeT o4yeBUAHbIX
(PYHKLMOHANbHBIX CBA3ENA C WOHHBIMU
kaHanamu [15).

Haunbonee 4yacTtoil MPUYNHOIA
AQHNS sasnAwlTCA MyTauum B re-
Hax, KOAUPYOLWMNX cybbemuHuybl
N-auetunxonusopeLientopos — CHRNA4
(20913.33), CHRNB2 (1921.3) u CHRNA2
(8p21) [10]. MeHeTpaHTHOCTb COCTaBASET
60-80% [16]. ALeTUnXoNuH urpaet Bax-
HY0 pOfib B MPOLLECCE aKTUBALUM KOpbI,
ocobeHHo npu npobyxaeHum [12]. Mpu
B3aUMOZENCTBUN aLeTUNXoNHa ¢ pe-
LLeNTOPOM MOHHbIE KaHaslbl OTKPLIBAIOTCH,
uT0 0becneumBaeT BXOA KaTMOHOB BHYTPb
knetku. OTKpbITUE KaHana MpUBOAUT K
fenonspusayun MembpaHbl, Bbl3biBalo-
Lt nocTCMHaNTUYECKOe BO3bYXAEHNE
11 BbICBOGOXAEHME HellpomeanaTopos [1].
B kneTkax moara MneKkonuTaloLLx yHK-
umoHanbHele N-xonuHopeLentopsl gop-
MupyioT 9 cybbepuHnl; o2-a7 1 B2-p4,
kopupyemble reHamn CHRNA2-CHRNA7
1 CHRNB2-CHRNB4 cooTBETCTBEHHO.
Kaxgpiit N-xonuHopeLenTop cocTouT 13
kombuHaLum naT cybbeamnHUL, 06bIMHO
AByx anbea (o) n Tpex 6eta (B). Boamox-
Hbl pa3nnyHble KoMbuUHaLuM, 1 xapakTte-
pUCTUKA KaXJO0ro pelentopa 3aBucuT ot
TOro, KaKne CyobeauHULLbl OH COAEPXNT.
B moasre yenoseka N-xonuHopeuentop

yalLle BCEro COCTOMT 13 AABYX CyObeaunHIL
ad 1 Tpex B2-cybbeauHuy [4], koTopbie
0bHapyXBaloTCA BO BCEX OTAenax Moara
(MpeuMyLLeCTBEHHO B Tanamyce) 1 MoryT
pacnonararbCs Kak Ha npeciHanTu4ecKol
(0breryas BbigeneHue Meauaropa), Tak u
Ha mocTcuHanTuyeckoin Membpare (1H-
Ayuupys Aenonspusaumio noctcuHanTu-
4YECKOro HeiipoHa). MpuuuHa, no KoTopoit
MyTaLua B OGHOM 13 NOATMMOB MO3rOBbIX
N-XONMHOPELIENTOPOB, PacMONOXEeHHbIX
NPEMMYLLECTBEHHO B Tanamyce, Bbi3bl-
BaeT hoKasbHylo 3nuiencuo, octaeTca
HeACHol. MMonaratwT, 4TO MyTaHTHble
o4B2-N-xonuHopeLenTopsbl BAUSIOT Ha
AKTUBHOCTb NI06HbIX TaNaMOKOPTUKaSbHbIX
neTenb, UrpatloLLnX Ko4YeBYI0 posib BO
Bpems cHa [1].

Mytauumn B reHe DEPDC5 cBs3aHbl
C HECKOJbKIMU chopmamin anuaencuii, Ta-
KIIMU KaK CeMeliHas BIUCOYHaA annnencis,
cemeiiHas chokasnbHas anunencus ¢ Bapu-
abenbHbiM hokycom v AQHJID [14]. B 13%
cnyyaes npuuuHoit AQHIIS sBnsetcs my-
Tauus UMeHHo B aToM reHe. feH DEPDC5
obecneunBaeT cuHTe3 6enka, KoTopbil
aBnsAeTcA vactblo Komnnekca GATOR1.
JTOT KOMMANEKC HaXO[UTCA B KNETKax no
BCEMY TENy, rae perynupyet curHanbHbii
nyTb, Ha3biBaemblilt mTOR. Myts mTOR
y4acTByeT B KNETOYHOM POCTe 1 feneHui
(Mponudbepaum), BbDKUBAHUN KNETOK 1
CUHTE3€ HOoBbIX 6eNkoB. Posb koMnnekca
GATOR1 3akniouaetcsa B 6710KMpOBaHUK
3TOrO NyTI NOCPEACTBOM UHIMBUPOBaHIA
aKTUBHOCTM KOMMeKca, Ha3blBaeMoro
mTOR-komnnekcom 1 (MTORC1), koTo-
Pbiil ABNAETCA HEOTHEMEMOI YACTbIO MyTY
mTOR. Mockonbky DEPDCS peiicTayet
kak penpeccop mTOR akTtuBHOCTU, MyTa-

uum DEPDCS, kak oxupaetcs, npusegyT
K upeamMepHoit curHanuaaum mTOR [31,
39]. Tem He MeHee, maToMexaHnam 3nu-
nencuu Bcnegctene DEPDC5-myTauummn
0CTaeTCA He 0 KOHLIA NOHATHbIM [1, 39].

KCNT1 npuHagnexut K 6onbLiomy ce-
MeliCTBY reHOB, KOTOpblE KOZUPYIOT benku,
BXOfsLLME B COCTaB Ka/MeBblX KaHanoB.
WccnepoBaHus in vitro nokasanu, 4to npu
KCNT1-myTaLm npoucxoguT yennyeHie
TOKa OHOB Kans Yepes kaHasbl, 4To yka-
3bIBAET Ha rNEePMOPHbIA MyTaLMOHHBIIA
athekT (MyTauus yeuneHus pyHKLMK).
beino cgenaHo npegnonoxexue, 4To
MOBbILLEHIE TOKA Kals B TOPMO3HbIX UH-
TEPHEPOHAX NIEXT B OCHOBE MPOJIOHI -
POBaHHOI runepnonspusamu MembpaHol,
pesynLTaToM Yero sBnfeTcA gucbanaHc
Mexgy BO36YXAEHEM 1 TOPMOXEHMEM,
YTO 1 MPUBOLUT K BO3HUKHOBEHWIO CYL,OPOT
[18]. C myTaumeit B reHe KCNT1 cBasaHa
He Tonbko ALLHJ13, HO 1 3noKauecTBeH-
Hble MUrpuUpyloLLMe napuuanbHble npu-
CTynbl MnagieHyecTsa [11]. Pag asTopos
OTMEYaloT, YTO MauueHThl, CcTpagatoLmne
AOHNS Bcnepctene KCNT1-myTauum,
B CPaBHEHU C MyTaLuAMM CyObeANHULL
N-aLeTunXoNMHOpeLenTopoB UMEIOT
bonee TAXenoe TeveHne 3aboneBaHus:
AebioT npuctynos Habnopaetcs B bonee
paHHeM Bo3pacTe, (hapMaKope3nUCTEHT-
HOCTb BCTPEYAETCA vaLlle, BbilLe YacToTa
KOMOPOUIHBIX NCUXUYECKNX HAPYLLEHWN
11 MHTENNEKTYaNbHON HEAOCTATOYHOCTN
[11, 13]. MeHetpaHTHOCT Mpu AOHNI,
obycnoneHHoit MyTtauueii B reHe KCNTT,
cocrasniaet 100% [16].

fen CRH kopupyeTt KOpTUKOTPOMMH-
BbicBOBOXaatoLmin ropmoH (CRH). CRH
LENCTBYET KaK HEMpOTPaHCMUTTED UK
HelipoMoZynATop B 3KCTparunoTanamm-
YeCKUX LieHTpax, UHTErpupys noaucu-
CTEMHbIi OTBET Ha CTPECC 1 KOHTPONUPYS
LBUraTenbHyl0 N CeKCyanbHYI0 aKTuB-
HOCTb, CTpax, anneTuT, COH, NPobyXaeHne
1 obyyeHne. K HacTosLeMY BpeEMeHN
onucaHbl eauHMYHble cnyyan AOHIS,
06yCnoBfeHHON MyTaLuell B 3TOM reHe,
TOYHbIIA MEXaH3M Pa3BUTUS KOTOPOIA eLLe
MPeLCToONT yTouHUTH (8, 30].

AOHITO pebioTupyet npeumylie-
CTBEHHO B fieTckoM Bo3pacTe (5—15 ner,
yalle BCero B BO3PaCTHOM MHTEpBase
8-11,5 roga) 1 nepcucTMpyeT B TeueHe
BCeil X13HM (MHorma MoryT HabmogaTbest
crnoHTaHHble pemuccin) [1, 22]. Oebiot
B NEPBbIE ABa JECATKA JIET XU3HI 3aperi-
CTpupoBaH B 85% cryyaes [1].
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MaumenTsl ¢ AQHJTI cTpagaiot 0T Ko-
POTKIX (0T 5 CEKYHA [0 5 MUHYT) HOUHbIX
TUNEPMOTOPHBIX MPUCTYMOB, Crpynn1po-
BaHHbIX B KylacTepbl, UCXOAALLMX 113 N06-
HOI [LONIN 11 BO3HUKAIOLLUX, KaK MpaBuio,
B0 2-10 (ha3y MepsieHHoro cHa [16, 22].
MpuCTynbl COMPOBOXAAIOTCA BHE3AMHbIM
npobyxzaeHnem, 4yacto Bokanuaauueil,
CO3HaHWe coxpaHeHo. Hepepko mpucty-
nam npejLecTsyeT aypa — OLLyLIeH!e
HexBaTKu BO3Ayxa, ronosHas 6onb,
CNyXOBbIE U 3pUTENbHbIE ranoLHaLN,
comaTtnyeckue U BeretTaTuBHble pac-
CTPOIiCTBa, MCUXUYECKMe OLLyLLeHus [1,
16, 25, 34]. MoTopHble MposiBNeHIs o4eHb
pasHoobpasHbl — OT U3MeEHEHUs noBege-
HWS 1 aBTOMATM3MOB [0 BOKCUpOBaHIS,
neaanupoBaHns, TOHUYECKOro cnasma
MbILL,. Putmuueckne nostopstoLimecs
OBUDKEHWS PYK U HOT, BbICTPbIE HECKOOPAU-
HUPOBaHHbIE ABVKEHWSA C SUCTOHUYECKUMIA
UMK ANCKUHETUYECKUMI KOMMOHEHTaMU,
BHe3arHblii NOAbEM TOSI0BbI UM BCETO
TYNOBULLA U3-32 BbIPAXEHHBIX CTPAXOB
UMK BOKanu3auuin — xapakTepHele mpo-
ABneHs npuctynos [12, 16]. CnytaHHoCTb
CO3HaHIA Nocse MpUCTyna, Kak npasuio,
OTCYTCTBYET 60 MUHUManbHa [1].

Vcxops 13 KnuHNYECKIX NpOsBEHNIA,
BbIZENAIOT TPU NOATMMA MOTOPHBIX MpiA-
ctynos npu AQHNS: 1) napokcuamasnsHoe
BO36YXOEHNE — XapaKTepuayeTcs pe3KiM
peLnanBMpYIoLLIM BO36YXAEHNEM, acCo-
LIMMPOBaHHbIM CO CTEPEOTUMHbIM (runep-
MOTOPHBIM) BUraTeSbHbIM NATTEPHOM; 2)
napoKcuaMarbHas AUCTOHUA — NPOABNAET-
CA MOBTOPSIOLLMICA MOTOPHBIMU aTaKamil
C AUCTOHUYECKUMU | ANCKUHETNYECKIMIA
OBUDKEHUAMI BNNTENbHOCTBIO MEHEE IBYX
MUHYT; 3) anuU3oguyeckoe bryxaaHue —
COMHambynuyeckoe noBefeHne, BO3-
HUKaloLLee B chasy MeaneHHoro cHa [16].

YacTota mpucTynoB B TEYEHWE HOUM
BapuabenbHa — oT ogHoro go 20 3a
Ho4b. CpepHee uncno npucTynos 3a
Mmecsl, coctasnseT okono 20. Okono
60% naLMeHToB coobLLaloT 0 bonee Yem
15 npuctynax 3a mecsy,. Ctpecc, aenpu-
BaLWA CHAa U MEHCTpyaLus B TUMMYHBIX
CNyYyasx yyaLiatoT NpuUcTymbl, CEHCOPHas
CTUMYTALNUA BO BPeMA CHa (BHe3amHblit
3BYK, MPUKOCHOBEHME K TeNy mauueHTa)
TaKXXe MOXeT CNYXUTb X MPOBOKATOPOM.
lMocKonbKy nauneHTbl BO BpeMs npuctyna
HaxoZATCA B CO3HAHUM, HEPEAKO OHU UC-
MbITbIBAIOT YYBCTBO CTPaxa nepeg, 0TX0L0M
KO CHy. [JHEBHbIe MPUCTYbl, HE CBA3AHHbIE
CO CHOM, BCTpevaloTcs KpailHe pefko
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1 MpU NJ0XOM KOHTpoSle 3aboneBaHus.
B eguHNYHBIX Cyqasx MOXET pa3BuTbCA
anunenTyeckui ctaryc [1, 16].

Kak npaBuno, HeBPONOrYECKIA OC-
moTp, MPT-uccnegoBaHue natonoruu
He BbIABNIAET, HO UHOrAa MOTYT IMETb MECTO
KOMOp6UaHble MCUXUYECKIe HApPYLIEHS,
KOrHUTUBHbII AecpuumT [10, 16]. CornacHo
A. Magnusson 1 coaBT., B CBA3U C Ha-
pyLLEHUEM (PYHKLIMOHABHON aKTUBHOCTY
NOBHbIX [0Nell Mo3ra noBefeHYecKue
paccTpoCTBa, Takne Kak runepakTue-
HOCTb, arpecClBHOCTb, UMMYbCUBHOCTb,
Hanbonee YacTo BbIFBAAIOTCA Y NALNEHTOB
¢ AOHN3 [20].

BugeononucomHorpacus sensetcs
Hanbonee WHHOPMATUBHEIM METOLOM
B A1arHOCTUKe HOYHO anunencui TobHoM
JOMN 1 AEMOHCTPUPYET, YTO MpaKTU4eCKn
BCE MPUCTYMbl MPOUCXOZAT BO BPEMS
Il cTagim megnenHoro cHa. OfHako B Bugy
BbICOKOIA CTOUMOCTU 11 OTCYTCTBIA NOBCE-
MECTHOI [OCTYMHOCTI AaHHOTO MeTofa
1ccnefoBaHns AnMarHocTuka sabonesa-
HUA BbI3bIBAET BOMbLLIE CIIOXHOCTH [37].
Axomanuu xe npu pyTuHHom J3l-uc-
cnegosaHu y nauuento ¢ AJQHS no
[aHHbIM pasHbIX aBTOPOB BLIABAAIOTCH
B 10-25% cnyyaes. [latonoruyeckue Ha-
XOAKI MPeACcTaBNstoT coboii hokanbHble
WHTEPMUTTUPYIOLLE TeTa- UK fenbra-
BOJIHbI /UM pepKue OCTpble BOSHbI U
cnaiiku. OHn 06bIYHO NOKaNU3yloTCH
B NIOGHBIX UMM BUCOYHbIX 0BacTax mMoara
[1]. BepoATHOCTb OBHApPYXEHUst UHTEPIK-
TaNbHbIX U3MEHEHUI BO3pacTaeT npu 3a-
nucu B NepUog, yXyaLWweHus 3abonesanms
UM npu hapMakope3nCTEHTHOM TEUYEHMI
[24]. HouHas peructpauus 93T uHoraa no-
3BONAET BbIABUTL NATONOMIO Y NALNEHTOB
C HeraTuBHbIMU pe3ynbTatamit JHEBHOIO
uccnegosaHus. Tak, no ganHbiM A. Oldani
1 coasr. (1998), aHomanuu npu QHEBHON,
3l obHapyxusanuch y 10% naumeHTos,
a npiu HOYHOM MOHUTOpUpOBaHUK — Yy 50%
[1, 23]. B cnyyae, ecnu BbISBNEHbI YHU-
natepanbHble UHTEPUKTamNbHbIE UK WK-
TasbHble N3MeHeHns 3N OHU He MEeHSIoT
CBOIO NaTepann3auuio B TeYEHNe BCEro
3aboneBaHus. KtanbHble 3anucn 4acto
He 0BHapYXuBaIoT NATONOrKIo, YTO CBA3A-
HO B TOM yiicne ¢ HOMbLLM KONMYECTBOM
ABuratesbHelX apTedakTos. l1aTTepHbl
ANUNENTYECKNX NPUNAAKOB BbIABNAIOTCA
y 40-80% nauueHTOB; OAHAKO pemKo
npegcTaBnaioT coboil cobCTBEHHO anu-
NenTUOPMHYIO aKTUBHOCTb. YalLie BbisB-
nsaetca auddy3sHoe ynioLLeHne unm put-

MUYECcKan TeTa- UIn AenbTa-akTUBHOCTb
B NEpPepHuUX oTBefeHuAX. Takum obpasom,
Kak MuHumyM y 1/4 nauuentos ¢ ALHD
naTosiornyeckas akTBHOCTb He BbifiB-
NAETCA HU MPU UHTEPUKTANBHON, HU Npu
nktanbHoi sanucu I [23, 32]. Kpome
TOrO, MHTEPUKTANbHAA 3MUNenTMOPMHas
AKTVBHOCTb MOXET PericTpupoBaThCA U
Y HEKOTOPbIX NaLMEHTOB C NapacoMHUAM
B a3y REM-cHa [37].

WHTEpecHble AaHHble Momy4eHsl npu
obcnenoBaHum naLMeHToB ¢ hapmakope-
3UCTEHTHOI HOYHOIA 3anunencueit NobHoi
DO C MPUMEHEHIEM CTEPEOTAKCUYECKIX
3nekTpopoB. Tak, no ganHbiM F Picard
1 COaBT., Y NaLWeHTa C KNacCu4yecKoil
ALHNS BLIABNEHO Hayano NpucTynos
B KOpe OCTPOBKa CNeBa, B TO BPeMs Kak
CKaubroBble 3N1EKTPOAbI PErncTprUpoBaiA
AucppysHoe ynmoLLeHrne unu poHTo-
MpeLEeHTPasbHYI0 BbICTPYIO aKTUBHOCTb [1,
24]. S. Rheims 1 coaBT. OMUCHIBAIOT, YTO
Mpy acUMMETPUYHBIX TOHUYECKUX 11 JUC-
TOHUYECKMX MPUCTYMax 30Ha WMHULMALMA
Haxogunach B AOMOJHUTENbHOIA MOTOPHOIA
Kope C OBHOBPEMEHHBIM BOBJIEYEHUEM
3afiHeil Me3uanbHo POHTaNbHOM KOPbI
11 3afHEi NOPLMN LAHTYNAPHOR U3BUMNHBI
B pasnnuHoil ctenenu [29, 37]. Y nauu-
€HTOB C TUMNEPMOTOPHBLIMU MPUCTYNamiA
(6okcupoBaHue, neganuposaHue u ap.)
B MepByI0 o4epesb Oblnn 3afeiCTBOBaHDI
nmbo MesnanbHO-Jopco-natepabHble 1
opbuTo-nonspHsle, b0 6onee 0bLLNPHbIE
y4acTku No6Hol Kopbl. dnunentuyeckue
co6bITNA, XapaKTepU3yIoLLMecs CTPaxom,
CBA3aHHbIM C 60f1ee OpraH130BaHHbIM
[BUraTesbHeIM MOBELEHNEM BO BPEMS
CHa, 0BbI4HO 6biNn CBA3AHBI C aKTUBALIA-
eil nepegHeil LUHryNAPHON U3BUAMHLI 1
BUCOYHBIX peruoHos [5, 37].

B nocnegHue rogpl npu WNMPOKOM BHe-
ApeHnn CTepeoTakcieckoro Buaeo-I3-
MOHUTOPUPOBAHNS NaLMEHTOB C dhapma-
KOPE3UCTEHTHOI anunencueit No3BoanNo
YCTaHOBUTb, YTO OKONO 30% anunenTuye-
CKIX FMNEepMOTOpPHbIX MPUCTYMNOB UMEIT
30HY MHULMaLMK 3a npegenamu No6Hom
LONN — BUCOYHAR Kopa, UHCynspHas o6-
nacTb W faxe TEMEHHAA U 3aTblIoyYHas.
To eCTb B faHHOM cny4ae nobHas pons
ABNIAETCA MECTOM, KyAa pacrpocTpaHseTca
SNUNenTU4eckas akTUBHOCTb C PasBUTIEM
cneumnuiecknx runepmMoTopHbIX MPUCTY-
MoB, ABNAACH CUMMTOMATOTEHHOI 30HOM,
MpY TOM, YTO 30HOI UHALMALMI, NOZexa-
LUl XUpYPrivdeckoMy yaaneHmo, MoXeT
BbITb COBEPLLIEHHO UHas 0bnacTb [26, 37].
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B cBA3K ¢ nosBreHneM AaHHbIX, YTo
TUNEepPMOTOPHbIE AMUNENTYECKUE COBBITUS
MOTYT BO3HUKaTb 11 MY ApYroit lokann3a-
LM 30HbI UHMLMALAN NPUCTYNa, MEXAY-
HapOLHbIE 3KCMEPTHI HA KOHEpPEHLN
B ropofe BomnoHba (2014) npepnoxunu
3aMeHUTb TEPMUH «HOYHas NobHas anu-
nencus» Ha «runepMoTOpHaA anuencus,
CBA3aHHaA co cHom» [37].

Takum o6pa3om, B HacTosLLee Bpe-
Mf He CYLLecTBYeT ANArHOCTUYECKUX
kputepues ALHS. [aHHblii auarHos
MOXeT npegnonaratbCa y NayueHTos,
CTpafatoLLIX HOYHBIMI TUNEPMOTOPHBIMIA
npunagkami, anunenTuOPMHOIA aKTuB-
HOCTbIO B NTO6HbIX OTAENaX, HOPMarbHOIA
MPT 1 OTAroLEHHLIM HACNEACTBEHHBIM
aHamHe30M. YunTbias HU3KYI0 UHGOp-
MaTuBHOCTb QJ-UCCNEA0BaHNA, HEPEAKO
B MOCTAHOBKE JMarHo3a NpuxoanTcs
PYKOBOZCTBOBATLCA UCKIIIOUUTENBHO K-
HUYECKOI KapTUHOIA.

ALHN3 crnepyet auddepeHLmpoBaTh
C NapOKCU3MaTbHbIMU BUraTebHbIMI pac-
CTPOICTBaMU, MAPACOMHUAMU, HOUHBIMIA
cTpaxamin 1 KowmMapami, COMHambynna-
MOM, CUHAPOMOM OBCTPYKTUBHOMO anHo3
cHa. Moyt BO BCEX CMyyasx npaBusibHbIA
[1arHo3 no3BoAeT yCTaHoBUTL BiAeo-O3F
MOAMCOMHOrpacus.

Bo Bpemsa nposegeHua Bugeo-33I
nonucomHorpacoun npu AOHJTS 6onb-
LUMHCTBO MPUCTYMOB PErucTpUpyloTcs BO
Bpema Il cTaguu MeAneHHoro cHa, B TO
BPEMS KaK Mpu napacoMHIN OHW 0BbIYHO
BO3HUKAIOT BO BPEMA NepBbIX LUKNOB
-1V cTaguit cHa [38]. Takxe MOXHO
OLLeHUTb BHELLHIE NPOSBIIEHS NPUCTYMOB:
npu AOHNS npunagku crpynnuposaHsl
B KnacTepbl, UMEIOT KOPOTKYIO Npogon-
XUTENbHOCTb. Tak Kak npu napacoMHUAX
MpUCTyNbl MOTYT ANUTbCA 6onee 10 MUHYT,
nauneHT BNOCNEACTBUM MPOU3OLLEALLMX
COBbITUI HE MOMHUT.

Momumo atoro, ALLHJ13 Heobxoaumo
andpepeHLmpoBatb 1 ¢ gpyrumu anu-
NENTU4ECKUMU CUHAPOMAaMI — CTIopaau-
deckumu cryyasamu no6Hoii anunencum
C HOYHbIMU MpUCTynamu (0TCyTCTBYET
OTArOLLEHHOCTb CEMEIHOTO aHamHe3a Mo
anuUnencun), ayTocoMHO-LOMUHAHTHOIA
CceMeliHoli anunencuei ¢ BapuabesnbHbIM
thokycom (mapokcuambl HabniofaloTcs BO
BpeMs 60[,pCTBOBAHIA 11 Y PasHbIX YNeHOB
CeMbU UCXOZAT 13 pasHbix obnacTei Kopsl
rOMOBHOr0 MO3ra), ayTOCOMHO-AOMUHAHT-
HO CEMENHOI BUCOYHON 3nunencuen
(MpocTble choKanbHble MPUCTYMb, MPef-

CTaBJIEHHbIE CEHCOPHBIMU FanloLHaLILA-
MU, PELKO BCTPEYAIOTCA NMCUXUYECKIE 1
MOTOPHbIE KOMMOHEHTHI) [1].

Mpenapatom Bbibopa Npu ieyeHun
ADHN? siBnsetcs kapbamasenuH [16]. Kak
11 MHOT 1€ IpYTIe NPOTUBO3NUNENTUYECKIE
cpeacTBa, kapbamasenuH okasbiBaeT
CBOE BNMAIHME MOCPefCTBOM 6nokagpbl
HaTpueBbIX KaHamnoB. B TepaneBTMYeCKmX
[032aX OH TaKxe 610KUpyeT reTepomepHble
HUKOTUHALETUNXONNHOBLIE PELENTOPLI,
uto 1 obycnosnmBaeT ahHEKTUBHOCTb
faHHoro npenapata y 35—70% nauueHTos.
Tem He meHee, NpomyKTbl MeTabonmama
kapbamasenuHa [OCTAaTOYHO TOKCUYHI
W MOTYT Bbl3BaTb Cepbe3Hble NMoboYHble
achchekThl. MeHee TOKCUUHbIM npenapaTom
(BTOpas NuHIS) ABMAETCA OKCKapBaseniH,
UMEIOLLWIA aHaNOrNYHbIi MexaHu3m aen-
CTBUS 1 NOKa3aBLLMIA XOPOLLNE pe3ynbTarthl
B neveHun nauuentoB ¢ AOHJIS, B Tom
ymcne pesncTeHTHbIX K apyrim AJM [3].
MauneHTsl, y KOTOPLIX NPUYMHON 3nunen-
cum sensetcs mytaums B reHe CHRNA4
p.Ser284Leu, nuLub YacTYHO pearupyioT
Ha KapbamasenuH 1 bonee YyBCTBUTESbHbI
K 3oHucamuay [9, 16, 27].

Mo faHHbIM pasfnyHbIX aBTOPOB, OKOSO
30-40% nauuentoB ¢ AJHJIS ocratotcs
thapmakopesucTeHTHeIMI. MoaToMy npo-
BOIKAETCA MOUCK aNlbTEPHATUBHBIX METO-
[OB NIEYEHNA 11 NIEKAPCTBEHHbIX CPEACTB.
Kak 6bl HU Ka3anocb napagokcanbHbIM,
B 2006 rogy 6bi10 NPEAnoXEHO neyeHne
HukoTHOM. E. Brodtkorb 1 F Picard onuca-
n HabniogeHue 3a naueHTom ¢ chapma-
KOPE3UCTEHTHOI nuAencuel, 3noynotped-
NABLIAM KypeHueM. AKTUBHOE KypeHue U
HUKOTUHOBbIE anmKaLn UMenn adpdhekt
B BUfle OTCYTCTBUSA npucTynos [6]. OAns
06bACHEHNs faHHOro heHoMeHa bbinn Bbl-
ABUHYTbI CRieaytoLLne NPeanonoXeHs: Bo-
MepBbIX, TOHU3VPYIOLLIEE BINAHNE HUKOTIHA
MOXET YaCTU4YHO AECEeHCUOUIM3NpoBaTh
HUKOTUHALETUNXONIMHOBLIE PELIENTOPI,
HaxoAALLeCA B COCTORHUN runepdyHKLo-
HWPOBaHUS, BO-BTOPLIX, HUKOTUH MOXET
[ECTBOBATL KaK MONEKYNAPHbIA LLIANEPOH,
PEryANPYIOLLIIA 9KCTPECCUIo CybbeAUHLLbI
HUKOTUHALETUIXONIMHOBBIX PELIENTOPOB
[17]. OpHako AaHHblii MeTof neyeHUs Ao
HaCTOSALLLEr0 BPEMEHI He MONYUIN LLIMPOKO-
rO MPUMEHEHNS.

Vmetotcs HabmogeHs 06 Ucnonb3o-
BaHWM NIEKapCTBEHHOrO CpefcTBa (heHo-
thubpar, TpagMLMOHHO MPUMEHSAIOLLLErOCs
ONS CHKEHUA YPOBHA XONeCTepuHa npu
CEPAEYHO-COCYAUCTLIX 3aboneBaHNAX.

DeHoubpat ABNSETCA arOHUCTOM aJb-
tha-peLientopa, aKTUBMPYEMOro NepoKCH-
COMHbIMU nponucpepatopamu (PPARa),
KOTOpbIil ABNAETCA NUraHL-aKTUBMPO-
BaHHbIM TPAHCKPUMLMOHHBIM (haKTOPOM,
OTPULATENBHO MOZYMPYIOLLUM CDYHKLMIO
B2-cogepxatero nAChR. M. Puligheddu
I CO@BT. MpoaHanuaunpoBans 3cheKTs-
HOCTb NpUMeHeHNs cheHochmbpara y 12 na-
LIEHTOB C hapMaKope3nCTEHTHOI HOUHO
nobHol anunencueit, 5 U3 KOTOpbIX UMeENHA
MyTaLlM B reHax HUKOTUHALIETUNXOMHO-
Bbix peuentopos CHRNA. Wcnonb3osanu
£03y 600 Mr B CyTKI B TEYEHUE 6 MECALEB,
koTopas bbina gobasneHa K nony4aemoi
paHee NpoTUBOCYLOPOXHOI Tepanun. OguH
nawyeHT Bbl6bl 13 UCCNe[0BaHIA 113-3a o-
BbILLEHUS MEYEHOUHbIX hepMeHToB. Y 8 13
11 naumeHToB Habnioganock nosHoe mpe-
KpalLLieHIe NpUcTynoB, y 3 ApyruX — CHibke-
HIe YacToTbl Ha 75%. [115 OKOHYaTENbHOrO
BbIBOZA MO MoBOY 3hHeKTUBHOCT! heHo-
chubpata aBTopbl PEKOMEHAYIOT MpoBeLie-
Hne [iBOVHOTO NnaLeb0-KOHTPONMPYEMOro
nccnegosaxus [16, 28].

Tot cpakt, uto KCNT1-myTauus asns-
etca npuumnHoii passutua AJHIO, Haso-
LUT Ha MbIC/Ib O TOM, YTO MPU JIeYEHUN
chnegyeT 1CNONb3oBaTh CPELCTBO, HEmMo-
CPefCTBEHHO BAUAILLEE Ha Kanuesble
KaHanbl. B KauecTBe Takoro cpeacTsa
Obln NPeanoXeH XUHUANH — UHrMbUTOp
HECKOMbKIX TUMOB KaneBblX KaHasos (B
ToM uncne KCNT1), npoHuKatoLLuii Yepes
rematosHuedanueckuin bapbep. OgHako
npu AeTtanbHOM UCCRefoBaHuM y Noa-
POCTKOB 11 B3POCNbIX XUHUAWH CBOEN
3(pheKTUBHOCTI HE MOKasan, a puck
pasBUTIA CEPbE3HbIX MOBOUHBIX ahdhek-
TOB CO CTOPOHbI CEPAEYHO-COCYANCTOIA
cucTeMbl (MHrMBUpOBaHIe KanneBblxX Ka-
Hasl0B KapAMOMIOLIUTOB MOXET NPUBECTY
K OCTaHOBKE Ceppua) BbiCOK Aaxe mpu
HU3KOM YPOBHE XWUHWZWHA B CbLIBOPOTKE
kpoBu. CrnegoBatenbHo, BBUAY 3HAuu-
TEMbHbIX PUCKOB Tepanua XUHUAUHOM
npu ABHIS He MoXeT 6bITb NpUMeEHeHa.
PaspaboTtka cneuuduyeckoro KCNT1-
MHrM6UTOPa C XOPOLLEN MPOHLAEMOCTbI0
yepe3 rematosHuedannyeckuii bapbep
MOXeT obecneunTb yCnewwHoe neyeHne
nauuenTos ¢ ALHJI3, accouumpoBaHHoiA
¢ myTauueii B reHe KCNT1 [18, 21].

MpumeHeHnio MeToga CTUMYAALMAN
6nyxgaiowero Hepea (VNS) npu dapma-
KopeaucTeHTHoM TeueHun AIH/TS noces-
LLieHbl eanHIYHbIe Ny6amrkaLm. M. Carreno
11 CO@BT. onmcanu onbIT npumeHeHns VNS

m MEOWUMHCKUE HOBOCTHU
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y naumeHTa ¢ papMakope3nCTeHTHOIA
AOHN3, kotopebill umen u HebonbLmne
KOrHUTUBHbIE HapYyLLIEHIs!. Yoke uepes 3 me-
cALla nocrne UMNaHTaLm 6bi10 BbISBNEHO
yMeHbLLEHIE YacTOTbl MPUCTYnoB Ha 50%,
a yepes 1 rog — Ha 80%. OgHako npu
NombITKe CHUDKEHUA [03bl NOMy4aeMoro
nayneHTOM NPOTUBOSNUNENTUYECKOTO
npenapata 4acToTa Cyaopor yBenuumnach,
B CBA3Y C YeM MEMKAMEHTO3HOE NleYeHIne
He KOppekTupoBanockb. MomMuMO BCero
MPOYEro y nauueHTa ynyywnanch NamaTb,
HaCTPOEHue, NCIXOMOTOPHbIE peakLun [7].

MporHo3 ans nauueHToB, cTpaga-
towmx ALHJ, ouveHb BapuabenbHbIi.
MoXn3HEHHOEe TeyeHue 3aboneBaHus
LVKTYeT HEOBXOAMMOCTb MOCTOSHHOTO
npuema npoTUBOCYJOPOXHbLIX NeKap-
CTBEHHbIX cpeacTs. Mpu mLocTuXeHUN
CPeAHero Bo3pacta NpucTynbl MoryT
ctatb bonee peaKUMU 1 KOpPOTKUMM, a
acUMMeTpuYecKie ToHUYecKme npu-
CTynbl, Yalle Habnogaemble B LETCKOM
BO3pacTe, MOryT TpaHchopMupoBaTbCs
B rUNepmoTopHble [16].
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| 610 VHTEpaeHo SuiTs

CMepPTEeNbHO OnacHbIM Ana HuX.

[N SKCNEPTHI OMYBJIMKOBAJIN CMMCOK HAMBOJIEE
PACIMPOCTPAHEHHbBIX BPAYEBHbBIX OLUMBOK
BputaHcKie cneuyanucTsl ony6nikoBan Cicok Haubonee

PacrpoCTPaHEHHbIX BPaYebHbIX OLUMOOK, KOTOpble €XerogHo

COBEPLLIAIOTCSH MECTHbIMI paboTHIKaMIN 3ApaBOOXPaHeHUs. Tak,

OZHOMY MYXYUHE BMECTO KUCTHI XUPYPriA BbIpe3anu sudkiA, a

KEHLLHa nLmMnach dansionuesbix Tpy6, NoXach Ha onepauio

Mo yaaneHno anneraukea. 3BecTHbl cyyam, Korfa MeaukiA

YIanAnN COBEPLLEHHO 300POBbIe pebpa, HOrW, rMasa 1 KoNeHHble

CYCTaBbl, a TaKke NPOBOAUNM OMepaLin Ha naumeHTax ¢ Aua-

6€eTOM, KOTOPLIM He AaBaiil UHbEKLIWI UHCYTIHA, YTO SBAAETCS

Linchpbl nokaseigatot, 4To B TEUeHUe nocnegHux 4 net
XepTBaMI HemonpasUMbIX OLLMGOK X1pypros cTanu 6onee 1180
nopeit. U3 Hiux 400 nocTpagani B pesynsrate yaaneHus He Tex
OpraHoB 11 YacTeii Tena, B T0 BpeMs kak B Tene 420 naLueHTos
Bpaum 3abbiBani NOCTOPOHHME MPegMEThl Mocae onepawun, B
TOM yucne ckanbnenu, Urnbl 1 BatHble TaMMOHbI.

XOAALLEro Tuna.

BpauebHble oLLMOKN Takxe BKMOYaNU BbinageHuUs na-
LINEHTOB 113 OKOH, MOCKOJIbKY COTPYLHUKN KIMHIK HE CMOTTIA
AOMDKHBIM 06Pa3oM 3aKpbiTh Ux. MHOrue naumeHTs Takxke
nocTpagani oT Nepeso3npoBKI fEKapCTBEHHBIX CPEACTB I
HEMpaBuNbHOro BBEAEHIA TPYOOK MPU UICKYCCTBEHHOM KOPM-
NIEHWN — B YaCTHOCTH, TPYBKM OLLNGOYHO BbiN BBELEHBI HE B
XENyLoK, a B JIeTKUe, YTO rpo3uno CMEPTENbHBIM UCXOLOM.
Hepepku cnyyau, Korfa nauueHTam nepenveanii KpoBb He
WX FPYNMbl UK YCTaHaBMBANM UMMNAHTATE CYCTABOB HENoA-

Cratuctunyeckne paHHble NoKasblBaloT, YTO CETOAHS Bpa-

yebHble OLLMOKK NPONCXOOAT TaK Xe 4acCTo, Kak U 2 rofa Ha-

3ap. /3BneyeHme ypokoB 13 oLUMBOK, a TakKe UCMOSb30BaHIe
nepegoBoro orbiTa 1 pekoMeHzaLuii o NPeAoTBPALLEHIO Mo-
LO6HBIX OLLIMGOK [LOMKHbI 6bITb MPUOPUTETOM KaXAOr0 MeauKa,
MOAYEPKIBAIOT SKCTEPTI.

Ucrounuk: htlp://healthvesti.com
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