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Hecmomps na 3nauumenshoie ycnexu, docmueHymole 6 INUAeNmMoN0UlU, Pe3UCMEeHmHble K Mepanuu SNUAencul COCMagsm nPUMEpHO
30 % ecex gpopm 3moeo 3ab60aesanus. Jlaxce ¢ yuemom WupoKux 03MONCHOCMEN NPUMEHEHUS! COBPEMEHHBIX MeOUKAMEHMO3ZHbIX U HeMe-
OUKAMEHMO3HbIX MEeNMO0008 NeHeHUs: OCMAemcs 3HAYUMENAbHASL HACMb NAYUEHMO8 ¢ YCMOUMUBOIL K AeHeHUI0 InUlencuell, y KOMopbix aHmu-
Snurenmuueckue npenapamol HedsP@eKmueHsl U ONEPAMUBHOE AeHeHUe HeBO3MONCHO. B 5moli epynne nayueHmog coxpausiem ceor akmy-
anbHOCMb hapmaxkomepanus ¢ NOUCKOM HOBbIX IPPeKMUBHbIX aHMUINUNCNMUYECKUX NPenapamos, a maKdice NOUCK albmepHAmueHbX
Memo0os, 0OHUM U3 KOMOPbIX A6AAEMCS CIUMYAAUUs O1ycoaroueo Hepad.

Aemopbl npedcmasasiiom 0030p aumepamypbl, HOCEAULCHHBLI NOKA3AHUAM K NPUMEHEHUIO, 3heKmUeHOCmU U NePeHOCUMOCIU Memooa
cmumyaauuu oayxcoaruezo Hepea npu dNUAENCUU, U ONUCAHUe HAOA0aeM0o20 CAy4as IpheKxmueHocmu npumeHeHuUs: OGHHO20 Memoda
Y RAyUeHma c pe3ucmenmHoll Gopmoi dnuaencuul.

Karouesvie caosa: snusencus, papmaxopesucmenmnas snurencus, oKanbHas snuiencus, oKaibHole SnUAenmu4ecKke npucmynsl, Cmu-
MyAsyus 6ayxucoaroueco Hepea, IPheKkmusHocms, NEPEHOCUMOCHb
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EFFICIENCY OF VAGUS NERVE STIMULATION IN EPILEPSY
(LITERATURE REVIEW AND CASE REPORT)

O.A. Pylaeva® 2, V.A. Chadaev?, M. Yu. Bobylova®> 2, K. Yu. Mukhin?’ 2
1Syt. Luka’s Institute of Child Neurology and Epilepsy; 5 Nagornaya St., Troitsk, Moscow 108840, Russia;
28vt. Luka’s Institute of Child and Adult Neurology and Epilepsy; 9 Akademika Anokhina St., Moscow 119579, Russia

Despite significant advances in epileptology, approximately one-third of patients suffer from drug-resistant epilepsy. Numerous approaches
are currently available to treat epilepsy; however, there are still many patients with treatment-resistant epilepsy, in whom antiepileptic drugs
are ineffective and surgical treatment is impossible. Thus, searching for new effective antiepileptic drugs and alternative treatments (such as
vagus nerve stimulation) for these patients remains highly relevant.

This literature review covers the indications for and the efficacy and tolerability of vagus nerve stimulation in patients with epilepsy. We also
report a case of successful treatment of a patient with drug-resistant epilepsy using this method.

Key words: epilepsy, pharmacoresistant epilepsy, focal epilepsy, focal epileptic seizures, vagus nerve stimulation, effectiveness, tolerance
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3360H6B3HI/I$I) OTME€YCHBI BBICOKHEC ITOKA3aTC/IN OCJIOXK-
HEHUI 3OUJICIICUN U CMEPTHOCTH, a TaKXKE€ 3HAYUTCIIb-

Hecmotpst Ha 3HAUUTENbHBIE YCIIEXH, TOCTUTHYTHIC
B SIUJICIITOJIOTUM, PE3UCTCHTHBIC SIUJICIICU COCTABIISI-

10T npumMepHo 30 % Bcex (opM dIUIEICUM, 0COOEHHO
y TIAIIMEHTOB ¢ (DOKATBbHBIMU IpUCTynaMu. [1o qaHHBIM
R.S. Fisher u coasr. (2005), He meHee ueM y 30 % mannu-
€HTOB HE yIaeTCs JOOUTHCS ITOJTHOTO IIPeKpaIeHNUs IIpH-
CTYIIOB Ha (DOHE aHTUAIIJICIITUIECKOM Teparmu. YacTto-
Ta PE3UCTECHTHBIX K MEIMKAMEHTO3HON TepaIiM CIIy4acB
MIPAMEPHO OOMHAKOBA Y B3POCIIBbIX U IETEN; UMEHHO B 3TOI
rpynmne (cpeau OOJILHBIX C PE3UCTEHTHBIMU (popMaMu

HOe CHIKEHUE KadyeCcTBa XXU3HU MmanueHToB [23]. B atux
CIIyJasix COXpaHsIeTCs HaJexXIa Ha yCIeX HeipoXupypru-
YECKOTO JIEYEHHUs] U CUHTE3 HOBBIX aHTUAIMMICIITUYECKMX
mperapaToB (ADI]) [41, 42], a TakKe TTOMCK aJIbTepHATHB-
HbBIX METOIOB, OMHUM M3 KOTOPBIX SIBISICTCS CTUMYJISLIUS
omyxmaromiero HepBa (CBH) [1], omoOpeHHast Kak ajabrep-
HATUBHbIIA, TONOJHUTEIbHBIA METO/I JIeYCHUSI PE3UCTEHT-
HbIX (DOPM SMMIETIICUM YIIpaBACHUEM 0 CAHUTAPHOMY
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HaI30py HaJ Ka4eCTBOM ITMIIEBBIX IIPOAYKTOB 1 JIEKApCT-
BeHHBIX cpeacTB CIIIA (Food and Drug Administration,
FDA) B 1997 . [22].

CruMyIsinyst OJy>KIaloIIero HepBa BIEPBhIE UCCIIe-
nmoBaHa B 1938 1. [9]. ITepBast MIUTaHTALIMS YCTPOIICTBA
CBH uenoBeky ¢ 1ebio gedeHus (papMaKOpPe3UCTEHTHOM
SnuJercuu Obl1a mposeaeHa B 1988 1. [59, 64].

MeTon ObL1 peKOMEHA0BAH JIsl IPUMEHEHUS y Talu-
€HTOB, Y KOTOPHIX XUPYPTru4ecKoe JICUCHHNE SIICTICHI
(pe3eKIMOHHBIE OTIepallii) HEBO3MOXHO I 0Ka3aJI0Ch
HeahdeKTUBHBIM. TakM 00pa3oM, 3TOT METO ITOKa3aH
IIpeKIe BCEro MalreHTaM ¢ (hapMaKOPe3UCTCHTHOM 311 -
JIETICHE1, KOTOPBIE He SIBISIIOTCS KaHANIATaMU TSI pe3eK-
LINY SITIICTITOTEHHOTO 0Yara, Wiu TeM IallieHTaM, y KO-
TOPBIX COXPAHSIOTCS IIPUCTYIIBI TIOCTIE XUPYPIUIECKOTO
JiedeHus srmiericun; B otux caydasx CbH B couetanun
C aHTURTIMIIETITUYECKON Tepanueii apusieTcs 3(ppeKTuB-
HBIM aJIETepHATUBHBIM METOIOM KOHTPOJISI SITMJICIITHIC-
CKUX ITIPUCTYIIOB 1 YIyYIIeHUS KauecTBa xKu3Hu |3, 39].

Merton CBH 6511 0m00peH B 1997 1. 15t npuMeHEeHUST
y ImauneHToB He MoJioxke 12 et [12, 20, 25, 28], onHa-
KO TIpUMeHsIoImecsd B HacTosiiee BpeMs cucteMbl CbH
(Cyberonics, Inc., CIIIA) os111 omooperst FDA B 2017 .
IIJIST TIpYMEHEHMs Y MalleHTOB cTapiie 4 et ¢ (poKaIbHbI-
MM IIPUCTYIIAMH, PE3UCTCHTHBIMU K MEIUKAMEHTO3HO
teparmu (FDA, 2017) [22]. B HacTosI11Ie€ BpeMSs BO3pacT-
Hble orpannueHus it npuMeHenust CbH cusrer B EBpo-
e 1 P®, 1 MeTox MOXET IPUMEHSIThCS Y TTAIIMEHTOB JII0-
6oro Bo3pacTa ¢ (POKaTbHBIMY IIPUCTYIIAMU (C BTOPUIHOM
reHepaau3alneil wim 6e3 Hee) WiIv TeHepaJln30BaHHBIMUI
npuctynamu [33].

B 10 BpeMs KaK y B3pOCIHIBIX ALIMEHTOB METO IIPH-
MEHSIETCS Tpexkae Bcero npu (GoKaJlbHON SMUICTICUH,
y IeTeil oH HanuboJIee 9acTO MCITOIb3YeTCs IIPU CUMIITO-
MaTUYECKOI TeHeEpaIM30BaHHOM armvtenicun [24, 46, 47,
54, 57, 64].

Mexanusm aeiicrBua CbH B HacTosiee Bpems He-
JIOCTaTOYHO M3ydeH. [TaTopu3nonornuyeckoit 0CHOBOM
s dexTa mepuoanYecKoil BaraJbHON CTUMYJISILIUU SIB-
JISIETCSI CTUMYJISILIMSI BereTaTUBHBIX HEPBHBIX ITyTEHl.
CylecTByeT HeCKOJIbKO THUITOTE3 peaau3aliii IIPOTUBO-
stmnentudeckoro apdekra CbH: HeiipoMenuaTopHas
runoTe3a (M3MEHEHNE YPOBHS Pa3IMIHBIX MEIUATOPOB
B OIIpelieICHHBIX oTAeax Mo3ra Ha (pone CbH), nsmene-
HHE KPOBOTOKA FOJIOBHOTO MO3Ta U BIMSIHUE Ha OMO3JIeK-
TPUIECKYIO0 aKTUBHOCTD TOJIOBHOTO MO3ra. Pe3ybraTer mc-
cJieloBaHMIT Ha XXMBOTHBIX oka3anu, yto CBbH npusogut
K IOBBIIIICHUIO KOHIICHTPAIIMKY HOpaapeHAINMHA B TUIIIO-
Kamiie ¥ Ha ypoBHe Kophsl (R.W. Roosevelt u coasr., 2006)
[60]. IIpu KMcciaenoBaHUU CIIMHHOMO3TOBOM XUAKOCTH
naunreHToB Ha (poHe CBH ObI10 BBISIBIEHO 3HAYUTETIEHOE
ITOBBIIIICHNE YPOBHS raMMa-aMUHOMACISTHOM KUCJIOTHI,
MeHee 3HaUMMBIMU OBLIM CHIDKEHHUE YPOBHEH acIiapTaTa,
IJIyTamMaTa ¥ IIOBBIIICHUE YPOBHS 5-TUAPOKCUMHIOIYK-
cycnoii kucnotsl (E. Ben-Menachem u coast., 1995) [11].

[Ipu mpoBeaeHNN TO3UTPOHHO-3MUCCUOHHON TOMOTIpa-
¢vm s onenky BmussHusa CBH Ha M03roBoii KpoBOTOK
y 10 mmarmmeHTOB (MCcIemoBaHNe IIPOBOAMIOCH B TCUCHUE
20 49 rmocje Havana Tepanuu U yepe3 3 Mec ISk OLEHKU
HeMeUICHHBIX 1 oTcpodeHHBIX 3dexroB CHbH) B kaue-
CTBE OTCPOUYEHHBIX 3(P(PEKTOB OBIIIO OTMEUYEHO MHAYLIM -
poBanHoe CBH moBbIllIeHNe KpOBOTOKA OMIaTepaIbHO
B TaJlaMyce, THIIOTaJIaMyCe, HYDKHUX OTIeIax IOIyIIapuit
MO3Xe4Ka U MpaBoil MOCTLEHTpalbHO! U3BWIMHE. B Ka-
yecTBe HeMeIJIeHHBIX 3¢ ¢dexkToB CBbH 0t oTMeueHbI
CHMXXEHHE KPOBOTOKa OWjaTepajbHO B THIIIIOKaMIIE,
MUWHIAJICBUIHOM TeJIe U MOSICHOM M3BUJIMHE U ITOBBIIIIE-
HHe KPOBOTOKA OMIaTepaabHO B 00JIaCTA OCTPOBKA. 3Ha-
YUMBIX U3MEHEHUI KPOBOTOKA B 3TUX 00JIACTSIX BO BPEeMSI
OTCPOYEHHBIX MCCIICIOBAaHM BEISIBICHO He ObU10. KOHT-
POJIb HAI MPUCTYIIAMU YIYYIIWICS Ha (POHE YMEHbIIIe-
HUSI HEKOTOPBIX HEMEUICHHBIX M3MEHEHUII KPOBOTOKaA,
acconuupoBaHHbix ¢ CBbH (mpemMyiiiecTBeHHO Ha ypOB-
HE KOpbI), M COXpaHeHHUs Apyrux uHayuuposaHHbix CbH
U3MEHEHUI KPOBOTOKA (IIPEUMYIIIECTBEHHO Ha ITOIKOP-
KOBOM YpOBHE€). ABTOPBI IIPEANIONAraioT, YTO U3MEHEHNE
CHHAINTUYECKON aKTUBHOCTH B 30HAX, B KOTOPBIX COXpa-
HSTIOTCSI U3MEHEHUS KPOBOTOKa, MHAyLmpoBaHHbie CHbH,
MOKET OBITh OTPAXKEHNEM IIPOTUBOCYIOPOKHOTO dhdeKTa
CBH (T.R. Henry u coagr., 2004) [30]. IToMrmo xpoHnde-
CKOH MIEPUOANIECKON CTUMYJISIIIMHI, MOXET BBITIOJIHSATh-
CsI 9KCTPEHHAs! CTUMYJISILINS «I10 3aIIPpOCy» — MalluEHTOM
WJIN COIPOBOXIAMOIINM JIUIIOM C TIOMOIIbIO MarHUTA,
KoTOpHIli BxoquT B cuctemy CBH.

XUpyprudeckKu Mmpoleaypa UMIUIAHTALIMK 3aKJII0-
YaeTcsl B HAJIOKEHUHU 3JICKTPOIa Ha OTyKIaIoIINil HEPB
B 00J1aCTH 1lIer MeXay oOlleil COHHOI apTepueil u BHY-
TpeHHel speMHO1 BeHO. VICcIoib3yeTcs UMEHHO JIeBbIit
OTyXIAIOIINI HEPB; 3TO CBI3aHO C aHATOMHYECKUMU
Pa3IMIMSIMU B IIPOXOKICHUHM IIPABOTO M JIEBOTO OJTyKma-
IOIIMX HEPBOB Ha Iiiee (TIpaBbIii OJTYKAAIOLINIT HEPB IIPO-
XOIUT B IJIOTKY CIIEpeAy OT MOIKIIOYNIHON apTepuu, Jie-
BBIIA OTy>KIAIOIIMIA HEPB UIET BHU3 MEXKIY JIEBOM COHHOM
aprepueii 1 J1eBO# IMOAKITIOUNYHOM apTepueii) U 0coOeH-
HOCTSIMM MHHEpPBallUU cepiia (IpaBblid OIyKIaIOIIi
HEepB CHaOXaeT HepBaMM CUHYCHO-IIPEICePIHBIN y3¢e,
TOrJa KaK JICBBII THHEPBUPYET IIPEICEePIHO-KETYI0IKO-
BoIi y3en) [21]. CTuMynsIusT OCyIIECTBISIETCS C TIOMO-
IIBIO 2JIEKTPOJA, KOTOPBIIT MMIUIAHTUPYETCS B 00J1aCTH
JIeBOTO O/Iy>KIalollero HepBa Ha 11ee.

Bayxnaromuit HepB cogepuT okoJio 20 % sdpde-
PEHTHBIX BOJIOKOH, KOTOPBbIe MHHEPBUPYIOT MBIIIIIHI
TOPTaHU U OCYIIECTBIISTIOT ITapacUMITaTUIECKYI0 MHHEP-
BalLIMIO BHYTPEHHUX OPraHoOB (Cepalia, JeTKUX M Key-
JOYHO-KuIIeuHOro tpakra). IlpumepHo 80 % BOJIOKOH
oayxnmaroniero HepBa — addepeHTHBIE BUCliepabHbIE
U cOMaTH4eCcKue BOIOKHA. A(pdepeHTHbIe BOJIOKHA Oy-
KIAIOIIETO HepBa MIPOCIUPYIOTCS B Pa3IMIHbBIC OTHICIIBI
LIEHTpaJIbHOI HEPBHOI CUCTEMBI, O0JIbIIASI YACTh U3 HUX
MOXKET SIBJISIThCSI 30HOM 3nuJienToreHesa [7].
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3thdhesmuBsocmb CEH

B nenom, no JaHHBIM JIUTEPATYPLI, IIpUMEpHO Y 40—
65 % nalLyeHTOB 3aPerMCTPUPOBAHO YIyYIlIeHHE C YMEHb-
LIeHKEM YacTOThl MPUCTYIOB He MeHee yeM Ha 50 %
[19, 27, 64].

Jlannblie KOKpaHOBCKOro 003opa. M. Panebianco u co-
aBT. (2015) mipencraBrIM TaHHBIE KOKPAHOBCKOTO 0030pa,
BKJIIOUYABIIIETO 5 McCaenoBaHui ¢ yyactreM 439 mammeH-
TOB (B 0030p ObLIM BKJIIOYEHBI TOJbKO pAHAOMU3UPOBAH-
HBIE€ IBOMHEBIE CJIETIbIe KOHTPOJUPYyEMbICe UCCIeI0BAHMS,
B KOTOPBIX IIPOBOIMIOCH CPAaBHEHHE PA3IMIHBIX BUIOB
CBH). ®aza 6a30B0ii Tepanuu BapbupoBaia B 5 Uccie-
noBaHUsIX oT 4 1o 12 Hen, a (pa3a TBOIHOM CIIETION Tepa-
i — oT 12 10 20 Hen. CioXHOCTh 00BEKTUBHOM OLICHKHU
B IBOMHOI ciienoit pase Tepanuu B uccnenoBanusax CbH
CBSI3aHA C HEPEAKO BCTPEUAIOIIUMUCS TOOOYHBIMU 3¢-
¢exramu, Bei3BaHHBIME CBH, TakmMu Kak m3MeHeHHUe
rosioca. B 4 uccienoBaHUSIX CpaBHUBAIN CTUMYJISIIAIO
MMITYJIbCAMM BBICOKOI M HU3KOM 4acTOTHI (3TH UCCIIE-
JIOBaHMS OBbUIM BKJIIOYEHBI B MeTaaHam3). O0111ee OTHO-
meHue puckoB (95 % noBepuresbHbl nHTEpBal (J1N))
UL yMEHBLIEHMSI YaCTOThI IPUCTYIIOB Ha 50 % wiu 6onee
BO Bcex UcclienoBaHusx coctapuiio 1,73 (ot 1,13 mo 2,64);
IMOKa3aHo, 4TO 3(D(eKTUBHOCTh CTUMYJISILIAN UMITYIbCaMHU
BBICOKOI 4acTOTHI OblJIa B 1,5 pa3a Bblllle, YeM CTUMYJISI-
LI1ST UMITYJIbCaMU HU3KOM YacTOTHI. AHAIN3 TTOKa3aTeieit
OTMeHBI Teparnuu nokasai, yro CBH xopoiio nepeHocur-
csl, ¥ OTKa3 OT JaJIbHEUIIIETO IPUMEHEHMST 3TOTO METOIa
BCcTpedaeTcs peako. OTCYTCTBOBAIM 3HAYMMBIC Pa3IMUMs
10 TTOKA3aTeIl0 OTMEHBI MEXIy I'PYIIaMy MalieHTOB,
ITOJTYYaBIINX CTUMYJISIIIAIO UMITYJIbCAMU BBICOKOM 1 HU3-
KO 4aCTOTHI, OHAKO ITOJIyYeHHBIC PE3YJIBTAThl HE TI03BO-
JISIOT MCKJIIOYUTD CYIIECTBOBAHME pa3induii [56].

JlanHble MeTaaHaJIM30B MO oleHKe 3(PPeKTUBHOCTH
CBH. D.J. Englot u coast. (2011) [20] onmybankoBaimmu
MEePBBI MeTaaHaINu3, MOCBIIIEHHBIN 3((HEKTUBHOCTU
CBH npu snunencuu. MeraaHanu3 BKIo4ana 74 KIMHU-
YeCKUX UCCIIeI0BAaHMS ¢ yIacTreM 3321 maumeHTa ¢ pe3u-
CTEHTHOM 3MUJeNcueii: 3 clienblx paHIOMU3UPOBAHHBIX
KOHTPOJIMPYEMBIX HccaenoBaHus (kiacc 1), 2 He ciemnmbix
PaHIOMU3MPOBAHHBIX KOHTPOJIHMPYEMBIX UCCICIOBAHUS
(xmacc II), 10 mpocniekTBHBIX UccaenoBanuii (kiace 111)
¥ MHOTOYMCJIEHHBIE peTpociieKTuBHBIe. [locie nMmIiaH-
tauyuu CBbH yacToTa mpucTynoB CHMXXaJach B CpeIHEM
Ha 45 %; 1Ipu 3TOM 4acTOTa MPUCTYIOB YMEHbIIAIACh
Ha 36 % B TedyeHue 3—12 Mec mocJie onepauuu 1 Ha 51 %
crycts 6ojiee 1 roma nocie Havasa jedeHus. Ha momeHT
IMOCJIETHET0 KaTaAMHECTUIECKOTO HAOIIONCHHUS 9aCTO-
Ta IMPUCTYIIOB YMeHbIIMIach Ha 50 % wuiau 6ojee mpu-
MepHO y 50 % nalueHTOB. 3HAYUTEIbHOE YIIydlleHue,
10 JaHHBIM MeTaaHaIM3a, ObUIO JOCTUTHYTO U y IeTeit
U NalMeHTOB C reHepaanu30BaHHOM anuiencueii. Takue
ATUOJOTHUYECKHE (DaKTOPHI AMUICTICU, KaK ITOCTTPaB-
MaTuJecKasl SMWICTICHS Y TYOSpO3HBIil CKIIEpO3, OKa3a-
JINCH OJTarONPUSITHEIMU IIPOTHOCTUIECKUMU (PaKTOpaMu.

Taxum obpa3oM, aHaJIM3 JaHHBIX JIUTEpaTyphl I10Ka3all,
yro CBH gBnsercsa a(ppeKTUBHBIM 1 TOCTATOYHO XOPO-
110 TIEPEHOCUMBIM METOIOM AOIOJTHUTEIFHOU Tepaluu
Yy HAaLUEHTOB C PE3UCTEHTHOM SIIWJICIICUEHN ITPU OTCYTCT-
BUU ITOKa3aHUU K PE3eKIIMOHHBIM orepanusM. OmHaKo
aBTOPBHI OTMEUAIOT, YTO ITOJIHASI CBOOOAA OT IPUCTYIIOB
mpu nnpuMeHeHnu CBH mocturaercs peako, 1 mpumep-
HO B 1/4 cnygaeB addexra nocTUrHYTh He yaaetcs [20].

H.J. Wang u coaBrt. (2019) m3yyanm npeamKTOphl
s¢ppextuBHocT CBH y manmeHTOB ¢ pe3UCTEHTHOMN
SIUJICTICUEH TT0 JaHHBIM JIMTePaTyphl HA OCHOBAaHUM Me-
taaHamm3a 1281 craTbu. CTaTUCTUYECKM 3HAUYMMBIE pa3-
JIMYMST MEXKIY TTaliieHTaMu ¢ xopoium oTBeToM Ha CBH
1 Hed(POEKTUBHOCTHIO METOA OBIJIN MOJYYEHBI IO T0-
KazaTeJIo MpoaoJKUTeIbHOCTH snuierncuu (p = 0,038).
B manHOM McClIem0OBaHNN CTaTUCTUYECKH HE3HAYMMBIMU
OKa3zaJuch Takue (PakTopsl, KaK BO3PACT UMILIAHTAlINU
cucremsl CBH (p = 0,305), Bo3pacT nebroTa mpUCTy-
moB (p = 0,530), Tun nipuctymoB (p = 0,11), aTronorus
(p = 0,187) u mpenIIecTBYIOIIEe XUPYPTUUECKOE JICICHUE
snuiericuu B anaMmHese (p = 0,075). Takum o6pazom, rc-
clegoBaHME MOKA3aJI0, YTO MAIIMEHTHI ¢ MEHBIIIEH MPo-
JOJDKUTEIIBHOCTBIO PE3UCTEHTHOM SIMMIICTICUN SIBJISTIOTCS
6osee xopommmu Kaugugatamu g CBH, yem maum-
eHTHI 0oJiee muadIiero Bo3pacra (3¢ dexT MeTroma 3a-
BUCUT OT MEHBIICH IIPOIOKUTSIbHOCTH SMIMJICTICUH,
a He oT OoJiee MuanIIero Bo3pacta) [71].

BoabImMHCTBO aBTOPOB yKa3bIBAaIOT HA HapacTaHUE
addekra, yBennuenne appexkruBHoct CbH co Bpeme-
HeM, IIpM npogokeHuu JedeHus [19]. Dddexr or CBH
MOXET HAaCTYIIUTh HE cpa3y, OMHAKO 3TO HE IO3BOJISICT
clenaTh BEIBOJ O Hea((EKTUBHOCTH METOIAa; CO BpeMe-
HEeM BO3MOKHO ITOCTETICHHOE YIYYIIeHNE Ha TTPOTSLKEHNH
BCero nepuoa jedeHus. B TedyeHne nepsrix 24 Mec OT Ha-
yajga CbH KoHTpoib Ha TpUCTyNaMy yIy4IlIaeTCs U CTa-
OMIM3KMpYETCs B TeYeHUE Mocaeayomux et [17, 43, 65].

B onHoM u3 Haubosiee paHHUX OTKPBITHIX AJIUTEIb-
HBIX ucciaenoBanuii 3¢ dektuHoct CbH (G.L. Morris
u W.M. Mueller, 1999) u3 454 nalieHTOB ¢ UMILIAHTALY -
eit cuctrembl CBbH y 440 neyeHue 3TUM METOIOM ITPOIOJI-
Xajoch 6osiee 1 roga. YMeHbIlIeHUe YaCTOThI IIPUCTYIIOB
6oJiee yeM Ha 50 % ormeueHo y 36,8 % maLMEHTOB I10CIIE
1 rona nedenus, y 43,2 % — uepe3 2 roga, u'y 42,7 % —
yepe3 3 roma. CpegHuMiI mMoKas3aTeab peayKIUU MPUCTY-
ITOB I10 CPaBHEHMIO C MCXOIHOM YacTOTOM cocTaBui 35 %
yepe3 1 rox, 44,3 % 4epe3 2 roma u 44,1 % 4depes 3 roga.
IMoka3zarenp yaepXaHUs Ha Tepallii B 3TOM HCCIIEI0BA-
Huu coctaBui 96,7 % uepes 1 rox, 84,7 % uepes 2 rona
u 72,1 % 4epe3s 3 roga [50].

V.S. Wasade u coaBrt. (2015) oneHuBanm 3¢ GeKTUB-
HOCTb IJIUTeNbHOM Tepanuu ¢ npuMmeHeHueM CBH (60-
Jee 15 JeT) B OTHOIICHWH SIMIICTITUYECKUX TIPUCTYIIOB
U TICUXOCOIIMAJBHBIX UICXOIO0B Y ITAIIMEHTOB C Pe3UCTECHT-
HOI1 anusiernicueii. ABTOphI oLieHUBaIM (G GEKT B OTHOIIE-
HUU TIPUCTYIIOB IT0 MO (UIIMPOBAHHOM KJ1accU(UKAIN
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Engel: I kmacc — pemuccust WM peaKue mpocThle (oKab-
Hble NpUCTynbl, 11 K1acc — yMeHbllIeHe YaCTOTHI TIpU-
crymnoB 6oiee yeM Ha 90 %, 111 xiiacc — yMeHbllIeHHE Ya-
ctothl npuctynoB Ha 50—90 %; 1V kiacc — yMeHblIeHKe
4acTOTHI IPUCTYNOB MeHee yeM Ha 50 %; ximaccer [-111
(YMeHbILIEHUE YaCTOThI IPUCTYIOB Gojiee yeM Ha 50 %)
pacleHNBAIMCH KaK OJarONMpUsITHBIA MCXON Tepamuu.
M3 152 yyacTByoOIIUX B MCCIEeNOBAHUU MAallMEHTOB
¢ (hapMakoOpe3NCTEHTHOM SMUICIICUENl TTOJTHBIE JaHHBIE
110 YMEHBIIIEHUIO YaCTOTHI IIPUCTYIIOB OBLIN ITOJIyIeHBI
B 80 ciyyasix. M3 80 marmeHToB 16 (20 %) GbLIM OTHECEHBI
K knaccy Engel 1, 14 (18 %) — k knaccy 11, 24 (30 %) —
K kinaccey 111, 26 (33 %) — k knaccy 1V. Takum obpasom,
HCCIeI0BaHNE TIPOASMOHCTPUPOBATIO YMEHBIIICHUE Ja-
CTOTBI IIPUCTYIOB GoJiee yeM Ha 50 % y 68 % malureHTOB
U peMuccuio puctynoB y 20 % nauueHToB. bonbliHCeT-
BO narreHToB (80 %) OTMETUIIO, YTO IUTUTETbHAS TEPaTTUsT
¢ npuMeHenueM CBH aBisgercsa npuemnemoii [72].

IIposenennslii B 2019 . MmeTaananu3 1281 ucTouHm-
Ka coBpeMeHHo uTeparypsl (H.J. Wang u coaBrt., 2019)
rmokasaj, 4to 4epes 6 mec, 1, 2, 3, 4, 6 u 12 ner nmociue
ycraHoBku cucteMbl CBH ymMeHbIIIeHe 9acTOTBI ITPUCTY-
roB 6osiee yeM Ha 50 % ObLI0 3aperucTpupoBaHo y 33,99;
43,42; 46,50; 63,31; 52,71; 54,64; 70,37 u 82,90 % nauu-
€HTOB COOTBETCTBEHHO [71].

Pe3yasTaTbl OTKPHITBIX H PETPOCIIEKTHBHBIX HCCJIENO0-
Banmii. B nccnenoBanuu aBropoB u3 CaHkr-IlerepOypra
(JI.B. JIummaToBa u coasT., 2014) uMILIaHTAIIUSI CUCTEMBI
CBH mpoBeneHa 9 naumeHTaM ¢ (hapMaKOpPE3UCTEHTHOM
STnuIericueit B Bo3pacte oT 14 1o 38 jer; JIMTelIbHOCTh
KataMHe3a cocTtaBuia 8—12 mec. I1o pe3yabraTam 3TOr0
HCCJIeA0OBaHUS B MepBbIe 2—3 Mec Mmocje YCTAaHOBKU CTH -
MYJISITOpA B TIOJIOBUHE CITy9aeB HAOOIAIOCH COKpaIllCHIE
YaCTOTHI SMWIETITUYECKUX ITPUCTYITOB Oostee yem Ha 50 %,
Y OCTaJIbHBIX ITAIIMEHTOB TAKOM K€ TTOJIOXUTEIbHBIN (-
(eKT ObUT JOCTUTHYT Yepe3 8—12 Mec MocpencTBOM KOp-
pexuun napamerpoB CBH. Y Bcex 00JIbHBIX OTMEYEHO
CHIMXXEHHE YaCTOTHI, IPONOKUTEILHOCTH U TSKECTH
IIPUCTYIOB, YKOPOUYEHUE ITOCTIIPUCTYITHOTO MEPHOIa.
[To6ounbie 3 deKTH B BUAe TUCHOHUM U TEPIICHUS
B ropJjie Habmoganuch y 12,5 % nauueHToB. DTH HexXe-
JIaTeJIbHBIC SIBJICHUS PeTPEeCCUPOBAIN IIPU U3MEHEHUU
ImapamMeTpoB MarHUTHO# cTuMyIsaiun. [1ogoxureapHast
IWMHAMUKa 110 JaHHBIM 3JIeKTpo3HIIedazorpadum B BU-
JIe YMEHBIIICHUS MapOKCU3MAIBHBIX SIUICTITH(HOPMHBIX
HapylleHUil oTMedyeHa B 62,5 % HabOoaeHuii. ABTOPbI
caenanu BeiBoI o ToM, yTo CBH saBnsieTcs 6e30macHbIM
1 3 GOEKTUBHBIM TOIIOJHUTEIBHBIM METOIOM JICUSHUS
PE3UCTEHTHOM K MEIMKAMEHTO3HOM TEpavy SIIWJICTICUH,
ITO3BOJISTIOIIM YMEHBIIUTH YaCTOTY M TSKECTh SIMJISII-
TUYECKUX TIPUCTYIIOB [4].

B uccnegoBanue rpyrinl aBTopoB U3 KpacHosipcka
(M.T. ApemkuHa u coaBr., 2019) 6su10 BKTI0YeHO 13 1a-
LIMEHTOB, CTpagalomuX GapMaKope3nCTeHTHOM SIS~
cueit, B Bo3pacrte ot 5 1o 38 1et. B 1/4 ciydaeB mammeHTHI

OTMeYaJIM CHUKCHME YMCIa SIMICTITUYECKUX TIPUCTYIIOB
yXe B 1-11 Mecsill mocJie NepBUYHON HACTPOUKM CUCTEMBbI
CBH. DddexkTBHOCTD Ae4eHMs TTOBBIIAIACH TIPU 1IN -
tenbHOM ucnonb3oBanun CbH. HecmoTrps Ha 3Haum-
TEJBHYIO MPOIOJIKUTEILHOCTD TEUCHUS (DapMaKope3n-
CTEHTHOM 3MWJICIICUM, BBISBICHO CHUXXCHHE TSIXKECTHU
SOUJICTITUYECKUX IIPUCTYIIOB X YMEHBIIICHUE IIPOIOJIKI-
TeJIbHOCTU IOCTIPUCTYIHO ne3opueHTauuu. IlobouHbie
s¢ddextel CBH 3aperucrpuposansl y 38,5 % manyeHTOB,
IIJIsI KYITMPOBaHUS TOOOYHBIX 3(P(PEeKTOB MPOBOIMIACH
KOPPEKIINS MapaMeTpoOB pabOTHl CTUMYJISATOPA. DTO MO-
3BOJIMJIO MpoaokuTh 3ddektuBHyio CbH n ckoppek-
TUPOBATh pa3BUBIIMeCcS MOO0UHBIE 3P deKThl. [To 3aKkmio-
yeHuto aBTopoB, CBH cHmkaeT yacToTy snuienTuecKmux
npuctynoB Gosiee ueMm Ha 50 % y 20—50 % nauueHTOB,
HMMEET JTOJITOCPOUYHYIO 3(PPEKTUBHOCTD Y MALIMEHTOB JIIO-
00ro Bo3pacTta 1 XOpoIIIo IepeHocuTes [2].

HecMoTps Ha TO 4TO JUIIb Y HEMHOTUX ITAlIACH-
TOB IOCTUTAETCS TIOJIHAS PEMUCCHS TOCNIe YCTAaHOBKU
cuctembl CBbH, y 3HauuTeIbHOTrO YMclia MalUeHTOB
VIy4IIaeTcss Ka4eCTBO XU3HU. DTO CBSI3aHO C IIEJIBIM
psiaoM TosoxuTenbHbIX 3¢ dekroB CBH. XoTa ocHOB-
HBIM mapaMeTpoM 3G OEeKTUBHOCTU, ITPUMEHSIEMbIM
B MCCIICIOBAHUSIX, SIBISICTCS YMEHBIICHNE YAaCTOTHI
IIPUCTYIIOB, KPOME HEro HeOOXOAUMO YUYUTHIBATH PSIIT
JMOTIOJTHUTEILHBIX TTOJIOXUTEIbHBIX 3(D(PeKTOB MeToma
CBH, B TOM 4mciie yMeHBIIIEHUE TSKECTU U IJIUTEIb-
HOCTHU IIPHUCTYIIOB, MOCTIPUCTYIIHBIX HapYIICHUMH,
3HAYUTEJIbHOE COKpAIIeHNE YaCTOTHI MJIM IIpeKpalie-
HUE THEBHBIX IIPUCTYIOB MaJeHUI ¢ TpaBMaTH3allMeH,
3HAYUTEJIbHOE COKpAIIEHNE YaCTOTHI MJIM IIpeKpalie-
HHE 3IU30[0B SMUJICIITUISCKOTO CTaTyca y ITallMeHTOB
CO CKJIOHHOCTBIO K CTaTYCHOMY T€USHUIO IIPUCTYIIOB U,
COOTBETCTBEHHO, YMEHBIIICHNE IIPOIOKATEIBHOCTH
CTallMOHAPHOTrO JieueHus [2, 64].

IIpenuxTopsl 3dpdekTusHocTH CBH. ITo manHbIM
nmepBoro MmetaaHanusa apdpekruBHocT CHBH (D.J. En-
glot u coaBrt., 2011), BKioyaBiiero 74 KJIMHUYECKUX
HccliefoBaHus ¢ yyacTeM 3321 maumeHTa ¢ pe3ucTeHT-
HO snuJIeTIcCueid, OJ1aroIMpUATHBIMU ITPOTHOCTUYECKHU -
MU (paKTOpaMU B OTHOIIEHUM STUOJOTUM SIMMICIICUHN
OBLIM ITOCTTPaBMaTUICCKAS SMUJICTICUS U TyOSpO3HBII
ckiepo3 [20].

Bo3spact manneHTa Ha MOMEHT UMILTAHTAIIUN CHC-
teMbl CBbH MoXeT ObITh BaXKHBIM TTPEeIUKTOPOM 3 heK-
tuBHocT CBH: pe3ynbraThl uccienoBaHMil MOKa3anu,
yTo 3¢ deKT TeM BBIlIe, YeM MOJIOXe MmauueHT [15, 55].
Hampumep, B uccinengoBanum A.V. Alexopoulos u coaBT.
(2006) GbLIM MOJIY4YeHBI O0JIee BHICOKME ITOKA3ATEIMN Pe-
YK TIPUCTYIOB Yy TTallMeHTOB Mutaamie 12 et (Ha Mo-
MeHT uMminiantauun cucrembl CBbH) mo cpaBHeHUIO
C HavyaJIoM JICYCHMST JTaHHBIM METOAOM B CTapIleM BO3-
pacte (>12 n1eT), Ipy 3TOM HAWIYUIINe Pe3yIbTaThl ObLIN
IOJIy4eHbl y JAeTeid B Bo3pacte oT 1 1o 6 jet [6]. OgHako
HE BO BCEX MCCJEHOBAHMSIX OBLIU ITOJYUYCHBI Pa3INdus
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no 3¢ pexTuBHocT CHBH B pasHbIX BO3pacTHBIX IpyIIIax
[19, 52, 69, 73].

BaxHBIM IpeaAMKTOPOM TEpameBTUIECKOIO OT-
BeTa TakXe MOXKET OBbITh BO3pacT Ae0loTa MPUCTYIIOB.
YeMm MeHbIIIe BO3pacT AeOI0Ta MPUCTYIIOB, TeM MeHee (-
¢dexTuBHBIM MOXeT ObITh MeTog, CBH, BeposiTHO, B CBSI3U
C KYMYJIITUBHBIM HETaTUBHBIM 3(D(HEKTOM, BBI3BAHHBIM
snuiIenTUuYecKuM mporeccoMm [63]. COOTBETCTBEHHO,
nMmmianTauus cucreMbl CBH y nereit MmoxeT ctaTh a¢-
(eKTUBHBIM METOIOM KOHTPOJISI IIPUCTYIIOB HA paHHEH
craguu 3aboneBanus. Kpome Toro, meron CBH Mmoxer
YMEHBIIIATh TSLKECTh IMIPUCTYIIOB Y IeTei C pe3MCTEHTHOM
snuienicueit mpu oreHke o mkaixe NHS3 (HammoHans-
Has TOCIIUTAIbHAS IIKajia TSXKEeCTH MpUCTYIToB) (oT 9,5
1o 8,3; p <0,001) [37, 45, 46].

OnyO0anKOBaHBI JaHHBIC MCCIEAOBAaHUM, TTOKA3HI-
Batomux oonpmuit 3¢ppext CHbH npu HEKOTOpPBIX 31U~
JICTITUYECKUX CUHAPOMAX y AETei, aCCOLMUPOBAHHBIX
C ompeneIeHHBIM BO3pacToM aebioTa (cuHIpOoMEI JIpaBe
u Jlennokca—TIacro) [55, 64].

D dexrnsHocTs CBH B Je4eHHH 3MMIENTHIECKOTO
craryca. [1o manHbsiM ucciaenosanuii, CbH npuBomut
K CYIIECTBEHHOMY YPEXKCHUIO MJIN MPEKPAIICHHUIO T30~
JIOB SMMIJICTITUYECKOTO CTaTyca y MAIlMEHTOB CO CKIIOHHO-
CTBIO K CTaTYCHOMY T€UCHUIO IIPUCTYIIOB 1, COOTBETCTBEH-
HO, K YMEHBIIICHHNIO BpeMEeHU ITPeObIBAHMS 3TUX OOIBHBIX
B CTallIOHApe; HECOMHEHHO, JaHHBIC ITapaMeTPhl UTPAIOT
OYCHPb BaXKHYIO POJIb U MTOBBIIIAIOT KA4eCTBO KMU3HU IT1a-
LIMEHTOB [64].

Takke ommcaH cliy9ail yCIIEITHOTO KyNHPOBaHUS
¢ nomouipio CbH BriepBBIe BO3HUKIIETO JIUTETBHOTO
PE3UCTEHTHOTO AIMIIeNITUYEecKOro cTaTtyca [40].

DddexruBaocts CBH npm coyeranuu smujencun
u nenpeccun. CbH Taxke sBisieTcs oTHUM U3 JOKa3aH-
HBIX METOMIOB JICUCHUS Ierpeccun. Tak Kak IIpH M-
JIETICUUM AENpeccusi BCTpedyaeTcs ¢ 00Jibleid 4aCTOTOM,
yeM B 001Ieil monmynsauuu, npeamnoaraercs, yto CbH
KaK METOJI JIeYCHMSI SIMIICTICUM TaKXKe MOXKET 0J1arorpu-
SITHO BAVSITh HA HACTPOEHUE MAIIMEHTOB TP COITYTCTBRY-
IOLLEH IETIPECCUMU.

P. Spindler 1 coaBr. (2019) BKIIOYMIN B MCCIIEAOBAHE
59 mauMeHTOB ¢ COYeTaHUEM SITUJICIICUM U IeTIPECCUU,
KOTOpPBLIM ObLIa MpoBeAeHa nMIIaHTauus cuctemMbl CbH
[66]. 1o onepariiiu 1 yepes rof ociie Hee BIPaKeHHOCTh
CHMIITOMOB JETIPECCUM OLICHMBAJ IICUXUATP IIPH IIOMO-
mu mkanx Montgomery—Asberg Depression Rating Scale
(MADRS) u Beck-Depressions-Inventory (BDI). B me-
JIOM Yy BCeX ITallMEHTOB OTMEYCHO YMEHBIIICHNE BhIpa-
KEHHOCTH CUMIITOMOB AeTpeccuu: rmoxkasaresb MADRS
Yyepe3 rofl Iocje ornepany YMeHbIIUACS ¢ 29 mo 18 6ai-
qoB (p <0,001), a mokaszarens BDI — ¢ 24 mo 14 6amios
(p <0,001). YMeHbllIeHUE YaCTOTHI MPUCTYIIOB Ha 50 %
u 00JIee 3aperuCTpUPOBaHO Y 2/3 MallMeHTOB Yepes 2 roaa
nocie onepaunu. MccnenoBanne nokasano 3¢ heKTUB-
HocTh CBH B oTHOIIIEHNM KaK pe3MCTEeHTHOM SITUIICTICUH,

TaK ¥ CUMIITOMOB JICTIPECCUH Y ITAIIMEHTOB C COYETaHUEM
SIUJICTICUU U IETIPECCUU.

DddexruBaocTs CBH y mereii. Y B3pocibIx 1 meTeit
JIOJISI PE3UCTEHTHBIX K MEMTMKAMEHTO3HOI Tepariy Clryda-
€B SMWICTICUH IIPUMEPHO OMMHAKOBA 1 COCTABJISIET OKOJIO
30 % (1/3 Bcex ciaydaeB). DTO IPUBOIUT K BEICOKUM I10-
Ka3aTeJIsIM OCJIOXKHEHUI M CMEPTHOCTHU M K 3HAYUTEIIBHO-
My CHIKEHMIO KauecTBa Xu3Hu [23]. HekoHTponupyemblie
MIPUCTYITBL B IETCKOM BO3pacTe MOTYT OKa3bIBaTh HETaTHB-
HOE BIMSIHME HAa YMCTBEHHOE Pa3BUTHE ACTEH M BHOCST
BKJIaJl B 3HAUMTEJbHOE MOBBIIICHNE YaCTOTHI ITOBEICH-
YECKMX M IICUXUICCKUX HAPYIIEHUN (B TOM YHUCIIC TICH-
XOTHYECKHUX PACCTPOMCTB, NETIPECCUH, TPEBOXHEIX pac-
CTPOWCTB, CYMIIMIATHHOTO MTOBEICHUST) B O0Jiee cTapiieM
BO3pacTe, YTO CHIDKACT Ka4eCTBO XXM3HU KaK IaIlMeHTa,
Tak U ero om3kux [5, 13, 31, 34, 35, 72].

ITo naHHBIM MHOTMX KIMHUYECKUX MCCICIOBAaHUIMA,
meton CBH y nmereit Tak ke a(pdekTuBeH, KaK U y B3pO-
ciabix [6, 14, 19, 29, 36, 53, 55, 58, 61, 63, 64, 69, 73].

Bonbimoe peTpocneKTUBHOE MCCICIOBAHNE C yda-
ctueM 347 nereii okasano, uyro tepanust CBbH cHmxkana
YacTOTY IIPUCTYIIOB M XOPOIIIO TIEPSHOCHIIACH HA TIPOTSI-
xeHuu 2 jiet [55]. OcobeHHo BaxkHO, uyto y 40—50 % nereit
OBLIO JOCTUTHYTO YMEHBIIICHUE YaCTOTHI OCHOBHOTI'O THUTIA
MPUCTYIIOB Gosiee yeM Ha 50 % 110 CpaBHEHUIO C UCXOM-
HBIM YPOBHEM.

B HeckoabKux uccaeaoBaHUsIX ObLTH MOJTYYEHbI CXOI-
Hble nokasaTtenu apdexktnBHoct CBH y nereit ¢ pesu-
CTEHTHOM SIMJICIICMEN NPU TEpalldd 3TUM METOIOM
Ha niporskenuu 1—10 aer [10, 12, 16, 19, 38, 52, 53, 61,
63, 64, 69, 70, 75].

I. Orosz u coast. (2014) ouleHuBanu 3¢hHEKTUBHOCTD
CBH B kayecTBe JOIMOJHUTEILHOIO METOAA TeEPAIINU pe-
3UCTEHTHOM snuierncun y 347 nereii B Bo3pacte oT 6 Mec
mo 17,9 roma Ha MOMEHT MMILJIAHTAIIMUA CTUMYJISITOpA
[55]. Pe3ynbraThl UCcliefoBaHUS ITOKAa3aaud, YTO YMEHb-
IIIEHNE YaCTOTHI IIPUCTYIIOB CTAHOBUTCSI BCe OoJIee BhIpa-
JKEHHBIM IO Mepe IIPOIOJIKECHMS JICUCHUS U YBETMUCHUST
€ro IUTUTEILHOCTU HA MPOTSDKCHUM 2-JICTHETO KaTaMHe-
CTUYECKOTO IIepuroaa HabaoaeHUs (4acToTa IMPUCTYIIOB
yMeHbImiach Ha 32,5; 37,6 u 43,8 % uepes 6, 12 u 24 mec
COOTBETCTBEHHO). HecMOTpst Ha TO YTO B 3TO MCCIeIOBa-
HHUe OblJIa BKJIIOU€HA HauOOJIblIAas IPYyIIa AeTeil B Bo3pa-
cte 10 6 jet (n = 46), HeJOCTaTKOM MCCJIEIOBAaHUSI ObLIO
OTCYTCTBHE OLICHKH PE3y/ITaTOB IT0 BO3PACTHBIM IpyIIIaM
[19, 52, 69, 73].

BaxxHO OTMETUTB, UTO, KaK YK€ ObLIO YIIOMSIHYTO BbI-
11Ie, B TO BpeMsI Kak y B3pociibix Mmeton CBbH npumensiercs
pexae Bcero Npu (GOKaabHOM SMMICTICUM, V TeTei OH
HauboJIee YacTO MCITOJIb3YeTCS IIPU CUMIITOMATHIECKOM
reHepain3oBaHHON smtencuu [24, 46, 47, 54, 57, 64];
TaKXe, KaK OTMEUEHO BBIIIIE, TTOKa3aH 00N 3 deKT
CBH 1npu HeKOTOPBIX SMUIETITUYECKUX CUHIPOMaX y Je-
Telt, aCCOMMPOBAHHBIX C OIPEACICHHBIM BO3PacTOM
ne6ioTa (cunapomsl dpase u Jlennokca—Iacro) [55, 64].

11
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A. Shahwan u coasrt. (2009) BKJIIOYMIN B KCCIIEI0BA-
Hue 26 neTeil ¢ uMIuTaHTpoBaHHOM cuctemoii CBH ¢ Mu-
HUMAaJIbHBIM ITIEpUOIOM KaTaAMHECTUYECKOTO HAOIIOMCHMS
18 mec. Y 54 % manneHTOB OTMEYEHO CHIDKEHNE YACTOTHI
IPUCTYIIOB He MeHee yeM Ha 50 %. Hauydiue pesyib-
TaThl OBUIY TIOJIYYEHBI Y IeTeil ¢ CMHAPOMOM JIeHHOK-
ca—Tacro u Tonnyeckumu npucrynamu: y 78 % (7 us 9)
IMAlIMEHTOB OTMEYCHO CHIDXKEHHE YaCTOTHI IIPUCTYIIOB
He MeHee yeM Ha 50 % (p <0,01). D305l SMMWIECITHYE-
CKOTIO CTaTyca OTCYTCTBOBAJIU WJIM 3HAYMTEIHHO YMEHbB-
LIJIKCH TI0 YaCTOTe Mmociie uMIutanTanu cucrembl CBH
y 4 MaIeHTOB CO CKIIOHHOCTBIO K CTaTYCHOMY TEUCHMIO
MIPUCTYIOB. TSXKeCTh, MPOIOLKUTEIbHOCTD IIPUCTYIIOB
U IJINTEJIBHOCTD MOCTIIPUCTYITHOTO TIEPUOIa YMEHBIITH-
JIUCh Y BCEX PECIIOHAEPOB. BaxXkKHbIM OJ1aronprsITHBIM MO-
KaszaresieM 3¢ GEeKTUBHOCTU JICUSHUS, HETIOCPEACTBEHHO
BJIMSTIOIIIM Ha Ka4eCTBO XXW3HU IAIlIEHTOB B 3TOM HC-
ClIeI0BaHUM, OBLIO IIPeKpalleHUe JHEBHBIX IIPUCTYIIOB
nageHuii. Takum o0pa3oM, aBTOPbI OTMETWIN LIEJIbINA psif,
BaxXHBIX MMoka3atesieil a¢pdektuBHocty CBH y nereit,
YYaCTBYIOIINX B UCCIICNOBAHNM: CHIDKCHUE YACTOTHI, TSI-
KECTHU, TIPOIOJIKUTEIIBHOCTH ITPUCTYIIOB, IIPOIOJDKUTEITb-
HOCTH ITOCTIIPUCTYITHOTO TIeproaa, IIpeKpalieHne THEB-
HBIX IIPUCTYIOB MMafeHUI, TIPpEeKpalllcHIEe WU YPEeXXKeHUE
SIM30I0B 3MMMJICIITUYECKOrO CTaTyca, COKpalleHue Bpe-
MEHHM TOCTIUTAIM3AIINH, CBI3aHHOU C SIMJICITUICCKUM
CcTaTycoM. DTHU MOKAa3aTeIu B LIEJIOM IIPUBOISIT K 3HAUM-
TEJIbHOMY YJIYYILIEHHUIO KAY4eCTBA XXU3HU MaleHTOB [64].

Bnuanue CbH Ha KauecmBo KusHu

Hecmotpst Ha TO YTO JIUIIL Y HEMHOTHUX IAIIEHTOB
B pe3yibrare uMIutanTaunu cuctembl CBH mocturaercs
ITOJIHASI PEMUCCHSI, ¥ 3HAUYUTEIFHOTO YMCJIa TTAllMeHTOB
VIIy4IIaeTcss Ka4eCTBO XXKU3HMU.

H. Ekmekci u H. Kaptan (2019) npencraBunm pe-
synbraThl Tepanuu CBH y 7 mauuenTtos [18]. ABTOpHI
OLICHUBAIM He TOJBbKO 3(PPEKT B OTHOILIECHUU IIPUCTY-
noB, Ho u BiusgHue CBH Ha pe3yabraThl HEMPOIICUXO-
JIOTMYECKOTO MCCACIOBAaHUS U KauyecTBO Xu3HU. O0-
clieqoBaHue TPOBOAMIIOCH 10 ycTaHOBKU cuctemMbl CBbH
n uepe3 12 u 24 mec nocie Havana aedeHus. [Toka3zaTennb
kauectsa xu3Hu (Quality Of Life In Epilepsy) mmo ompoc-
HuKy QOLIE-31-P no nedeHus BapbupoBaj B Ipeaeiax
14—59, cpemnuii 6aut cocraBuna 37,14. Ha done neyeHust
metogom CBH kadecTBO XXM3HM MAIlIEHTOB CYIIECTBEHHO
VIIyYIIJIOCH, TAaHHBIM TTOKa3aTeIb BapbHUPOBa B IIpee-
nax 31-72, cpeauuii 6amn cocraBuia 52,86.

B menoM, 1Mo maHHBIM pa3IMYHBIX UCCIEIOBAHUIMA,
CBH acconmmpoBanach co CTaOMIBHBIM YIIyYILIEHUEM T10-
KazaTeJIei 0 pa3IMIHbIM ITOAIIKAJIaM OLICHK! KayecTBa
xwu3Hu (Quality Of Life, QOL) [29, 70, 74].

Nepexocumocmb CEH
B nenom mo6ounbie a¢pdpextsr CBH BcTpeuarorcs
penko. OHM BKIIOYAIOT OCJIOXHEHUSI XUPYPTru4eCKOro

BMeEIIIATEIbCTBA (B TOM YMCiIe MHMUIIMPOBAHUE, TTape3 To-
JIOCOBBIX CBSI30K U JIp.) ¥ TIO0OOUHBIE 3P (PEKThI, CBI3aHHbBIC
co CBbH (oxpuruiocts, n3aMeHEHHE TOJI0CA, KAIleIb).

ITo6ounbie apdexTsl, cBa3annbie co CBH. bobimH-
cTBO ciy4yaeB 1106ouHbIX 3¢ dexToB CBH (80 %) Bhi3BaHO
00paTUMOM peaklueit Ha JIEKTPUUECKYIO CTUMYJISILIMIO.
OHU BKJTIOUAIOT U3MEHEHHUE Tojioca, Aucharuio 1 Kaiiejlb
1 OOBIYHO CO BpeMEHEM YMEHbIIAIOTCs (4epe3 HECKOJIb-
KO 4yacoB ctumyJjisiiiun) [8, 35, 44, 48, 53, 54, 61]. Menee
yactble ocnoxHeHuss CbH BkiTIouaioT apIxaTeabHYIO CH-
HYCOBYIO apUTMUIO, KOTOPAast MOXET IIPUBOIUTD K CHIKE-
HUIO ITOCTYIUIEHUSI KUCI0POAa B TKAHU MO3Ta, YCUIMBast
IMOBPEXIEeHNE TKAHU MO3Ta y TAIlMeHTOB ¢ 3IMIeTICHei
[32, 75]. IIpn npumenenun CBH B penkux ciaydasx MOXeT
BO3HHUKATH alTHO3 CHA, YTO OCOOEHHO OIACHO IS MMaLeH-
TOB C OOCTPYKTUBHBIMU [TbIXaTeIFHBIMU HApyIICHUSIMU [35].

BaxxHo, 4T0 yMeHbIIEHNUS TTOOOYHBIX 3(P(PEKTOB, CBS-
3aHHBIX cO CBH, MOXXHO mOOUTHCS MI3MEHEHHEM ITapaMe-
TPOB CTUMYJISILIVIN.

OciioxxHeHus1, CBSA3aHHBIE C MPUMEHSIEMbIM 000pyI0-
BaHHEM, BKJIIOYAIOT pa3phbiB ajieKTponaa (3 %) u Hapyiie-
Hue pyHKLIUU reHepaTopa (4 %) (ucTolleHue GaTapeu,
CIIy4aliHOE€ OTKJIIOYEHUE ITUTAHUSI, YPE3MEPHO BBICOKUIA
WIM HU3KUI UMITEIaHC U He3allporpaMMUPOBaHHAs 3J1eK-
Tprdeckast ctumyJsstinst) [38]. BeICTpblil pocT B OApOCT-
KOBOM BO3pacTe MOXET IIPUBECTH K ITOBPEXICHUIO 3JIEK-
Tpoxa [35, 38, 51].

Ocli0XXHeHHs, CBA3AHHbIE C OMEPATHBHBLIM BMeINa-
TeAbCTBOM ITpU ycTaHoBKe cucteMbl CBH, BcTpeuarores
HEYacTO, OCHOBHOE U3 HUX — UMHOULIMPOBAHUE PaHBbI.
IIpu moBepxHOCTHOM MH(pUIIMPOBaHUN 3P PEKTUBHA
AHTUOMOTUKOTEPAIIUsI, B TO BPeMs KaK IPU TSIXKeJI0M H-
ek MoxeT OTpeGOBAThCS yAaleHUE CTUMYJISTOPA
[35, 51, 63, 67].

ITo manHBIM KOKpaHOBCcKOTO 0030pa (M. Panebianco
U CO0aBT., 2015), BKIIIOYMBIIIETO 5 paHIOMU3UPOBAHHBIX
JIBOMHBIX CJIENBIX KOHTPOJIMPYEMBIX UCCIEIOBAHUIA C yda-
ctreM 439 manueHTOoB, OTHOILIEHUE PUCKOB JIJISI BO3HUK-
HOBEHMSI U3BMEHEHMS T0JI0CA U OXPUILIOCTH COCTABUJIO
2,17 (99 % AU 1,49-3,17), mrsa kauwrst — 1,09 (99 % AU
0,74—1,62), nast qucrHo? — 2,45 (99 % AN 1,07—5,60),
s 6o — 1,01 (99 % AN 0,60—1,68), nist mapecre-
sum — 0,78 (99 % AU 0,39—1,53), mrs TourHoTs — 0,89
(99 % AU 0,42—1,90), ot ronoBHoii 6o — 0,90 (99 % AU
0,48—1,69); noka3zaTeJIbHbIA YPOBEHDb ObLT OLIEHEH KaK
CpPeIHMI WIX HU3KUIA B CBSA3U C HETOYHBIMU WJIM HETIOJI-
HBIMU JAHHBIMU B OJHOM M3 BKJIIOUEHHBIX MCCJIEAO0BA-
Huii. JlaHHBIE [TOKA3aTe/IM CYILIECTBEHHO HE pa3InyaliCh
BO BCeX BKJIIOYEHHBIX B 0030p MUccienoBaHusx. OTHO-
meHue puckoB mist otMeHH Tepanuu (CbH) coctaBuiio
2,56 (0,51—12,71), omHako 3TOT ITOKa3aTe/ib He ObLT IIPH-
3HAH JOCTOBEPHBIM B CBSI3U C HETOUHOCTBIO PE3YJIbTaTOB
M HEJOCTATOYHBIM COOPOM JAaHHbIX IT0 3TOMY ITapaMeTpy
BO BKJIIOYEHHBIX UCCIE0BaHMAX. JJaHHbIE ITOKA3aTeIIn Cy-
IIECTBEHHO HE Pa3IMYajIMCh BO BCeX BKIIIOUCHHBIX B 0030p
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HUCCIIeNIOBaHUIX. AHAIN3 TTOKa3aTelleil OTMEHBI Tepa-
nuu nokasaj, yto CBbH xopoio nepeHocutcs, 1 oTKa3
OT JaJIbHEHIIIEr0 IPUMEHEHHUSI 3TOTO METOa BCTpeJyaeTC s
penko. OTCYTCTBOBAJIM 3HAUMMBIC Pa3Id4Us 11O TTOKa3a-
TEJII0 OTMEHBI MEXy IPYMIIOi ¢ 00oyiee BHICOKOM U HU3-
KO 4aCTOTOM CTUMYJISILMM, TEM HE MEHEE IOJIyYeHHBIC
pe3yIbTaThl HE TTO3BOJISIOT UCKIIOUNTH CYIIECTBOBAaHNUE
pasianunii [56]. ITo6ouHble 3P EeKThI, aCCOLUUPOBAH-
HBIE C UMIUIAHTAIIUEH CTUMYJISITOPA M CO CTUMYJISIIIUCH,
BKJTIOUAJI OXPHUILIOCTD, KallleIb, IMCITHO3, 00JIb, Imapec-
TE3UI0, TOIITHOTY 1 TOJIOBHYIO 00JIb; TIPY 3TOM OXPHUILIOCTD
W IMCITHOD Yallle BCTPEYAIHUCh B TPYIIIE CO CTUMYJISIINA-
el mMIyJbcaMu 00Jiee BEICOKOM YacTOTHI (OQHAKO 3THU
pa3IMIMsI He JOCTUTAIN CTAaTUCTUICCKU 3HAYMMBIX 3HA-
yeHuit) [56]. Meron CBH 6bu1 npu3HaH 3(pheKTUBHBIM
U XOPOIIIO IIEPEHOCUMBIM Y BeeX 439 BKIIIOUEHHBIX B 0030p
nauneHToB. PesynpraT aHanmsa apdekTHBHOCTH TTOKa3al
npeumyiecTBo no apdektuBHocTn CBH ¢ BhICOKOI Ya-
CTOTOU UMITYJIbCOB.

B otkpeiToM gnutenbHoM ucciaegoBanuum CBH
(G.L. Morris u W.M. Mueller, 1999) ¢ yuactuem 454 na-
IIMEHTOB aBTOPHI PacIpeAcIuIn Haubojiee YacThie o~
6ouHbIe 3¢ ekt CBH B 3aBUCMMOCTH OT MPOIOJIKY -
TeJIbHOCTU Tepanuu. Hauboliee yacTbIMU ITOOOYHBIMU
addekramu yepe3 1 rox rmocjie UMILIAaHTAIUM OBIJTA OX-
purioctsb (28 % cnydaeB) u napecre3uu (12 %), yepes
2 roga — oxpuruiocTb (19,8 %) u ronoBHasi 60716 (4,5 %),
yepes 3 roma — oxpiika (3,2 %) [50].

YcoBepurenctBoBanue meroguku CbH B 6ynyiiem,
BKJTtouas closed-loop cucremsl (cucreMsl CBH 110 mpuH-
LIUITY OOpaTHOM CBSI3M) M HEMHBA3MBHBIC METOIBI CTUMY-
JISIITAM, MOKET YMEHBIIUTD ITO00YHBIE 3(PHEKTHI U YBEIH -
yuth apdexkTuBHocTh CHBH [27].

Bnuaxue CBH Ha KorHumuBHbie (YYHRYUU,

HacmpoeHue, nosegeHue

UccnepoBanus nmoarsepxaaoT 3¢ dexkruBHocth CHBH
¥ OJIATONPUSITHOE BIMSIHHAE 3TOTO METOAAa Ha KOTHUTUB-
Hble (PYHKIIWM IETEl ¢ pe3uCTeHTHOM anuiencueii [35, 55].

I1o cpaBHeHUIO ¢ HanboJiee YacTO MPUMEHSIeMbIMU
ADII (benobapoduTan, peHUTONH, KapdaMa3eNnH, Bajlb-
npoat) CHbH He oka3pIBaeT HETaTMBHOT'O BJIVISIHUS Ha KOT-
HUTUBHBIC (GDYHKIIMN 1 COIIMATbHOE (DYHKIIMOHUPOBAaHUE
[5, 35]. B GonbIIMHCTBE MCCIeTOBaHUI TOKA3aTeIN KOT-
HUTUBHBIX GYHKUUI B NIPOLECCE TEPaNUu ¢ MOMOLLbBIO
Mmetona CBbH ocraBanuch cTaOMIBHBIMUA, B HEKOTOPBIX
HUCCIECIOBAHUSAX OTMEUYEH CPeIHE BBHIPakeHHOCTH I10-
JIOXKUTEIbHBIN 3 (eKT Ha peub, TaMsITh U IICUXUIECKOE
COCTOSIHME AeTell, He 3aBUCSIIEe OT JOCTIKCHUSI KOHT-
poustst Hag ripuctynamu [12, 28, 36, 49, 62]. B oraenpHbIX
nccnenoBanusax CbH ormedeno ynydliieHe HaCTpOEHMS,
BHUMAaHHUS, PeYU U MAMSITHU IIPU IPUMEHEHUN TaHHOTO
merona [35-38, 68].

IMokazaTenn ynepxxanus Ha Tepanuu CBH — BaxkHBI
ImapamMeTp, OLICHUBAIOLINIA COOTHOIIeHHNE 3(PHEKTUBHOCTH

U IIEPEHOCUMOCTH — BBICOK M OCTAETCSl BHICOKMM Ha IIPO-
TSDKEHUU JUIMTEIbHOIO JieueHust. B OTKpBITOM IIUTEIb-
HoMm ucciegoBannu CBbH (G.L. Morris 1 W.M. Mueller,
1999) ¢ yuactrem 454 maniieHTOB ITOKAa3aTelb YIePKaHUS
Ha Tepanuu coctaBui 96,7 % depes 1 ron, 84,7 % depes
2romau 72,1 % yepe3 3 roaa mocjie Hayajua IPUMEHEHMS
metoma CBH [50].

MpuyuHbl NPeKpawieHus mepanuu

memopom CGbH

M.J. Gigliotti u coaBt. (2018) u3y4yaau NpUIUHBI pe-
BU3HUU M U3BSITUS CTUMYJISITOPA W CIEJIAIU BBIBOI O TOM,
YTO OTKa3 OT TePaIlMU IIOCJIE YCTAHOBKHU CTUMYJISITOPA
BCTpeuyaeTcs peako. boibIyio 10110 MalueHTOB B 3TOM
HCCJICIOBAHNH COCTABIISUIM OOJIbHBIE ¢ (hOKATbHBIMU SITH-
nercusmu (95,1 %); npyrue 3a60ieBaHUSsI, TUIIbI IIPUCTY-
ITOB 1 (DOPMBI SIIIETICUHU, IIPA KOTOPBIX OBLT YCTAHOBJICH
CTUMYJISTOP, BKJIIOUAJIN TeHEePAIM30BaHHbIE IPUCTYIIHI,
aTOHUYECKMUE MPUCTYIIbI, cuHapoM JleHHokca—IacTo,
TyOepO3HbIi CKIepo3. BeiCOKMii uMIteaHC SIBSLICS OC-
HOBHBIM ITOKa3aHMEM K peBU3UU ctumyisTopa (5,6 %),
B TO BpeMsI KaK Hed((HEKTUBHOCTH B OTHOLLIEHUN SITUJIET-
TUYECKUX IIPUCTYIIOB ObLJIa OCHOBHOM NPUYMHOMN U3BITUS
npubopa (2,3 %). Uudexuuu, moppexaecHue IpoBoaa
CTUMYJISITOPA, 3aMEHa TeHepaTopa B CBSI3U C MCTOIICHU-
eM Oatapeu BcTpedaauch B 1,9 % ciiydaeB U TpeboOBalIn
PEeBU3UU WIN U3bITUS TIpudopa. [pyrue KpaitHe peakue
MIPUYUHBI U3BATUS CTUMYJISATOPA BKIIIOUAIA 3KCTPY3UIO
(0,5 %), nocneonepauronHyio rematomy (0,5 %) u oT-
TopxkeHne nMmrianTara (0,5 %) [26].

HexkoTtoprsie aBTOpHI TaKKe YKa3bIBAIOT Ha TO, UTO OT-
ka3 ot tepanuu CBH mocie yctaHOBKM CTUMYJSITOpa
BcTpeuaetcs peako (M. Panebianco u coabr., 2015) [56].

IIpencraBnsiem onucanue nnpuMmeHeHust CbH y Ha-
0J110126MOTr0 HAMM MaLIMEeHTA.

Knunuyeckui cnyyail

Ilayuenm B.T., 22.09.2005 . p., duaero3: cmpykmypHas
GokanvHas snunencus, INULENMU1ECKAs dHYeDarlonamusl.
Imuonoeus: pokarbHas KOPpMUKaIbHA OUCNAA3Usl CAeda.
Ilpucmynei: cepuiinbie snusenmuyeckiie cnazmol, hoKaibHble
8epcugHble, POKaNbHbIe MOMOPHbIE ACUMMeMPUYHble MOHUYe-
ckue npucmynsl. [lepunamanshblii anamues: pebenok om 7-ii
bepemeHHOCMU, npomeKasuleil Ha (oHe Karvyugukayuu nia-
yenmolt ¢ 17 ned. Poobi 2-e, camocmosimenshble, 8 CDOK, CIU-
myaupogarHsie. Boosi mexonuanshoie. Macca mena npu po-
acoenuu 2000 e, pocm npu poxcdenuu 45 cm, oueHKa no wikane
Aneap 6/7 6annos. Ilocaepodosuiii nepuod: nepeseder 6 pe-
aHUMAYUOHHOe omdenenue, nPOBOOUAACH UCKYCCMBEHHAS
8eHMUAAUUA NeeKUX, 00 2,5 mec Haxoduacs 6 omoeneHUuu
namonoeul HoBOPOICOeHHIX (3a0epICcKa 6HYMPUYMPOOHO20
paseumusi, UH@eKyuoHHble ocrodcHenus). Pannee pazeumue:
3a0epicKa MOMOPHO20 pa38UMuUs, CaAMoCMOosImMenbHas x00b6a
¢ 2 aem, 8bIpadcenHas 3a0epicKa ncuxopeueso2o pa3eumus.
Hacnedcmeennocmo He omsieoujena.
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Anamnues 6oae3nu: debrom npucmynos 6 gospacme 2,5 mec,
NpUCMYNbL NO MUNY dnUlenmudeckux cnazmos. llpu nasna-
YeHUuu eanvnpoama (0enakumn) pazeuiacs mpomooyumone-
Hus, Obin nepesedeH Ha peHoOapbOUmMan — npucmynsl ObiAU
KYRUPOBAH®L.

B 8 mec no noody cyboypanvHoeo evinoma 6vin ycma-
HOG/eH HAPYICHbLIL OpeHasic.

Denobapbuman ovin ommener 8 2007 e., uepe3 noneoda
npucmynsi 60300HO8UAUCH, OOCIUSHYM 8pPeMeHHbli Aghdhexm
npu npuMeHeruy monupamama (Monamakc), npu eeedeHuU
Aesemupayemama (Kennpa) — aeepagayus NPUCMynos, npe-
napam 6vin ommerneH. Ipgexma om noemopHo2o eeedeHus
genobapoumana He 6wi10. Ha ghone 66edenus koHeyabcouua
ommeueHo ypedcernue npucmynos. llobaerenue k mepanuu
sucabampuna (cabpuna) 6ui36a10 ypesceHue MOHULECKUX
NpUCMynos, Ho Hapacmatue NPasocmMoporHe2o napesa. Py-
QuHamuod — ypedxceHue MUOKAOHUHECKUX NPUCMYNO8. 30-
HeepaH, aiikomna — be3 aghgpekma.

IIpu koucyaomayuu ¢ UIAHD um. Cem. Jlyku 6 oxkmsbpe
2015 e. 6 8o3pacme 10.aem: podumenu nayueHma npedssensi-
10m 2can00bl HA pe3ucmenmHuble K mepanuy dnuienmu4eckue
npUCMynsl, Hapyuienue pa3eumus U N08eOeHUsl, GblpaCeH-
HYI0 2UNepaKmugHOCMs, HeYCUOHUBOCHb, IHYPE3.

Ilayuenm saesopykuii. Ilpu opuenmuposounom mecmu-
POBAHUU — UHMEANEKMYaNbHble HAPYUEeHUS.

Iloayuan neuenue: kongynexc 1200 me/cym, monamaxc
300 me/cym.

B omoenenuu npexupypeuneckoil duaenocmurxu HITHD
um. Cem. Jlyku Obin nposeder 08YXCYMOUHbLI npexupypeu-
yeckuil audeodnekmposnyedaroepapuueckuii MOHUMOPUHR
¢ peKoHcmpyKyuei mMeicoyHapoOHoil MOHMANCHOI cXeMbl
«10—10». 3apecucmpuposaro evipaiiceHHoe HapyuieHue ghop-
muposanus gorosoii pummuru. Augppepenyuposxka porosoii
pummuku 6o0pcmeosanus u cHa He svipadxcera. Con Ha cma-
duu He dughgpepenyupyemcs, gusuonsocuteckue nammepHol
CHA He 8U3YANU3UPYIOMCA. SHAUUMOL MeHCNOAYUAPHOI
acummempuu KopKoeol pummuku He evisieaeno. Ponosas
pummuka npedcmasnena oupgysHoii meoneHHOU aKMUBHO-
cmbl0 mema-deabma-ouanaszona, amnaumyooi 6 cpedHem
do 50—70 mx B, b6e3 06pazosanus pecuoHAPHbIX AKYEHMOB.

Inurenmuopmuas akmugHOCms 8 COCMOAHUYU 600p-
CMBOBAHUSA U CHA Pe2UCMPUPYemcsi NOCIOSHHO U 8bICOKUM
uHdexcom oupghysHo, buramepanbHo ¢ 8bICOKOU CHeneHbio
CUHXPOHU3AYUU, NPedCMABAeHa OCMPbIMU B0AHAMU, KOM-
naekcamu ocmpas—meonieHHas 60AHA, NUK—BOAHA aAM-
naumydoii do 100—250 mk B, ¢ akuenmom 6 3amvla04HO-
3a0HEeBUCOUHbIX, YEeHMPANbHO-MEMEHHbIX OmeedeHUsx
6e3 omuemaugoil aamepaauzayuu. Bo che na omdenbHbix
2n0xax 3anucu ecaed 3a cepynnupo8anHbIMU 8bICOKOAM-
nAUMYOHBIMU PA3PA0AMU OMMEUEHO HEeNnpoOoA’CUMENbHOE
oughgpysnoe ynaoweHue 6u031eKmpu4ecKoil aKmueHoCmu
(cynpeccugHo-63pbl8HOL NAmMmepH,).

B x00e uccredosanus 6 cocmosHuu 600pcmeo8anus U cHa
3ape2ucmpupo8ansl InULenMu4ecKe nPUCIMYNbl: CepuilHble
JnusenmuuecKue cnasmol (Ha s1eKmposnyedaroepamme

NpUCMynam coomeencmensano NOsAGAeHIUe HeeblCOKOAMNAU-
mydHoti (00 50 mxB) ougghysnoii medaenroil 6onnbl Ha ore
SHAUUMENbHORO CHUMNCEHUS UHOCKCA U AMNAUMYObl UHMEPUK -
MAAbHBIX PA3PA008); ACUMMEMPUUHbIE MOHUYECKUE NPUCTY -
nbl, XapaKmepu308asuiuecst GuIamepanlbHbiM acumMmemput-
HbiM (Goable cnpasa) HANPANCeHUEeM 8EPXHUX KOHEUHOCMell,
BbIMALUBAHUECM HUNCHUX KOHEYHOCHEll, NO8OPOMOM 20108bl
61€60 (Ha 21eKmpo3HYedaloepamme NPUCMYNam Coomeem-
CcmMe06an0 nosiéaeHue ougpysnoeo paspaoa NUK—eoaHa am-
naumydoii 0o 180 mkB uau ougpghysnoii medsreHHOI 804HbI
amnaumyooii do 100 mx B ¢ nocaedyrowum ouggysuvim ynio-
weHuem 6uosneKmpuyeckoli akmugnocmu). Jlocmoegepoil
AQMepatu3ayul U A0KAAU3AUUY UKMAAbHLIX NAMMEPHO8
He GblABAEHO.

Maenumno-pesonancnas momoepagus: dugpgysnas
A€80CMOPOHHASA KOPMUKAAbHAA OUCNAA3US (NO-8UOUMOMY,
1-20 muna).

B c6a3u ¢ pesucmenmnHocmoio kK aHMUINUAENMUHECKOLL
mepanuu nauyuenmy 22.06.2016 bbira nposedera umniam-
mauus cucmemvt ChH. Ilapamempol cmumyasayuu: wupura
umnyavca 500 mxc, yacmoma cuenanra 30 Iy, cusra moka
0,25 mA. Hacmpoiika (evikarouenue/exarovenue): 5 mun/40 c;
I mun/30c; 1,8 mun/30 c; 1,1 mun/30 c¢; 0,8 mun/30 c;
0,5 mun/30c¢; 0,3 mun/21 c; 0,3 c/30c. Maenum: cuna moka
0,5 MA, epems exaouenus 60 ¢, wupura umnyssca 500 mic.

Tepanus npodoaxcaemcs 00 Hacmosule2o 8pemMeHu.
Ha ¢pone CEH ommeuero ymenvuieHue 4acmomol RPUCYN08
Ha 45 %. Jleuenue nepenocum xopouio, no6ouHbwle 3¢hgermot
CBH omcymcmeyiom.

JlaHHBI KIMHUYECKUI TIpUMEp J€MOHCTPUPYET pa-
Hee npuHsaThe mogxonbl K CBH. B Hacrogmee Bpems
IIPUHITUITEL TepaIiy IIepecMOTpeHbl. HaunHaTh KOppek-
LIMIO MAapaMeTPOB CTUMYJISILIUM PEKOMEHIYETCS C Hapa-
IIMBAHUSI CUJIBI TOKA B paMKaxX 33aHHOTO TepareBThye-
CKOT0 Auaria3oHa. Eciu mpu 1ocTimKeHur onpeaeIeHHBIX
3HAYEHUI MOSBIISIIOTCS TTOOOYHBIE 3(P(PEKTHI, a TeparieB-
TUYeCKUl 3(pdeKT Bce elle He TOCTUTHYT, peKOMEHIY-
€TCSI MEHSITh COOTHOIIEHHME MEPUONOB «BKJIIOUCHUE»
U «BbIKJIIOUYeHue». CiaeayeT oOpaTUTh BHUMaHKUE Ha TO,
4YTO B JaHHOM KinHu4YeckoM npuMepe CBbH mposenena
y IalMeHTa ¢ TSKeJIoil (popMoii sanmIenicu (CTpyKTyp-
Hast (hoKaJIbHAasl SMWIEIICUS KaK Pe3yJbTaT IMOpaxKeHUs
Mo3Ta — (oKajpHasI KOpTUKaJIbHAsA TUCIUIA3Us) ¢ ab-
COJIIOTHOW PE3UCTEHTHOCTBHIO K AHTUAMUJIENITUYECKOU
Teparuu, y KOTOpOro jiedeHrue MHOoTouncieHHbIMU ADI1
B MOHOTEpAINIMU U B KOMOMHALIMU ObLIO HEYCIIEIIHBIM.
CBH B maHHOI CUTyalluM SIBIISICTCSI «TepaIueit oTyasi-
Husi». TeM He MeHee ObLI IMOJIydeH XOpOLIUii TepamneB-
THYecKuil 3pdexT (YMeHbIIEeHNE YacTOThHI IIPUCTYIIOB
Ha 45 %) naxe npu IPpUMEHEHUU TOKA HU3KOM CUJIBL.
B Hacrosiiee BpeMsl IJIaHUPYETCS MOBBIILIEHUE CUJIbI
TOKAa y JaHHOTO MarnueHTa. MBI HageeMcs, 9TO M3MEHE-
HUE MapaMeTPOB CTUMYJISILIMU IIPUBEIET K ellle 0OJIble-
MY VJIYYIIEHUIO TepalreBTuYecKoro a¢gpdekra y JTaHHOTO
00JIbHOTO.
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Takum oO6pa3zoM, MHOTOUYMCIIEHHBIE JaHHbIE JIUTepa-
Typhl TToKa3biBaloT, yTo CBH gBnsieTcs 3 heKTUBHBIM
U TOCTAaTOYHO XOPOIIO ITePEHOCUMBIM METOIOM JTOMOJI-
HUTEJIbHOM Tepaluy y NalMEHTOB C PE3UCTEHTHOM SITU-
JICTICUEN MIPU OTCYTCTBUHU MOKA3aHUM K PEe3€KIIMOHHBIM
oIepalusIM WIX B TeX CIydasiX, KOTJa XUpypruiyeckoe
JIedeHUe HeIoCTaTOYHO 3(pdekTuBHO. MeTon mMeeT
IOATOCPOYHYIO 3P PEKTUBHOCTDL, U d3PPEKT TeUueHUus
MOKET YBEJIMIMBATHCS MIPY MIPOIOJIKEHUH Teparmuu. Dd-
dexT or CBH MoXeT HacTynuTh He cpa3sy, OJHAKO 3TO
He TT03BOJISIET CAeIaTh BBIBOJ O HE3(M(HEKTUBHOCTU Me-
TOIA; CO BpeMEHEM BO3MOXKHO ITOCTETICHHOE YIIyUIlIeHUE
Ha IIPOTSCKEHMM Beeli Tepanuu. HecMoTpst Ha TO 9TO JIUIIb
Y HEMHOTHX TIallMeHTOB IIPU UMILJIAHTAIIUA CHUCTEMBI
CBH pocturaetcs moHast peMUCCHs, Y 3HAUYUTEIBHOTO

YHMCJIa TAMEeHTOB YIy4YIaeTCsl KAYeCTBO XXU3HM. DTO CBSI-
3aHO C LEJIbIM PSIA0OM MOJI0XUTENbHBIX 3(pdekToB CHH,
BKJIIOYAsl YMEHBIIICHUE YaCTOTHI, TSKECTH, IUINTEILHOCTH
MIPUCTYIIOB, YMEHBIIICHUE TSLKECTU M ITATEIBHOCTH TTOCT-
MIPYICTYITHBIX HAPYIICHWI, 3HAYNTEIHbHOE COKPAIIICHNE Ja-
CTOTHBI WJIM TIpeKpalleHNe THEBHBIX IIPUCTYIIOB MagcHMIA
¢ TpaBMaTHU3alMel, 3HAUUTEIbHOE COKPAIIEHNE YaCTOTHI
WIN TIpeKpaIeHNe SMU30I0B SIMIICHTHICCKOTO cTaTyca
y HAlIMEHTOB CO CKJIOHHOCTBIO K CTaTYCHOMY TCUCHUIO
MIPUCTYIIOB M, COOTBETCTBEHHO, YMEHBIIICHHUE ITPOIOJIKI-
TEJLHOCTU CTallMOHapHOTO JieyeHus. [TokazaHo, yTo Goliee
paHHsasa uMIuiaHTanus cuctembl CBH y maneHTOB ¢ dap-
MaKOPE3UCTEHTHOM AnuJiericueil IpuBOAUT K 00Jiee BBICO-
KoOI 3(D(eKTUBHOCTY METOAA M HAWJTYYIIIMM MCXOIaM B OT-
HOIIIEHNY KOTHUTUBHBIX (DYHKIIWIA, B TOM YUCIIE Y JCTCH.
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H3MeHeHus cepAeYyHoro pumma npu anunenmuyeckux npucmynax
Kak hakmop pa3Bumus CUHAPOMA BHe3anHoli CMepmu npu nunencuu
(0630p numepamypbi)

A.B. Monaxosal, A.JO. kmmna?, E.JI. Beroycosa!
10maden anunenmonoeuu u ncuxorneeponoeuu Hayuno-ucciedo8amenbckozo KAUHUHECKO20 UHCIMUMYMA NeOuampuu
um. akademura FO.E. Beavmuwesa DI'BOY BO «Poccuiickuil HAyuoOHANbHbLI UCCAe008aAMENbCKUN MEOUUUHCKUL YHUBEPCUMEm
um. H.U. ITupoeosa» Mun3zdpasa Poccuu; Poccus, 125412 Mockea, ya. Tardomckas, 2;
20emcioe Kapduonoeuueckoe omoenenue HapyuieHuii cepdeuroeo pumma Hayuno-uccaedoeamenscko2o KAUHUMECK020 UHCIUMYMA
neduampuu um. axkademura IO.E. Beavmuwesa @I'HOY BO «Poccutickuii HAyuoHAaNbHbLI UCCAe008aAMENbCKULL MEOUYUHCK UL
yHuseepcumem um. H.U. [lupoeosa» Mumnzdpasa Poccuu; Poccus, 125412 Mockea, ya. Tardomckas, 2

Konmarxmor: Anacmacus Bauecnasosna Mounaxoga stasya1803@mail.ru

Cundpom éne3antoll cmepmu npu snunencuu (sudden unexpected death in epilepsy, SUDEP) seisemcs 0CHO8HOU NPUMUHOL 1M AAbHBIX UCX0008
Y RAYUEeHmo8 ¢ SNUAencuell U 6cmpeuaemcs y makux 601bHbiX no kpaiinei mepe 6 20 pas uauje no cpagrHeHuio co 300posvimu ar00smu. Bo epems
SNUNSNMUUECKUX NPUCIYN08 Y 3HAHUMENbHOU HaACMU NAYUEHINO08 03HUKAIOM U3MEHEeHUsI CepOetH020 pumMa u yenemenue ovixanus. Tlpeono-
Aazaemcs, 4mo 3mu Kapouopecnupamophwle 0CA0XCHeHUs — Hauboaee eeposimublil hakmop pucka pazeumus SUDEP. Cpedu cepdeunbix apum-
Muii Haubonee 3uayumvimu 6 namogusuonoeuu SUDEP npedcmaensromes acucmonus u pubpuiisiyus scenydoukos, paseusaroujiiecs Henocpeo-
cmeenHo nocae npucmyna. Ilpuuunoil 603HUKaGIOWEl CcepOeuHO-1ec0UHOU NAmoaoeuy cuumaemcss OUCKOOPOUHAYUS OesmeabHoCmu
6e2eMamueHOl Hep8HOLL CUCIEMbl 8 C8A3U C 808AeHeHUeM UEHMPO8 A6MOHOMHO20 KOHMPOSL 8 INUAENIMUMECKYI0 AKMUGHOCHb. Y nayueHmos
¢ 0aumenvHo meKyuell pe3ucmeHmHoll Inuiencuell Popmupyemcs XpoHu4eckas OUcQyHKYUs 6ecemamugHoll Hep8HOU cUCmeMbl U, KaK caeo-
cmeue, 601bUlast NPeOPACHONOICEHHOCIb K HADYWEHUSAM cepieuoeo pumma. JlemansHoe uzyvenue KapouanbHbixX HapyuleHuil 60 8pemsi SNUnen-
muYecKux npucmynos 0acm KA Kk noHumanuro puckog pazeumus SUDEP u paszpabomie nooxo0oé dis e2o npedomepaujeHus.
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Sudden unexpected death in epilepsy (SUDEP) is the most common cause of death in patients with epilepsy and occurs at least 20 times more
often in patients with fore mentioned condition compared with healthy people. During epileptic seizures, a significant proportion of patients
develop heart rate variability and respiratory depression. It is assumed that these cardiorespiratory complications are the most probable risk
factor for the development of SUDEP. Asystole and ventricular fibrillation, developing immediately after the seizure, are the most significant
arrhythmias in the pathophysiology of SUDEP. Discoordination of the autonomic nervous system activity in connection with the involvement
of autonomous control centers in epileptic activity leads to the emerging cardiopulmonary pathology. In patients with long-term resistant epi-
lepsy, chronic dysfunction of the autonomic nervous system is formed and, as a consequence, a greater predisposition to the disturbances
of heart rhythm. A detailed study of cardiac disorders during epileptic seizures will provide the key for understanding the risks of developing
SUDEP and developing some approaches to its prevention.
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BsepeHue

XO0poII0 M3BECTHO, YTO BO BPEMSI SIMUICIITUIECKO-
ro IMPUCTYyIIa IIPOUCXOINT HapyIIeHNE paObOTHI Ceplia.
OnHaKoO TOJIBKO B MOCJIEAHUE TOABI MPUIILIO TOHUMA-
HHE 3HAYMMOCTH CEPACYHBIX aPUTMUI B IIEPUUKTAJIb-
HOM Iiepuoje (D0 HaCTYIUICHUSI IIPUCTYIIa, BO BpeMs
M TI0CJIE HETO) KaK BO3MOXHOI0 MeXaHM3Ma CHUHIPO-
Ma BHE3aITHOM cMepTH mpu smwiernicun (sudden unex-
pected death in epilepsy, SUDEP). IlepBsie runmore3sl
0 BapHaOEIbHOCTU CEPACIHOrO0 PUTMA IIPU SIMUJICTICUN
Kak Bo3MoxkHo# npuunHe SUDEP Obin BBIZBUHYTHI
ewle B Hayase 1960-x rogos [12], omHAaKO 10 HACTOSILETO
BPEMEHHU 3TOMY HE CYIIECTBYET TOUYHBIX ITOATBEPKICHUIA,
YTO MOXET OBITh CBSI3aHO C OTCYTCTBHEM PETUMCTPALINU
BIIEKTPOKAPAUOTPAMMEBI IIPU OOJBIIMHCTBE (paTaaIbHBIX
SIUJCTITUYECKUX NPUCTYIIOB. B 1TaHHOM 0030pe MBI MO~
MbITaeMCs 0000IIUTh JaHHbIE O HAPYILEHUSIX CEPASUYHO-
o pUTMa B UKTAILHOM (IIPUCTYITHOM) U ITOCTUKTAJIb-
HOM (ITOCJICTIPUCTYITHOM) IIEPHUOIAX, X KIMHUICCKON
3HAYMMOCTH 1 OCHOBHBIX MEXaHM3MaX BOSHUKHOBEHUSI.
VY nereii cepaeyHbIe apUTMUM YaCTO SIBJSIIOTCS CJIENICT-
BUEM MUCHOYHKIIMYU BeTeTaTUBHOM HEPBHOM CUCTEMBI,
KOTOpasi pa3BUBAETCS 3a CUET HAPYIICHUSI KOOPIUHAIIUHI
LICHTPOB BETeTaTUBHOI'O KOHTPOJISI Cepllia B TOJIOBHOM
mosre. UMeroTcs yoeaquTeabHble JaHHbBIE O XPOHUYECKOMN
IUCOYHKIIMK BeTeTaTUBHOM HEPBHOM CHCTEMBI Y MallM-
€HTOB ¢ (papMaKOpPE3UCTEHTHON U IJINTEJIBHO TEKYIIEi
snuericuein [8].

Yacrora cepaeuHbIX apUTMUIA Y JIIOJEH C SIuiercuei
B LICJIOM BbIllIe OOIIENOIyIsIIMOHHOK. B HegaBHO mpoBe-
neHHoM B CIIIA kpynmHOM o01IeHalIMOHAJIbHOM aHaJIi3e
bonee yeM 1,4 MUTH TOCTIMTAIM3ALIMIi TTAIIIEHTOB C TSXKe-
Jioii sanuienicueii moutu B 1/4 (23,9 %) Bcex ciydyaeB y na-
LIMEHTOB OBLIY 3apErUCTPUPOBAHBI CEPACYHBIC ApDUTMUU,
HanOoJIee YacToi 13 KOTOPBIX ObLTa GUOPVILISLIVS TIpe/ -
cepauii (9,7 %). MyxkurHbI ObUIM 00JI€€ CKJIOHHBI K Ha-
PYIIEHUSIM pyATMA cepara. J1omist apuTMuii peBaaupoBaja
(40,8 %) B Bo3pacTHoIi rpyie 65—84 roma. Takke moka-
3aHO, YTO CMEPTHOCTh BO BpeMs TOCIIMTAIN3aLMU ObLIa
3HAYMUTEJILHO BBIIIE y MAIIMEHTOB, UMEBIINX COYETAaHUE
anujerncuu u aputMmuu [5]. Takue pe3ysibraThl CBsI3aHBI
HE TOJIBKO ¢ BO3PaCcTOM T'OCTIMTAIU3UPOBAHHBIX M HAJIA-
YH{eM y HUX COITyTCTBYIOIIMX 3a00JIeBaHMI, HO U C IUIH-
TEJIbHOCTBIO TCUCHMST SITMJISTICUH M, KaK CJICACTBHE, (hOop-
MUpOBaHUEM BereTaTuBHOro aucbanaHca. PaHee ObL1o
IMO0Ka3aHO, YTO CMMIIaTOBarajabHas TUCQHYHKIINS MOXKET
OBITH HE3HAYMTEIbHON HAa pAaHHUX CTAAUSIX SMUJICTICUN
1 BO3pacTaeT IPONOPIMOHAIBHO JUINTSIBHOCTH TCUCHUS
3aboneBanusd [12].

OCHOBHBIMH BUIAMM IPUCTYITHBIX CEPASIHBIX apUT-
MUU SIBJISTFOTCS TaXMKapaus, OpaguKapausi, aCUCTOIHS,
aTPUOBEHTPUKYJISIpHAS OJIOKama, TpeneTraHue / hpuopui-
JIIUS TIpeacepanii, GuopmIIIaLus XelrynoukoB. Hirke
paccMaTpUBaIOTCS TaHHBIC BAapMaHTHI HApYIIeHUI cep-
JIEIHOTO PUTMA B MOMEHT SIUJICIITUYECKOTO IIPUCTYTIA.

Taxukappus

Haub6onee pacnpocTpaHeHHBIM BUAOM HapylleHU
CEepICYHOTO PUTMAa B MOMEHT IIPUCTYMA SIBJISICTCS CHHY-
COBasl TaXUKapaUs, KOTOpasi, II0 pa3HBIM OIICHKAaM, Ha-
omonaercs y 82 % nauueHToB ¢ snuiencueii B 80 % Bcex
MpUCTYNOB [4]. B GoJNBIIMHCTBE ClTydyaeB OHA He MpeacTaB-
JISIET YIpO3bl M MpoTeKaeT beccuMnToMHO. B uccnenona-
HUSIX, TIOCBSIIIEHHBIX HAPYIIEHUSIM CepACYHOIO PUTMa
IIPY SIUJIEIITUICCKUX TIPUCTYIIAX, 3a TAXUKAPAUIO TIPH-
HUMAaJIU IIPEBBIIICHNE YACTOTHI CEPICYHBIX COKPAICHMI
(YCC) o6onee 100 yn/MuH y malimeHTOB cTapiie 15 jer
u 169 yn/muH y geteit 6—11 mec [6]. B ocrajibHBIX BO3-
PACTHBIX TPYIINAaX 3a TAXUKAPAWIO IIPUHUMAIHN YBEJIMIe-
Hue YCC BpIlIe BepXHE TPaHUIIBI BO3PACTHOIT HOPMEI
(TOYHOE 3HAYCHME BepXHEW I'PaHUIIBI HE YKA3BIBAIOCH).

Taxukapouss MOXeT MPeAIIeCTBOBATh SIMICIITHIC-
CKOMY IIPUCTYIY, COBITaAaTh C HUM WJIM BO3HUKAThH I10-
cie Hero [4, 8]. [IponosKUTEeIbHOCTD 3aAePKKI MEXKITY
TaxuKapauei u HadajioM cynopor kKoneonercs ot 0,7 mo
49,3 c [8] ¢ MmakcumyMmoM B TiepBbie 30 ¢ OT Havyaja Ipu-
cryna. E Leutmezer u coant. (2003) moka3anu, 4T0 Cy-
IIECTBYIOT 2 OCHOBHBIE KPMBBIE NU3MEHEHUI CepIACTHOTO
PUTMa BOKPYT IIPUCTYIIA: IOCTOSTHHBINM HEYKJIOHHBINA POCT
YCC nnu peskoe npepoiBuctoe Hapactanue YCC ¢ no-
cJIeIyIOIIUM HEeIIPepbIBHLIM YCTOMYUBBIM pocToM [11].

JaHHBIC 3HAYNUTEJIFHOTO YKCJIa UCCIIeIOBAaHUIA CBU-
JIeTeJIbCTBYIOT O BOBHUKHOBEHUM TaXUKAPINU BO BpEeMsI
SOUJICTITUYECKUX IIPUCTYIIOB C HAYaJIOM B BUCOYHBIX 00-
JIACTSIX, IPUYEM B HEKOTOPBIX pabOTax YTOUHSIETCS TIpe-
AMYIIEeCTBEHHAas! pOJIb IpaBoii BUCOUHOI o [8]. Bos-
MOXHBIM MEXaHU3MOM Pa3BUTUS TaXUKAPIUU BO BpeMsI
SIUJICTITUISCKOTO IIPUCTYIIA SIBJISIETCS pacIIpOCTpaHEHNE
SIWJICHTUYSCKUX Pa3psIoB B IIPaBYI0 MHCYJISIPHYIO KO-
py [8]. DTo monTBepxKmaeTcsd U TeM (GakKTOM, UTO DJIEK-
TpUYecKask CTUMYJISIIIUS IIPAaBOr0 OCTPOBKA (MHCYJIBI)
YaIe MPpUBOAUT K BOSHUKHOBCHHUIO TaXUKapIuU, TOTIa
KaK CTUMYJISIIMS JIEBOM MHCYIBI — K ypexeHuio YCC
[2, 8].

Kaxk yzke yIToMHHAIJIOCh BBIIIIE, CHHYCOBasI TAXUKAPIHS
cama 1o ce0e SIBJISICTCS KIIMHNIeCKN He3HAYNMOI 1 BO3-
HUKAeT B ITOJABJISIONIEM OOJBIIMHCTBE SMICTITUICCKIX
npuctymoB. OMHAKO pa3BUTHE TaXMApUTMHU, a TaKXKe
3JI0KaYeCTBEHHOM XeJIyTOYKOBOM TaXUKapauu 1 (pUOpHI-
JISIIIMY KeJTyTOYKOB MOXET OBITh OMHOM M3 BO3MOXKHBIX
npuunH SUDEP [8].

Bpanukappus

Bpanukapausa mpu SMUICNITUICCKUX IIPUCTYIIAX
BCTpeYaeTcsl 3HaYMTeIbHO pexe: oT 1,4 1o 5 % 3aduxcu-
pOBaHHBIX ciy4daeB [12]. bpagukapnus Bo BpeMs IIpuUcTyna
omnpeneinsieTcs Kak ymeHnbineHnne YCC <50 yo/muH [12],
u 06619HO0 YCC cocrapiseT 20—40 yn/muH [17]. 3Haun-
MOe€ 3aMeUICHHE CepIeIHOIO PUTMA BO BpeMs IIPHCTyIIa
yaiie nmpoucxoaut yepe3 10—30 ¢ oT ero Havasa, ¢ rocjie-
JIYIOLIAM BOCCTAHOBJIEHUEM 10 HOPMAJIbHBIX 3HAYEHUI
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YCC nubo 10 OKOHYaHUS CYJOPOT, IN0O C OKOHYaHUEM
npuctyna [12, 15]. Bece 3apeructpupoBaHHbIe Ha JAHHBIN
MOMEHT BIM30Ibl OpaTuKapAuu BO3ZHMKAIM IIPH Iap-
LIMAJIbHBIX TIpUCTyIax, nmpudyeM B 100 % ciyyaeB nmenu
MecTO (POKaIbHbIE JUCKOTHUTUBHBIE MPUCTYNHI [14].
Bo Bpemst 0mHOTO 1 TOTO K€ STMUJISIITUIECKOTO IIPUCTYyTIa
CepIeYHBI PUTM MOXKET 3HAUUTEIHHO KOJIeOAThCsI OT JIeT-
KOI TaxMKapIu{d B HayaJie COOBITUS M0 OpagnKapauu
U 1aXXe aCHCTOJINM IIPH TaJIbHEHIIeM pa3BUTUH IIPUCTYIIA
[12]. Beut onycaH ciydaii ¢ BaprabeTbHOCTBIO CEPASYHOTO
putMa ot 62 10 129 ya/MUH UIMTEIbHOCTbIO 6 MUH [12].
Bpannkapmus, pa3BuBIIasiCs BO BPeMsI SIMIICIITUYESCKOTO
MPUCTYIIA, SIBJSETCS ropa3no 0ojiee OracHOM U 3HaYUMOM
10 CPaBHEHUIO C TaXUKAPAMEH, TOCKOIBKY MOXET IIPHBO-
IINTh K aCUCTOJINU.

Acucmonus

AcHCcToNmsI, BO3HUKAOIIAsl BO BpeMs SIICTITHIC-
CKOTO IIPUCTYNA W B IIOCTIPUCTYITHOM TIEPUOIE, UMEET
HanboJjiee BaXXHOE KJIMHUYECKOEe 3HaUeHUe. 3a aCHUCTO-
JIMIO MpUHUMaJcs uHTepBai R—R nnutenbHOCThIO 60Jiee
3¢[17]. ¥ 0,318 % nmauueHTOB ¢ pedpakTepHOil (poKaIb-
HOH 3IWJICIICHEN BO BpeMsI IIPUCTYIIAa PETUCTPUPOBAIACH
aCHUCTOJIMSI, XOTSI MHOTHE aBTOPHI CKJIOHHBI CYUTATh 3TU
IMOKa3aTeJn CUIbHO 3aHMXCHHBIMU BCICICTBHE TOTO,
YTO aCHUCTOJIMS BCTPEUASTCS HaJIeKO He TIPU KaKIOM IIPH-
CTYIIE ¥ MOXET OCTaThCS He3aMEUeHHOM BO BPeMsI KPaTKoO-
BpeMeHHOTO MoHUTOpUupoBaHus [3, 13, 14]. ITo HekoTo-
PBIM TaHHBIM, JOJISI ACUCTOIMM IIPH SIMUJICTITUICCKIX
MPUCTYIIax MOXET COCTaBJIAThL OT 5 10 21 %, 4TO OBLIO
IMOKa3aHO y IMAllMeHTOB ¢ UMILIAHTUPYEMBIMU YCTPOIi-
CTBaMHU JUIMTEIIbHOTO MOHUTOPUPOBAHMS CEPIEIHOTO
putma [13, 14]. TouHbI# MeXaHU3M Pa3BUTUS ACUCTOIUUN
B HacTosAIIMiI MOMEHT HeusBecTeH. [Ipemmomnaraercs
CTUMYJISIINS IICHTPOB BEreTaTUBHOM HEPBHOM CHCTEMBI
SMUJICHTUISCCKUMHU pa3psigaMy, 9YTO IMOATBEPKIACTCS
TeM (paKToM, UTO JIOKAJIPHOE pa3apaxkKeHNe MUHIATICBUI -
HOTO TeJjia U MOSICHOM U3BWJIMHBI TOJIOBHOTO MO3Ta MOTYT
CIIPOBOLIMPOBATh aCUCTONINIO [14].

KnuHndyeckm acuCcToNMsI, BOSHUKAIOIIAsI BO BPEMSI
SIWJICHTUISCKOTO IIPUCTYIIa, MOXET IPOSIBISITHCS BHE-
3aIlHOH MoTepeid MbIIIeYHOTO ToHyca. Yalle ypexeHue
CepIeYHOro pUTMa BO3HUKAET IIPU JICBOCTOPOHHUX BU-
COYHOIOJIEBBIX MPUCTyHaX. MHOTHE aBTOPHI CUMTAIOT
aCHUCTOJIMIO OMHUM M3 HanbOoyiee BEPOSITHBIX MPUIUH
Bo3HukHoBeHUs SUDEP [8], omHako maHHas TUITO-
Te3a OCTACTCSI CIIOPHOM, ITOCKOJIbKY B MOAABIISIONIEM
OOJIBIIMHCTBE CIy4aeB acCHUCTOIUS SIBISIETCS KPaTKOB-
pemeHHoO (mauTcsa B cpeaHeM 10—30 c¢) u KynupyeTcst
camocToaTeabHO [17]. CaMmasa mauTenpHas U3 3aperu-
CTPUPOBAHHBIX aCUCTOJIMI IIPOaoIKaIach 96 ¢ U Takxke
KynupoBajach caMocTodaTeabHo [14]. EnuHcTBeHHAs 13-
BEeCTHasI K JaHHOMY BPEMEHU aCHUCTOJIMS, KOTOpask MoTja
npusecty K SUDEP, obl1a mpepBaHa depes 44 ¢ ycreni-
HBIMHM PeaHMMALIMOHHBIMU MEPONPUATUIMU. JlaHHOE

coObITHE ObLTIO KBaNM(pUuIUpoBaHo Kak okono-SUDEP
(near-SUDEP) [14, 17]. HecMoTpst Ha TO YTO aCUCTOIMUS
BO BpeMs SIIICTITUICCKOTrO IIPUCTYIIa OOBIYHO 3aKaH-
YUBAETCS CIIOHTAHHO C BOCCTAHOBJICHUEM HOPMAaJIBHOTO
CEepACYHOrO pPUTMa, OHA MOXKET IIPUBECTH K TpaBMaTH3a-
IIMK BCJICNCTBUE ITOTEPU MBIIIIEYHOTO ToHyca. MeHHO
ITO3TOMY BaxXHO TOOMBATHCSI KOHTPOJIS HAl IIPUCTYIIAMU
U u30eraTh MPUMEHEHUS JI€KapCTBEHHBIX IPEnapaToB
C HeTaTMBHBIM MHOTPOITHBIM 3((EKTOM, a B CIyyae co-
XPaHSIOIINXCS 3MU30I0B aCUCTOJUM JOJIKEH OBITh pac-
CMOTPEH BOMPOC 00 MMIUIAHTALIUU JIEKTPOKAPAUOCTHU-
myrasaTopa [14].

OToeJbHOTO BHUMAHUS 3aCIy>KUBAeT aCHCTOJIHSI,
pa3BUBAIOIIASICS B IIOCTIIPUCTYITHOM Tiepuone. JaHHast
apUTMUS TaKKe BOZHUKAJIA ITPH (DOKATIBHBIX IIPUCTYIIAX,
OJTHAKO GONBIIMHCTBO (85 %) MPUCTYIIOB C TOCTUKTAb-
HOM acucToJIMeil ObLIM BTOPUUHO-TeHEPaJIN30BaHHBIMU.
MMeHHO reHepanu3alus Cyiopor acCouMMpoBaHa ¢ 6osee
BBICOKOI CMEPTHOCTBIO TIPH SNMJIericuu: 7 u3 13 marnumeH-
TOB C 3aPETUCTPUPOBAHHOM NOCTOPUCTYITHOM aCUCTOIUECHA
yMmepsin ot BepositHoit SUDEP [14]. ITo Bceit Bupumo-
CTH, 3TO CBS3aHO C BO3HUKAIOIINM B IMOCTIIPUCTYITHOM
nepuoje nogaBjieHUeM OCHOBHOI OMO3JIEKTPUYECKOM aK-
TUBHOCTHU Ha 3JeKTposHLedanorpamme (D3I, KoTopoe
B COYETAHUU C OCTAHOBKOI AbIXaHUS U TSKEIO0M apUTMU-
eil 1 MpUBOINT K (paTanbHOMY Mcxony [17]. B mexaHusme
BO3HMKHOBEHMSI alTHOD 1 ACHCTOJIMM B PaMKaX TeHepal-
30BaHHOTO ITOIABJICHUS OMO3IEKTPUIECKON aKTUBHOCTHU
Ha DOT MoXeT UurpaTth pojab Ype3MepHOE TOPMOXKEHIE
C TMOAABJICHUEM CTBOJIOBBIX (DYHKITMIT 1 BOSBHUKHOBEHUEM
KaparopecupaTopHOro Kojuiarca [7, 9].

AmpuoBeHmuKynapxas 6noxana

ATpuOBEHTUKYJIsIpHasI 0Jl0KaAa BO BpeMsl IIPUCTYIIOB
MOXET OBbITh Pa3IMYHOM, HO HaMbOJIee YaCTO PETUCTPUPO-
BaJIMCh MOJIHbIE aTPUOBEHTUKYJISIPHbIE OJI0KaAbI U OJI0Ka-
1pl 1 ctenenn. IsaTh 13 9 3apernCTpUPOBAaHHBIX MTOJTHBIX
aTPUOBEHTUKYJISIPHBIX 0JIOKaJ1 COMTPOBOXIATMCH OCTAHOB-
KO cep/ilia ¥ ObLJIM BKJIIOYEHBI B UKTAIbHYIO ACUCTOIUIO
[17]. Bce onucaHHbBIe K HACTOSIIIEMY BpeMEHU Cydyau
aTPUOBEHTUKYISIPHOU OJI0KaAbI, pa3BUBILIENCS BO Bpe-
MSI SIMIICTITUYECKOTO MPUCTYIIA, BCTpeUaanch npu o-
KaJIbHBIX IpUCcTynax, mpudeM B 100 % ciydaeB ¢ HaYaIoM
M3 JIEBOTO IOJIylIapusl TOJIOBHOTO Mo3ra. Takas yetkas
JlaTepain3alus MOXET OOBSICHSIThCSI TEM, UTO aTPUOBEH-
TPUKYJISIDHBIN y3€J1 MUHHEPBUPYETCS JIEBBIM OTyKIaI01IAM
HEPBOM, TOTAa KakK IpaBblil O1y>KAalolIii HepB UHHEPBU-
pyeT CUHOATpUAaIbHBIN y3ei [12].

Tpenemanue u cubpunnayus npepcepaui

Bce BBIBOABI O TpereTaHUM M QUOPUIIIISILIMY TP -
cepauii B MOMEHT SIMIEHITUISCKOTO TIPUCTYIIa OCHOBBI-
BaIOTCS Ha OTrPaHUYECHHOM YHCJIe 3aPETrUCTPUPOBAHHBIX
ciaydaeB. JlaHHBIN BUI apUTMHUHU BCTPEUaJICs KaK BO Bpe-
MSI (POKaIBHBIX, TaK M BO BpeMs T€HEpaJn30BaHHBIX
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MIPUCTYNOB, KaK B IIPUCTYIHBIN, TaK X B IOCTIIPUCTYII-
HBII niepuon (Jaiie). B oraname ot Apyrux cepaeyHbIX
apuTMMI, GUOPUJUISLIMS IIpEeaCepanii OblIa 3HAUUTEIEHO
0oJiee TIPOIOKUTEIBHOM, JOCTUTasi HECKOJIBKUX YaCOB.
Coob11aeTcs TOJIBKO 0 3 ciy4yasx TpeneTaHus 1 (puopuI-
JISILIUY TIPEACePanii, KOTOPbIE ObUIM 3aperUCTPUPOBAHBI
B MOMEHT Bueo-33I-monutopupoBanus. CiegoBareiib-
HO, OCTaJIbHBIC 3a(MKCUPOBAHHBIC CIyIad TpeTeTaHUs
1 GUOPWLISINN TIPEICEPANI IBISIOTCS CBSI3aHHBIMU
C SIMUJICITUICCKUMHM IIPUCTYIIAMU JINIID TIPEAIIOI0KM -
TEJIbHO, TTOCKOJIBKY IPU UX BOSHUKHOBEHUH HE IIPOBO-
nunach 3anuch DO U MPUCTYIIBI OLIEHUBAJINCH TOJIBKO
KuHnYecku. Tem He MeHee B 2 13 3 JOKa3aHHBIX ClIyyaeB
WKTaJIbHOTO TpeleTaHusI U QUOPMIIIALINU TIpeacepauit
B JajbHelmeM 6buta Koncratuposana SUDEP [17].

HenynoukoBas maxukapaua u hubpunnayus KenyaoyKkos

DTOT BUI apUTMHUH TAKKE MaJIO U3YYeH B IIPUCTYITHOM
Mepuoe, OAHAKO 1JISI HETO CBOMCTBEHHBI OU€Hb BHICOKHE
pucku pa3sutusg SUDEP: Bce 3 onrcaHHBIX Ha JaHHBIX
MOMEHT cjiy4yasi NoTpeOoBaiv CEpAECYHO-JIETOYHOM pea-
HUMAaLIMW, U3 HUX 2 CiIy4as ObUIM KJ1acCUGUIIMPOBAHEI
Kkak okojio-SUDEP, 1 — xak SUDEP. U3BecTHO, uTO ¥ 1
M3 MOTMOIIMX MallMeHTOB OblIa aTPUOBEHTPUKYJISIPHAS
Osokana I crerneHu, ocTajabHble HE UMM PUCKOB pa3BU-
TUS CepACYHBIX apuT™Muii [2, 17].

Bce onucaHHbIe ciiyyaun XeJlyT04YKOBOM TaxuKapauu
1 GUOPMILISIIUN KETyI0IKOB aCCOIIMMPOBAHEI C TeCHE-
paJIM30BaHHBIMU TOHUKO-KJIOHUYECKMMU MTPUCTYTAMU,
YTO €llle pa3 MOATBEPXKIAET NJaHHbIE O 00Jie€ BLICOKOM
pucke SUDEP nipu takux npucrtymnax [10]. B maTore-
He3€ TaXMapUTMUIA MPEAIoaraeTcs MoBbIlIEHUE TOHY-
Cca CMMIATUYECKON HEPBHOM CUCTEMBI, YTO OTPAXKaETCs
B 3HAYUTEJbHOM BBIOpOCe KaTexojaMuHOB [14]. XoTsg
WHOYLMPOBAHHBIC IIPUCTYIIOM XEJIYIOYKOBbIC TaXUKap-
IS 1 QUOPUIUISIIINS XEJTyI0IKOB BCTPEYAIOTCS PEIKO,
OBUIO YCTAaHOBJIEHO, YTO MALMEHTHI C AMWIEIICUENA UME-
10T 00Jiee BHICOKMI pUCK pa3BUTUSI JAHHBIX HAPYLIEHUMI
cepaeuHoro putma. [1pu 6oJiee neTaabHOM UCCIeI0BAaHUU
00OHapyXeHO, YTO (PUOPMIIISILINS XKeTyT0YKOB BO3HUKAJa
yallie y JIMII C COMYTCTBYIOLIUMM 3a00JI€BAaHUSIMU CEPILIA.
MeHbliiee 4ncIIo caydaeB He ObLIO OObSICHEHO UMEIOLLIe -
cs1 KapAuaIbHOM IaTOJIOTUEH, MO3TOMY ObLT YCTAHOBJIEH
muarHo3 SUDEP [14].

Mwemuyeckue usmeHeHud npoueccos penondapusauuu

MUoKapaa

Kpome apuTmuii, BCTpedaloTcst U Apyrue U3MeHEHMS
Ha syiekTpokapauorpamme. ONuchIBaeTCs 2 OCHOBHBIX
MOP(dOJOrMYECKUX U3MEHEHUS 2JIEKTPOKAPANOrPAMMABI
IIPU SMUICITUYECKUX IIPUCTYIIaX: U3BMEHEHKE NHTEPBa-
nma QT u cermenTa ST. Unrtepsan QT B uKTajibHOM TIe-
pUOJEe MOXET YMEHbIIATLCS 10 CPABHEHMIO C IPYIIION
KoHTpoJig [12]. OpHako HanboJjiee YacTO OMUCHIBACTCS
U MPEICTaB/IsAeT 0OJbIIYI0 KIMHUYECKYI0 3HAYMMOCTh

IIPOTUBOIIOJIOXKHOE M3MEHEHNE — KU3HEYrpoXalolee
ymnnHeHne nHTepBana QT. JlaHHOe siBIeHME OBLIO 3a-
PEeTHCTPUPOBAHO KaK BHE IMPUCTYNOB (KaK CHUHIPOM
yaauHeHHoro nHTepBaia QT), Tak 1 HemOCPeACTBEHHO
BO BpeMsI CYIOPOXKHBIX ITpucTynoB. [IpucTymHas Taxukap-
ST HEPEIKO acCOLMUPOBaHA C U3MEHEHUSIMU CeTMEHTA
ST [14]. S. Tigaran u coaBT. Habmoganu ST-aernpeccuio
Yy 3HAYMTEJBHOTO YKCIa TAIleHTOB BO BPEMS CyoOpOT
Ha (OHe yJalleHHOTro cepaedyHoro putMa [16]. Ipyrue
MCClieI0BaTeNr, HAIIPOTUB, COO0IIANM 00 3J1eBalluu CeT-
MeHTa ST B mpuctymHoM Tepruone. CMerieHne cerMeHTa
ST BbIlIe MM HIDKE N30JIMHUAM MOXKET SIBISIThCS IIPU3HA-
KOM HIIIEMHUYECKOTO MOBPEXICHUS MUOKapaa: MOIbeM
cermeHTa ST B IpyIHBIX OTBEACHUSIX CBUIETECIHCTBYET
0 HaJIMYUHK CyO3MMKAPANAILHOTO WA TPAaHCMYPaIBHOTO
ITOBPEXICHUS ITepeIHEI CTEHKH JIEBOTO XeTymouka, a ST-
JIETIpeccysi B TPYAHBIX OTBENEHUSIX YKA3bIBACT HA HATMYUE
HUIIEMUIECKOTO IMMOBPEXACHUS B CYOIHIOKApANATbHBIX
oTIesax MmepeaHe CTEHKY MJIU TPaHCMYPaJIbHOTO IOBpPe-
KIEHMS 3aIHEel CTEHKM JIEBOTO Xeynouka. Ha Hamudaue
HIIeMUM MHOKapa BO BpeMs SIMICTITUYSCKUX IIPUCTY-
OB YKa3bIBaeT TakKe MHBepcust T-BoiH [12].

Perynauus cepaeyxoii fesmenbHocmu u namorexe3 SUDEP

BereraTuBHas HepBHasI CHUCTeMa UIPAacT BEAYIIYIO
POJIb B MO P KAaHUY TOMEOCTa3a OpraHn3Ma ITOCPEACTBOM
PETYJISIIMU BeeX OpraHoB U cucTteM. [lapacuMmaTtuaeckast
PETYIISILINS Ceplla OCYIIECTBISICTCS Oy KIAIOIMIMMK He-
pBaMU, SIIPa KOTOPBIX HAXOASITCS B IIPOIOITOBATOM MO3TE.
Biryxxmaroryie HepBbI UMEIOT CBSI3M C IBIXaTeIbHBIMU 1ICH-
TpaMU B CTBOJIE TOJIOBHOTO MO3Ta, KOTOPHIE ITOTyYaloT MH-
dopmalno oT XeMo- 1 06apopereITOPOB JIETKIX M AOPTHI.
[ToBhIIIIeHNE BaryCHOTO TOHYCA IIPUBOAUT K CHIDKCHUIO
YCC, HapyleHUIO aTpUOBEHTPUKYJISIPHON TTPOBOAMMO-
CTU. AKTHBAIIASI CUMITATUIECKOTO OT/eIa BereTaTUBHOM
HEPBHOM CHCTEMBI, HAIIPOTUB, CTUMYJIUPYET COKpaTh-
MOCTb ¥ BO30OYIMMOCTD, BBI3bIBAsI TAXUKAPIMIO U YCUJICHIE
aBTOMaTM3Ma CMHYCOBOTO y3Jia. HagcermMmeHTapHBIM OTHeN
BBICIIIEI HEPBHOM CUCTEMBI ITPEACTaBIICH JIMMONKO-PETH-
KYJISIPHBIM KOMIIJIEKCOM, TUITOTAJIAMYCOM U KOPOi 00JIb-
IIKMX MOJIyIIapUii TOJIOBHOIO Mo3ra. OCTpOBKOBasI JOJIS
" TipeppoHTaIbHASL KOpa CUUTAIOTCS KOPKOBBIMU IICHT-
paMu aBTOHOMHOI1 HepBHOM cucTeMbl. [Ipu pacnpocTtpa-
HEHUM SMWICTITUICCKUX Pa3psiIoB Ha JaHHBIC CTPYKTYPHI
IIPOVCXOIUT AUCPETYIISLMS OeITeIbHOCTA BEereTaTUBHOM
HEpPBHOI CHCTEMBI U, KaK CJICICTBHE, BOSHUKAIOT KapIu-
aJIbHBIE M peCIpaTOpHbBIE paccTpoiicTBa [8].

ToBopst 0 cepmeYHBIX ApUTMUSX B IIPUCTYITHOM U T10-
CTIPHUCTYITHOM IIEpHOAaX KaK O BEPOSITHON MpUIMHE
SUDEP, Henb3st He YYUTHIBATH BaXKHOCTD JBIXaTEIbHBIX
HapylIeHN KaK OJHOTO M3 3BEHbEB ITaTOMEXaHM3Ma
cungpoma SUDEP. UmeHHO coyeTaHue pecniupaToOpHOM
IUCOYHKIMY (TUTIOKCHS / TUIIEPKAITHUS / OTEeK JIETKMX),
KapaIuaJIbHBIX HAPYIICHUH (Taxu- WA OpamuKapaus,
yIJIMHEHNE WK yKopodyeHue nHTepBaia QT) 1 Mo3roBoit
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IUCHOYHKIMY (BeTeTaTUBHBIN qucOaIaHC, TOCTIIPUCTYII-
HOE reHepaIn30BaHHOE MTOMaBICHUE OMO3JIEKTPUICCKO
akTUBHOCTUA Ha DBT'), 1Mo Bcel BEPOSTHOCTH, IIPUBOIUT
Kk SUDEP [1, 7]. Bo3Hukarolee B ITOCTUKTATLHOM ITEpHO-
Jle TeHepaJIn30BaHHOe MofaBieHue putMa Ha D3OI compo-
BOXIAETCSI PE3KUM CHUKECHHMEM CITOHTAaHHBIX JTBYKCHUIA
U MOXET MOTPeOOBaTh MPOBEAECHUS PEAHUMALIMOHHBIX
MEpONpUITHI (CaHALIMS BEPXHMX ObIXaTeJIbHBIX ITyTE,
okcureHanus). Ha doHe Tsokenoii THIMOKCEeMUN MOXHO
OXWIATh Pa3BUTHS JECTAOMIN3ALINY BETeTaTUBHOM HEPB-
HO# CHCTEMBI, 9TO, B CBOIO OUepenb, MOXET IIPUBOIUTH
K HapyIIeHUsIM cepaedHoro putMma [9, 15].

BbiBofbI

IMTauueHTHI ¢ anMiIencueit 6osee MmpeapacroaoXkeHbl
K HapyIIEHUSM CEPIECIHOTO PUTMA, IIPU 3TOM CYIIECTBYET
npsiMast KOPPEJSILIMS MEXY TSKECTBIO Y IJTUTEJIbHOCTBIO
TEUCHMS SIMIISTICUY ¥ HAIMINEM KapIuaabHBIX HapyIIle-
Huii. HanbGonee yacTo apuTMUU CBSI3aHbI C SIUJIEIITUYES-
CKVIMM TIPUCTYIIaMHU (BO3HMKAIOT HEMTOCPEACTBEHHO TTepeT

Pa3BUTHUEM CYIOPOT, B MOMEHT CYIOPOT M IIOCJIe HUX).
KuzHeyrpoxamomuMy (ITIOTCHIIMAIBHO ITPUBOISIIITUMU
k SUDEP) kapamalbHBIMU HapyIIeHUSIMU SBIISIIOTCS
GUOPIILIAIIMS KEITyT0UYKOB, aCUCTOJINS, pa3BUBAIOIIASICS
B ITIOCTIIPUCTYITHOM IIepHOe, M U3MEHEHNE (YKOPOUCHHE
wiu ynnmuHeHue) uarepsaia QT. Cuanpom SUDEP acco-
LIMAPYETCS C TeHEePaIM30BaHHBIMU IPUCTYIIAMU: TIOCTIC
reHepaJIM30BaHHOTO TOHMKO-KJIOHUYECKOTO IIPUCTYIIa
MMeeT MeCTO MoaaBieHre puTMa Ha D3OI, B MOMEHT KO-
TOPOTO, IO BCE BUTMMMOCTH, I pa3BUBAIOTCS CepIeyHast
U IpIXaTeJbHas matojoruu. I1lpu aToM majaeko He Bce
MMAllMEHTHI ¢ AIIICIICHEIl, B TOM YMCJEe C TeHepaaIn30-
BaHHBIMU MIPUCTYIIAMU, TIPEIPACIIONOKEHBI K Pa3BUTHIO
cunapoma SUDEP. I[TonnMaHue TIpuYnH €ro pa3BUTHUs
KpaitHe BaKHO [T pAaHHETO BBISIBJICHMS JIUILI U3 TPYIIIT pHU-
cka 1o pazsutuio cuHapoma SUDEP u ux yrimydaeHHOTO
KapauoJiornyeckoro oocienonaHus. [Iporno3upoBaHue
SOUJICTITUYECKUX IIPUCTYIIOB HA OCHOBAHUM M3MEHEHMI
CepIEeYHOr0 PUTMA MOXET U3MEHUTD ITOAXOIBI K JICUCHHIO
U, BO3MOXHO, TipegotBpatuth SUDEP.
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Cungpom gethuyuma mpascnopmepa rnioko3bl | muna:
KNUHUYecKuil cnyvail

E.A. Kymmm, A.C. Koros, E.B. Myxuna, }0.10. Koranesckas, /I.B. Ceemnmmunas, M.B. Ilanreneena
T'BY3 MO «Mockosckuii 06aacmHoil HayuHo-uccaedosamenvckuil kKaunuueckui uncmumym um. M.®. Bradumupckoeo»;
Poccus, 129110 Mockea, ya. lllenkuna, 61/2

Konmarxmeoi: Anexceii Cepeeesuu Komog alex-013@yandex.ru

Aemopbl npedcmaesasiiom YHUKAAbHOE KAUHUYECKOe HaOa0eHue cayuas Hacie0CmeeHHo20 deduyuma mpancnopmepa earokosst I muna,
maxkoice umenyemoeo bone3nvio de Bugo. Cunopom degpuyuma mparcnopmepa enrokosot I muna (OMIM: 606 777, ORPHA: 71277) — pedkoe
2eHemuyeckoe 3aboneganue, ceszantoe c mymayusmu  eene SCL2A, kooupyiowem nepeHoc ea0K03bl yepes eeMamosHyedaruteckuti 6aps-
ep. Knunuveckuii cayyail, npusooumbsiii 6 cmamoe, NONOAHSIEM KONUAKY 2eHEMUYECKU 8epUpUUUPOBAHHBIX CUHOPOMOE HAPYUIEHUS MPAH-
Cnopma 2K 03bl, RPUEOOSUUX K PA3GUMUI0 NOAUMOPDHBIX HegpoouuecKux Hapyuteruil. CUHOpom uauye 6ce2o Hacaedyemes aymocomMHo-00-
MUHAHMHbIM RYymeM, 00HAKO U36ECMHbL U pedKue NPUMepPbl AymOCOMHO-peyeccueHoil nepedaqu. Onucano okoao 500 Kaunuueckux cay4aes
HACMOSAUWE20 CUHOPOMA, XOMS1, NO MHEHUIO PA3HBIX AGMOP08, YUCAO KAUHUHECKU 8ePUDUUUPOBAHHBIX CAYHAEE, He NOOMBEPIHCOCHHBIX 2eHe-
MU"ecKUM UCCAe008aHUEM, 3HAYUMEAbHO ebluie. TIoMUMO OaHHBIX KAUHUYECK020 meyeHUs 3a001e6anuUs npueedeHbl NOOPOOHbIe pe3yabma-
MblL 2eHeMuU4ecKol UHmepnpemayuil HacAedCMeeHH020 CUHOPOMA, PACCMOMPEH COBPEMEHHbLI Memod namo2eHemu4eckoli mepanuu — Ke-
moeeHHas duema.

Karoueevie caoea: cunopom degpuyuma mpancnopmepa earoxosot I muna, GLUTI, 6oae3us de Bueo, kemoeennas duema, snyegasonamus,

anuaencus, Kaunu4eckoe Habardenue, mymauus 6 eene SCL2A

Jlasa ywumuposanus: Kysuw E.A., Komos A.C., Myxuna E.B. u dp. Cundpom degpuyuma mpancnopmepa earoko3wvt I muna: Kaunuueckuii
cayuaii. Pycckuii sicypnan demckoii neeponoeuu 2019; 14(2):23—8.

DOI: 10.17650/2073-8803-2019-14-2-23-28

GLUCOSE TRANSPORTER DEFICIENCY SYNDROME TYPE 1: A CASE REPORT

E.A. Kulish, A.S. Kotov, E.V. Mukhina, Y.Y. Kotalevskaya, D.V. Svetlichnaya, M.V. Panteleeva
M_F. Viadimirsky Moscow Regional Research Clinical Institute; 61/2 Shchepkina St., Moscow 129110, Russia

The authors present a unique clinical observation of the case of a hereditary deficiency of a type 1 glucose transporter, also called de Vivo
disease. The type 1 glucose transporter deficiency syndrome (OMIM: 606777, ORPHA: 71277) is an extremely rare genetic disease associ-
ated with mutations in the SCL2A gene encoding the transfer of glucose across the blood-brain barrier. The clinical case, given in the article,
replenishes the piggy bank of genetically verified glucose transport disruption syndromes leading to the development of polymorphic neuro-
logical disorders. The syndrome is most often inherited by an autosomal dominant pathway, but rare cases of autosomal recessive transmission
are known. About 500 clinical cases of the present syndrome are described, although, according to various authors, the number of clinically
verified cases not confirmed by genetic verification is much higher. In addition to the given data of the clinical course of the disease, detailed
results of the genetic interpretation of the hereditary syndrome are given, the modern method of pathogenetic therapy is considered — the
ketogenic diet.

Key words: type 1 glucose transport deficiency syndrome, GLUTI, de Vivo disease, ketogenic diet, encephalopathy, epilepsy, clinical
observation, SCL2A mutations

For citation: Kulish E.A., Kotov A.S., Mukhina E.V. et al. Glucose transporter deficiency syndrome type 1: a case report. Russkiy zhurnal
detskoy nevrologii = Russian Journal of Child Neurology 2019;14(2):23-8.

BsepeHue

CunHapoMm gedulinTa TpaHCIopTepa IMoKo3b! I TH-
ma (glucose transporter type 1 (GLUT1) deficiency
syndrome), win 6oje3Hb e Buso (OMIM: 606777,
ORPHA: 71277), — penkoe reHeTu4deckoe 3abojieBa-
HHe, mopaxalollee MEeHTPAJIbHYI0 HEPBHYIO CHUCTE-
MY U NPOSABISIOILIEECS PA3TUYHON HEBPOJIOTUYECKOMN

cumntomatukoii [20]. bone3un ae BuBo Obliia onucaHa
B 1991 r. kak pa3BuBalomascs AeTcKas dHuedanora-
THSI C KOTHUTUBHBIMM HapyIICHUSIMU, CITACTUYHOCTBIO,
aTaKCUeU, TUCTOHUEU U SOUICIICUEN, PEe3UCTEHTHOM
K IIPOTUBOSIIWIENTHYECKUM TipernapaTam [16]. Ha man-
HBIIf MOMEHT onrcaHo okoJjio 500 cirydyaeB o BcemMy MU-
py [14]. OoHako mpenmoaraercs, 4To 3a00JIeBaeMOCTb
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MOXKET OBITh TOPa3/0 BhILIE B CBI3U C TPYAHOCTSIMU AU~
arHOCTHUYECKOTO ITOMCKa, TaK KaK CUMIITOMAaTHKa, XapaK-
TepHas ISl JAaHHOTO 3a00JIeBaHMSI, MOXET BCTPEUAThCS
TP MHOTHX IPYTHX OOJIE3HSIX HEPBHOM CHUCTEMEI. 3a00J1e-
BaeMOCTh HE 3aBHCHUT OT BO3pacTa, I10JIa WINM HallMOHAIb-
HoctH [12, 15]. Ie610T cMHApOMAa IPUXOJUTCS Ha paHHee
nercTBo (TiepBhie 18 Mec xku3Hnm) [14].

3aboeBaHNEe BbI3BaHO MyTalusIMu B reHe SLC2A, Ko-
TOPBIM KOAUpPYeT OeIoK-TpaHCIIopTep II0KOo3bl | Tura,
OTBEYAIOIINI 3a TIEPEHOC TII0KO3BI Yepe3 TeMaTO3HIIe-
danmueckuii 6apnep [4]. B pesyabrare Takux MyTauuii
¢ynakuusg 6enka GLUT 1 Hapyiraercs, TeM caMbIM ITOJTHO-
CTBIO OJIOKMPYETCS WM 3HAYUTEIFHO CHIKACTCS ITOCTY-
IUICHUE B KJIETKU TOJIOBHOTO MO3Ta IIIABHOTO MCTOYHMKA
SHEPIUHU — TJIOKO3bI, HEOOXOTMMOM JIJIST TIOJTHOIIEHHOTO
SHEPreTUYECKOro ooOMeHa B TKaHsaX Moara [14]. Cunapom
Yalle BCero HacJIeAyeTCsl ayTOCOMHO-TOMMHAHTHBIM ITy-
TeM, OJHAKO M3BECTHHI Y PEIKHE CIydad ayTOCOMHO-PE-
LIeCCUBHOM niepemaun [23, 24].

Boipensior 2 kimmHu4deckue GopMbl CUHAPOMA nedu-
muta GLUTI: knaccu4ecKyo U HeSIMIETITUIECKYIO.

Knaccuueckast dopma Becrpedaercs y 90 % marveH-
TOB M OOBITHO TTPOSIBIISIETCS YK€ B IIEPBBIC MECSIIIBI KU3HU
B BHIIE SMIUICITUICCKUX IIPUCTYIIOB, YCTOMUMBBIX K IIPO-
TUBOCYIOpOXHOM Tepanuu [14]. ¥V 1/3 mmaneHIieB oTMe-
YarTCsI OBICTPHIC MONESPTUBAHMS TIa3HBIX SI0JI0K, YaCTO
COITPOBOXKIAIOIINAECS IIOBOPOTAMM T'OJIOBBI B TOM K€ Ha-
mpaBieHnH. YacToTa IBMKEHUI COCTAaBISIET OKOJIO 2 pa3
B ceKyHIy. PaHee naHHOe siBJieHHE ObLIO OMMCAaHO KaK OIl-
cokytoHyc. OmHAaKo IIpH OIICOKJIOHYCE He HaOIomaeTcs
YETKOU CBSI3U MEXIY IOACPTUBAHUSIMMU TJ1a3 U TOJOBBI
[17]. Kpome BbllIenepevyrcieHHOIO, IJISl KJiacCUUecKo
¢GopMBI cMHIpOMA XapaKTepHBI 3aIepKKa IICUXOMOTOP-
HOT'O Pa3BUTHSI, CIIACTUYHOCTD, aTaKCUSI, TU3APTPHUSI,
TOJIOBHBIC 00JIM, TUTIEPKUHE3bI, (OPMUPYIOIIASICSI MU-
kpouedanus [22]. letu, crpagatomnive CMHAPOMOM nedu-
muta GLUT1, poxXnmaroTcst ¢ HOpMaJIbHBIMU ITOKa3aTeIsI-
MM JUTMHBI X MACCHI TeJIa, HO ¢ BBICOKMMM ITOKa3aTeISIMU
no mxkane Amrap [7, 11, 18, 25].

Hesnmunentuyeckoii ¢popMoit 3a601eBaHUS CTpaga-
10T 0K0J10 10 % mainueHToB. B naHHOM citydae nipeo0Jia-
JTaIOT SIPKO BBIpaxkeHHBIC TBUTATEIbHBIC PACCTPOICTBA,
TakKMe KakK IMapoKcu3MajbHas TUCKMHE3Ms, aTaKCHs,
nuctoHud [14].

OCHOBHBIC METOIbI TUATHOCTUKHU 3a00JIEBAaHUST CBO-
ISITCS K IIPOBEICHUIO JTIOMOATbHOM MYHKIIMH C LIEIBIO
oIpenesIeHUs] YPOBHS TJIIOKO3BI B IMKBOPE 1 MOJICKYJISIP-
HO-TeHeTUYeCKOMY TecTupoBaHuIo. CriennpuiecKum
MapkepoM cuHapoma gepuumnta GLUT1 asngerca Hu3-
Kasl KOHLIEHTPALIWS TII0KO3bI B CTMHHOMO3TOBOM XXMIKO-
ctu (<2 MMoiib/ ) [5]. CoOTHOIIIEHNE YPOBHEM INTFOKO3bI
B CIIMHHOMO3TOBO XXUIKOCTH 1 TJTFOKO3bI B KPOBU OOBIY-
Ho cocTtaBisgeT meHee 0,4 [23]. JlnarHo3 moaTBepKaacTCs
nyteM JIHK -nuarHocTuku, BISIBIISIIOIIENH MyTalluX B TeHE
SLC2A1.

B Hacrosiee Bpems eqMHCTBEHHBIM 3G (GEeKTUBHBIM
ITOIXOMIOM K JICUCHUIO SIBJIsIeTCs KeToreHHas auerta (KII)
[14]. K1 mpeacTaBisieT cO00i IMETY C BBICOKUM COIEP-
xaHueM XupoB (70 %) u HU3KUM cojiepXKaHueM GeJIKOB
(25 %) u yraesomoB (5 %) [21, 26]. OHa Obl1a BBeAeHa
IIJIST JISYCHUST HEKOTOPHIX (hOpM BIMjIenicuu. TepalieBTH -
YecKoe AeHCTBIE OCHOBAHO HAa aHTUKOHBY/ILCUBHOM 3(p-
¢ekTe KeTo3a u aunmosa [1].

[J1aBHBIM UCTOYHUKOM SHEPIUU IS OPraHU3Ma CIIy-
XKuT rmoko3a [2]. B 3mopoBom opranmusme 6enok GLUT1
IIePEHOCUT TJTI0KO3Y B HEOOXOIMMBIX KOJIMYECTBAX Yepe3
reMaTosHIleaInIeCKUii 6apbep, TOCTABIAS €€ B MO3T
[4]. ITpu cuaapome necpunmra GLUT1 aToT nipouiecc Ha-
pyiueH. B Takux yclIOBUSIX OpraHU3M CIIOCOOEH MCIOJIb-
30BaTh KETOHOBHIE TeJIa B KAYECTBE aJbTePHATUBHOTO
uctouHuka sHepruu. Ilpu cobmogenun K/ o6pasyercs
JMIOCTAaTOYHOE KOJUYECTBO KETOHOBBIX TEJI, CIIOCOOHBIX
IMPOHMKATH CKBO3b FeMaTOo3HIIeaTmuecKuii 0apbep 1 Mo-
IMagaTh B MO3I, TEM CaMbIM ITOJIePKUBACTCS aleKBaTHBII
SHEpPreTUYECKMii 0OMeH opraHusma [14].

KeToHOBYyI0 1HeTy MPUMEHSIOT B YCIOBUSIX CTAIlM-
OHapa MocJjie IPeABapPUTEILHOTO TOJOMaHUS B TCUCHHUE
1-2 npueit [1]. OmauMm u3 ycnosuii K/ ssBiasgeTcs MuHM-
MaJIbHOE MOCTYIUIEHUE YTJIEBOIOB C THUILEH B OPTaHU3M
[8], To3TOMY BO BpeMsl AUETHI 3aMPelIeHO YIIOTPeOISITh
MYYHbIE U 36pHOBBIE XJIEOO0YI0UHbIE U3AEINUsI, KOPHE-
IUIOABI, (PPYKTHI (32 UCKITIOUEHUEM aBOKamI0), 00e3XKM-
pPEHHBIE MOJIOYHBIE MPOAYKTHI, caxap B JIIOOOM BUIE,
¢pykroBbie coku [3]. TakuM 00pa3oM, YpOBEHb TIIOKO-
3bI KPOBU MOXET OITYCTUTBLCS HIDKE ITOPOTOBOIO YPOBHS
(<2,6 MMOJIb/J1), YTO BEET K PAa3BUTUIO TUITOIJIMKEMUU.
IIpu HemocTaTKe yIjaeBOAOB OPraHU3M KOMIIEHCATOP-
HO MPOU3BOIUT OOJBIIOE KOJIUYECTBO KETOHOBBIX TEI,
YTO TIPOSIBIISICTCS IOBBIIIICHUEM YPOBHSI KETOHOB B KPOBU
(keTo3) [13]. Oba cocTOSTHMSI MOTYT IIPEICTABIISITH OIlaC-
HOCTB JIJIS XXU3HU TAllMeHTa, II03TOMY IIpH IIPOBEICHUHI
KJI pekoMeHI0BaHO €XeTHEBHO U3MEPSATh YPOBHHU TJIIO-
KO3BI KPOBHY, KETOHOB B Mo4e 1 KpoBu. Haubosee ag-
(hbeKTUBHBIMHM TTOKA3aTEISIMU, K KOTOPBIM CIIEAYeT CTpe-
MUTBCSI, CYUTAIOTCS CIICAYIONINE YPOBHU KETOHOBBIX TEJI:
B Mo4e — 8—14 MMoJIBb/ 71, B KpOBH — 2—5 MMOJIb/I [19].

Knunuueckui cnyyaii

Ilayuenm J1.Y., 2015 e. p., nosmopro nocmynua é dem-
ckoe Hesponoeuteckoe omdenenue I'bY3 MO «Mockosckuii
001aCcMHOlU HAYYHO-UCCAe008aAMENbCKULL KAUHUYECK U
uncmumym um. M.D. Bradumupckoeo» ¢ aneape 2018 e.
(Ha Momenm nocmynieHus 803pacm NAYUeHmMa CoCmasu
2 e00a 9 mec) das nodbopa u nposedenus K/ 6 cesnzu c panee
YCMaHoeAeHHbIM duaeHo3om cunopoma deguyuma GLUTI.
U3 anamuesa: pebenox om 2-ii bepemeHHOCMU, NPOMEKAG-
weil Ha ghone cmpecca, marosodus. Podvt na 41-ii nedene, ca-
MOnpou3601bHble, oyerKa no wikase Aneap 8/9 bannos, mac-
ca mena npu poxcderuu 3300 e, dnuna meaa 52 cm, 0eoliHoe
obsumue nynogutoii. Ommeuena 3adepicka ncuUxopeuesozo
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Puc. 1. Tayuenm J1.Y., 2015 e.p. Macnumuo-pe3onancHas momoepagus
20/106H020 M032a 8 803pacme 7 Mec: pacuiuperue HapylCHvlX U GHYMPEHHUX
JNUKBOPHBIX NPOCMPAHCME NO OMKPLIMOMY MUNY, NPUSHAKU NePeHeCeHHOIl
2UnoKcuu

Fig. 1. Patient D.U., born in 2015. Magnetic resonance imaging of the brain
at the age of 7 months: expansion of the external and internal liquor spaces
in the open type, signs of hypoxia

pazeumusi. Haauuue nacnedcmeennsix 3a6oneeanuii u 6po-
JHcOeHHbIX NOPOK06 pazsumus podumenu ompuyarom. Co c108
mamepu, 8 gospacme 3 mec y pebeHKa OMMeUanucb NPUCy-
nblL 3aMUPAHUSL, NOOepeUBAHUS KOHEYHOCMell ¢ HOGOPOMOM
FplaAil
Fpd-Ady

A

Puc. 2. lTayuenm /1.Y., 2015 e. p. Dnexmposnueghparocpagus é éozpacme 7 mec: nepuoduseckoe 3amedeHue no nPpassvim 0mee0eHUsIM Ha 0e30peaHU308aHHOM

ghone, unoeda c ouggysnoim pacnpocmparneHuem

Fig. 2. Patient D. U., born in 2015. Electroencephalography at the age of 7 months: periodic slowing in the right leads on a disorganized background, sometimes

with diffuse spread

204086l U 21A3HbIX 040K 6160 U GHU3 OAUMEAbHOCIBIO
30 ¢ do 5 paz 6 cymku. B nosiope 2015 2. 6bin eocnumanu-
3UPOBAH NO MECHY JHCUMEAbCBA 051 YMOUHeHUs OUaeHo3a.

Maerummno-pe3oHancHas momoepagus 201086H020 MO3-
2a 6 eozpacme 7 mec: NPU3HAKU NepeHeceHHOl 2UNOKCUU,
pacuiuperue HapyyuCHbIX U 6HYMPEHHUX AUKGOPHBIX NPO-
cmpauHcme no omkpsimomy muny (puc. 1).

Dnexmposnyeganoepagus 6 eo3pacme 7 mec: nepuoou-
Yeckoe 3ameodieHie no NPaviM 0MeedeHUsIM Ha 0e30peaHUl-
308aHHOM (oHe, uHo20a ¢ Ouggy3HbIM paACnPOCMpPaHeHUuem
(puc. 2).

Ilocae o6caedosanus ycmanoener OuazHo3 CUMNMOMA-
mu4eckoi oKanbHOU dNUAENCUU C BIMOPULHO-2eHEPANU30-
eanuvimu npucmynamu. Hasnaueno aeuenue eéansvnpoamom
C nOA0XCUMEeNbHBIM dhghekmom (nocaednuii npucmyn — I Ho-
sa6psa 2016 e.). Pexomendosana KoHCyarbmayus eeHemuka.

Budeoanekmposuyegparoepaguueckuiic MOHUMOpUHe
(8udeo-23I-monumopune) (okmsabps 2016 2.): 6 cocmosHuu
000pCMB0BAHUS U 80 CHE Pe2UCPUPYemcst SNUAenMUpopm-
Hasl AKMUBHOCMb HU3K020 UHOEKCA 8 UeHMPAAbHOL 6epmeKc-
HOll 0o0aacmu 6 eude CHAlK08, OCMPbIX GOAH, KOMNAEKCO8
ocmpas—meoneHHas 80aHa amnaumyooii do 100 mxk B (puc. 3).

Memodom cekeeHUpo8aHus IK30MAa HOB020 NOKOACHUS
nayueHmy 0vla NPoGedeH NOUCK NAMOSEHHbIX MYMAUULL
6 eeHax, accoUyUUpPoBaAHHbIX ¢ HACAEOCMBEHHBIMU POPMA-
MU SNUACNCUU U BKATOYEHHbIX 6 naHeab «Hacaedcmeennvie
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Puc. 3. [Tayuenm /1.Y., 2015 . p. Budeo-33-monumopune 6 ozpacme 1 200 6 mec: 6 cocmosnuu 600pcmeo8anus u 60 CHe pecucmpupyemcs: SNUAenmu-
hopmHas akmueHOCMb HU3K020 UHOCKCA 8 YEeHMPAAbHOL 8ePMEKCHOL 00aacmu 6 gude CRAlikos, OCMPLIX GOAH, KOMNAECKCO8 0CMPAsi—Me0AeHHAs 60AHA

amnaumyadoii do 100 mx B

Fig. 2. Patient D.U., born in 2015. Video electroencephalographic monitoring at the age of 1 year and 6 months: in a state of wakefulness and in sleep, there is
recorded an epileptiform activity of a low index in the central vertex region, in the form of spikes, sharp waves, acute-slow wave complexes with amplitude up

to 100 uV

asnunencuu». B sx3one 5 eena SLC2A41 (OMIM: 138140)
8blsieaeHa panee He onucanHas mymauyus c.598C>T
(chri:43395625G>A, rs1057521967) 6 eemepo3ucomnom
COCMOSHUU, NPUBOOAWAS K 3AMEHe eAYMAMUHA 8 NOA0JCe-
Huu 200 u npexcoespemeHHOl OCIMAHO8Ke MPAHCKPUNYUU
(p.GIn200Ter; NM_006516.2). Mymauus He 3apecucmpupo-
8aHa 8 KOHMPOAbHBIX 8blO0PKax « 1000 eenomoe», ESP6500
u ExAC. Ilockoavky mymayus npueoodum K npexcoespemer-
HOU OCMAHO8KE MPAHCAAYUY U HAPYUIeHUI0 CUHme3a Oenka,
OHa OblAa NPUSHAHA KAK 6ePOAMHO NAMOoeHHAas. 3ameM Ha-
auuue mymayuu c.598C>T ¢ eemepo3uecomnom cocmosHuu
06110 NOOMBEPHCOEHO MEMOOOM NPAMO20 ABMOMAMUHECK020
cexeenuposanus no Caneepy.

Yuumuieas kaunuueckyro Kapmuny, 6biA0 NPOBEOEHO
KAuHUKo-1a60pamopHoe doobcaedoganue. bvino pexomer-
008aH0 U NPoBedeHO Uccaed08aHUe CHUHHOMO320801 JHCUOKO-
cmu ¢ onpedeaeHuem ypoeHsi 2AHK03bl, N0 OGHHbIM KOMOPO20
OomMmeueHo cHudiceHue nokazamens do 1,4 (npu nopme 2, 75—
3,75). Takoice onpedeneno coomHouieHue yposHeil 2A0K03bl
6 KPO8U U 21H0K03bl 8 CNUHHOMO320801 HCUOKOCIU, KOMOpoe
cocmasuno 0,40 (npu nopme om 0,51).

Kaunuueckue oannvie, pesyrbmamol Aa00PAMOPHbIX UC-
C1e008aHULL U MONCKYAAPHO-2EHEMUYECK020 UCCAC008AHUS
noomeepxucoarom duaero3 cunopoma degpuyuma GLUT 1.

Ha npomsycenuu nocaedneeo 200a He0OHOKPAMHO
npoeoduics eudeo-III-monumopune, no pe3ysomamam
KOMOpP02o 3NUACNMUPOPMHOU AKMUBHOCIU Bbi8ACHO
He 0bLA0.

B Hesponoeuneckom cmamyce: pebeHOK 6 CO3HAHUU,
npocmole KOMauobl 8biNOAHSAEM, ObICIMPO UCMOWAEMCS.
OxpyacrHocmo eon06bt 42 cm. Tunomonyc motuy weu. Tonyc
6 KOHeYHOCmsX yMepeHHo cHudiceH. Tloroxcumenvruiii pegh-
sekc babunckoeo ¢ dgyx cmopon. CamocmosmenvHas xo0v0a
3ampyoHeHa, 803MocHa npu hoddepicke mamepu. Peus om-
cymcmeyem. B ocmanvHom 6e3 ocobennocmeil.

Ha momenm noémopHoii eocnumaiuzayuu nayueHm no-
ayuan eanvnpoam 6 0oze 300 me/cym. Tax kax K/ seasemcs
namoeeHemMuvecKUM Memooom Aeverusi CUHOpoma degpuyuma
GLUTI, 6bt10 npunsamo peuwieHue Ha4ams mepanur ¢ uc-
N0AB308AHUEM FMOLL OUembL.

IMpu K HEoOX0AUMO C OCTOPOXKHOCTBIO ITPUME-
HSTH TIpernaparsl BaJblIPOEBOM KUCIOTHI, MOCKOIbKY
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B OpraHMU3Me ITOBBIIIAETCS COmepXaHUEe IMOJMHEHACHI-
ILIEHHBIX XKUPHBIX KMCJIOT U B TAKMX YCJIOBHUSIX BO3MOXHO
yCUJIeHHe TellaTOTOKCMYHOCTH Bajiblipoarta [1]. HecmoTtps
Ha 3T0, HallleMy IallMEHTY IeJIeCO00pa3HO IIPOIOIKITh
TepaIio BaJIbIIpOaTaMHU, TaK KaK ¢ MX IIOMOIIBIO yIaIOCh
KYIMMPOBaTh SMUJICIITUYECKIE TPUCTYIILL. [1pn 3TOM He-
00XOINM PETYJISIPHBIN KOHTPOJIb PE3yIbTaTOB OMOXMMU-
YeCKOTO aHaJI3a KPOBH, YJIBTPa3ByKOBOI'O MCCIICAOBAHMUS
OpPraHOB OPIOIIHOM MOJOCTH C LIEJIBbIO PAHHETO BBISIBJICHUS
ITAaTOJIOTUYECKNX N3MEHEHUI B TICYCHM.

00cy#neHue

B npuBeaeHHOM KIMHUYECKOM CIyJae IPeaCcTaBIcH
MMAIMeHT ¢ TUIIMYHBIM HAavYaJIOM IIJIsI JTaHHOTO 3a00JjieBa-
HHS: ¢ 3 MEC OTMEYaJIUCh IPUCTYITHI 3aMUPAHUSI, TIOACP-
TUBaHUS KOHEYHOCTEH C TOBOPOTAaMM T'OJIOBBI 1 TJIa3HBIX
sI0JIOK (OOBITHO ACOIOT IMIPUXOIUTCS Ha paHHEe NETCTBO,
MIPOSIBJISIETCS] B BUIE CYIOPOXKHOTO CUHAPOMA — IIEPBBIi
KIMHUYECKUN TPpU3HAK TuchYHKIIUM Mo3ra). [1pu pox-
JMeHUH TI0Ka3aTeJId MacChl M JUIMHBI TeJla COOTBETCTBO-
BaJIM HOPMAJIbHBIM 3HAYEHHUSAM, 9TO TaKXKe XapaKTepPHO
115t cmHapoMa. CTOUT 00paTUTh BHUMAHKME Ha HEBO3MOXK-
HOCTh CAMOCTOSITEJILHOM XOABOBI M OTCYTCTBHEC PEUH Y pPe-
b6eHka B 2 roma 9 mMec (3amepkKa ICUXOMOTOPHOTIO pa3-
BUTHUS). B IMKBOpe OTMeUaeTcss CHUXKEHHUE COOepKaHUs
[JIFOKO3BI 10 YPOBHS <2,2 MMOJIb/JI — OIWH U3 BaKHBIX
npu3HakoB cuHapoma gepunurta GLUTI. C noMotisio
MIPOBEACHHOI'O MOJIEKYJISIPHO-TEHETUIECKOT'0 UCCIEeI0-
BaHUSI METOIIOM IIPSIMOTO aBTOMAaTHYECKOIO0 CEKBEHU-
poBaHug OblTa oOHapyXeHa mMyTtanusa B reHe SLC2A41,
YTO IMO3BOJIMJIO TTOATBEPAUTE Y OOJBHOTO TMAarHO3 CHUH-
npoMa neduuura GLUTI. IIpuMeHeHne npernapaToB
BaJIbIIPOEBOM KMCJIOTHI 1a0 MOJIOXUTEIbHBIN 3 deKT,
YTO ITO3BOJIICT CYAUTh O MSATKOM TEUCHUHM 3a00JIeBaHMS
Yy JTaHHOTO MaIleHTA.

3aKnoyeHue

Cunnpom mepunmmra GLUT1 — penkoe reHeTHIECKOE
3aboJieBaHMe, pe3yabTaT MyTauuii B reHe SLC2A41 ¢ ayTo-
COMHO-IOMUHAHTHBIM HacJIeIOBaHNEM (BEPOSITHOCTH
nepeaadyu oT O6OJIbHBIX poauTelsieit coctaBisieT 50 %).
B Hacrosiee Bpemst 2 (HeKTUBHBIM METOIOM JICUCHMUSI SIB-
ngercs KJI. JokazaHo, yto KJI mpu cunapome geduiara
GLUTI npuBoIUT K YMEHBIISHUIO YMCIIa CYTOPOXHBIX
MIPUCTYIIOB, OKA3bIBAET ITOJIOKUTEIHPHOE BIMSTHUE Ha TICH-
XOMOTOPHOE pa3BUTHE (YIYUYIIAIOTCS peuh, BHUMaHME
1 MaMsITh) W IBUTATEJbHBIC (DYHKIMU (YBEIMIMBACTCS
00beM aKTUBHBIX IBUKCHUI, YIIyUIIAIOTCS MeJIKass MOTO-
pUKa, HaBBIKA CaMOOOCTY>KMBaHUsI, KoopauHarys) [14].
ITo pesynbsratam ucciaenoBanuii K/ okazanack a3phekTuB-
Ha B OTHOIIICHUY TEePAIINH SMUJICIITUICCKIX IIPUCTYIIOB
y 50 % nmereir. Y 92 % uccaenyembix K/ moaoXuTeabHO
BJIMSIIa Ha KOTHUTUBHBIE M MOTOPHBIE (pyHKImu [9, 10].
OmHako MHOTIA MAIlMEeHTHl He COOJTIONAIOT CTPOIYIO TUETY
WJIN K€ CO BpeMeHeM CHIKaeTcs ee 3 (GEeKTUBHOCTD, TT10-
3TOMY HEOOXOIUM CTPOTUIA KOHTPOJIb JUESTHI.

Takum o6pazom, 6narogapst K/ ripu 6one3nu ge Buo
MIPEACTABIISIETCS] BO3MOXHBIM HOPMAJIN30BaTh SHEPIETH -
YecKuit 0OMEH B opraHu3Me. AyTOCOMHO-TOMUHAHTHOE
HacJIeIOBaHNE MOBHIIIACT PUCK Iepeaayy 3a00IeBaHUS
pebeHKy oT poautesieil. [IpoBeaeHre MOJIeKyISIpHO-TeHe-
TUYECKOTO MCCIICAOBAHUS POAUTENIEH OOIEHOTO IIOMOXET
BBISIBUTHh HAJIMYME MYTAllMU B X TeHAX, TaK KaK POIUTE-
JIM MOTYT UMEThb CYOKJIMHUYECKYIO (hopMy 3a00JIeBaHUST
(oTCyTCTBHME KIMHUYECKUX CMMIITOMOB IIpM HaJIUIUH
MYTAaIlM), YTO TTO3BOJIUT CHU3UTH 3a00JIEBAEMOCTh Cpe-
I HaceJieHus. B cBsI3u ¢ TeM, 4To JaHHOe 3aboJieBaHue
SIBJISIETCSI BRICOKOMHBATUIU3UPYIOIINM, HEOOXOIUMO
pa3pabaTeIBaTh HOBBIC METOAMKU PaHHEN TMATrHOCTUKHU
U JICYEHUS B LEJSAX MPENOTBPALLEHUS Y IETEU TSXKETOU
3aIeP>KKU TICUXOMOTOPHOTO Pa3BUTHSI.
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CnoxHocmu guarHocmuku anunencuu, o6ycnosnenxoi aethuyumom
Kohakmopa monuGpeHa: KnuHu4eckui cnyvail

A.T. Manosl, I0.B. Kapakynosa!, M. Cesepuno?, I0.1. Kpasuos!
IPrBOY BO «Ilepmckuii 2ocydapcmeentbiii meduyunckui yrusepcumem um. akao. E.A. Baenepa» Munzopasa Poccuu;
Poccus, 614990 [lepmo, ya. [lemponasnosckas, 26;
2 lemckas kaunuueckas 6onshuya um. Joc. Taznunu; Umanus, 16147 Tenys, ya. Joceporamo Taznunu, 5

Konmarxmeot: Anexcandp lepmanosuu Manos malovag1959@mail.ru

B cmamoe gnepavie 6 omeuecmeentoli aumepamype npeocmagaeHo KAuHu4eckoe HabaooeHue NayueHma MAadeH4eckoeo 803pacma c peokoil
HacnaedcmeeHHoll 604e3HbI0 00MeHa — dedhuyumom Kogakmopa moauboena. 3abonreeanue 0eOHOMUPOBANO 8 PAHHEM HEOHAMANLHOM Nepuooe
€ CUHOpOMA YeHemeHUsl U MUOKAOHUMECKUX NPUCIYNO8, COYeMABUILXCS C NAMMEPHOM «B6CHbIUKA—N00aeaeHue» Ha d21eKmposHyedaroepamme,
€ nOCAeOVIOUUM NOSIBACHUIEM NPUSHAK08 HAPYUleHUs. NCUXOMOMOPHO20 paseumus. Ommeuaiucs uepenHo-auyegsie dusmMopuu, GKAHAs Kpa-
HUocmeHo3, u mukpoyeganusi. B comamuueckom cmamyce 8bis16451UCh 2eNAMOCHACHOMe2anUsl, OUCMemadoautecKue usMeHeHuUs NapeHxXumMbl
nouex no OGHHbIM YAbMPA38YK08020 Uccredosanus u kpucmanaypus. Tpu neliposuzyanuzayuu noayuenst npomugopeuugsie dannsie. Ilo pe3yno-
mamam HelipocoHoepaguu OUacHOCMUPOBAH COHeMAHHbII 8PONCOCHHBLII NOPOK PA3BUMUS 20108HO20 M032a: UCHUHHAS (COPMUPOBAHHAS BHY -
mpuympo6Ho) nopaHyeanusi 60AbUIUX NOAYWAPULL MO32d, NOAHAS (POPMA aeeHe3UU MO30AUCMOo20 mead, mega cisterna magna. O0Hako npu mae-
HUMHO-PE30HAHCHOI MOMOSpaduu 20108H020 M032a, NpogedeHHOU 6 go3pacme 17 OHeil, evissrena Kapmuna OughghysHoi neiikomanrayuu
¢ 06pazosanuem nceooKUCm, pacyeHeHHas KaK nocaedcmeus nepuHamanbHo20 nopadceHus Mo3ed, @ CoMemanuU ¢ azeHesueil Mo30AUCmozo
mena u mega cicterna magna. Juggepenyuanvhoiii OuazHos npoeooucs mexcdy paHHel MaadeH4ecKoil SnUIenmu4eckoll IHyegalonamuei
(cundpom Omaxapa) u pantHei MUOKAOHUYeCKoU SHyegaronamuetl (cundpom Atikapou). OOHaKo 5muono2us 3a0601e8aHUs 0CMABAAACH HEACHO.
s uckniouenuss HacnredcmeeHHol 60ae3HU 00MeHa, conpogodcoarouelics snuiencueil, npogedero cekeenuposarnue IHK no naneau «Hacneo-
cmeenHble snunencuu». Ilo pe3ynemamam anaiu3a 8visgaeHa 2o0Mo3ueomuas mymauyus 6 3x3one 6 cena MOCS2, npusodauwas k deaeyuu amu-
HoKucaomol 8 nosuyuu 158 beaxa, panee onucannas y nayueHmos ¢ deguyumom Kogaxmopa moaudderna (OMIM: 252160).

Karoueevte caosa: nacredcmeernnas 601e3Hb o6meHa, depuuum Koghakmopa MoasubOeHa, HeoHamanbHble INULenmudecKue npUcmynsl, oug-
epenyuanbHas OuaeHOCMUKA NEPUHAMANBHO20 NOPANCEHUS. 20108HO20 MO32d

Jlas yumuposanus: Manos A.I., Kapakynosa FO.B., Cesepurno M., Kpasyos FO.H. CroxcrHocmu duaeHocmuku anuiencuu, 00yci061eHHOl
deguyumom kogpaxmopa moauboena: Kaunuveckui cayuai. Pycckuii scyprnan demckoii negponoeuu 2019;14(2):29—34.

DOI: 10.17650/2073-8803-2019-14-2-29-34

DIFFICULTIES OF DIAGNOSTICS OF EPILEPSY DUE TO MOLYBDENUM COFACTOR DEFICIENCY:
A CASE REPORT

A.G. Malov!, Yu.V. Karakuloval, M. Severino®, Yu.I. Kravtsov!
! Perm State Medical University named after E.A. Wagner; 26 Petropaviovskaya St., Perm 614990, Russia;
2G. Gaslini Children’s Hospital; 5 Gerolamo Gaslini St., Genoa 16147, Italy

The article presents a clinical study of an infant with rare inherited metabolism disorder — molybdenum cofactor deficiency, for the first time in
Russian literature. The onset of disorder — in early neonatal period with a suppression syndrome and myoclonic seizures combined with a burst-
suppression electroencephalographic patterns, followed by a reveal of psychomotor delay. Craniofacial dystrophies were present, including
craniostenosis and microcephaly. Somatic status was characterized by hepatolienomegaly, dysmetabolic changes of kidneys’ parenchyma (sug-
gested by ultrasound) and crystalluria. Neuroimaging data were contradictory. Neurosonography results allowed diagnosing concomitant inborn
brain development defect: true porencephalia of large hemispheres. However, brain magnetic resonance imaging revealed a picture of diffuse
leukomalacia with pseudocyst formation, which were considered a consequence of perinatal brain damage. Magnetic resonance imaging revealed
a picture of diffuse leukomalacia with pseudocyst formation, which were considered a consequence of perinatal brain damage. Differential di-
agnosis was held between the early infantile epileptic encephalopathy (Ohtahara syndrome) and early myoclonic encephalopathy (Aicardi
syndrome). However, etiology of the disease remained unclear. To eliminate inherited metabolic disease accompanied by epilepsy, Inherited
Epilepsy Panel DNA sequencing was used. The results showed a homozygotic mutation on the exon 6 of MOCS2 gene, leading to deletion of
amino acid in position 158 of the protein, which was described before in patients with molybdenum cofactor deficiency (OMIM: 252160).

Key words: inherited metabolic disease, molybdenum cofactor deficiency, neonatal epileptic seizures, differential diagnosis of perinatal brain damage

For citation: Malov A.G., Karakulova Yu.V., Severino M., Kravtsov Yu.l. Difficulties of diagnostics of epilepsy due to molybdenum cofactor
deficiency: a case report. Russkiy zhurnal detskoy nevrologii = Russian Journal of Child Neurology 2019;14(2):29—34.
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Hedunur xodakropa MoIMOIeHA SIBISCTCS TSIXKE-
JIBIM HACJICACTBEHHBIM ayTOCOMHO-PEIIECCUBHBIM HEO-
HaTaJlbHBIM MeTa00IM4YeCKUM 3a00JieBaHUEM, KOTOPOE
BBI3BIBACT pedpakTepHbIC K Tepauy SMUICIITUICCKIE
MIPUCTYIIBI, YePEITHbIe TU3MOpGhUH, BEIpaKeHHOE HEPB-
HO-TICUXWYECKOEe HEIOPa3BUTHE U 3a9aCTyI0 IIPUBOIUT
K paHHelt cmeptH [1, 4]. KnuHn4yeckre CMMITTOMBI U TaH-
HBIC HeMPOBU3YyAIM3aIIM MOTYT HAIIOMUHATH IIPU3HAKH,
XapaKTepHbIC IJIsI TUIIOKCUYSCKN-UIIEeMIYECKOM DHIIE-
damonaT HOBOPOXIECHHBIX, YTO HEPEAKO IMPUBOIUT
K JMArHOCTUYECKUM OLIMOKaM [6, 7].

YV nwonpeit kodpaktop MoaubOIeHa HEOOXOIUM
JIJISE HOpMaJIbHOM paboThl 3 (pepMEHTOB: CYyIb(PUTOKCH-
Ia3bl, KCAHTUHOKCHUIA3b! (MU KCAaHTHHIECTHIPOTeHA-
3bl, KCAHTMHOKCHUIOPEAYKTA3bl) U aIbICTUIOKCUIA3HI
(w1 anpaernageruaporeHassl). KpoMme Toro, HEKOTOphIe
13 KOMITIOHEHTOB CHHTEe3a KodaKTopa MOJNOIeHa HYyX-
HBI JUISE GYHKIIMOHUPOBAHUS aMUIOKCUMEIyKTa3sbl [1].
AHOMaJIbHOE HAaKOTUIEHUE B MO3Ie CyIb(puTa 1M3-3a ITOTe-
PY aKTUBHOCTH CYJIb(UTOKCHUIA3EI IIPUBOIUT K SKCANTO-
TOKCHYECKOMY ITOBPEXIeHWIO HelipoHOB [8]. BeencTBue
neuinTa KCAHTUHOKCUIA3EI B CBIBOPOTKE KPOBU CHM-
XKaeTcsl ypOBEHb MOYEBOM KMCIOThI, YMEHBIIAIOIIEH 5K~
CaTOTOKCUIHOCTh CBOOOMHBIX PAINKAJIOB, YTO CUUTACTCS
KJIACCUIECKUM OMOXMMHMYECKUM IIPU3HAKOM JIehUILInTa
KodakTopa MonoaeHa [4].

OCHOBHBIE 3TaIlbl OMOCMHTETUYECKOTO ITyTH Kodak-
TOopa MOJIMOAeHa npeacTaBiieHsl Ha puc. 1 [6]. OcHOBBI-
BasiCh Ha 3TUX 3 OCHOBHBIX CTaAUX, AePULIUT KopaKTOpa
MoJinOaeHa noapasaensior Ha 3 tuna: A, B u C, o6ycioB-
JIEHHBIE COOTBETCTBEHHO MyTauusgmMu reHoB MOCS],
MOCS2u Gephyrin (cMm. puc. 1).

Pannumu (yxe B 1-e CyTKM IMOCJIe POXICHUS) OCO-
OCHHOCTSIMHM HEePOBU3YAIU3AllUH Y TTAIIMEHTOB C ne(hu-
LIUTOM Ko(aKTopa MOJIMUOACHA SIBISIIOTCSI ITONKOPKOBHIE
MYJIBTUKUCTO3HBIC TTIOPaXXeHUS IIPU HeiipocoHorpadumn
1 HEOTHOPOITHOE PACIIPOCTPAHEHHOE OTpaHUICHUE T~
¢y3un B Kope Ha 1UPDY3MOHHO-B3BEIIEHHBIX M300pa-
KEHHUSIX MaTHUTHO-pe30HaHCHO# ToMorpaduu (MPT)
[2]. B xoHeuHOM MTOTE pa3BUBAeTCs TshKenass KUCTO3Has
JIEMKOMAJISILIYS, CXOOHAS C TAKOBOM MPU TUITOKCUYECKM -
HIIEMIYECKOM IIepUHATAIPHOM ITOPaXKeHUH MO3Ta.

DTUOTPOITHAS Tepamus pa3padoTaHa TOJIBKO IS Je-
¢unmTa KodakTopa MoIubAeHa TUNa A. 3aMeCTUTENb-
HYIO TepaIIiio ¢ IIOMOIIBIO eXXeTHEBHOTO BHYTPUBEHHOTO
BBEACHUS OYUIIIEHHOTO IIUKJINYECKOTO MMPaHONTepHUHA
MoHodochara (cPMP) mpoBonsat moxuzHeHHO [3]. Yun-
ThIBasl IIpo0JeMAaTUYHOCTD JICYEHUS TAaKUX JIeTel, KpaliHe
BakHa CBOEBpEMEHHAs IMarHOCTUKA 3a00J1eBaHMSI, YTOOBI
n30exaTh poxXAecHUS 00JbHBIX cOcoB [2]. PazpaboraHa
MeToAuKa MpeHaTaIbHOM JMarHOCTUKY AerinTa Kodak-
Topa MoJubaeHa [5].

ITon HamumM HaOJMIOAEHUEM B TMHAMUKE HAXOIMJI-
cs pedbeHOK ¢ JepUInTOM KoakTopa MOIUOACHA TH-
nma B (OMIM: 252160), oGycliOBJI€HHBIM MYTallMeii

TyaHo3uH Tpudpocdar (FT0)/Guanosine
triphosphate (GTP)

TN A/Type A s Mocs1

Mocs2
Tun B/Type B —--—x

MOCS3

L J
Monu6aontepux (MNT)/ Molybdopterin

(MPT)

TwnC/Type (. — —T Gephyrin

KodakTop monubaena/
Molybdenum cofactor

Puc. 1. OcrosHbie smanst 6uocunmemuuecko2o nymu KogpaKmopa moauo-
dena
Fig. 1. Main steps of molybdenum cofactor biosynthesis

rena MOCS 2 (Molybdenum Cofactor Synthesis Gene 2)
(OMIM: 603708). MBI He HALIUIM OIKMCAHUS CIy4aeB Je-
¢uumTa KodakTopa MOJIMOIEHA B OTEYECTBEHHOM JINTE-
paType.

B cBsI31 ¢ penKocTbhio U MaJIOM3BECTHOCTBIO 3a00J1€e-
BaHUS IIPUBOINM KIIMHNYECKOE HAOMIONECHIE, BhI3BaBIICE
3HAYUTEIbHBIC TUATHOCTUICCKUE 3aTPYTHCHUS.

Knunuyeckui cnyyaii

Tlauyuenm .Y., enepsvie nocmynua 6 Hegposoeueckoe
omdenenue I'bY3 IIK «JIKb um. I1. U. ITuuyeuna» e. [lepmu
6 anpene 2017 2. 6 o3pacme 4 mec c ycarobamu na edxicedHes-
Hble NOAUMOpHbBIE OKANbHBIE INULERIMUYECKUE NPUCTTYNbL.
Habarwdanruce MuokaonHuueckue nooepeUeanus 20,108bl 61€60
OnumenvHocmoio 0o 5— 10 ¢, a maxce monuveckue snuien-
muyeckue cnasmol: KaK acUMMempu4Hsle ¢ paseubanuem
npaeoii pyKu, ceubanuem 1egoii U N08OPOMOM 20406bL GNPAGO
10 MUny «no3vl GexmosarsuyuKa», maxK u CUMMempu4Hble
¢ HanpsdjceHueM KoHeyHocmel u deguayueli 2A1a3HbiX 010K
U 20108bl KEEPXY.

U3 anamnesa uzeecmuo, 4mo cUMnMoMbL 3a001e6aHUS
noseuaucs ¢ 3-20 0ua ucusuu. Poduncs om 2-it bepemer-
HOCmu, npomeKkaguieil ¢ 0Cmpoll pecnupamopHo-euUpyCHoll
ungpexyueil Ha 10—11-ii Hedene, a makice nelikemoudHol
peakyueil Kposu u noO03peHuem Ha NAQUEHMUM o OaHHbIM
yabmpaseykoeoeo uccredosanus (Y3HU) na 23-ii Hedene. Po-
Obl 2-e, cpounsbie, Ha 39-ii nedene. Herpes labialis y mamepu.
Podoycunenue okcumoyunom. bezeodnuiii nepuod 10 muH.
Macca mena npu poxcdenuu 3950 e, dauna mena 55 cm,
OKPYICHOCMb 201086l 35 cM, OKpYICHOCMb 2pyou 35 cm,
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oyenka no wikane Aneap 8/9 6aanos. C 3-x cymok ommeue-
HO YXyOuleHue COCMOosHUA: peOeHOK CIan 634biM, nepecman
cocamb epyob mamepu. JleueamenvHas aKmMueHOCMb U peax -
Yusi Ha 0cMomp ObiAU CHUNICEHBL, OMMeUeHbl CKOGAHHOCHY,
MbLUEHHDIL 2UNEPMOHYC, MPeMODP KOHEYHOCMEI.

bBbia nepegeden 6 omoenenue namoaoeu HOBOPOICOeH-
Hoix u HedoHnouerHvix demeti No 1 I'BY3 ITK «J[Kb No 13»,
2de Haxoduacs @ meueHue Mecaya ¢ OCHOBHbIM OUACHO30M
«BPOACOCHHBIL NOPOK PA3BUMUS 20106H020 M0O32d, CUMN-
MOMAMU4ecKas SNUAencust, MUOKAOHUUECKUEe NPUCHYNbL>.
B omoenenuu y pebenka ommemuiu exnceOHe6HO 803HUKA-
fouue 60 CHe MaccugHvle buramepatbhvie MUOKAOHUU 6 6U-
de 0bueeo 830pazusanus ¢ nocaedyrUUM npodyscoenuem
u naavem, nosmopsrouuecs cepusmu 0o 3 pas. Huoeoa nocae
630pazusanusi OMMe4aluch 3acmuléanue 6321504 u nooep-
2UBAHUA Mbluy, auya, boavue cnpasa. Hasnauenue anmu-
SNUNENMUYECKUX NPenapamos He npugeso K npeKpaujeHuo
NPUCMYNO8.

H3 comamuyeckux cumnmomos ommeueHvl MAAblil
npupocm oKpyscHocmu 20406bl (1 cm 3a mecsy) ¢ Hepasgu-
mocmuro A100HOU Yacmu Hepena, a maxice nPU3HaKu Kpa-
HUOCMEH03a: KOCMU NAOMHbLE, Wbl COMKHYMbL, 60AbUUOI
DOOHUYOK 3aKPBLACA K MeCSYHOMY 803pacmy. Boisenena ee-
namomeeanusi Kax KAUHU4eCKU (yeeauyenue neuenu Ha 3 cm),
mak u no danusim Y3HU, no nokazamenu 6usupyouna u gep-
MEHMO6 nevenu Oblau HOPMAAbHBIMUL.

Ilpu ueiiposusyaiuzayuu noay4eHvl npomMueopeyUssie
Oannvle. [lo peyrsmamam HelipocoHoepaguu ouaeHocmu-
DOBAH COUEMAHHDBLI 8DONCOCHHBLI NOPOK PA38UMUS 20106~
H020 M032a: UCMUHHAA (CHOPMUPOBAHHAS BHYMPUYMPOOHO)
NOp3HYearus 6oAbWUX NOAYUAPUL MO32d, NOAHAS opMa
aeeHe3uu Mo304ucmoeo meaa, mega cisterna magna. Oduako
npu MPT 20n06H020 M032a, nposedenHoli 6 sospacme 17 dueil
(puc. 2), eviaérena kapmura Oug@ysnoil reliKkomarsiyuu
¢ 006pazoeanuem ncesOOKUCH, PACYEHeHHAs KAK Nocaed-
CMeuUsi NePUHAMANbHO20 NOPANCEHUS MO32d, 8 COYemaHuu
¢ aeeHesuell MO30AUCMO20 meaa u mega cicterna magna.
Ilpu noemoprom nposedenuu KOMNbIOMEPHOU AMIAUMYO-
HO-UHmMeepuposanHoll snrekmposnyepanoepapuu (291)
8bl6451ach Oupy3nas snurenmudopmHas aKmUgHOCMy
¢ NamMmMepHOM «8CHbIUKA—NO00asaeHUe», CXO0HAs C U3MeHe-
HUSMU, XAPAKMePHbIMU 045 paAHHell MUOKAOHUHECKOU HYe-
ganonamuu (cunopoma Aitkapou).

Obwuii ananusz auxkeopa — 6e3 namoaoeuu. Ilocae KoH-
CYAbMAYUU 2eHEMUKA NPOGeOeHA MAHOeMHASL MACC-CHEK -
MpPOMempus CyXux niameH Kpogu: OaHHbIX, YKA3bl6AIOUSUX
Ha HacAe0CmeeHHble AMUHOAUUOONAMUU, OPeAHUYecKUe ayu-
dypuu u degheKmol MUMOXOHOPUANbHO2O0 OemA-OKUCACHUS,
He 8blS8AECHO.

B 6ospacme 1,5 mec KoHCYabMUPOBAH 3A04HO MO 00-
KyMeHmam 08yms snuienmonoeamu ¢ e. Mockea. B oboux
cayuasx duaenocmuposat cunopom Omaxapa Ha @oue 8po-
JHCOEHHO20 NOPOKA PA3GUMUS 20106H020 M032d. NOAUKUC-
mo3a uau nopauyepaaruu. Jonosnumenvhoe obciedoganue
He pekomeHdosarno. [Ipunuman earvnpoam Hampus 6 dose

Puc. 2. lTayuenm 3.Y., 17 Oneil, macHumHo-pe30HaHCHAs momoepagus eo-
JN08HO20 MO32a: KAPMUHA OUGPY3HOI nelikomanayuu ¢ 06pazo8anuem nceg-
dokucm, pacyeHenHas KAk NOCAeOCMeUs NepuHamanbHo20 NOPANCeHUs:
Mo32a

Fig. 2. Patient E.U., 17 days, magnetic resonance imaging of the brain: a
picture of diffuse leukomalacia with the formation of a pseudocyst, regarded
as the consequences of perinatal brain damage

25 me/Kke/cym u negemupauemam 6 0oze 29 me/xe/cym c He-
3HauumenvuoviM d¢pexmom. B éozpacme 1,5 u 3 mec bvin
0CMOMPeH HeUpOXUpypeom, NOKA3AHULL K ONepamueHOMY
AeqeHuro He evisigaeHo. Hacareocmeennocms: mouexamenHas
001e3Hb N0 AUHUU OMYA, Y 080HPOOHO20 Opama omuya no Ma-
MEPUHCKOU AUHUU — SNUAENCUS C NPOCOANCEHUEM NPUCTTYNO8
¢ 500 30 nem.

IIpu ob6sexmuenom ucciedo8anul 8 He8poA0U1ECKOM
omoenenuu (puc. 3a): eonoea mMuxkpouyepaivHol gopmeol,
37 cm 6 okpyschocmu. Yepenno-auyesvie duzmopguu. bono-
Woti poOHUHOK 3aKpbim. B Heeposocuueckom cmamyce — @bl-
DAdICEHHAS 3a0eprHCKa NCUXOMOMOPHO20 PA3GUMUSL: 3pUMeNb-
HO020 U CAYX0B020 COCPEAOMOUEeHUsI Hem, 20108Y He 0epicum,
He nepesopauusaemcst. Moiuieutnlii MOHYC NOBbIUEH NO CRA-
Cmu4ecKomy muny.

Hauboaee 3nauumvie pe3yavmamol NApaAKAUHUYECK020
obcaedosanus: npu nposedenuu Y3H opeanoe bprouiHoil no-
J0CMU 8blSI8AeHbL NPUSHAKU eenamocnieHomeearuu, npu Y3HU
MOYeBbl0eAUMENbHOU cUCmeMbl — A6AeHUS Heghponamuu
8 ude sblpaxceHHblX Oupgysnvix (ducmemaboruueckux?)
usmMeHeHuil napenxumol novex. Kpome amoeo, o6paujero
BHUMAHUE HA JceAmble KPUCMANIUKU (6eDOSMHO, cyabphambl
U ypamst), ocmaroujuecs Ha namnepce pebeHKa nocae mode-
UCNYCKAHUSA, HA KOMOPble Mamb HeOOHOKPAMHO YKA3bleana
8pa4am, Ho UHGOPMAaYUs 0 HUX panee ueHopuposasacs. B oo-
wem ananu3se mMouu evisigaensl ypamol (+++), Ho npu cneyu-
AIbHOM aHaAUu3e 8 0caoke MoHuU coau He oOHapyxuceHovl. Mo-
yegas kucaoma (213 mxmonv/n) u aaxkmam (2,1 mmons/n)
8 Kposu — 6 npedenax 603pacmHoli Hopmbl.

Ha xkpanuoepamme wigvl yepena He NPOCAEHCUBANUCD.
Ilpu noemoproiit MPT 2on06n020 mo3ea (puc. 4) ommeuena
Kapmuua ampoguu Mo3ea ¢ y4acmKamu KUCmo3sHoll nepe-
cmpoiiKu 6en0e0 éeujecmea KaxK nposéaAeHuUs NepuHaman-
H020 NOpadceHus 6 COHemanuu ¢ NPUHAKAMU AHOMAAUU
pazeumusi 20108H020 M032a (AeeHe3uUss MO30AUCTO20 me-
aa). Pezyromamot MPT 6viau kKoHcyasmupogansl 8 omoe-
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Puc. 3. llayuenm B.Y.: uepenno-auyesvie Ouzmophuu u nposéaeHus 3a0epiucku RCUXoMOmopHo2o paseumus é eo3pacme 4 mec (a) u 11 mec (6)
Fig. 3. Patient E. U.: craniofacial dysmorphism and manifestations of delayed psychomotor development at the age of 4 months (a) and 11 months (6)

AeHuu Hetipopaduonoeuu Jlemckoii Kaunu4eckoi 604bHUlb!
um. Mnc. Tazaunu (lenys, UHmanus). Boickazano npednono-
JICeHUe 0 HeU36eCMHOM 8 Haulell cmpaHe 3a001e6anuu — de-
Quyume xogaxmopa moruboena.

Ilpu D3I, nposedennoii 11.04.2017 na gone npuema
sanvnpoama Hampus 6 doze 14 me/ke/cym u neeemupa-
yemama 25 me/Ke/cym, 3apecucmpuposana pecuoHaibHas
SNUNENIMUPOPMHASL AKIMUBHOCY 8 U0 8bICOKOAMNAUMYO-
HbIX OCPBIX BOAH U KOMUAEKCO8 OCMPAS—Me0NeHHAs 80AHA
6 npaeoti 106Kl obaacmu (puc. 5).

Puc. 4. Ilayuenm 3.Y., 5 mec, macnummno-pe3oHancHas momoepagus eo-
N06HO20 MO32a: KAPMUHA ampohuu M032a, pacyeHeHHas Kak nocie0cmeus
NnepuHamanbHo20 NOPANCeHUs M032a

Fig. 4. Patient E.U., 5 months, magnetic resonance imaging of the brain:
a picture of brain atrophy, regarded as consequences of perinatal brain damage

Beinucan uz omoenenus ¢ 0UaeHO30M «CUMNMOMAmMu4ec-
Kas snunencust Ha ghone 8poNCOeHH020 NOPOKA PA36UMUs 20-
AN08H020 MO32a» U peKoMeHOayuell npuema oKcKkapoazenuna
6 doze 54 me/ke/cym u aegemupayemama 25 me/ke/cym,
00HaKo debiom 3a604e6aHUS 6 PAHHUI HEOHAMANbHDBLI Ne-
PU00 ¢ CUHOpOMa yeHemeHUs. U MUOKAOHUMECKUX NPUCIYN08,
2enamocnieHome2anus u oucmemabosutecKue usmMeHeHus
6 MOuesbleo0Awell cucmeme, a MakKice NPOMUBOPEHUBHLE
dannvie MPT ykasviearu Ha HeoOX00UMOCHb UCKAIOUYEHUS
HacaedcmeerHoll boae3nu odomena. B cesa3u ¢ smum pooume-
AAM Obl10 HACMOUMUBO PEKOMEHO08AHO NPOOOANCUMD 2eHe-
muueckoe 00caedoganue pebeHKa amoyaamopHo.

Yepes mecay nocae gbinUCKU RAYUEHM NOCMYRUA 6 He-
8poaoeUecKoe omoeneHue IKCMPEHHO 8 C8A3U ¢ YHAUjeHU-
em npucmynog do 50—70 6 cymku Ha ¢ghone ocmpoii pecnu-
pamopHoll eupycHoil ungexyuu. Habaroodaruco 6 meyenue
10—15 ¢ gpokanvHble MUOKAOHUU 6 MbIUUAX AUYA CNPAsa,
conposocoasuuecs KpUKom pebenKa, ¢ 0anbHeuwuM npuco-
e0uHeHueM MOHUYECK020 HaANPANCEHUs. KOHeYHOCmel U edu-
HUYHBIX MUOKAOHULL 8 KUcmsx daumensHocmuto 0o 20—30 c.
B c6a3u ¢ HapyweHuem cocaHus u e10manus nepegeden
Ha 30H0060e numaHue. Inomounvie u HEOHbIE peghaekcol
ouenv Huskue. [locae npebvieanus 6 meveHue cCymok 6 pea-
HUMAYUOHHOM OMOeACHUU U Y8eauteHUs 003bl AHMUKOHBYAb-
canmoeg (okckapbazenun 64 me/ke/cym, nregemupayemam
61 me/Kke/cym) wacmomy npucmynog y0aiocs YMeHvUlums
00 eOUHUYHBIX 8 CYMKU.

1lo pexomendayuu nesponoeos 20.04.2017 koncyaomu-
poean eenemuxom 6 e. Mockee («Ienomed») no eudeocessu.
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Puc. 5. llayuenm B.Y., 5 mec, anexmposnyegpanroepagus: pecucmpupyemcs: pecuoHaAbHAs INUACNMUPOPMHAS AKMUBHOCMY 8 NPABOLL 100HOU 06aacmu
Fig. 5. Patient E. U., 5 months, electroencephalography: regional epileptiform activity is recorded in the right frontal region
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Puc. 6. [layuenm 5.Y., 11 mec, anekmposnyeparoepagus: nammepn moHu4ecKo2o ceubamenbHo20 cnazma ¢ NApUUAAbHLIM KOMNOHeHMOoM (adeepcus eo-

1066l 81PABO)

Fig. 6. Patient E.U., 11 months, electroencephalography: a pattern of tonic flexion spasm with a partial component (adversion of the head to right)
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Hupgheperyuanvroiii duaeHosz npoeoduscs mexncoy MoHO-
2eHHOI (hOpMOLL 8PONCOEHHO20 NOPOKA PA3GUMUSL 20108H020
MO032a U HACAe0CMEeHHOU 001e3HbI0, CONPOBONCOAIOUUMUCS
anunencueil. 31.05.2017 coana kposs 015 nposederus cexee-
nuposanus JIHK c ucnoavzoeanuem naneau «Hacaedcmeen-
Hole snunencuws. [lo peysvmamam anaausa é rabopamopuu
MonekyaspHoll namonoeuu «lenomeod» 22.09.2017 évisaénrena
20MO03u0mHas Mymauus 6 3k30ne 6 eena MOCS2, npueods-
was K deaeyuu amuHoKuciomel 6 nouyuu 158 beaka, panee
ONUCAHHAA Y NAYUEHMO08 ¢ Depuyumom Koghakmopa moauo-
dena (OMIM: 252 160).

[layuenm 6noeb nocmynua 6 omoenenue 6 nosope 2017 e.
6 6o3pacme 11 mec 6 c6a3u ¢ yuauwjeHuem INUienmu1ecKux
npucmynos do decamikos 6 cymku. Habarodanuce o0unouHbvle
MoOHUYecKue ceubamenbrble CHA3MbL C BbIMALUBAHUEM 2010~
66l U KOHeuHocmell gneped U uHo20a adsepcueil 21a3 61e60
UAU 8NPABO, A MAKICE UMNYAbCUBHbIE 830PACUBAHUSL.

Obsexmugnbiii cmamyc (puc. 36): 2on06a mukpouepans-
Holl popmut, 41 cm 6 okpyscHocmu. 3a npedmemamu He cae-
dum. Ilepuoduueckoe cxodsueecsi kocoenasue. llpu mpakyuu
3a pyKu He no0mseueaemcs, 20108y He depicum, He nepe-
eopauusaemcs. ToHyc mbluly nOGblUeH NO CRACMUYECKOMY
muny. CyxoxucunbHule peghaexcol 8bicokue, NaAmoaocu4ecKue
pechnexcol ¢ d8yx cmopon. Kopmaenue uepes 30nH0.

1. Edwards M., Roeper J., Allgood C. et al.

2012;130:¢1005—10. DOI: 10.1542/

IIpu nposedenuu D3I 24.11.2017 na gpone npuema okc-
Kkapbasenuna 6 doze 51,4 me/ke/cym u negemupayemama
57 me/xe/cym @ cocmosanuu bodpcmeosanus 10 pas 3ape-
2UCTNPUPOBAHA UKMANbHAS INUACNMUMECKAsl AKINUGHOCb
6 8ude nammepHa 3nusenmu4eckoeo cnasma (puc. 6), Kau-
HUYECKU CONPOBONCOABULASCS MOHUHECKUMU (DACKCOPHBIMU
CRasmamu, NPeUMyu,ecmeeHHo CUMMEMPU1HbIMU, HO 084~
acobL ¢ adeepcueli 20106bl 6npaso. Ilpu yeeauuenuu 003b!
AHMUKOHBYALCAHMOB YOAN0Ch 000UMBCS YPEICEHUS NPUCTY-
nog. Bvinucan ¢ pekomendayueii npunumams okckapbase-
nun 6 doze 60 me/ke/cym u nesemupayemam 76 me/Ke/cym,
npu yuauweHuy nPUCmynos paccMompems gONPoc 0 HA3Ha-
YeHUuU HUMpA3enama.

JlanHoe HabOAAeHUE NEMOHCTPUPYET CIOXHOCTD
MPaBUJIbHOW NUATrHOCTUKU PEAKOU HACJIEICTBEHHOU
06one3Hn obMeHa — neduumnra Kodakropa MoIMUOIeHA.
KnuHunyeckast KapTuHa M TaHHBIE HEHPOBU3YaTU3alIMU
B 11€JIOM HE MPOTUBOPEYWIN TUArHO3Y BPOXKIESHHOTO IO~
pOKa WY MEePUHATAIEHOTO MOPAaXKEeHMsI TOJIOBHOTO MO3Ta,
Y TOJIbKO «T€HEeTHYeCKasi HAaCTOPOKEHHOCTh» HEBPOJIOTOB
1 1abOpaTOPHOE MOATBEPKIEHNE C IIOMOIIIBIO CEKBEHUPO-
Banust JIHK nanu BO3MOXHOCTb yCTaHOBUTD IPaBUJIbHbIM
IMarHo3 U 1u30exaTh MOBTOPHOTO POXAEHUS OOJIbHOTO
cubca B JaHHOU ceMbe.

6. Nagappa M., Bindu P.S., Taly A.B. et al.

Investigation of molybdenum cofactor defi-
ciency due to MOCS2 deficiency in a new-
born baby. Meta Gene 2015;3:43—9.

DOI: 10.1016/j.mgene.2014.12.003.

. Higuchi R., Sugimoto T., Tamura A. et al.

Early features in neuroimaging of two sib-
lings with molybdenum cofactor deficiency.
Pediatrics 2014;133:€267—71.

DOI: 10.1542 /peds.2013-0935.

. Hitzert M.M., Bos A.F,, Bergman K.A.

et al. Favorable outcome in a newborn with
molybdenum cofactor type A deficiency
treated with cPMP. Pediatrics

peds.2011-3330.

. Johnson J.L., Duran M. Molybdenum co-

factor deficiency and isolated sulfite oxidase
deficiency. In: The Metabolic and Molecu-
lar Bases of Inherited Disease. Vol. I1. Eds.:
Scriver C.R., Beaudet A.L., Sly W.S.,

Valle D. New York: McGraw-Hill, 2001.
Pp. 3163—3177. DOI: 10.1036/om-
mbid.157.

. Johnson J.L. Prenatal diagnosis of molyb-

denum cofactor deficiency and isolated sul-
fite oxidase deficiency. Prenatal Diagn
2003;23:6—8. DOI: 10.1002/pd.505.

Child Neurology: Molybdenum cofactor
deficiency. Neurology 2015;85(8):e175—8.
DOI: 10.1212/WNL.0000000000002194.

7. Topcu M., Coskun T., Haliloglu G. et al. Mo-

lybdenum cofactor deficiency: report of three
cases presenting as hypoxic-ischemic ence-
phalopathy. J Child Neurol 2001;16(4):
264—70. DOI: 10.1177/088307380101600406.

8. Vijayakumar K., Gunny R., Grunewald S.

et al. Clinical neuroimaging features and
outcome in molybdenum cofactor deficien-
cy. Pediatr Neurol 2011;45:246—52.
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A.C. Onpmanckas!, A.B. Jlioxakosal, H.A. ITuaiinep?, 1.B. JImatpenko!
IPIBOY BO «Kpachospckuii 2ocydapcmeennblii meOuyunckui ynugepcumem um. npod. B.®. Boiino-ceneyrxoeo» Munsopasa Poccuu;
Poccus, 660022 Kpacnospek, ya. [llapmuszana Xeaesuska, 1;
2PI'BY « Hayuonanvhviii MeOuyuHCKUil uccre0o8amensckuil yenmp ncuxuampuu u Hespoaoeuu um. B.M. Bexmepeea» Munsdpasa
Poccuu; Poccus, 192019 Canxm-Ilemepbype, ya. bexmepesa, 3

Konmaxmot: Anna Cepeeeena Onvuianckas annaolsh@mail.ru

Aeémopamu npedcmasgervl Kpamxuii 0030p omeuecmeeHHOU U 3apybedcHOl aumepamypbl U KAUHU4ecKoe Habadenue 0e8oUKU ¢ peOKUM
MOHO2EHHbIM 3a601e6anuem — cunopomom Kosna u pauueii maadenueckoll snusenmuueckoii snyegaronamueil. [lpoananusuposanst npo-
Onembl dughgpepenyuanvroil duaenocmuku cunopoma Kosna u dpyeux Helipookya0K0ICHbIX 3a001e6aHUILL.
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A RARE CASE OF COHEN SYNDROME AND EARLY INFANTILE EPILEPTIC ENCEPHALOPATHY (TYPE 52)
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The authors presented short review of Russian and foreign literature and clinical case of the girl with a rare monogenic disease Cohen syndrome and
early infantile epileptic encephalopathy. Problems of differential diagnosis of Cohen syndrome with other neuro-oculocutaneous diseases are analyzed.

Key words: Cohen syndrome, infantile epileptic encephalopathy, neuro-oculocutaneous syndromes, differential diagnosis
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BsepeHue

Cunnpom KosHa — penkoe ayToCOMHO-PeIleCCUBHOE
3a00JIeBaHMe, XapaKTepHU3ylolieecs IMOpaxKeHNEM IICH-
TpanbHOI HepBHOM cucteMbl (LIHC) u oprana 3peHwus,
oxXupeHueM U nedopmalimeit Kocteii. 3adoyieBaHne 00-
ycnoBieHo myTtanueid B rene COHI (VPS13B), KoTopbiit
PacIToIoXeH Ha KOPOTKOM IUIeYe XPOMOCOMEI 8 B JIOKYCE
8q22 (OMIM: 216 550) [10].

YpoBeHs 3a001eBaeMocTu cuHApoMa KosHa oLieHUTh
CJIOXKHO, TaK KaK B OOJIBIIMHCTBE CTPAH OITMCAHBI JIMIIh
eIVHUYHBIC CITydad U 3a00JIeBaHUE CUMTACTCS] PEIKUM.
Bcero B nurepatype onvcaHo He 6oisiee 200 manneHTOB
¢ cu"apomoM KosHa, OoJibliiast 4acTh U3 KOTOPBIX MPO-
KuBawT B OuHIgHINY, Be1ukoOpuTaHUM 1 MOCEeICHUN
amumeir B CIIA [2, 5, 11]. K HegoolieHKe NCTUHHO

BCTPEYAEMOCTH JAHHOM IMAaTOJOTUU TaKXKE MOXKET IPU-
BOIUTH BbIPAXKECHHBIN MEX- 1 BHYTPUCEMENHBIN KIMHU-
YeCKU NoMMMopdu3M, 3aTPYIHAIONINI €€ TMarHOCTUKY
(cM. TabuILy).

Briepsrie cunapom obu1 ormcad M. Cohen 1 coaBT.
B 1973 1. Y manueHTOB ObUIX OTMEUYEHBI MbIILIEYHAS TU-
MOTOHUS, TYJOBUIIHBIA TUIl OXUPEHUS, YMCTBEHHAas
OTCTaJIOCThb, TUCMOP(MUM 1A U KOHEYHOCTE, aHOMa-
ymu opraHa 3peHus [1]. OgHako Ha CeTOTHSIIHUI TeHb
KJIMHUYECKME TIposiBIeHUs1 cuHapoMa KosHa xapakTe-
pu3yloTcs 00Jblleil BapruabeJIbHOCTbIO U MYJbTUCUC-
TeMHOCTbhI0. Hanbosee yacTo BCTpeyaroTcsl mopaxkKeHus
oprana 3peHus1, LIHC, omopHo-nBuraTeJIbHOTO arniapara,
YeJIOCTHO-JIMIIEBON TUCMOP(PU3M, TeMaTOJIOTUICCKIE
HapymeHus [18].
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Kaunuueckue nposenenus cunopoma Kosna

Clinical manifestations of Cohen syndrome

Organ/system

LleHTpanbHas HEpBHAS cCUCTEMaA
Central nervous system

qCJ'IIOCTHO—J'II/IHeBaH CcuUctemMa
Maxillofacial area

Jlop-opraHbt
ENT organs

OpraH 3peHust
Eyes

CepHCqHO-COCYHHCTaH Cucrema
Cardiovascular system

ITo3BoHOYHUK
Spine

Kozxa, Bojiochl
Skin, hair

CKeneTHO-MBIIIeYHast cucTeMa
Musculoskeletal system

OHIOKpPUHHAs CUCTEMa
Endocrine system

KpoBb
Blood

MO‘{CBLII[CJ'[I/ITCJ'IBHaH CUCTEMA
Urinary system

Type of lesions

Muxpouedanus, epedesipHast TUITOIIIA3K, YBEINICHIE MO30JIMCTOTO TeJIa, yMCTBEHHAsI
OTCTAJIOCTh, 3aJI€PKKA PEYEBOTO PA3BUTUSA
Microcephaly, cerebellar hypoplasia, enlarged corpus callosum, mental retardation, speech delay

'YKOpOYeHHBIH (PUIABTPYM, TUTIOTUIA3MsI BEPXHEN YETIOCTH, MAaKPOACHTHUS IIEHTPATbHbBIX
3y00B, OTKPBITBII POT, «FOTUYECKOE» HEOO, BBICTYIIAKOIIAsl [IEPEHOCULIA, 3aKPYTJICHHbBII
KOHYMK HOCa B BUJIE KITIOBA

Shortened philtrum, maxillary hypoplasia, macrodontia of the central teeth, open mouth, high-arched
palate, prominent root of the nose, beak-shaped nose

HapHHI‘OMaJIHL[PIH, JIADUHTEATbHBIN CTEHO3, CTEHO3 F0JIOCOBBIX CBSI30K, CEHCOHEBpPAJIbHAs

TYyTOyXOCTh
Laryngomalacia, laryngeal stenosis, vocal cord stenosis, sensorineural hearing loss

MuHaneBuaHbINM, aHTUMOHTOJIOUIHBIN pa3pe3 Ii1a3, BOJIHOOOpa3Hast (hpopMa BEepXHEro Beka,
IITO3, XOPUOPETUHAIbHAS TUCTPODUS, IPOrpeCCUPYIONIasi MUOIIUS, MAKYJIOIIATHS ITO TUITY
«OBIYBETO I71a3a», HUKTAJIOMMs, IMTMEHTHBIN pETUHUT, KaTapakTa, arpous 3pUTEIHLHOTO
HEpBa, KOCOI1asue, runepreiopusm

Almond-shaped eyes, antimongoloid slan, wave-shaped upper eyelid, ptosis, chorioretinal degeneration,
progressive myopia, bull’s eye maculopathy, nyctalopia, retinitis pigmentosa, cataract, optic nerve atrophy,
strabismus, hypertelorism

ITposanc MuTpaabHOTO KJlariaHa, BacKyJionaTusi (TpoM003bl LiepeOpaabHbIX COCYI0B)
Mitral valve prolapse, vasculopathy (cerebral vascular thrombosis)

IMosicHUYHBIM JTOpA03, TPYAHOM CKOJINO3
Lumbar lordosis, thoracic scoliosis

TunepanacTUYHOCTH KOXU, JVIMHHBIE TOJICThIE PECHULIBI, I'YCThIE TOJICThIE BOJIOCHI Ha rOJIOBE
1 OpOBSIX, CHHO(PHU3, MOBBIIIEHHAS YYBCTBUTEILHOCTh KOXHM K YJIBTPa(HOJIETOBBIM JIydaM,
I/IHd)eKL[I/II/I KOXHU, IOoII€peyHad JJagOHHas CKaaKa

Hyperelastic skin, long thick eyelashes, thick hair, bushy eyebrows, synophrys, increased UV-sensitivity
of the skin, skin infections, transverse palmar crease

V3Kue pyKu, yKOpoueHHUeE MSICTHBIX KOCTEH, Y3K1e HOTU, YKOPOUYEHUE TUIFOCHEBBIX KOCTEH,
HEBBICOKUI POCT, MbIllIEUHAsI TUIIOTOHMS, CAHAAJIEBUAHAS 11I€JIb, BaJIbIyCHas CTOMa, TUIep-
MOOMJIbLHOCTh CyCTaBOB

Narrow hands and feets, shortened metacarpals and metatarsals, short stature, muscular hypotonia, sandal
gap, valgus foot, joint hypermobility

3amep:kKa IMoJOBOTO CO3peBaHMsI, Ie(PUIIUT COMATOTPOITHOTO TOPMOHA, TYJIOBUIITHBINA THIT
OKUPEHUA, CHUXKEHUE TOJICPAHTHOCTU K ITIOKO3€
Delayed puberty, growth hormone deficiency, central obesity, impaired glucose tolerance

JlelikoneHusi, HEUTPOIEHUs, TPAHYIOLIMTONEHNSI, TPOMOOIIUTOIEHUS
Leukopenia, neutropenia, granulocytopenia, thrombocytopenia

Auunypust

Aciduria

Ien COH 1 6wt BriepBbie KapTipoBaH B 1994 1. puH-
CKMMH KCCIIEIOBATENSIMU, HO TOJIBKO B 2003 . B ®UHIISH-
Iy OblJIa YCTAHOBJIEHA CBSI3b 3TOTO reHa ¢ CUHIPOMOM
Kosna [10, 17]. OnucaHo 6oiiee 22 OTBETCTBEHHBIX MY-
TalWi, BKIIOYAIOIIMX HOHCEHC-, MUCCEHC-, MHIET-MY-
TalluM ¥ MyTauuu caiita criavicunra. len COH 1 otBeuaet
3a cMHTe3 Oesika repudepndeckoin Memopanbl VPS13B,
KOTOPBI 00ecneuynBaeT 1IeJIOCTHOCTD anmaparta [omaba-
KM, UTPAET CYLIECTBEHHYIO POJIb B PETY/ISLAN BE3UKY-
JIIPHOTO TPaHCIIOPTa, BHYTPUKJIETOYHOU COPTUPOBKU

0eJIKOB M TIMKOo3uaupoBaHum [13]. DkcnpeccMOHHBIN
aHaJIM3 MOKa3aj]l MaKCHMAaJIbHbI YPOBEHb 9KCIIPECCUU
VPS13B B HelipoHax Kophl To1oBHOro Mo3ra [15]. B sakc-
MepUMMEHTaX CHUKEHHAasl 9KCIIpeccusl OesKa IPUBOIUT
K YMEHbIIIEHUIO KOJIMYECTBA HEMPOHOB B KYJIETYpe KJie-
TOK TUIIIIOKAMIIA, YTO MOXET OObSICHUTD SIUJICITUYECKIE
MPUCTYIbl U YMCTBEHHYIO OTCTAJOCTh IPU CUHIPOME
KosHa, a HapyleHUsI [IMKO3UIMPOBAHUS MOTYT SIBJISITh-
Cs1 IPUYMHOM aHOMAJIBHOTO pacIpeleeHusl MOIKOXKHO-
ro xkwupa [1]. [TopaxkeHue opraHoB 3peHUsI (CM. TaOJIHILY)
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Puc. 1. Jucmpogus cemuamku no muny «bviubeeo enasza» npu cunopome
Kosna
Fig. 1. Bull’s-eye macular dystrophy in patients with Cohen syndrome

BCTpEYaeTCsl y BCEX ONMMCAHHBIX MTAIIMEHTOB C CUHIPOMOM
Kosna. Muonus u rporpeccupylonast TurMeHTHas peTh-
HOMAaTHUsI — caMble YacThIe IJIa3HbIe aHOMaIMK. Muomnmus,
Kak IIpaBWIO, pa3BUBACTCS B BO3pacTe OT 5 JIET U CO Bpe-
MEHEM JIOCTUTAET BBICOKOI cTerieHM (0osiee 7 MUONTPHit)
[4]. Hapylrenue amantaiyy K TeMHOTe, HOUHAas CJIeTIoTa
(HUKTAJIOITMST) YaIlle BCETO PeTUCTPUPYIOTCS ITOCe 7 JIeT.
Kpome TOor0, BO3MOXHO pa3BUTHE TaKUX HapYIICHUN,
KaK IUCTPOGUS CeTIATKH, KaTapaKTa, IeCTPYKIIUS CTe-
KJIOBHITHOTO TeJIa, aTpOodus 3pUTEJIbHOIO HEpBa, aCTUTMa-
TH3M, KOJJOOOMa paayKKu, BPOKIEHHBIN NTO3 Beka [16].
Juctpodus ceTyaTKy 3aMeTHO ITPOTPECCUPYET IO CTEIIe-
HU TSDKECTH C TeUCHUEM BPeMEHH, Y MHOTHX ITAIleHTOB
pa3BUBACTCS MaKyJIOIIATHSI, HATTIOMUHAIOIIAs ObIYMIA I1a3
(puc. 1) [9].

IMopaxenue LTHC npu cungpome Kosna Hanbo-
JIee J4acTo IpeacTaBIeHo MUKpoledanueit, 3aaepxKKoi
TICUXNYECKOTO 1 peueBOoro pa3Butus. s O0JbITMHCTBA
MalMEHTOB CTaplle 5 JIeT XapaKTepHa dJIEKTpo3H1Iehalio-
rpamMma 0e3 IIPU3HAKOB AMIICHTU()OPMHOI aKTUBHOCTH,
OIHAKO BO3MOXKHO Pa3BUTHE SIIJICIICHH, TPEOYIOIIei Ha-
3HAYEeHMST aHTUANMIIENITHYeCKOM Tepanuu [8]. ITpu mipo-
BEeIEHWU MarHUTHO-pe30HaHCHOM Tomorpadun (MPT)
Y 9acTU OOJIbHBIX BBISIBJICHO YBEJIMICHHUE Pa3MEPOB MO-
30JIUCTOrO Tena [6].

YV mnapeHueB ¢ cuHapoMoM KosHa 4acTo BO3HUKA-
10T TIPOOJIEMBI ¢ KOPMJICHHUEM U IBIXaHEM B IIEPBBIC THU
KW3HU, BEPOSITHO, CBSI3aHHBIE C MBIILICYHON TUIIOTOHUEH,
KOTOpasi MIPUCYTCTBYET Yy BCeX AeTeil B Bo3pacTe 0o 1 roma
U, TIO-BUAMMOMY, CO BpeMEHEM perpeccupyeT He3aBUCH-
MO OT MPOBOAMMOTO JieUeHUsI. MeXaHW3M MBIIICUHOMN TH-
IIOTOHUY HEM3BECTEH, OMHAKO MpPEIIIojaraeTcs, 4To OHa
aBiseTcs cuencreueM nopaxenus LTHC [6].

YepenHo-IUIIeBbIe aHOMAIUU OOBIYHO BKIIIOYAIOT
TOJICTBIE BOJIOCHI Ha TOJIOBE U OPOBSIX, IBIIIHBIC JUTMHHBIC

2

PECHUIIBI, KOCHIE IIa3HbIe IIean (MUHIOAJICBUIHbIC IIa-
3a), KOCOIIa3ue, 3aKpyIJIeHHbBI KOHYMK Hoca (HOC B BU-
JIe KJII0BA), TJIaAKYIO WIM YKOPOUYCHHYIO 00J1aCTh MEXIY
HOCOM U BepxHel ryooil (YKOpOYeHHBIN (PUIIBTPYM), TH-
TOTUTA3MIO BEpXHEH YeTIOCTH U MAKPOIECHTHIO IIEHTPAIb-
HBIX 3y00B. CodyeTaHue MOCIeTHNUX 3 MPU3HAKOB HEPEIKO
MIPUBOAUT K IMIPUOTKPHITAIO pTa, HECMOTPS Ha ITOJIHOE
CMBIKaHUe YemocTeii [4, 14]. BepxHue u HIDKHUE KOHEY -
HOCTH Y TTaIlMeHTOB ¢ cuHApoMoM KosHa, Kak mmpaBuio,
y3KHe, HETIPOIIOPIIMOHAIBHO JUIMHHBIE, TaIbIIbl KUCTEH
ToHKHE. OTMEYarOTCsI TUIIEPIIOABIKHOCTD CYCTaBOB PYK,
HOT, CaHJaJICBUIHAS IIe/Ib HA CTOIIaX, ITOIepeYHast Ja-
IOHHas ckianka. [Tocie mojsoBoro co3peBaHUs Y HEKO-
TOPBIX eTeil pa3BuBaeTcs Kudockonno3s [7]. [Tomumo
3TOrO0, BO BpeMsI ITydepTaTa y IMalreHTOB CKauyKoo0pa3HO
HapacTaeT Macca TeJla U pa3BUBAeTCs XapaKTepHOE TY-
noBuiiHoe oxupenue [12]. [TopaxkeHue KoxXu B LIETOM
He XapaKTepHo Il cuHapoMa KosHa, omHaKo KOMaHIOM
JIEpPMAaTOJIOTOB OIMCAHBI 2 MallMeHTa C JAHHBIM CUHIIPO-
MOM, Y KOTOPBIX HabIoganuch nudy3Hbie TUIIEPIIUT-
MEHTHPOBAaHHBIE TISITHA Ha KOXe 1o TUHUAM biamko [3].

W3 nabopaTopHBIX ITOKa3aTesIeil 4acTo OTMEYAIOT Hell-
TponeHuio (6osee 70 %), Koropasi IPUBOAUT K YaCTbIM
PELIMANBUPYIOIINM MH(PEKIIMOHHBIM 3a001eBaHusAM [5].
CunnpoM KosHa ycTaHaBimiBaeTcss Ha OCHOBaHUM KJIMHU-
YeCKUX MPOSIBIICHUI, HO €IUHBIX JTUATHOCTUICCKUX KPH-
TEepHEB Ha CETOMHSIIHUIM IeHb He CyIIecTByeT. Ecim Kim-
HUYECKUE OCOOCHHOCTH SIBJISIIOTCSI HEYOCIUTEIbHBIMU,
naeHTU (UKL OMaJUIeTbHBIX ITATOTEHHBIX BApUaHTOB
B reHe COH I ipy MOJIEKYJISIPHO-TEHETUYECKOM TECTUPO-
BaHUU MoATBepKAaeT nuarHo3 [18]. duddepenumnanpHas
IrarHocTuka cuHapoMa KosHa mpoBoauTcst ¢ CMHIPO-
mamu Ipanepa—Bunnu, bapane—bumnsa, Anbcrpema, AH-
renbMaHa, Mapdana, Cotoca, a TakKe ¢ Helipoduodpoma-
TO30M, CHHIPOMOM KOIIIAYbheTO KPHKA.

OO1iee cocTOSTHUE 3I0POBbs MAIMEHTOB, KaK Ipa-
BWJIO, XOpoIIlee, M, HECMOTPS Ha TO YTO Y OOJIBIIIMHCTBA
M3 HUX UMEETCS] HEUTPOIICHUS M €CTh PUCK Pa3BUTHSI TsI-
JKeJIbIX MH(MEKIINI, TOCTTUTATN3ALNY ITPOUCXOIST PEIKO.
[MammeHTH MOTYT XXUTh IOMA WK B CIIEIIMAIbHBIX YIpe-
XKICHUSIX, HO BO B3pOCIIOM BO3PacTe OHM OYIYT HY>KIaThCST
B HaJ30pe ¥ MOMOIIY B OBITY. YUTO KacaeTcst ITUTETLHOCTH
WX XXW3HU, HAa CETOMHSIIHUI IeHh HEU3BECTHO HU OTHOTO
clIy4yasli paHHEU CMEepTH.

TIpencraBnsgeM KIMHUYEeCKUI cirydaii cuaapoMa Koa-
Ha ¢ HeOJIarOIPHUSATHBIM TEUYCHHEM Y IEBOYKH 2 JICT.

Knunuyeckui cnyyaii

Ilayuenmra A., 2 nem, 6 Hosiope 2016 2. enepgvie KoH-
CYAbMUPOBAHA HEBPON02OM HEBPOAOSUECK020 YeHmpa Yru-
eepcumemckoil kaunuku (HI[ YK) ¢ scarobamu (co croe
podumeneii) Ha Hacmole NOOEPSUBAHUS MbLUUY, KOHEYHOCMET
U myao08uwa 8 nepuod 600pCmMeo8anus ¢ nadeHuem npu Ha-
PyuleHuU pasHogecuss; exceoHesHbvle (ebpuivhble U aghe-
OpunbHble MOHUKO-KAOHUYECKUe NPUCIYNbL 8apUAGebHOl
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Puc. 2. [Topascenue kosxcu u myaoguugnbiit mun oxcupenus y 2-remueti nayuenmu A. ¢ cunopomom Kosna. Domoepaghuu cdesanvr asmopamu, o0sscHerue

6 mekcme

Fig. 2. Skin lesions and central obesity in a 2-year-old female patient with Cohen syndrome. Photos were taken by the authors; explanations are provided in

the text

Npo00ANCUMENbHOCU ¢ HAPACMAHUEM 4aCMOombl U OAU-
meabHOCMU 8 MeYeHUe NocaeOHux noaymopa aem 0o 20—
30 mun (c mendenyuell K CMamycHOMY MeYeHUr); npucmy-
nbl ¢ KPamKOBPeMeHHbIM HapyuleHueM KOHmakma pebeHKa
C OKpyJCcarnwumu U 3a8edeHuem enas eepx; ougdgysnyno
MbLULEYHYIO 2UNOMOHUIO ¢ NOWAMbleaHUeM npu xodvoe
U NpU 8ePMUKANUZAYUL, XOMS 0e80YKA MONCEM CAMOCHO-
AMeNbHO cadumucs, 6CMasamv u xo0ums, Heepyoyio 3adep-
JCKY peuegoeo pazgumusi; noseaeHue 3ampyoHeHus ovixa-
HUS 60 8pemsi nPoOYJCOeHUs Om HOYHO20 cHa. M3 anamHuesa:
desouka (npoband) — 2-il pebeHok y mamepu, podcoeHa
om 2-20 bpaka, umeem cmapuiyro cecmpy (cubca) om 1-eo
opaka mamepu, Kauruvecku 30oposyro (18 aem). Cubc umeem
nAmMHA eunepnueMenmayuy Ha Kosce ¢ poycoerus. IIpobano
pooicdena 6 so3pacme mamepu 36 rem, meueHue bepemeHHo-
cmu 6e3 ocobennocmeil. Podopaspewenue nymem kecapesa
ceueHus Ha cpoke eecmayuu 39 Hed no NOKA3AHUAM CO CHO-
pouvt mamepu. flo 5 mec pazeusanacs no o3pacmy, nocie
8aKyuHaAuUY adcopoupo8anHoil KOKAHUWHO-0UpmepuiiHo-
CMOAOHAUHOU 8AKUUHOU Yepe3 HECKOAbKO OHell HeOOHOKPam-
HO ommeuanoce ygeauuerue memnepamypsi meaa 0o 37,2 °C
¢ pazeumuem eHepalu308aHHo20 Cy00POICHO20 NPUCMYNA
be3 anHo3 npodoaxcumensrocmoro om 5 do 10 mun. Ilocne no-
8MOPHO20 NPUCTYNA, BEPUPDUUUPOBAHHO20 (PeabOUEPOM CKO-
DOUL MEOUUUHCKOL NOMOWU, 20CNUMAAUZUPOBAHA 8 omdene-
Hule peanumayuy U UHMeHCUBHOU mepaniiu neduampu4ecKoeo
CIMAYUOHAPA, HO HA 2-e CYMKU 20CNUMANU3ayuu nepeedena
6 uHgheKyUoHHOe omadeneHue, 20e noAY4aANa AHMUOUOMUKOMe-
DAnur, UMMYHOMOOYAUPYIOULYIO MEPANUI, AHMURUPEMUKU.
[locae svinucku u3 cmayuoHapa npucmynsl peyuousuposa-
AU, HeCMOMPSL HA NPUEeM GHMUKOHBYAbCAHMO08 (8aAbNpoam,).
B c653u ¢ peyudusupyrowum xapaxmepom nPUCHYRO8 MeHsi-
1aCb AHMUSNUACNINUMECKAsL MEPAnUs OO KOHMPOAEM He8PO-
A0ea-3nunenmonoea. B smom sce 2ody 6 xode obcredosanus
6 ycaosusx demckoi 6onvHuybt Dedepanvroeo meouxo-ouo-
noeuyeckoeo acenmcmea Poccuu (e. Mockea) nayuenmrke
enepevle nposedena MPT 2on06H020 Mo32a, no pe3yrbmamam
KOMOpOii CMpYKMYPHbIX U3MeHeHUll He 8bieeH0. YXyouleHue

cocmosHus 0eeoyKu pooumenu ommexanu ¢ ageycma 2016 e.
6 sude yuauweHus npucmynog 0o 1 pasa 6 2 neo ¢ yseauueHuem
ux npodoaxcumenvrHocmu 0o 30 mun u bonee, kKax gedpunsb-
HbIX, MAK U agheOPUAbHbIX, ¢ YaCMbIMU 8620eHUIMU PACMEOPA
duazenama eHympumbviuieuro. l[layuenmra KoHCyabmuposana
2eHemukom KpacHosapckoeo meduro-eenemu4eckoeo yeHmpa,
3an00o03peH Helipogubdbpomamos 1-eo muna 6 cés3u ¢ HaIU4u-
em y pebeHKa Ha Kodice NPpasoil Hoeu U 5200ule nsimeH aunep-
nuemMeHmayuuy.

IIpu ocmompe: cocmosinue pedenka yooeaemeopumens-
Hoe, 0eeoyKa CHOKOUHA, A10003HAMEeAbHA, UHMeDeCYem s
uepywrkamu. Iloxooka Heycmoiuueas, packauuearnuasics,
6 NOA0JCEHUU CMOsI NOKAYUBACMCS, UCHOAb3Yem 00NOAHU-
menbHble MOYKU ONOPbL, ORUPASCH PYKAMU 00 OKPYicaloujue
npedmemvl, NOACHUYHDLI A0PO03 YCUACH, HECKOAbKO GbICHY-
narowuii eneped xcueom. Jlenewem, Ho peuv He6HAMHAA
u3-3a duzapmpuu. Ha koxce reeoeo bedpa umeemcs KpynHoe
NAMHO eUnepnueMeHmayu ¢ YemKUMU HepoGHbIMU KPASMU
pazmepom 17 x 8 cm, Ha Kodice 1e60il eoneHU U 1200ULbl —
2 MeaKux namua makoeo Jce xapakmepa pazmepom 1,0 x
0,7cmu 0,5 x 0,7 cm, Ha nepedHeii OprowHOU cmeHKe — edu-
HUYHOe KPYNHOe OenueMeHmUpo8anHoe NAmHo ¢ HeUemKuUMU
HeposHbiMU Kpasmu pazmepom 15 % 9 cm (puc. 2).

Tunepmenopusm, Obixanue yepes NPUOMKPLIMbLIL pom,
HUNCHASL HeAIOCMb 8 6ePMUKANLHOM U 20PU3OHMAAbHOM NO-
A0CeHUU pebeHKa caeeka omeucaem, HapyuieHue pocma
3y006 ¢ duacmemamu, Kpynuvle nepeduue pesynl, Heepyoas
00ymA08aMOCMb AUYa 06e3 4emK02o apeourusma. 3a mMoao-
moukom caedum, HedosedeHue 21a3 88epx, NeeKds acuMme-
MpUs 2AA3HbIX Weaell 3a cuem yMeHblenus creea. Huxcuss
Auyesas dunaeeusi, pOm NPUOMKPbIM, MACKOe HEOO U A3bIK
2UNOMOHUYHYL, 210MOUHbIe PepACKCbl CHUMNCEHbL ¢ 00eux
cmopoH. Muonamonodobuas noxooka, mMoluie4Hblil MOHYC
2UNOMOHUYHDBLIL 6 MbIUYAX KOHEYHOCMEl U aKCUANbHOU MY-
cKyaamype, Mblule4Has cuaa Heepyoo oughgy3Ho cHudceHa,
NpeuMyuecmeeHHo Ha yposHe OUCMANbHBIX OMOeN08 8ePXHUX
U HUMICHUX KOHeuHocmell. Pegaekcol ¢ éepxHux KoHeunocmei
CHUJICEHDL, AXUAN08bl HECKOAbKO NOGbLUUEHDL ¢ 00eUX CIOPOH.
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Puc. 3. Daexmpoonyepanoepamma 2-nemueii nayuenmku A. ¢ cunopomom Koosna
Fig. 3. Electroencephalogram of a 2-year-old female patient with Cohen syndrome

[loxodka Heycmoiiuugas uz-3a moviueuroii eunomonuu. Pac-
CMpoiicme 4yecmeumenbHoCmu He gblsiéneHo. Menuneeans-
HbIX 3HAKO8 Hem.

Buvicoxopaspewarowas MPT 201061020 Mo3ea: xapakmep-
HbIX NPU3HAK08 Helipoghudbpomamosa 1-eo muna He 6bls81€HO.

Inekmposnyegpanoepagus: 3apecucmpuposan nammepH
Jugpghysnoil nuk-60an080i akmusHocmu (puc. 3).

Ixoxapouoepagus: donosHumensvHas xopoa 8 noAocmu
n1e60e0 dcenydouka, mpukycnuoanvras pecypeumauus I cme-
neHu, pecypeumayus Ha KAanaue 1e204H020 CMeoaa NPUKAA-
NAaHHAs, NAMOA02UMECKUX HOMOKO8 He 3ape2UcCmpUpo8aHo.

[llayuenmka u ee podumenu 0onOAHUMENbHO NPOKOH-
CYAbMUPOBAHBL O NPOMOKOAY HACAEOCMBEHHbIX HEUPOOKY-
N0KOJCHBIX cuHOpomos ogpmanvmonoeom HI[ VK. Obsex-
mueHo oba enaza: gexu 6e3 HapyuieHull, Kpas He YMoAueHbl.
Ilamonoeuueckoeo omdeasemozo nem. Konsronkmuga éek,
2n1a3H020 s610Ka 61edHO-po306as, cnokoinas. Poeosuya
cgepuueckasn npospaunas, baecmauasn. Padyscka 6 ygeme
He usmeHena, 6e3 Hapyuienuil. Ilepednss kamepa cpeonei
21yOuUHbl, PABHOMEPHAS, 61a2a NPO3PAUHAsL. 3PAv0K 8 UeH-
mpe, peaKuyus HaA c8em JHCUBAsl, paAGHOMEPHAs. XpYyCMAanuk
U cmeka08UdHoe meno npozpaunsie. Inaznoe oo 060ux enas:
duck 3pumenvHo2o Hepea 61edHO-PO308blll, ePAHULbI Yem -
Kue, cocyoucmolil ny4ok 6 yenmpe. Xod u Kaiuobp cocydos
He U3MeHeHbl, 8eHbl NOAHOKPOBHble. B makyaaproil obaacmu
u no nepughepuu b6e3 ouazo6. B xode ogpmansmonoeuneckoeo
ocmompa pooumeneil NAYUEHMKU NAMOA0UYU CO CHOPOHbL
2143 He 8blsI8EHO.

JlonoanumenvHo ocmomperna Koxca pooumeneil. Y omuya
npobanda eviseneHbl eOUHUYHbIE NAMHA cUNepRUSMeRMAYyUL.
Haubonvuiee nammo 8vis61eH0 6 naxogoii obnacmu u 8 obnacmu
MOUWIOHKU, AUHEIIHO20 XapaKmepa, ¢ 30HaMU CGemA0l Koicu
MeHCOy AUHEHHbIMU NAMHAMYU 2UNepnueMeHmayuu, pazmepom
3,0 x 1,7 cm. Ha kooice cnunbt 6 obaacmu npagoii 10namu
eOJuHUYHOe NAMHO 2UNnepnueMeHmauul, 08albHoi opmbl
C UemKUMU POBHbIMU SPAHUUAMU, pasmepom 2,5 < 2,0 cm.

Jlannble anamuesa, KAUHUYECK020 uccaedosanus (Hepe-
Has cucmema, Kojca, opeansl 3perus), Helipopaduoioeuye-
ck0eo (MPT) u neiipoguzuonoeuueckozo (udeosnexmposm-
yeghanoepaghuueckuii MOHUMOPUHZ) UCCACO0BAHULL NO380AUNU
YCOMHUMbCS 8 NPABOMOHHOCMU JUuaeHo3a Helipoghubpoma-
mo3a 1-20 muna u ROCAYICUAU NOKA3AHUEM K NPOBEOCHUIO
I HK-duaenocmuku (cexeeruposanue 3K30ma), Komopas
ovlra evinonnena 6 nabopamopuu «lenomed» (e. Mockea).
3abop kposu Ha uccaedosatnue Obi1 ocyuecmenern 15.12.2016,
pesyromamsl uccaedosanus npedcmagnerst 01.05.2017.
Ilo dannvim JTHK-0uaenocmuku y 0egouku ymouHeH Kau-
Huveckuil 0uaesHo3 NUNeNCUU, KOMOpas 8 HACMOsUeM
KAUHUYECKOM Cayuae umeem NOAUSeHHYH) SMU0A0UI0 U 00-
yeaosaena mymauueii eena SCN 1B na xpomocome 19 (pannss
MaadeHyeckas snusenmuteckas dHyegasonamus, mun 52,
OMIM: 617350), a maxkuce eena COHI na xpomocome 8
(cundpom Kosna, OMIM: 216 550), umo sieasemcs omseoua-
rowum gpakmopom u 00sscHaem hapmMaKope3ucmeHmHoCcms
anunencuu y nayuenmiu. JJugp@yznas mvluleuHas sunomonus
makaice A6451€mMcs XapaKmepHoiM CUMRIMOMOM 0451 000UX 8bl-
SABAEHHBIX MOHO2EHHBIX 30001e6aHULL Y pebeHKa U 00ssicCHsIem
pazsumue MUOnamono0ooHo2o cunopoma. Buisenrennas my-
mauus eena SCN 1B na xpomocome 19 ne moavko npueodum
K HecmabuavHoCcmU 8030y0UMOCMU MeMOPAHbL HEUPOHOE,
YUMo CcAYHCUM NPUHUHOU QeOPUNbHBIX U ApeOPUNbHbIX INU-
Aenmu4ecKux NPUcmynog y pebenKka, Ho U 645emcs npudi-
HOUl HecmaobuabHOCMU 8030Y0UMOCMU KAeMOK npogodsujell
cucmembl cepoua, 6KAO4AS ceMelHyr ubpuirayuo nped-
cepouii u cundpom bpyeaoa. B cés3u ¢ smum npu noemopHoi
xoncynomayuu 6 HI[ YK donoanumenvro ymouter cemeiinnlil
AHAMHe3 NAYUeHMKU N0 HAPYUIeHUIO DUMMA cepoya U cay4a-
AM 6HE3AaNHOU cMepmu 8 pO00CA0BHOII.

Babywra npobanda no omyoeckoii AuHUU yMepaa 8 803-
pacme 50 nem, cmpadana caxapuovim duabemom 2-20 muna,
HO yMepaa eHe3anHo; umena 4 demeil, podscoeHHbIX OM Pa3HbIX
myxcuuH. Y ee cmapuieii douepu (41-remueii memu npobanoa
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7 — BepoATHOE HoCUTeNbCTBO MyTaLum reHa SNCTB/probable carrier of the SNCTB gene mutation
I — 0cmoTpeHa HeBpoNOroM 1 0§TaNnbMOOTOM HEBPONOTUYECKOTO LieHTPa YHUBEPCUTETCKON
KIWHUKI/ examined by a neurologist and an ophthalmologist of the Neurological Center at the
University Clinic

@ - wmnpom Koswa/Cohen syndrome
@ - cemeiinan ubpunnauwa npeacepawit/familial atrial fibrillation
_~® — npobana/proband

Puc. 4. Cxema podocaosroii npobanda (nauuenmxu A., 2 1em) ¢ cuHOpomom
Kosna

Fig. 4. Pedigree chart of the proband (2-year-old female patient) with Cohen
syndrome

10 OMUYOBCKOU AUHUU, cCIapuleli cecmpbl omya npobanoa)
omMmeuaemcs HeymouHeHHoe 3a00aeeanue cepoya; oHa umeem
1 coina 23 nem. Omey npobanoa, 0ocmynHblil 045 0cMompa
8 38 nem npu nepsuuroii koncyromayuu ¢ HI[ YK, — 2-i
DpebeHoK 6 cembe, no2ub 6 A0PONCHO-MPAHCHOPIMHOM NPOUC-
wecmeuu npu HeymouHeHHbIX 00CMOAMenbCMeax 6 803pacme
39 nem 6 nepuoo odxcudarnus pezyssmamos I HK-ouaznocmu-
Ku ceoeii doyepu. Co croé mamepu npobaunoa, npu aymon-
CUU y Heeo OmMe4eHa GbiPANCEHHAs SUNOMOHUS MUOKapOa:
npu 836euueanul cepoye 6bl10 pacniacmanHbiM Ha 6eCax,
Xoms GUOUMBIX NOBPENCOeHULl He OmMeUeHO (Pe3yabmanmbl
2UCMOA0UMECKO020 UCCACO08AHUS MUOKAPOA He npedcmase-
Hot). Maadwuii bpam omua npobanoa — 3-ii pebeHoK 6 cembe,
BHE3ANHO NO2UD 8 OPOICHO-MPAHCROPIMHOM NPOUCULECTNEUU
npu HeymoUHeHHbIX 00CmOosmenscmeax 6 eospacme 33 aem;
umeem 10-semueeo coina. Maadwas cecmpa omua npobar-
da — 4-ii pebeHok 6 cembve, 6 Hacmosujee epems eil 27 aem,
KAuHu4ecku 30oposa, umeem 2 cvinogeil (2 u 6 sem), po-
JHCOeHHBIX OM PA3HBIX 0MY08. Bce uaenvl podocaoernoii panee
¥ Kapouoaoea-apummonoea He Habao0aiuc, MOHUMOPUpPo-
sanue anekmpoxkapouoepaguu no Xoamepy He npoeoouaocs.
Cxema podocaoeHoil npedcmasnena Ha puc. 4.

00cy#aeHue

Taxum obOpa3zoM, mpeacTaBIeHHbIA KIMHUYECKUN
ClIly4ail SIBISICTCSI YHUKAJBHBIM, IOCKOJIBKY HpOOaHm
(2-neTHsIg AeBOYKa ¢ (hapMaKOPE3MCTEHTHOM SMUJIETICUEH
¢ ¢peOpMIIbHBIMU U aPeOPUIBLHBIMU TTPUCTYITAMU U TUd-
(y3HOIT MBIIIIEYHOI TMIIOTOHUEN ) UMEET 2 MOHOT€HHBIX

3a00J1€BaHUS, YTO PAHEE HE OMUCHIBATIOCH B TOCTYITHOM
OTE€YeCTBEHHOU U 3apyOexxHoi autepatype. Kpome To-
ro, oopauaet Ha ce0s BHUMaHKWe BecbMa BapuabeIbHbIM
KJIMHUYECKUI (PEHOTUIT MOHOTEHHBIX 3a00JIeBaHMIi, Ha-
clieayeMbIX OT oTLa nmpobaHaa. Tak, 6a0yllika, oTel v AsLast
npob6aH1a, BBICOKOBEPOSITHO SIBJISIIOLIIMECS] HOCUTEISIMU
mytauuu reHa SCN 1B, He UMeln STTUJIENTUISCKUX TTPU-
CTYIIOB, OJJHAKO ITOrM0JI1 OT BHE3aITHOM CepAeYHOMI cMep-
™. OTell TTpobaHaa TakKe, BEPOSITHO, UMeJT OoJiee MsIT-
Koe TeyeHne cuHapoma KosHa no cpaBHEHUIO C TAKOBbIM
y cBoeli mouepu (mpobaHma). Mimess HerpyOble 4eatoCT-
HO-JIMLIE€Bble aHOMAJINUU, TYJOBUIIHBIUA TUIT OXKUPEHUS
U MOpaXXeHUE KOXU, HO HE UMESI KITMHUYECKN 3HAUMMOM
MBbILIEYHOM TUTTIOTOHUM CKEJIETHON MYCKYJIaTyphl 1 ITopa-
KEHUsI OPTaHOB 3pEHUSI, MY>KUMHA PETYJISIPHO MPOXOIUIT
MEIULIMHCKUIA OCMOTpP, MOCKOJIbKY HA MOMEHT MEPBUY-
Hoii kKoHcynbsrauuu B HI YK siBisiicst BoeHHOCTyKaIlM.

BoisiBieHHas1 y mpo0aH1a IaToJI0rusl XapaKTepUu3yeTcst
TSKEJIBIM TEYEHUEM M TpeOYeT KOMIUIEKCHOIO MOAX0a
K Tepaluu U IMHAMUYE€CKOMY HaOJIIOJEHUIO MYJIbTU-
NUCHUIUIMHAPHOM OpUraaoil cneuuaanucToB, BKIOYas
HEBPOJIOTa-3IIJIETITOJIOra, O(pTaIbMOIOTa, SHIOKPUHO-
Jlora, KapauoJjora-apuTMoJsora, opTorena, reMaroJora,
JIepMarosiora, OTOPUHOJIAPUHIOJIOTa. YUUThIBAs KJIMHUYE-
cKkuit nomuMopdu3M cuHapoma KosHa, KOoTophiii Hepeako
3aTPYAHSET €T0 AUArHOCTHUKY, JJ1S1 YTOUHEHUS CEMEMHOTro
XapakTepa repeaadu 3a00JeBaHMsI BCEM POACTBEHHUKAM
TpYyHIlbl pUCKa HEOOXOIUMO AOIMOJHUTEIBHO IMPOBECTU
MOJIEKYJIIPHO-TEHETUUECKOe UCCaeqoBaHne (METOIOM
MIPSIMOTO CEKBEHUPOBAHUS) IIJIST TIOMCKA MYTAllU B CO-
otBeTcTBYIoNIeM reHe COH I. Bce 4ieHbl poIOCIOBHOM
TPYIIBI PUCKA IO CUHIPOMY BHE3AIMHOM CEpIeYHON CMep-
™ U ux getu (111 moxoneHue) HyKIar0TCs B KOMIUIEKCHOM
00cen0BaHUU Yy KapIMOJIora-apuTMOJI0OTa U IIPOBEAEHUM
JHK-nuarHoCcTUKHY IJ1s1 UICKIIOYEHUSI HOCUTEIbCTBA MY-
tanuii B reHe SCN1B.

BobiBofibl

JduddepeHnnanbHasg TMarHOCTUKA U HaOIIOIeHIE
MalUEHTOB C HEHPOOKYJOKOXHBIMU CUHAPOMAaMHU B T10-
BCEIHEBHOI KIMHMYECKOM MPAKTUKE HEBPOJIOTa, O(PTalb-
MOJIOTa, IEPMaToJIOra SIBJISIIOTCS CA0KHOM MEXKAMCLMILIN -
HapHOI1 Mpo0JIeMoii, B pellieH1ue KOTOPOI CyIleCTBEHHbII
BKJIaJl BHOCSIT OBICTPO pa3BMBalONIasICsl MEeIULIMHCKAS
TeHEeTHKa U Bce 0oJiee MMPOKOE BHEAPEHUE HOBBIX MO-
JIEKYJISIPHBIX METOJIOB AMAaTrHOCTUKY MOHOT€HHBIX 3200-
JIEBAHUU YEI0BEKa.
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Cunppom NMumma-XonKuxca ¢ CUHAPOMOM 3NIeKMPUYECHOro
nunenmuyecKoro cmamyca B (hasy MegneHHoro cHa:
KNUHUYEcKull cnyyau

H.T. JIrokmmnaa
000 «MHUIEAJl>; Poccus, 445020 Toavammu, ya. Jlenunepaockas, 43

Konmaxmor: Hamanos lennadsesna Jliokwuna neurologist@yandex.ru

Cunopom [Tumma—Xonkunca — pedxoe eenemuueckoe 3abonresanue, NPUYUHOU KOMOPO20 A643emcsi MOAeKYAApHblid eapuanm eena TCF4,
8061€4eHH020 6 IMOpUON0UUecKY0 duddepenyuayuro HetipoHos. CUHOpoM XapaKmepu3yemcsi CheyUuuecKum AUUeabim OUcMophusmom,
3a0epIACKOll NCUXOMOMOPHOR0 PA3GUMUSL, AYMUCMUYECKUM NOBeOeHUEM U UHMeANeKMYANbHbIMU Hapyuenuamu. K dpyeum accoyuuposan-
HbIM ¢ dmuUM 3a601e8aHUeM NPUSHAKAM OMHOCIMCS PAHHAS MUORUSL, CYOOpORU, 3aN0pbl, A MAKICe SNU300bl cUNEPEEHMUNAYUY U ANHO3.
Aemopamu npedcmagneH KAUHUMECKUN CAYHai NayueHmKu ¢ MoaeKyasapHo nodmeepicoentvim sapuanmom TCF4. Ocobennocmoio dannoeo
cAyuas s164semcs panee HeonucanHoe covematue cundpoma Ilumma—Xonkunca ¢ cuHOpOMOM 3AeKMPULECK020 INUNERIMULECK020 CIAMY-
ca 6 ghazy mMeoaeHHo20 CHA.

Karoueevie caosa: 3a0€pa¢c1€a paseumus, aymusm, UHmenneKmyaibHble HapyuleHus, snuiencus, cenemuka, oqua/szO/zoeuﬂ, noeedenue

Jlst yumuposanus: Jlokwuna H.I. Cundpom [Tumma—XonkuHca ¢ cCUHOpOMOM 21eKMPUHECK020 SNUNCNMUYECK020 Cmamyca 6 paszy meo-
AeHH020 CHA: KAuHu4eckuil cayyaii. Pycckuii scypnan demckoii neeponoeuu 2019;14(2):42—8.

DOI: 10.17650/2073-8803-2019-14-2-42-48

PITT-HOPKINS SYNDROME WITH ELECTRICAL STATUS EPILEPTICUS IN SLOW-WAVE SLEEP:
A CASE REPORT

N.G. Lyukshina
MIDEAL LLC, 43 Leningradskaya St., Tolyatti 445020, Russia

Pitt— Hoppkins syndrome is rare genetic disorder caused by a molecular variant of TCF4 which is involved in embryologic neuronal differentiation.
The syndrome is characterized by specific facial dysmorphism, phychomotor delay, autistic behavior and intellectual disability. Other associated
features include ealy-onset myopia, seizures, constipation and hyperventilation-apneic spells. We introduced a clinical case of the patient with
molecularly confirmed TCF4 variant and previously undescribed combination with syndrome of the electrical status epilepticus during sleep.

Key words: developmental delay, autism, intellectual disability, epilepsy, genetics, ophthalmology, behavior

For citation: Lyukshina N.G. Pitt—Hopkins syndrome with electrical status epilepticus in slow-wave sleep: a case report. Russkiy zhurnal

detskoy nevrologii = Russian Journal of Child Neurology 2019;14(2):42—-38.

BsepneHue

Cunapom IMurra—Xonkunca (OMIM: 610954) saB-
JISIETCST PEIKUM HACJICICTBEHHBIM 3a00JIeBaHUEM C TTOpa-
XKEHHEeM HEPBHOI CHCTEMBI, CBSI3aHHBIM C MTAaTOTEHHBIM
BapraHToM reHa TCF4, pacIiojiokeHHOTO Ha XpOMOCOME
18g21.2 [1, 4, 16, 22]. JaHHBIA CUHIPOM BIIEPBBIE OBLI
onucad B 1978 I. y 2 pa3HbIX MTALIMEHTOB C MOXOXUMHU
ITUCMOPGUYECKIMMY JIMLIEBBIMU IIPU3HAKAMU, 3a1€PXKKOM
IICUXOMOTOPHOTO Pa3BUTHS, IMAJbllaMU, UMEIOIINMHI
YTOJIICHHBIC TTOMYIICYKH, M TATOJJOTMYSCKIM JIbIXaTeIIhb-
HBIM naTTepHoM [11]. Panee npenmnonaraiock, 4To 3a00-
JIeBaHME MEET ayTOCOMHO-PEIICCCUBHBIN THIT HACJICIOBA-
Hus, a B 2007 . 6611 oricad TeH TCF4, MmyTalimy KOTOpOro
SBIISIIOTCS MPUYMHOM cuHapoMa [1, 4, 22]. Tpaukpumm-
OHHBIN (akTOp 4 — 6eJIOK, KOTOPHIN MPOAYLIUPYET reH

TCF4 — BoBIIeYeH B paHHee pa3BUTHE Mo3ra 1 nuddepeH-
LIMPOBKY HeiipoHOB. TouHast 3a00/1eBaeéMOCTb CUHIPOMOM
noka Hen3BecTHa. J.A. Rosenfeld u coaBT. mpeaIonoxuim,
YTO €ro MOITYJIILIMOHHAs YyacToTa cocTasisgeT ot 1:34000
1o 1:41 000 Ha ocCHOBaHUM JAHHBIX XPOMOCOMHOTO MHU-
KPOMATPUIHOTO aHAJIM3a, TIOJIYYEHHBIX 13 KOMMEPUYECKIX
nabopartopuii. Umerorcsa cegeHust o He MeHee yeM 500
IMOATBEPXKICHHBIX CIIydasix 3a00JIeBaHUSI BO BCEM MUpE
[12, 16]. JanHbie ciiydan (DEeHOTUITMYECKU HATIOMUHAIOT
HEKOTOPHBIC IPYTHe HACIEICTBEHHBIC CHHAPOMBI, BKITIOYAast
cuaIpombl AHreasMana (OMIM: 105830), Perra (OMIM:
312750), MoBata—¥Yuncona (OMIM: 235730) u ATRX
(OMIM: 301040) [7, 15, 17, 19]. MoneKkyIsipHBIi Bapu-
aHT B reHe TCF4 Ob1 BhIsIBIIEH Y 2 % GOJIBHBIX C KJIMHU-
YeCK! TUArHOCTUPOBAHHBIM CHHIPOMOM AHrejJbMaHa



pssiy' IIETCKOM
HEBPOAOT UM

ny 1 u3 81 manyenTa ¢ KIIMHUIeCKHA TUarHOCTUPOBAHHBIM
cunapomoM Petra [3, 18]. Kpome Toro, mpuunHoit pas-
BUTHUS JAHHOTO ayTOCOMHO-PEIIECCUBHOTO 3a00JIeBaHMUS
MOTYT ObITh BapuaHThI B reHax CNTNAP2u NRXN 1, xoto-
pble aBJsitoTcsa npuunHoit [Tutra—XonkuHca-nogooHoro
curapoma 1 (OMIM: 610042) u INurra—XonkuHca-I0-
no6Horo cuHapoma 2 (OMIM: 614 325). JlaHHble MaLiMeH-
THI KJIMHUYECKU MMeIU (PeHOTHII, TIOXOXHI Ha TaAKOBOM
npu cunapome Ilurra—XomnkuHca, oJHAKO 3adepkKKa
JIBUTATEJIGHOTO Pa3BUTHS Y HUX ObLIa MEHEe BhIpaKEHa.

Rnuxuyeckuil (peHomun cungpoma Mumma-XonkuHca

Jnsa cungpoma Ilutra—XonkuHca XapaKTepHBI JIM-
ueBble gucMopduu (y 89 % maiueHTOB): MPUIIOIHSITHIC
IJIa3HBIE IeIU, KIIOBOBUIHBIN HOC, IIPOMUHUPYIOIINE
VIIIHBIE PAKOBUHBI, ITPOKUI POT C BEIPAKEHHBIM «JIYKOM
KynuooHa», omuHo4Has JagoHHas ckianka (y 60 %), de-
TaJlbHbIE NalblieBble HoaylIeuku (y 45 %), MOCTHATAIb-
Hasl 3afepkKa pocta (y 38 %), mukpouedanus (y 59 %).
Jpyrue manablieBble aHOMAJIMKM BKJIIOYAIOT CMHIAKTH -
JIVIO, TIOJIMTAKTUIINIO, a TAKXKE CKOJIMO03, YPOTCHUTAIb-
HbIe MaTbhopMaruu. JaHHbBIe TIPU3HAKY TIPEACTABICHBI
Ha puc. 1. Bo Bcex ciiyyasix UMEIOT MECTO UHTEJIEKTYyallb-
HBIC HApYIICHUS U 3a1epKKa IICUXOMOTOPHOI'O Pa3BUTHS,
KOTOpasi CTAHOBHUTCSI 3aMETHOH yXe Ha 1-M romy >KU3HH.
HHTennexryaabHbIe HApYIIEHUS BAPBUPYIOT OT CPETHETSI-
KEJIOMN 10 TSLKEI0M MHTEJUIEKTYaIbHOM HETOCTATOYHOCTH.
Taxke nMEIOTCS HapyIIeHUST CHA, BKJII0Yasi MHCOMHMUIO,
YacThle HOUHbIE Mpo0yxkaeHus. [1aleHThl 4acTo JEMOH-
CTPUPYIOT ayTUCTUKOIIOMO0HOE TTOBEICHNE, IIPUTIOTHSITOE
HaCTpOEHUE, CTePEOTUITNHU, BKITIOYAST XJIOITAHbE PYKAMM,
MOIOIIME OIBIKCHUS PYK, KpYy:KeHUEe, MHOTIA MOXET Ha-
omonarbest arpeccust (mpuMepHo B 48 % cirydaes) [20].

DNuaenTUYeCKre MPUCTYIIBI OTMEYEHBI IPHOIN-
3uTenbHO v 38 % mauneHToB. CeMUOJIOTHST JOCTATOY-
HO BapuabelibHa, BKJIIOYAET KaK reHepajn30BaHHBIE

89

60 59
60 53
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Puc. 1. Yacmoma naubonee wacmo ecmpeuaemvix oucmopguii npu cuHopo-
me Ilumma—Xonkunca

Fig. 1. Frequency of the most common dysmorphias in patients with Pitt— Hop-
kins syndrome
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TOHHMKO-KJIOHUYECKHE CYIOPOIrd, TaK M aTOHUYECKUE
¢ (hoKaJIbHBIM Ha4yajaoM, KaK ¢ MOTOPHBIMHU, TaK U C He-
MOTOPHBIMU IIPOSBIICHUSIMY, PEXKE OIMCHIBAIOTCS MH(paH-
TWJIBHBIE cia3mel [5, 7, 12, 14, 15, 18, 19]. He cymiectyer
crienrIecKoi seKkTposHnedanorpadudeckoi (B3I
KapTUHBI 111 JaHHOTO CHMHApPOMA. DIIMJIEIITUYECKHE
IIPUCTYIILI B OOJIBIIMHCTBE CIy4aeB HE OTJIMYIAIOTCS PE3U-
CTEHTHOCTBIO K TePaIliM, OTHAKO CIIEHM(PUICCKUX aHTH-
SOUJICTITUYECKUX IIPerapaToB IIpKU JaHHOM 3a00JIeBaHUHN
TakKe He CyIIecTBYeT. BeIOOp Ipermapara OCHOBBIBaeTCS
Ha CYIIECTBYIOIIMX B HACTOSIIIEEe BPeMsI peKOMEHIAITMSIX
I10 BEIACHMIO OOJIbHBIX C SIMIICTICHCH.

[IpumepHOo B 50 % ciayyaeB OTMEUEHbI IAPOKCU3MAIb-
HBIC IbIXaTeJIbHBIC TTATTePHBI TUIICPBEHTIWISILINY C TTOCIIe-
IYIOIINM aITHO? MJIM 0e3 Hero, IMMOJ00HBIC OIMMCAHHBIM
npu cuHapoMax Perra u XKy6epa [10]. O6bIYHO X OIIUCHI-
BaIOT KaK KPaTKOBPEMEHHBIC SITM30/IbI TSKEJIOTO TbIXaHUs
C TIOCTICAYIONIAM TIEPUOIOM 3aIePKKU JbIXaHUS, MTHOTIA
COITPOBOXKIAIOIINECS IIMaHO30M WJIY ITOTEpeil CO3HAHUS.
Haugasno gpixateIbHBIX ITATTEPHOB OOBIYHO ITPUXOINUT-
csl Ha paHee OETCTBO, B BO3pacTe OT 3 Mo 7 JIeT, JaHHbIe
COCTOSIHUSI HEe UMEIOT UKTaJIbHOTO Koppensata Ha DI,
[MaToduszmonorust mx ocraeTcs HESICHOM, HO TIPEIIIOa-
raeTcs abeppaHTHOE HeiipOHAJbHOE Pa3BUTHE B OCHOBE
BEre€TAaTUBHOM PETYJISLNU WJIN CTBOJOBBIX JBIXaTECIb-
HBIX LHEeHTpOB [6]. Tepanusa JaHHBIX COCTOSIHUI BKJIIO-
YaeT CTaOMIM3UPYIONINEe HACTPOSHNUE MpernapaThl, TaKue
KaK HeMpOJICITUKH, CeJIEKTUBHBIC MHTMOMTOPHI 00paTHO-
IO 3aXBaTa CEpOTOHMHA, aHTMKOHBYJIBCAHTHI, a TAKXKE arle-
Ta30JIaMU, KOTOPhIE MOTYT OKa3bIBATh ITOJIOXUTEIHHBIN
3¢ deKT HA TaHHBII AbIXaTeIbHBIN ITaTTepH.

Ha puc. 2 mpeacraBieHbl HauboJIee YacThie HEBPOJIO-
rUIeCKre HapyIIeHUs U MIOBEICHIECKIE OCOOCHHOCTH.

Pannss muonust (54 %) u crpabusm (49 %) omnuca-
HbI IpuMepHO y 50 % manueHToB ¢ cuHApoMoM Ilurra—
XOmKMHCA ¥ CBSI3aHBI C HAPYIIICHUEM Pa3BUTHSI CETIATKU.

Puc. 2. Haubonee uacmole negponoeueckue HapyueHus u nogedenuecKue
ocobennocmu npu cunopome Ilumma—Xonkunca

Fig. 2. Most common neurological disorders and behavioral characteristics
in patients with Pitt—Hopkins syndrome
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Puc. 3. Yacmoma ecmpeuaemocmu naubosee pacnpocmpaHeHHbIX 2acmpo-
SHMEPON0UHECKUX U OQMANbMON0UHECKUX HAPYWeHUI npu CUHOpOMe
Tumma—Xonkunca

Fig. 3. Frequency of the most common gastrointestinal and ophthalmic di-
sorders in patients with Pitt— Hopkins syndrome

Taxke poauTeNI 4acTO OTMEUAIOT Y AeTeil mpodieMy 3a-
ropoB (70 %), c yacTbIM HayaJIOM B MJIafieHUeCTBe. 3a-
IOpP MOXKET HOCHUTD ITOCTOSIHHBIN M TSDKEJIBIA XapaKTep
(B2 % cinyyaeB quarHocTupoBaHa 00j1e3Hb [ipliinpyHra,
B 19 % — cungpom manbpotanuu) [8, 13, 22]. Ha puc. 3
MIpeaCTaBICHBl Han0O0JIee YacThIe TACTPOIHTEPOTIOTHYIC-
cKMe 1 0o(PTaAIbMOJIOTMYECKUE TTPOOIEMBI IIPY CUHIPOME
[Nurra—XonkuHca.

H3mMeHeHusa npu HeiipoBusyanu3ayuu

Tak kak reH TCF4 BoBJieUeH B IIpolieCcC HEUPOHAJIb-
Ho# quddepeHIPOBKU, TPYOBIX aHOMAaIW IT0 JaHHBIM
MarHUTHO-PEe30HAHCHOM ToMorpaduu He 0OHApyXKMBa-
Jnoch. HanboJiee 4acTo BBISBISIIOTCS AUCILIA3KMS MO30-
JIMCTOTO TeJla U BbhIOYXaHUE I'OJIOBOK XBOCTATOIO SIApa.
Maible pa3Mepbl TUIIIIOKAMIIa, TUIIEPUHTEHCUBHOCTD
B 0€JIOM BellleCTBE BUCOYHBIX J0JIEH, IPU3HAKU JEMU-
€JIMHM3ALIMY, TUIIOIUIAa31s KOPhl MO3Xe4YKa U ero YepBs
TakXKe oNuMcaHbl B auteparype [1, 2, 5, 12, 14].

ImoGanbHas HepebpanbHasg aTpodust C pacIIUpeHU -
eM 00po3/1 KOPbI 0OJIBLIOI0 MO3ra U BEHTPUKYJIOMETaIus

y
¥

{

Puc. 4. Denomun nayuenmru I1.A., 2011 2. p.
Fig. 4. Phenotype of patient P.A., born in 2011

2

TaKKe MOTYT OBITh OOHAPYKEHBI Y MMAIIMEHTOB C CUHIPO-
moM ITutra—XonkuHca.

Jluarnocmuyeckas wKana ana cusppoma Mumma-

XonKuHca

S. Whalen u coaBt., G. Marangi u coaBT. He3aBUCH-
MO IPYT OT APYyTa MPEIIOXKIIN TUarHOCTUISCKIE IITKAIBI
IIJIST TIOACYETa IIPU3HAKOB C IIEJIbIO OLICHKH BEPOSITHOCTU
HaJIA4uMs y mamnyenTa cuaapoma Iurra—XornkuHca u pe-
IIEHUS BOIIPOCA O IIPOBEACHNH TeHETUIECKOTO UCCIIeI0-
BaHMS Ha IIPeIMeT HATWYMS JaHHOTO 3a00eBaHMS (CM.
Tabnuiy) [9, 21].

ITokasaTensb, paBHBII 15 Ganymam u Gosiee y ne-
teit crapiie 3 et (10 6amnaM — y geTeit mutanmie 3 Jier)
1o mIKaje, mpemjtoxxeHHoi S. Whalen u coaBT., TpeOyeT
TPOBEICHUS TECTUPOBAHUS Ha HaImuKMe cuHapoma Iut-
ta—XonkuHca. [Tokasarenn, paBHblii 10 0amtam 1 6osee
u3 16 Bo3MOXHBIX 110 mKajie G. Marangi 1 COaBT., IT03BO-
JISIeT peKOMEHI0BaTh TeHETUIECKOe 00CIIeIOBaHIE Ha Ha-
Jmyure cuHapoMa ITutra—XonkuHca.

IIpencraBnsieM onrcaHne KIMHUISCKOTO ClTydast Ha-
OJIrogaeMoil HaMU TTallMeHTKMU.

Knunuyeckuii cnyyaii

Ilayuenmra I1.A., 2011 2. p. [lepunamanvhblii anamues:
pebeHok om 3-il HOpMAAbHO npomeKasueil bepemeHHoCMU,
poobl 3-u, naanosoe Kecapeso ceyeHue (pybey Ha mamke),
Mmacca meaa npu poxcoenuu 2940 e, dnuna mena 51 cm, oyen-
Ka no wkane Aneap 7/8 6annos. llepunamanvhoiii nepuod
npomekxan Ha gone KoHsrO2AUUOHHOU dceamyxu. Pazeumue
Ha 1-m 200y xcusnu no eoszpacmy. HacredcmeenHulii anamHes
omseoujer no anuaencuu — y 6pama no OMYyo8cKoll AUHUU
¢ demcmea snunencus, popma HeuzBecmua.

Anamnesis morbi: 6 éospacme 2 nem y pebenka nossu-
AUCH HOYHblE (hOKanbHble MOHUKO-KAOHUYECKUe NPUCIYNbL
¢ gogaeueHUeM 00HOL NOA0BUHbL meaa (AUYo, pyKa, Hoz2a
cnpaea uau caesa), 3amem npUcOeOUHUAUCs NPUCHYNbL 8 BU-
Oe HapyuieHUsi CO3HAHUS, Y4AUWeHH020 MOPeAHUsl, 3A8e0eHUs
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Ilkanvt 0ns duaenocmuxu cundpoma [lumma—Xonkunca, npednoxcennsie S. Whalen u coaem., G. Marangi u coasm.
Scales for Pitt— Hopkins syndrome diagnosis proposed by S. Whalen et al. and G. Marangi et al.

S. Whalen et al. G. Marangi et al.
Frequent signs Frequent signs m

Dry6oxo0 mocaxxeHHbIE T1a3a Hanuaue cpeqHuX Wiy TSKETbIX UHTEIUIEKTyalb-
Deep-set eyes HBIX HAPYILLIEHWIA:
TIpoTpy3ust cpenHeii 1/ Wi HUXKHEN YacTh JIWIIa +1 Moderate to severe mental retardation:
Protruding middle and/or lower face OTCYTCTBUE PEYU; +2
BoIpaxkeHHbIN KOpeHb HOCa +1 absent speech;
Broad nasal bridge TSDKEJIbIE HApYLIEHUS PEYX CO CJIOBAPHBIM 3aI1acoOM +1
Inpokuii/KIHOBOMOKOOHbIH HOC +1 13 10 ¢J10B/CIIOCOGHOCTH CTPOUTD MPEIOKEHUS
Wide/beaked nose 13 2—3 cJioB
PaznyTeie Ho3mpU +1 severe speech impairment with more than 10 words vocabulary
Flaring nostrils and/or capacity to form two- to three-word sentences
Bonbioii pot +1 HopmaibHble moKa3aTein pocTa IIpU POXIEHUN +1
Large mouth Normal growth parameters at birth
Bepxuss ry6a B Buze «iyka Kynunona» +1 IMocTHaTaNbHAS MUKpPOLEaNKs WK IPOrPeccupy- +1
Cupid’s bow upper lip JOIIAs 3aI€PKKa POCTa OKPYKHOCTHU TOJIOBBI
BriBepHyTast HYXXHsS ry0a +1 Postnatal microcephaly or progressive slowing down of head
Inverted lower lip circumference
Hauaio Xxonb0b1 1o31HeE 3 JIET WK TAXETasd +2 Drnuierncus/naToJordeckue HapyleHns Ha dJIeK- +1
3a7epKKa IBUTATEIbHOTO PA3BUTHS 10 3 JIET TposHIEDaTorpaMme
Walking >3 years/severe motor delay <3 years Epilepsy/EEG abnormalities
ATakTnyeckast moxonka +1 Artakcusi/MOTOpHas AMCKOOPAMHALIMS +1
Ataxic gait Ataxia/motor incoordination
OTcyTcTBUE peuu (WM TOBOPUT MEHEE 5 CIIOB) +2 JIpIxaTeTbHbIE HAPYIIEHWS: TUITEPBEHTUIISILIMS +1
Absent speech (or uses less than 5 words) WJIY STIU30/bI AITHOD
CrepeoTunuu B pyKax,/IBIKEHHs TOIOBOM +2 Breathing anomalies: hyperventilation fits or apnea episodes
Stereotypic hand/head movements Hapy1iienus 1o JaHHBIM MarHUTHO-PE30HAHCHOIA +1
[unepseHTHIA LIS +1 TOMOTpa(hyu: TUIOIUIA3KA MO3OJIICTOTO TENa,
Hyperventilation BEHTPUKYJIOMETasusl, aTpodusi 33aAHUX OTAEJIOB MO3ra
[unoronus +1 Brain MRI abnormalities (corpus callosum hypoplasia,
Hypotonia enlargement of ventricles, and cerebral atrophy of posterior
J10OpOMyIIHBIN YIIEIOUNBEIN BT +1 parts of brain) +1
Smiling appearance CpenHeTSIKEBIA WITH TSKEIIBIA 3a110p
TpeBora/axuranuys +1 Mild to severe constipation +1
Anxiety/agitation OdTaTbMOJIOrMYECKHE HAPYIIEHUS (CTPaOu3M,
Crpabuzm +1 MUOIHMS, ACTUTMATU3M)
Strabismus Ophthalmologic abnormalities (strabismus, myopia, and
HexapakTepHblie NPU3HAKA astigmatism) +4
Uncharacteristic signs TunuyHble TULIEBBIE AUCMOPDUN

Typical dysmorphic facial features +2
Mukporuedanusa <3 SD -2 JIvueBble AricMopdUM Wb YACTUYHO COOTBETCT-
Microcephaly with OFC <3 SD BYIOT cuHApoMy [Tutra—XonkuHca
Bhicokmii pocT -1 Facial features only partially consistent with Pitt—Hopkins
Tall syndrome
[lopoxu pa3BUTHST BHYTPEHHUX OPTAaHOB —1
Malformations of the internal organs
[MoTepsi MaHyaJIbHBIX HABBIKOB —1
Loss of hand skills

Humepnpemauus pezyavmamos
Interpretation of results

MakcumainbHas cymma 6ayioB — 20. bosee 15 6amioB — moka-
3aHME IJIs TIPOBENICHUSI CKPUHMHTA Ha MyTalluu B reHe TCF4;

1015 6an1oB — paccMOTPET, CKDUHUHI Ha MYTAUMU BICHE N\ fayoyvianbias cymma 6amios — 16. Boree 10 6amios — noka-

TCF, ey pEOCHOK MIIAIIIE 3 JIET, MeHeeTIC(') IngIOB — MOKA~ 39 HWe /ISt MPOBEICHNST CKPUHIHTA Ha MyTALUK B reHe TCF4
SENDEE I TYQIEIETIEINED 13 B} NIRRT 15 r_e,He_ L/ Maximum score is 16. More than 10 points: indication for 7CF4
Maximum score is 20. More than 15 points: indication for 7CF4 mutation screening

mutation screening; 10—15 points: consider 7CF4 mutation screening in
children under 3 years of age; <10 points: no indication for 7CF4
mutation screening

HabOnwpeHnus

N
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Puc. 5. layuenmxa I1.A., 2011 e. p. Dnexmposnyeganoepagus ¢ 3anucwvio cha. Mononoaspuuiii monmadxc. Jlo esedenus kemoeentoti ouemst (Hos0py 2018 e.)
Fig. 5. Patient P.A., born in 2011. Electroencephalogram during sleep. Monopolar montage. Before starting ketogenic diet (November 2018)
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Puc. 6. [Tayuenmxa I1.A., 2011 e. p. Dnekmposnyepanoepagus c 3anucvio cha. Bunoasphwiii npodoasmsiii Monmasic. Jlo 66edenus KemoeeHHol duemsl (HO-

a6py 2018 2.)

Fig. 6. Patient P.A., born in 2011. Electroencephalogram during sleep. Longitudinal bipolar montage. Before starting ketogenic diet (November 2018)

21a3 66epx U 64e60 ¢ MeoaeHHbIM ocedanuem. Yacmoma
npucmynos 6wvaa evicokoii: do 200—300 pa3 é dens. Ha D3I
C 3aNUCHI0 CHA BbIAGACH NAMMEPH NeKMPUHECK020 FNUAEN -
muuecko2o cmamyca 6 ¢hazy medneHHo20 cHa (UHOeKc anu-
Aenmugopmuoil axmusnocmu docmuean 85—100 % snoxu
3anucu cHa).

IIpu ocmompe pebenka ommeuenwvl cheyugpuyeckue au-
yesvle ducmopuu: eryboKo nocaiceHHvie 2na3a, WUpoKas
nepeHocuya, 8uipadcerHbvle NOOyuweuKy naivlyes, 6epxHsis
2yba 6 sude «ayka Kynuoona», evinauennas nuicHss eyoa,
cmpabu3m, wupokuti pom, 000podyuIHbLll yablo4UEbLi 6Ud.

Ha puc. 4 npedcmasnenst gperomunuyeckue ocobeHHo-
cmu nayUeHmKu.

Comamuueckuii cmamyc: macca meaa 18 ke, pocm
119 cm (cHudiceHue nokasameneil no CPaABHEHUIO C 803paCH-
Hotl Hopmoil: 24 ke, 125 cm). Tunocmamypa. Co cmopoHb!
BHYMPEHHUX 0PeaH08 — 6e3 NamoaoculU.

B Hesponoeuueckom cmamyce: OKPYICHOCHb 20408bl
52 em. Menuneeanvrvix u 06uiemo3206uix 3HaKos Hem. Ye-
DENHO-MO3208ble HePbl: OMMEUAIOMCS CX00AUeecss KOCO2AA-
3ue, nepuoduvecKy 20pU30HManbrblil Hucmaem I cmenenu.
Huskuit motuweunvtii monyc. CyxodxucunvHole peghrexcot cum-
MempuyHble, NAMOA0UHECKUX pereKco Hem, OpioulHble
pedhaexcol svizbieaiomest. Yyscmeumenvuvix HapyuleHui Hem.
[loxodka c snemenmamu amakcuu, CMmamuKo-10KOMOmop-
Has nHedocmamourocms. [Ipasopykas. /Jlesouka ymepenHo

omcmaem 6 UHMEANeKMYANbHOM DA38UMUL, AYMUYHOE
nosedeHue, HapyuleHUs KOMMYHUKAUUU, hpassl cmpoum
u3 2 cnos, uzbupamenvta 6 ede. Ommeuanuce cmepeomunuu
6 PYKaX — pasmMaxueauue pyKamu.

Maenumno-pe30HaHCHAA MOMOo2pAGUS 20106H020 MO32A:
6bIs161eHbL HAPYUEHUs 6 OeaoM eeujecmee Mo3ea (MUeauHo-
namus, pempouepedetapHas Kucma,).

Dnexmposrueanoepagust ¢ 3anUCHO CHA: KOPKOBAs pum-
MUKQ 1O 4ACMOMHBIM XAPAKMEPUCMUKAM COOMEEemcmeyem
so3pacmHoti Hopme (8 Ty), nammepuol cHa omuemaugo He pe-
eucmpupyromes uz-3a Haauyus IB[-nammepra snekmpu-
4eCK020 INUACNIMUMECKO20 Cmamyca 6 (azy MeoaeHHO20 CHA
¢ UHOEKCOM NPedcmaesaeHHOCMU SNUNeNMUPOPMHOU aKMUG-
Hocmu 0o 85 % anoxu 3anucu. Pazpadvt komnaexcoe ocmpas—
MeOAeHHAs 80HA, COOMEemcmeayoujue no mopghoaoeuu 0o6po-
Ka4ecmeeHHbIM SNUAeNMUGOPMHbIM nAMmMepHam 0emcmea,
Hocam Ougghy3Hblii Xapakmep ¢ pecUOHANbHBIMU AKYeHMamu
6 Npasoll U 1eeoil 100HO-8UcouHOI 0baacmsax (puc. 5, 6).

IIpu nposedenuu 3K30MH020 CEKBEHUPOBAHUS NO NAHe-
au eeHos «Hacnedcmeennvie snunencuu» bvina guisigaeHa
paHee He ONUCAHHAS 2eMepo3USOMHAS MYMAUUs 8 IK30-
ne 7 eena TCF4 (chri18:53070686T>C), npusodauas k 3a-
MeHe amuHoKkucaomsl 8 nosuyuu 255 beaka (p.Gln225Arg,
NM 001243226.2). Mymayus ne 3apeeucmpuposaHa
6 KoHmpoavHblX évlbopkax «1000 eenomos», ESP6500
u ExAC. Podumenu ne o6caedosanu.
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Puc. 7. llayuenmia I1.A., 2011 e. p. Dnexmposnyegaroepaghus ¢ 3anucwvio cha. Mononoaaphwiii Monmaic. 3anucy cHa uepe3 4 mec nocae 6edenus Kemo-

2EeHHOUL OUembl 8 COHemanuy ¢ eudpotcopmua‘onom

Fig. 7. Patient P.A., born in 2011. Electroencephalogram during sleep. Monopolar montage. Sleep recording 4 month after starting ketogenic diet and hydro-

cortisone

o _._M,_,_,'-.'r,_w-.-,,ﬂ,_m b it

bl e i SO

S

TR | e i g o gt i 80 o e b it i il e i i i e i

T it

L ~ * '\| w - ol

S B e ¥ Ly e

RSP B TESLRE S Rl

]

e s g e et P

oy e

S IO, A ey R . R
et - - .

Puc. 8. lMayuenmra I1.A., 2011 2. p. Daexmposnyeghanroepaghus ¢ 3anucwsro cHa. Bunoasaprotii monmaxic. 3anuce cHa yepes 4 mec nocie 86e0eHuUs Kemo2eHHOU

duemol 8 couemanuu ¢ euépo:copmumHOM

Fig. 8. Patient P.A., born in 2011. Electroencephalogram during sleep. Bipolar montage. Sleep recording 4 month after starting ketogenic diet and hydrocorti-

sone

IIposoduacs nodbop anmusnurenmu4eckoil mepanuu;
NPUMEHSAUCH PA3AUYHbIe AHMUINUAENMUYECKUe NPpenapa-
™Mbl U UX KOMOUHAYUU, KOMOpble He 0KAa3bleaiu 3gpexma
HU HA NPUCMYNbL, HU HA NAMMEPH INeKMPUHECK020 SNUNEN-
muueckoeo cmamyca 6 ¢azy MeoaeHH020 CHA Ha AeKmpPo-
sHyeganoepamme. B yeaom npumensnoce 12 () aumusnu-
JAenmutecKux npenapamos: KoHeyaeKc, 0enaKut, Kennpa,
monamakc, mpuienman, PUHAENCUH (aeepasayus), 1amux -
man, Qpusuym, nemunymuH, CyKcuaen, UH08eA0H, KAOHA-
3enam, a maKyice 20pMOHAAbHbLI Npenapam euopoKopmu3oH.

B Hosiope 2018 e. nayuenmka nocmynuaa 6 Hauly Kau-
HUKY 0451 npoxocOeHus: KemoeeHHol duemol. B smom ne-
PuU00 oHa noay4anra 4 aHmusnUAeNMUYeCcKUx npenapama:
@pusuym 15 me/cym, denaxun xporocghepa 750 me/cym,
cykcunen 250 me/cym, nemunymun 150 me/cym. Beedenue
KemoeeHHoU duemsl Ha4aaocy ¢ coomuoutenus 3:1, komo-
poe 6 danvHelluiem 0bia0 cHuxdceHo 0o 1,5:1 6 cea3u ¢ obic-
MPbIM POCIOM YPOBHS KEMOHO8 U CKAOHHOCMbIO K 2UNO-
2AuKeMuy u eunepkemonemuu. B meuenue 3 mec na gpone
NPoO0AIHCEHUS KemO2eHHOU Juembl Obli OMMEHeH nemuHy-
mun. [Iposodunace anmusnusenmuyeckas mepanus: oena-
KuH xponocghepa 750 me/cym, smocykcumud 544 me/cym,
@pusuym 15 me/cym, maxice 6 cxemy 0vin 66eder Kopmegh
(2udpoKkopmu30H) ¢ nocmeneHHvIM cHudCeHuem 003bi co 180
00 40 me/cym.

Ha ¢hone dannoii mepanuu noaHOCMbI0 NPEKPAMUAUCH
anusenmuuecKue NPUCMynbl, 3HAYUMENbHO YAYHUUAOCH HO-
6edeHue, ucue3nu cmepeomunuu 8 pyKax, YAyuuuaucs nu-
wesoe nosederue U KOMMYHUKAMUBHbIE HABBIKUL, UcYe3 Nam-
mepH 2NeKmPUUecK020 INUlenmu4eckozo cmamyca 8 gasy
MmednenHoeo cHa npu DII ¢ 3anucwio cra (puc. 7, 8).

Ilpu nocmynaenuu 6 cmayuonap c yeavto KOppexmu-
POBKU KemoeeHHOI duembl (Ha Mom MOMeHm nayueHmKa
noayuana KemoeeHHyo duemy 6 meuerue 4 mec) 003a 8anb-
npoesoil KUcaomol ObiAa CHUNCEHA, NAAGHUPYEMCsl NOCHeNeH -
Has omMmeHa 8aavbnpoama ¢ nocaedyioujeii MeoaeHHol om-
meHoll ¢pusuyma. [Ipu nocmynienuu Ha KOppeKmMUpogKy
pebeHok Haxoduacs Ha coomuouenuu 2,5: 1 (ducmanyuonHo
coomHouieHue ObL10 Y8eaUHeHO 8 CEA3U CO CHUICEHUEM YPO8-
HSl KeMOHO8 6 KpogU), npogedena KoppeKmuposka duemol
no codepicanuio 6eaKos, JHcupos, yene8o008, ygeauueHsl Ka-
aopaxic u coomuowerue do 3:1. Ilepenocumocms duemot xo-
poutas, buoxumuyeckue aHaiussl Kposu 68 Hopme, OMKAOHe-
HULL 8 X01€CMEPUHOBOM Npoghuie Hem, KUCAOMHO-UeN04HOe
cocmosHue 8 Hopme, YAbMPAa38yK08oe UccAedo8anue opeanos
OpIOWHOI nOAOCMU, NOYEK U MO4eB020 NY3bipsl 8 Hopme, 00-
WUl AHAAU3 KPOBU U MOYU — Oe3 OMKAOHEHU.

Ilpu D3I-uccredosanuu ommeueHo cHuyCeHUue uHoeKca
anusenmugpopmuoil axkmuernocmu npu 391 ¢ 3anucero cHa
00 55—60 %.
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Takum oOpa3om, nNpeacTaBieHO ONUCAHUE IMallu-
€HTKHU C TeHEeTUYECCKU BepU(PUIIMPOBAHHBIM CUHIPO-
MoM ITntra—XomKuHca ¢ XapakTepHbIM (DEHOTUIIOM,
dapMakKope3UCTEHTHON 3MuIencueil ¢ KapTUHOM
CUHApOMA JIEKTPUICCKOTO SIIICIITUYECKOTO CTaTyca
B (pa3y MeaiieHHoro cHa Ha DOI, ¢pokaabHBIMU MOTOP-
HBIMU U OUAJIENITUICCKUMU npucTynamMu. Hamboiee

3(pPeKTUBHBIM METOIOM JieYeHUs JaHHOI OOJIbHOM
ObLIO COYeTaHME KETOT€HHOM NMEThl U Teparliy THIPO-
KOPTU30HOM, UTO IIPUBEJIO K IPEKPallleHUIO IPUCTY-
OB, YJIYYIIEHNIO0 KOTHUTUBHBIX, KOMMYHMKATUBHBIX
U IMOBEJACHYECKUX HAaBbIKOB, CHUKEHUIO UHAEKCA SIIM -
JenTUOOPMHOM aKTUBHOCTH Ha DI ¢ KynmupoBaHUEM
(beHOMEHA IEKTPUYECKOIO IMUIEITUIECKOrO CTaTyca
B (pa3y MeIeHHOTO CHa.
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Pa3Bumue 3KcnpeccuBHoil pe4u nocne Xupypruyeckoi pesexkyuu nobHoii
[IONU ¢ BRAIOYEHUEeM 30Hbl Bpoka y pebenka 2 nem: KnuHuveckuii cayvaii

C.JI. Mounceesa, T. Xaptm0, I1. Bunkaep, M. Kynepuary, M. [IlITayar
Heiliponeduampuueckas KAUHUKA U KAUHUKA NO HeUpopeabuiumayuu, 3nUienmonocuteckuii yeHmp o demeii u noGpOCMKO8,
Schoen Klinik Vogtareuth; Iepmanus, D-83569 @oemapoim, Kpankenxayc-wmpacce, 20

Konumaxmoi: Ceemaana Jlv6oena Mouceesa Smoiseeva@schoen-kliniken.de

Asmopbl npedcmaeasiiom OnUCaHUe KAUHUYECK020 HAONI00eHUs MEHUH2UOMAMO3A (AH2UOMAMO3A MEHUH2CANbHBIX 000104EK) 6 Ae60T N0OHOU
dose y pebenka 2 nem. OcobeHHOCmbio 3a001e6aHUsl ObiaU SNU300bL 6eCCYOOPOACHO20 FNUACNMUUECK020 CMAMYCA HA (POHE AUXOPAOKU NPU OM -
CYmMCmeuU SNUAEnMU4ECcKUxX npUcmynog mexcdy smumu snuzodamu. Onyxoneeoe o6pasoganue 0bia0 OUACHOCHMUPOBAHO NPU MACHUMHO-
DE30HAHCHOU momozpaghuu, nposederHol nocae 1-20 anurenmuyeckoeo cmamyca 6 gospacme 14 mec. Ilpexupypeuueckoe obcredoganue
U Hellpoxupypeu4eckas onepayus npogoouaucs 6 demckoli Hespoaoeuyeckoli kaunuxe Schoen Klinik Vogtareuth (®oemapoiim, lepmanus).
Budeoanexmposnyeganoepaguueckuii moHumopune 6 mevenue 7 OHeil NPOOEMOHCMPUPOBAL PecUOHAAbHOEe 3amMedaeHUe 8 1eBblX N100HO-
YEHMPAAbHBIX U BUCOUHO-MEMEHHBIX 00AACHAX ¢ PPOHMANbHBIM pachnpocmpatenuem. TloemopHas MaeHumMHO-pe30HancHas momoepagpus
noomeepouna omcymcmeue pocma onyxoau. B eozpacme 2 nem 4 mec nayuenmie 6v110 npogedeHo yacmuunoe yoaieHue 100Hol 0oau
creea. K momenmy onepamueroeo neveHus omme4anacs 3adepiucka pazgumust sxcnpeccusnoi peuu. Cpasy nocie ycnewno npoeedeHHou
onepayuu 0biLAa OMMEHEHA NONONCUMENbHAS OUHAMUKA 8 PeHeBOM PA36UMUU 6 8UOe NOSABACHUS IKCHPECCUBHOU peuu Yiice Ha 2-1i OeHb nocie
onepayuu. Ilpu Helponcuxon02u4ecKkom mecmuposanuu Yepes 6 Mec nocie onepayul ypogeHs pazgumust pevu npaKmuvecKu coomeemcm-
60841 603PACMHOU HOpMe.

B cmambe duckymupyemcs 0npoc NOCMoNnepayuUoOHHOI Aamepatu3ayu UeHmpa pevu nocie xupypeuueckozo yoaienus yenmpa bpoka.

Karoueawie caosa: demu, 1065kmomus caega, peopeanuzauus pevu

Jlas ywumupoeanus: Mouceesa C.JI., Xapmau6b T., Bunxaep I1. u op. Pazeumue 3xcnpeccusHoii peuu nocae Xupypeuveckol pe3eKyui 100Hoi
doau c exkarouenuem 30Hbl bpoka y pebenka 2 nem: kaunuyeckuii cayuail. Pycckuii scypran demckoii negponoeuu 2019;14(2):49—52.

DOI: 10.17650/2073-8803-2019-14-2-49-52

THE DEVELOPMENT OF THE EXPRESSIVE SPEECH AFTER SURGERY IN BROCA’S AREA
IN TWO-YEAR-OLD CHILD: A CASE REPORT

S.L. Moiseeva, T. Hartlieb, P. Winkler, M. Kudernatsch, M. Staudt
Neuropediatric Clinic and Clinic for Neurorehabilitation, Epilepsy Center for Children and Adolescents, Schoen Klinik Vogtareuth; 20
Krankenhausstrasse, D-83569 Vogtareuth, Germany

The case history of a two-year-old child with meningo-angiomotosis of the left frontal lobe is described in this article. The special features
of the clinical manifestations were two episodes of nonconvulsive status epilepticus and absence of seizures between these episodes. The diag-
nosis was suspected at the age of 14 months after magnetic resonance imaging investigation. The presurgical investigation/diagnostics before
the neurosurgery and the neurosurgery were performed in the Department for Children’s Neurology of Schoen Klinik Vogtareuth (Germany).
The results of electroencephalographic video monitoring over 7 days showed derangements in the left fronto-central and temporo-parietal
regions. The repeated magnetic resonance imaging showed no progression of tumor growth. At the age of 2 years and 4 months the girl had
been operated. A subtotal lobectomy was carried out. The patient showed a positive trend of speech development after the operation.

The question of a lateralization of speech center after surgery in Broca’s area is debated in this article.

Key words: children, left frontal lobectomy, reorganization of language

For citation: Moiseeva S.L., Hartlieb T., Winkler P. et al. The development of the expressive speech after surgery in Broca’s area in two-
year-old child: case report. Russkiy zhurnal detskoy nevrologii = Russian Journal of Child Neurology 2019;14(2):49—52.

M3BecTHO, 4TO Y OOJBIIMHCTBA JIIOAEH LIEHTp peurd Y IOAaBSIOLIEro OOJbIIMHCTBA B3POC/IbIX MAallMEHTOB
pacnoaraercs B jJeBoM moirymiapuu [8]. [IpoBectn Tak  MOBpexXImeHUe JeBOM reMucdepsl IPUBOIUT K IOTEpE
Ha3bpIBaeMbIii MAMIIMHT LIEHTpa peuyu (T.e. ONpeaeInuThb peueBbIX pyHKLMI [3]. ¥V Aereit 3a cueT BHICOKOM Iia-
ero JaTepaan3alfio) MOXHO C ITOMOIIBIO PAa3IMYHBIX  CTHYHOCTH MO3Ta BO3MOXHA peOopraHU3aIs LIEHTPOB
MHCTPYMEHTAJIbHBIX METONOB MccaenoBanus [1, 7, 12]. peun [6].
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Llenbio 3TOI cTaThU OBLIO OMMCAaHHWE OCOOEHHOCTEM
Pa3BUTHS SKCIIPECCUBHOM PeUM y TTALIMEHTKH 2 JIET C OIy-
X0JIbIO JIEBOM JIoOHOM noau. [1pencrapisieM coOCTBEHHOE
KJIMHNYECKOe HaOJII0AeHME.

Knunuyeckuii cnyyail

Ilauyuenmxa C., 2 1em, nocmynuaa 6 nuienmonocuye-
ckuti yenmp Schoen Klinik Vogtareuth ¢ duaenozom «nodo-
3peHUe Ha 8blCOK0OUPHEPeHYUPOBAHHYIO ONYX0Ab 8 1e60l
N00H0I Do4e, COCMOsIHUe nOCAe NOBMOPHO20 DecCyIOPOICHO0
SNUNENIMUYECKO020 CINAMYCa».

IlepunamansHbili aHamHes: pebeHok om 2-il bepemeH-
Hocmu, podumenu 300pogsl. bepemennocmo npomexana
6e3 ocaodcHenuil. Poowl nymem kecapesa ceuenus Ha 39-ii He-
dene bepemennocmu. Hacreocmeennolii anamues: 9-nemusis
POOHAs cecmpa nayueHmkKu Habaodaemcs y 0emckoeo He-
6pon02a 6 meueHue noCAeOHUX 2 1em no noeooy MuKoe Au-
Yesoli MyCKyAamypbl.

JleueamenvHoe pazgumue coomeemcmeosano 603pacmy,
ommeuena 3adepiucka peuesoeo pazeumus. Ilepsvie crosa
ObLaU npousHecendvl 6 gospacme 15 mec, cr08apHulii 3anac
Ha MomMeHm ocmompa (6 eospacme 2 nem) cocmosin uz 6 Ko-
DPOMKUX CN08.

Anamnesis morbi: 6 6o3pacme 14 mec nayuenmke Obina
npoeedera NAaHO8as BAKYUHAUUS NPOMUE BEMPAHOL OCTbL.
Yepes 3 OHs nocae 8AKYUHAYUU OMMEUANOCH NOBbIUUEHUE
memnepamypsi meaa do 40 °C. Ha 3-ii dens desouxa 6 me-
YeHue 3 4 He omeeuana Ha 00paweHus, He KOHMAKMUposana
¢ podumensmu, CMaHogUAACh 6ce H01ee ANAMu4HOU U COHAU-
80ii. Dmo cocmosiHue b0 pacueHeHo Kak I-ii 6eccydopodic-
Hblll SNUAENMUYEeCKULi cmamyc, KOmopblil 6bla Kynupoean
nociae peKmanbHo20 86edenuss OUA3enama 6 NPUeMHOM Om-
deneHuu demckoil Kaunuxu. B nocaedyrowue 3 mec snunen-
muuecKue npucmynsi omcymcmeosanu. B éozpacme 17 mec
Ha ghoHe pecnupamopHoll uHgeKyulU ¢ AUXopaokoi podumenu
OmMMemuAu NO8MopHoe nosigaeHue y pebeHKa KAUHUHeCKo

KapmuHbsl 6eccy0opodiCHO20 INULERMULECK020 CIamyca:
omcymcmeue KOHMAKma ¢ OKpyjicaroujumu, nocmeneHHoe
ycuneHue conausocmu. Jnumenvrocms 2-20 3nu300a Inu-
AeNnmMu4ecK020 cmamyca cocmaeguna 2 4, ox 0bla KynupoeaH
npu 6HYMpUBEHHOM 86edeHul (heHodapoumana.

B cmayuonape 6 mepanuio 6vin 66edeH éarbnpoam
(opgupun aoue) 6 doze 30 me/xe/cym. Ha pone npuema
eanvnpoama 6 meyenue 3 mec, 00 NOCMYNAEHUS 8 Haule
omdeneHue, Inutenmu4ecKue NPUCMynsl OMCYMCME08anu
U noOOUHbLe ABNEHUS He OMMeYANlCh.

Dnexmposnuepanoepagus (93I) 6 cocmosanuu 60dp-
cmeosanus 8 éo3pacme 14 mec (nepsuunas eocnumanuzayus
nocae 1-e0 anuzoda snusenmuueckoeo cmamyca) 8via6UNa
INUIENMUPOPMHYIO AKMUBHOCHb 8 1€8bIX N00HO-UEHMPANb-
Hoix omeedenusix. Ipu DOI é cocmoanuu cHa é s3mom nepuoo
3ape2ucmpupo8an o4ae 0eabma-aKmueHoCmy 6 1e6blX UeH-
MpanbHbIX 0MEEOCHUSIX.

Maenummno-pezonancnas momoepagus (MPT) 2onoeHoeo
Mmo3ea 6 o3pacme 14 mec gbisisuna onyxonegoe obpazoganue,
no0o3pumensvHoe HaA 2AH2AUO02AUOMY, 8 1e0il N00HOIL doe.
MPT nozeonounuka: 6e3 usmenenuii. MPT uepena 6 6o3pa-
cme 17 mec (60 épems 2-ii eocnumanu3ayuu): yeeiuieHue
ONYX0aU He OMMeUeHo.

IIpu ocmompe 6 cmayuonape Hegposoeuteckux Hapyuie-
Hull He gblasaeHo. [lesouka npasopykasi.

Buicoxopaspewarowas MPT c esedenuem Kkonmpacm-
HO2o eeujecmea nod HapKo30mM nOOMeepoUna Haauvue 2aH-
2AU02AUOMONO0J00H020, He HAKANAUBAIUWe20 KOHMPACMHOe
8euecmeo, KOpmuKomedyaisipHo2o 06pa3oeanus 8 6a3anbHoll
obnacmu aeeoil 100K doau (puc. 1, 2). Pazmepot onyxo-
AU NPU CPABHEHUU ¢ OAHHbIMU npedbldyujeco 06caedosanus
He UBMEHUUCS.

Ilpu nposedenuu éudeo-III'-monumopunea 8visieae-
Hbl pecUOHANbHblEe HAPYUWIEHUS 8 8Ude UHMepMUMMUPYIO-
weeo 3amedneHusi 8 1e8oli 100HO-UeHMPANbHOU U BUCOYHO-
MmeMeHHOU 0041acmax ¢ pacnpocmpanenuem poHmansHo.

Puc. 1. llayuenmrka C., macHumno-pe3oHancHas momoepagus 6 pexcume T2: onyxoav 6 1egoii 10010l 00aacmu
Fig. 1. Patient S., T2-weighted magnetic resonance image: tumor in the left frontal area
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Puc. 2. ITayuenmxa C., MaeHUMHO-PE30HAHCHAS MOMO2PAPUSL 8 pelcume
T1: onyxons 6 neeoii 100HOI 0baracmu

Fig. 2. Patient S., T1-weighted magnetic resonance image: tumor in the left
frontal area

Dnunenmugopmras akmueHoCms U SnUAenMU4ecKue npu-
CIMYnbl He 3apecucmpuposanbl.

Kaunuueckuii cayuait nayuenmru C. 611 npedcmasnet
Ha MeXHcOUCUUNAUHAPHOU KOHepeHyuY 6 Hauem Snuien-
monoeuveckom yeumpe. [lpunamo pewenue o nposedenuu
nAaHo80l onepayuu — pesexyuu 100Hol doau caesa. One-
pauus evinoanena 6e3 ocaoxcHenuil. lucmonamonoeuueckoe
uccnedosatue yoaneHHoil onyxoau noomeepouno ee doopoxka-
YecmeeHHbIlL Xapakmep — Obla OUASHOCHMUPOBAH MEHUH20AH-
euomamos. Ha momenm onepauuu 6o3pacm degouxu cocma-
eun 2 eoda 4 mec. Ha 2-it denv nocae onepavyuu omme4eHo
nosigAeHue IKCNPECCUBHOU peyu.

Ilpu nocmonepamusrom niano8om Konmpoae yepes
6 mec (6 o3pacme 2 eoda 10 mec) nauuenmke npogedeHo
obcaedosarue, exaouasuiee DI 6 cocmosHuu 600pcmeo-
6aHUS U CHa (pe3yabmam: 6e3 amoA02U4ecKux UsMeHeHuUll),
MPT 201061020 M032a (NOKA3AHO OMCYMCMEUe GUOUMbBIX
ocmamkoe onyxoau (puc. 3)), a makace ncuxonoeueckoe
MeCMUPOBanUe ¢ Yeabio OUCHKU KOSHUMUBHO20 DA3GUMUSL.

Puc. 3. llayuenmxa C., MaeHUMHO-Pe30HAHCHAS MOMO2PAPUSL 8 pelcumMe
T2 (nocae onepauyuu)
Fig. 3. Patient S., postoperative T2-weighted magnetic resonance image

2

Buisenena noaoxcumensvras OUHAMUKA pa3eumus peesvlx
@dyHKUUIL: YypoeHb pazsumus pevu pebeHKa coomeemcmeo-
ean eo3pacmy 2 eoda 6 mec.

H3BectHO, uto 10 % Beex JioAeii ABISIOTCS JIeBIlIa-
MM WM OMMaHyajiamMu, octajibHble 90 % mpaBOpyKHE.
Y npasiueii B 99 % ciaydaeB u y nesiueii B 70 % ciaydaeB
LIEHTP PEYM pacIioiaracTcs B JICBOM ITOIYIIAPUH, Y OCTaB-
muxcs 30 % neslieit — B 06enx remucdepax [8].

Hama manuenTtka C. OblJIa MpaBOPyKOii, M TIOTOMY
¢ 0010 BEPOSITHOCTBIO PEYEBOM LIEHTP Y Hee pacro-
Jarascs B JieBoil remucdepe. IIpenmonoxeHue o Tom,
yTo obJiacTh bpoka pacnonaranack B mpeaesiax oIyXoJju,
MOTJIO TTOATBEPKAATHCS TAKKE Y UMEIOIIIUMCS Y JICBOYKH
JIETKMM HapyIIEeHHUEM Pedr: B 2-JIETHEM BO3pacTe IeBOYKA
MoOIJIa MPOU3HECTHU TOJIBKO 6 KOPOTKUX CJIOB.

M3-3a BO3pacTHBIX OTpaHMICHUI MbI HE MOTJIU IIPO-
BECTH MAIIUHT IieHTpa peun. CoBpeMeHHasl JUarHo-
CTHKA JOKAJIM3aIIM PeYEBHIX IIEHTPOB TPeOyeT BEICOKOI
MOTHUBALUUA U aKTUBHOIO COTPYIHUYECTBA MaLlMEHTa
u uccienonaressd. OOmeENpU3HAHHBIMUA TUATrHOCTUYC-
CKMMMU HCCJEeIOBAaHUSIMU SABISIOTCA (DYHKIMOHAIbHAS
MPT, Bana-tect, pyHKLIMOHaIbHAas TpaHCKpaHUaJbHas
IOIIIJIEPOBCKAasl COHOrpadusi, U3MepeHNe U CPaBHECHUE
TOJIIIMHBI KOPBI IIEHTPAJIBLHOIO PEriOHA M SI3BIKOBBIX
meHTpoB [1, 7, 12]. OGLMpHBIE 30HBI TTOPAXKEHUS JIEBOM
reMucdepsl IepUHATAIBPHOIO TeHe3a MOTYT IIPUBOIUTH
K OpraHM3alliy PEYEBBIX LIEHTPOB B IIPABOM ITOIYIIAPUH
[2]. [To JaHHBIM OTHMX MCCIEAOBaHUI, BHOBb BOZHUK-
1€ B IIPAaBOM MOJIYIIAPHWH LIEHTPHI PEUM PACITOIaraloTcs
B CUMMETPUYHBIX (TOMOTOITHBIX) OTHOCHUTEJIPHO KJIaCCH-
YeCKHUX LIEHTPOB 00JIACTSX, IIPU 3TOM OTCYTCTBYIOT Ka-
KHe-TM00 OTKJIIOHEHUS peueBhIX (PYHKIIMIT OT HOPMHI [4,
9]. ITo apyrum maHHBIM, Tortorpadust HOPMUPOBAHMS HO-
BBIX IIEHTPOB PeYH IIPY IMOPAXKESHUN MO3Ta B paHHEM BO3-
pacTe 3aBHCHUT OT BpeMeHH (pOpMHUPOBAHUS TTOBPEXKICHUS
(B paHHEM WJIM IIOCJIETHEM TPUMECTpPEe OEpeMEeHHOCTH,
B IIEpMHATAJIbHOM WJIM IIOCTHATAJIBHOM IIEPUOJE), JIOKA-
JIN3aLUY TOpaKeHUs (IIepUBEHTPUKYISIPHOE MJIN KOPTH-
KaJIbHO-CYOKOPTHKAJIBHOE), UCXOTHOTO YPOBHS PEYEBOTO
pa3Butus [3].

Joka3aHbl OTIeIbHBIE 3aKOHOMEPHOCTH, ITO3BOJISI-
IOII1E TIPOTHO3MPOBATH BEPOSATHOCTh (hOPMUPOBAHUS
ATUMUYHBIX LEHTPOB peur. Bo3aMOXHOCTh peopraHu-
3allMY LIEHTPOB PEeYU TeM BBIIIE, YeM MOJIOXE MAIlUeHT
Ha MOMEHT ITopaXXeHHs JieBoro mosyiuapus [6]. PasBuBa-
IOLIMIACS MO3T pebeHKa 00J1aaeT 3HAaYUTEIbHO O0OIbIINM
IMOTEHIIMAJIOM PEOPraHM3anny, YeM MO3T B3POCJIOTO
[5, 10]. [ToaTBepXaeHUEM 3TOTO SIBIAETCS TOT (aKT,
YTO y MOIABJISIIONIETO OOJIBITMHCTBA B3POCIIBIX MAIIUCH-
TOB ITOBPEXIECHNUE JIEBOM reMrc(ephl IIPUBOIUT K IIOTEPE
pedeBbIx QyHkuMi [9]. Eme B 1977 . Rasmussen u Milner
IMoKa3ajii, 9YTO 10 HeM3BECTHOM IMPUINHE peopTraHn3a-
LU LIEHTPOB PEUM IIPOMCXOAUT Yallle IIPU JOKAIN3AIUT
0YaroB MOpaxKeHMS B y4aCTKaX, HE KOHTaKTUPYIOIINX Ha-
MIpPSIMYIO C KJlaccuyecKrumu odnactsamMu bpoka u BepHuike,

1
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a y IMallMeHTOB C MEPUBEHTPUKYJISIPHBIM ITOpaXXeHUEM
0e10r0 BelecTBa BO3MOXKXHOCTh (DOPMUPOBAHUS IIPABO-
CTOPOHHUX IIEHTPOB PeYM HAXOAUTCS B MPSIMOM 3aBU-
CHMOCTH OT CTEIICHU CTPYKTYPHBIX HAPYIICHUI B JIEBO
MOTOPHO# 00IacTH (30Ha MHHEPBALIMU JIUIA U apTUKY-
Jsimn) [11].

[IpenmonaraeTcss BO3MOXHOCTh peOpTraHU3AUU
LICHTPOB PEYU U B MpeleIax OTHOTO MOJYIIapHs MO3Ta.
I1pu 3TOM JIEBIIIM UMEIOT MEHBIIIE ITAHCOB JIJIsT 3TOTO [4].

Bormpoc o ToM, B KaKoM Bo3pacTe ellle BO3MOXKHA WH-
TepremucdepHas peopraHu3alus IIeHTPOB pedu, Ipo-
JOKaeT aKTUBHO TUCKYTHPOBAThCs. CIMTaeTCs, YTO Ta-
KO€ BOCCTAHOBJICHHME PEUCBBIX IIEHTPOB BO3MOXHO IaXKe
Ha 4-M roay XusHu [9].
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[lo6pokayecmsennblie cyaoporu MaageHuecmsa, accoyuupoBaHHble
C JIerKuM racmpo3Hmepumom: KnuHuKko-anexmpo3xyefanorpauyecrue
Xapakmepucmuku
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Konmaxmot: Bacuauii FOpvesuu Hoeosuuywin vnogovitsyn @emcmos.ru

Jo6pokauecmeennvie cyoopoeu MAAOEHHECMEA, ACCOUUUPOBAHHbIE C Ne2KUM 2ACIMPOIHMEPUMOM, NPeOCMagasom co0oil 0co0bLil mun cumy-
AUUOHHO 00YCA08ACHHBIX NPUCIMYNO08 8 MAAOeHUecKoM 8o3pacme. TunuuHblil 803pacm KAUHUMECKUX NposeaeHuil — om 4 mec 0o 3 aem, uauye
Ha 2-m 200y xcuzHu. Peoma u duapes mozym Obimb pasHoil CMenenu BbiPANCEHHOCU, HO AGASHOMCA HeNPEMEHHbIM YCA08UeM OUaeHO3d.
XapakmepHbl MHO2OKpamHbie cepuiiHble cyOopoduCHble npucmynst ((okaivHbie, 8MOPUHHO-2eHEPANU308AHHbIE), 803HUKAIOUUE 6 MeveHlUe
HecKonbKUX OHell Ha (oHe KuueuHol uHgexyuy (DomasupycHoil, HOpOBUPYCHOIL, pexce Cano8UPYCHOI, 8b136anHoll supycom Kokcaku uu ade-
HOBUPYCOM), OMCYMCmEUe U3MEHeHUl Ha MeXCHPUCIMYNHOU 21eKmposHyedaroepamme u 6aazonpusmuolii npoeno3. Jugghepenyuansvroiii
0uazno3 nPogoosm ¢ HelUpOUHPEKUUIMU U 800HO-INEKMPONUMHBIMU HADYUEHUSMU, A MAKJice ¢ InUtencueil U gedpurbHbimu cyoopocamu.
[laan obcaedosanus exaouaem aHaUu3bl Kposu U AUKE0pa, a maxice 00a3amenvHoe nposedenue snekmposnyeparoepaduu. Y bonvuuncm-
84 NAUUEHMO8 MENCNPUCIYNHASL 2NeKMPOIHUedaroepamma é Hopme. Asmopul npedcmasnsitom danHvle cOOCMEeHHbIX HaOAHO0eHU.

Karouesvie caosa: 006p0xauecmeeﬁnbze cyaopoeu Mﬂa@eﬂwecmea, accoyuupoBaHHble C NeeKUM ecacmposHmepumom, 3/l€Kmp03HL4€¢M02pa.MMd

Jlasa yumupoeanus: Hozosuyvin B.IO., bobvirosa M. IO. Jlobpokauecmeentbie cydopoeu MaadeH4ecmaa, accoyuuposantble ¢ 1eeKUM ea-
CMPO3HMEPUMOM: KAUHUKO-21eKMPOodHYedharoepaguueckue xapakmepucmuku. Pycckuil scypuan demckoii Hesponoeuu 2019;14(2):53—9.
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BENIGN INFANTILE SEIZURES ASSOCIATED WITH MILD GASTROENTERITIS: CLINICAL
AND ELECTROENCEPHALOGRAPHIC CHARACTERISTICS

V. Yu. Nogovitsyn!, M. Yu. Bobylova® 3
!European Medical Center; 26 Trifonovskaya St., Moscow 129090, Russia;
28vt. Luka’s Institute of Pediatric and Adult Neurology and Epilepsy; 9 Akad. Anokhina St., Moscow 119579, Russia
3Svt. Luka’s Institute of Child Neurology and Epilepsy; 5 Nagornaya St., Troitsk, Moscow 108840, Russia

Benign infantile seizures associated with mild gastroenteritis are a special type of situationally determined seizures in infants. Usually, clinical
manifestations are observed between 4 month and 3 years of age, most commonly during the second year of life. Vomiting and diarrhea are
the key symptoms, although their severity may vary. Other typical signs include multiple serial seizures (focal, secondarily generalized) over
several days accompanying enteric infection (caused by rotavirus, norovirus, rarely sapoviruses, adenovirus, or Coxsackie virus), no chang-
es in the interictal electroencephalogram, and favorable prognosis. Differential diagnosis should include neuroinfections, fluid and electrolyte
disorders, epilepsy, and febrile seizures. Examination should include analysis of blood and cerebrospinal fluid and electroencephalography.
The majority of patients have normal interictal electroencephalogram. The authors present own observations.

Key words: benign infantile seizures associated with mild gastroenteritis, electroencephalogram

For citation: Nogovitsyn V.Yu., Bobylova M. Yu. Benign infantile seizures associated with mild gastroenteritis: clinical and electroencephalo-
graphic characteristics. Russkiy zhurnal detskoy nevrologii = Russian Journal of Child Neurology 2019;14(2):53—9.

Bsepnexue

JlobpokauecTBeHHbIE CYIOPOTU MJIaIEcHYECTBA, aCCO-
LIMMPOBaHHBIC ¢ JIeTKUM TactpoaHTepuroM (JICI), mpen-
CTaBJISIIOT CO00M OCOOBIII TUIT CUTYyallUOHHO OOYCJIOB-
JICHHBIX TIPHCTYIIOB B MJIAIICHYECKOM Bo3pacTe. BriepBbie
JICT oblmu ontucanbl 6osee 30 et Hazan. B coBpemMeHHOI
AHIJIOSI3BIYHOM JINTEepaType IMarHo3 M3BeCTEeH Kak benign

infantile convulsions associated with mild gastroenteritis
(CwG) [4]. dng OCT xapakTepHBI MHOTOKpaTHBIE Ce-
PUITHBIC CYITOPOXHBIC ITPUCTYIIBI, BOZHUKAIOIINE B TEUe-
HHe HECKOJIbKMX THeil Ha (poHe KUIIeUYHOM MHGpEKIINH,
OTCYTCTBME U3MEHEHUI HAa MEXIIPUCTYITHOMN 3JIEKTPOIH-
edanorpamme (B31') 1 OIaronpusTHHINA IPOTHO3 [27].
Pycckosi3piuHBIC ICTOYHMKH COACPXKAT (hparMeHTapHBIE
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YIOMUHAHUSA 00 3TOM BHIE MPUCTYIIOB, B KIIMHUYECKOM
MPaKTUKE TaKOM TMarHo3 BCTpeyaeTcs KpaliHe peaxo [3, 4].

BeposithHo, JICT BcTpeualorcs yaiie, yeM JUarHo-
CTUPYIOTCS, ¥ HE3HAHNE 0COOCHHOCTEM 3TOr0 COCTOSHUS
MOKET ITPUBECTH K HEITPABWJIPHOM TAKTUKE TUATHOCTUKHU
1 JIedeHUsI. MOXKHO IPEIIONIOXKUTh, YTO IO MAaCKOM aTH-
IMUYHBIX (DEOPMIIBHBIX CYIOPOT, CEPO3HBIX MCHUHTUTOB,
anujencuu ¢ GedpuIbHOM MpOBOKaILleid HAa caMOM JeJie
Hepenko BcTpevatorest JICT.

BniepBbie 3TOT TN npucTyIoB ObL1 onucaH K. Mo-
rooka B 1982 r., Bnocnencteum nousarue o JCI° yrouneHo
B 1995 . H. Komori u coaBr. [15, 21]. ICI He BKIIIOUE-
Hbl MeXayHapoaHO NPOTUBO3NUIECIITUYECKON JIMTOM
(International League Against Epilepsy, ILAE) B coBpe-
MEHHYIO KJIacCHU(MDUKALIMIO STTMJISIICUU, OMHAKO 3TOT TeP-
MUH IIMPOKO ITPUMEHSIETCS B MUPOBOit Tutepatype [3].

ITo nannbeiM S. Lacasa Maseri ¥ coaBT., pacnipocTpa-
HeHHocTh HCI coctaBnsieT 1 cayuait Ha 10 TwiC. meTeit
Brozx [16]. ICI Bo3HuKaIOT B Bo3pacTe OT 4 Mec 110 3 JIeT,
yaiie Ha 2-M rony xku3Hu. B uccinegoBanum A. Verrotti
M COaBT. [26] MPUCTYITBI OTMEYEHBI B BO3PACTHOM JHaria-
30He oT 6 10 60 Mec, 94TO 3acTaBJIsIET ITIEPECMOTPETH CBSI3b
TAaHHOTO BMUIA MPHUCTYIIOB C UCKIIOUUTEIIFHO MJIafdcHYe-
ckuM Bo3pacTtoM. Cymopory BOZHMKAIOT B IIEPBEIE 5 CYT
Pa3BUTHS KUIIEYHO MHPEKIINN, OOBIYHO POTaBUPYCHO
WJIM HOPOBUPYCHOM, Yallle BO BPpeMsI 3UMHUX BCIIBIIIEK
KUIIeYHBIX MHGEKIMiA. BeIpaXkeHHOCTh pBOTHI U IHMapeu
BapbUpPYeT, HO OOBIYHO K MOMEHTY HOSIBJICHUS CYIOPOT TSI~
JKEJIOTO TaCTPOIHTEPHUTA ¥ TUTIEPTEPMUM HET, AeTUapaTa-
Lyt MUHEUMabHa (<5 %) [6]. XapakTepHO HAJIMYMEe MHO-
TOKPATHBIX MIPUCTYIIOB B TCUYCHME CYTOK Ha IPOTSKCHUH
HECKOJIbKUX THEH, IpUYeM BHE 3aBUCHMOCTH OT YaCTOTHI
MPUCTYNOB UHTepUKTanbHasg DO He nameHeHa. Jlabopa-
TOpHBIC TTOKa3aTeau (YPOBHM 3JIEKTPOJUTOB U TITIOKO3BI
KPOBHU, COCTaB JIUKBOPa) Takke B HopMe [27]. Y MHOrmx
MMAIleHTOB MIPUCTYIIBI BOZHUKAIOT paHbIIIEe, YeM auapesl,
YTO 3aTPYIHSIET AMATHOCTUKY [8].

Xapakmepucmuka npucmynos

[IpucTynel MOTyT OBITh TUAIEITUICCKUMU, BEPCUB-
HBIMU, KJIOHUYECKNMU, OMJIaTepaIbHBIMU TOHUKO-KJIO-
HUYECKUMH (BTOPMYHO-TeHEepaIn30BaHHBIMK). HekoTo-
pbIe aBTOPHI IOTYEPKUBAIOT, YTO BCE IIPUCTYIIHI SIBJISTFOTCS
¢okanbHbIMU [1]. ATUTETBHOCTS IPUCTYIIOB B OOIBIITH-
CTBe ciIy4aeB HeBenuka — oT 30 ¢ 10 5 MUH, HO B peIKHNX
CIIyJasix BOBMOXHO M (pOpMUPOBaHNE SIUJICIITUYECKOTO
cratyca. Y OOJIBIIMHCTBA MAIIMEHTOB IIPUCTYITBI IIOBTOPSI-
10TCS OT 2—3 110 8 pa3 B TeUeHUE CYTOK, MpUYeM, 110 JTaH-
HbeM J.J. Hung u coaBr., njis neTeii crapiie 2 JieT Xxapak-
TepHO OOJIbIIIee KOJIMIECTBO IIPUCTYIIOB B TCUCHHUE THS
[10]. Bo3MOXHBI 1 U30TMPOBAHHBIE IIPUCTYIHI B TCYCHUE
CyTOK; TakK, B uccienoBanuu 1.Y. Saadeldin uzonuponan-
HbIE TIPUCTYNBI Habmonanuch y 48 % mauueHTtos [23].
JINUTeNbHOCTb IPUCTYIIHOTO TIepUOoAa OObIYHO COCTaB-
et 1—2 cyT, Tocie Yero MpucTyIbl mpekpaiiaiored [12].

JCT BcTpeyaloTcsi ¢ paBHOI 4acTOTOI Y MaJIbUMKOB
U IEBOYEK, XOTS, IO HEKOTOPHIM JaHHBIM, BOSMOXHO ITpe-
obagaHue aeBodek ¢ cootHomeHueM 1:1,8 [12]. B cembsix
OONBIIMHCTBA MMALIMEHTOB HET YKa3aHUI Ha IIPUCTYIIBI
IIPY TaCTPOIHTEPUTE, OAHAKO B 16,4 % cirydaeB OImcaHO
HaJIM4Ke SMUIEIICUN Y POACTBEHHUKOB [26].

Jmuonorua

JloOpokayecTBeHHbIE CyIOPOry MJIaieHYeCTBa, aCCO-
LIMAPOBAHHBIC C JISTKUM TaCTPOIHTEPUTOM, BOZHUKAIOT
IIPY TaCTPOSHTEPUTAX, BEI3BAHHBIX B OOJIBIITMHCTBE CIIyda-
€B pOTaBHpYyCaMHU 1 HOOBHPYCaMU, PEXe CallOBUPYCaMH,
aneHoBupycamu, Bupycom Kokcaku [13]. B ogHoM 13 uc-
cienoBaHuii B rpynmne nmauueHToB ¢ JJCI npeobnanmana
MMEHHO HOPOBHUPYCHAsI, a HE pOTaBUPYCHAasI MH(PEKIIUS
[6]. Bo3aMoXHO, yMEHBIIIEHNE POJIM POTABUPYCHOM MH-
dekum cBA3aHO C MOSBICHUEM BO3MOXHOCTHU BaKIIM-
HallMM, OOHAKO TaHHOE ITOJIOXKECHHE CIIPABEIIMBO JIMIITh
IIJISL CTpaH, IIIe POTaBUpPYCHAs BaKIIMHA BBeJIcHA B 00s13a-
TEJIbHBIN TUIaH BaKIIMHALINH.

[IpenmoaraeTcst HECKOJIBKO MEXaHN3MOB BO3SHUKHO-
BEHUS IPUCTYTIOB. Bo-TIepBBIX, BEPOATHO MpsSIMOE BO3MIEI-
CTBHE POTABMPYCOB Ha LICHTPAJbHYIO HEPBHYIO CHCTEMY,
TaK KaK B HECKOJIBKMX UCCIEAOBAHMSIX ¥ OOJBHBIX PO-
TaBUpYyCHBbIM ractpoaHTepuToM JJHK poraBupycoB ObL1a
BBIsIBJIeHA B Iuta3Me U JukBope [14]. CormacHo apyroii
TOYKE 3pEeHUSI, BIUSHUEC BUPYCHOM MH(MEKIINM Ha LIEHT-
paJIbHYIO HEPBHYIO CHCTEMY OITOCPEI0BAHO MEIMATOPAMM,
BBIIC/ISIEMBIMH B XKEJTyIOYHO-KUIIIEYHOM TPAKTe B OTBET
Ha nHpurpoBanue. [Ip1 3TOM BO3MOXHO CHIDKCHHE
KOHIIEHTPAIIUN BHEKJIETOYHOIO KAJIBIINS U YBEINICHIE
cozepKaHMSI IIUTOKMHOB B IJIa3Me 1 OKCHJIA a30Ta B JIMK-
BOpE, YTO B KOMOMHAIIMN C HApYIIIEHNEM reMaTosHIeda-
JIMYECKOTo 0apbepa IpU CUCTEMHOM MH(MEKIINY ITPUBOIUT
K IIPpOBOKALIMU NpUCTYTOB [24]. TpeThs TMIIOTE3a TTOapa-
3yMeBaeT reHeTUYeCKyIo nmpeapacnonoxeHHocTh K JICT,
B YaCTHOCTH, CBSI3b ¢ MyTauusiMu B TeHe SCN 1A no aHa-
JIOTUM ¢ CUHAPOMOM /[IpaBe ¥ reHepaJm30BaHHON 1M -
Jericueit ¢ peOpuIbHBIMU CyI0pPOTaMU TLTIOC, YIUTHIBASI
cxonctBo ACT ¢ ¢peOpuabHBIMU CYyTOpOTaMU U OTYACTH
¢ T0OpPOKAYeCTBEHHBIMU UANOTATUICCKUMH (hOpMaMM
snuencu. OqHaKO 9KCIIEPUMEHTAIBHOTO TTIOATBEPKIC-
HUS 3Ta TOYKA 3peHUs He TToTydmia [28].

lluarHocmuka

Jnarno3 JICI" ocHOBBIBaeTCs Ha KIMHUYECKOM Kap-
TuHe. B nepBylo ouepenb HEOOXOAUMO UCKIIIOUEHUE CY-
JIIOPOT TP HENPOMHMEKIMSIX 1 BOTHO-3JIEKTPOJTUTHBIX
HapylleHUsIX, Ha (poHe meruapaTalny 1 THPEKIIMOHHOTO
TOKCHUKO3a. Tak, poTaBUPYC MOXET BEI3BIBATE MEHMTHTO3H-
nedanutel, Peiie-mogoOHbIA CUHAPOM, M KJIIMHUYECKas
KapTUHA Ha OIpPeneICHHOM 3Tarle MOXET OBITh CXOIHOM
¢ ACT [9]. B cBsa3u ¢ 3TUM 00513aTEIbHO BKIIOUCHUE
B IUTaH 00CJIeIOBaHUS MCCIeOBAaHUI KPOBU M JIUKBOPA.
Kpome Toro, mpoBogutcs nuddepeHIInaIbHbIM T1arHO3
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¢ snuerncueit, GedpuabHbBIMU cygoporamu. [acTposHTe-
PUT MOXET COBITACTH IT0 BpEMEHU C Ie0I0TOM HEKOTOPHIX
¢dopM smIIIeTICHH, B TIEPBYIO OYepeah MANONATHUSCKIX
dokanpHBIX (cMHIpOM BataHa03, pollaHgudecKasi SIH-
nenicus, cuaapom Ilanaitoronynoca), moaromy D3I Mo-
2KET UrpaTh BaXKHYIO posib B 1M depeHIMaTbHOM JUarHo-
3¢ JICT [4]. Y OonbIIMHCTBA MAIIMEHTOB MEXIIPUCTYITHAS
D3OI B HOpMe, XOTS ONMCAHbI U U3BMEHEHMS B BUJE 3a-
MeIUICHUS U STIeITUOOpMHOI akTUBHOCTH [8]. CTOouT
ot™MeTUTh, 4yTo JICI' MOryT HaOII0JATHCS U IIPU TUTIEPTEP-
MHU, B CBSI3M C YeM OBIBAeT CIOXHO OTIIMYUTD UX OT (he-
OpunbHBIX cymopor [17]. OpueHTUPOM MOXET CIYKUTh
TUIIWYHAS KapTUHA KJIACTEPHBIX IIPUCTYIIOB B COUYCTAaHUN
C BUPYCHOI KUIIIEUHOM MH(pEKIINE.

IIporHo3s 3aboeBaHus OJarONpPUSITHBINA, C TTOJHBIM
IIpeKpaIieHeM IIPUCTYIIOB ITOC/Ie OKOHYaHUS MH(MEKIIN-
oHHoro 3abojeBaHus [25]. B uccienoanum T. Dura-Travé
M COABT. y 1 13 25 MalMeHTOB B X0/ JJINTEJIbHOTO HA0JIIO-
JIeHus Obla JuarHocTupoBaHa sruierncus [8]. B cBsa3u
C 3TUM UTUTEJIbHOC Ha3HAUYCHNUE aHTURIIICTITUIECKOM
TepaIty CIUTaeTCs HelleslecooO0pa3HbeIM. OTAeIbHEIC aB-
TOPHI YKa3bIBAIOT HAa HU3KYIO 3((HEKTUBHOCTh OEH30a1a~
3eIIMHOB B OCTPOM II€pUOE, IIPH 3TOM COOOIIAETCS O ITa-
pagoxcanbHOI 3(ppeKTUBHOCTY (peHOOapOUTaIa Y MaJIbIX
o3 KapbamasernmHa (5 mr/kr) [18, 20]. B xagecTBe 11po-
¢unaktuku JCT pekxoMeHayeTcsl BaKUIMHALIUAS ITPOTUB
poTaBUpycHOI MH(pexkun [4, 22].

3nexmpo3nuethanorpadiuyeckue XxapaKmepucmusu

MexmnpucryrHasg D3I mpu JCI” 00bIMHO HOpMAaJIbHA.
TeM He MeHee CyIIECTBYeT HEBBICOKASI BEPOSITHOCTD BBI-
SIBJICHUSI B TIEPUOJT MEXIY IIPUCTYIIaMU WJIM BCKOPE TIOCIIe
HUX 3aMeIJICHUSI OCHOBHOTO PUTMAa, TeHEPaIM30BaHHOMI
Wi (POKaIbHOM 3nuiaenTu@opMHOii akTuBHOCTH [10].

HUxransHag D3OI y maumenTtos ¢ JACIT peructpupy-
€TCsI PeIKO B CBSI3U C KPAaTKOBPEMEHHOCTBIO TIPUCTYIIOB.
VYV OonpIIMHCTBA AeTel anuaenTU(OPMHAs aKTUBHOCTh
BBISIBJIICTCSI B TEMEHHO-3aTbJIOYHBIX U IIEHTPAJIbHO-BU-
COYHBIX 00JIaCTAX, YacTo ¢ nud@y3HBIM pacIpocTpaHe-
HUeM. XapaKTepHa HeCTOMKOCTb 3MeHeHuit DT ¢ npeii-
oM JIoKaIM3alny SIMIeNTU(OPMHON aKTUBHOCTH TIPU
pa3HbBIX npuctynax. OTME4eHO OTCYTCTBHE KOPPEISIIINN
CEMMOJIOTUHM MPUCTYIIOB C PETMOHAIBLHOM SIMICIITU-
¢opmHoOIi akTUBHOCTHIO Ha B3I [7, 11, 19].

CobcmBeHHbIe 1aHHbIe

[Tox HammMm HaOMIOAEHUEM HAXOOWINUCH 4 maleHTa
¢ ACT (cM. Tabauily), U3 HUX 2 IeBOYKH U 2 MaIbuMKa,
BO3pacT BOSHMKHOBEHUS IIPUCTYIIOB — 12, 18, 8 1 26 mec
XKu3HM. Bo Beex ciryyasix oTMedauch IOBTOPHBIC (hOKaIb-
HBIE€ TIPUCTYIIBI, CBSI3aHHBIE C CUMIITOMAaMM T'aCTPO3HTE-
puTa, MpuIeM y 2 AeTeil IPUCTYIIBl Pa3BUIMCH IO Havaja
PBOTHI ¥ fUapen. Y 2 MalMeHTOB TMaTHOCTUPOBAH HOPO-
BUpYyC, y 1 — poTtaBupyc, y 1 pebeHKa BUPYCOIOTrMYECKOe
HCCIIeIOBaHNE TIPOBOIUIOCH TOJIBKO Ha BUPYCHI IIPOCTOTO

reprieca, KOTopble ObUTH UCKITIOUEHEI. B 2 ciydasix (maim-
eHTsl A.W. u C.J1.) B ocTpoM Iieprojie IMpUCTYIIOB Ha3Ha-
yajicsl Impenapar BaJbIIPOeBOM KUCIOThI, KOTOPbI ObLI
OoTMeHeH uepe3 6 Mec. OCTajbHBIM NaleHTaM aHTUAII -
JIENTUIECKHUE MperapaThl He Ha3HAYAINCh, 32 NCKITI0UE-
HHEM UHBEKIIMOHHOTO O€H30IMAa3eIHA C LIEIbI0 KYITIPO-
BaHUS OCTPOTO CYIOPOXKHOIO cMHApoMa. Bece malmeHThI
HaOMI0JaIUCh B KaTaMHe3e, TTpoBoamiachk DD ¢ BKIO-
yeHueM cHa. Yepes 1 ron HaGI0AEHUSI BO BCEX CIydasix
HEBPOJIOTMICCKUX HAPYIIICHNI BBISIBJICHO He OBLIO, pa3-
BUTHE IETEH COOTBETCTBOBAJIO HOPME.

B kxauecTBe KJIMHUYECKOIrO MprUMepa MoapoOHO pac-
cMoTpuM cirydait mamueHTk C.J1.

Knunuyeckui cnyyaii

Ilauyuenmra C. /1., 2 2o0a 2 mec, eocnumanusuposana
¢ HOPOBUPYCHbIM 2ACMPOIHMEPUIMOM, CONPOBONCOABUIUMCS
DBOMOIL U MHOLOKPAMHBIM JCUOKUM CIYA0M 8 nepgble 2 cym,
6 nocaedyroujue OHU — MHO2OKPAMHbIM KAUUUEe00pa3HbiM
cmyaom mansimu nopuyuamu. Ilogviuenue memnepamypeol
meaa 0o cyoghebpunbHbIX 3HAUEHUL OMMEUAN0Ch MUl 8 1-e
cymku 60ae3HuU, 8 danbHelluleM memnepamypa 0biaa HoOp-
manwroi. Cydopoeu nossuauce Ha 4-e cymku 3a60n1e6anus,
6ceeo0 ommeuero 6 npucmynos 3a cymiu. [Ipucmynst onucoi-
8anucy podumensamu NAYUeHMKU KaK 3amMupanue, 02ayueH-
HOCMb U GbIKAIOYEHUEe CO3HAHUS C NOCAEOYIOUWUM HOBOPOMOM
20108061 8 CMOPOHY (8 PA3HBIX NPUCMYNAX COPOHA MEHSNACY)
U nosigleHuemM pUMMUYHBIX NO0ePeUBAHUIL 8 KOHEUHOCHISX.
JaumenvHocms npucmynog cocmagasisa 3—5 MuH, nocie
npucmynos pebeHok bl COHAUS.

IIpu ocmompe 6ne npucmyna: pebeHoK 6 cO3HAHUU, Me-
HUH2eANbHbIX U 04A208bIX CUMNMOMO8 He 8blagaeno. DT
npu NOCMYNAGHUU: 3AUKCUPOBAH NPUCMYN ¢ 3amMedNeHUeM
NPOU3BONBHBIX OBUINICEHULL, 021YULEHHOCMbIO, HOBOPOMOM 20~
A08bL U 2143 61€80, PopMUPOBAHUEM «NO3bl (PeXmo8anbujii-
Ka», danee Habardanrace mpancgopmayus 6 OUIAMepanrbHbLil
MOHUKO-KAOHUYecKuil npucmyn. /laumeavHocms npucmyna
3 MuH, nocae e2o0 OKOHUaHUs1 — OECHOKOLICMB0, naa4, 3amem
coH. Kpome moeo, nabatodancs MUHUMAALHO BbIPAdICEHHBLLL
NOCMUKMAAbHBLI nape3 6 Ae60ll pPyKe CO CHUINCCHUEM Mbl-
WeyHo20 moHyca U 00sema aKkmugHbix 08UINCEHUL Ha npo-
msxcenuu 15 mun.

3a 2 muH 00 noseaeHUs: KAUHUYMECKU 04e8UOH020 NPUCY-
na Ha DI ommeueno nosierenue pumma eogaeuerus (recruit-
ing rhythm) 6 aegoii euco4Hoil 0baacmu 6 eude NPOOOAICEHHOU
8blcOKoamnaumyoHoil bvicmpoii axkmuenocmu. JlanHolii pumm
peaucmpupoeancs nod 00HuUM anekmpodom T3, maxum o6pa-
30M, UMUMUDPYSL 31eKmpooHblil apmegaxm (puc. 1).

Hxmanvnas DI xapakmepuzosanacs noseienuem MHO-
JHCECMBEHHBIX CNALIK08 U OCIPbIX GOAH 6 1e60li MeMEeHHOl
obaacmu ¢ 6biIcmpbimM bULAMEPANbHbIM U OUp@Y3HbIM pac-
npocmpaneHuem, opmuposanuem oug@dysHoil cnailk-60o.1-
Hoeoll akmusrocmu (puc. 2). Ilo xody npucmyna nabawda-
A0Cb NOCMeNneHHoe YMeHblleHUe 4acmombl CRAlK-80AH08bIX
Komnaexcog (puc. 3).

55



“

JETCKONM
HEBPOAOI'MIM | NEUROLOGY

ccKun
PHAN

Py
Xy

CHILD

[ewou st Hgg
TAYY Sulnp saInzias pajeadal ou

‘rerndoadde-age st juawdojarag
AWdOH g JEg "9oMIrBdoLdolI 9H
Ndd O ndu [guArondu Aroedeod
LIAALOLII100D dULULER]

[ewiou st HIH
-ojerrdoxdde-o3e st juawdoead

JWdoH 4 Jgg ALoedeod
LoA9101991000 QULUEER]

eaIe [eydiodooorodwo)

JYSLI Ay} Ul SUIMOIS [BUOISAI :19)e[
1A | DFY SAINzIds pajeadar oN
-9yerrdordde-a3e st juawdofaad (g
HMLOBIIQO

VIOHhOLI9LBE-OHhOOME Yogedl 4
QUHOLTOWEE JOHIIrBHOUIdd

:rod | €adoh JEE IonuBd
-0LdOLl 9H I9UALOUd] | ALdoedeod
LIAGLOLO91000 QULUEER]

dn-mojjoq

wowndawneoduidone wnxeav 2 nwiaHHD90dnnnoIdp @%Sb@#t@@@@g SN\_\QNGQQQ\@ 3§nttm%§umr@¥c«@c© 2 9ouiHannDU nxNUWINdowNDdDX INHIGhNHNVY

snje)s
[ed130]0INAU [RUWLIOU ‘JUAWdO[AP
[ewIou AI0ISIY [BIIUID [NJIUAUN
OWdOH g 9A1RLD
NI0dhMIOr0ddoH ‘oniudeed
‘UUHIIMAJERH €30 EOHWBHY

(oprs s 1ayjowr) Asdafido

01u9303dAI0 Jo A103SIy Afrwue] a8k

0] SUIPI0IIL PAJRUIIILA ‘JUAWdO[AP
[ewou A103s1y [eyeurrad [njpueAdu )
BUOLIdIMIIE BeHHAIOLIUAY — ud
-9LBW MUHUL O] | ‘ALoedeod ou
einaudu ‘OWdoH g auLudeed u
€OHWEHE YI9HIIreleHUdO] |

(ea18ojounuuwur)

SUOSBAI [BIIPAW JOJ PAJBUIIILA

JON (9 sniiasadioy uewny) UOOJul
SIUITASadIU O1UOIYD :SISISojounuw|
(BIO'OHAWIWHM 10 TOL.LO
VMOHUIIUIAOW) eLugudi 9
*(eLAL 0I-9 eod1dAT 010Ld0dIT
oAdug) BUImrIoHM-991dax
BeMOOhMHOAX :IOFOHAWN]

SISBISIP JUBIWOIUO))

UWDLS0IDYd2IU20.4199]2 — D ‘UOIVL UIDYD asDiouIA]od — Y ‘UOIfull [D.41A L101D41dS2L 21NID — [ AN *dION
‘pwwpdeovvpanneoduinove — J€€ ‘Bnnivad spHuan spHepdownvou — J[]]] ‘Enhxagpun spHoAdng svndowvdnudsad svdudo — pygd o “onuvhawnd[y

QINZIAS JIUO[I-OIUO) [BI)R[Iq AQ PIMO[[OJ 90d S, UBLUSPIOMS Y]

1) 01 SAA pue peay 9y} Jo UIn) ‘Uonepuniqo ANAnoe 10jow jo dojs :$aInz1os
pajeaday ‘s[oo)s pibif Juanbaiy ‘SUNIWOA ‘SI)LIIUA0IISET SNITAOION
uAroundu

VOOhMHOLN-OMUHOL UITHAIedoLBINQ — QBT ‘«BMUIMIIBd0LXd(
BEOL» ‘0galrd €BII U 1[9901r01 L0dodoU ‘9LOOHHIMALIO ‘UL
-OHgULME HOHILQLBINAY BXEOHRBLOO ([UALOUdI 919HdOLEO] | ‘IrALD
MK Ni9HLedMOI0HNW ‘erodd ‘tudarHeodroel niaHoAdugodoy

SQINZIAS JIUOOIAY Pjeaday *(1218] PI[BAAAI SBM UOIJIJUI SILITAOIOU) [AYY
110dOTAD QMMOIRMHOIMNGI 919HAOLIO] | *(BUIOLOULE
BeHOAdUE0dOH BHOIAOHBLOA 99HIIe01) LUdALHeOdLoRI ‘YUddO

pouLIoy1ad Jou Sem SISNIIA J9Y10 10§ Su1)sa) {pajodlop 10U Sem

snutA xapduwrs sadiay D “BAYLIBIP ‘SUNIWOA pieaday AID SNOUOJOUOW
poonpold pue ssausnordsuod pauresar yuaried oy ‘[eyidsoy uj ‘wniueax
pue Ade1ay) [1e1209 dNA] PAAIRIAI PIIYD Y [, ‘dur] SuroT ‘ssausnorosuod jo
SSO[ 23S ()¢ 01 dn UOISU) [osnW DIUO} ‘S[IYD (D, §'LE) A AUV
9o01rnrododil oH 199Adud

QUIAdY eH QUHBLOIDIOIU ‘HALKIId 9H BIA1Idal o1oroodir oAdug
{dYILI ‘Bodenr ‘erodd seHdordo]| ~MdX UIIHHOLOHOW BOLUEBOLL
‘QMHEBHEO) g eIMKAII 9deHOMITRL) g ‘WAMHERILAd ‘909WD BEMD
-OhULUI I9HOTAEY "OUHBIEINQO ‘BMHBHEOD BAALOLI ‘O ()¢ OX IIMIIN
QUHIXBALBH J0MO9RUHOL ‘QOHEO (D), §°L¢) eiredoxur ‘UddoO

UOI)OJUI SIIIARIOL Y Dd
*([e103 uI SOpOSIAD 1) SaINZIds pajeadal pey PlIyd Ay} ‘[eardsoy] Uy “dynur |
Aporewnixordde 10 S)se[ 2INZIAS [FUIYIIIM] DTUO[D qUUI| ‘SSAUSNOIISUOD JO
sso[ ‘duur] uros ‘10[[ed :2INZIAS “BAYLIRIP ‘SUNIWOA ‘IOAJ) IPRIZ-MOT|
BUIIO(PHA

BeHoAdugeLod (1] ‘(BrosHULE  01394) 9OULUAOLEON 91T
-Arondi SI9HRAIOIEHE ddRHOMITRLY  "HUNW | OLFOMO BOLULT ‘KLY
-OHhOHOX BUHRIUIdOTOLl QUMOIhUHOLY ‘BUHBHEOD BAALOL ‘OUH
-BMBINQO ‘4LO0HIAIQ :HALOUd] | ‘Badeur ‘erodad ‘LorurndoadoiD)

SUON)©)SJTUEI [EITUI[)

SHLI2]UIO0LISDS I YJIMA PIIDIDOSSD S2UN219S d[UDJul USIUAG YJIM Sjud1iDd Ul SUODISAUDUL [DITUL])

BNHAaUOUQERH

SIBdA € 'S

syjuow 97 Juaned ofewo
O3 97 BIIOI ¢
“YI7°D eMLHOMIE] |

syjuowr 7|

syjuowr § 1 v uaned orey
Q0N 8 QN 7]
U’V LHaMIIe[ |

syjuowr

7 puesIed g

sypuow | ‘L °S uaned orewag
QoW gl Q0 7 BIOI T
“L°D eM1HoMIIe] |

sypuoul 41 v g

syjuowr 7| Juoned orewag
QN 7] JJW 7 TOI |

"V 'q eXLHOMIIe] |

1asuo

INZIAS Je ITY age yuaned

O
v

AINHIIRhNHNL Y E——



PYCCKUN

i’ TIETCKOM
HEBPOAOTI MM

CHILD
NEUROLOGY

z (1]
L Bl 3= nE

= | WWH Wmﬁwﬂ‘\"\-u\f‘-"""h l

h nf\Lu.'a-J\‘_‘__-"'“'u" L L

W
AP g AT W'-hm

54 o T R ML SRR R

R P LS

mw,vm,xrwwmwmmmﬂ e SN PO
‘\Mwiﬁﬁ“*ﬂ--f\l\’ﬁuwwd"m Mﬂwﬁwﬂ!ﬂﬂ_\_ Al
e R Yo WA L Y GNP o Ve B RS P S A

Wu T Bt e A BV e e Wl PO il e

i G PO TV o T Y A et Ve S WO Pa W g TP R Vs oS ot O PP
WA A NS Nt T N

el p R g e e

Puc. 1. ITayuenmxa C. /1., 2 200a 2 mec. Hnmepukmanvras sneKkmposHyeparocpamma nepeod nosieaeHuem cyo0opo’CH020 NPUCMYNA: pecUoHaNbHAs Obicmpast

aKmMuUBHOCMb 6 1€60li BUCOYHOLL odnacmu

Fig. 1. Patient S.D., 2 years 2 months. Interictal electroencephalogram before the seizure: regional fast activity in the left temporal region.
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Puc. 2. [Tayuenmxa C.J1., 2 200a 2 mec. Hauano ghoxanvhoeo npucmyna, nosieienue MHONCECMEEHHbIX CHAUKO08 U OCIPbIX 80H 6 1€60U MeMeHHOU obracmu

¢ GblcmpbivM OUAAMEPANbHBIM PACAPOCIMPAHEHUEM

Fig. 2. Patient S.D., 2 years 2 months. Onset of a focal seizure: multiple spikes and sharp waves in the left parietal region with rapid bilateral spread

[locne npexkpawenus npucmyna cnaiik-601H084s aK-
mueHocmos mpaucghopmuposanace 8 ouggysroe noasumopgh-
Hoe deabma-3ameonenue 8 KOMOUHAUUU C ObICIMPOT AKMUG-
HOCMbIO 8 1601l 8UCOYHOU 001acmU, AHAN0CUHHOL MAKO0BO
do npucmyna (puc. 4).

Maenumno-pe3onancruas momozpagusi 20A106H020 M032a:
Kucma snughuza, opyeux usmeHeHuil He @bls81€eHO.

B xo00e HabaroOenus 6 nocaedyrouue OHU NPUCYRbL He NO-
BMOPSANUCD, NPOSABAEHUSI 2ACMPOIHMEPUMA Pepeccuposai.
[Tlayuenmka evinucana 6 yooeaemeopumensHOM COCMOSIHUU.

Ilpu Habarodenuu 6 Kamammese NOGMOPHbIX NPUCMYNO08 He Obl-
/10, RCUXOMOMOPHOE PA38UmMUe COOMBEEMCMEYem 603paAcmy.

BbiBoAbI

JlobpokadyecTBeHHBIE CyIOPOTY MJIaIeHYECTBA, aCCO-
LIMMPOBAHHBIE C JIETKUM raCTPOIHTEPUTOM, PaCCMaTpHBa-
IOTCSI B KQUECTBE CUTYaLIMOHHO 00YCI0OBIEHHBIX CYI0POT,
OJIHAKO KJIMHUKO-3JIeKTposHIedanorpadmnyeckas xapak-
TEPUCTUKA COMKAET X C UOMONMATUIECKMMU (hOKATHLHBI-
MU (popMaMU SITUIECTICUH.
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Puc. 3. lTayuenmxa C. /., 2 200a 2 mec. [Ipodoaxcerue npucmyna c e2o 360ar0uuell 6 OuramepatbHblil MOHUKO-KAOHUMECKULL, UKMAAbHAS 31eKMPOo3HUepa-

A0epamma ¢ ymeHbueHuem 4acmomaol CHAlIK-804HOBbIX KOMNAEKCO8

Fig. 3. Patient S.D., 2 years 2 months. Continuation of seizure activity with its transformation into bilateral tonic-clonic seizures; ictal electroencephalogram

with a decreasing frequency of spike-and-wave complexes
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Puc. 4. I[Tayuenmxa C. /1., 2 eoda 2 mec. Okonuanue npucmyna, ougghysnoe noaumopgroe deavma-3ameonenue 6 KomMOUHayuy ¢ Obicmpoli aKmueHOCMbIO

6 11€6011 UCOYHOI obracmu

Fig. 4. Patient S.D., 2 years 2 months. End of seizure: diffuse polymorphic delta slowing in combination with fast activity in the left temporal region

CxoactBo CI ¢ HeliponHMEKIMIMU 1 SMUIECTICU -
€l oIpaBAbIBACT HAYAJI0 AHTUAIIMJICIITUIECCKOM Tepariun
ITocJie CeprH MPUCTYIIOB. TeM He MeHee TIPU OTCYTCTBUH
IIPOTPECCUPOBAHYSI 3a00JIeBaHUS I COOTBETCTBUM KITMHM-
yeckoil KaptuHbl Tpu3HakaMm JICI enecoobpa3Ho ObICT-
poe IpeKpaIlleHre JeUYeHUs.

O0g3aTeTbHO KaK MOXXHO paHblIe MPoBoauTh DO
y neteit ¢ momo3peHueM Ha JCT mocie mocTymjieHus

B cTranioHap. JUIMTeTbHOCTD MCCIIeIOBaHMSI HEOOXOIMMO
BbIOMpPAaTh, UCXO/s U3 YACTOThI MPUCTYMOB, TaK KaK XeJia-
TeJIbHA PEeTUCTPALIMsI HECKOJIbKUX 31M13010B. HemocTo-
STHCTBO JIOKAJM3allM UKTAJLHOMW STUIETITU(MOPMHOIM
aKTUBHOCTU U OTCYTCTBHE €€ KOPPEJSILMU C JOKaaIu3a-
HMOHHBIMU KJIMHUYECKUMU (PeHOMEHAMU MOXHO paccMa-
TPUBATh B KaueCTBE OJIAarONMPUSATHOTO MPOTHOCTUYECKOTO
Mpr3HaKa.
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Huhopmauua anda asmopos

Mpy HanpaBneHuy CTaTbi B pegakumio «Pycckoro XypHana AeTCKOil HeBPOAOTUN»
aBTOPam Heo6X0AUMO PYKOBOACTBOBATLCA CNIEAYHOLLMMY MPaBUIAMU.
1. 06wue npaBuna
Mpu NepBYHOM HanpaBReHWUA PyKOMUCH B pedaKLmio B KOMUN 3N1EKTPOHHOrO
M1cbMa JOMKHBI ObITb YKa3aHbl Bce aBTOPbI AaHHO CTaTbi. 06paTHYH (BA3b C pefakLm-
eil byaeT noAAepXunBaTb OTBETCTBEHHbIN aBTOP, 0603HaUEHHbII B CTaTbe (CM. MYHKT 2).
Mpencrasnenme B pefakLmto paHee onybMKoBaHHbIX CTaTeil He oNyCKaeTcA.
2. 0popmneHune faHHbIX 0 CTaTbe U aBTOpPaxX
MNepBas cTpaHuLia AOMKHA COAepXaTb:
— Ha3BaHue (TaTbl,
— MHMLManbI U Gamunum Bcex aBTopos,
— yueHble CTeneHI, 3BaHIA, SOMKHOCTH, MeCTO paboTbl KaXAOT0 U3 aBTOPOB,
a 1akxe ux ORCID (npu Hanuuum),
—MONHOE Ha3BaHWe yupexaeHuna (yupexaeHuii), B KOTOPOM (KOTOpbIX) Bbl-
nonHeHa pabota,
— afpec yupexaeHna (yupexaeHui) ¢ ykasaHuem UHAeKc.
MocnegHAA cTpaHMLa fOMKHA CofepxaTb (BeAeHUA 06 aBTope, OTBETCTBEHHOM
3a (BA3b C pefjaKumeil:
— pamunua, UMa, 0TYECTBO NOAHOCTbIO,
— 3aH1MaeMas JOMKHOCTb,
—yUeHan CTeneHb, yueHoe 3BaHue,
—NepcoHanbHblii MexayHapoaHblit naeHTndukatop ORCID (nogpobHee:
http://orcid.org/),
—nepcoHanbHblit uaeHTudukatop 8 PUHLL (nogpobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTaKTHbIi TeneoH,
— a/ipec 3NeKTPOHHOI NouTbI.
3. 0popmneHue TekcTa
(raTby NpuHUMatoTca B gopmarax doc, docx, rtf.
Wpndt — Times New Roman, kernb 14, mexcTpouHblii utepsan 1,5. Bee ctpatu-
Libl ZOMKHbI 6bITb NPOHYMEPOBaHbI. TeKCT CTaTbi HAUMHAETCA CO BTOPOI CTPAHULbl.
4. 06bem cTaTeii (6e3 yueta unnOCTPaLMil U CIMCKA NUTePaTYpbl)
OpurunHanbHas ctatba — He 6onee 12 cTpanuy (66nbLumil 06bem Jonyckaetca
B UHAMBUAYaNbHOM NOPAAKE, M0 PELLeHNI0 peakLmy).
OnucaHue KNMHNYECKNX CyyaeB — He 6onee 8 CTpaHuL.
0630p nuTepatypbl — He Gonee 20 cTpaHuL.
Kparkue coo6iieHus u nucbma B pefakumio — 3 CTpaHuLbl.
5. Pestome
Ko Bcem Bupam ctateii Ha OTAENbHON CTpaHMLE AOMKHO ObITb NPUAOKEHO pe3io-
Me Ha PYCCKOM U HIMIACKOM (10 BO3MOXHOCTH) A3blKax. Pe3tome JOMKHO KpaTKo no-
BTOPATb CTPYKTYPY CTaTbM, HE3aBUCUMO OT ee TeMaTKu.
06bem pesiome — He bonee 2500 3HaKoB, BKKoYaA npobenbl. Pe3tome He JomKHO
COAepXaTb CCHITKY HA NCTOYHMKY IUTEPATYpPbI 11 WANIOCTPATUBHBII MaTepuan.
Ha 370l Xe CTpaHuLie NOMeELLAITCA KloYeBble C0BA HA PYCCKOM W aHIMIACKOM
(no BO3MOXHOCTM) A3bIKaX B Konnuectae ot 3 o 10.
6. CTpykTypa cTateit
OpuruHanbHas CTaTbaA LOMKHA CONEPKaTb CleaytLLye pasaenbl:
— BBe/IeHNe,
—Lenb,
— MaTepuanbl 1 MeTofpl,
— pesynbratbl,
— 0bcyxpeHne,
— 3aKnioueHne (BbiBogbl),
— KOHGNUKT MHTEPECOB ANA BCeX aBTOPOB (B Cyuae ero 0TCyTCTBUA HeobXo-
[UMO YKa3aTb: «ABTOPbI 3aABNAIT 06 OTCYTCTBUM KOHOAUKTA UHTepe-
COB»),
— MHGOPMIPOBAHHOE COTNACKe NALMEHTOB (A4 CTaTeil C aBTOPCKUMI UCCe-
[DOBAHUAMY 1 ONUCAHUAMU KNMHUYECKUX CNyYaes),
—MpyU Hanuuun GUHAHCUPOBAHNA UCCNEAOBAHNA — YKa3aTb ero UCTOYHMK
(rpaHT N T. 4.),
— bnarogapHocTu (pa3gen He ABNAETCA 06A3aTeNbHbIM).

7. UnnioctpaTmBHbIN MaTepuan

WUnniocTpaTuBHBIN MaTepuan fomxeH bbb NpeACTaBneH B BUAE OTAENbHDIX dail-
N0B 1 He GUrypupoBaTb B TeKCTe CTaTbi. [laHHble TabnuL He JOMKHbI NOBTOPATb AaH-
Hble PUCYHKOB 1 TeKCTa W HaobopoT.

Qororpadum npepctanatotca B dopmartax TIFF, JPG ¢ paspeLueHnem He MeHee
300 dpi (Touek Ha aioitm).

PucyHku, rpadmkm, (xembl, gMarpammbi JoMKHbI ObiTb pefakTpyeMbimMy,
BbinonHeHbIMu cpectBamin Microsoft Office Excel unu Office Word.

Bce pucyHKM fomKHbI ObITb NPOHYMEPOBAHDBI 1 CHAbXeHbl MOAPUCYHOUHBIMY
noanucamu. OparmeHTbl pucyHKa 0603HauaKTCa CTPOUHbIMU ByKBaMK pycckoro anda-
BUTA — «a», «6» U T. fi. Bce cokpalueHuns, 0603HaueHms B Buge KpUBbIX, OyKB, undp
WT. I, UCTIONb30BaHHbIE Ha PUCYHKE, JOMKHBI ObITb pacLuMdpoBaHbl B NOAPUCYHOUHOI
noanucy. Moanucy K pucyHkam JaloTCA Ha OTAENbHOM ANCTe NOCNe TeKCTa CTaTby B 0f-
HOM C Heil daiine.

Ta6nuubl JomKHbI 6bITb HArNALHBLIMY, UMETb Ha3BaHWe 1 NOPAZKOBbI HoMep.
3aronoBKy rpad AOMKHbI COOTBETCTBOBATD MX COAEPKAHMI0. Bce cokpaLueHna pacwmd-
POBbIBAKTCA B NpUMeYaHuy K Tabauue.

8. EAuHULbI U3MepeHusA 1 coKpalLeHus

EnvHnubl n3mepenna patotca 8 MexayHapogHoit cucteme egunny (CH).

(okpaLLeHna CNoB He J0MyckaloTca, Kpome obLenpuHATbIX. Bce abbpeBmatypbl
B TeKCTe CTaTbit AOMKHbI ObITb MOHOCTLIO PacLIMGPOBaHbI NPY NEPBOM YMOMUHAHUM
(Hanpumep, KomnbtoTepHas Tomorpadua (KT)).

9. CnucoK nuTepatypbl

Ha cnepyloweii nocne Tekcta CTpaHuLe CTaTbit JOMKEH pacnonaratbea CIMCOK
LMTUpYeMOii uTepatypbl.

Bce UCTOYHMKN JOMKHBI ObITb MPOHYMEPOBaHbI, HyMepaLua 0CyLecTBAAETCA
CTpOro B andasuTHOM NOpAAKe. Bce CCbINKM Ha UCTOUHUKM UTEPATYPbI B TEKCTE CTaTby
0603HaualoTCA apabckimm Ldpamu B KBaApaTHbIX CKOOKax HaunHas ¢ 1 (Hanpumep,
[5]). KonuuecTBo UMTUPYeMbIX PaboT: B OPUTHHANbHBIX CTaTbAX — He Gonee 20-25,
B 0630pax nuTepatypbl — He 6onee 60.

(Ccolnkn BOMKHBI AABATbCA HA NEPBOUCTOYHMKY, LUTMPOBAHWE OJHOTO aBTopa
1o paboTe Apyroro HeAONyCTUMO.

BKnioueHwe B CNuCOK NuTepaTypbl TE31COB BOIMOXHO UCKMIOUMTENHO NPK CCbIN-
Ke Ha MHOCTPaHHble (aHTNI0A3bIYHbBIE) UCTOUHUKN.

(cbinkv Ha auccepTaumm v aBTopedepatbl, HeonybnukoBaHHble paboTbl, a Tak-
e Ha AaHHble, NONyYeHHble U3 HeOQULIMANBHBIX MHTEPHET-UCTOUHUKOB, He Aony-
cKatTcA.

[ina Kaxporo MCTOYHMKa HeobX0aMMO YKa3aTb: GaMMANN U MHULManbI aBTOPOB
(ecnu aBTopoB bonee 4, yka3biBatTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA «U1 AP.» B PyC-
KoM 1y "et al.” B aHINIACKOM B TeKCTe). ABTOPbI LIUTUPYEMbIX UCTOUHMKOB AOKHbI
ObITb yKa3aHbl B TOM Xe MOPAAKE, UTO U B NEPBOMCTOYHUKE.

Mpu ccbinKe Ha CTaTbM U3 XKYPHANOB NOC/E aBTOPOB YKa3blBAIOT Ha3BaHMe CTa-
Tbi, Ha3BaHWe XypHana, ro, ToM, Homep Bbinycka, cTpaHuubl 1 DOI cTatbi (npu Hanu-
qun). Mpy ccbinke Ha MOHOrpad MM YKa3biBatOT TaKXKe MOMHOE Ha3BaHWe KHUTW, MecTo
W3[aHuA, Ha3BaHe N3[aTeNbCTBa, FOf U3LaHINA, YNCNO CTPAHNL

(raTby, He COOTBETCTBYIOLME AaHHBIM TPE6OBAHNAM, K paCCMOTPEHUIO
He NPUHUMAIOTCA.

061wwme nonoxeHua:

« PaccvmoTpeue cTaTbi Ha npefMmeT nybnuKaLMM 3aHUMAeT He MeHee 8 He-
henb.

« Bce noctynatowue ctatby peueH3mnpyoTca. Pelen3ua ABNAETCA aHOHUM-
HOA.

« Pepakuua octaBnseT 3a coboii NpaBo Ha pefaKkTUpOBaHWe CTaTeil, NpeaCcTaB-
NeHHbIX K ny6nnkaumm.

« Pefakuma He npepsocTaBnAeT aBTOpCKUMe SK3eMnNApbl XypHana. Homep
KYPHanNa MOXHO MONYYMTb Ha 06LWMX OCHOBAHMAX (CM. UHdOpMaLMIO
Ha caiiTe).

Marepuanbi gna ny6nukauun npuHmaloTca no appecy ricn@epileptologist.ru
€ 0093aTeNbHbIM YKa3aHNeM Ha3BaHNA XypHana.

MonHas Bepcua Tpe6oBaHMii NpeacTaBNEHA Ha caiiTe XKypHana.
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