TaKMx NauMeHToB HeobXxoauMo AoBUBaTLCS ONTUMMU3aLNA
NUNUAHbLIX NapaMeTpoB, B nepyto odepenb XC JIMHM n
XC NNBM, TT. 3Ton kateropun 605bHBIX HE0OXOANUMO Ha-
3HaYMTb rMMNONUNAEMUYECKME CPeacTBa.

Y 6onbHbix C[ Il TMNa puck pasBUTUSA COCYAUCTbIX
OCIOXHEHWI conoctaBum ¢ TakoBbiM npu MBC, noatomy
OHV TaKke B nofasnstoLem 6onbLUNHCTBE cryyYaeB Tpeby-
toT 6e3oTnaraTensHOM Tepanum No KOPPEKLMU NTMMUAHOTO
npodcuns.

BaxxHbiM acnektom npodunaktmkn CC3 n atepockne-
pOo3a Cny>XWT BbISIBNIEHWE MWL, C HapyLLEHHbIM 06MeHOM 6e3
knuHmnyeckmx MIBC. B aTol koropte GOnbHbIX Takke MOryT
0KasaTbCsi niua ¢ ceMerHbIMW HapyLLEHUSMU NUNAHOTO
obmeHa.

CemenHasg N'XC xapaktepuayeTtcs 6bICTpbIM Nporpec-
CYpPOBaHNEM COCYAMNCTbIX OCITOXHEHUN, Takne GonbHble
Hy>XOalTCs B MOCTOAHHOW, YacTO KOMOWHMPOBAHHON
rMNoNUNUAEMUYECKON Tepanuu ¢ NpuBMEYEHUEM 3KC-
TpakopnoparbHbIX METOAOB. BaxHbIM MOMEHTOM B Ana-
rHocTuke cemerniHon MXC paccmaTpuBaeTcsi reHeTUYECKUI
aHanus, KoTopbIli nomoraet Gonee 4YeTKO onpenenntb
nporHo3 3aboneBaHus n caenatb BbIGOP pauuoHansHON
Tepanuu.

YKeHLMHbI B neprop, MeHonay3abl, NoXunble Moau,
6onbHble C MeTaboNMYeckMM CUHAPOMOM U BTOPUYHBIMU
TN npencTtaBnaoT 60MbLLYIO rPYMNy HAceneHus, B KOTO-
poW YacTo HeJooLEeHMBaeTCa HeobXoaAMMOCTb afeKBar-
HOW runonunuaemmyeckon Tepanuu. CerogHs cyLecTBy-
10T ybeanTenbHble AaHHble JOKa3aTenbHON MeauuUHBI
0 HeobXoAMMOCTU LieneHanpaBneHHOro NeYeHns aTnx
KaTeropun HaceneHus. MpoBoAs rMNONMNUAEMNYECKYIO
Tepanuio H1 B KOe Mepe Hemnb3si 3abbiBaTb 0 KOppeKLUum
BCEX ApYyrux hakTopoB pucka: NpekpalleHun KypeHus,

©T.P. XyauHa, [1.P. 3akupoBa, 9.U. Tyx6atynnuHa, E.H.UkcaHoBa, 2013

CUHAPOM APABE

onTuMmn3aunn Beca M aptepuanbHOro gaslieHUdA, HOP-
Manuaaumsi YpoBHS ITOKO3bl, JOCTaToMHas uandeckas
aKTUBHOCTb — BCe 3TO 0bs3aTenbHble N HeobxoanMMble
KOMMOHEHTbI COBPEMEHHOW Tepanuu, HanpasreHHON Ha
CHMXXeHune pucka n npegynpexageHmne pa3Bsutnda OCHOBHbIX
CCs.
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Pecbepar. CuHgpom [dpaBe — 3TO ayTOCOMHO-AOMMHAHTHas anunenTuydeckas aHuedpanonatus aercrea, KoTopasi
obycnoeneHa, npexae Bcero, SCN1A- n PSDH19-myTtaumnamu. Xotsa cuHgpom [paBe ABnseTcs oOLen3BeCTHbIM,
HO NMPUYMHON OCTPOW 3HUEedanonaTMmn SBMSKOTCS, NO AaHHBIM N0 3nekTpodHuedanorpacdun (33, anunenTnyeckue
NPUCTYMbI, @ TaKKe CTPYKTYpHble aHoManuu ronoBHoro Moara. SCN1A-myTauum 6binn obHapyxeHbl y 25 naumeHToB
(83%). OBe SCN1A-myTaumm 60MnbHbIX MMENV XPOMOCOMHbIE TPaHCINOKaLMKN C y4acTueM XpoMocom 9 n X n mytaumm
B PCDH19. [InutenbHble npunaaku Obinun cBsdaHbl ¢ OCTPOKN aHUedanonatven, B Tpex SCN1A-myTaumsax nonoxu-
TenbHbIX NaumeHToB. OQHO M3 UCCnefoBaHWUA NoKa3ano 3HaYUTENbHOE TMMOKCUYECKO-ULIEMUYECKOe COObITME BO
Bpemsi anunenTu4eckoro cratyca. bonee gemMoHCTpaTMBHBLIMU OKa3anuch [Ba HOBbIX CTOWKUX HEBPOMOIMYECKUX Mo-
CTUKTanbHbIX AeduumTa; oHn oba Hecnu retepo3uroTHble POLG BapuaHThbl (p.Trp 748Ser unu p.Gly517Val). Cknepos
rmnokamna, unu ybbITok cepo-6enoro BeLLecTBa rofloBHOr0 Mo3ra, flokanuayeTcsi B BACOYHON Jone n Habnogaetcs y
7 n3 18 naumeHTOB, KOTOPbLIM NpoBoannack MPT B Bo3pacTe Ao 3 net (39%). MoTtopHble npunagku 15 60onbHbIX Obn
3anucaHbl Ha Buaeo-33l, 12 n3 Hux 6binu mnagwe 6 net, y 11 nauneHToB (73%) BO3HUKANM 3aTbIfIOYHbIE NPUCTYMbI.
Hawm gaHHble nokasblBatoT, YTO retepo3nroTHble X n 9 TpaHcnokauum n pegkme POLG-BapuaHTbl MOTYT M3MEHUTb
KnuHnyeckne ocobeHHocTu cuHapoma [lpase. [ocneaHas MOXeT NOBbICUTb BOCTIPUMMYMBOCTL K OCTPOM 3HLedarno-
naTuun. BucoyHble HapyLLeHMs BCTpeYakoTCs Y NauneHToB nocne 3 ner.

Knroveenie cnoea: cunapom fpase, SCN1A- 1 PSDH19-myTauums, octpas aHuedanonatums.

BECTHWUK COBPEMEHHOW KJIMHWYECKOW MERULUWHBI 2013  Tom 6, npunomenve 1 HAYYHbBIE CTATbI




DRAVET SYNDROME

GULNARA R. KHUZINA, DILYARA R. ZAKIROVA, ELVIRA I. TUKHBATULLINA, YEKATERINA N. IKSANOVA

Abstract. Dravet syndrome is an autosomal dominant epileptic encephalopathy of childhood, which is caused mainly by
SCN1A- and PSDH19-mutations. Although Dravet syndrome is well recognized, the causes of acute encephalopathy are
still elusive, and reported data on ictal electroencephalography (EEG) and structural brain abnormalities scarce. SCN1A-
mutations were found in 25 patients (83%). Two SCN1A mutation-negative patiens had chromosomal translocations
involving chromosomes 9 and X, and one had a mutation in PCDH19. Prolonged seizures were associated with acute
encephalopathy in three SCN1A-mutation-positive patients. One showed evidence of a significant hypoxic-ischemic
event during status epilepticus. The over two demonstrated new persistent neurologic deficits postictally; they both
carried heterozygous POLG variants (p.Trp 748Ser or p.Gly517Val). Hippocampal sclerosis or loss of gray-white matter
definition in the temporal lobe was observed in 7 of 18 patients who had MRI after age 3 years (39%). Motor seizures
were recorded on video- EEG for 15 patients, of whom 12 were younger than 6 years at recording; 11 patients (73%)
showed posterior onsets. Our data imply that a heterozygous X and 9 translocation and rare POLG-variants may modify
the clinical features of Dravet syndrome. The latter may increase susceptibility for acute encephalopathy. Temporal lobe
abnormalities are common in patients imaged after 3 years of age. Focal seizures seem to localize predominantly in
the posterior regions in young children with Dravet syndrome.

Key words: Dravet syndrome, focal seizures, SCN1A- and PSDH19-mutations, acute encephalopathy.

peawy NaTonorMYeckMx COCTOSIHUN y AETEN PaHHETO

BO3pacTa 0coboe MeCTO 3aHMMaET CYLOPOXKHbINA
CUHAPOM, Ha Aorto koToporo npuxoanTes Ao 10% Bcex He-
OTNOXHbIX 06paLLEHMI 3a MEANLIMHCKOM MOMOLLIbI. OTNO-
Norns CyLOPOXHOro CUMHApPOMa BecbMa pa3HoobpasHa:
cpenun OCHOBHbIX MPUYMH — BOCNaNMUTENbHbIE NOPaXXeHNs!
LIHC, nopoku pa3BuTUS FONIOBHOMO Mo3ra, TOKCUKO3, Mu-
nepTepPMUYECKUI CUHOPOM, pa3fnyHble MeTabonnyeckme
HapyLleHns n ap. Mo gaHHbIM pasHbIX aBTOpoB, A0 2/3
CYLIOPOXHbIX NMPUMNaAKoB y AeTel NpuxoaaTcs B nepBble
3 roga XusHu

CynOpOXHBIN CUHAPOM MO NPOUCXOXAEHUIO Noapas-
OEensioT Ha HeanunenTuyeckne (BTOPUYHbIN, CUMNTOMa-
TUYECKUI, CYOOPOXHbIE MPUNAZAKU) U INUNENTUYECKNME.
HeanunenTtuyeckve npunagku MoryT B AanbHeNLWem
cTaTb anunenTuyeckMmu. BTopuyHble cyaopoXHble
(3anunenTndopmHbie) Npunagky Yaile HabnwpawTes y
HOBOPOXAEHHbIX U AeTel paHHero Bo3pacTa. Paktopamu
pucka nepexopa ebpunbHbIX Cygopor B anunentuye-
CKMe SIBNSTCA YepenHo-Mo3roBasi TpaBMa; NpOoAoI kM-
TeNnbHOCTb cydopor coctaBnseT 6onee 30 MUH U OHK
MOTYT NMOBTOPUTCSI.

debpuneHele cynoporv HabnogatTes y 2—4% aeTen.
MpocTble (mobpokayecTBeHHbIE) dhebpunbHble cynoporu
(85% Bcex crnyyaeB) MO ANUTENBHOCTU He NPEeBbILLIAT
15 MuH (ecnu oHK cepuiiHble, To 30 MUH), HE UMEIDT o4a-
roBoctu. CnoxHele cygoporu ansitcs 6onee 15 muH (ce-
puitHble — 6onee 30 MVH; ebpUnbHBIN 3NUNEeNTUYECKUI
CTaTyC) WU XapakTepu3ylTCs 04aroBoCTbio. Prck noBTOp-
Horo heBGpunNbHOro NapoKc13ma NoBbILLAETCS NPU paHHEM
NosiIBNEHWM NepBUYHOro Npunaaka, ero NoBTOPSIEMOCTHU U
Hann4mMn HebnaronpPUsSITHOrO HEBPOSIOrMYeckoro doHa.

CuHapom [paBe, unu Tsxenas MUOKINOHMYecKas
anunencus AeTcTBa, — OAHO M3 JOCTAaTOYHO peaKkux 3a-
GonesaHUi, NepBbIMK MPU3HAKaMM KOTOPOro SIBMSOTCS
debpunbHble cynoporu y geter B Bo3pacTe A0 rofa.
YacToTa BCTpedaeMocTu cuHagpoma [lpaBe cocTaBnsieT
MeHee 1 cnyyasi Ha 40 TbiC. HaceneHus unu, No Apyrum
AaHHbIM, 1 cnyyai Ha 20 nnm 30 Teic. COOTHOLLEHWE Marb-
YMKOB 1 OeBOYEK NPU AaHHOM CUHAPOMe cocTaBnsieT 2:1.
[o HacTosILLEero BpeMeHy B Hay4HOW nuTepaTtype onMcaHo
Bcero okono 400 cnyyaeB cuHgpoma [paBe, NOATBEPX-
[EHHbIX B MONTHOM ANarHOCTUYECKOM obbeme.

B 1978 r. BnepBble ObINO AaHO ONUCaHWe 3TOro CUH-
Opoma Kak OTAenbHoM Ho3orornyeckom oopmbl, aB 1989 .
cvHgpoM [pase 6bin BBeAeH B MexayHapoaHyto knaccu-
dukaumo anunencum (ILAE). B HacTosiee Bpems ecTb

HAYYHbBIE CTATbU

JokasaTenbcTBa TOro, YTo npu cuHapome [paBe umeet
MECTO reHeTu4ecKas NnpepacnosioXXeHHOCTb (HaTpueBble
KaHanonatuu) .

B cooteeTtcTBMM ¢ kputepusamu ILAE cuHgpom Opase
OTHOCUTCS K pybpuke «3. Anmnencum n cUHOPOMbI, KOTOpbIE
MUMEIOT NpU3HaKn poKanbHbIX U reHepanu3oBaHHbIX Npu-
napgkoB (G 40.8)», noanyHkTy «3.1. C reHepanv3oBaHHbIMM
1 okanbHbIMK NpunagkaMmuy, pybpukauns «Tsxkenas
MUWOKITOHMYeckas anunencus getcteay. CuHgpom [pase
nmeeT ABe hopMbl: NepBas opma — reHepanu3oBaHHas
3MUNEncus U CMHAPOMbI, BTopasi hopma — KpUnToreHHas
UM cuMnToMaTunyeckas.

OCHOBHbIE KpUTEPUUN ANArHOCTUKN cuHapomMa [pase:

* TMN npunagkos: ebpunbHble CyLOpPOrk, MUOKMO-
HUYECKNe CroXHble abcaHCbl, CrOXHble napuuanbHble
npunagku;

* 0e6I0T: NepBbIv rof *usHu (Nuk 5—6 Mec); HeBpoO-
nornyecknin ctatyc: 6e3 naTonornyeckux U3MeHeHu;
obcnenoBaHve: OCMOTP KOXKN, METab0NMYECKNIA CKPUHWHT,
MPT, reHeTnyeckme Tectbl, TORCH-nHbekumm;

* 30l (MKTanbHas): NUK-NOMNUMUK-BOIIHOBAs aKTUB-
HOCTb C YyacTtoTon o 2 Iu;

* aHTUanunenTnyeckue npenapatbl (ASMM) VPA, TPM,
LEV (CBZ, LTG npoTtuBOnokasaHbl).

MporHo3: pe3ncTteHTHocTb kK AQI, KOrHUTUBHbIE pac-
CTPOMCTBA, HEBPOOrMyeckass HegoCTaToqHOCTb [1—3,
5, 6].

B knuHu4eckow kapTuUHe Ha NEPBOM rody >XM3HU
nepes nebToM 3aboneBaHUsi HEBPOMOrMYECKUiA CTaTyc
pebeHka — 6e3 naTonorm4yeckmx M3MeHeHun. NepebiMu
cvMMNTOMamu y naumeHToB OblBalOT reHepanv3oBaHHbIe
UNN OOHOCTOPOHHME KITOHMYeckue cygoporn 6e3 npea-
BECTHMKOB, @ MUOKMOHUYECKNE NOAEPTMBAHUS UNW Nnap-
LuanbHble NpUNagKky NPUCOeaNHSATCS NMO3XKeE.

Cynoporu no NpogormKMTENBHOCTM MOTYT ObITh Kak KO-
POTKUMU, TaK 1 gonrumu. B 6onbLUMHCTBE criy4aes nepBble
CyLOpOrn accoLMupoBaHbl € NMxopankon, pebpunbHble
CyZOpOru B 3TOM Crydae noBTopsioTcs Yepe3 6—8 Hea 1
MOTyT NEePEenTN B Pa3BepPHYTLIA ANUNENTUYECKUIA CTaTyC,
a B JanbHellemM MoryT noBTopATbCA U 63 NMxopagKu.
Cynoporu MoryT 6bITb YACTO reHepanu3oBaHHbIMU, KIo-
HUYECKUMMW, TOHNYECKUMU NN OQHOCTOPOHHUMW — reMu-
KIoHu4eckumMun. Bropoit Tvn cygopor — MUOKITOHUYECKME,
06bIYHO HOCWT reHepanu3oBaHHbIA XapakTep, BOBMekas
TYNOBWLLE U NPOKCUMarbHbIE OTAEMbI KOHEYHOCTEN. Tpe-
TUI TN CyAOPOr — 3TO aTunuyHbIe abcaHckl, Kak npaBumno
KOpOTKME MO MPOAOIMKUTENBHOCTU. YeTBepThIn TN npu-
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NnafKkoB — CIOXHble napuuanbHble C aTOHUYECKUMU UM
afBepcyBHbIMU (hEHOMEHaMU UM aBTOMAaTU3MaMu.

SnunenTnyeckuin ctatyc npu cuHgpome [pase pas-
BMBaETCS AOCTATOMHO 4acTo U MOXET NpoTekaTb Kak C
cynoporamu, Tak u 6e3 Hux. MocnegHun BapuaHT npea-
cTaBnsieT cobow HapylleHne CO3HaHWs, pasnuyHoe Mo
WHTEHCMBHOCTW, C HanM4Mem parMeHTapHbIX 1 CEermeH-
TapHbIX MUOKITOHWI, MHOIAa COMPOBOXAAIOLLMNXCS NErKMM
NOBbILLIEHNEM MbILLEYHOIO TOHYCa.

Mcxoa TSenon MUOKNOHUYECKON aNunencum MnageH-
YecKoro Bo3pacTa HebnaronpusaTHbln. Bce naumeHTsl cTpa-
[AaloT 3aepXKKOM yMCTBEHHOro pa3sutus (B 50% cryqaes
TSHKENOW) C NPOrpeccupyoLLIMM YXyALLIeHeM nocne 4 net
XKM3HW. Y MHOTVX ieTeN OTMEeYarTCs NoBeAEeHYECKMe aHo-
Manuu, BKItoYas Ncmxosbl. JleTanbHOCTb 04eHb BbICOKA, OT
15,9 0o 18%. MNpuunHamm cmepTu Yalle BCero SBnsrTCs
HecYacTHble Cryyan Bo BpeMsi MPUNaaKoB, caMmuy NpUnazku,
ANUNENTUYECKNI CTATYC U UHTEPKYPPEHTHbBIE MHAEKLMN.

CuvHgpom [1paBe — TshpKenast MMOKIoHuYecKkas anunen-
cust geTckoro Bo3pacta — Obint onvcad B 1978 1. B 2002 .
[paBe ¢ konneramm obHapyXun no MeHbLuen mepe 445
crnyyaeB AaHHoro 3abonesaHus.

3aboneBaHve HauyMHaeTCA B TeYeHWe NepBoro roga
Xn3Hu. PasButne pebeHka OO0 Hayana NpucTynoB, Kak
npaBuo, HopmanbHoe. Y nauMeHTOB MOSIBMSATCS reHepa-
NM30BaHHbIE UM OQHOCTOPOHHME KIOHUYECKME Cy0pori
6e3 npeaBecTHNKOB. MMOKNOHMYECKME NOAEePrMBaHNS U
napumanbHble Npunagkv npucoeanHsaTCa nodxe. B no-
crnegylllem y AeTen pa3BnBaeTcs 3agepka NncMxomMoTop-
HOro pasBUTUA 1 OpyrMe HEBPONOrMYyecKkMe CUMNTOMbI.

CwuHppomM [IpaBe — penkoe 3aboneBaHue, YacToTa Ko-
Toporo coctaBnsieT MeHee 1 Ha 40 Tbic. HaceneHus (Hurst,
1990). MpakTnyeckn Te xe aaHHble (1 Ha 20 TbIC. UK
30 TbIC.) BbINM NO3aHee onybnukoBaHbl Akobom (Yakoub
et al., 1992). CooTHOLLEHME MITAgEHLIEB MY>KCKOTrO nosa K
MIiageHuam XeHCKoro coctaensert 2:1.

Y BOonblUMHCTBa NauMEHTOB BbISIBNSETCA MyTauus B
reHe SCN1A, KoTopas KoanpyeT BomnbTaX-3aBUCUMblE Ha-
TpueBble KaHanbl. HegaBHO NpoBeaAeHHbIE CCe0BaHNUs
nokasanu, 4to y 16% naumeHTOB C HeraTMBHbIM pe3yrb-
TaTtoM myTauum B reHe SCN1A BbISIBNSieTCa U MyTauus B
reHe PSDH 19, koampytowem protocadherin-19. MyTauus
B OPYrMx reHax BCTpPeYaeTcs MuUllb B HE3HAYMTENbHON
yacTu cemen ¢ aTum 3abonesaHnem. TSPYL4-HOBbIN reH-
KaHamaar B nokyce 6416.3-q22.31, naeHTnuumpoBaHHbIN
B MCCreaoBaHUM rpynn CLENIEHUA.

CumnToMmbl. [lepBbIMU NOSIBASIOTCH KIOHUYECKME CY-
A0pOoruv, reHepanu3oBaHHble UM OQHOCTOPOHHUE, YacTo
€O cMeHoW cTopoH. Cyaoporu MoryT 6bITb KOPOTKUMM UK
AONTYMK NO NPOJOIKMTENBHOCTW. B GonblumMHCTBE cny-
YaeB nepBble CyAOPOrM accouMMpoBaHbl C NIMXOPALKOW.
®ebpunbHble Cynoporn B 3TOM Crlyvyae 4acTo MoBTOps-
H0TCA Yepe3 6—8 Hen M MOryT nepenTn B pasBepHyThbIn
ANunenTUYecknn ctartyc. B ganbHenwem cyqoporn moryTt
noBTOpPATLCA U 6e3 nuxopaaku. Cyaoporu SBnsiTCs no-
nMMopdHbIMK Npy aHanuae 3anucen Buaeo-O3l. OHu
MOTyT ObITb YNCTO reHepann3oBaHHbIMU, KITOHUYECKMMM
UNN TOHUYECKUMW, UNN OOHOCTOPOHHUMW — FEMUKITO-
HUYeckumn. Havyano cygopor coBnagaeT C NosiBlieHNEM
nonmcnankoBon akTMBHOCTU Ha O3l 3atem paspsagbl
BOBEKAlOT NpaBoe noryLiapune Moara, Co BpeMeHeM pac-
NnpocTpaHsAsicb Ha nesoe. [locne npuctyna nosiBNsieTcs
MeAneHHO-BOMHOBas akTMBHOCTb. Yalle Bcero cyaoporu
OTNNYAIOTCS KMUHMYeCKUMy n ABIM-NpusHakamu, He No3Bo-
NSOLWUMHN MX KnaccndrLmpoBaTh Kak reHepanm3oBaHHbIe
KNOHMYECKME WMU TOHUKO-KNoHuyeckme. OHM xapakTe-
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pU3YHOTCA KITOHWYECKUM UITN TOHUYECKMM KOMMOHEHTOM,
n3HayarnbHO JOMWHUPYIOLLMM B MbILLLAX FOMOBbI U LA,
BapvabenbHbIMY MO noKanusaumm, ¢ yTpaTol CO3HaHWus.
Takve cynoporn Takke HasblBalT «JI0XKHO reHepanmnso-
BaHHbIMU» UITN KHECTAOUIbHLIMUNY .

Bropow Tun cygopor — mMuokrnoHudeckme. O6bI4HO OHM
HOCAT reHepanu3oBaHHbIN XapakTep, BOBeKas TynoBuLLe
W MpoKcuMmarbHble OTAenbl KoHe4YHocTen. OHM conpoBo-
XKOaTCA reHepanu3oBaHHbIMU CNank-BOSIHAMU U NOMu-
CcnankoBOW akTUBHOCTbO Ha Q3. MiHorga oHM HaunHatoTes
Kak poKarbHbIe U OrPaHNYNBAOTCH OJHOW KOHEYHOCTBIO.
MwuoknoHnyeckne nogepruBaHus obblYHO YacTble, pas-
BMBAlOTCSl HECKOMNbKO pa3 B AeHb. OTU CyQoporu 4acto
COMPOBOXAAKTCA MEXMNPUCTYMHBIMU CErMEHTapHbIMU
MUWOKITOHYCaMMu.

TpeTun Tvn cygopor — 3TO aTUNMYHble abcaHchl,
KOPOTKME, KaK NpaBuIio, No NPOAoImMKNTENBHOCTK, ¢ 6onee-
MeHee PUTMUYHBLIMU reHepann3oBaHHbIMW CMaliK-BONTHaMM
Ha Q0.

YeTBepThbIN TUN NPUNagKkoB — CNOXHbIE NapumuanbHble
C aTOHVMYECKUMW UNN afBepCUBHBIMU (DEHOMEHAMU UMK
aBToMmaTuamamn. O4eHb peaKo 3TU Npunagkvu nepexoasaT
BO BTOPUYHO-TreHepanun3oBaHHbIE.

OnunenTtuyeckuin ctatyc npu cuHapome [pase
pa3BMBaETCS AOCTATOYHO YacTO U MOXEeT npoTekaTb C
cypnoporamu unu 6eiTe 6eccynopoxHbiM. MNMocnegHun
BapvaHT NpeAcTaBnsieT cobow HapyLLeHne Co3HaHNs pas-
TNIMYHOW MHTEHCUBHOCTU C Hanmmumem parMeHTapHbIX 1
CerMeHTapHbIX MUOKMOHWIA, MHOTAa COMPOBOXAALLMXCS
nerknm MnoBbILEHMEM MbIleyHoro ToHyca. Cygoporu ¢
KOHBYINbCUSIMW MOTYT NpeALLIecTBOBaTb 6eCCyJopOXKHOMY
NpUNagky UM pasBuTbCS N0 ero okoHYaHun. OHK AnaTcs
OT HECKOJNbKMX 4YacoB [0 HecKomnbkux gHen. Ha 33l B
310 BpeMs dukcupyetcs auddysHasa AN3pUTMUS, Unm
MeAJNIEHHbIE BOMHbI, NepemMexaroLlmecs ¢ NoKanbHbIMU
1 gudpdysHbiMK cnavikamn. 3agepkka NCMXOMOTOPHOro
pa3BuTus Habngaetcs, 06bIYHO Ha4YMHasA Co BTOPOro roaa
OT BpeMeHV MOosiBNeHus npunagkos. HeBponornyeckme
CMMMNTOMBI, TaKMe Kak aTakCusa U CUMMTOMbl NMOPaXeHus
KOPTUKOCMMHANBbHOIO TpakTa, pa3BMBalOTCA HECKONbKO
nosxe.

V3BecCTHble B HacTosiLLee BPEMS ITOKYCbl CBA3aHbl C
OMVHHBIM Mredom XpomocoMmbl 2 1 19. MyTtauus, BbI3bl-
Batowas MNOPC, nponcxoant B reHe SCT1B (xpomocoma
19913), KoTOpbLIA KOAMpYyeT OeTa-1-cybbeamHuLy BOJb-
TaXK3aBMCMMOTO HaTPMEBOro kaHamna. Ota cybbeavHuua
perynupyeT akTMBHOCTb anbda-1-cyobeanHuLbl, KoTopas
opMUpPYeET MOHHYIK Mapy HaTPMEBOro KaHana; Takum
o6pa3om, akTMBHOCTb CcybbeamHuubl 6eta-1 BnuseT Ha
HaTpVEBbI TPAHCMOPT.

Bnocneacteumn 6binn Mytaummn B OyHKLMOHANbHbIX
nomeHax reHa SNC1A xpoMocombl 2q24, 4TO MOXET Npu-
BOOWTb K CHUXKEHUIO MHAKTUBALIMKN U ANUTENbHON AEenons-
pusaumn. NogobHasa cuTyaums BO3HWKAET 1 NPy MyTaumsax
reHa SNC4A MbILLEYHOW TKaHW, BbI3bIBAKOLNX HEKOTOPbIE
dopMbl MMOTOHUK ¢ NapanuyoM. Wallace et al. nsyyunu
myTauun SNC1An SNC1B y 53 6onbHbix FTOPC. Bo Bcex
cnyyanx O3 6bina 6e3 OTKIOHEHWI UK copepkana anu-
nenTudOopMHble paspsaabl; Yy OAHOMo naumeHTa UMenuchb
KOrHUTUBHbIE HapyLleHus. /3 Bcen rpynnbl y 17 naumMeHToB
He Obino BbisiBreHo myTauuii reHoB SNC1A unn SNC1B.
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Pedpepar. Llesib uccriedosaHusi — 0xapaKkTepr3oBaTh OCHOBHbIE KIIMHUYECKME MPOSIBMEHMS Y NaLMEHTOB C COYETaHHbLIMU
nopaxeHsIM1 KOPOHapHbIX U LiepebparnbHbix apTepuii. Mamepuan u Memodsi. Bbin NnpoBeaeH aHanua nuTepaTypHbIX
JaHHbIX M0 PacnpoCTPaHEHHOCTU U OCHOBHBIM KIMHUYECKUM NPOSIBIIEHUAM Y MaLMEHTOB C COYETAHHLIMU NOPAXEHUAMM
KOPOHapHbIX U LiepebpanbHbix apTepuit. Pesynsmamsi. OnucaHbl OCHOBHbIE KITMHUYECKUe NPOSIBNEHUs KapanoLepe-
6panbHOro CUHAPOMA B 3aBMCMMOCTM OT CTEMEHMU NOPaXKeHWsi KOPOHaPHbIX U NpeLiepedparnbHbiX apTepuit. 3akiiyeHue.
YunTbiBasi BbICOKYH pacnpoOCTPAHEHHOCTb COYETaHHbIX MOPAXXEHUI KOPOHAPHBIX U LepebpanbHbiX apTepuii, BOMpoC
TpebyeT AanbHerLero 1 NPUCTanbHOMo U3yYeHus.

Knroveenie croea: kapavoLepebpansHblii CUHAPOM, aTepocKIiepos3, Mo3roBasi HE4OCTaTOYHOCTb.

CARDIOCEREBRAL SYNDROME.
THE MODERN CONDITIONOF THE QUESTION

AYDAR Z. SHARAFEEV , ALEXANDR V. POSTNIKOV

Abstract. The purpose of the study. Describe the main clinical manifestations in patients with combined lesions of the
coronary and cerebral arteries. Material and methods. In a review of published data on the prevalence and the main
clinical manifestations in patients with combined lesions of the coronary and cerebral arteries. Results. The basic
cardiocerebral syndrome clinical manifestations depending on the degree of coronary and cerebral arteries. Conclusion.
Given the high prevalence of associated lesions of the coronary and cerebral arteries, and requires further scrutiny.

Key words: cardiocerebral syndrome, atherosclerosis, brain insufficiency.

LIJ Mpokasi pacrnpocTpaHeHHOCTb aTepockneposa
M ero KIMHMUYEeCKUX NposiBNeHUn B ABaguaTb
NnepBOM BEKe OCTAETCS OOQHOW 13 rMaBHbIX Npobrnem 3apa-
BOOXPaHEHUS MHAYCTPManbHO pa3BUTbIX CTpaH. byayum
cucTeMHbIM 3aborieBaHMeEM, aTepoCKepos, 3a4acTyto,
NPVBOAUT K OQHOBPEMEHHOMY NMOPaXXeHNEM COCYL0B pas-
nyHo nokanusaummn. OCHOBHBIMU MULLEHSIMM NOPaXKEHUs!
aTepoCKNepoTUYECKOro npouecca SBASOTCSA KPYMHble
apTepun roffloBHOIO Mo3ra, cepaua, HMKHUX KOHEYHOCTEN,
npuvyem nepBble NPOSBIIEHNS aTepoCcKiepo3a onpeaens-
10TCA Hepeako B Monogom Boapacte [9, 17, 19]. B Poccumn
YPOBEHb CepAevHO-COCYANCTbIX 3aboneBaHuin ocTaeTcs
CTabunbHO BbICOKUM, @ B CTPYKType 3aborneBaemocTu 1
CMEepPTHOCTK, OOMne3HNn, CBA3aHHbIE C aTePOCKIEPO30M,
3aHMMatoT OonbLUy AOMH, YeM BCe 3MOoKavyeCcTBEHHbIE
3aboneBaHunsi, TpaBMbl U HecyacTHble criyydam [1, 3, 4, 13,
14,16,20,21].

Mo nporHo3am OOH, B 2025 r. YicneHHOCTb noaen
crapLue 60 net npesbicuT 600 MrH, 4TO cocTaBuT Gonee
15% Bcero HaceneHus nnaHeTbl. B eBponevickon yacTu
Poccum n ee KpynHbIX ropofax yxe ceryac KornmyecTso Mno-
Xunbix Ntogen npubnmkaetcs k 20%. IMEHHO B NOXMITOM
BO3pacTe Hambornee 4acTto AMArHOCTUPYKT COCYyAUCTble
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3aboneBaHns ronoBHOrO Mo3ra, KapAmnanbHYH NaTonoruo
(B yacTHoCTH, MwemMmndeckon 6onesHun ceppua (MBC)) un
MX COYETaHVE, MPUBOASILLME K KOTHUTUBHBIM HapYLLUEHNAM
(KH) pasnuyHoi cTeneHn BbIpaXXEHHOCTU: OT Ferkux go
Bblpa)KeHHbIX. CornacHo natanoro-aToMMyYeckMM AaHHbIM,
noytn y 100% HaceneHus cTapLumx BO3paCTHbIX rpymnn
MMEETCS1 aTepOCKIepoTUHECKOE NopaXKeHne cocyaos [8].
CnepoBarenbHO, KONMMYECTBO KITMHUYECKUX MPOSIBMEHNN
aTepockrepo3a byaeT HeyKNOHHO pacTu BBEPX.

YacToTa coveTaHHbIX (MynbTudOKanbHbIX) aTepo-
CKIEPOTUYECKUX MOPaXEHU COCYAOB Pa3fnuyHbIX apTe-
puanbHbIx 6acceriHoB coctaensieT 0o 90%. [18, 19]. Ewe
Bachmann (1979) n3dyyas 4acToTy COMETaHHbIX MOPaXXeHWUiA
aTepocKnepo3oM C UCMonb30BaHNeM MeToAa ToTarbHON
aHrnorpacum y 2427 6onbHbix UBC, ycTaHoBum, 4To
kopoHapHble cocyapl (KC) npu MBC nopaxanuce B 100%
cnyyaeB, 6paxvouedansHbie — B 16,2%, bptowwHasi aop-
Ta — B 39%, 6enpeHHble apTepun — B 58,4%, aptepun
Taza — B 39% cnyyaes [18].

CepgaLe 1 rornoBHOW MO3r SBNSIOTCS B3aMMOCBS3aH-
HbIMW OpraHaMu-MWULLIEHSIMX COCYAMCTOW MmaTtornorum,
KINMHM4YecKne BapuaHTbl kotopol (MBC, MO3roBon NHCYMbT)
NPOAOMKaT MMANPOBAThL B CTPYKTYpPE MNPUYMH CMEPTHOCTM
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