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MAUWSA ONSA ABT

[Tpy HanpaBneHun CTaTbi B pefakLmio «Pycckoro XypHana AeTCKoii HeBponorm»
aBTOPam HeobX0ANUMO PYKOBOACTBOBATLCA ClleYHLLMMM NPaBUNAMU.
1. 06wue npaBuna
[Tpn nepBUYHOM HanpaBAeHUM PyKOMUCM B PeAAKLMIO B KOMUW 3MEKTPOHHOrO
M1cbMa JOMKHbI ObITb YKa3aHbl Bce aBTOPbI AaHHON (TaTbin. 06paTHyH (BA3b € pefaKLm-
eil byfeT NoAAepXXMBaTb 0TBETCTBEHHDIA aBTOP, 0603HAUeHHbIN B CTaTbe (CM. MYHKT 2).
[pencTaBnenue B peakumo paHee ony6iMKoBaHHbIX CTaTeil He JoNyCKaeTcA.
[lna paccmoTpeHma pyKonuck pefakuni Tpebyetca nUcbMeHHoe Cornacue Kax-
JOr0 aBTOpa Ha 06paboTKY 1 PacnpocTpaHeHUe NepCoHabHbIX JaHHbIX B NEYaTHOM
1 unposom Buge. CkaH NOANMCAHHOTO COrNacua HeOBXOANMO 3arpy3uTb Kak JONONHU-
TeNbHbIA daiin B pasgene «onvcaHne» npu nogaue cTatbu. MeyatHblii NOANMCAHHDINA
BapMaHT COrnacus HeobXoAumo 0TNPaBUTh Ha afpec peaKLmu.
2. 0popmneHme faHHbIX 0 CTaTbe U aBTOpax
[lepBaa cTpaHuLa AONMKHA COpepXaTh:
— Ha3BaHMUe (TaTbl,
— MHULManbl 1 GamMunuN BCeX aBTOPOB,
— yueHble CTeneHu, 38aHNA, LOMKHOCTI, MECTO paboTbl KaxOro U3 aBTOPOB,
a 1akxe ux ORCID (npm Hanuuum),
—NOJIHOE Ha3BaHMe yupexaeHna (yupexkieHnii), B KOTopom (KoTopbix) Bbl-
nosHeHa pabota,
— afipec yupexzeHna (yupexxaeHui) ¢ ykasaHuem nHaeKca.
MocneaHAa cTpaHILa JOMKHA COAEPXaTb (BeAeHUA 06 aBTOpe, OTBETCTBEHHOM
3a (BA3b C pefaKLmei:
— damunna, UMa, 0TYECTBO NOAHOCTbIO,
— 3aHUMaeMas JOMKHOCTD,
—yueHaA CTeneHb, yueHoe 3BaHue,
—NepcoHanbHblil MexayHapoaHblii uaenTudukatop ORCID (nogpobHee:
http://orcid.org/),
—nepcoHanbHblil upeHtudukatop B PUHLL (nogpobee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTaKTHbIil TenedoH,
— afpec 3NeKTPOHHON NouTbl.
3. 0popmneHue TeKcTa
(ratbu npuHumMatoTca B dopmarax doc, docx, rtf.
Lpu¢t — Times New Roman, Kernb 14, MexcTpouHblit WHTepBan 1,5. Bee cTpaHu-
Libl AOMKHbI ObITb NPOHYMePOBaHbI. TeKCT CTaTbIn HAYMHAETCA CO BTOPOI CTPAHNLbI.
4, 06bem cTareii (6e3 yyeta UnKCTPaLWIA M CIUCKA NUTEPATYpbI)
OpurnHanbHas craTba — He 6onee 12 cTpanuy (66abLumil 06bem donyckaeTca
B UHANBYUAYaNbHOM NOPALKE, N0 PELUEHNI0 pefakLm).
OnucaHue KNNHNYECKUX CyyaeB — He bonee 8 cTpaHuLL.
0630p nuTepatypbl — He bonee 20 cTpaHuL.
Kpatkue coo6LieHns u nucbma B pefaKLmio — 3 CTpaHuLbl.
5. Peiome
Ko Bcem Bugam ctateit Ha 0TA€NbHON CTPaHULIE AOMKHO ObITb NPU0XEHO pesto-
Me Ha PYCCKOM U aHITINIACKOM (0 BO3MOXHOCTH) A3blKax. Pe3tome LOMKHO KpaTKo no-
BTOPATb CTPYKTYPY CTaTbU, HE3aBUCUMO OT ee TeMaTuKN.
06bem pesiome — He bonee 2500 3HaKoB, BK/touaA npobenbl. Pestome He loMKHO
COZePXaTb CCIKN HA MCTOYHMKIN IUTePaTYpbl 1 MANKOCTPATUBHDII MaTepuan.
Ha 370/ Xe CTpaHuLie NoMeLLaoTCA KNloyeBble CNOBA Ha PYCCKOM W aHFMIACKOM
(no BO3MOXHOCTM) A3bIKax B Konmuectse oT 3 Ao 10.
6. CTpykTypa cTareil
OpuruHanbHas cTaTba JOMKHA COfEPKaTh CleaytoLme pasgenbl:
— BBefeHue,
—Lienb,
— MaTepuansbl ¥ MeTozbl,
— pe3ynbratbl,
— 0bcyxaeHue,
—3aKntoyeHue (BbIBOAbI),
— KOHQANKT MHTepecoB AA BCeX aBTOPOB (B Clyyae ero 0TCYTCTBUA HeoOXo-
JUMO YKa3aTb: «ABTOPbI 3aABNAIOT 06 OTCYTCTBUM KOHPNMKTA UHTEPECOBY),
— 0pj00peHme NPOTOK0AA MCCNeA0BAHMA KOMUTETOM 10 61103TUKe (C yKa3aHu-
€M HoMepa 1 JaTbl NPoToKona),
— MHGOPMMPOBAHHOE COTNacie NALVEHTOB AW UX NPeACTaBUTENeN Ha yyac-
Tie B UCCNeROBAHUM W NY6AMKALMIO AaHHbIX (ANA CTaTedl ¢ aBTOPCKUMMN
UCCNIefoBaHUAMI U ONUCAHUAMY KIIMHUYECKUX C1yYaeB),

—Np¥ HaMuUM GUHAHCMPOBAHMA UCCNEROBAHUA — YKa3aTb €ro UCTOUHUK
(rpanTuT.4.),
— 6narogapHocTy (pasgaen He ABNAETCA 06A3aTeNbHbIM).

7. UnniocTpaTnBHBIN MaTepuan

VinniocTpatBHbIA MaTepuan JoMmKeH ObiTb NPeCTaBNeH B BUZeE OTAENbHbIX dail-
0B 11 He GurypupoBaTb B TeKcTe CTaTby. [laHHble TabauL, He ZOMKHBI NOBTOPATb AaH-
Hble PUCYHKOB U TeKCTa U Ha060pOT.

Oororpadum npeacrasnatorca B popmartax TIFF, JPG ¢ paspeLueHnem He MeHee
300 dpi (Touek Ha aioitm).

PucyHku, rpadmku, cxembl, Anarpammbl JOMKHbI ObITb pefakTUpyembIMI,
BbinonHeHbIMu cpeactBamu Microsoft Office Excel unm Office Word.

Bce pucyHKM LomxHbl 6biTb NPOHYMEPOBAHbI 1 CHAOXEHbI NOAPUCYHOUHBIMI
nognucamu. OparmeHTbl pucyHKa 0603HaualoTCA CTPOUHbIMK ByKBaMK pycckoro anda-
BUTa — «a», «6» U T. fi. Bce cokpaLueHns, 0603HaueHns B Buge KpUBbIX, OyKB, undp
WT. fi., UCIONb30BaHHbIE Ha PUCYHKE, fOMKHbI ObITb paciumdpoBaHbl B NOAPUCYHOUHOI
nognucy. Mognuau K pucyHKam AATCA Ha OTAENbHOM NCTe NOCNe TeKCTa CTaTbi B 0A-
HOM C Heil daitne.

Ta6nuubl JomKHbI 6bITb HAMNALHBIMM, UMETb Ha3BaHMe U NOPAZKOBbII HOMep.
3aronoBky rpad A0MKHbI COOTBETCTBOBATD UX COAEPaHuIo. Bce cokpaLueHna pacumd-
POBbIBAKTCA B NpUMeYaHm K Tabnuue.

8. EAVHMLbI N3MepeHna 1 COKpaLLeHna

EnuHnubl nsmepena gattca B MexayHapoaHoii cucteme egunny (CH).

CoKpaLLeHna CnoB He JONYCKAIOTCA, Kpome 06LienpuHATbIX. Bce abbpeBuatypbl
B TEKCTe CTaTbit JOMKHbI ObITb NOAHOCTBIO PACUMGPOBAHDLI NPU NEPBOM YNOMUHAHUM
(Hanpumep, komnbtoTepHaa Tomorpadus (KT)).

9. Cnncok nuTeparypbi

Ha cnepytoweii nocne TekcTa CTpaHuue CTaTbil AOMKEH pacnonaratbca CNCOK
LMTUPYEMOil IUTepaTypbl.

Bce MCTOYHMKI BOMKHDI ObITb MPOHYMEPOBaHDI, HyMepaLma 0CyLLeCTBAAETCA
CTporo B andaBUTHOM NopAZKe. Bce CCbNKM Ha MCTOUHUKI UTEPATYPbI B TEKCTe CTaTby
0603HavatoTca apabckiumm Ludpamu B KBaApaTHbIX CKobKax HauuHaa ¢ 1 (Hanpumep,
[5]). KonuuecTBo LUTUPYeMbIX paboT: B 0puriHANbHbIX CTaTbAX — He Gonee 20-25,
B 0630pax nuTepatypbl — He bonee 60.

CColnKN AOMKHBI AABATHCA HA NEPBOMCTOYHUKM, LUUTUPOBAHIE OJHOTO aBTOpa
no paboTe Apyroro HegoONyCTUMO.

BKntoueHne B CTnCoK iuTepaTypbl TE31COB BOIMOMXHO UCKNKOUUTENBHO NPH CCbI-
Ke Ha MHOCTPaHHbIe (aHIN0A3BIYHBIE) UCTOUHUKI.

Ccbinku Ha anccepTaumny v agTopedepatbl, Heony6nnKoBaHHbIe paboTbl, a Tak-
e Ha flaHHble, NofyYeHHble U3 HeOPULMANbHBIX NHTEPHET-MCTOYHUKOB, He AoMy-
CKalTCA.

[Ina Kaxaoro UCTOYHMKA HEOOX0AMMO yKa3aTb: Gamunun v MHMLMANLI aBTOPOB
(ecnu aBTOpoB Bonee 4, yka3biBatTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA «U1 Ap.» B pyC-
CKOM unu et al.” B aHIMIACKOM B TeKCTe). ABTOPbI LIUTMPYEMbIX UCTOUHUKOB JOMKHDI
ObITb yKa3aHbl B TOM e NOPAAKE, UTO U B NEPBONCTOUHNKE.

[Tpu CcbinKe Ha CTaTby U3 XYPHANOB NOCNE aBTOPOB YKa3blBalOT Ha3BaHMe (Ta-
Tby, Ha3BaHUe XypHana, rof, ToM, Homep BbinycKa, CTpaHmuubl 1 DOI cTaTbi (Npu Hanw-
yum). Mpu ccbinke Ha MOHOFPad M YKa3bIBAKT TaKXKe NONHOE Ha3BaHMe KHUTW, MEeCTo
U3[aHNA, Ha3BaHWe N3ATeNbCTBA, FOZ U3AAHNA, YNCIO CTPAHNL.

(raTby, He COOTBETCTBYHLLME AAHHBIM TPE6OBAHNAM, K PACCMOTPEHUIO
He NPUHUMAIOTCA.
06wwue nonoxeHus:
« PaccmoTpeHne cTatbin Ha npeameT ny6MKaLuM 3aHUMaeT He MeHee 8 He-
Aenb.
« Bce noctynatowme cTatby peuex3upyTca. PeeH3ua ABNAETCA aHOHUM-
HOIA.
« Pepakuua octasndet 3a co6oil npaBo Ha peakTMpOBaHue CTatel, NpeacTas-
NeHHbIX K nybnukaumm.
- Pegakuma He npepocTaBnAer aBTOpCKMe K3eMnAApbl XypHana. Homep
KypHana MOXHO MONYYuTb Ha 06LMX OCHOBAHMAX (CM. UHdOpMaLMI
Ha caiiTe).
Matepuanbl gna ny6nukauumn npuHMmaloTca no agpecy ricn@epileptologist.ru
 06:3aTeNbHbIM yKa3aHMeM Ha3BaHMA XypHana.

Nonnas Bepcua Tpe6oBaHMIt NpeACTaBNEHa Ha cailTe XypHana.
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BoiaBneHue nayneHToB ¢ opchaHHOM naTonoruen
B pe3yabTaTte PYTUHHOI0 aHaJin3a YpOBHA
KpeatuHpochoknHasbl. OnbIT KpacHOAPCKOro Kpas

E.B. Ilnmkuna

DI'FOY BO «Kpachospckuii 2ocyoapcmeenHblii meOuuurcKkuil yhugepcumem um. npogh. B.®. Boiino-Aceneykozo» Munzopasa Poccuu;
Poccus, 660022 Kpacrnospck, ya. [lapmuzana Kenesusxa, 1

KoHTaKTHhI:

EneHa BuktoposHa LuwkuHa alenas1977 @mail.ru

BeepeHue. Muoguctpodus Jiowenna (MAL) — Taxenoe reHeTuyeckoe 3aboneBaHne, 00bIYHO NOpaXaloLLEe MANbYUKOB
¥ NPosABNAIOLLEECs B IETCKOM BO3PACTe NOCTENEHHO! NOTEPEi MbILEYHOW CUbI BMOTb O OCTAHOBKYM AbIXaHWUA. B HacTo-
siljee BPEMA CYLWECTBYET HECKO/IbKO YCMEW HbIX BApMAHTOB Tepanuu 3abonesaHuns, oqHaKo neyeHue Hanbonee s dekTns-
HO B BO3pacTe [0 5 eT. B cBA3M C 3TUM CTAaHOBUTCS aKTyanbHoO npobnema ycTaHoBNEHUs/BepudUKaLUM fUarHo3a
[0 TOTO BO3PACTa, KOTfa JieyeHue ellle MOXeT 061erynThb XKn3Hb nauyuenta. Ha tepputopun Poccuitckoit egepauum Bbi-
ABNeHO Bcero okono 1500 manbunkos ¢ MO npu pacyeTHom nokasatene 3500.

Llenb nccnepoBaHna — fuarHoctupoBats Bce ciydau ML Ha Tepputopuu KpacHospckoro kpas, onpefenss ypoBeHb
KpeaTuH(HOChOKMHA3LI Y BCEX NALUEHTOB, MOCTYNAIOWMX B HEBPOJIOTUYECKOE OTAENEHNE.

Marepuanbi u meToabl. ViccnegosaHme npoBOAMAOCH BpayaMu-HeBpoaoramMu Ha 6ase Hesposoruyeckux otaenequin KIby3
«KpacHospckas mexpanoHHas fetckas knuHudeckas 6onbHuua Ne 1» n KIBY3 «KpacHospckuii kpaeBoil KnuHu4eckuit
LLEHTP OXpaHbl MaTepUHCTBA W [eTCTBax». [1py BbIABNEHWM NOBbLILEHHOTO YPOBHSA KpeaTH(OCHOKMHA3L Y fieTell NPoBo-
AUNCA reHeTUYeCcKunii aHanus Ha MO/J.

Pe3ynbrarbl 1 BbIBOABI. [1epeoBoii onbiT KpacHOAPCKOro Kpas No3BOAWA C MOMOLLbI0 HeJ0POroCTOAWEro aHaan3a ypoB-
HA KpeaTuHhoCHOKMHA3bl BbIABUTL BCex nauueHToB ¢ MM, noctynaswux B HeBponoruyeckune otaenenuns KIbY3 «Kpac-
HOAPCKas MexpaioHHas feTckas KnuHuyeckas 6onbHuua N2 1» u KIbY3 «KpacHospckuii kpaeBoit KIMHUYECKUI LEeHTP
OXpaHbl MaTepUHCTBA U AeTcTBa». Yncno BuifaBnsemMbix nauueHtos ¢ MAJ Tenepb coctaBnseT okono 4 B ron. bnaropaps
TaKoMy nofxofy Habnto4aeTcs COOTBETCTBUE YUC/IA PeasibHbIX NALMEHTOB INUAEMUONOTMYECKOMY PACYETHOMY NOKa3are-
nto no KpacHosipckomy Kpato.

KnioueBbie cnoBa: muoguctpodus [ioweHHa, KpeatnHdochoKMHa3a, paHHAS UArHOCTUKA

Ona uutupoBaHua: LnwkuHa E.B. BoisgneHne nauneHToB ¢ opdaHHO NaTtonorueit B pesyibtate pyTMHHOMO aHann3a
YpOBHA KpeaTuHdocthokmnHasbl. OnbiT KpacHospckoro kpas. Pycckuii xypHan petckoit Hesponoruu 2024;19(1):10-7.
DOI: https://doi.org/10.17650/2073-8803-2024-19-1-10-17

Identification of patients with orfan pathology as a result of routine creatine phosphokinase
level analysis. The experience of the Krasnoyarsk Territory

E.V. Shishkina

Krasnoyarsk State Medical University named after Professor V.F. Voino-Yasenetsky, Ministry of Health of Russia; 1 Partizana
Zheleznyaka St., Krasnoyarsk 660022, Russia

Contacts:

Elena Viktorovna Shishkina alenas1977 @mail.ru

Background. Duchenne muscular dystrophy (DMD) is a severe genetic disease that usually affects boys and it is character-
ized by a gradual loss of muscle strength up to respiratory arrest from the childhood. Currently, there are several types
of successful pathogenic therapies for the disease, but it is most effective before the age of 5 years. Thereby, the problem
of verifying the diagnosis before the treatment fails to work (when treatment can still make the patient’s life easier) becomes
urgent. In the Russian Federation only about 1,500 boys are diagnosed with DMD, when the calculated value is 3,500.
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Aim. To identify all cases of DMD among patients in the neurological departments of hospitals in the Krasnoyarsk region

by measuring the level of creatine phosphokinase.

Materials and methods. This study was estimated by neurologists in the Krasnoyarsk Interdistrict Children’s Clinical
Hospital No. 1 and the Krasnoyarsk Regional Clinical Center for Maternal and Child Health. When elevated levels of creatine
phosphokinase were detected in children, genetic analysis was performed to verify DMD.

Results and conclusion. Innovate experience of Krasnoyarsk region made it possible to identify all patients with DMD
in the neurological departments of the Krasnoyarsk Interdistrict Children’s Clinical Hospital No. 1 and the Krasnoyarsk
Regional Clinical Center for Maternal and Child Health using cheap creatine phosphokinase level analysis. The number
of patients diagnosed with DMD is now ~4 cases per year. As a result, there is a correspondence between the number
of real patients and the epidemiological estimate quantity for the Krasnoyarsk region.

Keywords: Duchenne myodystrophy, creatine phosphokinase, early diagnosis

For citation: Shishkina E.V. Identification of patients with orfan pathology as a result of routine creatine phosphokinase
level analysis. The experience of the Krasnoyarsk Territory. Russkiy zhurnal detskoy nevrologii = Russian Journal of Child
Neurology 2024;19(1):10-7. (In Russ.). DOI: https://doi.org/10.17650/2073-8803-2024-19-1-10-17

BeepeHue

ITporpeccupytoiias MbiiedHass aucTpodus JdroleH-
Ha (M) — HacieacTBeHHOe X-CIEMJIEHHOEe HEPBHO-
MBIIIIEYHOE 3a0o0JieBaHUEe, BbI3BAHHOE MyTallueil reHa
DMD, xonupyioliero 6e10K AucTpoduH, MpUBOASIIEe
K OTCYTCTBHUIO WJIM HEIOCTaTOYHOI (hYHKIIMU AUCTpOodUHA
[3]. HaubGonee pacripocTpaHeHHBIMU MyTalsiMu ipyu M/
sBJsttoTCs aenenuu (~65 %) u HoHceHe-myTauu (~13 %).
ToveuHble ¥ MajIble MyTalllK, a TAKKE AYIUIMKAILIUU COCTAB-
0T ~12 1 10 % ot ob1ero yncia MyTaluii COOTBETCT-
BeHHO [6]. 3aboneBaecMocTh M]1/] orieHMBaeTCsI Kak 1 cirydait
Ha 3500—6000 HOBOPOXXIEHHBIX MaTbUMKOB [5]. B Poccnu
JIMarHOCTUPOBAHO JIMIIL 0KoJ10 1500 cityyaeB, 4YTO TOBOPUT
o runoauarHoctuke [1]. Bo Bcem mupe M1 cuntaetcs
«youiileit maapunkoB Ne 1». 3a0osieBaHUE MPOSIBISETCS
MPOTPECCUPYIONICI MBIIIEYHOMN C1a00CThIO, MBIIIICUHOM
atpodueii 1, Kak CJIeCTBHE, CEPACYHON U ABIXaTeIbHOM
HEIOCTaTOYHOCTHIO. [1py ecTecCTBEeHHOM Te4eHUM OOJIE3HN
M/ yxe k 7—10-n1eTHeMy Bo3pacTy MIpUBOAUT K BhIpa-
>KEHHBIM JIBUTATEIbHBIM OIpaHUYEHMIM, a K 11—13 romam
MalMEHThI CTAHOBSITCS HeaMOYIaTOPHBIMU M TI€peIBUTA -
I0TCs B MHBaMUAHOM Kpeciie [18]. CMmepTh HacTymaeT
Ha 3-M IECSITUIICTUH OT CEPIACYHO-JIETOYHOM HETOCTaTOY-
HocTH [3].

MpbimeyHas nuctpodus diomeHHa — BpOXIAEHHOE,
HEYKJIOHHO Mporpeccupyloliee 3aboneBanue. K coxane-
HUIO0, B Poccum cpenHuii BO3pacT yCTaHOBJICHUS TMAarHO-
3a coctaBiger 7—8 et [2]; o ApyruM JaHHBIM, CUTYaLMs
yKe HeCKOJIbKO U3MEHMIIACH B JIyYIIIyIO CTOPOHY, U TEIIEPh
OH cocTasisieT 6 yet [1]. HacTonbpKo MO3THMI BO3pacT
YCTaHOBJICHUS JUarHo3a CBsI3aH C TeM, YTO IEPBbIC MPH-
3Haku MIJI MoryT OBbITh MPUHSITHI 32 CUMIITOMBI APYTOTO
3a00JIeBaHMSI WJIM 3aIep3KKY (hU3MYecKoro pa3Butus. Kpo-
M€ TOro, He BCE€ POJIMTEIM OCBEIOMJICHBI O MTPaBUJIbHBIX
CpOKax pa3BUTHS peOeHKa, YTO IIPUBOAMT K O0JIee O3/ -
HeMy 00pallleHUIO K Bpady 1, KaK CJIeACTBHE, OoJIee IMOo3/I-
HEMY YCTaHOBJICHMIO nMarHo3a. Hemb3s He YIIOMSHYTh
1 0 MapIIPyTU3alliy MMalEHTOB, TaK KaK OHA TOXE BHOCUT

CBOI BKJIAJI B 3a[IePKKY AMATHOCTUKM. JlOCTaTOYHO YacTo
POIMTENN BIIEPBbIC 00PAIIAIOTCS K Y4aCTKOBOMY ITEIUATDY,
KOTOPBII NOJKEH 3armono3putbh M/l u HanpaBUTh Halu-
€HTa Ha aHajnu3 ypoBH KpeatnHdocdokmHasbl (KDK)
1/WUIH K CIIEIIUAIMCTaM: HEBPOJIOTY U TeHETUKY. Takke Ha
MpaKTUKe MPUXOIUTCS CTATKUBAThCS C CUTyallMei, Koraa
POIUTENIN, YBUIEB OTKJIOHEHUS B pa3BUTUU peOeHKA, BO-
BCe He 00paIaloTcs K Bpady, 00bsSICHSS 3T OTKJIOHCHUS
WHIWBUAYAIbHBIMU OCOOEHHOCTSIMU. B TakoM ciryyae Best
OTBETCTBEHHOCTD ITIEPEXOIUT Ha Bpaueil, KOTOPBIE JOJKHBI
00paTUTh BHUMaHWE Ha OTKJIOHEHYS B Pa3BUTHUHU TaIlUEH -
ta. [Ipy 3TOM 4YeM paHbIlle Bpady CMOXET 3aI0I03PUTh
3a00JieBaHNE, TEM DaHbllle OyAeT YCTAHOBJIEH AUATHO3
1 Havarta Tepanus. Ha mpakTrke 1OBOJIBLHO 4acTO IPHXO0-
JIATCS CTAJIKUBATBLCS C TEM, YTO Bpauu MIEpBUYHOIO 3BEHA,
BUJISI HApYIIEHUsI CO CTOPOHBI OIIOPHO-IBUTAaTEILHOTO
arrmapaTa, HalpaBJIsiioT MalMeHTa K OpTOIeAy-TpaBMaTo-
JIOTY, KOTOPBIi HE TOJIBKO HE MOXET ITOMOYb IAaIIUEHTY
C TOYKM 3pEHUSI CBOCH Crielaan3aiuy, HO 1, K coxaJie-
HMIO, HE BCEra MOXKET 3alo03pUTh 3a00JIeBaHUE Ha paH-
HeM 3Tane. DTO IMPUBOIUT K TOMY, YTO CPOK JICUCHUS
y OpTollea-TpaBMaToJIOra MOXET 3aTSIHYThCS J0 2 JIET,
KOT/Ia TePSIETCS IParolieHHOE BpeMsI ¥ TTaLlMeHT He MOJIy-
yaeT JOJDKHYIO Tepanuio. [Ipu 3ToM oXumaHue nmpuema
Bpayeii-CreMaJlCTOB B PETMOHAX MOXET COCTaBJISITh
oT 2 Hen a0 1 Mec, 4TO SBJsIETCS JOCTATOYHO OOJIBIIIMM
CPOKOM JUTSI TAIIMEHTOB C TAKUM JUAarHO30M.

He cienyer 3a6bIBaTh M 0 TOM, YTO Ha IIPAKTUKE BCTPE-
YalOTCs MAIMEHTHI, Y KOTOPBIX MOBHIIIeH ypoBeHb KDK
1/VJIU TIEYEHOYHBIX TpaHCaMUHAa3 (acriapTaTaMUHOTPaH-
chepasnl (ACT) n anannHamuHoTpaHcdepassl (AJIT)),
HO HeT HUKaKMX KJIIMHUYECKUX ITPOSIBIICHUI 3a00JIeBaHMs.
DTO JOJDKHO HACTOPOXKUTH Bpaya, IMOJYYMBIIETO TaKUe
pe3ynbTaThl. B JaHHOM cUTyalluy CyIIECTBYET OIMMAaCHOCTh
TOTO, YTO BHICOKME YPOBHHM 3TUX IOKa3aTesieil OymyT npu-
HSITBI 32 CUMIITOMBI 3a00JIeBaHUS TICUEHU, YTO TIPUBEIET
K TIepeHaIpaBICHMIO TalleHTa K Bpayy-MHMEKIIMOHKCTY,
YTO TAKKE CIIOCOOCTBYET YBEIMYEHUIO CPOKOB YCTAHOBJICHHUS
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nuarHo3a. [loMrMo 3TOro BpayaM MEpPBUYHOIO 3BEHa
Y BpayaM CTalMoHapa cJieayeT oopaiaTtb 0co60e BHUMaHUE
Ha MMalMeHTOB C PaCCTPOMCTBAMU ayTUCTHYECKOTO CITEKTPa
Y TIAIMEHTOB C 3a0ePXKKOM MCUXUYECKOTO Pa3BUTHS, TaK
KaK 3TH TIPOSIBJICHMS YacTo conpoBoxaatoT M/,

KpoMme naiieHTOB ¢ TaHHBIM AUarHO30M HEJlb3sl He
YIOMSIHYTh U MX POAUTENEH U OIM3KUX POICTBEHHUKOB.
B Bek COBpeMEHHBIX TEXHOJOTHUM POAUTEIN JOCTATOUHO
yacTo obpaliaTcs K cetu MIHTepHeT i morcka nHMOop-
Maluu o 3a00j1eBaHUsIX. M OHM CTaJIKUBAIOTCS C TEM, YTO
WH(bOpMalLIMs, pa3MellicHHas: B HEIOCTOBEPHBIX UCTOYHU -
KaxX, IIPUBOANT K HAPYIIEHUIO UX TICUXOJIOTMYECKOTO CO-
CTOSIHMSI, YTO HAIIPSIMYIO OTPaXKaeTCsI Ha COCTOSIHUU pe-
OcHKa. YMeHMe Bpaueil TpaBUILHO JOHECTU MH(POPMALIMIO
JIO POAUTENIei SIBISIETCS KITI0YeBBIM (haKTOPOM B GOphOE
¢ MJI. BaxxHo 0OBSICHUTD pOAUTENSIM, UTO 3a00JIeBaHuUeE,
BBISIBJICHHOE Ha paHHEM 3Talle, MOAIAeTCs KOPPEKIIUH,
Tepanus IpojUieBaeT aKTUBHYIO U TTOJTHOIICHHYIO XU3Hb
UX JIeTeil, a peaOMIMTallMOHHbIC MEPOIIPUATHUS TOTOJTHS -
10T TEPaIUIO 1 MO3BOJISIIOT MALIMEHTY JA0JIbIIIe OCTaBaThCs
B aMOyJIaTOPHOM cTartyce. [1pu 3ToM HeoOX0AMMO JOHECTH
JIO pOAUTEJIeid, YTO MX aKTUBHOE yJacTUE B JICUCHUU Pe-
OcHKa — 3aJIoT ero MOJITOM M aKTMBHOM XW3HH. Tak, co
CBOEi CTOPOHBI OHU MOTYT MPOBOIUTH CBOMM JETSIM TM-
HACTUKY M PACTSIKKY, YTO SIBJISIETCS JIydIleil mporiak-
THUKOM pa3BUTHUsI KOHTPAKTYD.

C Bo3pactoM mnanueHTsl ¢ M1 yTpauyuBaloT croco0-
HOCTb K CAMOCTOSITEJIBHOMY TIEPEIBIKEHUIO, HAUMHAIOT
Pa3BUBaThCS OCIIOXKHEHMS CO CTOPOHBI CEPACIYHO-COCYIUC-
TOW U JbIXaTeJIbHON CUCTEM. DTO CBSI3aHO C QYHKIIMSIMU
nuctpodrHa, CTPYKTypa KOTOPOTO HapyllieHa Y G0JbHBIX
M. Ecnu netanbHO paccMOTPETh IMCTPO(PUH-aCCOLIMH-
POBaHHBII OEJIKOBBII KOMILIEKC (CM. pucyHOK) [10], cta-
HOBSTCS OYEBMIHBI HAPYIICHUSI, BIEKYIIIHME 32 COO0I My-
TallMd B OIpEAeICHHBIX AJoMeHax Oenka. Yaie Bcero
MyTallM1 3aTparvBaloT JTOMEHbBI, YUYAaCTBYIOIIME B CBSA3U
JIUCTpodHHA ¢ CApKOJIEMMOIA, YTO IPUBOIUT K HAPYIICHUIO
ee LIEJIOCTHOCTH 13-3a OCJIa0JICHUST CBSI3e MEXK Ty BHEKIIe-
TOYHBIM MaTPUKCOM M LIMTOCKeIeToM. [1py cokpalieHun
MBIIIII] BO3PACTaeT BEPOSITHOCTD IIOBPEXKACHMS CapKOJIEM -
MBI M, COOTBETCTBEHHO, pa3pylIeHUs] MBIIIEYHBIX BOJIO-
KOH. [ToMHMO 3TOro BIusHUE OKa3bIBaeT U HapyllIleHHas
pereHepalius MbIIIEUHbIX KieToK. M3-3a 3Tux, a Takke
psina Apyrux hakTopoB (CBOOOTHbIE PauKaIbl, IOBBIIICH-
HOE cojepXaHHe KaJlbIUs B LIMTO30JI¢) Y MallMEHTOB
¢ MJIJI mpoucxoauTt mocTereHHas nerpaaaiusl MbIIIIII.
Yem Gostee BBIpaXKeHO MOPAKEHUE MBI M YeM KPUTHY-
Hee MyTallMs, TeM ObICTpee MallueHT TePSIeT ABUTATEIbHYIO
aKTUBHOCTb. 3a00JICBaHME 3aTparuBaeT He TOJIBKO CKEIeT-
HbIE MBILLILIBI, HO ¥ MbILILY cepana. HecMoTps Ha akTUB-
Hy!0 paboTy cepilia C CaMOro poXIeHYs, TOpakeHUe MUO-
KapJa yalie BCero IposiBjsieTcs 1mo3aHee. BeposiTHo, 310
CBsI3aHO CO CHIKEHHOM 3KCITpeccHeii nucTpoduHa B cep-
JIIE, @ TAKXKE C HECKOJIBKO IPYTMM CTPOEHUEM UCTPODUH-

1

acCOIMMPOBAHHOTO GeJIKOBOro KoMruiekca. COOTBEeTCT-
BEHHO, IPUCYTCTBUE MyTaHTHOTO AUCTPO(HHA HEKOTOPOE
BpeMsI He BBI3BIBACT OUYEBUAHBIX MPOSBICHUM. B 11eHT-
paJIbHOM HEPBHOM CUCTEME TaKXKe IIPUCYTCTBYET U30(op-
Ma qucTpodUHa, IIO3TOMY HapyIlIeHHs B CTPYKTYpe OeKa
MOTYT CKa3bIBaThCsl 1 Ha KOTHUTUBHBIX OCOOEHHOCTSIX
0oabHBIX M/I/I.

OrcyrcTBHUe 3¢ GEKTUBHON penapaluyy 1 XpOHUYECKOe
BOCITAJICHUE C TeYCHUEM BPEMEHHU IIPUBOIAT K IIOCTETICH -
HOMY 3aMEIIEHUIO MBIIIIEYHON TKaHU Ha XXUPOBYIO U (hu-
O6po3Hyt0. OOBIYHO 3TOT MPOLIECC HAYMHAET aKTUBHO MPO-
HUCXOIUTD yKe B Bo3pacte 2—3 JieT. Bce BUabl 3aMecTUTETbHOM
Teparuy pa3paboTaHbI ISk BOCIIOHEHUS (hYHKIIIA MbIIICY-
HOI TKaHU, TO3TOMY Tepariusi 0yaeT MaKCUMaibHO 3(pdek-
TUBHA, I0KA MbIIIICYHAs TKaHb Y TTAIlMCHTa IIPUCYTCTBYET B
JIOCTaTOYHOM KoJinyecTBe (B 2—3 roja wiv B 6ojiee paHHEM
BO3pacTe), TOra Kak B CTapIlieM BO3pacTe, KOIa OCTaloTCs
(brbpo3Has u X1poBas TKAaHU, Tepanusl MPaKTUIECKU He-
a¢dexkTruBHa. HauaBliasicsl Ha HanboJjiee paHHEeM 3Tarle Te-
parusi 03BOJISIET HE TOJIBKO COXPAaHUTD Y TALIMEHTa CIIOCO0-
HOCTb K CAMOCTOSITEJTbHOMY TIEPEABIKEHUIO, HO Y CZIBUHYTh
CPOKH Pa3BUTHS OCTIOXKHEHUI CO CTOPOHBI IPYTUX OPraHOB-
MuiieHei. [1o3nHssa AMarHocTrKa MPUBOIUT K MTO3AHEMY
Ha3HAYECHUIO Tepalliu, MTO3MHUM PeadMINTALIMOHHBIM Me-
POIIPUSITUSIM, KOTOPBIE Ha MO3MHUX CTAIUsIX OOJNIE3HU CTa-
HOBSTCS MaTo3(h(DEKTUBHBIMU, U, KaK CJICICTBUE, K pAHHEH
WHBaIMau3auu aeteir. C OMHOM CTOPOHBI, 3TO 3KOHOMU-
YEeCKU TTOTEPSTHHBIE TSI OOIIECTBAa HAJIOTOILIATE IbIIMKH,
C IpYToil — MpsiMble 5KOHOMUYECKME TTOTEPU B BUIE YXaXKU-
Balollero B3pocjoro. Kpome Toro, 310 10ONOJIHUTEIbHBIC
BBITUIATHI U3 OIOKETa 110 MHBAIMIHOCTH, TIOJTHOE JIEKapCT-
BEHHOE U TeXHUYECKOoe obecreueHue pebeHKa-MHBAIUAA,
a TakoKe ropaszno 0OOMbIINe 3aTpaThl HA peadUIMTaLIMOHHbIE
MEPOTIPUSITHSI.

BMecTe ¢ TeM paHHSISI IMaTHOCTUKA U CBOEBPEMEHHO
Ha3zHauYe€HHOE IaTOreHEeTUYEeCKOe JIEYeHHE CITOCOOHBI
HE TOJIbKO IPOJINTh aKTUBHBIE TOABI XKU3HU peOCHKA,
HO U TTO3BOJINTDH €My TTOJIYYMTh O0Opa30BaHKE U CTaTh IOJI-
HOILICHHBIM WIEHOM COLIMyMa, CO31aTh CBOIO CEMbIO ¥ UMETh
neteid. Takke M poauTeIM TaKOro pedeHKa CMOTYT BECTH
MOJTHOIIEHHYIO, COLIMaJIbHO aKTUBHYIO XM3Hb Ha 0JIaro
o61IecTBa. A MpY HAUIMYMU MEIUKO-T€HETUIECKOTO KOH-
CYJIBTMPOBAHUS 1 IIPABWIBHOM ITOIXO/IE K TUIAHUPOBAHUIO
OCpEeMEHHOCTU POAUTEIIN MAIlMEHTOB Yallle COBEPIIAIOT
OCO3HAaHHBII PEIPOMYKTUBHBINM BEIOOD.

st Toro uto6s! Bpay 3anopo3pus ML u otripaBuin
MalyeHTa Ha TeHETUYECKYIO TUarHOCTUKY, UTS COKpaIe-
HUSI CPEIHETO BO3pacTa YCTAaHOBIICHUS AUArHo3a v JJis
0oJjiee paHHETO Havyasia JieueHHs He00X0IMMO TTPOBEICHME
HEZIOPOroro ¥ IMPOCTOro B MCIIOJIHEHUHY aHaIi3a — UCCIIe-
nmosanust ypoBHSI KDOK. Yposenb KOK orpaxaeT cTeneHb
MOBPEXACHUS COomepXKallluxX JaHHBI (epMEHT KJIETOK.
ITpu M/ 3TOT MoKa3aTeib 3HAYUTEIbHO ITOBBIIIAETCS
yXe Ha TOKJIMHUYECKOM CTaIuu, IOCKOJIBKY MPU TaHHOM
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(Capkonemma /
Sarcolemma
Capkonemma / Mukpotpyboukm / 0-CUHTPOGUH / B-cuHTpoduH / Capkonemma /
Sarcolemma Microtubules a-syntrophin B-syntrophin Sarcolemma
1 [ | M2 [ | VJ_\ i3 VJ_\ Ha [ I |
ACD/ N\ N ~~ U/ KA/
uED 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 22 23 24 ) a7
[ Il ol | [ | [ |
[ Il |
Y-aKTUH, a-akte /- WnTerpun/ PARTD, V-aKTUH, NOX2 —— MukpotpyGoukn /
y-actin, a-actin Integrin CaTennuTHble CUHEMMH / Microtubules
Knetku / PARTH, y-actin,
satellite cells synemin
Namunus /
Laminin nNOS (ckeneTHble MblLuLbl) /
nNOS (skeletal muscle)
ArDUH | AHKUpUH /
AZrin/ (309 Ankyrin
burnukan / Kaseonuh 3 / Kanbmopynu /
Biglykan Caveolin 3 NCX Calmodulin
JlamuuH / NuHamue / TnekTun /
Laminin Dynamin Plectin
MNepnexaH / CuHemuH /
Kapanocneunduutbie benkm / Perlecan GRB2 Sinemin
(ardiac-specific proteins
Anak  Cain | GRVAB | Gypher Hepera/ il B-0G
Src
TKsS
burnukaH / WnterpuH / 0-aKTUHUH /  [ucouHamn/  JlecmuH / Kanbumxesput MKA /  Mvocnpun /
Biglykan Integrin a-actinin Disbindin Desmin Calcineurin PKA Myosprin
l —
(apKOrIMKaH-CapKOCTIAHOBbI KOMTEKC / 0-KaTynuH JIMCOMHAMH, CUHKONUH, CUHEMUH, NNEKTUH / |
Sarcoglycan-sarcospan complex [ a-catulin Dysbindin, syncolin, synemin, plectin I a-AMCTpOBpeBMH /
a-dystrobrevin
KanbLveBbilii, KanueBblil, HaTpueBblit, BOAHbIA KaHanbl, ATDa3a / aac?;;ggﬁml
Calcium, potassium, sodium, water channels, ATPase AL
-CUHTPOUH
ARMS, kanbMogynuH, G-6enok, GRB2, muowunus, nNOS, SAPK3 / Carm 1 1 p38y (KneTkH-caTenniTi) / B1-syntrophin
| ARMS, calmodulin, G-protein, GRB2, myocilin, nNOS, SAPK3 it 7pam¥ p38y (satellite cells) —  B2-wmrpodun/
| B2-syntrophin
NCX MAST205, SAST
LiutockeneTHble 6enku / (ytoskeletal proteins TpaHcmembpaHHble 6enku / Transmembrane proteins SHpouuTapHble benku / Endocytic proteins
benku uuto3ona n ckaddonpa / (ytosolic and scaffold proteins BHeknetounble 6enkw / Extracellular proteins

Jlucmpogpun u ceazannbie ¢ HUM Geaku. Beaku, é3aumoodeiicmeyroujue ¢ OUCMPOPUHOM, MOICHO PA30eAUMb HA YUMOCKeAemHble, MPAHCMEeMOPaHHble, 6He-
KAemouHble, YUMOo301bHble CUCHAAbHbLE U KapKacHble (ckapgonda), s3HdoyumapHsie u kapouocneyuguunsvie. ACH — akmun-cesasviearousuii domer,; [IBJ] —
yucmeun-6oeamoiit domern; CKIl — C-konyeeoii domen; DG — ducmpoeaukan; NCX — nampuii-kanvyuesviit 0omenHux,; nINOS — HelipornaavbHas cunmasa
okcuda azoma; NOX2 — HAJI®OH-okcudaza 2 [10]

Dystrophin and related proteins. Proteins that interact with dystrophin can be divided into cytoskeletal, transmembrane, extracellular, cytosolic signaling
and scaffold proteins, endocytic and cardiac-specific proteins. ABD — actin binding domain; CBD — cysteine-rich domain; CTD — C-terminal domain;
DG — dystroglycan; NCX — sodium-calcium exchanger; nNOS — neuronal nitric oxide synthase; NOX2 — NADPH oxidase 2 [10]
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3a00JIeBAHNUU M3-3a TIOBBIIIEHHOI ITPOHUIIAEMOCTH cap-
KOJIEMMBI TIPOMCXOIUT paciall MUOLIMTOB M BEICBOOOXKIE-
Hue KOK B KpoBb, KaK U IPYIUX MMPOAYKTOB LIMTOJIM3A.
B HacTos11Iee BpeMsI CYILIECTBYET HETOCyIapCTBEHHAsT TIPO-
rpamMMa reHetudyeckoi auarHoctuku MJJ. Jle-dakTo
OI0IKETHBIE CPEICTBA MPU YyCTaHOBJIEHUU auarHo3a MJIJI
OYIyT pacXom0oBaThCsl TOJIBKO Ha HEIOPOToe UCCICIOBAHME
ypoBHs1 KDK.

CpeIHsIs cTOMMOCTh aHan3a ypoBHsd KDPK B 1a6o-
patopusix coctaBisieT okojio 300 py0. 6e3 yuyeTa B3SITUS
OuomaTepuaja, B TO BpeMsI Kak CTOMMOCTb MPOBEACHUS
MYJIBTUILIEKCHOM JIMTa3HON LEeMmHoM peakiuu (multiplex
ligation-dependent probe amplification, MLPA), kotopast
SIBJISIETCST CTaHAapTOM AvarHoctukyu MJI/, 3HauMTeIbHO
Boile. [Ipu 3ToM Giarogapsi MHALIMATUBE CO CTOPOHBI
®I'BHY «Mennko-reHeTU4eCKAil HayJYHBIN LIEHTP WM.
akan. H.I1. boukoBa» Ha auarHoctuky M/I/l meTogom
MLPA pacxonytoTcst He OI0XETHBIE CPECTBA, a CPEACT-
Ba IPOTrpaMMbl, HallpaBJIeHHOI Ha AMarHOCTUKY opdaH-
HbIX 3a001eBaHMit. CpOKM BHIIIOJHEHUS aHAIM3a, OIIpe-
nmensroniero yposeHb KPK, cocrapngior 1—2 nHsI, B TO
BpeMsl KaK TuarHoctrka MeronoM MLPA MoxeT 3aHSTh
nmo 1,0—1,5 mec. HaunHas ¢ 2015 1. ObLJIO MPEAIOXKEHO
MpoBOAUTH aHau3 ypoBHeli KPK, nmakraTaeruaporeHasbl
(JIAT), memounoit pocdarasser (D), ACT u AJIT y ne-
Tel, TOCTYMUBIINX B HEBPOJIOTMUYECKOE OTAEICHNE 00JIb-
HMIL, JUTS OTIPEeICHUS BO3MOXKHOCTY BBISIBJICHUST TAKUM
00pa3oM HeaMarHoCTUPOBaHHBIX ciiydaeB M/JIJI.

Iens uccaenoBanns — TMarHOCTUPOBATh BCe ClIydan
M/ Ha Tepputopumn KpacHosIpcKOro Kpasi, ornpenessis
ypoBeHb KDK y Bcex MaleHTOB, TTOCTYIAIOIIMX B HEBPO-
JIOTUYECKOE OTACJICHHE.

Marepuanbl u metogbl

Ha 6a3ze KI'bY3 «KpacHosipckast MmexxpaiioHHasl 1eT-
ckas kinHudeckas ooabHULa Ne 1» u KI'BY3 «KpacHo-
SIPCKU KpaeBOI KIMHUYECKUI LIEHTP OXpaHbl MAaTEPUH-
CTBa M JETCTBa» B HEBPOJOTMYECKUX OTICICHUIX
cTaloHapa ¢ OXBAaTOM ITallMEHTOB B BO3PACTHOM IPYIIIe
¢ 1 Mec o 18 et B TeueHue MocAeAHUX 8 JIET TPOBOAUTCS
pytuHHBN aHaym3 ypoHeit KOK, JIAT, D, ACT u AJIT
y nereit. JlanHbiii ananu3 npoBoautcs B 100 % ciayvaeB
BCEM JIETSIM B Bo3pacTe oT 1 Mec 10 3 JieT, MoCcTynalommum
B HEBpoOJIOTMYeCcKoe oTaeeHue. [1pu Bo3pacTe malumreHTa
crapite 3 JleT uMeeT MecTo auddepeHIIMpOBaHHBIN IO -
XOIl, M MaHHbI OMOXMMUYECKUN aHAIU3 MPOBOAUTCS
B CJICAYIOIIUX CUTYalUsIX:

1. PebeHoK oTcTaeT B (pU3MUECKOM pa3BUTUU (HE XOIUT

B Bo3pacTte 16—18 Mec mim nMeroTcd Apyrue nmpu3Ha-

KU OTCTaBaHMS B CTAHOBJICHUU IBUTATSIBHBIX HABBI-

KOB, HaripuMep peOEHOK CeJl WIM Havdall IepeBOpaym -

BaThCs MTO3HEE HOPMATUBHBIX CPOKOB).

2. Ilpu Bcex hopmax 1eTCKOro LiepedpaibHOro Mapajinya.

1

3. ¥V pebenka HabOogaeTcsl criopaauyeckast Xoap0a Ha 1bl-
ITOYKax.

4. Y mauyeHTa uMeeTcs HEyTOYHEeHHOe HapyllieHue (hyHK-
MK MBI (pEOEHOK YacTo CHOTHIKAETCSI, MaJacT, He
MIPBITAET, C TPYAOM MOTHUMAETCS IO JIECTHULIE, EMY
CBOICTBeHHA HM3Kasl ABUTATeIbHASI aKTUBHOCTD).

5. PebeHok nmpuMeHsieT rpueM [oBepca Mpu BCTaBaHUU
(TIpu TToIbEMeE 13 TIOJIOXKEHUST Ha KOPTOYKaX Orurpa-
€TCs pyKaMM Ha I10J1 ¥ IIOHUMAETCsI, OTIMPasiCh PyKa-
MU Ha KOJICHU, «B30MpaeTcs 1o cede») [3].

6. Y maryieHTa OTITOLIEHHBIN aHaMHe3 o M1 vim y
€ro OJIN3KUX POACTBEHHMKOB MMEETCS HEYyTOUHEHHOE
HEPBHO-MBIIIIEYHOE 3a00JICBaHUE.

O6ocHOBaHUEM IJIST IPOBEACHUS TaHHOTO aHau3a
SIBJISIETCST BO3MOXHOCTD 3a1ono3puth M/IJ1 Ha nocumii-
TOMHOM CTaAuy WIK CTaIWHU TJIaTO, TTOCKOJIBKY TOBBIIIIE-
Hue koHueHTpan KO®K B 10—100 pa3 1 HeoObICHUMOE
noBbIieHue ypoBHeil TpaHcaMuHas (ACT, AJIT) sensior-
¢Sl 00JIMTraTHBIMU Tipu3Hakamu MJIJI.

PesynbTartbl

PacuerHoe uucno 6onpHbix M/ B KpacHosipckoMm
Kpae, COIJIacHO CpeTHUM IoKa3aTessiM 3a00J1eBaeMOCTH,
cocrabisgeT 35—60. Ha Hosi6pn 2023 . B peructpe M/
KpacHosipckoro kpasi cocTout 48 mauueHTOB, U3 HUX
25 npoxuBaloT B KpacHosipcke, 23 — B paiioHax Kpas.
CpenHuii Bo3pacT ycTaHOBJIEHUsI inarHo3a B KpacHosipcke
cocTaBisieT 4 Tona, a B pailoHax KpacHosipckoro Kpast —
6 JIeT, TIpY 3TOM Yy 25 GOJTbHBIX TUAarHO3 OBbLT YCTAHOBJICH IO
3 net. Hanbonee panHssa auarHoctuka M/ Oblia mipo-
BeJicHa MAallMeHTY B Bo3pacte 7 Mec. Eciu 1o BHeapeHUs
B IPaKTUKY onpenaeneHus ypoBHss KPOK B ro BHISBISLUIOCH
He Ooyiee 1 pedbenka ¢ MJ/IJI Ha TeppuTOopUHU Kpasi, TO
B miepuon ¢ 2015 o 2023 . 6bU10 BEISIBIIEHO 66,6 % Beex
TMaleHTOB, BHECEHHBIX B HACTOSIIIEE BpeMsI B KpaeBoii pe-
ructp ¢ MJI1, 6e3 yueTa aereii, MpUOBIBLINX 13 APYTUX pe-
TMOHOB (cTpaH). CpeaHuii ToKa3aTteb BbisBisseMocT M/
cocTaBisieT 4 ciydast B rofl. Mcxoms U3 4Kcia alueHToB U
OCHOBBIBasICh Ha JAHHBIX 3MUIEMHUOJIOTMM KOHKPETHOTO
3a00JIeBaHMsI, MOXKHO CKa3aTh, YTO B PETHOHE BBISIBIICHBI BCE
6oabHbIe MIIJI. W1 B 3TUX pe3ynbraTax IiaBHasi 3aciyra npu-
HAIJIEXUT IPOrpaMMe CKPMHMHTOBOTO MCCIICIOBAHUS YPOB-
neit KOK, JIT, P, ACT u AJIT.

BaxxHoCTh paHHel IMarHOCTUKY HAIIPSIMYIO CBsI3aHa
¢ 3¢ heKTUBHOCTBIO JeyeHUus. KiouyeBbIM (pakTopom
B Pa3BUTHM TAHHOTO 3a00JIeBaHUs SIBJISIETCSI HAPYILIIEHHUE
CHHTe3a AUCTPOMUHA, KOTOPHIA COAEPXKUTCS B MBIIIILIAX
u cepaue. [Ipu M npoucxoauT cuHTE3 AeheKTHOTO
nuctpodurHa. Takoit TMCTpOhUH HEJIb3s1 CYUTATh ITOJTHO-
LIEHHBIM OEJIKOM; M1 UMEHHO 3TO SIBJISICTCSI OCHOBHOM ITPU-
YUHOI HapylIeHUsI ero GYHKIUI 1, COOTBETCTBEHHO,
MposiBJicHreM 3a0osieBaHus. [TaToreHeTn4eckas Tepanus
crnocobHa BoccTaHOBUTH TpaHcasiuuio ¢ MPHK u cunTtes
IMOJTHOLICHHOTO WJIM YKOPOYEHHOTO OeJiKa, KOPPEKTHO
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BBITIOJTHSTIONIETO CBOM OCHOBHBIE (DYHKITMH. DTO IPUBOIUT
K BOCCTaHOBJIEHMIO (DYHKLIMOHAJIBHOCTH MBILILL, TPOAJIE-
HUIO XU3HU MainueHTa. OgHaKo P MO3IHO HAaYaTOM
JICYCHUU HEJIb3SI TOBOPUTH O BOCCTAHOBJICHUU (DYHKIIMHU
MBIIIIII, TaK KaK IIPOUCXOIUT pa3pyllIeHUEe MUOIIUTOB U X
3aMelleHUe Ha XXUPOBYIO U COCIMHMTEIbHYIO TKaHb. Bee
oonbHble MIJI, BEIsIBIeHHBIE B KpacHOsIpcKOM Kpae, To-
JIy4aloT IaTOreHETUIECKOE Y CUMITTOMATUIECKOE JICUCHUE
3a cyeT cpeacTB oHaa «Kpyr nodpar.

06cyxxaeHune

ITpumep KpacHosipckoro kpasi oKa3bIBaeT, YTO py-
TUHHOE uccaenoBaHue ypoHs KDK y Majb4rKoB MO3BO-
JISIET paHblie 3anoao3puth M/IJ1 n HanpaBUTh MalMeHTa
K TEHETHUKY C LeJbl0 AOIMOJHUTEIbHONW NMArHOCTUKU
U TIOATBEPXIEHUS AuarHo3a. B 3aBUCMMOCTH OT TuMa
U pa3Mepa MyTalliy MalUueHTy, IOMUMO CUMITTOMaTH4ec-
KOW TTOIIEP>KUBAIOLLIECH Teparuu, MOXET ITOAONTH OIUH U3
CYLIECTBYIOLIMX MTPenapaToB: aTaTypeH, KaCUMePCeH, 3Te-
IUTUPCEH, BUATOJAPCEH, TOJOAUPCEH, MUKPOIUCTPOGDUH.
ATasypeH puMeHsIeTcs IJ1s1 Tepaliiyi HOHCEHC-MYTallui,
MPU KOTOPBIX TPAHCISLIMS MPEeKpaIlaeTcsl M3-3a MPEeXaeB-
PEMEHHOT0 CTOMN-KOAOHA, B pe3yJibTaTe yero oopasyercs
KOPOTKUI1 6es1oK. [1pearnonaraeMblii MexaHU3M e CTBUS
atajgypeHa oObsCHSIETCSI MHTUOMpOoBaHKUEM (haKkTopa Tep-
MMHALIMU TPaHCSILUMKY 0e3 HapylleHUsT padoThl (haKTOPOB
9JIOHralMu, 6j1arogapsi Y4eMy TpaHCAUPYETCsT MOJTHOIEH-
HbIN 6e10K. M XOTs B mociieaHee BpeMsi MOSIBIISIIOTCS CO-
OOIIIEHUST O HEIOCTaTOUHOM 3(h(PEeKTUBHOCTU aTallypeHa,
KOTOphIi npuMeHsieTcs ¢ 2014 1., y poccuiickux Bpaueit
MMEETCSI TTOIOKUTEIbHBIN OIBIT ero mpuMeHeHus [4]. st
Tepanuu HauboJjiee YaCThIX MyTallMil — AeJeLUi U AyTUTU -
KalMii BHE paMKU CYMTBIBAaHUS, TTONAAIOIIMXCS MPOITYCKY
9K30HOB — pa3pabOTaHO HECKOJBKO IMpernapaToB. AHTHU-
CMBICJIOBOU HYKJICOTUT, TTOAXOASIINMN K MPUMBIKAIOIIEMY
K JeJIeIIMU 9K30HY, MO3BOJISIET BbIpe3aTh €ro Mpu CIuiai-
CUHTE M MOJYYUTh YKOPOUYEHHBI Ha pazMep nejeluu
+1 3K30H, HO PYHKIIMOHUPYIONIMIA 6enoK. Tak, ajis Tepa-
MUY MyTaluy B 45-M 9K30HE, MOIAAIOLIEICS TTPOITYCKY,
3aperuCTPUPOBAH U MPUMEHsIETCSl KacuMepceH (Sarepta
Therapeutics, CIIA). I[Tpu myTanusix B S1-M 9K30He, Moa-
JAOIIUXCS TTPOIYCKY 9K30HOB, MOXET MPUMEHSITHCS Te-
mupceH (Sarepta Therapeutics, CIIA). dns tepanuu
MyTaluii B 53-M 3K30He 0f00peHo 2 Mpernapara; BUITO-
napceH (NS Pharma, CILA) u ronoaupceH (Sarepta Thera-
peutics, CIIIA). Bce nmpenapaThbl NPOLIY KIMHUYECKUE
HUCTIBITaHUS, JOKa3bIBalolIe 6€30MacHOCTb U 3 dHeKTUB-
HOCTb, OOOPEHBI 151 IPUMEHEeHUS YIIpaBJIeHMEM 10 ca-
HUTApHOMY HaJ30pY 32 KaYeCTBOM MUILEBBIX MPOIYKTOB
un meaukameHToB CIIIA (Food and Drug Administration,
FDA), a BuntonapceH Takxe onoopeH SAMoHCKUM pery-
asTopoMm [9, 11, 13, 16]. B 2023 . FDA ono6puio mis
neyenust MJI1 npenapat reHHoii Tepanuu SRP-9001 (ne-
JAHAUCTPOIeH MOKcemnapBoBeK, DiaeBuauc) (Sarepta

1

Therapeutics, CILIA; Roche, IlBeituapust). Tepamnust ocHO-
BaHa Ha OJHOKPAaTHOM BBEIECHUU aleHOACCOLIMUPOBaH-
Horo Bupyca rAAV74h, Hecyllero reH yKOpoueHHOIo
¢yHKLIMOHaIbHOTO Oesika MukpoauctpoguHa [15]. Cos-
peMeHHas Teparusl CIIoCOOHa IMOKPHITh MPaKTHYECKHU
100 % MyTalIMOHHBIX BAPUAHTOB, [IO3TOMY PaHHEE BBISIB-
JIeHre 0OJIe3HU He MOJDKHO OOEpHYThCS IMpoOieMaMu
¢ MaplIpyTu3aluei maireHTa 1 ooecredeHueM Heo0xo-
JIMMOTO JIeYeHUSI.

Boibiinyio yacTh perapaToB Kak JIIsl [TaTOTeHETHYEC-
KOro, TaK 1 I CMMIToMaTndyeckoro jeyeHus M/1/1 Bo3-
MOXHO Ha3HayaThb ¢ 2—3-JIETHETO BO3pacTa, a IpernapaThl
IPYNITBI aHTUCMBICIOBBIX OJMTIOHYKJIECOTUIOB BOBCE
HE UMEIOT BO3PACTHBIX OTPaHUYCHUIA M MOTYT OBITh PEKO-
MEHIOBaHbI C MOMEHTA YCTAHOBJIECHUS AUarHo3a. B cBs3u
C 9THM C YYE€TOM CPEIHETO CPOKa YCTAaHOBJICHUS TUarHo3a
TepsIeTCST OKOJIO 5 JIET XKU3HU MallMeHTa. DTO BeIeT K TOMY,
YTO JIeYeHME Ha3HAYaeTCs TT03XKe, COKPAILASTCsT aKTUBHBIM
MEePUOJ KMU3HU MallMeHTa, CHUXKACTCS €T0 BOBMOXHOCTh
peaM30BaThCs 1 BHOCUTD BKJIAJ B XXM3HB 0011ecTBa. Kpo-
M€ TOrO, paHHee Hayajio Tepaluu COKpallaeT 3aTpaThl
pETrMOHAIBHBIX OIOMKETOB Ha TOIep>KaHME SKU3HU TTallk-
€HTa, TaK KaK IMO3IHsIsI HeaMOyJIaTOpHAsI CTaIMs HaCTyIIa-
€T 4yepe3 0oJiee MPOJOJLKUTEIbHBIN OTPE30K BPEMEHMU.
WM xots1, HarpuMep, Tepallusl IPOIycKa 3K30HOB MPUMe-
HSIETCS HEe TaK JaBHO, MAaKCUMaJIbHBII ITepHUOoJ1 HaOIro/1e-
HUs cocTaBisieT 4 roga [8]. Y mereit, moaydarommx jgede-
HUe, YIYYUIAl0TCs OLEHKU 110 (PYHKLIMOHAIbHBIM TECTaM,
a TakoKe He YXYAIIAIOTCS WIN JaXe YIydlIaloTcsl OLEHKA
mo NSAA-tecty. I1o JaHHBIM HCCIEAOBAHUIA, UeM BbIllIe
y MalueHTa oleHKa mo Tecty NSAA, TeM 1o3xe Mpouc-
XOIUT moTepst amOynaTopHoctu [17]. Kak yxe ynmomuHa-
JIOCh, OpeMsi 60JIe3HU JIOKUTCST He TOJIbKO Ha MaIlMeHTOB,
HO M Ha UX POIUTEJICi/ONeKYHOB. BOIbIIMHCTBO Malu-
eHToB ¢ M/I/I naxe B Tskesoi ¢popMe KUBYT AOMa U Ha-
XOISITCS TI0J HaOMIoAeHUEeM POACTBEeHHUKOB. CoIllacHO
TMPOBEACHHBIM HCCIICIOBAHMUSIM, IS JIULI, OCYIIECTBIISTIONINX
yXOI 32 OOJIBHBIMU AETbMM, YaCTO XapaKTepeH YMepEHHBII
WJIM BBICOKUIA YPOBEHb CTPECCa; OHU YacTO MCITBITHIBAIOT
YYBCTBO BUHBI, TPYCTH U ACTIPECCHIO, CBSI3aHHBIE C COCTOSI-
HUEM OOJIEHOTO; ITIPY 3TOM POIMTENH ACTEl C MEHee TSLKEIOM
JIUCTpoUEi UCIIBITHIBAIOT MEHBIIWI TUCKOMGOPT [14].
ety ¢ IporpeccrpyolmmM 3a00IeBaHIeEM, B3pOCIIes] U Tepsist
MBIIIIEYHBIA TOHYC, TAKXKE OLIYIIAIOT B TOM YKUCJIe U TICMXO-
JIornyecKyio Harpysky [12]. PanHee Havaso ieueHus1 Koppe-
JIMPYET C 3aMeUICHHBIM ITPOrPeCCUPOBaHMEM 3a00JICBaHMSI,
YTO CIIOCOOCTBYET KaK MEHbILIEH HAarpy3Ke Ha POAMTENIcit/
OIEKYHOB, TaK ¥ MEHBIIIEMY CTPECCY JUIS ACTEH.

BbiBoabI

B 3akimoueHre HEOOXOIMMO CKa3aTh, YTO TAKOM MO/ -
xog pyTuHHOTo cKprHrHTra KOK M0oXHO cuMTaTh MPOphI-
BOM C TOYKU 3peHus1 paHHei quarHoctrku MJIJI. Hecmo-
TP Ha TO YTO IpOorpaMma peaM3yeTcsl TOCTaTOYHO
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HeloJIro, ee rnokasaresi BCeasioT Haaexnay. HemHorue
PETMOHBI MOTYT MOKa3aTh TAKyl0 CTATUCTUKY 110 COOTHOILIS-
HMIO pacyeTHOTo U (paKTUUECKOT'O BhISIBIEHST 00MbHBIX MI/I.
HacropoxeHHocTb Bpaueli B KpacHosIpCKOM Kpae — SIpKuit
MpUMep CJIaxkeHHOI pabOThI Bpauell v MOAIePKKHU CO CTO-
poHbl MUHUCTEPCTBA 3ApaBOOXpaHeHUs. M 3TOT MajieHb-
KU1 IIIaT B OMHOM 13 cyObeKTOoB Poccuiickoit Denepannn
MOXET IOMOYb peaan30BaTh BHEIPEHUE MCCIIeI0BAHNUS
ypoBHsI KDOK y ManpbunKoB Ha 1-M romy >XKM3HHA B paMKax
nucnaHcepusanyu. boiee Toro, HEOOXOAMMO YIIOMSIHYTh,
YTO YacTh MALMEHTOB HE MPOXOIIT MMCIIaHCEPU3ALUIO
B Bo3pacte 1 roma, moatoMy onpeneneHue ypoBHs KDOK
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OueHKa ucxona MeAUMKaMeHTO3HOU Tepanuu
V B3pOC/ibiX NALMUEHTOB C 3Nuaencuen, nepeHecLumnx
peunavB NPUCTYNOB NOCNe JOCTUXKEHUA peMUCCUMN

E.A. Canny, A.C. Koros

TI'BY3 MO «Mockoéckuii 06aacmHoll HayuHO-uccae008amensckuil Kaunuveckuii uncmumym um. M.®. Baradumupckoeo»;
Poccus, 129110 Mockea, ya. lllenkuna, 61/2

KoHTaKTHhI:

Anexcein Cepreesuy Kotos alexeykotov1980@gmail.com

BBepeHue. Pemuccus B 06LEM CMbICTE — UCHE3HOBEHME NPU3HAKOB U CUMNTOMOB 3aboneBaHus. PUcK peuuansa npucty-
noB B 60/IbWMHCTBE paboT OLEHUBAETCA TONBKO C TOUKM 3PEHUA pUCKa BOSHUKHOBEHUA BTOPOTO MPUCTYNa Noc/e Nepeoro
HEeCNpoBOLMPOBAHHOMO NPUCTYNA UAM C TOYKM 3PEHUs PUCKA PeLuanNBa NPUCTYNOB NOCae OTMeHbl Tepanuu. OTcyTCTBYIOT
paboTel, oLieHKBaKOWME BEPOATHOCTb JOCTUXKEHUA NOBTOPHON PEMUCCUMN Y NALUEHTOB C PELUAMBOM NPUCTYNOB.

Llenb uccnepoBanma — paspabotatb UHCTPYMEHT ANA OLLEHKM BEPOATHOCTM 6NaronpuaTHOMO U HeGNAronpuATHOrO UCXOAA
NleYeHus nocne peLuanBa NpUCTYNoB Y B3POC/bIX NALLMEHTOB C Pa3nuyHbIMU GOpMamMmn 3anunencuu.

Marepuanb! u meTopbl. bbiv NpoaHanu3nMpoBaHbl AaHHble 215 NaLUEHTOB C PeLMAMBOM NPUCTYNOB NOCIE AOCTUKEHUS
peMUCCUM, OTCNIEKEH KaTaMHe3 B TeyeHue >12 Mec, TpoaHanu3upoBaHbl UCXoAbl 3aboneBaHus.

Pe3ynbTathbl 1 BbIBOAbI. Ha MOMEHT 3aBeplUeHUs UCCeA0BaHNA NOBTOPHAA peMuccus Gbiia KOHCTaTMpoBaHa y 67 nauu-
€HTOB, ynyyleHue — y 48, otcytcTene addekta — y 100. NMauueHTsl ¢ pemuccueit U ynydlweHuem Gbinu obbesuHeHs!
B rpynny «6naronpuaTHeli ucxody» (n = 115), naumeHTbl ¢ oTcyTcTBUEM 3heKTa OT Tepanuu COCTaBMAMN rpynny «Hebna-
ronpuATHbIA ucxody (1 =100). Y nauneHToB ¢ HEHAArONPUATHBIM UCXOAOM MO CPABHEHUIO C NALMEHTAMM C 6AAroNpUATHbLIM
MCXOAOM CTAaTUCTUYECKM 3HAYMMO Yalle BCTpevanuch Takue GakTopbl, Kak Gonee AnnUTensHoe TeyeHne 3ab0NneBaHus, Ha-
NUYME CONYTCTBYIOLMX TAXKENbIX COMATUYECKUX 3a60NEBAHNIA, CTPYKTYPHAA 3TUONOTUA INUNeNncum, bunatepanbHole TOHK-
KO-KNOHMYeckue npuctynel ¢ GpoKanbHbIM HauanoM, GokanbHble GOPMbI IMUNENCUM, EXXEeAHEBHbIE NPUCTYNbI, ANUNENTO-
reHHble U3MEHeHUs NPy HelpoBU3yanu3aLum, peruoHanbHas anunenTudhopMHasn aKTUBHOCTb Ha 3NEKTPO3HLedanorpamMmme
(p <0,05). B cBOlo 04epepb, Y NALUMEHTOB C GAATONPUATHBIM UCXOAOM CTaTUCTUYECKM 3HAYMMO Yalle BCTPeYanuch Takue
(aKTOpbl, KaK reHeTUYecKas ITMONOTUA INUNENCUM, FeHEPANN30BaHHbIE TOHUKO-KIOHUYECKUE NPUCTYNbI, aGCaHCbl, MUO-
KNOHUYECKUe NPUCTYNbI, FreHepanu3oBaHHble GOpMbl INUAENCUH, OTCYTCTBUE NATONOTMU NO [AHHbLIM HeiPOBU3yanu3aLuu,
Auddy3Han anunenTUOpMHan aKTUBHOCTb Ha 3NeKTPO3HLedanorpamMmme, OTCYTCTBME NATONOTMN Ha 3NeKTpo3HLUedano-
rpamme (p <0,05).

Ha ocHoBaHMM NonyYeHHbIX AAHHBIX C UCMONb30BAHMEM PE3YNLTATOB NOCTPOEHUA TaBAUL, CONpsKEHUA Gbina pa3paboTaHa
WKaNa oLeHKU BEPOATHOCTU JOCTUKEHUS NOBTOPHON PEMUCCUM Y NALMEHTOB C PELUANBOM INUNENTUYECKUX NPUCTYNOB,
BK/OYalowas 9 pasaenos. [lna oueHKkU 3 HeKTUBHOCTM NONYYEHHOI MOfenU Obin npoBefeH ROC-aHanus, noaTBEpANBLLMIA
CTaTUCTUYECKM 3HAUNUMYIO YYBCTBUTENLHOCTb U CNELMAUYHOCTL NONYYEHHOI WKANbI.

[ins pa3paboTku Gonee TOUHbIX NPEAUKTOPOB UCXOAA INUAENCUU HEOOXOANUMbI AanbHENIME UCCNER0BAHUA C LiebIo Mo-
HUMaHUA 0cOBEHHOCTEl NaToreHe3a 3aboneBaHus.

KntoueBble cnoBa: anunencus, pemMuccua, peumpus, NpeanKTopbl CXona

IOna uutnposauua: Cavpy E.A., Kotos A.C. OueHKa ncxofa MeAMKaMeHTO3HOW Tepanuu y B3pOC/bIX NALUEHTOB C 3NU-
nencue, nepeHeclinx peuname NpUCTynoB nocae AOCTUKEHUA PEMUCCUUM. PYCCKMIt KypHan LETCKOM HeBPONoruu
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Background. Remission in general sense means disappearance of signs and symptoms of the disease. The risk of recur-
rence of seizures is usually evaluated only in terms of the risk of a second unprovoked seizure after the first one or the
risk of recurrence of seizures after discontinuation of therapy. There are no studies that assess the probability of achiev-
ing a second remission in patients with recurrent seizures.

Aim. To develop a tool for assessing the probability of favorable and unfavorable treatment outcomes after recurrent
seizures in adult patients with different forms of epilepsy.

Materials and methods. We analyzed data from 215 patients with recurrent seizures after achieving remission, followed
up for 12 or more months, and analyzed disease outcomes.

Results and conclusion. At the end of the study, repeat remission was observed in 67 patients, improvement in 48, and
no effect in 100. Patients with remission and improvement were combined into a “favorable outcome” group (n = 115),
while patients with no effect from therapy formed an “unfavorable outcome” group (n = 100).

Patients with an unfavorable outcome were statistically significantly more likely to have factors such as longer disease duration,
coexisting serious somatic diseases, structural etiology of epilepsy, bilateral tonic-clonic seizures with focal onset, focal forms
of epilepsy, daily seizures, epileptogenic changes on neuroimaging, and regional epileptiform activity on EEG (p <0.05). In turn,
patients with a favorable outcome were statistically significantly more likely to have factors such as genetic etiology of epilepsy,
generalized tonic-clonic seizures, absences, myoclonic seizures, generalized forms of epilepsy, no pathology on neuroimaging,
diffuse epileptiform activity on electroencephalogram, and no pathology on electroencephalogram (p <0.05).

Based on the obtained data using the results of constructing contingency tables, a scale for assessing the probability
of achieving repeat remission in patients with recurrent epileptic seizures was developed, consisting of 9 sections.
To assess the effectiveness of the model, ROC analysis was performed, confirming statistically significant sensitivity
and specificity of the obtained scale.

Further research is needed to develop more accurate predictors of epilepsy outcomes to understand the peculiarities
of the disease pathogenesis.

Keywords: epilepsy, remission, relapse, outcome predictors

For citation: Sandu E.A., Kotov A.S. Assessing the outcome of drug therapy in adult patients with epilepsy who have
experienced seizure recurrence after remission. Russkiy zhurnal detskoy nevrologii = Russian Journal of Child Neurology
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BeepeHue

PeMuccus B 06111eM CMBICIIE — MCYE3HOBEHUE TIPU3HA-
KOB ¥ CUMIITOMOB 3a00JjieBaHus1. COrtacHO KOHCEHCYCHO-
My onpeaeaeHII0 MexXnyHapoIHOM MPOTUBOSIMICTITHYC-
ckoit muru (ILAE) ot 2010 1., cBOOOA0I OT MPUCTYIIOB
(seizure freedom) cunTaeTcst OTCYTCTBUE IPUCTYIIOB B Tie-
puon 12 Mec win 3-KpaTHbI CpeIHUN MHTEPBAJ MEXIY
MPUCTYIIAMM 0 Hauyajia/KOpPEeKIIMU Teparmuu («BMella-
TEJIbCTBA»), B 3aBUCUMOCTH OT TOTO, KaKO 13 TIEPHOI0B
UMeeT OOJBIIYIO IJIUTEIbHOCTD [7]. «Pa3perieHuem anu-
JISTICUM» CYUTACTCS OKOHYaHUE BO3PACT3aBUCHMOTIO BITH -
JIEITUYECKOrO0 CHUHAPOMA WJIM OTCYTCTBHME MPUCTYIOB
B TeueHue 10 JIeT Ipu OTCYTCTBUU NpHEeMa aHTHIIUJICTI -
Tryeckux npenaparos (ADIT) B Teuenue 5 et [6]. B To Xe
BpeMsl pa3iMuusl B UCCICAYeMbIX TOIYJIIIUSIX (pa3Has
MCXOHAs YaCcToTa MPUCTYIIOB, BO3PACT, 3TUOJIOTUS 3a00-
JIeBaHUs, oxkuaaeMasi 3(h(heKTUBHOCTD JICYCHUsT) 3aCTaB-
JISTIOT UCCIIeOBAaTEIEH MTOJTb30BAThCs PAa3IMIHBIMU OMPEIIe-
JICHUSIMM PEMMCCHUU, COOTBETCTBYIOIIUMM KOHKPETHBIM
3agayaM. B Halleit paboTe JOCTIKEHUEM PEMUCCUM CUMTA-
JIOCh OTCYTCTBME ITPUCTYIIOB B TeUSHUE ITeprofa, B 5 1 bosee
pa3 MPEBHIIIAOIIETO CPSIHUI MHTEPBAJl MEXTY IIPUCTYIIA-
MM IO HACTYIIJIEHUSI PEMUCCHUU.

[Ton pelMIBOM MPUCTYIIOB MOHUMAJIOCh BOSHUKHO-
BeHUEe | MM HECKOJBKUX SMUJICIITUICCKUX MPUCTYIIOB

JII0OOTO TUTIA Y TTALIMEHTOB, JOCTUTIINX peMuccuu. B Ha-
1IeM MCCJIEIOBAHMY PELIMINB IIPUCTYIIOB Y BCEX MAllMEeH-
TOB MPOUCXOIWI Ha poHe Tekyleit Tepanuu ADII.

Puck peumauBa mpucTynoB B OOJILIIMHCTBE padoOT
OLIEHUBAETCS TOJbKO C TOYKU 3PEHUST PUCKa BOZHUKHO-
BEHMSI BTOPOT'O IIPUCTYIIA ITOCJIE IIEPBOI0 HECIIPOBOLIMPO-
BaHHOTIO MPKCTYMNa [5] WM ¢ TOYKU 3pEHUS PUCKA PEL-
JIMBa TIPUCTYNOB nocje ortMeHbl Tepanuu ADII [8]. B To
K€ BpeMsl OTCYTCTBYIOT pabOThl, OLIEHMBAIOIIE BEPOSIT-
HOCTb JOCTHMKEHUS TTOBTOPHOM PEMUCCHUM Y TTAalIMCHTOB
C PeLMIMBOM MPUCTYIIOB.

Ienblo HalllETO HCCIEIOBAHUS OBLIIO Pa3pabOTaTh MH-
CTPYMEHT JUISI OLIEHKM BEPOSITHOCTH OJIarOMpUsTHOIO
1 HEOJIAronpusATHOIO MCXOIa JICYCHHUs TOoC/ie pelrarBa
MPUCTYIIOB Y B3POCJIbIX MAILIMEHTOB C Pa3IMYHBIMU (hop-
MaMM SITWICTICUN.

Marepuanbl u meToabl

Cpenu 1547 B3pocabix (18 neT u crapiie) naiyeHToB,
obparuBLIuxcs K anuientoyiory 'bY3 MO «MockoBckuit
00JIaCTHOII HayYHO-UCCIeN0BaTEIbCKUN KIMHUYECKU I
UHCTUTYT M. M. ®D. BranuMupckoro» Ha aMOyIaTOPHBII
npueM, ObLJ1I0 oToOpaHo 215 mamueHTOoB (107 My>XXUYuH
1 108 >XeHIIMH), Y KOTOPBIX TPOU30LLE PELUIUB SIUJICTI-
TUYECKUX MPUCTYMNOB IMOCJE TOCTUXEHUS PEMUCCUU
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Ha doHe npoaosrkawlieiicsa reparmuu ASII. [IlnarHo3 KoH-
KPETHOTO 3MUJICHTUYECKOTO CUHAPOMA ObLIT YCTAHOBJICH
BCEM MallMeHTaM Ha ocHoBaHUM Kiaccudukauuu ILAE
ot 2022 1. [9]. B uccnenoBaHue He BKIFOYAIN JIUI] MOJIOXE
18 neT, ¢ HaMTMYKeM HEANMUJIEITUYECKUX TTPUCTYIIOB JII000M
STHUOJIOTMU ¥ HEeKOMIUTaeHTHBIX. [lalrmeHTaM mpoBOAMIN
c6op aHaMHe3a, KJIMHUKO-HEBPOJIOTMYECKUI OCMOTD,
OLIEHKY YaCTOThl SMUJICITUYECKHX ITPUCTYIIOB HAa OCHO-
BaHUM THEBHUKOB IAIIMEHTOB, CAMOCTOSITEJILHO 3aIloJi-
HsIEMBIX OOJTbHBIMU, TUHAMUYECKOE HAOJIOACHUE B TeUE-
HYe MUHUMYM 12 Mec ¢ 2 1 6oJiee BUBUTAMU JJIST OLIEHKU
3 (GHEKTUBHOCTY TPOBOAUMOIL Tepanuu. M3yyanu qaHHbIe
aKTyaJIbHBIX JJAOOPATOPHBIX M MHCTPYMEHTATBHBIX UCCIIE-
JMOBaHMH (KIMHUYECKUX aHAIM30B KPOBU M MOYU, DJIEK-
TposHledanorpaduu/31eKTposHedanorpadhnyeckoro
BHIGCOMOHUTOPUHTA, MATHUTHO-PE30HAHCHOI TOMOTpacdun
(TIpy HAJIMYMM TTPOTUBONOKA3aHUI K €€ MPOBEACHUIO —
PEHTIeHOBCKOI KOMITbIOTEPHOI TOMOTpadu roJIOBHOTO
Mo3ra)), Mpu HEOOXOAMMOCTU MalMeHTaM MPOBOAUIN
JI0oo0cIeq0BaHUE B aMOYIaTOPHOM PEKUME B COOTBETCT-
BUU C peKOMEHAAIMSIMU PocCUiiCKOI TTPOTHBOSIUIICTI-
TUYecKo auru [1, 2].

BceM maimeHTaM BBINOJIHSIACH KOPPEKIIYS Teparmin
ADII ¢ 1enpo JOCTUXKEHUS TIOBTOPHOM PEMUCCHUM.

CraTvCTUYECKUI aHAJIU3 IMPOBOIUIIN B IpOrpaMMax
IBM SPSS Statistics v. 25.0 (IBM corp., CIIIA) u GraphPad
Prism 8 (GraphPad Software, CIIIA). [TockoabKy pacrpe-
JIeJICHYE KOJIMYECTBEHHBIX TAHHBIX OTJIMYAIIOCh OT HOPMaJTb-
HOTO0, TaHHBIC TIPEACTABIISIIM KaK MEIUaHbl C MHTepKBap-
TWIBHBIM pa3MaxoM. KauecTBeHHbIE TaHHbBIE TIPEICTABIISLIN
KaK abCOJIIOTHOE 3HAYEHME U TTPOLICHT.

151 onipeniesieHusT CTaTUCTUYECKOM 3HAYUMMOCTH pas3-
JIMYW B 2 TpymIiax UCIOJb30BaIu TecT MaHHa—YUTHU,
B 3 1 OoJsee rpynmax — TecT Kpackena—YoJsuiuca ¢ arocre-
puopHbIM TecToM JlaHHa. KauecTBeHHbIC TaHHBIE TIPE-
CTaBJISUIM KaK a0COJIIOTHOE 3HaYe€HUEe M MpoleHT. s
CpPaBHEHUS KaUeCTBEHHBIX JAHHBIX MCITOJIb30BAJIA TOYHBII
TecT Puirepa (B 2 TPyIax) ¢ allOCTEPUOPHBIM TECTOM
Ilupaka B 3 1 6osiee rpymniax.

7151 OLIeHKM BKJIaJa Pa3jIMYHbIX (DAKTOPOB IIPH TO-
CTPOCHUU MPEIUKTUBHOM IIKAJIBI UCITOJIB30BaIM OTHOIIIC-
HIUE PYCKOB B CJTy4ae HaJIM4IMSI CTAaTUCTUUCCKOM 3HAUMMOCTH
1 HOPMUPOBAHHOE OTHOILIEHNE PUCKOB B CJTyJae OTCYTCTBUST
CTaTUCTMYECKOI 3HAYMMOCTH OTIEIbHOTO npr3Haka. Cra-
TUCTUYECKU 3HAYMMBIM OBLT YCTAHOBJICH YPOBEHb BEPOSIT-
HOCTH oIIMOKY nepBoro pona <5 % (p <0,05). 11t oneHKM
KayecTBa IOJIydeHHbIX Mofiesielt ucnojb3oBasii ROC-aHa-
JIU3 ¢ OTpeNie/IieHUeM TUTOIIaaY MO KPUBOM, YyBCTBUTEb-
HOCTU U CIEM(DUIHOCTU MOJIEIIH.

Pe3synbTathl

Ha MoMeHT 3aBeplilieHMsI UCCeI0BAHMUS U3 BKIIOYCH-
HBIX B UCCJIeIOBaHUE 215 MalMeHTOB MOBTOPHASI PEMUCCHS
OblTa KOHCTaTUpOBaHa y 67, yaydiieHue (CHIKEHNE Ja-

1

CTOTHI TIpKcTyNoB Ha 50 % u GoJjiee MO JaHHBIM JHEBHUKA
TIPUCTYITOB TI0 CPABHEHUIO CO CPETHEH YaCTOTOM IIPUCTYIIOB
JIO JOCTVIKEHUS TepBOit peMuccun) — y 48, orcyTcTBUE (-
(ekra ot Tepanyu (YBeJIMUYSHME YaCTOTHI ITPUCTYIIOB, COXPa-
HEHMe NPeKHEl YaCTOThI IPUCTYIIOB WJIM CHIDKCHME YaCTOThI
MPUCTYNOB MeHee YeM Ha 50 % 1o AaHHBIM JHEBHUKA TPU-
CTYIIOB ITO CPaBHEHUIO CO CPEIHEN YaCTOTOM MPUCTYIIOB JIO
JIOCTVKEHUSI TIepBoii peMuccun) — y 100 mauyeHToB.

IMaLueHTsI ¢ peMuccureit u yaydyiieHueM ObLIU 00be-
JIUHEHBI B TPYIITY «OJaronpusiTHbIN ucxon» (n = 115),
MaLMEeHTBI C OTCYTCTBHUEM 3(deKTa OT Tepanii COCTaBH-
JIV TPYTIITY «HeOJaronpusTHeIi ucxon» (n = 100).

Y nmauyeHToB ¢ HeGIaronpUsATHBIM KCXOI0M I10 CpaB-
HEHMIO C MALIMEHTaMM C OJIaTONPUSATHBIM UCXOIOM CTaTH -
CTUYECKM 3HAYMMO Yallle BCTpeYaauch Takue (PakTopshl,
Kak GoJiee IUTUTEJIbHOE TeueHHe 3a00JIeBaHUs, HATUIKe
COITYTCTBYIOILIMX TSIKEJIBIX COMAaTUYECKUX 3a00JIeBaHU,
CTPYKTYpPHasi 3TUOJIOTHSI SITWICTICUM, OMIaTepajibHbIC TO-
HUKO-KJIOHUYECKHUE MPUCTYIIBI C (hOKATbHBIM HAaYaJloM,
(okanbHbIe GOPMBI SMUIICTICUU, €KSTHEBHBIE IIPUCTYIIBI,
SIWIENITOreHHbIC U3MEHEHUSI TP HeMpOBU3yaIu3alu,
perMoHalIbHAas AMWIeNTU(GOPMHAsA aKTUBHOCTD Ha 3JIeK-
TposHuedanorpamme (p <0,05).

B cBolo o4epepb, Yy MalMEHTOB C GJIATONPUSATHBIM UC-
XOJIOM CTaTUCTMYECKM 3HAYMMO Yallle BCTPEYaIUCh TaK1e
(bakTopsl, KaK reHeTUIeCKast STUOJIOTUS SITMIICTICUM, Te-
HepaJIM30BaHHbIE TOHUKO-KJIOHUYECKUE TTPUCTYIIbI, a0-
CaHChI, MMOKJIOHMYECKUE TTPUCTYIIbI, TeHEPAIN30BaHHbIC
(bopMBI BrIMIIETICMU, OTCYTCTBUE IMATOJIOIMU 110 JaHHBIM
HelipoBusyanu3anuu, nuddysHas sanuienTudGopMHas
aKTHBHOCTb Ha 3JIeKTpo3HIledasorpaMmMe, OTCYTCTBUE
MaToJOTUM Ha 3JeKTposHIedhanorpamme (p <0,05).

Taxxe ObUIa TTpoaHAJIM3UPOBAaHA KOMILIAGHTHOCTh
MalMEHTOB, OMHAKO Pa3Inyus He ObUIM CTaTUCTUYECCKU
3HAYMMBIMU.

Ha ocHOBaHUM MOJy9eHHBIX JaHHBIX C MCIIOJIb30Ba-
HMEM PEe3yJIETaTOB IOCTPOSHMST TAOIUI] CONPSIKEHUST ObI-
J1a pa3paboTaHa IlIKaia OLeHKN BEPOSITHOCTU JOCTYDKEHMSI
ITOBTOPHOI PEMUCCHUU Y MAIlMEHTOB C PELIMIUBOM SITH-
JIETITUYECKUX TIPUCTYIOB, BKITIOYalomas 9 pa3aeios (CM.
TabuLLy).

Just oueHKU 3¢ (HEKTUBHOCTHU MOJYYEHHOU MOACIU
obu1 ipoBeaeH ROC-ananu3 (puc. 1). [noiwanb nom Kpu-
Boii (AUC) cocrasuia 0,72 (p <0,001). ITpu nopore ot-
ceuku 8,78 Oaj1a YyBCTBUTEIbHOCTb MOJIEIU COCTaBUIa
84,0 %, cneunpuanocts — 50,4 %.

st 6onee neTanbHOM OLeHKU 3¢ (GEKTUBHOCTU MO-
JlydeHHO# Monenu Obu1 nmpoBedeH ROC-aHanu3 BHyTpu
TPYIIIIBI «OJIarONpUSTHBIA UCXOM», IUTST YETO BCE BOLLIEIIIIIES
B Hee MallMeHThI ObLIU pa3/e/ieHbl Ha MAlIMEHTOB C TIOJTHOM
pemuccueii u ¢ yaydineHueM (puc. 2). Ilnomanb mom Kpu-
Boii (AUC) cocraBuna 0,68 (p = 0,001). [Ipu mopore ot-
ceuku 8,0 6ayuta YyBCTBUTEIBHOCTh MOJEIM COCTaBMIA
77,1 %, cneundpuanocts — 50,8 %.
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Scale for predicting the effectiveness of antiepileptic drug therapy in patients with seizure recurrence

1.
1.

Parameter

Cpok oT 1e61oTa MPUCTYNOB A0 PEMUCCUH, JIET
Period from the onset of seizures to remission, years

2. Hamuaue COITYTCTBYIOIIIMX COMAaTUYCCKUX 3a00JIeBaHUIA:

2.

3.
3.

The presence of concomitant somatic diseases:
Ja

yes

HET

no

ODTHOJIOTHS STTHJICTICUI:
Etiology of epilepsy:
CTPYKTypHas
structural
HEYTOYHEHHAas
unspecified
reHeTuyecKas
genetic
MeTabonyecKas
metabolic
UMMYyHHast
immune
WHGOEKIIMOHHAS
infectious

4. Tun 3nWIeNTHYECKUX MTPUCTYIIOB:

4.

6.

6

Type of epileptic seizures:

6I/IJ'[aTepaJ'ILHI>Ie TOHUKO-KJIOHUYECKHE ITPUCTYIIbI C (I)OKaJII)HLIM HavyaJioM
bilateral tonic-clonic seizures with focal onset
TE€HEPAIN30BAHHBIE TOHUKO-KIOHNUYECKUE IIPUCTYIIbI
generalized tonic-clonic seizures

abcaHChI

absences

(bOoKaJIbHBIE MOTOPHBIE TIPUCTYIIHI

focal motor seizures

(OoKaIbHBIE TIPUCTYITBI 6€3 MOTOPHBIX CHUMIITOMOB
focal seizures without motor symptoms

MMUOKJIOHUYECKUEC ITPUCTYIIbI

myoclonic seizures

. Tun snunencuu:
. Epilepsy type:

(okanbHast

focal
TeHepan30BaHHas
generalized
HEYTOYHEHHAas
unspecified

YacToTa snuIenTUYeCKUX MPUCTYTIOB:

. The frequency of epileptic seizures:

1 pa3 B ron wiu pexe
once a year or less
HECKOJILKO pas3 B ozl
several times a year
HECKOJILKO pa3 B MECALL
several times a month
€2KEOAHEBHO

daily

Number of points

KonuuectBo net/S =
Number of years/5 =

1,21
0,83

1,42
0,95
0,52
0,68
1,20
1,20

1,41
0,55
1,14
2,88
1,03
1,03

1,30
0,52
0,74

0,75
0,53
1,10
1,86

\9]
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Parameter

7. Pe3ynbrat HeipoOBU3YyaIN3alui:

7. Neuroimaging result:
SMUWIETITOTEHHBIE U3MEHEHUS
epileptogenic changes
YCIIOBHO SMWJIETITOTEHHBIE U3MEHEHUA
conditionally epileptogenic changes
HE3MUWJIENTOTeHHBIE U3MEHEH U
non-epileptogenic changes
0e3 maToyoruu
without pathology

o

. Pesynbrar anekrposHuedanorpachuu:

. Electroencephalography result:
peruoHanabHas SnuiIenTUOOpMHas aKTUBHOCTh
regional epileptiform activity
nuddysHas snunenTrudopMHast AKTHBHOCTh
diffuse epileptiform activity

oo

HecrenubuIecKrue N3MEHEHHSI Ha JIeKTPOdHLedaTorpamme

nonspecific electroencephalogram changes
HOpMaJibHasl 3JIeKTposH1e(haTorpaMma
normal electroencephalogram

9. KoMIJ1aeHTHOCTb MAllUEHTOB:
9. Patient compliance:
PeryJsipHbIiA IPUEM MPENApaToB
regular medication intake
€IMHUYHBIE TIPOITYCKU MTpreMa MpernapaTon
single omissions of drugs
HEPETYJISIPHBIN MPUEM TIpernapaToB
irregular drug intake

Cymma 6aJu10B TI0 pe3yJsibratam 9 BompocoB™
Total score based on the results of 9 questions™

1

Oxonuanue mabauybl
End of table

Number of points

3,08
1,28
0,29
1,33

0,90
1,00
1,73

* Unmepnpemauus: npu cymme bannos <8,0 Haubonee 8eposmubim ucxodom Oydem noanas pemuccus, npu cymme 6annoe om 8,000 8,72 — chu-
JIceHue uacmomui npucniynos 6oaee wem va 50 % (yaymuenue), npu cymme 6annog >8,72 — omcymemaue 3gghexma om nposoouMoi mepanuu.

* Interpretation: if total score is less than 8.0 points, the most likely outcome is complete remission; if total score is 8.0—8. 72 points, the most likely outcome is a reduc-

tion in seizure frequency of more than 50 % (improvement); if total score is more than 8.72 points, the most likely outcome is the lack of effect from the therapy.
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Puc. 1. ROC-ananu3z sghghpexmusrocmu anmusnuienmuueckoil ieKapcm-
6eHHOUl mepanuu (pemuccus + CHUdICEHUe YacMOmyl NPUCHIYNO8 NPOMUB
omcymcemeus 3¢pgexma)

Fig. 1. ROC analysis of the effectiveness of antiepileptic drug therapy (remis-
sion + reduction in seizure frequency versus no effect)
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Fig. 2. ROC analysis of the effectiveness of antiepileptic drug therapy (remis-
sion versus reduction in seizure frequency)
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Taxkum o6paszom, npu oueHke <8,0 6asia HanboJiee Be-
POSITHBIM HMCXOZIOM OYIET TOJIHAsl PEMUCCUSI, TIPU OLICHKE
ot 8,0 1o 8,72 6anna — yay4dileHue, Ipu oLeHKe >8,72 dai-
Jla — OTCYTCTBHE 3(pheKTa OT IIPOBOAUMOI TEPAITHH.

06cyxxaeHune

HecMoTtpst Ha OoJibllIoe KOJUYECTBO IMyOIMKaLIUiA,
JAaHHBIE O MPEIMKTOPaX PEMUCCUU Y PELIMIMBA SMWICTICUN
IPOTUBOPEYMBHI M (PparMEeHTapHbI, IO3TOMY HEOOXOAUMO
MPOBEICHKE JOITOJIHUTEIBHBIX MCCICTOBAHUI Ha 3TY TEMY.
JoJITOCPOYHBIIA POTHO3 SMWIETICUN M ONIPEEICHUE IPO-
THOCTUYECKMX (paKTOPOB PEMHUCCUU M PELIUIMBA ITPUCTY-
TIOB SIBJISTIOTCS] BAXXHBIMU Y TIEPCIIEKTYBHBIMU HaIlpaBJIe-
HUSIMU B COBPEMEHHOI 3MUICNTO0rnH [4].

ITonyyeHHbIe HAMU JaHHBIE O (haKkTopax, yalille BCTpe-
YAOIIUXCS Y MAlIMEHTOB C OJIarONPHUSTHBIM,/He0IaronpusIT-
HBIM MCXOJIOM, B 1ICJIOM COOTBETCTBYIOT OOIICTIPUHSATOMY
MHEHHUIO O TOM, YTO C PUCKOM HEOJIaronpUsTHOIO MCXOa
aCCOLIMMPYIOTCS paHHUI NeOIOT SMWIETICUM, BEICOKAsT Ya-
CTOTa MPUCTYIIOB, SITWJICHITOTEHHBIE CTPYKTYPHBIC aHOMAJTUK
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TIPY HEMPOBU3YaIN3aLY, PeTMOHAIbHAS SITIeTITH(hOpMHAsK
aKTUMBHOCTD Ha 3JIeKTposHLedanorpamme [3, 5].

B Haiireit paboTe Ha OCHOBaHMU 3TUX TaHHBIX CIeIaH
CJICIYIONIMIA IIIaT ¥ MPEACTaBICH OPUTMHAIbLHBIA MHCTPY-
MEHT ITPOTHO3MPOBAaHMS UCX0a 3a00JIeBaHUS Y TTalIMECH-
TOB C PEUMIMBOM SIMIJICHITUYECKUX MIPUCTYIIOB ITOCTIE
JIOCTVDKEHUS peMuccuu Ha poHe Tekyieit Tepanuu ADIT,
MPOAEMOHCTPHUPOBABIINIA CTATUCTUYECKN 3HAYMMBIiA YpO-
BEHb YYBCTBUTEIBHOCTU U CHEIIU(PUIHOCTH.

BbiBoabl

[IpencraBieHHBI UHCTPYMEHT MO3BOJISIET C BHICOKOM
CTEINEeHbIO TOCTOBEPHOCTU MPOrHO3UPOBaTh 3(hPeKTUB-
HOCTb Tepauu y B3POCJbIX NMALIMEHTOB C SIUJIEIICHEH,
MEPEHECIINX PELIMIUB SMWIEITUUECKUX IIPUCTYIIOB TIOCTIe
JIOCTVDKEHUST TIEpBOHAYAJIBHOM peMUCCUU Ha (DOHE TeKY-
weit Tepanuu ADII.

Jns pa3paboTku 60siee TOUHBIX MPEAUKTOPOB MCXOaa
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Co0utr0ieHre NpaB NANMEHTOB M NMPABII 0M03THKH. Bce manmeHThI moanucan MHGOPMUPOBAHHOE COrIacKke Ha 00CaeI0BaHKeE U JieueHue. [laHHbIe
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ABTOpbI NpeaCcTaBAAoT 0630p NUTEPATYPLI, NOCBAWEHHO! 3QHEKTUBHOCTM U NEPEHOCUMOCTM CYNbTUAMA B IEYEHUM Pa3-
NMYHbIX hopm 3nunencuu. 0630p MexAYHAPOLHbIX Ny6AMKaLMii NoKasas, YTo B MUpe CyNbTMAM paccMaTpuBaeTCs Kak
npenapar nepeoro BbiGopa ANs feYeHUs BO3PACT3ABUCUMOI INUNENCUN C LEHTPANbHO-TEMNOPAbHLIMU CNAiKamMu
(ponanguyeckoit anunencuu). CynsTam BbICOKOI(HEKTUBEH Y NALMEHTOB AETCKOrO BO3PACTa C ANUNENTUYECKUMU IHLe-
thanonatmamu, NposABNALWMMUCA PEHOMEHOM CNaiiK-BONHOBO aKTMBALMM BO CHe, BKI0Yas cuHapom Jlanpay—KneddHepa,
a TaKe Npu MUOKIOHWUYECKUX NPUCTYNAX, U MOXKET ObiTb 3P HEKTUBEH Y NALUMEHTOB C ApYrUMU hopMamMu hoKanbHOM 3nu-
JIENCUK, B TOM YNUC/IE PE3UCTEHTHBIMU K Tepanuu. JledeHne cynbTMaMOM COMPSIKEHO C HU3KMM PUCKOM OTMEHbI U3-3a M0XOii
NepeHOCMMOCTH, U CynbTMAM NMPEBOCXOAMT MO 3TOMY MOKA3aTeNio He TONbKO CTapble aHTU3NMIENnTUYecKue npenaparbi,
HO 1 TaKue HoBble Npenapartel, Kak neBeTupauertam. OTaenbHoI cdepoii TepaneBTUYECKOTO MPUMEHEHUA CyNbTUAMa CyXKaT
noBeAeHYeckne (rMnepKUHeTUYECKOe NOBeAEHNE, arPeCcCUBHOCTb) U KOTHUTUBHbIE HAPYLIEHWA Y NALMEHTOB C 3NUENncUen.
CynbTaM TakKe MOXET ObiTb IPPEKTUBEH Y NALUEHTOB C 3NUAENCUEN U HOYHBIM NHO3.

KnioueBble cnoBa: cynsTam, BO3pacT3aBUCUMan ANUIENCUSA C LeHTPaNbHO-TEMMNOPaNbHbIMU Cnaitkamu (ponaHanyeckas
3nuencus), anunenTuyeckas sHuedanonarus, heHoMeH CnaiK-BoJHOBOM aKTUBALUK BO CHe, OKanbHbIE 3nNuUNencuy,
3 PeKTUBHOCTb, NEPEHOCMMOCTb

Ona yntuposanma: Myxun K.10., Mbinaesa 0.A., MapkuH A.B. 3hdeKTUBHOCTb U NEPEHOCMMOCTb CyNbTUAMA B JIEYEHUN
anunencuu: 063o0p nuTepatypbl. Pycckuit ypHan faeTckoil Hesponoruu 2024;19(1):25-40. DOI: https://doi.org/
10.17650/2073-8803-2024-19-1-25-40

Efficacy and tolerability of sulthiame in the treatment of epilepsy: a literature review

K. Yu. Mukhin®’ 2, 0.4. Pylaeva® 2, A.V. Markin" 2

1Svt. Luka’s Institute of Child Neurology and Epilepsy; 5, 8 Nagornaya St., Troitsk, Moscow 108842, Russia;
28vt. Luka’s Institute of Child and Adult Neurology and Epilepsy; 9 Akademika Anokhina St., Moscow 119579, Russia

Contacts: Konstantin Yuryevich Mukhin center@epileptologist.ru

This review aims to summarize the available evidence on the efficacy and tolerability of sulthiame for different forms
of epilepsy. The analysis of international publications suggests that sulthiame is considered as a first-line drug for the treat-
ment of age-dependent epilepsy with central temporal spikes (rolandic epilepsy). Sulthiame is highly effective in children
with epileptic encephalopathies manifesting with spike-and-wave activity during sleep, including Landau-Kleffner
syndrome, as well as in patients with myoclonic seizures. The drug might be also effective in patients with other forms
of focal epilepsy, including those resistant to therapy. The tolerability of sulthiame is higher that that of old antiepilep-
tic drugs and even levetiracetam; thus, it is associated with a lower risk of treatment interruptions due to adverse events.
Moreover, sulthiame can be used for behavioral disorders (such as hyperkinetic behavior, aggressiveness) and cognitive
impairments. Sulthiame can be effective in patients with epilepsy and sleep apnea.

Keywords: sulthiame, age-dependent epilepsy with central temporal spikes (rolandic epilepsy), epileptic encephalopa-
thy, spike-and-wave activity during sleep, focal epilepsy, efficacy, tolerability
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BeepeHue

CynbpTaM — HUKJIMYECKUI CyIb()OHAMMIT, KOTOPHIA
OBLI 3aperucTprpoBaH KommnaHueit Bayer B 1960 . u ctan
MPUMEHSTHLCA B JiedeHUU anuiercuu [20]. OgHako B 1ajib-
HelileM ObLIO 0OGHAPYXEHO, YTO CYJIBTUAM 3HAYMMO I10-
BBIIIIaeT KOHIIEHTPALIMIO (DEHUTOMHA, BbICKA3aHO MHEHUE,
YTO €ro JACUCTBUE MPH IWJICTICMU HecITernpUIHO, 1 TIpe-
napat ObLT HecrpaBeMIMBO 3a0bIT. TonbKo B 1988 1. He-
Melkuii HeBpoJior H. Doose rmokasait ero cieliuduyeckyro
3¢ HEKTUBHOCTD B IETCKOM SMWICIITOJIOTUH, B YaCTHOCTH
MpY IPUMEHEHNY HU3KUX 03 CyJbTHaMa y IeTeil ¢ 10-
OpoKaYeCTBEHHBIMU (hOKATBHBIMU SMWICTICUSIMU JIETCKO-
ro Bo3pacTa [22].

B Hacrosiee Bpemsl CyJIbTHaM 3apeTMCTPUPOBAaH
U MPUMEHSETCS B Ka4eCTBE MPOTHBOSIMMICHITUICCKOTO
cpencTBa B cTpaHax EBporeiickoro coro3a (Haubosiee ya-
cto — B ABctpun, Yexvn, Janvm, @unnsgaanm, [epManny,
Benrpuu, Hopseruu, CnoBakuu, IlIBeuun u IlBeiina-
pun), a Takxe B ApreHTuHe, bpasunuu, ABctpanuu, U3-
pauie, Anonun. I1o naHHBIM TTONYASIIMOHHOTO (bapMa-
KOSKOHOMUYECKOT0 HCCIEeI0BaHUs, IPOBEACHHOTIO
B Hopgeruwu, B Teuenue 10 jet (3a nepuon 2009—2018 rr.)
YyacToTa Ha3HAYeHUs CyJbTUaMa y JeTeil yBeJuuusiach
B 8 pa3, ¥ OH 3HAYMTEJIBHO OIepeXaJl 10 3TOMY IapameTpy
Ipyrue aHTUANUIenTuYeckue npemnapatsl (ADIT) [32].
C 2023 . cynsruam (Tanonca®, OO0 «Punpapm») Takke
ObLT 3aperucTpupoBaH B Poccum.

MexaHu3Mm pencreus

CynbsTraM sBIsieTcss MHTUOUTOPOM KapOoaHTUIpashl,
HEKOTOPBIX U3 TUIIOB NaHHOro depMeHTa. B HacTosIee
BpeMsI OIMCaHO YK€ He MeHee 15 TMIOB KapOoaHTuaApasbl.
B yactHOCTH, TIpeamnonaraeTcs, YTo CyJIbTUaM OJIOKUPYET
LIMTO30JIbHYIO KapOboaHTuapa3y 2-ro u 7-ro tuna [49], uro
yBennuuBaeT KoHueHTpauuio CO, U IPUBOIMT K BHYTPH-
KJIETOYHOMY MOHMKeHUIo pH (moakucaeHuIo cpelpbl), 3TO
YMeHbIIIaeT BHYTPEHHUE MOHHBIC ITOTOKHU, CBSI3aHHBIE
¢ KajpLueBbIMU petenTopamMmu NMDA, 1, Kak pe3y/brar,
MPUBOAMT K CHKCHUIO BHYTPEHHEN BO30YIMMOCTH Hell-
POHOB U ITPOTUBONPUCTYITHOMY AeiicTBrI0. Kpome Toro,
OBLIO IMOKAa3aHO MHTUOMPYIOIee AeCTBUE CyJbTHaMa Ha
HaTpUEeBbIe KaHAJIbI, a TAKXKE €0 BIMSHKE Ha 3aMeUICHIE
BBICBOOOXKAEHMS rimyTamata [37].

Moka3aHuA K npUMeHeHuto

K ob6yacTsM mpuMeHeHMs CyJbThaMa, COrIacHo TaH-
HbiM P.N. Patsalos u E.K. St Louis (2018), oTHOCAT BO3-
pacT3aBUCUMBbIC SITMJICTICUU IETCKOTO BO3pacTa 1 SITUJICTI-

TUYECKUE SHIIe(aIonaTii, 0COOCHHO COIPOBOXKIAIOIINECS
HEIPEePBIBHOM CITaliK-BOJITHOBOI aKTMBHOCTBIO Ha 3JIEKTPO-
sHuedanorpamme (D3I Bo BpeMsI cHa (Haripumep, CUHAPOM
riceBno-JIeHHOK A, 3JIEKTPUIECKUIA SMICIITUYECKUIA CTaTyC
MeUIEHHOBOJIHOBOTO cHa (electrical status epilepticus during
sleep, ESES), cunnpom Jlangay—Knedpopnepa (CJIK)); do-
KaJIbHBIE TIPUCTYITbI C BTOPUYHOM Ir'eHepaiu3anyeii nim 6e3
Hee; MUOKJIOHMYECKE TIPUCTYIIBI; TeHepaI30BaHHbIC TO-
HMKO-KJIOHMYECKHE ITPUCTYIIbl; MHGhAHTUIbHbBIE SIS -
THYECKHUE CIla3Mbl (CMHIpoM BecTa); moBemeHYeCcKHe
paccTpoiCTBa, CBSI3aHHBIE C AMUJICTICUEIT; TUTIEPKUHETH -
yeckoe noseaeHue [47].

B Poccum mokazaHus K CyJIbTHAMy COIEPKaT CIIEIy-
IOIIME TUAarHO3bl: (DOKAIbHBIC SIMMJICITUYCCKIE TTPUCTYITHI
C BTOPUYHOM TeHepaiM3alMeil mim 0e3 Hee; Bo3pacT3a-
BUCHMBIC SIUJIEIICUU JETCKOTO BO3pacTa; SIUJIEIICUU
C MUOKJIOHMYECKMMU MPUCTYITaMu. TakKe OTIEIbHO BbI-
HECEHBI CJIeAYIONIe TOKa3aHWsT: KOPPEKIIMS ITOBeIeHIeC-
KUX PacCTPOMCTB MPY SMWICTICUU M KOPPEKIIMSI TUTIEPKU-
HETUYECKOTO ITOBEICHUSI.

I[IporuBomoKazaHust K NMPUMEHEHUIO, YKa3aHHbIE
B MHCTPYKILIMH 110 MIPUMEHEHMIO CYJIBTHaMa, BKIIIOYAIOT
TMIICPYYBCTBUTEIBHOCTD K CYJIETUAMY, APYTUM CYJIb(aHu-
JIaMHUIaM WIM JIIOOOMY M3 BCIIOMOTaTeIbHBIX BEILECTB,
TMIIEPTUPEO03, apTepUaIbHYIO TMIIEPTEH3UIO, OCTPYIO ITOp-
upuio. Takke K yKazaHHBIM B POCCUIMCKON MHCTPYKIIUKA
MPOTUBONOKA3aHMSAM OTHOCUTCSI BO3pacT 10 3 JieT (it
JIaHHOI JIeKapCTBEHHOM (hOpMbI). DTO IIpUMEUYaHUe CBSI-
3aHO ¢ TeM, 4TO B [epMaHUM 3apervcTprpoBaHa CyCIICH3Hs
JUISL ieTeld 6e3 orpaHMYEHUI 110 BO3PacCTy, C peKOMeHIa-
LIASIMU TTI0 TO3UPOBAHUIO 110 Macce Tesla pebeHKa, HaunHast
oT 12 xXr u 6oree.

dapMaKOKMHETUKA U peKoMeHAaumum

no A03UPOBAHUIO

IMepuon nonyseisenenus (T, /2) 2—16 4, yKa3bIBacMBbIii
B MH(OpMAILIMU MPOU3BOIUTENSI, MOT OBITh PE3YIbTaTOM
TPYIHOCTEH ¢ OlpeaeeHeM HU3KUX KOHIIEHTpaluii Co-
JIel ¢ TIOMOIIbI0 aHATUTUIECKUX METOIAOB, TOCTYIHBIX
B nipouioM. [lepron mosryBbIBeICHUS CyJIBTHaMa B II1a3-
M€, U OCOOEHHO B LIeJIbHOI KPOBU, 11O pe3yJIbTaTaM peru-
CTPAIIMOHHOTO MCCIICIOBAaHMS U TaHHBIM IPYTUX ITyOJIu-
KallWii, oKa3ajcst 00JIbllIe, YeM COODIIAI0Ch paHee.

W3MeHeHue cpenHeil KOHIIEHTPAllMK CYJIbTHaMa B Te-
YyeHMe 72 4 IOoCJIe ero mpreMa IMpUBeICHO Ha PUCYHKE.

VY nereit HauanbHAasI 103a COCTABJISIET 3—5 MI/KI Macchl
TeJa B ICHb B PaBHBIX Pa3leICHHBIX 103aX, Jajee OITH-
MasibHast 103a — 10—15 Mr/Kr B ieHb, pa3aeeHHas B paBHbIX
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H3zmenenue cpedneii KOHYeHmMpayuy cyabmuama é meyenue 72 4 nocie npuema npenapama (peeucmpayuontoe docve no npenapamy Tanonca®; K. Dao

u coasm. (2020))

Changes in the mean level of sulthiame within 72 h after its intake (registration dossier for Talopsa®; K. Dao et al. (2020))

JI03aX Ha HECKOJbKO TMpueMoB (Tabi. 1). B knuHudeckoit
MPaKTUKE POCCUUCKUX NETCKUX SMWJICITOJIOTOB Mpernapar
PEIKO Ha3HAYaeTCs B 103ax, MpeBbIatonmx 10 Mr/Kr/cyr.
'V B3pocibix HavaibHast 103a coctapisiet 100 Mr 2 pasa B IeHb
i 50 mr 3 pasa B IeHb, Jajiee pekomeHmyemas 1o3a — 200 mr
3 pa3a B ieHb.

[Ipemnapat npMHUMAIOT BO BPEMsI UJIH ITOCIIE ebl. Jle-
YeHUe CIIeAyeT HaYMHATh C HU3KOM T03bI, KOTOPYIO ITOCTe-
TEHHO YBEJIMYMBAIOT JI0 TeX ITOP, ITOKA KIMHUYECKUI OT-
BET HE CTaHET YAOBJIECTBOPUTEIbHBIM. [lepron TuTpanumn
MOXET IOCTUTaThb 4 HEe/l.

CynbTraM IKUPOKO TTpuMeHseTcsa B lepmanuu u Jla-
HUU, U TIPAaKTHYECKUE PEKOMEHIAIIMN B OTHOILIEHUH Ipa-
HUII €T0 TepalleBTUYCCKON KOHIIEHTPAIlMU HECKOJIbKO
pa3IMJaroTCs B KPYITHBIX SITMJIETITOJIOTMYSCKMX LIEHTpaXx:
Bethel — 7—28 Mmmonnb/1 (2—8 mr/m); Kork — 3,5—10,5 Mmorib/n
(1-3 mr/n) u 17,5-35 mmonb/a (5—10 mr/n) B 3aBUCHU-

MOCTH OT (popMblI anuienicuu; Dianalund — 5—35 mmonb/n
(2—10 mr/m) [52]. ABTOpBI CTaThU, OTPAXKAIOILEH IPaKTUIeC-
Kue pekoMeHaauuy HeMelkoro HalimoHaJIbHOTO PYKO-
BOJICTBA IO 3MUJIENICUM [52], mpeanaraioT B3sITh 3a pede-
PEHTHBIE 3HAYE€HUST TPAHUIIBI KOHIIEHTPAIMU CyJIbTHaMa
5—35 MMoib/a1 (2—10 Mr/), BKIItoYarolue CrekTp, mpe-
JIOXKEHHBIA B pa3HBIX SITMJIETITOJIOTMYECKUX [ICHTPaX.

TepaneBTuyeckuit apHeKT JOJKEH MPOSIBUTHCS B TE-
yeHue 2 Hel. [1pu oTcyTCcTBUM KIMHUYECKOTro 3(pdekTa
yepes 6—8 Hel ClieoyeT pellinTh BOIIPOC 00 YBEIMUCHUU
JI03bI UJI OTMEeHe Tipenaparta [47].

JleKkapcTBeHHble B3aMMOAENCTBUA

CynbsTiaM MOXET BBI3BAaTh MOBBIIICHUE KOHIIEHTpA-
U (peHuTOMHA (3HAUMMO), (peHoOapOUTaa, TaMOTPU/I -
JKMHA (B OTHENbHBIX ciydasix). Caemyer yaiie KOHTPOJIH-
POBaTh YPOBEHb YKa3aHHBIX IPEIIAPaTOB B KPOBH, OCOOEHHO

Taommua 1. Pexomendyemas 0o3a u mepanegmuHeckas KOHUEHmMpayus cyasmuama y demeti no dannsim Hemeuykoeo HayuonansHoeo pykoeoocmea no snuaencuu

[52,57]

Table 1. Recommended dose and therapeutic concentration of sulthiame in children according to German National Guidelines on Epilepsy

Dose in children, mg/kg
body weight

Time to constant plasma levels,
days

Therapeutic level in plasma

1-3 mr/n, wim 3,5—10,5 MKMOJIb/JT

(cokasbHast SMUIIETICUS C IIEHTPATLHO-TEMIIOPATBHBIMY CTIATKaMM);

2-3

5—10 mr/a, wnm 17,5—35,0 MkMoJb/J1 (Ipyrue (poKaabHbIe STUAISTICUM )

1-3 mg/I1, or 3.5—10.5 mmol/L (focal epilepsy with central temporal spikes);

5—10 mg/1, or 17.5—35.0 mmol/L (other focal epilepsies)
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B HavaJjie Tepalliu, 1 KOppeKTUpoBaTh 103y. KapbamazernuH
MOXET CHMUXKATh KOHIICHTPAIMIO CYJIbTHaMa, Kak M psiaa
JIPyTYX IpernapatoB. OMHOBPEMEHHOE IIPUMEHEHUE CYJIBTH -
amMa 1 IpyruxX MTHIMOUMTOPOB KapOOaHTUApa3bl (HaIIpuMep,
ToIMpamarta, aleTa3ojlaMuaa) MOXET YBEJIUIUTh PUCK
pPa3BUTHUST HEXeJIaTeIbHBIX 3(P(HEKTOB, CBSI3aHHBIX C MH-
ruoupoBaHueM KapOoaHTruapasbl. DTaHOA (3TUIOBBII
CIIUPT) NTPOTHBOIOKA3aH BO BpeMsl IpUeMa CYJIbTUaMa.
ITockoNbKY Cy/BTHAM SIBJISIETCS IPOM3BOIHBIM CYJIb(O-
HaMua, OH TEOPETUICCKM MOXKET OKa3hIBaThb TaKOM Xe
addekT, Kak U gucyabdupam (mpemnapar Ijs JedeHUs
aJIKOTOJIbHOM 3aBUCUMOCTH). OTHOBPEMEHHOE ITPUMEHE-
HUE CyJIbTHaMa ¥ IIPUMUI0HA MOXET IIPUBECTH K CEPhE3-
HBIM TTOOOYHBIM 3 heKTaM, OCOOEHHO Y AeTel, BKIIOYast
TOJIOBOKPYXXECHUE, HEYCTOMYMBYIO TIOXOAKY, COHJIMBOCTh
U TICUXOTUYECKHE PEaKIINN.

3 heKTUBHOCTb CYIbTUAMA B JIeYEHUU

pasnuyHbix popm anunencum

Cy/I5THaM B JIe4eHHH BO3PACT3aBUCHMBIX (DOKAJIBHbIX 31U~
Jencuii nercrea (B3®D/I). Bo3pacrsaBucumas snmimiencus
¢ IIeHTpaIbHO-TeMmopabibivi cnaiikavu (B3D-1ITC). [Tocne
ONMCaHMs BEICOKOTO 3(pheKTa CyJsTiaMa py pojlaHImge-
ckoii anwtenicuu B 1988 1. HeMenikum HeBposiorom H. Doose
[22] B manbHei1IeM ObLIO OMyOJIMKOBAHO MHOXKECTBO padoT,
ITOKAa3bIBAIOIIMX BHICOKUI 3(PGHEKT M XOPOIIYIO TIEPEHOCH -
MOCTb CYJIETUaMa B 3TOI KaTeropuu MalieHTOB.

Eltie B paHHUX MCCIIEIOBaHUSIX ObLIO IIOKA3aHO CIEIIM-
(hnaeckoe 3HaUMMOE BIIMSIHUE CyIBTHaMa KakK Ha SITHJIETT -
TrYeckre mpucTynbl npu B3MB/I, Tak v Ha SMWISHTH-
(hbopMHY1I0 aKTUBHOCTb, TT0 MOP(OJIOTMH COOTBETCTBYIOIIIYIO
JIOOPOKAYECTBEHHBIM 3MMWJICNTU(MOPMHBIM IaTTePHAM
nerctBa (JIDI1/1) Ha DI, OtnenbHbIe Uccaea0BaHUS ObLTA
TOCBSILEHBI HEMOCPEICTBEHHO BIMSIHUIO CyJIBTMaMa Ha 3J1eK-
TposHuUedanorpadudeckue HapywmeHus npu B3D-LTC.
Hanpumep, B uccnenoBanuu T. Bast u coaBr. (2003) n3yvanoch
BJIMSIHUE CyJIBTHaMa B MOHOTEpaIuu (110 CpaBHEHUIO C TIa-
11€00) Ha MHAEKC 3MUIeNTU(HOPMHON aKTUBHOCTU Y AeTeit
¢ B39-LTC u ABI11 Ha D3I B 6-Mecs4HOM IBOITHOM Clle-
TTOM MCCJIENOBaHNA y4acTBoBayIo 66 meteit (ot 3 mo 11 Jer),
KOTOpbIE ObUIM paHIOMU3HMPOBAHBI LIS TIpUeMa CyJIbTHaMa
(n = 31) nmu mnaue6o (n = 35). B Lie710M npoBeneH aHau3
179 3amuceit D3I co cHOM, KOTOpbIe ObUTM CHEJIaHbI A0 Ha-
yajia JJedeHus, uepe3 4 Hejl, 3 1 6 Mec IocJIe Havyajla JJeYeHUsI.
HopMmanuzamusa 931 otMeveHa y 21 mauueHTa B IpyIire
cynsTnama (B 12 cayvasix u3 21 oHa Oblj1a TPAaH3UTOPHOM )
M1y 5 TallMeHTOB, MOJyYaBIIKX I1aueoo (v 4 U3 5 oHa HoCH-
Jla TPAaH3UTOPHBINA XapakTep). ¥ MalKreHTOB, MOJyJaBIIUX
CyJIbTMaM, OTMEYaIoCh 3HaUMMoe yaydieHue DOI mpu no-
CJIeAyIOIIMX HaOMOASHUSIX B IMHAMUKE, B OTJIMYKME OT IPyI-
TTbI I1a1e00. ABTOPBI CIIEJIaIM BEIBOI 00 OYEHb BHIPAXKCHHOM
addexTe cyabTMaMa Ha 3JIeKTposHIedanorpadpuueckme
Hapymenus npu B3D-1TC: 6omee yem y 50 % manmeHTOB
MIpY TIpYieMe CyJIBTUaMa JOCTUTHYTa HopMau3arust DT,

1

B OOJIBIIMHCTBE OCTAJIBHBIX CTy4aeB TAKXKe OTMEUEHO BhI-
paxeHHoe yaydiieHue [10].

B. Ben-Zeev u coant. (2004) ony0JIMKOBaJIN Pe3yab-
TaThl MHOT'OLICHTPOBOTO PETPOCIICKTUBHOIO UCCJICIOBAHMS
¢ yJyacTveM 125 nmaiyeHToB, MoTyJYaBIIvX CYJIbTMaM B MOHO-
u nosutepanuu. [1py mpreMe cysibTaMa peMuccys Oblia
npocturHyTa 'y 29 u3 39 nmanuenroB ¢ B3®3B/1, a monHas
Hopmanuzauus DI Ha poHe Tpuema cyabThama 3aperu-
crpupoBaHa y 13 u3 20 manuenToB ¢ B3MD/], KoTophIM
MPOBOJAUJIOCH UCCIeAOoBaHME B AuHamuke [11].

B paHnOMU3MPOBAaHHOM JBOMHOM CJIETIOM UCCIEI0-
Banuu D. Rating u coast. (2000) yyacTBoBanm 66 geteit
ot 3 10 11 J1etT, paHAOMM3UPOBAHHBIX [Tl IPYUEMa CYJTBTH -
amMa (5 Mr/Kr/cyT) Wi 1iaiebo; y Bcex IMaiueHTOB ObLIO
3aperuCTpUPOBAHO He MeHee 2 MPUCTYIIOB 3a MPEAIIeCcT-
BOBaBIINI MCCICIOBAHUIO 6-MeCSIYHBI MHTEPBAJI, YTO
CBUIETEILCTBYET O BBICOKOM PMCKE TTIOBTOPEHUS ITPUCTY-
1oB. [1pogoJKUTENIPHOCTh TEpallMi COCTaBUjIa 6 Mec.
HenepeHocuMbiXx MOO0OUYHBIX 3¢ (HEKTOB, MPUBOISIINX
K OTMEHE Tepallii, 3aperMcTpUPOBaHo He o610, Y 25 (81 %)
n3 31 manyeHTa B rpymme cyjasriaMa 1 Tonbko y 10 (29 %)
13 35 MalKMeHTOB B IPYIIE TUIale0o0 MPUCTYIIbI 33 IIEPHUO
HCCIIeI0BaHUS OTCYTCTBOBAIM. B To Bpemst Kak 10 Havyasia
HCCIIeAOBaHMS Y BCeX MalieHToB Ha DI BBISABISIIACH
snmuwienTudhopMHast aKTUBHOCTb, Ha (DOHE IpHUeMa CyJIb-
TMaMa y 11 mauueHToB oTMedanach HopMaiuzauus DI
6oapcTBoBaHuUs U 'y 10 malMeHTOB — TakKe ¥ HOpMaJu-
3auus DI cHa.

B uccnenoBanuu M. Tacke u coaBt. (2018) ¢ yuactuem
43 nereii ¢ B3D-1TC Tepanus cyasTaMoOM U JieBeTUpa-
1IeTaMOM TIPUBOJIMJIA K 3HAYUTEIbHOMY CHVKEHUIO MH-
nekca anuiaenTugopMHoi aktuBHocty (JADI1/1) na 33T
0e3 CYIIECTBEHHBIX pa3INUMii MeXKIy TrpynmaMu [61].

MexayHapoaHble peKOMEHIAMH N0 NPUMEHEHHIO CYJIb-
THama B JedeHnu B3®D]I, npuBeieHHbIE B PYKOBOJICTBAX,
crucTeMaTHYeCKHX 0030pax M MeTaaHaim3ax. B Hemerikom
HAaILIMOHAJILHOM PYKOBOJICTBE IO SIWJICIICUM YKa3aHO, YTO
CyJIbTHAaM — TIpernapar MepBOi JIMHUM Tepalvuu y AeTeil
¢ B3D-1ITC [52]. CornacHo pekomeHmanusiM Hemelkoit
MPOTUBOSMMICIITUICCKOM JIUTH, CYIBETUAM PEKOMEHIYeT-
csl B KauecTBe mepBoit MoHoTepanuu npu B3D-LTC
B o3e 5—10 mr/kr/cyT B 2 mpuema. OTMedaeTcst BbICOKasI
n3buparenbHas 3QOEKTUBHOCTh TaHHOTO IMperapara
B otHomeHuu ADT1 (pomaHauueCKUX CAKOB).

ITo naHHBIM [€pMaHCKOTO SMUIETITOJIOTUIECKOTO CO-
obmectna (2020), cynbTaM — Mpenapar IepBoii JUMHUU
Tepanuy MpU POJIAHINYECKOM M aTUITUYHON MIHUOIIATH-
yecKoit (hoKanbHOM anuierncuu aercrna [57] (tada. 2).

L. Gerstl u coaBt. (2021) onmyOaukoBanu pe3yabTaThbl
HEMELIKOTO CUCTEMAaTUYeCKOT0 aHaIN3a UCCIEIOBaHUIA 10
IOKa3aTeIio «4acToTa JOCTXKECHUS peMuccumn» (addek-
TUBHOCTbH Tepanuu) y nauueHToB ¢ B3D-1[TC. B 0630p
BKJIIOYEHO 19 ucciienoBaHuii, B TOM YKCIe 6 paHIOMU3H-
pOBaHHBIX KOHTpoJupyeMbiX ucciegoBanuii (PKH)
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Tabmua 2. Tepanesmuueckue pekomeHoayuu npu poaaHoUHecKoll U amunu4yHol Uouonamu4eckoil ookanbHol snusencuu demcmea [57]
Table 2. Therapeutic guidelines for rolandic and atypical idiopathic focal epilepsy of childhood [57]

L G First-line therapy

Ponananyeckas snuiiencust
(M CXOX1€ CUHIIPOMBI)
Rolandic epilepsy (and similar
syndromes)

CynsTuaM, oKcKapOa-
3enuH*
Sulthiame, oxcarbazepine*

ATUTIMYHBIE BADUAHTHI
WIMOTIaTUYECKOM (hOKaTbHOM
SIIWJIETICAM IETCTBA

Atypical variants of idiopathic focal
childhood epilepsy

Cynbsrram, Kjob6a3am
Sulthiame, clobazam

BpuBapanieram, acnmkap6asenuy®,
JieBeTUpalleTaM, repamMIiaHes1, BaibIpoaT
Brivaracetam, eslicarbazepine*, levetiracetam,

Corticosteroids, eslicarbazepine®, ethosuximide,
lacosamide, levetiracetam, valproate, topiramate

Second-line therapy

Third-line therapy

Kio6a3zam, Tonupamar,
30HUCAMMU]I,
KETOT€HHas fuera
Clobazam, topiramate,

192 g, Vel e zonisamide, ketogenic diet

[TI0KOKOPTUKOCTEPOUIHBIE TOPMOHEI,
3CJIMKapOa3enuH*, 3STOCYKCUMU/,
JIaKOCaMM]I, JIeBEeTUpaIleTaM, BaIbIIpOar,

3oHUCaMU/,
KETOTeHHAs JueTa

TOIIMpamar R L
p Zonisamide, ketogenic diet

* Poccuiickue snuaenmonoeu uzbe2aom Ha3Ha4eHus 0xcxap6a3enuna u 3cnuxap6a3enuna npu 603pacmsaeucumboblx ¢0Ka./leblx
anurencusx 0emcmea uz-3a PUCKa pazeumus aeepasayil npucmynoe u 3nuﬂenmu(j)opMHb1x U3MEeHeHUll Ha 3ﬂ€Kmp03Hl4€¢d/l02deM€

(K. 1O. Myxun u coasm., 2023).

*Russian epileptologists avoid oxcarbazepine and eslicarbazepine in age-dependent focal epilepsy of childhood due to the risk of seizure aggravation
and epileptiform changes in the electroencephalogram (K. Yu. Mukhin et al., 2023).
|

¢ yyactveM 308 raluueHTOoB, TTOyYaBIIMX CyJIsTHaM (1 = 52),
Tonupamar (n = 45), neBeTupaueram (n = 43), okckapoasenuH
(n = 31), kapbamaseruH (n = 68), ki1ob6asam (n = 18); 35 na-
LIMEHTOB TOJIydYaiu 1uiaie6o, 16 MalMeHTOB He MOIyvain
neyeHus. TepareBTudeckuii 3¢hGeKT ObLT JOCTOBEPHO BhILLIE
y IETei, TTOJTyYaBIIIMX CYJIBTHAM, JICBETUpalleTaM 1 Kito0a3aMm,
I10 CPaBHEHMIO C TEMU MallMEHTaMM JIETCKOTO BO3pacTa, KO-
TOpBIE MOJTyYaIn KapOaMas3erH, OKCKapOa3emH WX TOIH-
pamar. 1o pe3yisratam 0630pa ObLI cie/IaH BBIBOIL O TOM, YTO
CyJIBTHAM, a TaKKe JIEBETUpALeTaM 1 Ki1o0a3aM OTHOCSITCSI
K Mpernaparam MepBoi TMHUY Tepanuu [25].

ITo pe3yabraTam AaTCKOro CUCTEMaTUYECKOIO aHaIM-
3a UCCIICIOBAHUIA, TIPOBENCHHBIX 110 CIICIYIOIIMM KPUTEPHSIM:
CHIDKEHUE YaCTOTHI IPYCTYIIOB, IPEIOTBPAICHIE PA3BUTHS
ATUIMMYHBIX (DOPM MJIM YMEHBILIEHUE PYCKA KOTHUTUBHBIX
HapyieHuii y aeteii ¢ B3D-LTC, k pekoMeHnoBaHHbIM ADI T
OTHOCSITCS JIEBeTUpalieTaM U CyJisThaM [39].

ITo nanHbIM KoKpeitHOBCKOro MeTaaHaIn3a, OIy0.Iu-
koBaHHOTO B 2014 1., ipu B3D-LTC cynbruaM ObLI equH-
cTBeHHBIM ADII ¢ mokaszaTelibHBIM YPOBHEM HE HUXKeE
CpEIHET0; B IPYTMX UCCIIEIOBAHUSX, CDABHUBAIOIINX Kap-
Oama3zenuH ¢ KJIobazaMoM, JieBeTupaleTaM ¢ OKcKapba-
3eIIMHOM U TOIMpamaT ¢ KapbaMa3elmMHOM, 10Ka3aTe/Ib-
HBII YpOBEHB ObIJT HU3KWUM WA OYeHb HU3KNUM [62].

P. Milburn-McNulty u coaBt. (2021) npencraBuiu
JIOTIOJTHEHHYIO BEpCHIO0 OpUTHHAIbHOTO KoKpeitHOBCKOro
o0630pa, onybaukoBaHHoro B 2014 . AHanu3upoBajach
3¢ dHEeKTUBHOCTD CyJIbTHaMa B MOHOTEPAIUU ITPU JIIOOBIX
¢dopmax sMuIeriCuy Mo CPaBHEHUIO C TIale00 WK TI00bIM
npyrum ADII. B aHanu3 ObLI0 BKITIOUEHO 4 UCCeI0BaHUS
C yyacTueM B o0l1elt coxXHOoCTH 355 maluueHToB: B 3 UC-

caenoBaHMsIX (n = 209) yyacTBOBaIM MALIMEHTHI C TUATHO-
3o0M B3D-1TC, u B 1 ucciegoBannu (n = 146) — nariMeHTHI
C TeHepaJIM30BaHHBIMUA TOHMKO-KJIOHMYECKUMM TPYICTYIIA-
Mu. CyJibTaM B MOHOTEpAITMU CPaBHUBAJICS C I1I1a1e00 U ¢
JIeBeTHpaLIeTAMOM B McclienoBaHusIX natreHToB ¢ B3D-LTC,
a B UCCJICNOBaHWH TTAlIUEHTOB C TeHepaIu30BaHHBIMU TO-
HMKO-KJIOHMYECKUMMU ITPUCTYIIAMM CYJIBTUAM CpaBHMBAJI-
¢ ¢ peruTonHoM. [TokazaTesb BeIX0a U3 MCCICIOBAHUS
B CBSI3U C PELIMAMBOM WU MMOOOYHBIMU 3(PppeKkTamMu ObLT
BBIIIIE ITPU TePAITMU JIEBETUPALIETAMOM, YeM TIPU IIpUEeMe
cynbTiaMa (oTHocuTeIbHbIN prck (OP) 0,32; 95 % nose-
putenbHbiit uHTepBan (JIM) 0,10—1,03; 1 uccaenoBaHue,
43 nauueHTa). B oTHomeHY N0OOYHBIX 3(P(HEKTOB (heHU-
TOWH 3HAYUTEJIBHO Yallle, YeM CYJIBTaM, BBI3bIBAJI THIIED-
Iia3uio geceH [38].

B Hacrosiiiee Bpemsl, corracHo pekoMeHaamsamM Hemerr-
KO MPOTUBOSIMWIEITUIECKOM JIUTH, TIPEapaToM IepPBOTo
BbIOOpa B ieyeHur B3D-1ITC (ponaHanyeckoii anmierncum)
SIBJISIETCS CYJITMAM B MOHOTepanuu B 103e 5—10 Mr/Kr/cyT
B 2 ipuema. CyJibIiaM IpUMEHSIETCs Kak IperapaT IepBoro
BbIOOpa B MOHOTepanu B [epMaHMK U B PSIZIE APYTUX CTPaH.
OtmeuaeTcst BeIcoKasi u3dupaTesibHast 3(D(heKTUBHOCTD JaH-
Horo npemnapata B oTHomeHuu JADI1/1. MoHoTepamnus rpu-
MEHSIETCS B JICYEHUU 3TOM (hOPMBI STTMIIETICUM B OOJIBIITNH-
CTBE CJIy4aeB. B penKux «yMOpHBIX» CIyYasx BO3ZMOXHO
MpUMEHEHNe KOMOMHAIIMY 2 TIpenapaToB, 1 KOMOMHAIIUS
Basibrpoara B 103¢ 20—30 Mr/Kr/CcyT ¢ CyJbTUaMOM SIBJISI-
€TCs OTHUM M3 HanboJIee paclpoCTpaHEHHbBIX BApPUAHTOB
(K.}FO. MyxuH u coaBr., 2023).

JleTcKas 3aTbLIOYHAS SNMUJIENICHSA CO 3PUTEIbHBIMU NPH-
crynamu. [Tpu s10i1 hopme Bo3pacTzaBUCUMON (HDOKATBLHOMN
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SMWIETICUM ETCTBA BO3MOXHO IIPUMEHEHME CyJbTHaMa
B MOHOTepanuu B 103¢ 5—10 MI/KT/CyT; B pEOKUX «YIIOp-
HBIX» CJIydasiX TAKXKe BO3MOXHa KOMOMHAIIMS BaJIbITpoaTa
¢ cyastnamoM (K. }O. MyxuH u coaBr., 2023).

[Tpu nanonaTHyecKoii (POKAIbHOI IMUJIENICHH C TICEBI0-
reHepajIM30BAHHBIMH MPUCTYNAMH CYJIBETHAM MOKET OBbITh 3¢h-
dexTuBeH B 103¢ 5—8—10 Mr/Kr/CyT 1 MOXET TPUMEHSIThCS
B KoMOuHauuu ¢ BajbnpoatoMm (K.FO. MyxuH u coaBr.,
2023).

Cungpom nceno-Jlennokca. CyabThaM OTHOCUTCS
K IIpernaparam ¢ 10Ka3aHHO! 3(h(PeKTUBHOCTBIO ITPY CHH-
nmpome niceBno-JIlenHokca [7, 26, 58]. JleueHne HauMHAET-
¢ C IPOM3BOIHBIX BAJIBIIPOEBOI KHUCJIOTHI B CPEIHEH 10-
3¢ 30—50 mr/kr/cyt. OnHako B OOJILIIMHCTBE ClydyaeB
TIPUXOOUTCS MEPEXOAUTS K IToUTepanuu. 1 KoMOrmHaIyst
BaJIbIIPOATa C CYJbTUaMOM (OKOJIO 5 MI'/KT/CyT) SBJsSEeTCS
OIHOM M3 ONTUMAJbHBIX B JICYEHUU CUHIPOMA IICEBIO-
Jlennokca (K.FO. MyxuH u coaBr., 2023).

DoKabHAS SNMUIENCHS TETCTBA CO CTPYKTYPHBIMH H3-
MeHenusvu B mo3re u JIIDIIJI na DBI npeacrasisier codoit
0oco0yI0 (opMy BIUIIENICUU, TTOAPOOHO OIMMCAHHYIO
K.}O. MyxunbiM u coaBt. (2010). Peub uaeT o nmaluueHTax,
MEePEeHECIINX TePUHATAIbHOE MOPaXeHNE TOJIOBHOTO MO3-
ra 1 UMEIOIIMX TSDKEJIble HEBPOJIOTMYECKHE HapYIICHUS
(B OOMBILIMHCTBE CBOEM — AETCKUIA LiepeOpalIbHbIN Mapainy,
HEPEIKO — YMCTBEHHYIO OTCTaJIOCTh), OOYCIOBJIEHHBIC
CTPYKTYPHBIMU M3MEHEHUSIMU B O€JIOM BEILIECTBE T'OJIOB-
HOTO MO3ra. DTO KaTeropus TSDKENIbIX OOJIbHBIX, OJHAKO
SMWIETICHS, pa3BUBAIOILASICS Y JAHHBIX MAIlMEHTOB, UMEET
YepThl BO3PAaCT3aBUCUMON ¢ 00sI3aTeIbHBIM HaJUYUEeM
JADIT1 Ha DBI. Tlpuctynbl KymUpYyIOTCS, a SMUJIETITU-
(opMHast aKTUBHOCTb OJIOKMPYETCsI ITPY HACTYILICHUM ITy-
GepraTHOro Tepyoa. JJaHHbIM CUHIPOM ITPOSIBIISICTCS JIe-
OIOTOM BITWJIETICUM B MJIaIEHIECKOM MJIA AETCKOM BO3pacTe;
HaJIM4MEeM ITPUCTYITOB, XapaKTePHBIX IST BO3PACT3aBUCHMBIX
(oKaTbHBIX SIUJIETICUIA (POTaHANYECKON, 3aThLIOYHO);
obnuratHeIM HanumuveM DI Ha DI, cTpyKTypHBIMU
M3MEHEHMSIMU ITPEUMYIIECTBEHHO B GEJIOM BEIIIECTBE TOJIOB-
HOro Mo3ra (Kak JIOKaJIbHbIMU, TaK U IUMEGY3HBIMU), BO3-
HMKIIIMMU B aHTEHATAaJIbHOM WJIY TIepUHATAIEHOM ITIEPUOIE;
OJIaroIPUSITHBIM IIPOTHO30M I10 SIWJISTICUM ¢ KYTTMPOBaHU-
€M MPUCTYITOB B TTOIABJISIONIEM OOJIBIIIMHCTBE CTydaeB, HO
C BO3MOXHBIM HaJIMYMEM TTEPMaHEHTHBIX TSKEJIbIX TBUTA-
TeJIbHBIX (IeTCKUI LiepeOpanbHbIil Mapaany) U/ Wi KOTHU-
TUBHBIX (MHTEJUIEKTYaJIbHAsI HEIOCTATOYHOCTD) HAPYLLICHUIA
(K.}O. MyxuH u coasr., 2023).

CynbTHaM UMeET BBICOKYIO N30upaTtesibHy10 3¢ dheK-
TUBHOCTbG B oTHoweHuH ADI1/1 Ha DBI. OnHako, HeCMO-
TPS HAa TO YTO NP JaHHOM (hopMe SMUICTICUU SITUICTITH-
¢opMHasE aKTUBHOCThL MMeeT Mopdoiaoruio HADII,
MOHOTEPAMNMsI CYJIETUAMOM TIpY (POKATbHOM SITUJICTICUM
JIETCTBA CO CTPYKTYPHBIMU M3MeHeHUsIMU B Mo3re 1 JADT1/]
Ha D3I peako ObIBaeT 1o0CcTaTOUHOM. B OOIBIIMHCTBE CITy-
yae B JICUCHUU 3TOK (pOpMBI SIUICTICUM TTPUMEHSIETCS
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KOMOMHMpOBaHHas Tepanus. BeicokoadheKTuBHA KOM-
OMHaLMS BajlbIIpoara ¢ CyJIbTUaMOM B 03¢ S—10 Mr/Kr/cyT
B 2 mpuema (K.}FO. MyxuH u coaBr., 2023).

[Ipu snmnenTrYecKux MPUCTyIax ¢ (hOKaJIbHBIM Ha-
YyajioM I10 TUIY POJAHIMYECKMX 1 3aThUIOYHBIX, a TAKXKe
Mpu OUJIaTepaIbHBIX TOHUKO-KJIOHUYECKUX MPUCTYITax
cTapToBas Tepallysl OCYIIECTBIISIETCS C TIperapaToB Baslb-
npoeBoit KUcaoTh B 03¢ 20—40 mr/kr/cyT. [1pn HemocTa-
TOYHOI 3(PEKTUBHOCTU BO3MOXKHA KOMOMHUPOBaHHAS
Tepanus, B TOM YMCJIe KOMOMHALIMS BaJIbIIpOaTa C CYJib-
THAMOM B J103€ OKOJIO 5 MI'/KT/CYT.

[pu HamuMy y 60JIbHBIX (DOKATLHOM SITHJIETICUEH AeT-
CTBa CO CTPYKTYPHBIMU M3MEHEHUsIMU B Mo3re u JADT1]]
Ha D3I niceBaOreHepaM30BaHHBIX MPUCTYMOB (AKTUBHbBIMN
Y HETaTUBHBIM MUOKJIOHYC, aTMITMYHbIC aOCAHCHI) JIeYeHUE
OCYIIIECTBIISICTCS MpeTiapaTaMU BaJIbIIPOSBOI KUCJIOTHI B 03¢
20—40 mr/xr/cyt. ITpr HepocTaTouHOM 3(h(HEKTUBHOCTU BO3-
MOXXHO IIpYMEHEHUE Cy/IbTama B 103¢ 5—7 MI/KT/CyT U/
3TOCYKCMMMUIA B 103¢ 0KoJio 30 MI/Kr/cyT B KOMOMHAIIUU
¢ sanbnpoatamu (K.FO. MyxuH u coabr., 2023).

D deKTUBHOCTD CYIbTHAMA B JieueHHH APYrux ¢opm
(hokabHOIT 3MMIENCHE (B TOM YKCJIe He OTHOCSLIMXCA K BO3-
pacrt3aBucuMbiM). [10 pe3yisTaTaM MHOTOILIGHTPOBOTO PETPO-
CIIEKTMBHOTO MCCJICIOBAHUS C ydyacTHeM 125 malueHTOB
C pa3MMYHBIMK (hOpMAMU SIIIETICUH, TTOTYYaBILX CYJIBTHAM
B MOHO- U Ttoniutepanuu [11], npu npueme cyasriama pe-
MUCCHS Obl1a JOCTUTHYTA Y 17 13 42 NMalueHTOB ¢ CUMIITO-
MaTHYECKOM (CO CTPYKTYPHOI M BEPOSITHO CTPYKTYPHOIA)
(okanpHOI 3mMIIenICUeiA. B nccaenoBaHre He BKIIIOYAIUCh
MAaleHTHI ¢ PE3UCTEHTHBIMU (POPMaMU STUIICTICHM.

B uccnegoBanuu Hameit ydyeHunbl N. Swiderska
u coaBnT. (2011) uzyyanach 3(p¢peKTUBHOCTh CyJbTHaMa
y 20 maiueHTOB OETCKOro Bo3pacTa ¢ Pe3UCTEHTHBIMU
K Tepanuu ¢hopMaMu 3IIWISTICUM; U3 HUX B 55 % ciiyyaeB
OBLJIO OTMEUYEHO BBIPaKEHHOE TepaIrieBTUIECKOE YIydllie-
HUue (CHUKEHHE YacTOTHI MPUCTYIIOB HE MEHEe 4eM
Ha 50 %) 1y 2 MallMeHTOB TOCTUTHYTa peMuccust. Db dex-
THBHOCTD JIeYeHUs OblJIa 0COOEHHO BhICOKA ITPU (DOKAJTb-
HBIX MPUCTYIIAX, PE3UCTEHTHBIX K Tepanuu [60].

M.S. Campos u coaBnT. (2016) ory6IMKOBaIN CUCTE-
MaTUYECKUIA 0030p pe3y/IbTaTOB MOHOTEPAITUY Pa3IMIHbIX
dbopm smunencuun, BKIoYass (GOKaJIbHYIO 3MUJIEIICUIO
y IeTeli U B3pOCIIbIX. ABTOPBI CpaBHMBAIN KapbaMaselliH,
COXPAHSIIOIIMI TTO3UIIMIO TIperiapaTa BEIoopa, ¢ IpyruMU
ADII nipu pokanbHOM snunerncuu. beut npoBeneH aHanu3
ocHOBHbIX 0a3 maHHbeiXx (MEDLINE/PubMed, Scopus,
Web of Science, Cochrane Central Register of Controlled
Trials). O630p BriI04an ganHele 65 PKU, B KOTOpBIX yya-
ctBoBasio 16 025 marmmenToB. CyslbsTHaM, a TakKKe K1o0a-
3aM, JIeBeTUpalleTaM, JaMOTPUIKUH, OKCKapOa3emnrH,
TOIMpaMaT M BaJIbIIPOaT MPOASMOHCTPUPOBAIM HAUTY4-
mue rnokasaresu 3¢pGeKTUBHOCTU NTPU (DOKAJIbHOM 3IMH -
JISTICUM; TIPX 3TOM JIOCTOBEPHBIE OTJIMYUS OT Kapbamase-
MuHa 1o 3(ppeKTUBHOCTH oTCcyTcTBOBaIM. KapbaMazenuH
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MPOAEMOHCTPUPOBAT HAUOOJBIIUK PUCK OTMeHbI ADII
B CBSI3U C HEMEPEHOCUMBIMU IMOOOUYHBIMU 3(ppexkTamul. Cyiib-
TUAM T10Ka3aJl BTOpoi (II0CIIe JIAMOTPUIKIMHA) Pe3yJIBTaT 1o
BEPOSITHOCTY COXPaHEHWST ITpUBEpXKeHHOCTH Teparvu (60 %)
B CpPaBHEHUU CO BceMU ocTajibHbIMU ADII, Bomenmmmu
B aHaM3. JlaHHBII T0Ka3aTe/Ib XapaKTepU3yeT KakK IepeHo-
CUMOCTb, TaK 1 3(GEKTUBHOCTD Tepanuu. Takum o0pa3om,
CUCTeMaTUYeCK1il 0630p ITOKa3al, YTo CYJIbTUaM (a TakkKe
JIAMOTPUIKMH, OKCKapOa3eH ¥ TOIMpaMar) peKOMEH/I0-
BaH J1s MOHOTEpany (hOKaTbHOM SIMIETICHH (KaK U IpyTre
HOBBIC TIpenaparhl), ITOCKOJIbKY OH CTOJIb Xe 3¢ deKTUBeH,
Kak 1 ctapbie ADIT (kapbamasenuH, BaJIbIIpoart, Kjiodazam),
HO MMeEET JIYYIIyIO IepeHOCUMOCTD [15].

B perpocniektiBHOM HccnenoBaHuu R. Caraballo 1 coaBT.
(2023) oueHuBanuch 3¢GHEKTUBHOCTb U MEPEHOCUMOCTh
cy/IbTMaMa B 106aBOYHOM Tepanuu y 49 MmalMeHTOB IeTCKO-
IO Bo3pacTa ¢ (hOKaJTbHBIMU SITMJICTICUSIMU (HEe BO3pacT3a-
BUCHMBIMU), PE3UCTEHTHBIMU K ApyruM ADII u/unm He-
(bapmakonornyeckuM MeTomaM JieueHus1. B ucciemoBaHue
ObLTM BKJIIOYEHBI MALIMEHTHI, paHee 0e3 apekTa MpuHUMaB-
e He MmeHee 5 ADIT (B MoHOTepanuy Ui B KOMOMHALIWN).
Hosbl cyasruama BappupoBaiu ot 10 mo 40 Mr/Kr/cyt. Dd-
(beKTMBHOCTB OLIEHMBAJIACh I10 YaCTOTE IIPUCTYITOB JIO M TI0-
cJ1ie Havasia Teparmiu cymsriamoM. Y 29 (59,1 %) w3 49 narm-
€HTOB, TTOJTyYaBILIX CY/JIETHaM B JIOTOJIHUTEILHOM Teparuu,
OBUTO JOCTUTHYTO CHIKEHME YaCTOThI IPUCTYITOB OoJIee UeM
Ha 50 %; cpeHMiA ITepUo/ KAaTAMHECTUIECKOTO HAOTIONCHMS
coctaBui 35 Mec. Y 1 (2 %) nmalyeHTa IOCTUTHYTA PEMHCCHSL.
VY 14 (40 %) maumeHTOB JOCTMIHYTO CHIDKEHUE YaCTOThI TIPH-
ctymnoB Ha 25—50 %. CpenHee BpeMst 10 JOCTYDKEHUST Tepa-
MEBTUYECKOTO OTBeTa cocTaBmiIo 5 (3,5—6,0) Mec. Y maryeH-
TOB C TEPAIeBTUYECKIM OTBETOM B OTHOIIICHUH TTPUCTYIIOB
TakKe ObLTO OTMeUeHO yiydllieHre DII. MccnenoBaHue npo-
JIEMOHCTPUPOBAJIO 3(D(HEKTUBHOCTh U XOPOIIYIO ITEPEHOCH -
MOCTB CyJIBTaMa B JICYCHUH Y ieTeil (DOKaIbHBIX AMMICTICHIA,
He OTHOCSIIIINXCS K BO3PACT3aBUCHUMEBIM [16].

Dnuaentuyeckas s3Huedanonarus, >HuedasonaTus
Pa3BUTHA ¥ ANMWIENITHIECKAS CO CNANK-BOJIHOBOM aKTUBALMEH
B0 cHe (DD-CBAC, DPD-CBAC) npeacTaBIIsitoT CIIEKTP CO-
CTOSIHUI, KOTOPBIE XapaKTePHU3YIOTCS CIeInbUIeCKUMU
u3MeHeHussMU Ha DOI' B Bule BbIpaKEHHON aKTWBaLMU
MMHMK-BOJTHOBOI aKTUBHOCTH BO CHE, UMEIOT CXOXME KITMHU -
YeCKUE MPOSIBIICHUS 1 ITOIXO/IbI K Teparvu. DTH CUHAPOMBI
00beMMHEHBI BMECTE, IMOCKOJbKY MMEIOT OOIIUe YePTHI;
B HACTOSIIIEE BpeMsl OHM BKITIOYAIOT B ce0sl (DOPMEI, paHee
WM3BECTHBIE ITOJ HA3BaHUAMU «3IMIJICTITUYECKas SHIIe(haIo-
MaTusi ¢ IMPOJOKEHHON IMUK-BOJTHOBOM aKTUBHOCTHIO
BO CHE» U «aTUIIMYHast T0OpOKavyeCTBeHHAsT (DOKaTbHASI SITH -
siericust (CUHAPOM TiceBa0-JIeHHOKCA)».

CungpoM Jlangay—KineddpHepa — crierupudeckuii
noatun 39-CBAC, nmpu KOTOpoM perpecc HabaogaeTcst
MPEVMYIIECTBEHHO B pe4eBOii chepe ¢ pa3BUTHEM IIPH-
00peTeHHOI CITyXOBOii arHo3uu. B okoHUYaTeIbHOI Bepcru
KiaccudyKam MexmyHapoaHOI POTUBOSMMICITHIEC-
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koit iuru (ILAE) mpuHsaTo peleHre cCoXxpaHUTh SIIOHUMHOE
Ha3BaHUE, IPUMEHSIOIIEECS T OIMMCAHMS JAHHOTO CHH-
npoMa. DOI'-narTepH, paHee HEOOXOAUMBIA IJI AMArHO-
ctuku DPD-CBAC u 99-CBAC, u3secteH kak ESES.
B mutepatype ESES 00bI4HO onpeaesisiiim Kak MoYTH IOCTO-
STHHYO SITIENTH(MOPMHYIO aKTUBHOCTh, KOTOPAst 3aHUMasIa
>85 % memnenHoro cHa. OQHAKO MEHbIAs YacToTa 3TOI
AKTUBHOCTH BO CHE TAKXKE MOKET aCCOILIMMPOBATHCS CO 3HA-
YUTEJIbHBIM PErpeccoM MM (GIIyKTyaleid KOTHUTUBHBIX
(byHKLMIE 1 HApyIeHWit moBeaeHus [55, 68]. BaxHo, uto
KOTHUTUBHBIM, TTOBEACHYECKIIA MJIM JBUTATEIbHBII perpecc
BO3HUKAET B TO Xe BpeMs (MJIM B TeUeHUE HECKOJBKUX
HeJlenb), Koraa Ha DI nosiBisieTcst BbIpakeHHOE HapacTa-
HMeE ITMK-BOJTHOBOI aKTUBHOCTH BO CHE (CHailK-BOJIHOBAsI
aktuBanus Bo cHe, CBAC) ¢ moutu npoaoKeHHONU Me/I-
JierHoit (1,5—2,0 Ii1) MMK-BOJTHOBOI aKTUBHOCTBIO B ME/I-
JIeHHOM cHe. D3I cHa obsi3aTesibHa /I YCTaHOBJIEHUS
nuarHosa. Hapymenust Ha D91 BO3HUKaAIOT BO B3aMMO-
CBSI3M C BBIPaXKEHHBIM KOTHUTUBHBIM M/WJIU TTOBEIEHYE -
ckuM perpeccoM. B atux cutyanusax auarHos 99-CBAC
YCTaHABJIMBAETCS Y MALIMEHTOB C IIPEAIIeCTBYIOIIUM HOP-
MaJIbHBIM pa3BUTHEM, B TO BpeMs Kak DPD-CBAC —
y HMaLIMEHTOB C MPEIIIeCTBYIOIIM HapyILIEHUEM Pa3BUTHS,
Ha OCHOBAaHWU IOKYMEHTHPOBAHHOI'O CTOMKO COXPaHSIIOIIIEe-
roCsl YXYIILIEHNsI KOTHUTUBHBIX, PEYEBBIX, TTOBEACHYCCKIX
W ABUTATENbHBIX (DYHKIMI B pa3iTUIHbIX KOMOMHAIIUSIX,
B coueTaHuu co 3HaunTtenbHoit CBAC. Crielimgpuyeckuie ¢o-
KaJIbHbIE SITUJICTITUYECKIE CUHIPOMBI, TaK/e KaK BO3pacT-
3aBUCUMbIE SIMWIETICUU C LEHTPaIbHO-TeMIIOPaTbHbIMU
CraiikaMy ¥ ¢ BeTeTaTUBHBIMU ITPUCTYIIAMU WJIU CTPYKTYP-
Hble (POKaIbHBIE SMWICIICUHA, MOTYT 3BOIOLIMOHUPOBATh
B OPD-CBAC TpaH3UTOPHO WJIM B Te€UEHUE IJIUTEIIBHOTO
nepuona BpeMeHu (K. FO. MyxuH u coasrt., 2022).

TakKe CyIIeCTBYET TEPMUH «KOTHUTHUBHAST ITAJICTITH -
(opmHas ne3uHTerpatys». JJaHHbIA TepMUH ObLT BIICPBbIC
npenioxeH G. Gobbi u coaBT. Ha 5-M EBponeiickom amu-
JnenTonornyeckoM KoHrpecce B Manpune B 2002 . Kor-
HUTHUBHAS SMWIENTUMOOPMHAST IE3UHTETPALUST — CUMIITO-
MOKOMILIEKC MPUOOPETEHHBIX HApPYIICHUM BBICIIUX
MCUXUYECKUX (PYHKUMI y meTeil, acCOLMUPOBAHHBIM
C BBIPAXKEHHOM 3MUJIENTU(MOPMHOI aKTUBHOCTBIO Ha DT,
IPY OTCYTCTBUM Y HUX SMMJICITUIECKUX IPUCTYNOB. [Tpn
3TOM JOMYCKaeTCss BO3MOXHOCTb HAJIMYMS €AMHUIHBIX
SnUJIeNTUYeCcKUX nmpuctynoB B aHamHe3e (K.KO. MyxuH
2011). DTOT TEpMUH OTHIONb HE MASHTUUYEH MOHSITUIO «3ITH -
JIenTHYecKast SHIehbasonaThsl», Tak KaK B IIOCICIHEM CITy-
Yyae KOTHUTUBHBIC HAPYIICHUSI MOTYT OBITh OOYCJIOBIICHBI
YaCThIMU SIICTITHYSCKUMU IIPUCTYIIaMU, KaK, HallpuMep,
TIIPY CUHAPOMAaxX MH(PAHTHUILHBIX SIWICTITUYECKIX CITa3MOB,
HpaBe, JleHHokca—IacTo 1 MHOTUX APYTHX.

BoaMmozkHast 3¢ GeKTUBHOCTD CyJIbTHaMa Mpu 3a00J1e-
BaHUSIX 3TOM TPYIIbLI ObUIa MOKa3aHa ellle B Haubosee
panHux ucciaenoBanusix. U. Kramer u coabrt. (2009) coo6-
LI O CBOEM OMbITe JiedeHUs 30 GOJIbHBIX MUJIETICHEeIH
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¢ ESES (uckmouasg CJIK). bonee yem B 1/3 ciayyaeB ESES
chopmupoBacs B pe3yabrare TpaHcdopmanuy B3O/
eie B 1/3 ciayyaeB B OCHOBe 3a00J1eBaHUs JIeXKalu CTPYK-
TYpHBIC HapyIlIeHUs B Mo3re. JTMTeIbHOCTh COXpaHEHUSI
ESES BapeupoBaia ot 2 10 60 Mec. ABTOpBI KOHCTaTHPO-
BaJIM BBICOKYIO 3(h(PeKTUBHOCTH ITTIOKOKOPTUKOCTEPOUIOB
(65 % ciygaeB); TakKe ObUI MoIy4YeH 3P dOEKT Ipu IIprUMe-
HEHWM JieBeTHpalleTaMa, Kjoba3ama 1 cyssTuama (B 17 %
ciay4daeB); 3(heKT OT IPUMEHEHUST BaJIbIIpoaTa, 3TOCYK-
CHMMJIa, TOIIMpaMaTa 1 JIJAMOTPUIKMHA B 3TOM HUCCJIEIO-
BaHWUM JOCTUTHYT He ObLT [36].

B uccnenoBanuu S. Kanmaz u coaBr. (2021) olieHnBa-
J1ach 3(P(heKTUBHOCTH CyJIbTMaMa B J00aBOYHOM Teparuu y
JIeTei ¢ aMUIeNTHYeCKON sHIIedanonaTueid 1 KapTUHOMN
ESES. B uccinenoBaHuu yyacTBoBajio 29 neteil, KOTOpbie
OBLIM pa3esieHbl Ha IOATPYIIIHI ITO 3THOJIOIMH;: OCHOBHAS
rpynra — 14, ctpykTypHasi/uH(eKIMOHHAs STUOJIOTUS — 9,
HeycTaHOBJIEHHAs ITpUYrHA — 6. DHPEKTUBHOCTD CYJIBTH-
amMa, Ha3HaYeHHOTO B JIOITOJIHUTEIBHOM Tepanuy, OLCHM! -
BaJIach 110 CJICAYIOIINM TTapaMeTpaM: KOHTPOJIb IIPUCTYIIOB,
yayyiieHue D91, HeoOXoaMMOCTh 100aBIeHUsT HOBbIX ADI 1
TI0CJIe BBEICHUS CYJIbTUaMa, YIyJIIeHUe TIOBEISHUST U KOT-
HUTUBHBIX pyHKLMIA. [Teprnon kaTaMHecTHYeCKOro HabIo-
JIEHs TI0CJIe Ha3HAYeHMS CyJIbTHaMa BapbUpOBaJl OT 5 10
51 mec. B xoH1Ie 1-ro rona jeyeHus CyJsTHaMOM HauboJiee
3HaUYMMOe yJydllieHue Toka3zareyieit DDI° Obu10 mocTur-
Hytoy 71,4 % (10/14) mariueHTOB OCHOBHOI IpyIITHI (TIpU
OTCYTCTBMU BBISIBIICHHOI CTPYKTYPHOI 3TUOJIOTUU 3a00-
neBaHus), 33,3 % (3/9) nauMeHTOB B rpymnie UHOEKIIM-
OHHOW ¥ CTPYKTYPHOI 3TUOJIOTUM U HE OBLIO TOCTUTHYTO
HU B OJTHOM M3 CJIy4aeB B IPYIIIE C HEM3BECTHOM 3TUOJIO-
rueit 3a6oneBanust (0 % (0/6)). ITalueHTHI, Y KOTOPBIX
nattepH ESES na B3T Obl MOJHOCTHIO KYITMPOBAaH WU
CTOIMKO COXpaHsIICS Yepe3 3 Mec JIeUeHUS, IPOAEMOHCTPH -
pOBaI aHAJIOTWUYHBIN pe3ysbTar yepes 6 1 12 mec. OnHa-
Koy 35,2 % nmauMeHTOB ¢ YaCTUYHBIM yiydiieHueM DI
yepe3 3 Mec narrepH ESES BepHysics B gajbHeHIIEM.
B ocHoBHoii rpymme y 8 u3 10 mauueHTOoB ¢ MOJHBIM WA
YaCTUYHBIM TOJOXUTENbHBIM 3¢ dekToM Ha DI uepes
1 rom Tocjie Havaa JeYeHMsI CYJIETHaMOM ObLIIO OTMEUEHO
yIIy4IIeHUe TTOBENCHUS Y KOTHUTUBHBIX (pyHKLIMIA [35].

B uccnenoBanuu Y. Topcu u coant. (2021) npuHsiio
yuactue 39 naureHtoB ¢ ESES (3P3-CBAC), cpenHuit
BO3pacCT KOTOPBIX cocTaBu 8,5 + 4,1 roga (Bo3pacTt Bapbu-
poBai B nipenenax 1,5—16 sner). Y 9 u3 39 maiiueHTOB 1u-
arHoctupoBaHa B3®D]I; cTpyKTypHast 3THOJIOTUS 3ITH-
Jiericu BbIsiBeHa B 13 ciryyasax. CpelHsisi MpOaoJKUTEb-
HOCTb ITPUMEHEHMSI CyJIbTHaMa cocTtaBuiaa 32,5 £ 13,7 mec.
CynbsTaM NpUMEHSUICS B 10OABOYHOI Tepanuy B 103€
5—30 Mr/kr/cyT. [1altueHThI MoTyJyaiu BajabIipoar, Kapba-
Ma3elnuH, oKcKapba3emnuH, JJaMOTPUIXMH, Kio0a3zaMm,
JIeBeTHpaleTaM, (heHobapOUTall, TOIMpaMart, 3TOCYKCHUMMT
u takocamu. Ilociie mo6aBieHUs CyIbTHaMa paHee IIpU-
MeHsieMble ADIT otmeHsn yepes 3,6 £ 2,6 Mec. YcneBa-
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€MOCTb ITAlIMEHTOB OLIEHWBAIACH ITO IITKOJIbHBIM OLIEHKAM.
Taxke olieHMBaIM YMEHbBIICHUE TTOBEAEHYCCKUX Hapylle-
Huii. Jlo Havasia Tepanuu CyJI5THaMOM OTMEYAICh CIICIyIO-
1II1E BUIBI IOBSACHUECKMX HAPYIICHUIA: TUTIEPAKTUBHOCTD,
TPEBOXXHOCTb, APaKU, TPHI3CHUE HOITEH, BBHIIIUIIBIBAHUE
BOJIOC, BOPOBCTBO, JIOXb, 3aCTEHUMBOCTh 1 3HKOITpe3. CyJib-
THaM ObLT BBICOKOA((hEKTUBEH B OTHOIIICHUH SITUJICTITH-
yeckux npuctynoB y nauueHToB ¢ ESES (BPB-CBAC).
¥ 25 (64 %) nalMeHTOB TOCTUTHYTAa PEMUCCHSI IIPUCTYIIOB,
y 8 (20,5 %) oTMeUeHO CHIKEHME YaCTOThI IIPUCTYIIOB OoJjIee
yeM Ha 50 %. CpenHsis IpoI0KUTEIBHOCTb PEMUCCUM T10-
cJie Havasia JJedeHus cyJIsTuaMoM cocTaBuiia 27,8 + 17,9 mec.
BeposSITHOCTD TOCTVKEHMST TTOJTHOTO KOHTPOJIST IIPHCTYITOB
ob1a goctoBepHo Beimie npu B3D-LTC (p = 0,01).
Y 19 (48,7 %) malmeHTOB IOCTUTHYTA ITOJTHAS. HOPMATA3aIMsI
98Iy 9 (23,1 %) — yMeHbllIeHUE SMWICNTUMOOPMHOM aK-
TUBHOCTU Ha DBI. CyNbrraM TakKe yIydilaj yereBaeMoCThb
B ikoJie ¥ noseneHue (p <0,001). Toabko y 2 mallueHTOB
OTMEYaIMCh ITOOOYHBIC 3(h(MEKTHI B BUIE CHYDKEHUST MACChI
TejJa W allfeTuTa, a TakKXkKe YCWICHUS arpeCCHMBHOCTH.
Hwu y omHOro u3 naieHToB He HAGMIOAAI0Ch YBEIMUYCHUS
YaCTOTHI IPUCTYIIOB [65].

B mocnienHue rombl onyo6IMKOBaHbI OTACIBHBIC CTydan
3((HEKTUBHOCTU CyJIbTHUaMa MpU peakux ¢popmax DPI-
CBAC reHeTHYeCKOIi 3TUOJIOTUM.

J. Pereira-Nunes 1 coaBT. (2023) onucanu ciry4aii a¢-
(beKTUBHOCTHU cyJIbTMaMa Y IallieHTa ¢ TeHEeTUYeCKOU
snuiencueil — DD-CBAC, BbI3BaHHO# MyTalMeii B reHe
GRIN2A (cBsizaHHOM ¢ noHOTportHbIM NM DA-penientopom
rimyramata 2A noaruna). len GRIN2A xoaupyeT HarboJiee
3HaunMyto GluN2-cyobeauHuily petentopa N-metui-D-
acnaprata (NMDAR). Cynsruam ymenbinaeT NMDAR-
ONOCPEI0BAaHHYIO HEMPOHABLHYIO BO30YIMMOCTh. ABTOPHI
ONMCAIN CIydail S-eTHel 1eBOYKU (C TTOJIOXKUTEIIBHBIM
CEMEWHBIM aHAMHE30M 10 3MUJICTICUN), Y KOTOPOI Iep-
BOHavaJibHO ObLIT ycTaHOBJeH auarHo3 B3D-LTC u Ha-
3HaueH BaJblpoar. Yepes ros y Hee MOSIBUINCH TPYTHOCTH
B 00YyYeHUU Y BO3HUKIIN (hOKAIBbHBIC TIPUCTYIIBI C TPAHC-
(opmarmeii B GriiaTepaibHble TOHUKO-KIIOHMYECKHIE BO CHE.
Ha B3I obu1 BeisiBeH peHoMeH CBAC, u ycTaHOB/IEH Ou-
arHo3 99-CBAC. TopmoHaibHas Tepanus (IIpeIHU30I0H)
ObL1a 3(pHEKTUBHOM, OAHAKO COMPOBOXKAATACH TOOOUHBIMU
addekTamMu, 1 OTMEHa TIperapaTa IpuBeia K PeLIBY.
IMocne moGaBineHMs cyjabTMaMa K BaJIbIIPOATy BTOPBIM
MpenapaToM OTMeUEHBI CTAOMIM3alMs] KIMHUYECKOTO CO-
CTOSTHUS M YJTydIlIeHNe KOTHUTUBHBIX (DYHKIIMIA, JOCTUT-
HyTa PEMUCCHsI, COXPAHSIONIAsICsl B TeUeHUe 4 JIET Ha MO-
MEHT HaIlMCaHus cTaTbU. [eHEeTUYeCKoe MCClIeqoBaHKE
BBISIBUJIO MUCCEHC-MyTauuio B reHe GRIN2A, C.3228C>A
(p.Asn1076Lys), BeposITHO, C IOBBIIIEHNEM (PYHKIIAHM (gain-
of-function) NMDAR-peuenropos [48].

D.A. Hadi u coaBt. (2022) onucanu ciaydait apdek-
TUBHOCTU CyJIbTMaMa IPY FeHETMYECKOM SHLIeDaTonaTuu
Pa3BUTHUS U SMWICITUYECKOM, CBI3aHHOM ¢ AeUIIUTOM
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XeJIaTpeayKTa3bl xKejie3a 1-ro TuIia, BeI3BaHHBIM MyTallrei
BreHe FRRSIL (ferric chelate reductase 1 like). B1o penkast
npuunHa DPD, B IuTepatype ONMMcaHo JUIIb HECKOJIbKO
cJydaeB, M BCE OHM OTJIMYAIOTCSI PE3UCTEHTHOCTHIO K Te-
panuuy. ABTOpBI OIMCAIN MaJIbYMKa C Je0I0TOM MapOKCU3-
MaJIbHBIX COCTOSIHMIL ¢ 7 MeC, TMarHOCTUPOBAaHHBIX KakK
KJIOHUYECKUE SMUJIEIITUICCKUE TTPUCTYILI B BO3PACTe
1 rona. KomOMHalMu BajiblipoaTa, JaMOTPUIKMHA U KJI0-
0a3zaMa IIPUBOIMJIN JIUIIB K HEOOIbIIIOMY CHIDKEHHIO Ya-
CTOTHI ITpucTyIoB. [loBTOpHOE 3/1eKTpO3HIIEDaTorpadu-
YECKOe MCCIIENOBaHNE B BO3pAcTe 2 JIeT BBISIBUIO (hpeHOMEH
CBAC, u 6b11 HazHavyeH cynsTiaM. Yepes 2 Hea mocjie Ha-
3HAYEeHUs CyJIBTMaMa IPUCTYIIbI ITOJTHOCTHIO ITPEKPATHIIHCh.
B Bo3pacrte 4 yieT oTMEUYEH PELIMIMB IOCJIE OTMEHBI CYJIBTHA-
Ma, OIHAKO IIPUCTYITbI BHOBb MPEKPATUIUCh TOCIe BO300-
HOBJICHUSI ITpHYeMa IperiapaTa. Y IalieHTa TAaKKe OTMEYaIiCh
YacTble Xopen(hOPMHBIE TUIIEPKIHE3bI, BIICPBHIC ITOSIBUBIIIN-
ecs B Bo3pacTe | roma. [lonHoe cekBeHHUpOBaHUE 3K30Ma
BBISIBUJIO TOMO3WUTOTHYIO HOHCEHC-MYTaLMIo B reHe FRRSIL
(NM_014334.3: ¢.670C>T:p.GIn224*). Ha MoMeHT Hamuca-
HMSI CTaThbM MALMEHT HAXOIUTCSI B PEMMCCUU C 4-JICTHETO
BO3pacTa Ha (poHe IpreMa CyJIbkTHama, OHAKO y HETro Coxpa-
HSIIOTCS BbIpaxkeHHbIE KOTHUTUBHBIE HapyiueHus [30].

ITo MexXmyHapoaHBIM PeKOMEHAALMSIM, Ha3HaYCHUe
JieyeHUs1 TpeOyeTcsl BceM mauueHTam ¢ OPD/B53-CBAC
HE3aBUCHMO OT HAJIMYMS UM OTCYTCTBMS Y HUX SITMJICTITH -
YeCKUX pUCTYIOB. Llesbio Tepanuu BiIsieTcst He CTOJIbKO
KYITUPOBaHME IIPUCTYITOB, CKOJBKO YMEHbBIIICHUE BbIpa-
JKEHHOCTH U, TTI0 BOBMOXXHOCTHU, OJI0KHMpoBaHWe AUDhY3HOI
SNUAENTU(OPMHON aKTUBHOCTU Ha DD 11 yirydiueHust
KOTHUTUBHBIX U MTOBeIeHYSCKUX (DYHKIIMIA TaleHToB [55].
I1py BO3HMKHOBEHUM AMWICTITUYECKUX IIPUCTYIIOB JICUCHME
HaYMHAETCS ¢ MOHOTEPANUK MperapaTaMy BaJbIIPOCBOM
kuciaoTel B go3e 600—1800 mr/cyr (30—50 mr/kr/cyr)
B 2 mipuema. [1pu HenocTaTouHOI 3(h(HEKTUBHOCTU Bajlb-
MPOaTOB PEKOMEHIOBAaHA ITyoTeparysi, B TOM YUCIIE BO3-
MOXKHa KOMOMHAIIUS BaJIbIIpoaTa ¢ CyJIsTHaMOM, Kiioba3a-
MOM WJIM 3TOCYKCHMUIOM; TaKKe B KaueCTBE J00aBOYHOTO
rpernapaTa MOTyT IPUMEHSIThCS TONMPaMaT 1 JIeBeTUpaLie-
Ttam (K.}FO. MyxuH u coasrt., 2023).

CynsTram 0THOCUTCS K HanboJiee 3¢ deKTuBHBIM ADIT
B JICYUCHUM KOTHUTUBHOM 3MMJICTITU(OPMHOM Ie3MHTErpa-
LU, HApsITy C BaIBITPOATOM, STOCYKCUMUIIOM U KJI0Oa3aMOM
(K.IO. Myxun, 2011; K.}O. Myxun u A.C. I1etpyxun, 2020;
N. Fejerman u R.H. Caraballo, 2007); B TsKenbIX cydasix,
0COOEHHO Y JIeTel MIaIeHYeCKOro Bo3pacTa, Ha3HAYaloTCs
CTEPOMIHBIC TOPMOHBI, M3 KOTOPBIX, C HAIlIei TOYKU 3pEHUSI,
ONTUMAJIBHBIM SIBJISIETCSI THAPOKOPTU30H MPH TIEPOPaTBHOM
npumeHeHuu (K.}O. MyxuH u coast., 2023).

Cxema nedeHust CJIK Takke pazimyaercs: B 3aBUCHMOCTU
OT HaJIMYMS VI OTCYTCTBUSI SMWICTITUYECKUX TTPUCTYIIOB.
Teparmst CJIK BkimouaeT npumeHeHre ADI1, rmoKoKopTH-
KOCTEPOMIOB M JIOTOITEANYECKUX 3aHsATHiA. CyJIbTHaM OTHO-

1

curtcst K Hauoonee apdexktuBHbIM ADI T ipu CJIK. CraproBast
Tepanus Py HAJIMYUK SIAICTITUIECKHUX TTPUCTYIIOB OCY-
IIECTBIISIETCSI C TIPENapaToB BaJIbIIPOECBOI KUCIIOTHI B CPETHEIM
no3e 20—40 mr/xr/cyT (600—1750 mr/cyT) B 2 nprieMa. Baitb-
poaThl 3(pheKTUBHBI B KYIMPOBAHUY SITICTITHIECKIX ITPU-
CTYIIOB, HO MX BO3MEUCTBYE Ha SMWICHTU(OPMHYIO aKTHB-
HocThb cnabee. [lpu HemocTaTouHOil 3(EHEKTUBHOCTU
BO3MOXKHA KOMOWHAITMSI BaJIbIIPOATa C CyJIBETUAMOM.

[To-gpyroMmy o0¢cTOMT Aeyio ¢ OJOKMpOBaHUEM AUD-
¢y3HBIX ANMUIENTUGOPMHBIX TTaTTepHOB Ha D3I U Kop-
peKIrel pedeBbIX HapylleHWi. DnuaenTtudopMHas ak-
tuBHOCTB Ipu CJIK pe3ucreHTHa K TPOBOAMMOI TEpaItii,
a BOCCTAHOBJIECHHUE PeYeBOil (DYHKIIMU O3 CYIIIECTBEHHO-
ro yMeHblIeHUs1 aHoManuii Ha DO HeBo3MoxkHO [23].
B ciyyae nzonpoBaHHol adazuu (Mpy OTCYTCTBUN SIUJIETI-
TUYECKUX TIPUCTYIIOB) JIeUeHUE HAYMHACTCSI C MOHOTEpAITuK
omHuM 13 3 ADIT: cyastramoM (10—15 Mr/Kr/cyT), Wiau 3To-
cykcumuaomMm (okosio 30 Mr/kr/cyTt), Win KjiobazamMoM
(oxomo 1 mr/kr/cyr) [53, 63]. Ilpu HeahekTUBHOCTH
MOHOTEPAITUHU CJISAYET IEPEXOIUTh K KOMOMHUPOBAHHOMY
JIEYCHUIO, B TOM YKCJIe BOZMOXHA KOMOMHALIS BaJIbITPO-
aTa ¢ cynsTamMoM [28, 63, 64]. B tietom ADIT 3HaUMTETEHO
60oJ1ee 3¢DEKTUBHBI B OTHOIIICHUY KYITMPOBAaHMS SITUJICTI-
THUYECKUX MPUCTYNOB, HEXEIN PEUYEeBBIX PacCTPOMCTB
(K.}O. MyxuH u coaBr., 2023).

CHMHPOM MH(MAHTHILHBIX IMUIENTHYECKHX CIA3MOB.
B pexomennanmsax HeMeLKOS36IYHOTO O0IIECTBA TETCKUX
HeBpoJoros (2021 r) o Tepanuu cuHIpoMa UHGpaAHTUIIb-
HBIX SIUJICIITUYECKUX CITa3MOB CyJIbTHAM yKa3aH Kak Tep-
BBII Mpernapar BTOPOUl JIMHUM Tepanuu (K mpernaparam
MePBOI IMHUW OTHECEHBI CTEPOMIHBIC TOPMOHBI M BUTa-
o6atpuH) [50]. C Hallleit TOYKU 3peHusI, JTaHHOE YTBEPXKIe-
HUe TpeOyeT 60JIee Cepbe3HbIX KATAMHECTUYECKIX UCCIIe-
JloBaHWIi; KpoMe Toro, B P® cynrsrmaM B TabieTKax
3aperuCTpUPOBaH I IPUMEHEHUS C 3 JIET, YTO TepsieT
aKTyaJIbHOCTb pM cuHIpoMe Becra.

llaHHbIe KIMHNMYECKNX nccnesoBaHuim,

pacwupaowme npeacraBiaeHua

0 BO3MOXHOCTAX CyJ/ibTUAMA

MauonaTuyeckue MAIENCHA ¢ A0CAHCHBIMM NPUCTYTIAMH.
CynbTraM MoxKeT ObITh 3((GeKTUBEH He TOJbKO Mpu ¢o-
KaJIbHBIX MOTOPHBIX IIPUCTYIIaX B paMKaX BO3pacT3aBUCH -
MBIX (DOKAJIbHBIX SMWICTICUIA, HO U TIPU PEe3UCTEHTHBIX
abcaHcax (mepcoHanbHoe HabmoaeHue) (K.FO. Myxun
U coaBT., 2023). Ony0JMKOBaHbBI OTAEIbHbIE COOOILIEHUS
00 2 (peKTUBHOCTU cyJbTHaMa B JIeYeHUM abCaHCOB,
B TOM YHMCJIE B pAMKax UAMONATHYECKOI reHepaaIu30BaH-
Hoit smmenicun.  K.M. Gorman n A. Shahwan (2016)
coobmuan 06 3(p¢GeKTUBHOCTU CyJbTHAMa B JICUEHUU
3 meTeil ¢ pe3UCTEHTHBIMM K TepaIllui abCaHCHBIMU ITPH-
crynamu. B. Ben-Zeev u coaBt. (2004) cooOIIUIN O TOM,
YTO IpY IIpUEMe CYIbTUaMa peMUCCHsl OblUIa JOCTUTHYTA
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y Bcex U3 10 yJacTBYIOIIUX B UCCICIOBAaHUM ITAlIMCHTOB
C IOHOILLIECKOI MUOKJIOHMYECKOM anuiencueii [11].

Dnujaencus ¢ MUOKJIOHHYECKH-aTOHHYECKUMH MPHCTY -
namu. B oTaenbHBIX 60jiee paHHUX IMyOIMKAIMSIX ITOKa3aHa
3¢ HEKTUBHOCTD NIIOKOKOPTUKOCTEPOMIOB (B aKTUBHOM
repuoje 3a00eBaHUs ¢ BBICOKMM MHICKCOM STIMJICIITU -
¢dopMHOI1 akTUBHOCTY Ha DIT'), nH(}pY3Uii 4eTOBEYECKOTO
WMMYHOIJIOOYJIMHA, KETOTCHHOM TUETHI, a TAKKE CYJIBTHA-
Ma 1 Auamokca (muakapo6a) [29, 42, 43]. BriepBbie «<KOpoJjib
repMaHcCKoM amunenToiorum» H. Doose ykasaim Ha BBICO-
Ky10 3¢ (GEeKTUBHOCTD CyJIbTMaMa Mpu (opme SMUIETICUH,
HOCSIIENH ero uMs, — «3MUJIEIICUSI ¢ MUOKJIOHUYESCKM -
aTOHUYECKUMMU TIpUCTyaMu» [22].

B uccnenmoBanuu R.H. Caraballo u coaBt. (2022) yua-
CTBOBaJIM 35 OOJIBbHBIX SMUJIETICUEH ¢ MUOKIOHUYECKU-
aTOHWYECKUMMU TIPUCTYTNIaMU, pe3UCTEHTHOM K apyrum ADIT
(B aHaMHe3¢ OTMeuYeHa Hea(P(hEeKTUBHOCTb HE MEHEe YeM
4 ADII B MoHOTepanuu uiu KkomOorMHauum). lobaBiaeHue
cynstama B 1o3e 10—30 Mr/Kr/cyT IpUBeNo K CHUXKEHUIO
4acTOTHI IPUCTYNOB Gojiee yeM Ha 50 % y 60 % (21/35) na-
LIMEHTOB C PE3UCTEHTHOMW K MPEIbLIylIEMY JICUEHUIO JITU-
JIETICHE ¢ MUOKJIIOHMYECKU-aTOHUICCKUMHM TIPUCTYIIAMU.
Cpennuii nepuoa HabmoneHus: cocraBui 30 mec. [TomHoe
MpeKpaleHe MPUCTYITOB ObIIO JOCTUTHYTO y 2 (5,8 %)
MalKEeHTOB, Y ocTalbHBIX 14 (40 %) MallMeHTOB OTMEUYEHO
CHMKEHWE 9acTOThl MPUCTYNoB Ha 25—50 %. [To6ouHbIe
3¢ deKThl, OTMEUYEHHbIE B UCCICIOBAHMY, BKIIIOYAIU TH-
TIEPITHO3 M OJIBIIIIKY, CHYDKEHUE arllieTUTa, TOITHOTY, COH-
JINBOCTb, TOJIOBHYIO OOJIb U Pa3ipaKUTeIbHOCTh, Ha0JII0-
namuck y 11 (31,4 %) naueHTOB, BO BCEX CIyvasix ObLIU
YMEPEHHO BbIPpaXKEHBI I HOCUJIM TPAH3UTOPHBII XapaKTep.
B otMeHe cyasrnama He ObL10 HEOOXOIUMOCTH HU B OJTHOM
u3 cayyaen [18].

Cunpom Jlennokca—Iacro. B uccnenosanvu R.H. Cara-
ballo u coaBt. (2018) yyactBoBasio 44 malyeHTa B BO3pacTe
4—16 ner ¢ cuHapomoM JleHHoKca—IacTo, pe3uCTeHTHBIM
K apyrum ADII (paHee malveHTHI nostydanuy oonee 4 ADIT 6e3
a¢dekra). CynbTram ObLT Ha3Ha4YeH B AOMOJIHUTEIBHOM Te-
parmuu B no3e 5—30 mr/kr/cyT um 100—800 Mr/cyT; ripu 3TOM
TMAIMEHTBI CO CTPYKTYPHOI 3TUOJIOTUEH ITOJTyYasIn CyIBTaM
B 03¢ 20 MI/Kr/CyT, a Ipy SMWIETICUM HEU3BECTHOM 3THO-
Jloruu — B 103e 15 Mr/Kr/cyT. JITMTeIbHOCTD JIeYeHMSI CoCTa-
Bwia 20 Mec. ITaliMeHThl MCXOMHO TMOyYald CeayIolIe
ADIT: BanbIipoesyo kucioty — 80 %, ieBetuparieram — 66 %,
xio6aszaM — 34 %, Tormapamar — 34 %, pybunamun — 34 %,
JaMOTpUIKMH — 23 %. JlobaBlieHUE Cy/IkTHaMa B CXeMY Jie-
YeHMs y MalMeHTOB ¢ cuHApoMoM JlenHokca—Iacro B 61 %
cllyyaeB TPUBOIUIO K CHUXXKEHHUIO YaCTOThI MPUCTYIIOB
B 2 pa3a u 6osee. 3aperucTpMpoOBaHHbBIC B UCCIICIOBAHUN
Mo0oYHbIe 3((PEeKTHI (TUMEPITHO?, OJBIIIKA, TOLIHOTA, COH-
JIMBOCTh 1 TOJIOBHAST 060JIb) OBUTM YMEPEHHBIMU M TTPEXOIS-
LLIMMU, HE TTIOTpeOOBaBILIMMUI OTMEHHI [17].

B pazmmynbIx myoaukanusx nokazaHa 3¢Gp@eKTUBHOCTh
CyJIsTUaMa U IPU APYTUX, KPOME SMUIETICUH, 3a00IEBaHUSIX.

1

ITapokcu3MaibHOe TOHMYECKOE 3aKaTbIBaHHE IJa3.
A. Quade u coasrt. (2020) onucanu 3¢pGEeKTUBHOCTD CYJib-
THaMa y eTeli C 3MM301aMM ITapOKCU3MaIbHOTO TOHUYE-
CKOTO 3aKaThIBaHUsI IJ1a3. DTO pacCTPOICTBO pacCMaTpu-
BaeTCs KaK J0OpOKaYeCTBEHHbIN (hDeHOMEH, HO MOXKET
OBITH ACCOLIMMPOBAHO C aTaKCHEW 1 3aePXKKOI pa3BUTHSI.
ABTOpHI onucanu 8 AeTeil ¢ MaHHBIM PacCTPONCTBOM,
13 HUX Y 6 AeTeii TaKKe OTMEYaIUCh CUMIITOMBI aTaKCUU
W/VIM 3a0epKKU pa3BuTus. B 1 ciydae reHeTuyeckoe uc-
cJIeJ0OBaHUE BBISIBUIO F€TEPO3UTOTHYIO Aeeiuto 31-ro aK-
30Ha reHa CACNA 1A, yHacie10BaHHYIO OT MaTepU U BhISIB-
JISIBIIYIOCS €11l Y 2 WICHOB CeMbU. Y JIPYroro marueHTa
ObL1a BbISIBJIeHA MyTalust de novo B reHe SIM 1. B 5 cnyya-
SIX IPUMEHSUTMCh MHTMOUTOPBI KapOoaHTHIpa3kl (arera-
30JlaMu1 — Y 3 MallMEeHTOB, CYJIbTHaM — ¥ 2); BO BCeX CIIy-
yasx He3aBUCUMO OT 3TUOJIOTUM 3a00JIeBaHUS JCUCHUE
OBLI0 BHICOKO3((HEKTUBHBIM [44].

BiusHue cyibTHaAMa Ha NOBeAEHYECKHE HAPYIIEHUs TPH
SMUIENCHN. YXe B HauboJiee paHHUX MyOIMKaLUSIX 110 MPU-
MEHEHUIO CYJIkTUaMa COOOIAIOCh O BOBMOXKHOCTH OJ1aro-
npusATHOro 3¢hdeKra nmpernaparTa Ha oBeIeHYE TAllMEHTOB
U BBIpAXKEHHOCTB MToBeaeHYecKuX HapyiueHuit [40]. T. Haran
(1962) oGHapyKW1, YTO CYJIBTHAM CHIKAET Pa3apakKUTe b~
HOCTb M arpeCCUBHOE MOBEICHUE U B LIEJIOM YJIy4lllaeT Ha-
BBIKM KOMMYHHMKAIlUM ¥ COIMAIU3AIMI0 Y MalleHTOB
¢ amutenicueid. T.T. Ingram u S.G. Ratcliffe (1963) ormeTrm
YMEHBIIIEHHE WX MCYE3HOBEHUE TMIIEPKUHETUYECKOTO T10-
BeleHNd y 16 n3 18 manpeHToB Ha (poHe MpreMa cyIbTiama,
a G.M. Kneebone (1968) —utoy 12 u3 18 neTeii ¢ ruIepKu-
HETUYECKUM IOBEIEHUEM MOBEICHNE «3HAUYNUTENIbHO YIIyd-
IIWJIOCH> TIPY TIPUMEHEHUU CyJIkThaMa. B uccienoBaHum
M.C. Liu (1966) otMeueHO «00IIIee KIIMHNYIECKOE YITydIle-
Hue» noBeaeHus B 32 u3 50 ciaydaes [40].

B uccnenpoBanuu Y. Topcu u coant. (2021) ¢ yuacTtu-
eMm 39 mauueHnTtoB ¢ ESES npu BBeaeHuu cyabThaMa
5—30 Mr/Kr/cyT B 100aBOYHOM Tepaluu y NalueHTOB OT-
MEUYEHO 3HAYUTEIbHOE BOCCTAHOBJEHME KOTHUTUBHBIX
(byHKIIMIT 1 yIydIlleHHe TTOBEACHUSI, a TAKXKE YIydllleHHE
ycrieBaeMocTu B mkote (p <0,001) [65].

B uccnenosanuu S. Kanmaz (2021) y 8 uz 10 mauueH-
TOB ¢ KinuHukoit ESES 1 mojHbIM UM YaCTUYHBIM YMEHb-
LLIEHUEM TNaTOJIOTMUecKUX HapyieHuit Ha D31 uepes 1 rof
TToCJIe HavaJia JISUeHUsI CYJIBTUaMOM ObLIIO OTMEYEHO YITyd-
LIeHKWE MOBEJEHUSI U KOTHUTUBHBIX (PYHKLIMIA [35].

C. Davico u coaBt. (2018) npeacraBuiu cucTeMaTu-
yeckuit 0030p onyodiukoBaHHbIx PKU, nmocBsiieHHbIX
addektuBHOCTH ADII MpU NMCUXUYECKUX HAPYLISHUSX
y neTeit 1 moapoctkoB A0 18 ner [21] (Tabna. 3). O630p oc-
HoBHbIX 0a3 naHHbIX (MEDLINE, Scopus, Web of Science,
ClinicalTrials.gov) Bkitoyan 24 ucciaenoBaHusI, OOJIbIINH-
CTBO M3 KOTOPBIX OBUIM TTOCBSILEHBI JICYCHUIO OMIIONSIP-
HOT'0 paccTpoiicTBa (7 = 12) 1 peLIMIUBUPYIOLLIETO arpeccuB-
Horo noBeaeHus (n = 9). B Gosbleit yacTu ucciaeaoBaHui
n3syyvaics 3¢ ¢ekT BajblpoaTa. B HeCKOMbKIX HEOOMBIINX
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Table 3. Efficacy of antiepileptic drugs for mental disorders according to a systematic review by C. Davico et al. (2018)

Disorder

Therapy target

PacctporictBa
Kapb6amazenux P Arpeccust
Carbamazepine TIOBETICHM] Aggression
p Behavioral disorders &
JleBetupanieram  Cunapom Typetta Tuxku
Levetiracetam Tourette syndrome Tics
" TumnepakTUBHOCTB,
PacctpoiictBo
AYTHCTHYECKOTO MMITYJIbCUBHOCTB,
JleBeTnparieTam arpeccusi, SMOLIMOHAIb-
. creKTpa (ayTusm)
Levetiracetam Hasi JabUIbHOCTh

Autism spectrum
disorder (autism)

Hyperactivity, impulsivity,
aggression, emotional lability

T YMeHbIlIeHNE
K PEBOXHBIE

OHazemnam - CUMIITOMOB TPEBOTU
Clonazepam p aQCTp QHCTBa Reducing the symptoms

Anxiety disorders .
of anxiety

o — ‘VYMmcTBeHHast TunepakTUBHOCTD,
Slﬁthiame OTCTAJIOCTh arpeccust

Intellectual disability

Hyperactivity, aggression

St et Patients Results
HoctoBepHbIE
n=22, OTJIMYHS OT I1J1a1e0o
PKWU, 6 Hex 5—12 ner OTCYTCTBYIOT
RCT, 6 weeks n=22, No significant
5—12 years differences
with placebo
JlocToBepHBIE
(nepeg?glmoe) n=22, OTJINYMS OT IUIale00
i K 8—16 et OTCYTCTBYIOT
T (i) n=22, No significant
4 weeks ’ 8—16 years differences
with placebo
JocToBepHbIE
n=20, OTJIMYMS OT I11a1e0o
PKH, 10 Hex 5—17 ner OTCYTCTBYIOT
RCT, 10 weeks n=20, No significant
5—17 years differences
with placebo
PKU JlocToBepHbIE
n=15, OTJINYHUS OT IIJ1aLe00
(mepeKpecTHOe), 7—13 net OTCYTCTBYIOT
RCT ?clrteszs[over) n=15, No significant
4 weeks ’ 7—13 years differences
with placebo
PKMH (mepekpect- n=42
HOE), 7-38 > CynbsrraM peBoc-
6 Hex —2e et XOJIUT I1J1aLe60
n=42 .
RCT (crossover), 7_38 e;rs Favor sulthiame
6 weeks o
n=734, C
PKU, 14 Hex 6—24 ner D i
RCT, 14 weeks n=34, XOMUT ILTAtCo0
Favor sulthiame
6—24 years

Ilpumenanue. PKH — pandomuzuposannoe konmpoaupyemoe ucciedoganue.

Note. RCT — randomized controlled trial.

onHolieHTpoBbIX PKU Banbnpoar u cyiasruam [9, 40] nume-
JIA TIPEUMYIIIECTBO Mepes TU1anebo B JIeYeHUU PEUIUBHU-
pYIOIIEl arpeccumu.

CunpoM JeUIMTa BHUMAHHUSA C THNEPAKTUBHOCTBIO
(CABY). VY nereii ¢ CABT 1 poraHnanyecKMu criaiikaMmu
Ha D3I 6e3 aNuaenTUIECKUX MPUCTYIIOB CYJIBTHAM YITyd-
LI TIPOIIECC 3alIOMUHAHMS, YCTOMIMBOE U M30MpaTesib-
HOE BHUMaHUe.

B HeMelKoM MUIOTHOM MccienoBaHUM [59] mpuHU-
Manu yyactue aetu ¢ CIBI, TpynHocTs MU oOydeHUs
U POJIAaHINYECKUMU criaiikamu Ha DDI 0e3 aIuIenTUIeCKuX
npucTynoB (21 mauueHT; 7 — XeHcKoro nojua, 14 — Myx-
CKOT0), CPEIHMIA BO3pACT B HAYaJIe MCCIIEIOBAHMS COCTABIISIT

7,7 ronaa, cpeaHuii KoadduimeHT uHTesutekTa (I1Q) — 98, 3.
UYepe3s roa Tepanuy CyJbTHAMOM JIETSIM TPeOOBaIOCh 3Ha-
YUTEJIBHO MEHbIIIEe TTOBTOPEHMI IIPU OLIEHKE KPaTKOBpE-
MEHHOM MaMsaTu (TecT Ha 3anoMuHaHue 10 cioB), npu
3HAYUTEIHHO MEHBIIICH J0J1e OIIMOOK B pa3IMYHBIX TECTAX.
B pesynbrare Tepanuu CHU3MWIMCH KOJIMYECTBO TIOBTOPE-
HUI 17151 HeMmeuieHHoro 3anomuHaHus 10 cios (p <0,05),
o751 olMOOK B 3adaHMSIX MpocToro Bbibopa (p <0,05),
JIOJIsT OIIMOOK B 3alaHUSIX CI0XHOTO Bbioopa (p <0,001),
JIOJIST OIIMOOK B 3aJaHUsIX Ha cKopocTh (p <0,05).

D (HeKTHBHOCTD CY,IETHAMA IPH HOYHOM OOCTPYKTHBHOM
anHo3. CyJbTuaM — eIUHCTBeHHbI ADI1, peKoMeHI0BaH-
Hblii EBponiefickum pecrimpatopHbiM oo1ectBoM ( European
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Respiratory Society, ERS) njs neyeHnst o6CTpyKTUBHOI'O
amHo3 [14].

AmHO3 Bcrpevaercs y 20—30 % neteid 1 B3pOCIIBIX
C PE3UCTEHTHOM K JieueHuto anuiaerncueit [37]. B uccie-
nmoBaHuM S. Sivathamboo 1 coasT. (2023) y 58 % manueH-
TOB ¢ 3HIIedaoNaTuell pa3BUTHUS M BIUJIETITHICCKOMN
O0TMEUaJoCh OOCTPYKTHBHOE alTHOD CHA CPEIHEN U TSIKe-
JIO cTereHU. YTHeTeHUe AbIXaHUs MOXeT OBbITh OoJiee
BBIPAXKEHHBIM ITPY TOHUYECKUX TTPUCTYIIAaX M3-3a HEIpe-
PBIBHOTO COKpallleHUs 1ruachparMbl, KOTOPOE MOXKET Ipe-
IISITCTBOBATh BBIZOXY M BBI3bIBATD altHO3. OmncaH ciyvai,
KOT/Ia IIEHTPaJIbHOE alTHO3 OBbLIO €AMHCTBEHHBIM KIIMHU -
YECKUM MPOSIBJICHNEM TOHUYECKUX SIMUICIITUISCKIX TTPH-
cTynoB. beH3oanazenmHbl U CTUMYJISIIIUS OJIy>KAAr0IIero
HepBa MOTYT YTHETATh AbIXaHWE W BbI3bIBATH JA€CaTypallio
kucaopona [54].

CyliecTByeT CTaHAAPTHBIA ITPOTOKOJ IS JIeUCHUS
SMWIETICUU CHa, KOHCeHCYC MeXIyHapoIHOM IIPOTUBO-
snunentudeckoii turu (ILAE), EBponeiickoro obiiecTBa
uccinenoBanust cHa (ESRS) u EBpomneiickoit akagemMuu
HeBpoJjioruu (EAN). ba3zoBble peKoMeHAaluM BKIIOYAIOT
OIHOBPEMEHHOE IMPOBEACHUE 2 MOJHBIX 00CIeI0BaHUI
JUTSL TUAaTHOCTUKM SITMJICTICHU (BUIEO3IEKTPO3HIIedano-
rpapruyeckuiit MOHUTOPUHT) U pPacCTPOMCTBA cHA (MOJIM-
coMmHorpadus). B oTHolLIeHNM Tepanuy MpeaioXKeHbl Clie-
JIyIOIIMe YTBEPXKACHUS W pPEeKOMEHAALUU: JICYCHUE
HapyIIeHUI IbIXaHUST MOXKET 0Ka3aTh 3(h(PeKT B OTHOIICHUH
KOHTPOJISI AMWIECTITUYECKMX TTPUCTYIIOB. JIedeHre Hapyliie-
HMI1 TBIXaHUST CIIeAyeT pacCMaTpUBaTh HE3aBUCUMO OT MX
TSDKECTH Y TTAIIUEHTOB C ITPOI0JIKAIOIIMUCS SMIJICIITHYC-
CKMMU npuctyrnamu (6e3 pemuccun). HeobxoamumMo KOHT-
posipoBath 3 (MEKTUBHOCTD JICUSHUST HAPYIIICHUI JTbIXa-
HUsS BO CHE TakXe B OTHOIICHMU WX BIMUSHMSI Ha
yYMEHbIIEHUE TIPUCTYIIOB U JHEBHOM COHJIMBOCTU. ADII,
BBI3BIBAIOIIME CEAaTUBHBIN 3(hDEKT, pacciabiieHre MBIIIIL]
W/WIY YBeIMYEHUE MACChI TEJIbl, a TAKXKE CTUMYJISIIUS OJTy-
JKIAIOIIEeTo HepBa MOTYT YCYTYOISTh (MM UHAYLUPOBATh)
HapyllIeHMs AbIXaHWsl, CBsI3aHHBIE CO CHOM [41].

ITo pesynbraTtam HecKOTbKUX TBOMHBIX ciienbix PK BbI-
COKOTI'0 YPOBHSI KaueCTBa, CY/ITHAM BBI3bIBACT 3HAYUTEILHOES
CHIDKCHME YaCTOThI HapyIIIEHMIA JBIXaHUS BO CHE 1 Y/TydIlaeT
HouHy!0 okcureHaivio (p <0,001) y maleHTOB C yMEPEHHbBIM
WU TSDKEJIBIM OOCTPYKTHMBHBIM armHoa [31, 33].

"epeHOCMMOCTb 1 6e3onacHOCTb

ITo maHHBIM GOJIBIIMHCTBA UCCIICAOBAHUI, CYIBTHAM
HMEET XOPOIIyIo IepeHocumocTh [15, 17—19, 38, 65].
B cooTBeTCTBUY C MHCTPYKIIMEH 110 METULIMHCKOMY TIPH-
MEHEHMIO MperapaTa K 4acTbIM IOOOYHBIM 3(pdekTam
CYJIBTMaMa OTHOCSITCSI TAXUITHOD, TUTIEPITHOD, TAPECTE3UH,
HMKOTa, TOJIOBOKPYXKEHME, IBOCHHUE B IJla3ax, IOTeps al-
MEeTUTa/aHOPEKCHUS Y CHIDKCHUE MacChl TeJla, TAXUKaPIKS,
KEJTyI0YHO-KUIIICUHbIE HAPYIIIEHUSI.

1

OTHOCSICh K MTHTUOMTOpaM KapOOoaHTUIPa3bl, CyITHAM
MOXXET BBI3BIBATh MOOOYHBIE (P (PEeKThI, XapaKTepHbIC
MMEHHO JUIS TIPenapaToB ¢ JaHHBIM MeXaHU3MOM JeHCT-
Busl. OIHAKO 3TU MOOOYHBIE 3(PPEKThI ITPU MPUEME CYJIIb-
THaMa BbIpa>keHbl B MEHBIILICH CTETICHU, YeM IIpY IIpUeMe
TonMpamara u 3oHucamuaa. CyJabTHaM MOXET BBI3BaTh
TUTIEPXJIOPEMUYECKUI METa0OIMUeCKU aliuao3 (T.e. CHU-
JKE€HMEe YPOBHSI OMKapOOHaTa B IIa3Me HUXKe HOPMaJIbHBIX
3HAYCHUI TPU OTCYTCTBUM PECIIMPATOPHOIO ajIKajlo3a)
B CBSI3U C TEM, YTO MHTMOMPOBAHKE KapOOaHTUIPa3bl B IIPOK-
CUMAJIbHBIX KaHaJIbIIaX ITOYEK, BEPOSTHO, PUBOIUT K Ha-
pYLIEHUIO BcackiBaHUsI OuKapOoHarta (M. Takeoka u coaBr.,
2001; H. Philippi u coasr., 2002; C.H. Ko u C.K. Kong,
2001; Z. Tebb u J.D. Tobias, 2006). MeTabonudecKuii aru-
JI03 MOXET Pa3BUBaThCs Yepe3 1—3 Hell mocie Havaia BBe-
JIEHMsI TIpernapara Wi MoBbIIeHus 103bl. Kak rmpaBuio,
allMa03 He MPOSIBIICTCS KIMHUYECKN M MOXET O0Hapy-
JKUBAThCS IPHU JIAOOPATOPHOM HcciienoBaHuu. KimmHude-
CKU BBIPaKEHHBIN allMI03 BCTPEYACTCST PEAKO U ITPOSIBIIS -
eTCs TaKUMM CUMITOMAaMM, KaK OIBIIIKa (TaXMITHO3,
TUTIEPITHOR) WM TUIIEPBEHTWIIALINS [45, 46], pasnpaku-
TEJIbHOCTD; MPU JJIUTETHHOM COXpaHEHUU MeTaboIye-
CKUX HapyIIEHWI OHU MOTYT CITOCOOCTBOBATh Pa3BUTHIO
HedpoauTuasza (H. Philippi u coasr., 2002). HedponuTtuas
(CKJIOHHOCTh K 00pa30BaHUIO KaMHEl B IMOYKaX) 3HAUM -
TeJIbHO MEHEe XapaKTepeH UIs CYJIbTHaMa, YeM JIJIsl TOTIU -
paMaTa Wi 30HUcaMuaa.

MeTabonm4ecKuii almmo3 ¢ KIMHUYECKUMM TIPOSIB-
JIECHMSIMA MOXET Pa3BUBaThCs Ha (hoHe 3a001eBaHUIA WIIN
METOJIOB JICYCHM S, TIPESAPACIIOJIATaIOIIMX K PA3BUTHIO allv-
J103a; MTHMEKIIUA, TSDKEIIbIX PECIIMPAaTOPHBIX 3a00JICBaHUA,
3a00JIeBaHUI MOYEK, TUaper, XUPYPIrUMYeCKUX BMellla-
TEJICTB WJIM TTOCJIE IUIMTETLHOTO SMIICIITUIECKOTO CTaTy-
ca y IMalMeHTOB C MPeIIeCTBYIOIIUMU YMEPEHHO BbIpasKeH-
HBIMM METa00JIMYeCKMMU HapyieHUsIMU. OTHOBPEMEHHBII
MPpUEM IPYTX MTHTMOMTOPOB KapOOaHTHIPa3bl WM KETOTeH-
Hasl IMeTa MOTYT IIPUBOIUTH K elle 0osiee BhIPaKCHHOMY
CHIKEHUIO YPOBHS OMKapOOHaTa. ALIMI03 HOCUT 00paTUMBIiA
XapakTep, M ypOBeHb OMKapOOHaTa BO3BPAIIACTCsI K HOpME
Iocjie OTMEHBI WJIM CHIDKEHMS J03bl TIpenapara. He pe-
KOMEHIYETCSI COYeTaTh B CXeMeE JICYEHUST HECKOJBKO —
2 yunu 6oJiee — MHTUOMTOPOB KapOOaHTUIpa3bl OMHOBpE-
MeHHO. MIHbIMU ciT0BaMM, JTIOObIe KOMOMHALIMU Cy/IbTHaMa,
ToIMpamMara, 30HMCcaMua, alleTa3olaMKuaa Py JUTUTEb-
HOM IIpHeMe He peKOMEHIOBAaHBI, TaK KaK MOT'YT YCUJIMBATh
MobouHbIe 3(PHEKTHI, XapaKTepHbIE AJIsI UHTUOUTOPOB Kap-
G6oanrumpasbl. Takke He peKOMEHIOBaHA KOMOMHAIIUS
JaHHBIX TIPEITapaToB ¢ KETOTEHHOM TUeTOoH [6, 7].

B murepatype ecTb emMHUYHBIC YIIOMMHAHUST BO3MOX-
HOCTU HETaTMBHOI'O BJIMSHUS MHTUOMTOPOB KapOOaHTH-
Jipa3bl (BKJIIOYasl CyIbTMAM, 30HMCAMUJI, TOIMpaMar) Ha
MeTabO0JIM3M KOCTHOM TKaHM C IMOBBIIIEHUEM pYCKa pa3-
BUTHUS OCTEOIIOPO3a, B TOM YMCie y JeTeil. B ogHOM
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M3 UCCIICI0BaHM OBUTO OTMEYEHO CHIDKEHUE YPOBHS Kajlb-
1IMs1 B KpOBM Ha (hoHe npuema cyiasrrama [13]. Bmecre
C TeM BJIMSTHUE MHTUOMTOPOB KapOoaHTHApa3 Ha KOCTHYIO
TKaHb CJIeMyeT pacCMaTpHBAaTh B CBETE OOIIEl CBSI3U 3ITH-
JIETICUM C OCTEONOpOo30M. B KOropTHOM MccCieI0BaHUU
y 6275 MalnmeHToB He3aBUCUMBIMM (PaKTOpaMU pUCKa pa3-
BMTHSI OCTEOIIOpPO3a ObIIM KaK CaMO Pa3BUTHE STMICIICUM
(+41 %), TaKk 1 IpUMEHEHUE TTPOTUBOCYIOPOKHBIX TpeTia-
paToB, HE3aBUCHUMO OT UX (pepMEHT-UHIYLIMPYIOIIE CIIO-
COOHOCTH. DTU pe3yJIbTaThl CBUIACTEIBCTBYIOT O TOM, YTO
BCEM TAIIMEHTaM C SMWIETICUEH CIIeayeT TPOBOIUTH PYTUH-
HBII CKPMHUHT U MPOoGUIAKTUKY OCTeornopo3sa [34].

CysibTaM He OTHOCHTCS K IIperapaTaM ¢ BBICOKUM
PYICKOM Pa3BUTUSI aJJICPIMUYSCKUX PEAKIINIiA; TSDKEIIbIC ajl-
JIEPrUYeCKUe peakiuu I Hero He XapaKTepHbl. B jmre-
paType oIMcaH Bcero 1 ciydail CMCTEeMHOM ajlIepruyecKoil
PeaKLUM C 303MHOMDUINEN — «JIEKAPCTBEHHAS CHIITb C 203U~
Hopwimnel u cucteMHbIMU cuminitoMamu» (DRESS-cuH-
apom) [24].

HccnenoBaHus MoKa3bIBalOT MIPEUMYIIIECTBO CYJIbTH -
amMa I10 TIEPEHOCUMOCTH 110 CPaBHEHUIO C HEKOTOPBIMU
ADII, Bkimouas ¢penutoun [38], kapbamazenuH [15]
U JieBeTupateTaM [38].

ITo gaHHBIM cucTeMaTHUYecKoro oo3opa M.S. Campos
1 coaBT. (2016), MOCBSIIEHHOTO MOHOTEPAITN Pa3IMIHBIX
(opM ammitericuu, BKIIIOYast Tepanuio (HOKaJIbHOMN 31H-
JISTICHU Y JeTei 1 B3pocisix (65 PKIU, 16 025 manneHTOB),
cylbTHaM (Hapsiay ¢ HeKoTopbiMu Apyrumu ADIT) He oT-
JIMYaJics OT KapbaMasernurHa 1o rmokasartessiM 3(h(heKTUB-
HOCTH, HO UMeJI IIPEUMYIIECTBa 1o 6e3onacHoCcTH. CyJib-
THaM TIPOJEMOHCTPUPOBAJ BBICOKUI IT0Ka3aTesb
npuBepkeHHOCTH Teparnuu (60 %), XxapakTepu3yrominii Kak
MePEHOCUMOCTD, TaK ¥ 3(P(HEKTUBHOCTD TEPAITUU, U YCTY-
naJj o 3ToMy rmapameTpy JUILb JJaMOTPUIKUHY [15].

IIpeuMyIecTBa cyJbTMaMa IO MePEHOCUMOCTH MO~
TBEPXKIEHbI JaHHBIMU OoJbIlIoro MetaaHanusa. W. Cheng
U coaBT. (2022) orny0auKoBaJIM pe3yJIbTaThl MeTaaHaaM3a
(Bxmoyvasiiero 19 PKI) u cucrematryeckoro o63opa npu-
meHeHuss ADIT pu B3D-LTC y nereit. [1o cpaBHeHUIO
C CYJIBTIaMOM TIpUEM JieBeThpalieTaMa ObLUT aCCOLIMMPOBAH
¢ 0oJ1ee BEICOKOI BEpOSITHOCThIO OTMeHBI ADIT u3-3a cepb-
e3HBIX MoOOUHBIX 3(pdekroB (OP 5,12; 95 % AN 1,19—
22,01; 12=0 %), GoJee BLICOKMM PHCKOM Pa3BUTHSI JTIOOBIX
mo6ouHbIX adpexroB (OP 5,12; 95 % AU 1,19-22,01)
M TIpeKpalleHMsT Tepartiu 1o Jiroooii mpuawmte (OP 3,17; 95 %
W 1,36—10,11), XOTST OT 3TOro He 3aBUCEJIa YaCTOTA JOCTH -
xenns pemuccuur (OP 0,90; 95 % U 0,75—1,06). Takum
00pa3oM, aHau3 Tokasai, uro rpu B39-LTC npu npueme
cyasrnama otMeHa ADIT 1U3-3a cepbe3HbIX MOOOUHBIX (-
¢ekToB norpedoBaach B 5,12 pasza pexe, yeM Mpu JIeYeHUU
JieBeTrpalieTaMoM. [1pu IIpsiMOM CpaBHEHUM CyJIBTMaMa C
JIEBETUPALIETAMOM U OIIOCPEIOBAHHOM CpaBHEHUU ¢ Kapba-
Ma3eIlMHOM, OKCKap0a3eITMHOM U BaJIbIIPOEBOI KUCIIOTOM,

1

npu cornoctaBumMoM 3 dekre atux ASI npu B3D-LTC,
CYJITUAM OTJIMYAJICS HAMMEHBIIIMM YUCJIOM ITOOOYHBIX 3¢h-
dexToB. Ha (hoHe Tepanuu cyJsTHaMOM BEPOSITHOCTh HOP-
Manuzauuu D3OI Obuta 3HAUMMO BBIIIIE, YeM MpU TIprUeMe
miate6o (OP 4,61; 95 % AW 2,12—10,01) [19].

NepcnekTuBbI GyAYLMX

MccNea0BaHUNA CyNbTUAMA

NHTepecHO OTMETUTh, YTO 00JACTU MPUMEHEHUS
CyJIbTHaMa B MUpE NTPaKTUYECKH TTOJIHOCTBIO ITOBTOPSIOT
KJ1acCU(bUKAIIMOHHBIN CITUCOK AETCKUX SMUICTICUIA, CBSI-
3aHHBIX cO cHOM (mpenjioxkeHHbIil ILAE), mpu KoTopbix
3HAYMMO Yalle, YeM B 0OIleil momyJ/siuu, BCTpedaeTcs
CUHIPOM HOYHOI'0 OOCTPYKTHMBHOro amHod [41, 54].
B cBsi3u ¢ 3TUM, GE3yCIIOBHO, MHTEPEC ITPEACTABIISIOT Oy~
JIYIIYE UCCIeNOBAaHUST IPUMEHEHMS CYJIBTHaMa C OLIEHKOI
B3aMMHOTIO BIMSIHUS aITHO3 1 (hOPM BITMIICTICUM, CBSI3aH-
HBIX CO CHOM. BTopoe Bo3MoxxHOe HalpaBlIeHue UCCie-
JIOBAaHMI CyJbTMaMa — OIleHKa KOTHUTHUBHBIX (DYHKIIVI
Y TIOBEACHUS y ieTeli ¢ (hoKaIbHOI (0COOEHHO BO3pacT3a-
Bucumoit) snunerncueid 1 CABI" win uHbIMU TTOBeAEHYE-
CKMMU HapyIIeHUSIMU (B YaCTHOCTH, TUTIEPAKTUBHOCTHIO
U arpeCCUBHOCTHIO), T/IE TAaKXKe CYIIECTBYeT MHOTO B3aM-
HBIX BIMSIHUI U CBSI3eil. DTO HaIlpaBieHUEe OCOOEHHO aK-
TyaJIbHO B CBSI3M CO CJIOXKHOCTBIO TToadopa ADI1, koTophlit
OBbI He BBI3BIBAJT YXYIIICHUS MIOBEIEHS MIIM KOTHUTUBHBIX
¢yHkumit y geteit ¢ sanwnerncueit u CABIT uau npyrumm
MOBeACHYCCKUMU HapyIIeHUsIMU [66, 67].

3aknioueHue

Takum 00pa3oM, CyJbTHaM B MUPE PacCMaTpPUBAETCS
KakK Tperapar rnepBoro Bbioopa (BHE 3aBUCUMOCTH OT TeH-
JIepHbIX pasnuuuit) nis aedenus B3D-LTC (ponananye-
ckoit snunencun). CynsTuaM BhICOKO3GhGEKTUBEH Y Ma-
IIMEHTOB IETCKOro Bo3pacTa C SMUJICHTHYECKUMU
sHIehaTONaATUIMU, MPOSIBASIOIIUMUCSI (HEHOMEHOM
CBAC pa3nuuHoi 9TUOJOTMU (BKIIOYasl TeHETUUECKHe
¢opmMbl), B ToM yucie ripu CJIK; npy MUOKIOHMYECKUX
MPUCTYTIAX; TP HEKOTOPBIX SIMIJIETITUIECKUX 3HIIehaIo-
natusix (CMHAPOMax MHGAHTUIBHBIX SMWICTITHUYECKUX
crazmoB, JleHHokca—IacTo, sanuiencum ¢ MUOKJIOHUYE-
CKM-aTOHMYECKMMHM TprcTyiaMu). [Ipenapar Takxke Mo-
XKeT ObITh 3P (PEKTUBEH Y MAUEHTOB C (POKATbHBIMU IITH-
JIETICUSIMU, B TOM YHCJIC€ PE3UCTEHTHBIMM K TepaIluMu.
JleyeHue CyJIBTHAMOM COIPSIKEHO ¢ HU3KUM PUCKOM OT-
MEHBI 13-3a IJIOXO0i ITEPEeHOCUMOCTH, M CYJIBTUAM IIPEBOC-
XOJIMT IO 3TOMY ITOKa3aTeo He ToJIbKO cTapbie ADII, Ho
Y TaKvie HOBBIE IIperaparhl, Kak jieBetupaneraM. OTiesb-
HOI c(pepoii TepalleBTUYECKOro MIPUMEHEHUs CyJIbTHaMa
CITyKaT MoBeIeHYeCKUE (TMIIEPKMHETUYECKOE TTOBEICHNE,
arpecCUBHOCTh) M KOTHUTHBHbBIE HAPYILIEHUSI Y TTAlIEHTOB
¢ anuernicueit. CyasTram Takke MOXKeT ObITh 3((eKTUBEH
y TIALIMEHTOB C MUJICTICHE M HOUHBIM aITHO?D.
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The article presents a clinical case of epilepsy with electrical status epilepticus during slow-wave sleep, the example
of which shows the relevance of the issue of timely diagnosis and prescription of adequate anti-epileptic therapy in this
syndrome. The role of regular electroencephalographic sleep monitoring in order to monitor the effectiveness of thera-
peutic measures is emphasized, and the main difficulties in making this diagnosis and choosing the correct anti-epilep-
tic treatment are shown.
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CKa3bIBaloOIIEHCs Ha TICUXUYECKMX (PYHKIMSIX peOeHKa,
YTO HEOTHOKPATHO MOATBEPXKAATOCH B 1IEJIOM Psilie UCCle-
noBaHMil. Ocoboe BIMSIHUE HA CTAHOBJICHME IICUXUYECKMX
¢yHKLMIT peOeHKa UMeeT (heHOMEH MPOIOIKEHHOM 31 -
JIenTUMOPMHON aKTUBHOCTU B a3y MEIJIEHHOrO CHa
(ITBMC; no knaccupuxkauuu ILAE 2022 1. — ¢peHOMEH
cnaiik-BosiHOBoM akTtuBaiuu Bo cHe (CBAC)) — Hecrie-
mbnyeckuit D I-narrepH, 3aKII0YAOITUIACS B JUTUTEIb-
HOM U TIOYTHM MOCTOSIHHOM MNPUCYTCTBUM OUdDY3HOMI
SMUIeNTU(GOPMHOM akTUBHOCTH Ha D3OI, Mmopdosiornye-
CKM TpPEeNCTaBICHHOMN pa3psaaMu KOMILJIEKCOB OCTpasi—
MeJJIeHHasl BOJHA, MISHTUYHBIMU JOOPOKaYeCTBEHHBIM
snuaenTugopMHbLIM natrepHaMm netctBa (ADI1M). Dtu
rpaoseMeHTHI TIPeACTaBISIOT co00it 3-(ha3Hblil 3eK-
TPUYECKUI TUIOJb C TIEPUOAOM OCTPOI BOJHBI >70 Mc
¢ mocenylleil MeaJIeHHO! BOJHOM 1 MOCTOSIHHOM aK-
TUBM3aLMe Bo cHe [1]. B HacTosee BpeMst O0JbILIMHCT-
BO HccJienoBaresieil MpuaepXKUBaloTCs TOUKU 3pEHMST, UYTO
snuenTUdOpMHast aKTUBHOCTD 1o Tuny JADI1/1 saBasiercst
OTpaXkeHUEM «BPOXICHHOTO HapyIIeHUS IIPOLIECCOB CO-
3peBaHUs TOJJOBHOTO MO3Ta»; YCTAHOBJIEHO, YTO JAHHBIN
MaTTepH BCTpeYaeTcsl He TOJbKO Y IETEH ¢ SMuIericueit, oH
MOXKET PErMCTPUPOBATHCS U Y MAIMEHTOB C Pa3IMYHbIMU
HEPBHO-TICUXUUYECKUMU 3a00JI€BAHUSIMU: TIETCKUM Liepe-
OpaJIbHBIM MapajuyoM, ayTU3MOM, TUKaMU, CUHIPOMOM
neduiMTa BHUMaHUS C TUTIEPaKTUBHOCTBIO U TIP., a TaKKe
Y HEBPOJIOTMUYECKU 1 TICUXUYECKU 3MO0POBBIX neTeii [5]. O6-
paiiaeT Ha cebsi BHUMaHUE BbICOKasT YyBCTBUTEIbHOCTD TaH-
HOT'O MaTTepHa K COCTOSIHUIO CHa, BO BPeMsI KOTOPOT'O Mpo-
HCXOMUT yBEeJIMUEHUE TTPENCTABICHHOCTU SMWIETITU(OPMHBIX
paspsinoB Ha DI, Hepenko ¢ siBeHreM aUpGY3HOTO pac-
MPOCTPaHEHUs IMUICNTUDOPMHONM aKTUBHOCTHU IO BCEM
OTBEICHUSIM KOHBEKCUTATIBHOM MTOBEPXHOCTU MO3ra 1 (hop-
MMpOBaHUEM (heHOMEHa BTOPUYHOI OMIaTepabHON CHUH-
xpoHuzauuu (peHomeH Tiokenb—/Ikacriepa).

B HacTosinee BpeMs BBIACASIOTCS CJEAYIOILIUe
IIBMC-accolmupoBaHHbIE SMUIEITUICCKUE CUHIPOMBI:
npuodpeTeHHas anujaenTuyeckas agasus (cuHapom JlaH-
nay—KuneddHepa), atunuunast 1o0pokadyecTBeHHasI AeT-
ckasl pokanbHas snuencus (CUHAPOM rnceBno-JIeHHOK-
ca), anuJenTrYecKas sHIedaronaTus ¢ 3MeKTPUIESCKUM
SMUJIECNTUYECKUM CTaTyCcOM MeajieHHOoro cHa (BOCM)
(ESES-cungpom) [4]. AuckyTabeabHBIM OCTaeTCS BKITIO-
YeHMEe B JAaHHBIN CITMCOK aTUITUYHBIX (pOpM TOOpOKayeCT-
BEHHOM (DOKaJIbHOM METCKOM SMUIEIICUM C LIEHTPAJIbHO-
TEMITOpaJIbHBIMU CMTaiikaMM (polaHaIuJYecKast AMUIeTICUs),
a TaKkXKe CUHAPOMOB BbIPaXKEHHBIX KOTHUTMBHBIX HapyIlle-
HUI, acCOLMUPOBAHHBIX ¢ (peHOMeHOM [IDMC (KorHu-
TUBHas 3MWiIenTUdGOpMHas Je3UHTErpalus U ee pasHo-
BUAHOCTH). Kaxkaplii U3 CHHAPOMOB UMEET MOJTMMOP(PHYIO
KJIMHUYECKYIO KapTUHY, HO OOJIUTaTHBIM MPU3HAKOM $IB-
JISIIOTCS KOTHUTMBHBIC HApYIIEHUS Pa3IMYHON CTeNeHU
BBIPaXKEHHOCTHU, YETKO KOPPEJUPYIIINEe C HaJIudueM
IIDMC Ha B3I, Bo3pacToM ee MOSIBJICHUS U UHACKCOM.
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®axr Busaaug [IDMC Ha ncuxmdeckue GYHKIMA TTOI-
TBEPKIACTCS MOJIOXKUTETbHBIM 3(h(heKTOM Ha KOTHUTUBHbBIC
(hyHKIIMY MTPpaBUIbHO MTOTO0OPAaHHOTO aHTURITUICITUYECKO-
ro npenapara (ADI1) mia KynupoBaHUs SIUISITAGOPMHOMN
AKTUBHOCTH, a TAKXKE YACTUYHBIM BOCCTAHOBJICHUEM yTpa-
YEHHBIX TICUXUYECKUX (PYHKIIMIA ¢ ncuesHoBeHueM [1OMC
B ImyOepTare.

IIponomxeHnHas snuientudopmMHass aKTUBHOCTb
B (hazy MeJIeHHOTO CHa — BO3pacT3aBUCUMBIN DA -naT-
TePH, BCTPEUAIOIIMIACSI UCKIIOUUTEIbHO B IETCKOM BO3-
pacTe U Mcye3arluil MpU TOCTUXKEHUU MyOoepTaTHOTO
nepuoja.

AnunenTtuyeckas sHuedazonatus ¢ DDCM — pa3Ho-
BUIHOCTb SMWIENITUYECKOM SHIIe(hasoNaTUU IETCKOIo BO3-
pacra, o kinaccupukanuu 1LAE 2022 . oTHocsasicst K
IpyIIrie sH1edatonaTuit pa3BUTHS U,/ UIU SITWIENITUYECKIX
CO CITaiiK-BOJHOBOM aKTUBALIMEl BO CHE, AeOIOTUPYIOLLIAs
B BO3pacTHOM Jyara3oHe oT 2 Mec 10 12 jieT (cpeaHuii Bo3-
pacT nKa 3ab0J1eBaeMOCTH BapbUPYeET OT 4 110 6 J1eT), OCHOB-
HBIMU MPOSIBJICHUSIMUA KOTOPOH SIBJISIIOTCS TTPOTPECCUPYIO-
IKe TICUXUYecKue HapylleHus (B IEepBYIO odepeab
KOTHUTHBHBIE Y TTOBEAEHYECKUE), COMPSTKEHHbIE ¢ (heHOMe-
HoM [ITOMC Ha D3I 1 HeYaCThIMU SMUIEITUUECKUMU MPHU-
CTyIaMu, IIPUyPOYESHHBIMU K COCTOSTHMIO cHa. He MeHee ueM
B 1/3 ciyyaeB sIIENITUYECKHE TIPUCTYIIBI MOTYT HE OTMe-
YyaTbCsl MO0 OYEHb PENKW U HE3aMETHBI IS OKPYKAIOIIHUX
[2]. B HacTostIIee BpeMst MPUHSITO BbIAEIATh 2 BapuaHTa ESES-
CHHIpOMA: UAVOMATUYECKUI M CTPYKTYPHBIN (CUMITTOMA-
TUYECKUIA); IPU CTPYKTYPHOM BapHaHTe OTMeJaroTCs Mo~
CJIECTBUS MEPUHATAIBHOTO MOpaXeHUs LIEHTPpaIbHOMN
HEPBHOM CHCTEMBI, pa3InyHble MaTbhopMalliM BelecTBa
TOJIOBHOI'O MO3ra, MOC/eNCTBUS TePEHECEHHBIX HEMPOUH-
dexuuit B paHHeM AeTCKOM Bo3pacTe. CTOUT 0OpaTUTh
BHMMaHHE Ha TO, YTO CTPYKTYpHbIe (hopmbl ESES-cuHapo-
Ma TpaBWIbHEe paccMaTpuBaTh B KOHTEKCTE «IBOMHOM
IaTOJIOTUM» — COYETAHMSI OPTAHNYECKOTO TOPaKEHMUS TO-
JIOBHOT'O MO3ra C UAMONaTUYECKOM (hOKATbHOM SMUJIeTICH -
eii ¢ DI [3]. [Tpu nedroTe 00Je3HU ¢ SMUIEITUISCKUX
MPUCTYIOB MPOMOKEHHAas SMUJIenTU(hOpMHas aKTUB-
HOCTb BO CHE OOBIYHO TpHcoeauHseTcs yepe3 1—3 roga
rnocjie AedroTa, U ee MpUCOeIMHEHUE 3HAMEHYeT co0oit
aKTMBHBIH ITepuon 3aboieBaHus. B 7 % ciydaeB cuHIpOM
MOXET Je0I0TUPOBaTh C (heOPUIbHBIX TPUCTYTIOB. KOorHu-
TUBHBIE U TICUXUYECKWE HAPYIIIEHWSI MOTYT TOCTUTaTh Ha-
CTOJIbKO BBIPaXKEHHOM CTENEeHU, YTO IMPUBOAIT K 3HAUU-
TEJIbHBIM TPYIHOCTSIM B OOYYEHUM, COIMATU3ALUUN
pebdeHka, BIJIOTh A0 MHBanuau3zauuu. ESES-cuHapom
Bospact3aBucuMblii — B 100 % ciygaeB [IDMC u snvten-
TUYECKWE MPUCTYIIBI UCUE3al0T MPU TOCTUXKEHUM ITyOep-
TaTHOTO Meproia, OJHAKO BOCCTAHOBJIEHUE KOTHUTUBHBIX
(yHKI1IMIT OOBIYHO HEIOJIHOE, YTO CO3AaeT 3HAYUTETbHbIE
TPYAHOCTHU B JaJIbHEHIIIE XXU3HU MallieHTOB. OCHOBHBIM
METOIOM ITUarHOCTUKU CUHIPOMa SIBJISIETCS MPOBEIEHUE
IUTMTEJILHOT'O BUIE03JIeKTposHIIedasorpaduieckoro
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MoHutopupoBaHust (BOM) cHa, KoTopoe Io3BOoJISIET Olle-
HUTb OMO3JIEKTPUYECKYI0 aKTUBHOCTh MO3Tra, 0OHAPYKUTh
SMUIENTU(GOPMHYIO aKTUBHOCTh U (peHoMeH [TOMC,
a TaKXe OLEHUTD 3(hHEKTUBHOCTH TPOBOAUMOIO aHTUAITH -
JIEITUYECKOTO JieYeHUsI. MeToabl HelpoBU3yaln3alnu
(IIpenMyILIECTBEHHO MAarHUTHO-PE30HaHCHAast ToMOorpadust,
M3peIKa PEHTICHOBCKAast KOMITbIOTepHasi ToMorpacdust) BTO-
PUYHBI, TaK KaK HallpaBJicHbl B OCHOBHOM Ha MCKJIIOUCHUE
OpraHMYECKOM IaTOJIOTMH TOJIOBHOTO MO3Ta, KOTOpast MO-
KET YTSKENIATh TeYeHUe SHUEehaTONaTUM UM BIUATH Ha
onpeaeeHHbIC 3BeHbs ITaTOreHe3a CUMHIpOMa (HarpuMep,
MOpakeHUsT TajJjaMyca KMCTO3HOTO JIN0O TOCTreMopparu-
YeCKOTo I'eHe3a, TPUHUMAIOIIET0 HEMOCPEICTBEHHOE yJac-
THE B (QOpMUPOBaHNU (heHOMEHA BTOPUUHOI OUaTepaib-
HO# CMHXpOoHM3aum) [6].

OcHoBHBIM noaxonaoM K Tepanuu ESES-cunapoma
SIBJISIETCSI yMEHbIIIEHUE MHIEKCA 1, TI0O BO3MOXHOCTH, KYy-
MMMPOBaHUE TPOIOKEHHON SMMWIeNTU(OPMHON aKTUB-
HOCTU. DIUJIETITUYECKUE TIPHUCTYITHI OOBIMHO XOPOIIIO IO/~
JIal0TCSl MOHOTepanuu, ogHako 3ddekTruBHOCTh ADIT pu
IIDMC kpaitHe BaprabesibHa, Kak B MOHO-, TaK U B MOJIU-
Tepanuu, He3aBUCHMO OT 3THUOJIOTUY (MIMONAaTUYECKUIA VT
CTPYKTYPHBII BAPMAHT 3MWICHITUIECKOro cuHapoma). [1po-
THO3 IIPU JaHHOM 3a00J1eBaHMU CTOMT OLIEHUBATh IO CTere-
HU KynupoBaHus rprctyrioB U [IDMC, a Takke BbIpaxkeH-
HOCTU KOTHUTWBHBIX HapylleHMil. Eciu B OoTHOIIEHUU
MPUCTYIIOB IPOTHO3 BCETIa OJIarONpPUSTHBIN, TO B OTHOILIC-
Huu [TOMC yaliie Bcero oTMevarorcst 2 porHOCTUYECKUX
BapyaHTa: ITOJTHOE KYITMPOBAaHKE MATTePHA 110 JOCTYDKEHUM
ImyGepTaTHOrO Neproa Jubo TpaHchopMallrs B Perrio-
HaJIbHYIO WJIA MYJIETUPETHOHAIBHYIO SMICITU(DOPMHYIO
aKTUBHOCTH [2]. Bompoc o cTeneHu BocCTaHOBIEHMST KOT-
HUTUBHBIX YHKIIUI ocTaeTcsl OTKPHIThIM. [TogaBnsioiee
OOJILIIIMHCTBO aBTOPOB KOHCTATHPYIOT 3HAYUTEIbHBIC
HapyLIEHUA KOTHUTUBHbIX QYHKLWIHA U OBEAECHUSA Y GOJIb-
HbIX ¢ DDCM naxe CIycTss MHOTHE TOMIbI ITOC/Ie MCYE3HO-
BeHUs ¢peHoMeHa [ITDMC Ha B3I [7].

Hioke npuBeneHo KIMHUYECKOe HaOMoIeHHE TTallueH-
TKU ¢ ESES-cuHapoMoM, XapakTepu3yOLIUMCST BEIPaKEH-
HOI (papMaKOpPE3UCTEHTHOCTHIO HE TOJIBKO T10 OTHOIICHMIO
Kk [I9MC, HO U K COITYTCTBYIOLIUM SIMUJICITUYECKUM TTPU-
CTYIIaM.

KnuHuyeckum cnyyait

Ilayuenmra A., 6 1em. XKanobvr Ha nosumopghusie snu-
Aenmuueckue npucmynsl (QokanbHvle eepcughvle, buiame-
panbible CYOOPOACHDbIE), 3AMOPMONCCHHOCHb, HEYCMOoU1U-
B0CHb GHUMAHUS, YMEPEHHOe KOCHUMUBHOE CHUMNICEHUE.

Anamnes xcusnu: pebenok om 5-il bepemenrHocmu (om
2-it bepemennocmu podunace desouka, 13 nem, 30oposa),
npomexasuieii Ha (oHe yepo3vl NPepblaHus, 0meKos, aHe-
Muu; om 2-x pooog nymem naaHo8020 Kecapesa ceveHus (py-
oey Ha mamke). Macca meaa npu poxcoenuu — 3000 e, ouen-
Ka no wkane Aneap — 7/8 6aanos. Ilocae poscoenus

1

nepesedera 6 omoeneHue namoaocUu HOBOPOICOeHHbIX, 20e
noayuana aeveHue no n08ody NepuUHaAMAIbHO20 NOPANCEHUS
UYeHMPAAbHOUl HepeHOU cucmembl. Pannee ncuxomomopHoe
passumiue cOomeemcmaosano Hopme.

AHnamues 3abonesanus: 8 gozpacme 2 1em HA PoHe AUXO0-
DPAoKu, 8bI36AHHOU OCMPOI PeCnUpamopHoi 8UPYCHOLL UHQDeEK-
yueil (39,9 °C), 603nux npucmyn 6 8ude adsepcuu 20/106bl
C OmpeueHHbIM 832ea00Mm, daumenvHocmoio 0o 1 mun. Obcae-
dosaHue He nPo8ooUAOCH, 3a CNEUUANU3UPOBAHHOU NOMOUBIO
He obpawanucs. Yepes 1,5 eooda, 6 dexabpe 2020 2., na gpone
oCcmpoiil pecnupamopHoil 8UpYcHoll UHgeKyuu be3 AUuxopaoku,
YMpom npu npooyycoerHuy 803HUK NPUCMYN. A08ePCUsl 2010~
8bl 81660 C NOCAEOYHUUM NPUCOeOUHEeHUeM MOHUKO-KAOHU-
YecKuUx cyoopoe 8 KOHeUHOCMSX, OAUMENbHOCIb NPUCMYNA
oK010 15 mun. B cmayuonape obnacmuoii demckoii 604bHUYbL
nposederHo sneKkmposHyeparoepaguueckoe uccredosarue, Ha
DIAI o6Hapyscena snurenmuopmHas aKkmusHocmy 8 euoe
4acmuvlX pazpsa008 KOMHAEKCO8 0CMPAas—MeONeHHAs 80AHA
8 UeHMPAaNbHO-MeMeHHO-3aMblA0YHbIX 004aCMAX C pacnpo-
cmpaHenuem 8 100Hble omadenvl. MaeHumHoO-pe3oHaHCHAS
momoepaghus 201086H020 M032a NOKA3AAA HAAUYUE 2AUOZHBIX
U3MeHeHUil 8 N0OHBIX 004X, A MAKICe NOCMEeMOPPALUHECKYI0
Kucmy manamyca cnpasa (no 0aHHOMY no800y nauueHmKka
0bL1a NPOKOHCYNbMUPOBAHA HEUPOXUPYPOM, ONepamugHoe
JNeveHue NoKa3auo He 0vino) (puc. 1, 2).

Pebenky Obi1 ycmanosaen 0uazHo3 KpunmozeHHou ¢o-
KAAbHOU dNUAeNCUU C 8MOPUHHO-2eHEPANU308AHHBIMU NPU-

Puc. 1. Ilayuenmxa A., 6 rem. Jluaenos: snurenmuueckas suyearonamus
C INEKMPUHECKUM INUAENMUHECKUM CIAMYCOM MeOAEeHHO20 CHA, CMPYK -
mypHbLil 6apuanm. MaeHumHo-pe30HaHCHAS MOMO2PapUs 201086H020 MO32d,
mowHocms 1,5 T, akcuanshbiii cpes. Ha yposne npasoeo maramyca usya-
AU3Upyemcs Kucmosnoe obpasosarue 15 x 7 mm (YyKazano cmpenxoii)

Fig. 1. Patient A., 6 years old. Diagnosis: epileptic encephalopathy with
electrical status epilepticus during slow-wave sleep, structural variant. A 1.5 T
magnetic resonance image of the brain, axial view. A 15 x 7 mm cyst (arrow)
is visualized at the level of the right thalamus
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Puc. 2. llayuenmka A., 6 sem. Jluaenos: snunenmuteckas snyegharonamus
€ 2AeKMPUHECKUM INUAECNMUYECKUM CIAMYcoM MeOAeHH020 CHA, CIMPYK-
mypHbiil apuanm. MaeHUumMHo-pe3oHaHCHAas MOMoSpaus 20A108H020 MO32d,
mowHocms 1,5 T, koponapretii cpe3. Kucma npagoeo manamyca 15 < 7 mm
(ykazaua cmpenkoii)

Fig. 2. Patient A., 6 years old. Diagnosis: epileptic encephalopathy with

electrical status epilepticus during slow-wave sleep, structural variant. A 1.5 T

magnetic resonance image of the brain, coronal view. A 15 x 7 mm cyst
of the right thalamus (arrow)

cmynamu, HA3HA4eH Npenapam 6aibnpoesoil KUcAombl
8 gopme cupona ¢ OanbHeHuUM nepexo0om Ha 8aAbnPOAm
8 mukpoeparyaax 6 doze 750 me/cym. Ilpucmynui He Kynupo-
8aUCD, 8 C853U C YeM PebeHOK Dbl nepeeeder Ha AaMOMPUONCUH
150 me/cym 6 kombOunayuu ¢ smocykcumudom 750 me/cym.

Hepes 6 mec nocae ycmanogaeHus: OUaeHo3a NPo8eoeHo
BOM cna — pecucmpuposanace snusenmupopmHan aKkmue-
HOCMb cyMMaphoim undekcom 60 epems cha 30—40 %,
Ha omoenvHvix snoxax 3anucu — 0o 70 %. B meuenue 2ooa
OMMEHANUCH NPUCTYNbL, NPEUMYULECINBEHHO HOUHbIE U NPU
npobyscoenuU, 6 sude adéepcuul 20108bl 61€60, 0e8UAUUU 21a3
61€60 U MOHUKO-KAOHUHECKUX CYOOpOe 8 HUNCHUX KOHEYHO-
cmsx, oaumenvHocmoio 00 15 mun; maxkice pooumenu omme-
Yanu nosiéaeHue HapyuweHui nosedelus 8 sude NOBbIUEHHOU
IMOUUOHANBHOU 8030Y0UMOCMU, HEYCUOUUBOCMU, HEGHUMA -
menbHOCmU, NosieAeHUe HeHemKOCmU 8 pedll, a maKice 3a-
MOPMONCEHHOCTU.

B dexabpe 2021 e. 6vinonneno pymuHnHoe 31eKmposHye-
ganoepaghuueckoe uccaedoganie — pecucmpupo8anics Ya-
cmole INUAENMUGOPMHbIE KOMNACKCbL OCMPAS—MeOAeHHAS
B0IHA 8 UEHMPANbHO-MEMEHHO-3AMbLA0OYHbIX 001aCmaX
¢ pacnpocmpaneHuem 8 106Hble 0moenbl, Mecmamu npooo-
JcerHbvle (00 7 ¢), KAuHu4ecKu nposeaasuiuecs nodepeusa-
HUuem KOHeuHocmeil; Moppoaoeus KOMNAEKCo8 COOMBEmC -
soeana JI2I1JI. Yeeauuena doza aamompudxncura do 300 me/cym
— Ha 3MoM hoHe nPUCMYnvl CIMANU exlceOHedHbIMU, 00 3 pas
8 cymku, dnumenvHocmoio 2—4 mun. Ilpucmynst Kynuposa-
AUCH 88e0CHUEM PeAAHUYMA.

B gespane 2022 2. nocae daumenvHoil cepuu npucmynos
(7 3nu30008) ommeuaics NOCMAPUCMYNHbLIL 1e80CHOPOHHULL
eemunapes Todda. [lposedena 3amena samompuoxicuHa
Ha cynvmuam; 8 mapme 2022 2. pebeHOK NPUHUMAA CYAbMUAM
100 me/cym, aamompudxcun 200 me/cym, smocykcumuo
750 me/cym. BOM cna 6 mapme 2022 e.: pecucmpupyemcs
BBIPANCEHHAS FINUACNMUPOPMHAS AKMUBHOCMb 8 sude Ya-
Ccmbix 0AUmMenbHbiX bunamepanvHoix paspados JAI11/-axmue-
HOCIU ¢ aMAAUMYOHbIM NPeodAadanuem 6 MmemMeHHO-3ambl-
J0MHO-BUCOHHBIX 001ACMSX 20108H020 MO32a,; NO Mepe YenyoneHust
cHa ommeyaemcs Hapacmarue uxoexca 0o 80—90 %, na om-
OeavHbix anoxax — 0o 100 % (penomen [IIMC). Ha gone
66e0eHUsL CYIbMUAMA OMMEUANOCH YPEICeHUe YACHOMbL NPU-
cmynoe, Haba0an0ch NoseAeHUe NPUCMYNOE 8 8UOe INU30-
006 urcayuu 830pa, mpemopa pyK (RpeumyuecmeenHo Ha
ghoHe s3MouLOHANbHO20 8030YJICOeHUs), a mMaKice 830pacuéa-
Huii 60 cre. DII 6 utone 2022 e.: 3apecucmpuposan npucmyn
6 6ude uKcayuu 630pa 6 COMEMaHUU ¢ 08YCMOPOHHUMU CY-
dopoxcrvimu nodepeusanusamu, Ha DI conposoxcoasuiuiics
nosigAeHUeM BMOPUHHOLU OUAAMEPANbHO-CUHXPOHHOU AKMUG-
Hocmu ocmpas—meodneHHas eoana yacmomoii 2,5—3,0 Iuy.

C nema 2022 2. nossuaucy nCUxomMomopHbie NapoKCcUmMbl
6 8ude 6030ycoerHuUs (pebeHoK nodbeeaem u 208opum, 4mo ee
«BCHO MpsICcens; UBMEHeHUe MUMUKU) ONUMEAbHOCMbIO 00 5 MUH.
Toeda rce nayuenmia ObL1a KOHCYABMUPOBAHA HEBDPOAOCOM
hedepanvHoll KAUHUKU, YCIMAHOB8ACH OUACHO3 INUNECNMUYECKOL
axueparonamuu ¢ gpenomerom I1IMC, pexomendosaro é6e-
JeHue 6 mepanuio KA00a3ama ¢ OMMEHOU SMOCYKCUMUOQ.
Ha gone nonvimku ommervt SIMOCYKCUMUOG OMMEUANCS 03HO-
00n00o0HbLIL Mpemop, écaedcmeue veeo npogedeH 8038pam
K npexcreli doze npenapama. Ilpu nonvimie ommenvt K100a-
3ama NOABUAUCH U YHACIUAUCH NPUCHIYNbL 8 U0 3AKAMbIBAHUS
21a3 ¢ 3amupanuem onumenbHocmoio 2—5 ¢ 0o 4—5 pa3z 6 denb.
BOM onesnoeo cna 6 Hosiope 2022 2.: 00unouHble u cepynnu-
posanHble dughaztvie ocmpbie G0AHbL, PaA3PsAdbl KOMHAEKCO8
ocmpasi—meoneHHas 80AHA, NUK—MeONeHHAs G0AHA, NOAU-
NUK—MeONeHHAS! BOAHA 8 YEHMPANbHO-IMEMEHHbIX U BUCOUHBIX
omeedenusx, boavle cnpasa, ¢ pacnpocmpaneruem 8 100Hble
U 3amula0YHble obaacmu obeux eemucgep mosea, UHOEKCOM
0o 80—90 % (puc. 3). B ces3u c neaghghexmusrocmoio 6azo-
ebix ADII npunamo peuwienue o npoeedeHUU NYAbCMEPAnUU
2AHKOKOpMuUKocmepouoamu (MemuanpeoHu3010H).

Ha momenm npoeedenus nyavscmepanuu (aneaps 2023 e.)
navuuenmka npunumana cyasmuam 200 me/cym, smocykcu-
mud 750 me/cym, kaobazam 20 me/cym; cOXpaHAAUCL NPU-
cmynol 6 sude 3aKambl6AHUSL 2143 C HAPYUIeHUEM CO3HAHUSL,
ukcayueii 83opa do 1 paza ¢ 2—3 onsa. Ha gpone nposedentoii
nyavcmepanuu MemuonpeoHU30N0HOM CYUeCmEeHH020 3¢~
ghexma nosayuero ne obi10.

Ilposedeno eenemuueckoe uccaedosanue pebenka (noa-
HO9K30MHOE CEKBEHUPOBAHUE) — 0OHAPYICEHA 2emepo3Ueom -
Has mymayus é eene SCNSA. B gpespane 2023 e. nayuenmra
NOBMOPHO KOHCYAbMUPOBAHA INUAENIMOA020M PedepanbHOll
KAUHUKU, OUA2HO3 OblA USMEHEH Ha AMUNUMHYIO (POKANbHYIO
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Puc. 3. llayuenmxa A., 6 rem. Jluaenos: snunenmuueckas sHyeparonamus
€ INEKMPUYECKUM INUNCHMUMECKUM CIAMYCOM MeOAeHHO20 CHA, CIPYK-
mypHbiil gapuanm. Budeosnexmposruegpanoepaghuueckoe monumopuposanue
cHa, gaza 60dpcmeosanus. Ha pone Hepeskoeo 3amednenus KopKoeoi pum-
MUKU 8 NPABOLL UEeHMPAAbHO-MEMEHHOU 00Aacmu ¢ pacnpocmpaneHuem no
omeedeHusM npasoil eemucghepsvl Mo32a u ¢ danrvHeliwum ouggysHoim pac-
NpPOCMpaHeHUeM NO MEXAHU3MY 6MOPUHHOU OUAAMEPANbHOL CUHXPOHU3AUUU
pecucmpupyemcs pecuoHANbHAs SNUAERMUPOPMHAS AKMUBHOCMb MUNA
ocmpasi 60AHA—MeONeHHAs B0AHA, NUK—MeONeHHAs 80AHA, OONbUIUHCMEO
KOMNAEKCO8 N0 MOPGoAo2UU COOMEemcmayom d00pOKauecmeeHHbIM SR~
AeNnMUGOPMHbIM nammepHam 0emcmea

Fig. 3. Patient A., 6 years old. Diagnosis: epileptic encephalopathy with electrical
status epilepticus during slow-wave sleep, structural variant. Video-electroen-
cephalography monitoring during wakefulness. Mild slowing of cortical rhythmics
in the right centroparietal region spreading along the leads from the right hemi-
sphere with further diffuse spread via secondary bilateral synchronization; region-
al epileptiform activity represented by sharp-and-slow-wave and peak-and-slow-
wave discharges matching benign epileptiform discharges of childhood
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Puc. 4. Iayuenmra A., 6 aem. Juaenos: snusenmuueckas sHyegaronamus
C 2NeKMPUHECKUM INUNENIMUHECKUM CINAIMYCOM MeONEHHOR0 CHA, CPYKMYPHbII
eapuanm. Pymunnas anexmposnueganoepaghus. Hepesxoe samednenue gporo-
6ol axmuerocmu. Peeucmpupyemcs pecuonanvras snunenmugopmHas aKmue-
HOCMb 6 8U0e OOUHOHBIX U CSPYNNUPOBAHHBIX PA3PA00E KOMNAEKCO8 0CMpas
601HA—MeONeHHAS 601HA, NUK—MEONEHHAs 60HA 6 NPAGOLl UeHMPANbHO-Me-
MeHHOI 0baacmu ¢ pacnpocmpaneHuem 6 npagvie A0OHYI0, 3aMbIIOUHYIO U 6U-
counyr obnacmu, mMopgoaoeus KOMAIAEKCO8 cOomeemcmeayem 0o0pokauecm-
BEHHBIM NUAENMUPOPMHBIM NAMMEPHAM Oemcmea

Fig. 4. Patient A., 6 years old. Diagnosis: epileptic encephalopathy with electrical
status epilepticus during slow-wave sleep, structural variant. Routine electroen-
cephalography. Mild slowing of background activity. Regional epileptiform activ-
ity represented by single and grouped sharp-and-slow-wave and peak-and-slow-
wave discharges originating from the right centroparietal region spreading
to the right firontal, occipital, and temporal regions. This activity is considered
as benign epileptiform discharges of childhood

1

anunencuro demcmea (cundpom nceedo-Jlennoxca), peko-
MEHO08AHA OMMEHA IMOCYKCUMUOA C NOCTENEeHHbIM NepPexo-
dom Ha ganvhpoam 6 mukpoepanysax. IlIpu nonsimie omme-
Hbl IMOCYKCUMUOA U HAZHAHEHUS 8AAbNPOAMA OMMEUAN0CH
pe3Koe yxyouieHue COCMOSAHUS 8 8ude cepuu NpUCMYNos
¢ 3aKambvleanuem enas, KAOHUHeCKUMU nodepeusanusmu Ko-
HeyHocmell 6 meyeHue HeCcKOAbKUX OHell nodpsad. B ceasu
¢ HeB03MOICHOCHbI) OMMEHb! IMOCYKCUMUOA OblA nposedeH
6036pam K npedxcteil dose (750 me/cym), a makce yseauuena
doza cyavmuama (250 me/cym) — cepuiinble npucmynwl 0biau
Kynupoeansl. Ha ghone 6106 usmenennoli mepanuu ommeua-
AUCH NPUCMYNbL 8 BUOe 3AKAMbIBAHUS 2Aa3 ¢ HENPOOOANCU-
menvHol QuKcayuei 830pa u HapyueHuem YemxKocmi pedu
0o 8—10 ¢ om 6 do 16 npucmynos 6 denv. Hesponocom-snu-
AeNMOA020M Pe2UOHANbHOU OONbHUYb! ObLI0 PEKOMEHO08AHO
86ederue 6 mepanuto pypuHamuoa ¢ ommeHol kaobazama.
BIM cua 6 mae 2023 e.: dughgy3znas snusenmugopmuas ak-
muenocms 6 eude Komnaerxcos AT unoexcom 80—90 %.
B cé53u ¢ coxpanarowumcs 8b1cOKUM UHOCKCOM INUACNMU-
@opMHOU aKmusHoCmU ObLA0 NPUHAMO PeuleHue 3aAMeHUMb
DPYy@duHamMuo Ha 30HUCamuo.

Ha momenm nocaedneil KoHcyasmayuu pebeHoK npUHU-
man 3onucamud 150 me/cym, smocyxkcumud 750 me/cym,
cyavmuam 250 me/cym. Ha pone dannoil mepanuu oHesHbie
NPUCMYnbL HOAHOCMbI) KYNUPOBAAUCD, COXPAHANUCH eOUHUY -
Hble HouHble nodepeusanus KoneuHocmamu. BOM cua 6 urone
2023 2.: ommeuaemcss MyAbmupe2uoHanbHas SNUtenmugopm-
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Puc. 5. llayuenmxa A., 6 aem. Juaenos: snusenmuveckas snyegaronamus
C 2NeKMPUHeCKUM INUACHIMUECKUM CIAMYCOM MEOAEHHO20 CHA, CIPYKMYp-
Hblil 6apuanm. Budeoanexmposnyeghanroepaguueckoe moHumopuposatue cHa,
1 cmaodus a3zl mednenroeo cha. Ha dannom ghpaemenme ommeuaemes ge-
HOMEH 8MOPUHMHOL OUAAMEPANLHOU CUHXPOHUZAUUU C (POKANbHBIM HAYANOM
8 NPABoLl YeHMPAaNbHO-MEMeHHO-3amblA04HOU obaacmu. MHdekc npedcmag-
AeHHocmuU anunenmugopmuoi akmuenocmu 60—70 %. Obpawaem Ha ces
BHUMAHUE ACUHXPOHUS Pa3ps006 Mexcdy npasoil U 1e6oli cemucepamu mo3ea,
HepeOdKo 6cmpenarowasics npu nPo0oANCeHHOU INUAENMUPOPMHOU AKMUBHO-
cmu 6 ghasy medneHHo20 cHa

Fig. 5. Patient A., 6 years old. Diagnosis: epileptic encephalopathy with
electrical status epilepticus during slow-wave sleep, structural variant. Video-
electroencephalography monitoring during the first stage of slow sleep.
The fragment shows secondary bilateral synchronization with a focus located
in the right central parietooccipital region. The index of epileptiform activity
is 60—70 %. Asynchronous discharges from the right and left hemispheres,
which is typical of prolonged epileptiform activity during slow sleep
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Puc. 6. [layuenmka A., 6 aem. uaenos: snusenmuueckas sHyedparonamus
€ INEKMPUMECKUM INUACHMUHECKUM CIAMYCOM MEONeHHO20 CHA, CIPYKMYp-
Hblil apuanm. Budeosnexmposnyepanoepaghueckoe MOHUMOpUposarue cua,
11 cmadus ghaszet mednerHoeo cha. DeHomer nPOOOANCEHHO SNUNCRMUPOPMHOIL
aKmueHocmu 6 (aszy MeoreHH020 CHa (UHOeKC SNUAenMUPOPMHOL AKMUBHO-
cmu >80 %). B cmpykmype oughgysnoii snusenmughopmuoil axmueHocmu
npocaexcugaemcs POKanbHbIl KOMROHEHM 8 NPABOLL UEHMPAAbHO-MEMEHHOL
obaacmu, a maxice obpaujaem Ha cebsi GHUMAHUE ACUHXPOHUS. pA3PSI008 KaK
Mexcoy noAYumapusimu, max u é npedeaax Kaxicooi eemucgepol
Fig. 6. Patient A., 6 years old. Diagnosis: epileptic encephalopathy with elec-
trical status epilepticus during slow-wave sleep, structural variant. Video-elec-
troencephalography monitoring during the second stage of slow sleep. Pro-
longed epileptiform activity during slow sleep (epileptiform activity index
>80 %). There is a focal component in the right centroparietal region within
the structure of diffuse epileptiform activity. Asynchronous discharges
from the two hemispheres, as well as within one hemisphere

Has akmueHocms 6 sude [l DI1] 6 npasoii u ne6oii uenmpanbHo-
MEeMEHHO-8UCOUHOIL 00AACTSX, NPEUMYUECINBEHHO HE3ABUCUMO
dpye om dpyea, ¢ A8ACHUSMU BMOPUYHOU OUNAMEPANbHOU CUH-
XPOHU3AUUL, NPEUMYUIECMBEHHO U3 04aea 8 NPasoll eemucgepe
20/1086H020 MO32, UHOCKC dNUACNMUPOPMHOU AKMUBHOCIU
Me0neHH0604H068020 cHa 60— 70 %, Ha omdenvbHbIX IN0XAX —
0o 90— 100 % (puc. 4—6).

Hespoaoeuueckuii cmamyc: y nayueHmKu Omme4armces
Juppysnas moluieunas 2UNOMOHUS, HEPE3KO BbIPANCCHHAS
opaduxunesus. Heiiponcuxonoeuueckoe uccredosarnue vis-
BUN0 3A0ePIHCAHHBLI MUN PA3GUMUSL BbICULUX NCUXUMECKUX
@yHKyuil ¢ npeobaradanuem HedopazgumMus pecyasimopHo2o

1. Epmonenko H.A., Byunesa U.A., 3axaposa E.!. KiinHuKo-Heii-
podusmronornyeckre 0cOGeHHOCTH SMUIENTUYECKIX CUHAPOMOB,
aCCOLMMPOBAHHBIX C TOOPOKAYECTBEHHBIMU MU TU(OPMHBIMU
paspsiiaMu IeTCKoro Bo3pacta. HeBposorusi, HeiiporicuxuaTpusi,
ncuxocomaruka 2014;(1):9—12.

DOI: 10.14412/2074-2711-2014-1S-9-12

Ermolenko N.A., Buchneva I.A., Zakharova E.I. et al. Clinical
and neurophysiological characteristics of epileptic syndromes
associated with benign epileptiform discharges of childhood.
Nevrologiya, neiropsikhiatriya, psikhosomatika = Neurology,
Neuropsychiatry, Psychosomatics 2014;(1):9—12. (In Russ.).
DOI: 10.14412/2074-2711-2014-1S-9-12

2. MyxuH K.1O., I'nyxoBa JI.1O., Makuesckas E.P. Dnunerncust
C 3JIEKTPUYECKUM SMUIENTUYECKIM CTaTycOM B (ha3y MEAJIEHHOTO
cHa ¢ (hoKycOoM Ha asiekTposHILiedaniorpadueckue KpUTepuu.

1

U IMOUUOHANBHO-801€6020 KOMNOHEHMO8, YPOBEHb UHMEN -
AEKMYANbHO20 pa3eumus Obll HUMCe YCAOBHOU G03PACMHOIL
Hopmot. Ha ocnosanuu anamuesa, xapakmepa snuienmuye-
ckux Hapywienuii, usmenenuil Ha III, dannbix Hellposusya-
auzayuu (nocmeemoppazu1eckas Kucma maiamyca), a mak-
Ice BbIPANCEHHOIL (hapMarKope3UcmeHmHocmu Obll YCMAaHOBAeH
duaero3: snunenmuueckas sHyegaronamus c I9CM, cmpyk-
MYpPHLLIL 86APUAHM.

Ha maHHoM KIMHMYECKOM IpUMepe HAIJISTHO ITOKa3aHo,
C KaKUMH CJIOKHOCTSIMU MOXKHO CTOJIKHYTBCS TIPY TUArHO-
ctuke ESES-cunapoma. HetunmuHoe Havano, oouiive mo-
JIMMOPMHBIX IPUCTYTIOB, CMEHSIBILIVIX APYT ApYyTa ¢ TeYCHUEM
3a00JIeBaHUS 1 UI3MEHEHUEM TePaIiu, Hepe3Kast BIPaXKEH-
HOCTb IICUXMYECKMX HapYILIEHW, ponopKeHHast mudy3Hast
snuienTugopMHast akTuBHOCTh Thna DI/ cxoxu ¢ cuMm-
MITOMaMH1 CUHIpoMa IiceBno-JleHHokca. OMHAKO pe3uCTeHT-
HocTh [IODMC, ee mimTenbHOE TIepcUcTUpoBaHue (Dosee
rofia), COXpaHsIIOIINICS BEICOKUIA MHAEKC SMUICITUDOPM-
HOI1 aKTUBHOCTH TTPY OTCYTCTBUM MPUCTYIIOB, HAJTMYWE Op-
TraHMYECKOrO MOpaXKeHUs TajlaMmyca SBWIMCH KITIOYEBBIMU
KpUTEepUsIMU YcTaHOBJIeHUS auarHoza ESES-cunapoma.
K coxajeHuto, B CBSI31 ¢ HEKOPPEKTHOM MHTEpIIpeTalneit
JIMarHo3a, 3arro3aajioi BO3MOXKXHOCTBIO IIPOBEICHMST HEOOXO0-
JIUMOTO McclienoBaHusl (MOHUTopupoBaHue DDI cHa), He-
perynsipHbiM DBOI-KoHTpoaeM 3¢hGEKTUBHOCTY JICYEHUS
B IIPUBEICHHOM MpHUMEpe MMela MECTO MOJIMITparMasusi,
BEPOSITHO, SIBUBIIIASICS OMHUM 13 IJIaBHBIX (haKTOPOB B (hop-
MUPOBaHMHU (pPapMaKOPE3UCTEHTHOCTH, a TAKXKE HA3HAYCHUST
ADII, He sgBsTIOLIMXCS 6A30BBIMU B TEPAITMM SITMICTITUYEC-
Koit sHLedatonatuu ¢ ODCM (Kak U CMHApPOMA TICEBAO-
JlenHokca): naMOTpUIKMHA, pydUHaAMKIA, 30HUCAMUIA.
O6paimaer Ha cebs] BHMMaHMe UTHOPUPOBaHKME B JaHHOM
KJIMHUYECKOM CJIydae MCIOJIb30BaHUS TaKMX IIPEaparoB,
KakK JIeBeTUpalleTaM M TOIMpaMart, KOTOPbIe TTOKAa3hIBaIOT
JIOCTaTOUHYIO 3((PEeKTUBHOCTD y AeTeit ¢ DDCM.

Pycckuit xxypHan nerckoit HeBpoJioruu 2017;12(1):21-35.
DOI: 10.17650/2073-8803-2017-12-1-21-35
Mukhin K.Yu., Glukhova L.Yu., Makievskaya E.R. Epilepsy
with electrical status epilepticus during slow-wave sleep with a focus
on electroencephalographic criteria. Russkiy zhurnal detskoy
nevrologii = Russian Journal of Child Neurology 2017;12(1):21-35.
(In Russ.). DOI: 10.17650/2073-8803-2017-12-1-21-35

3. MyxuH K.1O., ITetpyxun A.C., XoarH A.A. DrujienTuyecKue 3H-
LedanonaTuu 1 cxoxue cuHapoMsl y neteit. M.: AprCepsuc JlTx.,
2011. C. 366—389.
Mukhin K.Yu., Petrukhin A.S., Kholin A.A. Epileptic
encephalopathies and similar syndromes in children. Moscow:
ArtServis LTD, 2011. Pp. 366—389. (In Russ.)

4. XonuH A.A. Drinjentuyeckue sHuedanonaTum ¢ 3JIeKTpUIeCKUM
SMWIENTUYECKUM CTaTycOM MeJieHHOBoJIHOBOro cHa (ESES):
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dnunencua v BpoOXXAEHHbIN LepedpanbHbIi
napanuy: napannenun Mmexay noKanusauueu
aHOMANIUWU reHOMA U KNIMHUYECKUMU NPOABJIGHUAMU

I1.JI. Cokonos!, H.B. Yebanenko?, J0.A. ®enorosaZ, .M. Meanas?

ITBY3 « Hayuno-npaxmuueckuii yeHmp cneyuanu3uposanHoii nomowu oemsam um. H.B. Boiino-Sceneyxoeo Jenapmamenma
30pasooxpanenus . Mockewr>; Poccus, 119620 Mockea, ya. Asuamopos, 38;

2QI'BOY JI10 «Poccuiickas meduyunckas axademus HenpepbiéHo2o npogeccuonanbioeo obpasosanus» Munszdpaeéa Poccuu; Poccus,
125993 Mockea, ya. bappukaduas, 2/1, cmp. I;

3@IAOY BO «PoccuiicKuil HayuoHanbHbLi uccaredosamensekuil meduyurnckuii yuusepcumem um. H M. ITupozoéa» Munzdpaea Poccuu;
Poccus, 117997 Mockea, ya. Ocmposumsanosa, 1

KoHTakThl: Haranbs BnagumuposHa YebaHeHko natagwe@yandex.ru; Nasen Neonuposud Cokonos psok.sci@gmail.com

Mporpecc B MONEKyNApHOI reHeTUKe NOCTENeHHO NPUBOAUT K KapAWHANbHOMY NepecMoTpy NpeacTaBieHuid 0 npupoae
HE TOJIbKO NMPU3HAHHBIX TEHETUYECKU [ETEePMUHUPOBAHHLIX 3a60N€BAHUI, HO W TEX, reHeTMYeCKan Npupoaa KoTopbix
[0 HefiaBHero BpeMeHu NuwWb npegnonaranack. Bee 6onblie nHhopmauum nosBnseTcs 0 NOAUTEHHbIX U/ UKW MyNbTUDAK-
TopuansHbix 6onesHax. M.J1. CokonosbiMm 1 H.B. YebaHeHKo B 2022 r. GblAn NPeanoXeHbl KOHUENUMS HEPOTPONHOMO
reHoMa v KnaccuduKaums reHoB No «30HaM UX OTBETCTBEHHOCTUY» — TOUYKAM NPUNOXKEHNUS AeTEPMUHAHTHON aKTUBHOCTM.
MNocTeneHHo HakannuBaeTcs 06beM MaTepuana 0 3aBUCHMOCTM naTonoruyeckoro GeHoTuna (KNMHUYECKUX NposBReHUN
HacNeACTBEHHOTO 3a601eBaHNA) OT XapaKTepa MyTaLMuW U TOKaNU3aLMUN ee Ha NPOTAXEHUU reHa.

B HacTosWeill cTaTbe Ha npumMepe cuHapoMa Bonbda—-XuplxopHa paccMoTpeHbl BapuaHTbl 3aBUCHMOCTU teHoTUna (Knu-
HUYECKON KapTWHbI) OT JIOKanu3aLumu aHomanuu reHoma. NpuBefeH cnyyaii U3 NpakTUKU aBTOPOB C JOMUHUPOBAHWEM
B KJIMHUYECKOM KapTuHe 3a60neBaHus anuaencum 1 uepebpansbHoro napanuya, NpoaHanu3nposaH heHoTUn B COOTBETCT-
BUW C XapaKTepoOM U NOKanu3auuein BbIBNEHHOW reHeTUYeCcKo aHoManuu. ABTOpbI BbICKAa3biBalOT NPEANOoXKeHe
0 3aBMCMMOCTM MEX[Y XapaKTepoM 1 IOKanu3aumein aHoManuii reHoma u 0cobeHHoCTAMU deHoTMNa 3aboneBaHus.

KnioueBble cnoBa: anunencus, uepebpanbHblii napanuy, cuHapom Bonbda—XuplwxopHa, aeneuus xpomocomsl 4p, PIGG,
CPLX1, CTBP1, LETM1
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Progress in molecular genetics is gradually leading to a radical revision of the understanding of the nature of not only
recognized genetically determined diseases, but also those whose genetic nature has only been assumed. More and more
information is emerging about polygenic and/or multifactorial diseases. The authors P.L. Sokolov and N.V. Chebanenko in 2022
proposed the concept of a neurotropic genome and the classification of genes, according to their “areas of responsibility” —
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points of application of determinant activity. There is a growing number of scientific works on the dependence of the patho-
logical phenotype on the nature of the mutation and its localization along the gene.

In this article, using the example of Wolf-Hirschhorn syndrome, variants of the dependence of the phenotype on the loca-
tion of the genome abnormality are considered. A case of a disease from the authors’ practice, in which epilepsy and cere-
bral palsy predominate, is presented; the phenotype is analyzed with the nature and location of the identified genetic
anomaly. The authors make assumption about the connection between the nature and location of the genome anomaly

and the characteristics of the phenotype.

Keywords: epilepsy, cerebral palsy, Wolf-Hirshhorn syndrome, deletion of chromosome 4p, PIGG, CPLX1, CTBP1, LETM1
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IIporpecc B MOJIEKYISIPHOI T€HETUKE ITOCTEIIEHHO
MPUBOAMT K KapAMHAJIBHOMY IIEPECMOTPY MPEACTaBICHMIA
0 MPUPOJIC HE TOJILKO MPU3HAHHBIX TEHETUIECKHU IETEPMU -
HMPOBaHHBIX 3a00JIEBAHMIA, HO 1 TeX, TEHETUYECKasI ITIPUPO-
Jla KOTOPBIX IO HEMABHETO BPEMEHU JIUIIIb IIPEITIOIarauach.
IMosiBnsieTcst Bce Oosblile MHGOPMALIMU O TTOJTUTEHHBIX
U/ MyJsTH(bakTopuaibHbIX 60s1e3Hs1X. I1.J1. CokosioBbIM
un H.B. YeGaneHko B 2022 1. 06U MPeIJIOXKEHbI KOHLIETTLS
HelpOTPOITHOTO reHoMa U KilacCUbUKaIs TeHOB I10 «30HaM
MX OTBETCTBEHHOCTH» — TOYKAM MPHIOXKEHUS ICTePMUHAHT-
HOI aKTUBHOCTH [4, 6]. TTocTeneHHO HaKarmBaeTcst 00beM
MarepHalia 0 3aBUCUMOCTH ITaTOJIOTMYeCKOro (heHOTHIIA (KITH-
HUYECKMX TMPOSIBJICHUIT HACJIENCTBEHHOTO 3a00JIeBaHus),
0COOEHHOCTEl TeYeHMs SIMUJICTICUM OT XapaKTepa MyTallKi
M JIOKJIM3aL1M €€ Ha MPOTsLKeHUM TeHa [1, 5, 16].

OnHuM U3 HauboJjiee pacnpoCcTpaHEHHBIX 3a00JieBa-
HUi, TPUBJEKIIUX MPUCTAIbHOE BHUMaHHUE YYCHBIX
B TMOCJIEAHME TOJbI, siBJsieTcs cuHApoM Bonbba—Xup-
mxopHa (CBX) — penkas BpoxkIeHHast maToJIOrMsI, XapakK-
TepU3yIoIIasics YMCTBEHHOI OTCTaIOCThIO, CyIOpOraMu,
cneuuduieckuMu aehopMauusIMy Julia (BHEIIHUR BU,
10 TUITY «IIIJIeMa IPeYeCcKoro BOMHa»), MHOKECTBEHHbIMU
BpoxXIeHHbIMU aHoMausmu [20]. [Tpu aTom npakTUdecKu
Kaxabiii mauueHT ¢ CBX cTpagaer cyaopoXHBIMU MPU-
CTynamMu, J1e0I0TUPYIOIIMMU B OJABJISIIOIIEM OOJIbIITMH-
CTBE CJIy4aeB B IepBble 3 Tola XMU3HU, Yalle — Ha (oHe
nuxopanku [3]. OTMeuaroTcsl TeHepan30BaHHbIE TOHUKO-
KJIOHMYECKUE TTPUCTYITbI, TOHUYECKUE CIIa3Mbl, CJIOKHBIC
(oxabHBIE IPUCTYITB M KIOHWMYECKUE MPUCTYIIBL. B 110-
JIOBUHE CJIy4aeB BCTPEYACTCS SMUICIITUYCCKUIA CTAaTyC
TeMUKJIOHUYECKUX,/TeHePATM30BaHHbBIX KIIOHNYECKMX WITH
TOHUKO-KJIOHWYECKUX TIPUCTYIIOB [3].

OnucaHHbIM (heHOTHIT BO3HUKAET Yallle BCErO B PE3yIIb-
TaTe TEPMUHAIBLHOM AeIelMi KOPOTKOrO Iieva 4-ii XpoMo-
coMbI. Pazmepsl Jeieluy 1 acColMMPOBaHHAsT TIOTEePsI KOH-
KPETHOTO T€HETHMYECKOI0 MaTepuajia MpPOSIBISIOTCS
pa3IMYHbIM COYETAHUEM M BEIPAXKCHHOCTBIO YKa3aHHBIX BbI-
e (PeHOTUITMYECKMX TTPOsTBIIeHMI, Tiprcymx CBX [26].

Kpome yacTuyHO# Aesnenuu, NPUYUHON Pa3BUTUS
CHHApPOMA MOTYT OBITh CJIOXKHBIE XPOMOCOMHBIE Tepe-

CTPOWKU, TaKH€ KaK TPAHCIOKALIMY WU KOJIbLIEBBIE XPO-
MocoMbl. HecbamaHcrupoBaHHbIE TPaHCIOKAILMU MOTYT
BO3HMKAaTh de novo UIv HAClAeIoBaThCs OT poauTeseit co
cOalaHCUPOBAHHO MEPECTPOMKOIA.

HaubGonee yacto HabM0maeMbIMUA TPAHCIOKALIMSIMU
SIBJISTIOTCSI:

1) BKTIOYAIOILIME TIEPErPYITIUPOBKY t(4p; 8p), HO t(4p; 7p),
t(4p; 11p), t(4p; 20q), t(4p; 21q) u t(4p; 12p);
2) UHBEPTUPOBAaHHbIE AYTUIMKALIMU, CBSI3aHHbIE C TEPMU-

HaJTbHBIMU JeJICIMSIMU Ha TOM ke 4p-Tiiede uim 3 [12].

B Hacrosiee BpeMsi yCTAaHOBJIEHO HECKOJIBKO MeXa-
HU3MOB (hopMUpoBaHus aejenuii 4pl6.3 M HECKOIBKO
KPUTUYECKUX 00JIacTeli, OTBETCTBEHHBIX 3a (DeHOTUITNYE-
CKMe TIPOsIBJIEHUS Y TallMeHTOB [7].

B xonme MHOTrOYMCIEHHBIX UCCIEIOBaHUI COMOCTaB-
JISUTUCh COBOKYITHOCTH TaTOJIOTMYECKHUX TTPOSIBICHUIM 3a-
0oJileBaHUS W pa3Mepbl AeJeUNU Y Pa3HbIX NalUEHTOB,
B pe3yJIbTare Yyero ObUT BBISIBJICH U MPELIOKEH B KAYeCTBE
MPUYMHHOTrO reHa pa3Butus cynopor LETM 1. buino ycra-
HoBJIeHO, uT0 LETM 1 GyHKIMOHUPYET KaK PETYJIsSITOp
MMTOXOHIpHAJbHBIX MIOHHBIX KaHasioB. Hanuuwue 2 nipen-
nosiaraeMbIX caiitos casbiBanug Ca2™ na LETM I no3so-
JISIET TIPEANOJIOXUTh, YTO HapyllIeHNEe MUTOXOHAPUATb-
Horo Ca?*-romeocrasa u3-3a Hefoctatka LETM I cBszaHO
¢ pa3BuTHeM cyaopor [19].

D. Jiang u coaBT. 13 MeauimHckoro nHctutyta loBapaa
Xbto3a B 2013 1. npoaeMOHCTpUPOBAIA CHUXKEHUE TTOIIOLNIE-
Husa Ca2t MUTOXOHIPHSIMU ITPY HU3KOM YPOBHE LIMTOKMHOB
y MblLeit ¢ aepuumuroMm LETM 1, TeM caMbIM A0Ka3aB, YTO
neneuys LETM 1 cHikaeT CriocOOHOCTh MUTOXOHAPUIA Te-
HepupoBatb AT®, HapyllaeT paHHee SMOPUOHATBHOE pa3-
BUTHE, U3MEHSIET META0OIM3M IIIOKO3bI U TEM CaMbIM IO~
BBILLIAET BOCIIPUMMYMBOCTD K cygoporam [17].

OnHako ¢ pocToM 00beMa TaHHBIX U COBEPIIEHCTBO-
BaHMEM METOJOB aHAJIM3a FEHOMa CTaJIo SICHO, YTO JeJe-
1ums reHa LETM 1 He siBisieTcsl eIMHCTBEHHBIM YCJIOBUEM
pa3Butusa cygopor npu CBX [22]. B 2023 . B xxypHaJje
«MenuuuHcKasi reHeTuKa» [2] OblIM  OIMyOJIMKOBaHbI
pe3yabTaThl aHaau3a rpynibl nauueHToB ¢ CBX. B xone
HCCIIeOBaHUsl ObUIM BBISIBJICHBI JIMIA C HATMYKMEM 31U~
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JIEMITUYECKUX MPUCTYTNOB MpU coxpaHHOM reHe LETM]I,
HO C JieJIelIMeil MTHOTO y4acTKa 4-if XpOMOCOMBI pa3MepoM
197 x6uT, BKIovaroleit 2 reHa u 1 ricesgoreH: ZNF721,
KOOMpPYIOIIUI OeloK HeudBecTHOW ¢yHKuuu, PIGG
n ABCA11P, TiceBOOIeH C IOCJIe0BATEeIbHOCThIO, CXOTHOMI
¢ AT®-cBsaspiBaronieit kKacceToil. OcoObIif HHTEPEC BBI3-
BaJsio BelnageHue reHa PIGG, konupylollero TpaHcgepasy
2 sataHonamuHdocdata (EtNP), yyacTByroliyio B 0MOCHH-
Te3e sKops dhochaTUIMIMHO3UTONIIMKAaHOB Kiacca G,
CJIyXalllero sl MpUKpeTUIeHUs: OeIKOB ¢ pa3IMYHBIMKU
CUTHAJIbHBIMU W BHEKJIETOYHBIMU (DYHKIIUSIMU K BHEII -
HeMy JIMCTKY Tj1a3zMaThudeckoit MmeMOpaHbl [11]. Takke
yKa3bIBaJOCh HA 0CO0YI0 poJib, KoTopylo urpatotr GPI-
3asgkopeHHbIe 0enku (GPI-APs) B mpoliecce HEMPOOHTO-
reHesa 1pu nopaxenuu PIGG [24]. I1pu sToMm ynaneHue
1 xormuu PIGG B cnyyassx CBX Bcerga mpoucXoauT B KOH-
TEKCTe eI APYTUX KOHIIEBBIX TEHOB 4p; Clie10BaTEb-
HO, BeChbMa BEPOSTHO, UTO IIPOSIBIIEHUE CYIOPOT SIBJISICTCS
CJICICTBHEM ITOTepU HE OTHOIO KOHKPETHOI'O TeHa, a He-
CKOJTbKUX € 3¢heKTOoM B3aMHOM cuHepruu [27].

B kauecTBe ellie OMHOTO MPUYMHHO-3HAYMMOTO T'eHa
B pazButuu srsencun npyu CBX paccmatpusancs CPLX]1,
JieJIe1vis KOTOpOro OTMeYasiach y HECKOJIBKIX MalleHToB [28].

OCHOBHBIM HarpapJIeHIEM IMaTOreHe3a B TaHHOM CJIyJae s1B-
JIIeTCs HapyLIeHHe CMHTe3a KoMIUIeKCHHA 1. KoMIiekcHbI
TIPENICTABISIIOT COOOI paCTBOPUMBIE ITPECMHANITUYECKUE OelT-
K1, KOTOpbIE CTaOWIM3HUPYIOT 00pa3oBaHUE KOMILIEKCA
SNARE, koHkypupys ¢ a-SNAP 1 uHruOoMpys1 CrioHTaHHBII
SNARE-onocpenoBaHHbI 3K30LUTO3 CUHATITUYECKUX ITy-
3bIPHKOB, ¥ 06s1eryaroT Ca2 ™ -3aBUCHMOE CIIMSTHUE ITy3bIPBKOB,
YTO SIBJISIETCS BAXKHOM COCTaBJISIIOIIEH Mpoliecca BEICBOOO-
JKIEHUS] HEMPOTPAaHCMUTTEPOB MPU CUHAIITUIECKOIM ITepea-
ye. HapyiiieHue e peryisiiiyy BbICBOOOXKISHS HeipoMea-
TOPOB SIBJISICTCS] OAHMM M3 TAaTOTeHETUIECKUX MEXaHU3MOB
¢dopMUpoBaHUs CyTOPOXKHBIX MpUcTyroB [23, 25]. U, Hako-
Hell, TPOBEASHHOE B ITOC/ICIHYE TOIbl MCCIICNOBAHNE YUaCTHSI
reHoB PIGG, CPLX1, CTBPI, LETM1 B naroreHe3e cyaopor
npu CBX nokazajio ux CMHepruyeckoe, KOMIUIEKCHOE BITSI-
HUe Ha OaJlaHC aKTUBHOCTH B HelipoHax [10, 18].

[MpuBOAMM KIMHUYECKMIA CiTydast HabJII0aaeMOro Ha-
MU nauureHTta ¢ CBX.

KnuHuyeckuni cnyyait

Manvuux 6 6o3pacme 2 nem 5 mec. Pebenok om 2-ii 6e-
pemenHOCmuU, npomekasuiell 6e3 ocobeHHocmeil, 2-x podoe
Ha 39-i Hedene nymem SKCMPEHHO20 Kecapesa CeeHusi

Puc.1. Maenumno-pe3onancnas momoepamma
manvuuka 2 nem 5 mec ¢ cunopomom Boavgpa—
Xupwixopra. Cmewannaa eudpoyegpanus, 30Hbl
2nu03a 6 beaom eewjecmee NApaseHMPUKYAAPHbIX
0m0eno6 N00HbIX, MEeMeHHbIX, 3aMblLAOUHbIX 00Aell
oboux noaywapuii. lunonaasus mo304ucmozo
mena. Apaxnoudanvras Kucma 3adueil yepenHoi
amku. Kucma mexcymounoeo napyca

Fig. 1. Magnetic resonance image of a 2 year
5 month old boy with Wolf—Hirschhorn syndrome.
Mixed hydrocephalus, zones of gliosis in the white
matter of the paraventicular sections of the frontal,
parietal, occipital lobes of both hemispheres. Hypoplas-
ia of the corpus callosum. Arachnoid cyst of the pos-
terior cranial fossa. Interstitial velum cyst
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1o npu4uHe N0G03PeHUs Ha 0eKOMNEHCUPOBAHHYIO NAMOA0UI)
cepdya naoda. Macca meaa npu posxcdenuu — 2190 2, oyen-
Ka no wkane Aneap — 5/7 6aanos.

Jlebrom cydopoe ommeuer Ha S-e CymKuU JHcUusHu: y pebeHka
B03HUK NAPOKCU3M ANHOI, 3ameM MOoHUUecKue cyoopoeu ¢ no-
mepeli co3Hanus, paspewiusuiuecs 6 meuerue yaca. Yepes 2 ous
DPA36UAACh cepusi MAKUX Jice NPUCMYNOE ¢ UHmMepsanom 6 1 u.
Ha gpone dsykpammoeo 6 meuerue OHs npuema segemupayema-
ma (cupon 100 me/mn) no 20 me 2 paza é cymku cyoopoeu bviau
KYynuposaHul u He nosmopsauce ¢ meuerue 11 mec; danee Obin
3apeaucmpupo8an 0OHOKPAMHbLI 2eHEPANU308AHHbII MOHUKO-
KAOHUHECKULl NPUCMYN ¢ OCMAHOBKOU ObIXAHUS, UUAHO30M
KOJICHbIX NOKP0B08. B ca3u ¢ samum nposedera Koppekmupos-
Ka mepanuu 6 eude nosviuieHUs 003bl Ae6eMupayemama
0o 50 me 2 paza é cymku. Ipucmynust npodoadicanuce ¢ Hegbico-
Koil yvacmomoii, 1 paz é 2—3 mec, 00uH u3 HuUx — ¢ npoodyicoe-
HUeM, nAa4em U MOHUYeCKUM HanpsaiceHuem Hoe — npousouien
60 cHe. [lapannenbro npogoousocs nogviueHue 003bl Ne6emu-
pauemama do 190 me 2 paza 6 denw (58 me/ke/cym). Y pebenka
0MMeanacs 3a0epicKa NCUXOMOMOPHOR0 PA3BUMUSL, NEPUOOU-
yecKku — INU300blL becnpuUHHO20 6eCHOKOLICMEaA.

1

Ilpu ocmompe: mukpoyeganus, npusHaxku ouzsmopuo-
2eHe3a (KAe08uoHbIll HOC, dedhopmayus u HU3Koe pacno-
A0JCEeHUe YUWHBIX PAKOBUH, ONYUWleHuUe Ye01K08 pma), om-
cymcemeue cnocoOHocmu QuKcayuu U npocaedcusanus
632150Q, CHUMCEHUE MbIULEUHO20 MOHYCA, CYXONCUAbHBIX
pegaekcos, 3adeprucka Gu3uecko2o U NCUXOMOMOPHOO
paseumus. Yabmpasgykoeoe uccaedoganue: npU3HaKu 6po-
JcdeHH020 nopoka cepoya: deghpekm medcnpedcepoHoil ne-
DpeeopooKu, HedoCMAamo4HOCb MPUKYCNUOAAbHORO KAANA-
Ha 1eeKol cmeneHu.

MonekynspHo-eenemuteckoe mecmuposanue: Couemanue
mepMUHAAbHOU Oeseyuu yuacmka Kopomkoeo (p) nieua
4-ii xpomocomui ¢ nosuyuu 68896 do nozuyuu 10711974 (pas-
mep deneyuu — 10643078 n.H., uucno eenos é obaacmu duc-
obanranca — 25) u mepMuHanbHOU MUKPOOYIAUKAUUY YHACMKA
0auHHoeo (q) naeua 20-ii xpomocombl ¢ nosuyuu 59075668
00 nozuyuu 64325196 (pazmep — 5249528 n.n., uucio eeHog
6 oonacmu ducoanarca — 16), ¢ 8bICOKOL 6ePOSMHOCIBIO HECOA-
AAHCUPOBAHHOU MPAHCAOKAUUU MeNCOY YKAZAHHBIMU XPOMOCO-
mamu. OCHOBHBIMU 2eHAMU-KAHOUOGMAamu pazeumus cyoopoe
y 0annoeo nayuenma seasromes PIGG, CPLX1, CTBPI.
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Puc. 2. Daexkmposnyeghanroepamma manvuuka 2 nem 5 mec ¢ cundpomom Boavgpa—Xupuixopuna. Dnusenmughopmrosie nomenyuansv Ha poHe apmegdakmos

8 GUCOUHOU U 3aMblAOYHOU 00AacmAX cneesa, anu3oduyecku

Fig. 2. Electroencephalogram of a 2 year 5 month old boy with Wolf— Hirschhorn syndrome. Epileptiform potentials against the background of artifacts

in the temporal and occipital regions on the left, occasionally
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Maenumno-pe3onancruas momoepagusi 20A106HO20 M032a:
KapmuHa cMeuantoil 2udpoue@anuu, npucymcmeue 30H
2nuo03a 6 benom eeujecmee napaBeHMPUKYASPHbIX 0MOen08
JNO0OHBIX, MEMEHHbIX, 3AMbLIOYHbIX 00Aell 000UX NOAYUAPU
(6eposimHo, eunokcuuecku-uuemu4eckoeo eexesa). lunonaa-
3UsL MO30AUCIO020 meaa. ApaxHoudanvhas Kucma 3aduel
uepenroil amku. Kucma mexcymounoeo napyca (puc. 1).

Inexkmposryepanoepagpus: evipaicertsle Ou@py3nvie
U3MEHeHUsl OUOINEKMPUHECKOL AKMUBHOCMU 20106HO20 MO3-
2a, CeNaNCceHHOCMb 30HANbHBIX PA3AUHLLL, 00uas 0e30peatu-
3ayUst pUMMUKU, NPEX00AUAsL ACUMMEMPUSL C 8KAIOHEHUEM
MeO0NeHHOB0AH08020 KOMNOHEHMA 68 MEeMEeHHO-3aMblAOUHOU
U UEHMPANLHO-BUCOMHOU 00AACMIUL; NEPUOOUMECKU pecUCmPU -
pyemcesi SNUAenmMu@oOpMHASL AKMUBHOCMb 8 BUCOYHbIX U 3a-
MbLAIOUHBIX NPOCKUUSAX 1€8020 noaywapus (puc. 2).

C yuemom HecmabuabHOCMU SNUACNMUHECK020 NPOYeC-
Ca NPUHAMO peuienue 0 NPosedeHUl NPOMUBOCYOOPOICHOL
mepanuu 2 npenapamamu, U K aegemupavemamy (58 me/ke/cym)
dobasaena saavnpoesas Kucioma 8 0oze 30 me/ke/cym.

Ilo dannbim kamamuesa, uepe3 5 mec OuHamMuKa Heepo-
A02UMECK020 CIMAMYCca NOAONCUMENbHAS. PeOCHOK XOPOulo
Yyoepacusaem 20108y, NEPEBOPAYUBACMC C HCUBOMA HA CHU-
HY U 00pammo, NPUCymcmeyem aenem, cyo0opoyCHble NPUCHY-
nblL He NOBMOPSAUCD.

JlaHHBII KITMHUYECKUIA CTydail OT/IMYaeTcsl coueTaHueM
TSDKEJIBIX JTBUTATCJIBHBIX PACCTPOMCTB, MUKpoOIledaInu
W PaHHETO ITPOSIBIICHUS SITWJICTICUM (He (hapMaKOPe3UCTEHT-
HOI1) ¢ BbIpaxKeHHOI (Ha MOMEHT MEPBUYHOIO OCMOTPA)
3a€PKKOM TICUXUYECKOTO 1 (DU3MYECKOTO PAa3BUTUSI, BPO-
JKIEHHBIM [TOPOKOM CEPILIA; OCHOBOW pa3BUTUS MPOSABIIEHUIN
3a00JIeBaHYS SIBUJIMCH aHOMAJTMM KOPOTKOTO Tuteya 4-i Xpo-
MOCOMBI Y JITMHHOTO Ti1e4a 20-if XpOMOCOMBI.

IMoxoxuil T0 KIMHUYECKUM TIPOSIBIICHUSIM CIyvait
ObLT onMcaH Opa3uIbcKMU Kosteramu B 2002 1. Y 12-n1et-
HEro Majb4rKa OTMeYaIuch yMepeHHasi yMCTBEHHasI OT-
CTaJIOCTh, SMOLIMOHAIbHAS JTJAOWIIBHOCTD, (DapMaKope3u-
CTEHTHBIC CYIOpPOTH, AcOIOTUPOBABIIME Ha 2-M TOIY
KU3HU, CYyOBEKTUBHASI TUIIEPAKy3Usl TIPU HOPMaJIbHBIX
ayIMOMETPUIYCCKUX TeCTaX, He3HAYMTEIbHBIM MPOJIaIIC
MUTPAJIBHOIO KJIallaHa, OMHOCTOPOHHSISI 9K30TPOITHS IJ1a3.
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ITo naHHBIM MarHUTHO-PE30HAHCHOM TOMOTPa( U BbISB-
JISJIach TUIIOILIA3UST MO30JIMCTOTO Teja, SI3blYKa, y3elika
Y TIMPaMUIIbI MO3KeUKa, apaXHOMIAIbHbIEC KUCTHI B 3aThI-
JIouHoI obsacTu. [1py reHeTMYeCKOM aHaju3e ObLT BbISIB-
JIeH de novo xapuotuil 46, XY, r(20) (p13q13.3). I1pu nan-
HOIl IaTOJIOTUM OTMEYaJloCh COYETAaHUE SIMICIICUU
C PaHHUM Je0I0TOM, MI3BMEHEHUI Ha ToMOrpaMMe (TUIo-
IJ1a3usi MO30JIMCTOIO Tejla, apaXHOMUIAJIbHbIe KUCTHI),
HapyILIeHUs] TICUXUIECKOTO Pa3BUTHSI, ITaTOJIOTMH KJlarlaH-
Horo anmnapata cepaua [15]; uMeroTcs cBeneHus o pa3Bu-
TUM 3MWIEIICUU, B TOM 4ucie dapMaKope3uCTEHTHOTO
TEUEHUsI U/WIY C pAaHHUM JIe0I0TOM, B COUETaHUM C 3a/ep-
JKKOM TICHXOMOTOPHOTO Pa3BUTHS Y AIIUEHTOB C KOJIbIIE-
Boit 20-it xpomocomotii [8, 13, 21]. Kazanoch Obl, nMel0-
IIIMXCST JAHHBIX JIOCTATOYHO JUIST TOTO, YTOOBI ITPEIIIOIOXKUTh
HEKOTOPYIO aCCOLMALIMIO TIOBpeKIeHUH B 20-11 XpoMocoMe
KaK MUHUMYM C 33aepXKKOM IICUXUIECKOTO Y1 MOTOPHOTO
pa3BuTH 1 anwtericueid. Ho okaspiBaeTcs, 4T0 1 Cya0po-
I'M 1aJICKO HE BCerla SIBJISTIOTCS Pe3yJIBTaTOM HapyIIeHUIA
ctpoeHus 20-i1 xpoMocombl. [Tpu aHamM3e KIMHUYECKOTO
cTaTyca HECKOJIbKUX MAalleHTOB C MUKPOMYILIMKAIIMSIMU
B 20q13.2 cymopor He OTMeYaJIoCh HU B OMHOM U3 CJTy4Yaes,
TOT/Ia KaK IMPUCYTCTBOBAIM JIULEBOI TMCMOPDU3M, YMCT-
BEHHasI OTCTAJIOCTh WJIU 3aIePXKKa IICUXOMOTOPHOTO pa3-
BHUTHS, @ B HEKOTOPBIX CIy4asiX — BPOXKIECHHBIM IMOPOK
cepmua [9]. C myruikareit 20q1 1 acconumpyroTcest YeperHo-
JIMLIEBbIE TUCcMOpdUU 1 3a1epKKa pa3Butus [14].

TakuM 06pa3oM, NPUPOJA CYIOPOXKHBIX MPUCTYIIOB
npu CBX sBjseT coboit mpruMep KOMIUIEKCHOTO Hapylle-
HUST MEXTEHHBIX B3aUMOJIEUCTBUI B TIOCTPAAaBIIIEM JIO-
Kyce. JlaHHast MOZIEN b CJIYXKHUT aHTUIIOMIOM MMEIOIIUXCS Ha
CETOMHSIIIHUYI JIeHb IIPEACTABICHUI O POJIU HAPYIICHUIA
HYKJICOTUIHOM ITOCIeN0BaTeIbHOCTU B KOHKPETHBIX JIO-
Kycax ¢ (hopMUpOBaHUEM CHEIU(MUICCKUX JIJIST ITUX JIO-
Kanu3aluit ocooeHHocTelt eHoTura. I[logpodHoe nccie-
JIOBaHME TeHOMA IMalleHTOB, 3y4eHHe (PYHKIINN yIaCTKOB
XPOMOCOMBI, TTONBEPTUIMXCS ACJICLIMN WIM TyTUIMKALUM,
HE TOJILKO ITIOMOXET CJIEJIaTh BHIBOBI O IIPOTHO3¢ TCYCHUS
3a00JIeBaHMsI, HO U CTAHET OCHOBOM ISl pa3pabOTKN HO-
BOI TaKTUKU JICYCHUSI TAKUX TAIIEHTOB.
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JHuedanonatua BepHuKke B coyeTaHuu

C OCTPOU NoJIMHEeBpoONaTuen NoA MacKou
AeMUeNIUHU3MpYIoLLero 3a60eBaHuA Y NOAPOCTKA
C pacCTPOMCTBOM NULLEBOro NOBeAeHUA

E.O. OpuunnukoBa, A.C. Koros, M.B. Ilanteneesa, E.B. Myxuna

I'BY3 MO «Mockogckuii 06aacmHol HayuHo-uccae008amensckuil Kaunuveckuii uncmumym um. M.@. Baradumupckoeo»;
Poccus, 129110 Mockea, ya. lllenkuna, 61/2

KoHTaKThI:

EsreHus OnerosHa OBYMHHUKOBA ovjane@yandex.ru

JHuedanonartus BepHuke (IB) — ocTpblilt HeliponcMxXMaTpUYECKUil CUHLPOM, KTUHUYECKN XapaKTepU3yoLWmuincs Tpuagon:
TNa30fBUraTeNbHbIMU HAPYLWEHWUAMU, MO3KEYKOBOI aTaKCUei, MCUXMYECKUMU HApYLIEHUAMY, @ TaKXKe BbICOKOI 3abone-
Ba@MOCTbIO M CMEPTHOCTbl0. 3B ABNAeTCA Hambonee YaCTbIM KNMHUYECKMM NpOsBNeHMeM feduuuTa BuTaMuHa B, y feTeil
nofpOCTKOBOrO Bo3pacTa. [lehuumuT TMaMMHa MOXET NpOABAATLCA NOJMHEBPUTUYECKUM CMHAPOMOM (B coyeTaHum ¢ IB
unu 6e3 Hee) B BULE CUMMETPUYHBIX CEHCOPHO-MOTOPHBIX HAPYLUEHWIA, [U3aPTPUK, NApe3a UK Napasnya HUKHUX KOHEYHOCTEN.
Mbl npeacTaBnsfiemM KNMHUYECKWIA ciyyail noapocTka ¢ IB ¢ 0CTPo BO3HUKILIMMU HEBPONOTMYECKUMI HApYLUEHUAMN (Nape3 maso-
ABUraTENbHBIX MbILLL, HUCTArM, CNabocTb B HOTax, HApYLIEHUE MOXOAKU, CHUXEHUE MYOOKUX CyXOXUNbHbIX PedIeKCOB B HOrax,
KOTHWUTUBHbIE HAapYLUEHU:) NOC/e NEPUOAA MHOTOKPATHOM PBOTI C ANUTENbBHBIM F00jaHUEM B aHaMHe3e Ha oHe paccTpoiicTBa
nuwesoro nosefeHus. Mo faHHbIM MarHUTHO-PE30HAHCHOM ToMOrpadum y naumeHTa Ha T2-B3BeLEeHHbIX U306PAXKEHUAX BbIsB-
NANUCb CUMMETPUYHbIE NATONIOTMYECKME 0Yark NOBbILEHHOW MHTEHCMBHOCTU B NepUaKBeayKTanbHOI 061acTy, Ha YpoBHe cpe-
LWHHOM anepTypbl MaxaHayu, C YHETKUMW KOHTYPaMMU, N0 [aHHbLIM 3f1EKTPOHepoMuorpachum — CMeLlaHHbI MOTOPHO-CEHCOPHbIN
NONMHEBPONATUYECKUI CUHAPOM 06€MX HUXHUX KOHEYHOCTEN, TPEUMYLECTBEHHO N0 TUNY akcoHonaTtuu. Ha doHe neyeHus
TWAMUHOM Y NaLWeHTa OTMeYanach NONOXUTENbHAA [MHAMUKA B BUJE BOCCTAHOBNEHNA ABUXKEHUI Ma3HbIX A6N0K, ynyy-
WEHWA NOXOAKM, YBEIMYEHWUA MbILLEYHOW CUAbI B FONIEHAX U CTONAX, KyNMMPOBAHUA YyBCTBUTEbHbLIX PAaCCTPOCTB.

Kniouesble cnoBa: 3Huedanonatua BepHuke, octpas nonuHeBponatus, feduLUT TUAMUH], PacCTPOMNCTBO MULLEBOrO NO-
BeLleHUs, OCTPbIi paccesHHbI 3HLedanomMmmenut

Ina yutupoBaHua: OsunHHukosa E.O., Kotos A.C., MaHTeneesa M.B., MyxuHa E.B. IHuedanonatus BepHuke B coyetaHuu
C OCTpOit NonuHeBpoNaTuel NOf Mackoi fAeMUenHU3NpyoLero 3a6oseBaHNs y NOAPOCTKA C PaCCTPONCTBOM MULLEBOMO
nosegeHus. Pycckui sxypHan getckoii HeBponorum 2024;19(1):54-60. DOI: https://doi.org/10.17650/2073-8803-2024-
19-1-54-60

Wernicke encephalopathy in combination with acute polyneuropathy under the guise
of a demyelinating disease in a teenager with an eating disorder

E.O. Ovchinnikova, A.S. Kotov, M.V. Panteleeva, E.V. Mukhina
M_F. Viadimirskiy Moscow Regional Research Clinical Institute; 61/2 Shchepkina St., Moscow 129110, Russia

Contacts:

Evgenia Olegovna Ovchinnikova ovjane@yandex.ru

Wernicke encephalopathy is a neuropsychiatric syndrome characterized by three main symptoms: oculomotor distur-
bances, cerebellar ataxia, and psychiatric disturbances. The condition is associated with a high mortality and morbidity
rate. Wernicke encephalopathy is most commonly seen in adolescent children presenting with a vitamin B, deficiency.
Thiamine deficiency may also cause polyneuritis syndrome, with or without the aforementioned symptoms. The condition
is characterized by sensory-motor impairments in a symmetrical pattern, dysarthria, and paresis or even paralysis of the lower
limbs. This report focuses on an adolescent case presenting acute oculomotor paresis, nystagmus, leg weakness, impaired
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gait, decreased deep tendon reflexes, cognitive impairment, and a history of recurrent vomiting, prolonged starvation,
and eating behaviour disorders. The magnetic resonance imaging scan reveals symmetrical pathological foci of increased in-
tensity in T2 in the periaqueductal region, at the Magendie’s central aperture. The patient displays a mixed motor-sensory
polyneuropathic syndrome affecting both lower limbs, primarily of the axonopathy type, based on electroneuromyography data.
Positive outcomes such as restored eyeball movement, enhanced gait, increased muscle strength in the lower legs and feet,
and better management of sensory disorders have occurred due to thiamine treatment.

Keywords: Wernicke encephalopathy, acute polyneuropathy, thiamine deficiency, eating disorder, acute disseminated
encephalomyelitis

For citation: Ovchinnikova E.O., Kotov A.S., Panteleeva M.V., Mukhina E.V. Wernicke encephalopathy in combination with
acute polyneuropathy under the guise of a demyelinating disease in a teenager with an eating disorder. Russkiy zhurnal

detskoy nevrologii = Russian Journal of Child Neurology 2024;19(1):54—-60. (In Russ.). DOI: https://doi.org/
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IIpobaema paccTpoiicTB NUILEBOIO OBEAEHMS BO BTO-
poii moysoBruHe XX Beka cTajla KpaitHe aKTyaJlbHOM B CBSI-
3U C IIIMPOKOI pacipoCTPaHEHHOCThIO 1 MOTEHIIUATbHBIM
HeraTHBHBIM BJIMSIHUEM Ha 3I0POBbE.

TepMUH «aHOpeKCcUs» (OT Ap.-Tped. v — «0e3-», «<He»
1 Ope&lc — «IT03BIB K €11e, alIEeTUT») OyKBaJIbHO O3HAYaET
«IIOTeps amnreTuTa». BaxHbIMU acieKTaMu ITpeqHaMepeH-
HOTO TroJIOAAHMUS SIBJISIIOTCS COLIMOKYJIBTYPHBIN (ITOJTHOTA
paHblLIe HE fABJslach MOBOLOM JUISI CTUTMAaTU3aLlUU,
a, HalpOTUB, MOTIJIa OBITh OTPAXKEHUEM BBICOKOTO COIIM-
aJIbHOTO TIOJIOKEHUST) 1 SKOHOMMYECKUI (CBSI3aHHBIN
C HJIMYKMEM MUIIKX U BO3MOXHOCTBIO €e IPUOOpEeTeHUS).
CaMblit BBICOKMI1 ypOBEHb 3200/1eBAa€MOCTU HabrogaeTcs
B CIIIA, 3aTteM B BennkoOpuTaHUM U KOHTUHEHTATbHOMN
3amanHoil EBpore, 4To yKa3biBaeT Ha TO, YTO MPUYMHBI
aHOPEKCHU MOXHO MCKAaTh B KYJbTYPHOM KOHTEKCTE, KO-
TOPBIN BIMSIET HA BHYTPEHHME TMPEANOCHUIKU 00JIE3HU
y uHauBuaoB. CoBpeMeHHas KyJabTypa — 3TO KyJbTypa
IHUeThl U ToTepu Macchl Tena. Korma cpenctBa MmaccoBoit
MHMOPMALIMKY TPAHCIUPYIOT MPOCTOE COOOIICHUE: «Xya0M
= 3[I0POBBII, TOJCTHII = OOJIbHO», MHOTUE MOAPOCTKU
HauYMHAIOT XyJIeTh U KOHTPOJMPOBATh CBOIO Maccy TeJa.
«MaccoBasi KyJIbTypa» TpeOyeT Terepb M OT My>KYMH BHU-
MaHUs K CBO€ (hurype 1 BHELIHEMY BULY, UTO IOBBIILIAET
BOCIIPUMMUYMBOCTh MOJIOJIBIX JIIOJEH K pacCTPOMCTBaM,
KOTOpbIE paHblile ObLIY CBOMCTBEHHBI TOJIbKO KEHIIIMHAM,
TO3TOMY ITOSIBJISIETCSI BCe OO0JIbIIE MCCAeA0BaHUM, TOCBS-
IIEHHBIX PaCCTPONCTBAM ITUIIIEBOTO MOBEACHUS, OCOOEH-
HO aHOPEKCHUM, y IIpeAcTaBuTeseii odoux nojos [7]. Oa-
HUM U3 ApaMaTUIECKUX MTOCIEICTBUI TpeTHAMEPEHHOTO
FOJIONAHUSA ABIAAETCA NePUUUT BUTaMUHa B, (TMamuHa),
KOTOpBI HE CUHTE3UPYETCS B OpraHU3Me YeloBeKa, U ero
3amachl B TKaHSIX OBICTPO UCTOIIAIOTCS O€3 afeKBaTHOTO
MOCTYIUIEHUS] B OPraHu3M, YTO IIPUBOJUT K JIOKAJTbHOMY
HaKOIUICHMIO JIaKTaTa, MOBPEXAEHUIO 00J1acTelf TOJIOBHOTO
MO3ra ¢ BLICOKMM YpOBHEM MeTabosu3Mma [19].

HccnenoBaHbl MPpUYMHBI BOSHUKHOBEHUS AeUIIUTA
TUaMUHA Y AeTel pa3IMYHOro BO3pacTa B CTpaHaX C BbICO-

KUM YPOBHEM J0XO0/Ia 10 CPABHEHMIO C KITACCUYCCKUM JIe-
(buumToM BuTaMuHa B, HaGmo1aeMbIM B CTPaHaX ¢ HU3KMM
U CpeaIHUM ypoBHeM Aoxofa [22]. Okazanoch, 4To B TpyIINe
ITOIPOCTKOB B CTPYKTYpe (PaKTOPOB pricKa AehUIIMTa THA-
MUHa TaupyeT aHopekcus (29 %), Beiien 3a Hell CIeayIoT
caxapHbIi T1a0eT ¢ KETOAIMI030M 1/ WM OXXKUPEHUEM, Pak,
OapuaTpuyeckue orepaiuy, Yype3MepHoe yrnoTpedieHue
MTOIC/IAIICHHBIX HAMUTKOB. Ha 0OCHOBaHMM M3y4YeHMsI KITU -
HMYECKUX CJTyJaeB B ICTCKUX IICUXUATPUICCKUX OTIEIICHU -
SIX PaclpOCTPaAaHEHHOCTh MOATBEPXKIECHHOTO AeduiinTa
BUTaMuHa B, mpu aHopekcum cocrasnsna 38 % cpenn
37 maluueHToB, a cpeay aMOYJIaTOPHBIX MAILIMEHTOB C pacCTPOi-
CTBaMU TMILIEBOTO MoBeaeHMs gocturana 10 %. Haubonee
YaCcThIM KJIMHUYECKUM IIPOSIBJICHUEM JeUIIMTa THAMUHA
y neteii 6bu1a sHUEedanonarvs BepHuke (DB), Borpeku pac-
IPOCTPAaHEHHOMY MHEHMIO, YTO OHA BCTPEYaeTCsl B OCHOBHOM
Y B3POCIIbIX, CTPAAAIOIINX ATKOTOJTM3MOM.

KnuHuyeckunin cnyyait

Ilayuenm 4., 14 2em, nocmynua 19.10.2023 ¢ scarobamu
Ha caabocmb 8 Ho2ax, Hey8epeHHOCMb Npu X00bbe, INU300bl
20/1080KPYIHCEHUsL NPU PE3KUX NOOBEMAX U nepeMeHe NoA0HCce-
HUs meaa, HedosedeHue eAA3HbIX A0N0K KHAPYICU, enceOHes-
HYI0 MHOCOKPAMHYI) PEOMY HA NPOMANCEHUU NOCAeOHe20
Mecsaua, CHUMNCeHUue annemuma, oouyio caabocme.

B anamnese: ¢ 9 1em cmpadan oxcupenuem, c mapma no
cenmsops 2023 2. noxyden yesenanpaenenHo (Ouema, 3aHs-
mus cnopmom) ¢ 102 do 54 ke. B cenmsabpe 2023 e. naxooun-
Cs 8 CAHAMOPUU C UeAbl0 NPOOOAINCCHUST KOPPEKUUU MACChL
mena. B cepedune cenmsbps noasuiuc, mowHoma, pgoma
om 2 do 8 paz 6 cymKu, CHUdCeHue annemuma 6nA0Mb
do omepaujenus K nuuje, npogedera 330¢hazoeacmpodyode-
Hockonus (0uasHOCMupo8an NOBEePXHOCMHbLIL 2acmpum),
nayuerm KOHCYAbMUPOBAH 2ACMpOIHMEPOL02OM, NPOGedeHd
Koppekuyus aeuenus. Carabocmo 6 Hoeax, HapyuieHue NoXooKu,
20/1060KPYICeHIUe NPU ePMUKANUZAUUU NOABUAUCH 15 OKm -
opa 2023 e., moeda xce podumenu 3amemunu HedogeoeHue
2na3ubix 5010k KHapyscu. Koncysomupoean negposoeom,
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Puc. 1. Ilayuenm 4., 14 sem. MaenumHo-pe3oHanchas momoepagus 2o-
JNI08HO20 MO32a: CUMMEMPUUHblE NAMOAOUYeCKUe 04a’l CUSHAAA 800Mb NUK-
80pONP0BOOAUEI CUCMEMbl, HA YPOBHe cpeduHHOl anepmypsl Maxcanou,
noevluieHHol unmercusHocmu Ha T2-636euweHHOM U300padceHuu

Fig. 1. Patient Ya., 14 years old. Brain magnetic resonance imaging: axial
T2 images shows symmetrical pathological foci of increased intensity along
the liquor-conducting system at the Magendie’s central aperture

3an00o3per OUazHO3 aymoUMMYHHO20 SHUEGAIUma, nayueHm
Hanpaenen 6 neduampuyeckoe omoenenue I'bY3 MO «Moc-
KO0BCKUIl 00AACMHOI HAYYHO-UCCAe008AMENbCKUN KAUHUYe-
ckuit uncmumym um. M.D. Baradumupckoeo» oas 0bcaedo-
BQHUSL U NeHeHUSI.

Maenumno-pesonancras momoepagpus (MPT) eonosroeo
mosea (16.10.2023): cummempuunbie namoaouueckue ouazu
CUHAAA 800Nb AUKBOPONPOBOOsIELL CUCIEMbL, HA YPOBHE CPe-
duHHoil anepmypol Maxcanou, ¢ uemkumu KOHMYpamu, no-
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nes,, Extensor digitorum brevis, Peroneus, 14 L5 51
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fononna mancbepuonod xocm

eblienHol unmerncuenocmu Ha T2-e36ewieHHoM U300paxdceHul
(puc. 1). 3akarouenue: ouaeosoe nopaxceHue seuecmea eo-
JN08HO20 M0O3ea; KapmuHa, bonee xapakmepHas oasa IB.

Cmumynayuonnas anexmponeiipomuoepagpus (23.10.2023):
KapmuHa CMeuaHH020 MOMOCEHCOPHO20 NOAUHEBPONAMUHECKO-
20 CUHOPOMA 00eUX HUNCHUX KOHEMHOCHEN ¢ 061e4eHuem Ou-
CMAAbHLIX U 8 60AbIEL CTENeHU NPOKCUMANbHBIX CE2MEHMO08,
npeumMyuiecmeeHHo no muny aKkcoHonamuu (puc. 2).

Oobwuii ananus kposu (20.10.2023): eemoenooun 172 2/n
(buue Hopmbt, Hopma 120—1602/1), spumpovumot 5,45 < 10'2/a
(6viuie Hopmoi, Hopma 4, 1—5,2 x 10'2/n), cemamoxpum 52 %
(6biute Hopmot, Hopma 35—45 %), cpednuii 06sem spumpoyu-
moe 95 ¢ha (6vie Hopmot, Hopma 77—94 ¢a), wupuna pac-
npedenenus apumpoyumos 17,3 % (eviue Hopmbl, HOpMA
11-16 %).

Buoxumuueckuii ananus kpoeu (20.10.2023): 6uaupybun
oouuii 40,4 mxmonv/n, burupyour npamoii 10,8 mkmons/a
(8vlue Hopmbl, Hopma 3,0—3,4 mrmons/n), OuaupyOuH Henpsamot
29,6 mxmonv/n (viuie Hopmbl, Hopma 4, 14— 17,6 mxmonv/n),
aranHuHamuHomparcgepaza 235 ed/a (8vlue HOpMbL, HOPMA
5—50e0/n), acnapmamamunompancgpepasa 100 ed/a (viuie
Hopmbl, Hopma 5—50 ed/n).

Yavmpazeykosoe uccaedosanue opearnos 6prouiHoil no-
Aocmu: ughghy3Hvle uzmeHeHUs 8 neveHu, 3acmoil 8 HeeaUHOM
ny3swipe, S-o6pasHas degopmayus.

Koncyabmayus neduampa: y noopocmia ¢ oxcupenuem
6 AHAMHe3e UMEIOMCS NPUBHAKU HAPYUEHUS NUUEB8020 NOGe-
OeHust, HeanK020AbHAsL HCUPoBas 60ae3Hb neveHu 8 cmaduu
cmeamoeenamuma, OUCQYHKUUS 2enamoouluapHo2o mpax -
ma 6 cmaduu xoaecmasa, 000pPoKa4ecmeeHHAas eunepount-
pyouremus (uckarouums cunopom Kuavbepa).

Anamues HCU3HU: NePUHAMANbHBLI AHAMHE3 He 0Mse0-
WeH,; NPUBUBKU N0 KAAeHOApH; PaHHee pa3eumue no 603pa-
cmy; y He@poa0ea He HAGAI00AACA,; YHUACS OMAUUHO 6 00uje-
obpaszosamenvroil wkone. Ilepenecennvie 3abonresanusi:
ocmpble pecRupamopHble UpycHvle UHMEKUUU, GeMpPIHas

0 "B cencopuan
ANmudpomHo

i dul npuln‘ Peroneus superficialis, L4-S1

| v A

=

+2A0A Q1 e 4Ty
np., n. Feronous superficlalis L4-51

Puc. 2. Cmumyasyuonnas snekmponeiipomuoepadus: a — neeviii Marobepyosslii Heps, amnaumyda momopHoeo omeema 1,7; 0,8 u 0,7 mB — Hudice HopmbL
(nopma >2,5 mB), pezudyanvras ramenmuocms 3,8 mc — @biute Hopmbl (Hopma <3 mc); 6 — npaswlii NOGEPXHOCMHbLL MAN0OEPUOBYLI HEP8, CKOPOCMb pac-
npocmpanerus 6030yxucoenus 32,4 m/c — Huxce Hopmbl (HOpma He MeHee 45 m/c)

Fig. 2. Stimulation electroneuromyography: a — left peroneal nerve, motor response amplitude 1.7 mV, 0.8 m V, and 0.7 mV — below normal (the norm being
more than 2.5 mV), resistive latency is 3.8 ms, above normal (the norm being less than 3 ms); 6 — right superficial peroneal nerve, the sensory nerve conduction

velocity 32.4 m/s, below normal (norm at least 45 m/s)



PYCCKUN

sy IETCKOM
HEBPOAOT' MU

ocna. Ilepenecennvie onepayuu: KoppeKuyus npagoCMopoH-
Heeo Kpunmopxusma é 9 mec.

TlIpu ocmompe: obugee cocmosinue cpedneii msxcecmu. Pocm
178 cm, macca mena 60 ke, undexc maccor meaa 18,9 xe/m?,
Kooica yucmas, cmpuu Ha nae4ax, 61e0HoCcmb U HoX0A00aHue
KOJicU 20AeHell U CIon.

Heeponoeuueckuii cmamyc: 3pauku okpyenvie, pagHo-
MepHble, PACULUPEHDL, OBUICCHUS 2AA3HbIX S0A0K 02PaAHUYEHbI
KHapyxcu, crabocms kKoneepeenyuu ¢ 2 cmopon. Hucmaem
sepmuranvholil. Cuaa Moliiy, 8 pyKax pagHomepHast, ¢ 2 cmo-
POH 5 6a1108, 8 HO2AX 8 NPOKCUMANbHBIX OMOeaax pasHomep-
Has, 5 6annos, 6 eonensx — 4 basna, 6 pazeubamensx cmon —
4 6aana, 6 ceubamensx cmon — 3 banrna. CyxodcunvHole pegh-
AEKCbl 8 PYKAX JCUBble, PAGHOMEDHbIE; KOACHHbIE U AXUAN08bL
He gbi3bleaiomcsi ¢ 2 cmopoH. bpiouttbie peghaercol He 8bi3bi-
saromcs. Ilarvyenocosas npoba — c unmernyueil ¢ 2 CmopoH,
NAMOUHO-KONCHHAS — ¢ OUCMEemPUell, HeA0BKOCMbIO ¢ 2 CIO-
pon. B noze Pombepea neycmoiuue, 0mKAOHAEMCS 81€60.
ITloxooka 3amednena, amaxmuueckas, mpebdyemcs HOMoub
mamepu. Ha nockax xo0vba 3ampyonena, Ha namkax Hego3-
moxcHa. Hapywenue uyecmeumenvHocmu 8 201€HsIX U CIMOonax
8 sude eunepecmesuu no muny 2onvgp. Koenumuenvie ghynxyuu
Hapyuienovl: Moupeanrbckas wWKaia OyeHKU KOSHUMUBHBIX
dynryuii (MoCA-mecm) — 25 6ann06 (Huxice Hopmbl, HOpMA
26—306an108), 3a cuem cHUMICEHUs1 001208PEMEHHOI U 6 60b-
wieil cmeneHu KpamkospemenHoll namamu (puc. 3).

Ocobennocmu nogedeHuUs: HEMHO20 3aMOPMOICEH, 3a-
MKHYmMbLi, CKPOMHbLIL, CIeCHUMeAbHbLil, pedb 3amedenda,
ckyOHas. MrumenbvHblil, cmecHsemcs ceoeli oueypol.

Yemanoenen ouaenos: DB, uouonamuueckas noaurespo-
namus. Ilposoodunacey mepanus: muamun 2,0 ma (100 me)
3 pasa 6 Oenb BHYmMpUMbIUIEHHO edceOHesHo. Ha gone nevenus

Puc. 3. Moupeansckas wkanra oyenku koeHumuensix @ynkyuii (MoCA-
mecm). Hapucyiime uacet (Oecamv munym odsenadyamoeo). Hapywenue
DUCYHKA CIMPENOK 4acos

Fig. 3. Montreal Cognitive Assessment (MoCa test). Draw a watch (ten min-
utes past eleven). Violation of the drawing of the hands of the clock

1

OMMEHaANach NOAOICUMENbHASL OUHAMUKA, HA 6-e CymKU fe-
YeHUsl 8 HeBPOA02UHECKOM CIamyce: Nayuerm cmai aKkmue-
Hee, 08UNCEHUSI 2AA3HbIX AON0K 8 NOAHOM 00BeMe, 20PU30H-
MAanbHbLU HUCMAeM CPEOHePaAZMAUUCMbLI, 8ePMUKAAbHbLI
HUucmaem, noOXo0Ka CamMoCmosImenvias, HapyueHa no muny
NOAUHEBPUMUUECKOL, ¢ npusedenuem 1eoll cmonbl. Yeeau-
YeHue MblUeUHOU CUAbL 8 20AeHAX U pazeubamensx cmon
do 5 6annos, 6 ceubamensx cmon 0o 4 6arnos. CyxodxucunvHole
peqhnercol 6 Ho2ax He 8bl3bl8AIOMCL, KOOPOUHAMOPHbIE HAPY-
weHus 6 ude HeboAbLUIOT UHMEHUUY NPU NANLUEHOCOBOU NPO-
obe ¢ 2 cmopoHn, nowamviéarus 6 noze Pombepea. Omuemauswix
HapyuwieHuii vyecmeumenbHocmu He 6ois61eHo. COXpaHsomces
HapyuwieHust NAMAMU, 3aMKHYMOCMb, CKYOHAsL peyb.

DHuedanonatusi BepHuke — ocTphlil HelpoIrcruxmua-
TPUYECKUI CUHAPOM, KIIMHUYECKM XapaKTepU3YIOIIUICs
TPUANIOIA: I1a30IBUTATEIbHBIMUA HAPYIICHUSIMU (0(hTaIbMO-
IUIETYST, HUCTAarM), MO3KEUYKOBOI aTaKCHel, TICUXMISCKUMU
HapylIeHUsIMU (KaK IpaBWIO, ITOMpadyeHUue CO3HAHUS
10 aMECHTUBHOMY THITY), @ TAK3KE BEICOKOI 3a0071€BAEMOCTBIO
U cMepTHOCTHIO [4]. BniepBbie OB onmcana B 1881 1. Kapiom
BepHuke y 2 My:X4uH, 3J10yHOTPEOJISIBIIMX aJaKOTOJEM,
u 20-1eTHel XeHILIHbI C HEYKPOTUMOM PBOTOI BCJISACTBHE
CTeHO3a MpUBpaTHHKa IOcIe MpreMa CEpHOM KUCIOTHI [27].
B 1940-x romax A.C.P. Campbell u W.R. Russell yctaHOBU-
au, yto OB BhI3BaHa aepuuuToM THamuHa [10].
C.C. KopcakoB B JOKTOpcKoii auccepraiuu «O0 ajako-
TOJIbHOM Mapajnye» omucai IICUXUIeCKre pacCTPOCTBa
B BUIIE TSDKEJIBIX HApYIICHUI TPEUMYILIECTBEHHO KPaTKOC-
POYHOIi MaMSITH, Pa3BUBAIOIIUECS Y CTPAIAOIINX aJIKOTO-
JIM3MOM JIMII. DTH HapyLIEHYsI COPOBOXIAIUCH «MHOXKE-
CTBEHHBIM HEBPUTOM» — MHOXECTBEHHBIM IOpaXXCHUEM
HEPBHOM CUCTEMBI, ITIO3TOMY ONMCaHHOE 3a0oJieBaHUE
C.C. KopcakoB Ha3BaJl «ITOJIMHEBPUTUYECKUM IICUXO30M»,
B TO XK€ BpPeMsI JOIYCKasi BO3MOXHOCTb M HEaJIKOTOJIbHO-
'O IMPOMCXOXKACHUS yKa3aHHOTo 3a0ojieBaHus1. CoueTaHue
9B ¢ cumnToMamu IoTepy MaMsITA U TICMXo3a ¢ KOHpaoy-
JIALIUSIMU Ha3bIBaloT cuHapoMoM BepHuke—Kopcakosa [4].
HakormuieHo Hemalto KIIMHUYeCKUX ciaydaeB OB, atronoru-
YEeCKM He CBS3aHHOM C yIoTpeOIeHUeM ajIKoroJisl, HabmonaB-
Leiicss MpY HEYKPOTUMOI pBOTe O6epeMeHHbBIX (hyperemesis
gravidarum) [2, 13, 15], 3a00J1eBaHMSIX KeJTyTOUHO-KUILIEYHO-
IO TPaKTa ¥ XUPYPrUUYECKMX ONEPalvsIX Ha KeTyI0uHO-KI-
IIEYHOM TpaKTe, B TOM uuciie 6apuarpuyeckux [9, 11],
HEIOCTAaTOYHOCTU MUTAHUS U CBSI3aHHBIX C HEl MeTaboIM-
yecKuX HapyleHusix [5, 17], HepBHoit aHopekcuu [21, 23],
OyIMMMY, TEMOIUAIU3E, TTApEHTEPATHbHOM ITUTAHWH, TTOJIU -
OpPraHHOM HEIOCTaTOYHOCTH, CUHIPOME ITPUOOPETEHHOTO
UMMYHOAe(ULINTA U T.1.

B 0630pe M.M. Vasconcelos 1 coaBT. (1999) uzyuyeHsl
JlaHHBIe ucTopuii 6ose3Hu 31 pedbenka ¢ DB. [TokaszaHo,
4TO TOJBKO 6 (21,4 %) MaleHTOB UMEJIU KJIACCUIECKYIO
KJIMHUYEeCKYI0 Tpuany OB B nebrore 3aboJieBaHUS;
9 (32,1 %) B KOHEYHOM UTOTE IIPOAEMOHCTPUPOBAIH ITY
Tpuany. OTHOCUTEIBHO HecTieIM(UIeCKII XapaKTep KK -
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HUYECKOM KapTUHBI B OOJBIIMHCTBE CJy4aeB MOT OTCPO-
YUTh WIA UCKJTIOUMTh YCTAaHOBJIEHUE AMarHo3a DB, moaro-
MY aBTOPbI PEKOMEHIYIOT PACCMOTPETh BOITPOC O HATTMYNU
DBy pebeHka ¢ 2 wim gaxe 1 KOMITOHEHTOM Tpuansl [26].
Heduuur TmaMuHa y IeTeii oIpoCcTKOBOIO BO3pacTa Mo-
KET COMPOBOXKIATHCS MOJMHEBPUTUYECKUM CUHAPOMOM
(B couetaHuu ¢ DB nim 6e3 Hee) B BUIE CUMMETPUUHBIX
CEHCOPHO-MOTOPHBIX HapyIIeHWI1 (MBIIIEYHAast O0JIb 1 C1a-
00CTb), IM3aPTPUH, TTape3a WX IMapajnva HIDKHUX KOHEeU -
HOCTEM, MIPOTrpecCUpPYIOLIEro HapyIIeHUs ITOXOJIKH, aTaK-
CHM, CHIDKEHMS TITYOOKHX CYXOXKWIBHBIX peIeKCOB, Kak
MpaBUIoO, B HIDKHUX KOHeYHOCTsx [11, 23, 29]. B tutepa-
Type 0O0JIbIlle JaHHBIX O TOM, YTO OCTPBIM Je(UIIUT THA-
MMHAa MPOSBIISICTCS MOpaXKeHUEM LIEeHTPaJIbHOM HEPBHOM
cUCcTeMBbI B Buae DB, Torma Kak nepudepuyeckre HepBbl
OOBIYHO CTPAAAIOT IIPU JUTUTEIBHOM Ie(ULINTe THAMKMHA,
KOTOPHBIN MPUHSITO Ha3bIBaTh 00JIe3HbIO Oepu-0epu [28].
Cyxast 6epu-0epy MposSIBISICTCS TPU3HAKaMU CUMMETPY -
HOI1 TeprdepryecKoii HEMPOITaTUM C ABUTATSIbHBIMKU
U CCHCOPHBIMU U3MEHEHUSIMU, a TAKXKE CHIDKeHUEM ped-
JieKcoB. B To ke BpeMst onucaHbl ciydyan OB u mporpec-
CHUpYIOIE aKCOHAJIbHOM ITOJIMHEBPONATUN BCJICICTBUE
neduuura BuTamMuHa B,, umMutupyronye Haubosee pac-
npocTpaHeHHYyI0 ¢opMy cuHapoma [uiieHa—bappe —
OCTPYIO BOCHAIUTEIbHYIO IEMUCTUHU3UPYIOIIYIO TTOJIH -
panukynoHeiipomnartuio [25]. B pabore H. Koike 1 coaBT.
(2008) y 3 maLIMeHTOB IOCJIe TaCTPOIJIACTUKM YacTasi pBO-
Ta U TOJIONAHUE CITPOBOLIMPOBAIN AOTIOJTHUTEIbHBIN JIe-
(uuKT TMAMUHA B IOIOJIHEHUE K XPOHUIECKOMY Hapy-
IIEHUIO €TO BCaChIBaHMsI, YTO ITPUBEJIO K BOSHUKHOBEHUIO
sHuedanonaruu BepHuke—KopcakoBa 1 ocTpoii akCOHaIb-
Holi monHeBporiathu [16]. [Tpu uccienoBaHy HEPBHOMN
MPOBOAMMOCTH Y MALIMEHTOB C OCTPOIi ITOJIMHEBPOIIaTHEH
u BB BenencTsre neduiyTa BUTaMuHa B, BIABISUIACh Mpe-
WMYIIECTBEHHO CEHCOpHAasl aKCOHaJbHas HEeBPOMATHUs
C JIOTTOJTHUTEILHOM OCTPOIt MOTOPHOI aKkcoHomnaTuel [14].
I1pu 6uoricuu aBTOpPHI OOHAPYKMBAIN KPYTTHOBOJOKHM -
CTYIO aKCOHAJIbHYIO JIeTCHEPALIMIO U CyOIIepUHEBPATbHBIM
oTeK. CUMITOMBI HEBPOIIATUM YMEHBIIIAJIUCH B TCUCHME
2 HeJl TTocJie BHYTPUBEHHOM MH(Y3MU THAMUHA.
HuarHoctuka OB ocHOBbIBaeTCSI Ha KIMHUYECKOM
KapTHHE B COYCTAHUU C TAaHHBIMU HEHMPOBU3YaIU3ALUKN
W HaJIMYKreM ObICTPOro OTBETa Ha JieueHIUe ThaMUHOM. YyB-
crButeabHOCTs MPT coctaBiseT Bcero 53 %, Torma Kak
crienuUIHOCTL BhIcOKa — 93 %, UTO MO3BOJISIET UCKITIO-
yuth DB [24]. Kaptuna MPT nipu DB 00bIuHO XapaKTepu-
3yeTcsl 00JIaCTSIMU CUMMETPUYHOTO TTOBBIILIEHUSI CUTHAJIA
T2/FLAIR B MaMWUISIpHBIX TejlaX, TOPCOMEIUaTbHBIX
TajlaMycax, TeKTaJIbHOM IJIAaCTUHKE, IePUaKBEIyKTaIbHOM
obsnactu u/unu Bokpyr I xxenynouka, Ha qHe IV Xeny-
JIouka. B maHHBIX 30HaX MOTYT HAaOJIIONAThCSI KPOBOU3JIM -
SIHUSI, HEKPO3 M 0TeK. MarHuTHO-pe30HaHCHAs! CIIEKTPO-
CKOIIMST MOXKET IMOKa3bIBaTh CHIKCHHOE WJIM HOPMAaJIbHOE
conmepxxanue N-alleTuiaciapraTa ¢ 3aMeTHBIM ITPUCYTCT-

1

BueM Jlakrtata [12]. MPT Takke mpuMeHsieTcsl 1151 OLIEHKU
MaToJIOTMYECKOi 3BoOIMU U TporHo3a DB. IlokasaHo,
YyTO OJIaronpusITHHIN MporHo3 TeueHust DB Oosiee BeposiTeH,
€CJI BOBJIEKAIOTCSI TOJIbKO OKOJIOBOIOIIPOBOIHASI 00JIACTb,
TajlaMyc. BoBjieueH1e XBOCTATOrO SApa ¥ KOPBI TOJIOBHOTO
MO3ra SIBJISIETCS TPU3HAKOM MaTOJIOTUYECKOM 3BOIOIUY,
a TTIOBPEXIEHUE KOPBI MOXET CBUICTEILCTBOBAThH O HEOOpa-
TUMOM TOBpPEXACHUH 1 T1710X0M TiporHoae [30]. I1pu cBo-
€BPEMEHHO HavaToil Tepallii HeaJKOrojbHOi DB ouaru
TMIIEPUHTEHCUBHOTO CUTHaia Ha T2-B3BelIEHHBIX U30-
opaxeHusx u B pexxume FLAIR MPT ronosHoro Mo3sra
YMEHBIIAIOTCS U UCUE3a0T, YeMY TIPEAIIESCTBYET PErpecc
HeBpoJornueckoil cumnroMmatuku [18]. OnpeneneHue
KOHIIEHTpalWii THAMWHA B KPOBU M TPAHCKETOIa3bl 3pH-
TPOLIMTOB UMEET BCIIOMOTraTeIbHYIO poJib [1].

Jleuenue DB 3akitoyaeTcsa B mapeHTepaibHOM (3KeJla-
TEJIbHO BHYTPMBEHHOM) BBEICHUM BBICOKMX 103 THIPO-
xjopyaa TuamuHa (1o 200—500 mr 3 pa3a B CyTKH) B TeUECHHE
5—7 mHeil ¢ mocienyrolnM MepexoaoM Ha IpueM TabJe-
TupoBaHHOM opmel (1o 100 mr 3 pasa B neHb). [1pu DB
MPOIOJDKMTENILHOCTD IpHeMa THaMUHA TOJDKHA COCTaBIISITh
2—3 Mec, ipu cuHapoMe BepHuke—KopcakoBa — 10 2 JieT.
ITpu nomo3peHun Ha CKpbITYI0 DB ¢ 1euebHO-IMarHoCcTu-
YeCKOM 11e/1b10 BBOAIT BHYTpUBeHHO o 100—200 Mr Tua-
MMHA B TeUeHUE 3—5 MHEl ¢ MOC/Ieay oM IepopaibHbIM
npuemoM 1o 100 Mr 3 pa3a B ieHb B TeueHUue 1—2 Heq, Aajiee
— 110 100 MT B IeHb OMTHOKpPATHO [6]. B oTcyTcTBUM JTIeueHMsT
WA TPUMEHEHUM HU3KUX 103 TuamuHa (50—100 mr) 6onee
80 % cnydaeB DB 3akaHYMBAIOTCS pa3BUTUEM CUHIPOMA
Bepnuke—KopcakoBa, Ipy KOTOPOM MOJTHOE BBI3IOPOB-
JIEHWE BO3MOXHO JIMIIb B peakux ciaydasx (mo 17 %). bes
JIedeHMsI HabJIIoaeTCsl BBICOKAsi CMEPTHOCTD, JOCTUTAOIIAS
20 % [5]. B Poccum B cBsI3u ¢ OTCYTCTBUEM (DOPMEI THIPO-
XJIopyia THAMUHA JUTS BHYTPUBEHHOTO BBEICHUS TperapaT
BBOIMTCS BHYTPUMBIILIEYHO I10 OIMCAHHOM BBIIIIE CXEME.

B cBs3M ¢ yacTo HecnelMbUIECKON KIMHUYECKOMN
KapTUHOM nuddepeHunanbHbIN quarHo3 OB HeanKorob-
HOTO IeHe3a MPOBOAMTCS C IIMPOKUM KPYroM 3aboJjieBa-
HUIi, TAKUX KaK COCYIMCTbIe 3a00jieBaHUSI TOJIOBHOIO
Mo3ra (IapaMeIuaHHbIN TaJaMUIecKuii MHGbAPKT, Lepe-
OpasIbHbII BEHO3HBI TPOMO03), MCHUHTUT, BEHTPUKYJIO-
sHUedanuT, cuHApoM Mumepa—®Puinepa, TmMmdoma ro-
JIOBHOT'O Mo3ra, 60J1e3Hb bexdera, paccessHHBII CKIIEPO3,
OCTpHIi paccessHHbIH sH1IeDaTomMuenuT (OPOM), 6o1e3Hb
Jlea, Bapuant 6one3nu Kpeitugenbara—Akoda, mumdo-
Ma rojIOBHOTO MO3ra, IapaHeoIIaCTUICCKUI SHIIe(haJINT,
TsoKenas TunodocdareMust, ocTpast MHTOKCUKAIs 6po-
MMCTBIM METUJIOM, METPOHMIA30/1-UHIYLIMPOBAaHHAS 9H-
uedanonatus [24]. Ham nauueHT MocTynui B OTACAEHUE
C HampaBJIAIOIIMM AMAarHO30M ayTOMMMYHHOTO 3HIIeda-
JIMTA, IPH TTOCTYIICHUH OTMEUAIMCh TJIa3HbIe CUMIITOMBI
(Hapy>XHBI oTaTbMOIIape3, OTCYTCTBUE KOHBEPTEHIINMT),
BEPTUKAJIbHBIM HUCTarM, OBICTPO Pa3BUBILIMECS CUMITTOMBI;
¢J1ab0CTh B HOTaX, HApYILIEHUST IIOXOAKY, KOOPAMHATOPHBIC



PYCCKUN

sy IETCKOM
HEBPOAOT' MU

HapyILeHUsI, YeMy TPEIIIeCTBOBAIa OOIEMO3roBasi CUMIT-
TOMAaTHKa B BUIE PBOTHI, BSUTOCTH. [1pu nosiBIeHMM 110100~
HBIX CUMITTOMOB Y peOeHKa HEBPOJIOTY HEOOXOIMMO MCKITIO-
Yyarb JIeMUETMHU3MPYOIIYE 3a00J1eBaHIUsT KaK LICHTPAIbHOMI
HepBHOI cucTeMbl (mpexae Bcero OPOM, paccessHHBIM
CKJIEpO3, 3a00jIeBaHUE, aCCOIIMMPOBAHHOE C AaHTUTEIaAMK
K MMEJIMHOJIUTOACHAPOLUTAPHOMY TIMKOIPOTEHUHY), TaK
n nepudepnueckoit (cuHapom Initena—bappe) [15, 16].
OPBDM xapakTtepusyercsl MyJIbTU(OKaATbHOI HEBPOJIOTMYe-
CKOI1 CIMITTOMATUKO, OOBIYHO MPOrPECCUPYIOLLEH 10 MaK-
CHMAJIPHOM TSDKECTU CUMIITOMOB B TeueHUe 4—7 THe
oT neb6iota. HeBposorudyeckre CMMIITOMBI BBISIBJISIIOTCS
y nauueHToB ¢ OPOM B cliefyoleM Nopsiike Mo 4acTore
BCTPEYAEMOCTH: TOJIOBHAsI 00JIb, CUMITTOMBI TTOPAKEHUS
MAPaMUIHOTO ITYTH, SIICITUIECKIE TIPUCTYITbI, CUMIITO-
MBI TTOPaXXEeHUsI MO3XKe4Ka/aTaKCusl, HapyllleHUe pedu,
CHMITOMBI ITOPaXKEHUS YePEITHO-MO3TOBBIX HEPBOB, Ha-
pYILIEHWE MOYEHCITYyCKaHMSI, ONITMYECKUII HEBPUT, Hapy-
IIEHUST YyBCTBUTEILHOCTU. Takke BOBMOXHO Pa3BUTHUE
TICUXUYECKUX HapylleHul. Y neteir B 12—68 % ciyuaeB
Haomongaercs auxopanka [20]. ITo nanasiM MPT ronos-
Horo Mo3ra 11t OPDM 6GoJiee xapaKTepHbl MHOXKECTBEHHBIE
pacnpocTpaHeHHbIE ACUMMETPUYHBIC IBYCTOPOHHUE OYark
nopaxkeHus B pexumax T2 u FLAIR udepe3 2—35 nHeit
OT HavaJja 3aboJjieBaHus, bonee 1—2 cM B AuaMeTpe, C He-
YETKMMU KpassMU B TJIyOOKOM M MOJIKOPKOBOM, pEXe —
MePUBEHTPUKYJIIPHOM O€JIOM BelllecTBe, 0a3abHbBIX FaH-
riausax, tanamyce, kope [8]. HecmoTpsi Ha ObicTpoe
pa3BHUTHE TJIa30IBUTaTEJIbHBIX HApYIICHWI, HUCTAarMa,
aTakCuM, cJaboOCTH B HOrax, YyBCTBUTEJIBbHBIX pac-
CTPOMCTB, Y HaIlleTO MallMeHTa OTCYTCTBYIOT JIMXOPAJIKa,
rOJIOBHAsl 0OJIb U APYTME CUMIITOMBI, XapaKTePHBIC AJIsI
OPOM; BhIIBIEHBI TIPU3HAKU TTepUPEpUUISCKOro Mapesa;
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Cunnpom Musutepa—®uiepa. AHECTE3HOIOTUST M PEaHUMATOJIO-

1

no gaHHbiIM MPT B pexumax T2 u FLAIR BbIsiBaeHBI
CHMMETPUYHBIC OTPAHMYCHHBIC OYary IMOBBIIIICHHON MH-
TEHCHBHOCTH CUTHAJIA BIOJIb IMKBOPOITPOBOISIIICH CUCTE-
MBI, Ha YPOBHE CPEAMHHOM anepTypbl MaxkaHau, Xapak-
TepHble 119 DB, uTo Mmo3BojsgeTr UCKIOUUTh OPOM.
Cunapom Munepa—®@uiiepa (ogHa 13 ¢hopM CHHIpOMa
Tuiiena—bappe) — BapuaHT OCTpOit BOCTIAIUTEIbHOM (ayTo-
MMMYHHOI) JeMHEIMHUZUPYIOIIEH TOIUpaTuKyJIONaThu,
XapaKTePU3YIOLIUICS OBICTPHIM (B TEYCHUE HECKOIBKHUX
JIHEi1) pa3BUTHEM OMIIaTepaIbHOM ODTATbMOILIETUH, aTaK-
cuu U1 apedieKCHM, 6e3 YyBCTBUTEIBHOTO TehUIINTa, Yallle
Mocjae MepeHeceHHON pecnupaTopHoil uHdekuuu [3].
B otimume ot mauueHTOB ¢ cuHApoMoM IuiteHa—bappe,
y Halllero MalMeHTa UMEIOTCSl YyBCTBUTEIbHBIE HAPYIICHMSI
B HOrax, HapylleHUs MaMsITU, B aHAMHE3¢ €CTh JaHHBIC
0 HapyIIEHUH IMUIIEBOTO TIOBEICHMS, OTCYTCTBYIOT IIEpeHE-
CCHHbIE pecrnpaTopHble MHMeKImK. TolHoTa, pBOTa, CHHU-
JKEHUE alleTUTa Y HeTo, BEpOSITHEE BCETro, ObLIN O0YCIIOB-
JIEHBl HAaJIUYMEM COITyTCTBYIOIIMX 3a00JI€EBAHUI TEYEHU
1 3KSJTIHOTO Ty3bIPsT, KOTOPBIE YCYTYOMINCh Ha (pOoHE CKY/I-
HOT'O HEPETYJISIPHOTO MUTaHMWS BHE JoMa. MHOrOKpaTHast
pBOTa B TeueHMe 3—4 HeJl IpuBesia K UCTOLIEHMIO 3aI1acoB
THAaMUHa, YTO CTaJI0 MPUYMHON BO3HUKHOBEHUST DB.

3HauuTeNbHAs TTOTEPSI MAaCcChl Tejla C MOCIeaYIoNIei
4acTOI PBOTOI B COYETAaHUHM C TTPU3HAKAMU OCTPOIA ITOJIH-
HEBPOIIaTUH, CJIA00CTU MBIIIILL HOT, TApe30M IJIa30BUTa-
TEJIBHBIX MBIIIL, HUICTATMOM ¥ KOTHUTUBHBIMU HapyIlIe-
HUSIMU Yy TIOAPOCTKA JOJKHA BBI3BIBATH Yy Bpaya
MOA03pEHUE Ha OCTPBIA NeGUIIUT TUAMMHA; YIUThIBAsI
(hakTopbl prucka, HEOOXOAUMO MPUHSTH PEllIeHUe O PO~
BeJICHUU JICUCHMSI THAMUHOM. DTO OyIeT ClIocoOCTBOBATh
YCTaHOBJICHUIO CBOEBPEMEHHOTI'0 AMarHo3a Ipy HaJIMYUKU
OBICTPOTro OTBETA Ha JICYCHHUE.
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Henpodmnbpomaros 1 Tuna
O[IHO 13 CaMbIX YaCTbIX cpeaun peaknx 3aboneBaHunin’

Kputepum gnsa noctTaHOBKM AMarHosa
Henpodpunbpomaros 1 Tnna?

H®1 gnarHoctupytot H®1 guarHoctupytot

y feten popgutenen 6e3 HO1 y getei pogutenen c HO1
npu Hannuynn 2 n 6onee NpPrM3HaKkos npu Hanuunn 1 n 6onee Npr3HaKkos

1
2/
©
4
©
o
9

2 unv 6osee Helipopubpom t6oro TMNa
Uy ogHa NnekcMpopmHas Henpodprbpoma

6 1 60/1ee NATEH LBeTa «Kode C MOIOKOM»
pa3mepamu:

® B jonybepTaTHOM nepuoge —
5 Mm 1 6onee

® B ﬂOCTI'Iy6epTaTHOM nepuoge —

MHOXeCTBEHHbIE, MOXOXNE Ha BECHYLLKM,
15 Mmm 1 6onee

MUrMeHTHbIe MATHA B NOAMbILLEYHON
nn NaxoBon obnacTax

Mwnoma 3putenbHoro nyTn
XapaKTepHble U3MeHeHUA KocTeln

MaTtoreHHana myTauuA B reHe NF1,
BblAB/IIEMAn B TKAHAX 6€3 BUANMbIX
KNUHUYECKNX MPU3HAKOB (NernKkouunTbl
nepndepryeckon KpoBu, KNeTkn
6yKKanbHOro anuTenuns)

2 n 6onee ysenkos JIuwa Ha pagy<Hol
obonouke rnasa unu 2 1 6onee aHomanuu
cocyancTon 06os1ouKmM rnasa (xopomaanbHble
ramMmapToMbil)

H®1 - Heitporbpomatos 1 Tuna; NF1 - HempodrbpoMmH.
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