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WNHOOPMALUMA ONA ABTOPOB

[Tpu HanpaBneHUw CTaTbi B pefakumio «Pycckoro XypHana AeTckoli HeBponorm»
aBTOPam Heo6X0AMUMO PyKOBOACTBOBATLCA CNleYHLLVMM NpaBUNAMU.
1. 06wue npaBuna
llpn nepBMYHOM HanpaBReHUM PYKOMUCM B PeSaKLMIo B KOMUW MEKTPOHHOrO
M1cbMa JOMKHbI ObITb YKa3aHbl Bce aBTOPbI AaHHOI CTaTbi. 06paTHYI0 CBA3b C peaakLm-
eli byneT nopaepuBaTb OTBETCTBEHHDIIN aBTOP, 0003HAUEHHBIN B CTaTbe (CM. MYHKT 2).
[lpencTaBneHue B peaakLmio paHee ony6NMKOBaHHbIX CTaTeil He JOMyCKaeTcA.
2. 0dopmneHune faHHbIX 0 CTaTbe U aBTOpax
MepBasd cTpaHuLa JONMKHA CofepKaTb:
— Ha3BaHMe CTaTby,
— VMHULManb! 1 Gamunmun Bcex aBTopoB,
— yueHble CTeneHu, 3BaHNA, LOKHOCTI, MeCTo paboTbl Kaxzoro 13 aBTopoB,
a 1akxe ux ORCID (npu Hanuuum),
— NONHOE Ha3BaHMe yupeXxaeHua (yupexaeHuii), B KOTOpom (KOTOpbiX) Bbl-
nonHeHa pabota,
— afipec yupexaeHna (yupexxaeHuit) C ykasaHuem WHAeK(a.
[ocnepHAA CTpaHML fOMKHA COfePXaTb CBeAleHUs 06 aBTope, 0TBETCTBEHHOM
3a (BA3b C pefaKLmeit:
— Gamunua, MMa, OTYECTBO NOJTHOCTH,
— 3aHUMaeMas IOMKHOCTb,
— yueHas CTeneHb, yueHoe 3BaHue,
— NepcoHanbHblil MexayHapoaHblii uaeHtudukatop ORCID (noapobHee:
http://orcid.org/),
—nepcoHanbHblit upetudukatop B PUHLL (noapobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTaKTHbIil TeneyoH,
— QfIPeC 3NeKTPOHHOI NOUTI.
3. 0popmneHue TeKcTa
(ratbu npuHumatotca B dopmarax doc, docx, rtf.
Lpu¢t — Times New Roman, Kernb 14, MeXcTpouHblil uHTepBan 1,5. Bee cTpanu-
Libl 0MKHbI ObITb NPOHYMEPOBaHBI. TEKCT CTaTbI HAUMHAETCA CO BTOPOIA CTPaHMLbl.
4, 06bem cTareit (6e3 yueta UNNIOCTPALMIA 1 CUCKA AUTEPaTYpb)
OpurnHanbHas ctatba — He 6onee 12 cTpanuy (66abLumil 06bem JonyckaeTca
B UHAMBYUAYaNbHOM NOPAJKE, M0 PELUEHNIO pedakLmy).
OnucaHue KNNHNYECKNX CyyaeB — He Gonee 8 CTpaHuL.
00630p nutepatypbl — He 6onee 20 cTpaHmL,.
KpaTkue coo6iieHna u nucbma B pefiakLyio — 3 CTpaHuLbl.
5. Pesiome
Ko Bcem Buam cTateil Ha 0TAENbHOI CTPaHULE AOMKHO ObITb NPUNOXKeHO peto-
Me Ha PYCCKOM U aHIINIACKOM (110 BO3MOXHOCTH) A3blKkax. Pe3toMe JOMKHO KpaTKo no-
BTOPATD CTPYKTYPY CTaTby, HE3aBMCUMO OT ee TeMaTUKM.
06bem pestome — He Honee 2500 3HaKoB, BKNoUaA npobenbl. Pestome He A0MKHO
C0ZiepXaTb CCbUTKM HA MCTOYHIKM IUTEPATYpbl U UANIOCTPATUBHBIA MaTepuan.
Ha 3701 Xe cTpaHuLe NOMeLLAoTCA KNtoueBble CNOBA Ha PYCCKOM W aHTNIACKOM
(no BO3MOXXHOCTH) A3bIKaX B KonnuecTtse ot 3 o 10.
6. CTpyKTypa cTarei
OpuruHanbHas cTaTba JOMKHA COJEPKaTh CleaytoLne pasaenbi:
— BBe/IeHue,
—Lenb,
— Marepuanbl 1 METOAbI,
— pe3ynbrarbl,
— 00cyxzaeHue,
—3aKntoueHue (BbIBOAbI),
— KOHQMUKT MHTEpecoB 1A BCeX aBTOPOB (B Cyyae ero 0TCYTCTBYUA HeobXo-
AIMO YKa3aTb: «<ABTOPbI 3aABAAIOT 00 OTCYTCTBUM KOHPANKTA UHTEPECOBY),
— 000peHMe NPOTOKONA MCCNEA0BAHMA KOMUTETOM M0 61103TUKe (C yKa3aHu-
€M Homepa 1 JiaTbl NpoToKona),
— MHOPMMPOBAHHOE COTNIace NALMEHTOB AN X NPeACTaBuUTENeil Ha yyac-
Tie B UCCNELOBAHUN 11 NY6AMKaLMI JaHHbIX (ANA CTaTeil ¢ aBTOPCKIMM
UCCNIEN0BAHUAMU U ONMCAHUAMU KIMHUYECKUX CYYaeB),
—NpI HaNMuMM GUHAHCMPOBAHUA UCCNEAOBAHUA — YKa3aTb €ro UCTOYHUK
(rpaHTnT. A1),
— 6narogapHocTy (pasgaen He ABNAETCA 06A3aTeNbHbIM).

7. UnniocTpaTnBHBIN MaTepuan

UnniocTpaTuBHbII MaTepuan fomxeH 6biITb NpeCTaBneH B BUAe OTAENbHbIX dail-
NOB 1 He GUrypuUpoBaTb B TeKCTe CTaTb. [laHHble TabNUL He JOMKHbI NOBTOPATb AaH-
Hble PUCYHKOB U TEKCTa 11 Ha060pOT.

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

PucyHKkm, rpadmku, cxembl, Auarpammbl JOMxHb! ObiTb pefakTupyembiMm,
BbInonHeHbIMy cpeactBamm Microsoft Office Excel unu Office Word.

Bce pucyHKM [OMKHDI BbITb NPOHYMEPOBaHbI U CHAabXKEHbI MOAPUCYHOUHBIMMU
nognucamu. OparmeHTbl pucyHKa 0603HauaoTCA CTPOUHbIMU ByKBaMK pycckoro anda-
BUTa — «a», «6» U T. . Bce cokpalueHns, 0603HaueHus B Buge KpuBblX, bykB, undp
WT. fi., UCNONb30BAHHbIE Ha PUCYHKe, IOMKHbI 6bITb pacLumdpoBaHbl B NOAPUCYHOUHOI
nognucy. Moanucu K pucyHKam AAKTCA Ha OTAENbHOM NNCTe NOCNe TeKCTa CTaTby B 04-
HOM C Heil daiine.

Ta6nuubl JomKHbI ObITb HAMNALHLIMY, UMETb Ha3BaHMe 1 NOPAZKOBbII HoMep.
3aronoBky rpad OMKHbI COOTBETCTBOBATD UX COAEPMaHI0. Bce cokpaLueHna pacmd-
POBbIBAKTCA B NpUMeYaHy K Tabnuue.

8. EAnHMLbI N3MepeHna 1 COKpaLLeHna

Eaunmubl usmepenus gatotca B MexayHapogHoil cucteme egunmy (CH).

CoKpaLLieHna CNoB He J0NYCKaloTcA, Kpome 06LLenpuHATbIX. Bce abbpeBuatypbl
B TeKCTe CTaTb AOMKHbI BbITb MOAHOCTbIO pacLuMdpoBaHbl NPU NEPBOM YNOMUHAHIM
(Hanpumep, komnblotepHas Tomorpaua (KT)).

9. CnucoK nuTepatypbl

Ha cnepyloweii nocne TekcTa CTpaHuLe CTaTbil JOMKEH pacnonaratbca CMNCOK
LMTUPYeMOil UTepaTypbI.

Bce MCTOYHMKN JOMKHBI GbITb MPOHYMEPOBaHDI, HyMepaLma 0CyLLeCTBAAETCA
CTporo B andaBuTHOM NopAAKe. Bce CCbINKM Ha UCTOUHUKI NUTEPATYPbI B TEKCTe CTaTby
0603HaualoTcA apabckimm Ldpamu B KBaApaTHbIX CKoBKax HaunHas ¢ 1 (Hanpumep,
[5]). KonuuecTBO LUTUPYeMbIX PaboT: B 0pUriHANbHDIX CTaTbAX — He Gonee 20-25,
B 0630pax uTepatypbl — He bonee 60.

(Ccbinkn ROMKHBI AABATHCA HA NEPBOUCTOYHMKY, LMTUPOBAHWE OBHOTO aBTopa
no pa6oTe Apyroro He4oONYCTUMO.

BKnioyeHwe B CNucoK nnTepaTypbl Te31COB BOIMOXHO UCKNIOUMTENbHO NPU CCbin-
Ke Ha MHOCTPaHHbIe (aHIN0A3bIYHBIE) UCTOUHUKM.

Ccblnku Ha pnccepTaumnm u agTopedepatbl, Heony6anKoBaHHbIe paboTbl, a Tak-
e Ha AlaHHble, NoNyyeHHble U3 HeOQULIMANbHBIX MHTEPHET-UCTOYHUKOB, He Aony-
cKarTca.

[ina Kaxgoro MCTOYHMKA HeobX0A4IMO YKa3aTb: GaMAMN U MHULMAnbI aBTOPOB
(ecnm aBTopoB Gonee 4, yka3blBakTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA «U1 Ap.» B pyC-
CKOM 1 "et al” B aHIMNIACKOM B TeKCTe). ABTOpbI LIMTMPYEMbIX UCTOUHUKOB JOMKHDI
ObITb yKa3aHbl B TOM e NOPAAKE, UTO U B NEPBOMCTOYHMKE.

Mpy ccbinKe Ha CTaTbM U3 XKYPHANOB NMOC/E aBTOPOB yKa3blBAOT Ha3BaHMe (Ta-
Tbi, Ha3BaHWe XypHana, rof, ToM, Homep Bbinycka, CTpaHuubl 1 DOI cTatbi (Npu Hanu-
yun). Mpy ccbinke Ha MOHOrpad M YKa3biBAKT TaKXKe NONHOE Ha3BaHWe KHUTU, MeCTo
U3[aHNA, Ha3BaHWe N3/aTeNbCTBA, MO U3AAHNA, YNCIO CTPAHML.

(1aTby, He COOTBETCTBYIOLME AaHHBIM TPE6OBAHNAM, K PACCMOTPEHMIO
He NPUHUMAIOTCA.
06wye nonoxeHuns:
« PaccmotpeHue cTatbin Ha npeameT Ny6nMKaLuM 3aHMMaeT He MeHee 8 He-
Aenb.
+ Bce noctynatowme cTatbh peueH3npyiotca. PeueHsns ABNAETCA aHOHUM-
HOIA.
« Pepakuua octanaer 3a coboil NpaBo Ha pesjakTPOBaHue CTaTel, NpeaCTas-
NeHHbIX K My6nukaumu.
« Pegakuma He npepocTaBnAeT aBTOpCKUE dK3eMIAApbI XKypHana. Homep
KYpHaNa MOXHO MONYYMTb Ha 06LMX OCHOBAHMAX (CM. UHdOpMaLMK
Ha caiiTe).
Marepuanbi gnsa ny6nnkauun npuHMMaloTca no agpecy ricn@epileptologist.ru
 0693aTeNbHbIM yKa3aHeM Ha3BaHIA XypHana.

MonHas Bepcus Tpe6oBaHUii NpeACTaBeHa Ha caiiTe XKypHana.
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Knuuuyeckun nonumopdunsm ocTporo paccesHHOro
3HUedanoMmmenuTa: AMarHoCTUKA, JleyeHue,
OTAANEeHHbIA NPOrHo3. JleKuua c onucaHmem
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KoHTaKTHhI:

Bapsapa EsreHbeBHa ABfieeBa varvara-kitaeva@mail.ru

OcTpblit paccesHHbIN 3HLedaNnoMUenuT — 3T0 0OCTPOE ayTOMMMYHHOE AeMUeNnHU3upylollee 3aboneBaHne, NposBasioLiee-
Csl PAcnpoCTPAHEHHbIM MOANOYArOBbIM AaCHMMETPUYHBIM MOPAXKEHUEM LIEHTPANbHON HEPBHOW CUCTEMbI U, B HEKOTOPbIX
Cyyasix, ONTUYECKUX HepBoB C HOPMUPOBAHMEM COOTBETCTBYIOIWNX HEBPONOTMYECKMX CUMNTOMOB. B gaHHOI neKkumu
npeacTaBfieHbl OCHOBHbIE CBEEHUA 06 OCTPOM paccesiHHOM 3HLedanoMmenuTe ¢ pacCMOTpeHUEM 5 KIMHUYECKUX CyYa-
€B, EMOHCTPUPYIOLLUX MHOro06pa3ue NposBAeHNit 3TOro 3a60NeBaHusA B NPaKTUKE Bpaya-HeBposiora.

KnioueBble cnoBa: ocTpblit paccesaHHbl IHLePanoMUeNnnT, MUENNH-0NTMTOAEHAPOLIUTAPHbI IMKONPOTENH, PaCCeAHHbIN
cknepos, AQP-4

Ona uutupoBanua: Aspeesa B.E., Kotos A.C. KnuHuyeckuit nonumopcmsm oCcTporo paccesHHoro aHuedanommuenuta:
LANArHOCTMKa, NedeHne, OTAANEHHbI NPOrHo3. Jlekuma ¢ onucaHuem KNMHUYECKUX cnyyaes. Pycckuii XypHan feTckoi
Hesposnoruu 2023;18(1):10-21. DOI: 10.17650/2073-8803-2023-18-1-10-21

Clinical polymorphism of acute disseminated encephalomyelitis: diagnosis, treatment, long-term
prognosis. Lecture with the description of clinical cases

V.E. Avdeeva, A.S. Kotov
M_F. Viadimirsky Moscow Regional Research Clinical Institute; 61/2 Shchepkina St., Moscow 129110, Russia

Contacts:

Varvara Evgenyevna Avdeeva varvara-kitaeva@mail.ru

Acute disseminated encephalomyelitis is an acute autoimmune demyelinating disease that manifests as a widespread
polyfocal asymmetric lesions of the central nervous system and, in some cases, optic nerves with the formation of cor-
responding neurological symptoms. This lecture presents basic information about acute disseminated encephalo-
myelitis with consideration of 5 clinical cases demonstrating the variety of manifestations of this disease in the prac-
tice of a neurologist.

Keywords: acute disseminated encephalomyelitis, myelin oligodendrocyte glycoprotein, multiple sclerosis, AQP-4

For citation: Avdeeva V.E., Kotov A.S. Clinical polymorphism of acute disseminated encephalomyelitis: diagnosis, treat-
ment, long-term prognosis. Lecture with the description of clinical cases. Russkiy zhurnal detskoy nevrologii = Russian
Journal of Child Neurology 2023;18(1):10-21. (In Russ.). DOI: 10.17650/2073-8803-2023-18-1-10-21

Onpepenexnue HMe, TIPOSIBIISTIONIEECS PACIPOCTPAHEHHBIM ITOJIM0YAar OBBIM
Ocrtpplii paccestHHBIN 3HLIeDamomueuT (OPOM), mmn ~ acMMMETPUYHBIM IOpaXXeHUEM IIEHTPaIbHOM HEpBHOM
OCTPBII IUCCEMMHUPOBAHHbINA 3HILIebaTomMuenut, — 310  cuctembl (LIHC) 1, B HEKOTOPBIX CiydasiX, ONTUYECKUX
OCTpOE ayTOMMMYHHOE JeMUEIMHU3UPYIOlIee 3a00jIeBa-  HEPBOB ¢ (OPMUPOBAHUEM COOTBETCTBYIOLIMX HEBPOJIO-


https://creativecommons.org/licenses/by/4.0/

IETCKOM
HEBPOAOT UM

ruyeckux cuMmiromoB. Kak mpaBujio, OHO UMeET ObICTPO-
IIporpeccupyomiee MOHO(pa3HOE TeYCHNE U OTHOCUTETb-
HO OJIATOIIPUSITHBIN IIPOTHO3.

B aHrnosi3pyHOM 1UTEepaType JaHHOE 3a00JieBaHUe
HocuT Ha3BaHMe “acute disseminated encephalomyelitis”
1 0b03HauvaeTcst abopeBuarypoit “ADEM”.

dTuonaroreHes

Y 50—75 % nauuenToB ¢ OPOM ynaetcs onpeneinThb
CBSI3b C TIPEIIEeCTBYIONIEH NHPEKINEH NIIN BaKIIMHALIM -
eit. Yaie Bcero 00Je3Hb CAEAyeT 3a BUPYCHOM WiIn Oak-
TepuaabHOI MHGEKIMEeNR yepe3 HECKOIBKO THEe — 2 Mec
(B cpenHeMm 26 nHeit). K npumepy, pazsutrie OPOM mnocne
nebiora COVID-19 moxeT mpouzoiitu yepe3 3—30 qHeid.
B npyrux ciaydasix 3a60yieBaHIE MOXKET pa3BUBAThLCS IIOCTIE
BaKLIMHALIMU OT OellleHCTBA, KOPY, KOKJIIOIA, CTOJI0HSIKA,
rpura, rermaruta B, mudrepun, KpacHyxu, THEBMOKOKKaA,
BETPSIHOM OCIIBI, BUpPYyCa IMAaMUIOMBI YeJIOBEKa, MOJIMO-
muenuta, SARS-CoV-2. Tak, OPOM uHorna pa3BuBaeT-
csi 9epe3 8—21 neHb mociie BaKIIMHAIIMY OT OCIIIeHCTBA |2,
12, 14, 23].

OcTphlii paccesTHHBIN SHIIe(haTOMUETUT B OTHETbHBIX
clTydasix MOXET paccMaTpuBaThcsl B pamkax aHTu-MOI -
ACCOLMMPOBAHHBIX PACCTPOMCTB, TaK KaK NPU TAaHHON
00JIe3HN OTMEUYAeTCsI MaTOTeHeTUYeCKasl CBSI3b C aHTUTE-
JIaMM K MUACJTMH-OJIUTOACHIPOLIMTAPHOMY IIMKOIIPOTENHY
(MOT) (B aHIIIOSI3BIYHOIM JIMTEpaType — myelin oligoden-
drocyte glycoprotein, MOG) [15]. OgHako mipu o6cieno-
BaHMM NalMeHTOB Ha aHTuTena K MOI™ oHn o6Hapyx1Ba-
forcst auiib B 40 % cayuyaes [18]. ITosatomy OPOM
clleayeT paccMaTpUBaTh He KakK equHOe 3abojieBaHUE,
a Kak CITeKTp 3a00JIeBaHUI ¢ Pa3IMYHBIMU IIPUIMHAMEI
1 MeXaHM3MaMU Pa3BUTHSI, KOTOPBIC B 3HAYNUTEIHHOM Me-
pe OCTaIOTCS HEN3yYeHHBIMU.

dnuaemuonorus

OcTpblii paccesTHHbBIN SHIE(PATOMUETUT BCTPEIaeTCS
y 1 13 125—250 ThIc. yenoBeK. boyie3Hb 0OOBIYHO pa3BUBa-
ercs y mereid mumanmie 10 e, oqHaKO BCTpedyaeTcss M Y
B3POCIBIX (BILIOTH 10 82 jieT). 3aboeBaHMe Jalle peru-
CTPUPYETCS Y MYXKYUH, YeM Y KEHIIMH, C COOTHOLLIEHUEM
1,3:1. IIpu OPDM otmeyaeTcsl CE30HHOCTD: ¢ OOIbIIEH
4aCTOTOI 00JIE3Hb PETUCTPUPYETCSI B XOJIOIHBIE MECSIIIbI
roja (3uma, Hadajo BecHBHI) [2].

Knaccudukauusa

OcTpplii pacCesTHHBIN 2HIIE(DATOMUETUT MOXET UMETh
Kak MoHoGa3Hoe, TaK U peLluIMBUpYIOlLiee TedueHue. Mo-
Ho(da3HOe TEYCHUE XapaKTePHO IS «KJIACCUUECKOTO»
OPBM, nipu KOTOPOM BO3MOXKHO YCUJICHUE WJIU TIOSIBJIE-
HHE HOBBIX CUMIITOMOB B T€UeHME 3 Mec Iocie nedioTa
3a00JIeBaHUSI.

B Hacrosiiiee BpemMst pazpaboTaHbl KpUTEPUHA MOHO-
(aznoro OPOM nng mereii [19, 20]:

— BIIepBbIe BO3HUKIIIEE MojinoyaroBoe nopaxkenue [IHC
C MpeanojaaraeMomn 1eMUCITMHU3UPYIOIIEU TPUYNHOK
C HaJTMYMeM KJIMHUIECKUX TIPOSIBIICHUIA;

— sHIedaronaTus, IMPOSBIAIONIASCSI N3MEHEHIUEM CO-
3HAHMS WU MTOBEAEHUST, HEOObSICHUMOM JTMXOPaIKOM,
CHCTEMHBIM 3a00JIEBAaHMEM WJIM ITOCTIIPUCTYITHBIM
COCTOSTHUEM,;

— II0 JaHHBIM MAarHUTHO-PE30HAHCHOW ToMOorpaduu
(MPT) ormeuatorcs muddy3HbIe, TUIOX0 OTTPaHUICH-
HBIC OYaru nmopaxkeHus >1—2 cM B tmameTpe, IMpeu-
MYIIECTBEHHO BOBJICKAIOIINE OeJI0e BEIIECTBO IOy~
IIapUii TOJIOBHOTO MO3Ta, C BO3MOXHBIM IOPaXKeHEM
[JIyOOKOTO Ceporo BellecTBa (Tajzamyc, Oa3ajbHbIC
sapa); B PEIKUX CIydasix TaKMe O9aryd BBITJISIOAT TH-
MOMHTEHCUBHO B pexkume T1;

— OTCYTCTBHE HOBBIX CHMIITOMOB WJIM HOBBIX OYaroB
nopaxxeHus no gaHHeIM MPT mocie 3 mec ¢ MOMeHTa
nebiora OPOM.

Ecim gepe3 3 unu 6osee Mecsiiia 1o JaHHBIM Helipo-
BU3YaJIU3alM OTMEYaeTCsl YCUJICHHUE JIMOO TOSIBICHHE
HOBBIX CHUMIITOMOB WJIM OYaroB ITOPaXKeHMsI, He OTBEYal0-
IIUX KPUTEPHUSIM paccesTHHOro ckiepo3a McDonald [22],
STH COCTOSTHUSI OTHOCSITCSI K PELIMINBUPYIOIINM, HAIIPH-
Mmep [19]:

» mHorodaszHeiii OPOM (MDEM/multiphasic ADEM),
T.e. OPOM c 1 pettmauBoM depe3 3 uinu 0ojiee Mecsiia;

* OPOM - onrrnueckuii HeBput (ADEM-ON/ADEM-
optic neuritis), T.e. peauaus OPOM B Bume ontude-
CKOro HeBpHTa Yepe3 3 uiau 0oJjiee MecsIia.

KnuHuyeckasa KaptuHa

OcTphlil paccesTHHBIN 3HIIE(ATOMUEIIUT XapaKTepu-
3yeTCsI MyJIbTU(DOKATLHON HEBPOJIOTMYECKOM CUMITTOMA-
TUKOI, OBICTPO MPOrpeccUpylollieil B Te4eH1Ue HeCKOJIbKUX
IHel WiIn Hellellb, TpeOylollel paHHEe! rocnuTaan3aluun
[1, 2]. O6GBIYHO TIpOTpeccCUpoBaHMEe 10 MaKCUMAJIbHOM
TSDKECTU CHUMIITOMOB IIPOMCXOIUT B TedeHHue 4—7 mHei
oT ne61oTa [24]. CUMIITOMBI, BBISIBIISIEMbIE Y TTAlIMEHTOB
¢ OPBM, onpenensitoTcst IpeaiecTByIoNeil nHpeKImei/
BaKILMHALIMEH, a TAKXKE JIOKAIM3ALEH ITOPAaXKEHUSI B HEPB-
Hoii cucteMe. Tak, HafIpuUMep, y AeTel JuxopaakKa Habao-
Jaetcs B 12—68 % ciiyyaeB; HEBPOJIOTMYECKHUE CUMIITOMBI
BBISIBJISIIOTCSI B CJIEAYIOIIEM ITOPSIAKE IO YaCTOTEe BCTpeda-
€MOCTH: TOJIOBHASI 0O0JIb, CUMIITOMBI ITOpaKeHUsI TTHUpa-
MMIHOTO ITyTH, STUICIITUICCKHIE TIPUCTYIIBI, CUMIITOMBI
IMOpaxkeHMsT MO3XXeUKa/aTaKCHsl, HapyIIeHEe PeUr, CUM-
IITOMBI ITOPAXKEHUS YEePEITHO-MO3TOBBIX HEPBOB (C JIOKa-
ym3anueit mopaxenusa B LIHC, Bkirrouast sigpa HEpBOB),
HapyIIeHHe MOYCUCITYCKaHsI, ONITUICCKUIT HEBPUT, Ha-
pylIeHUsT 4yBCTBUTEIbHOCTH [15]. Kpome Toro, BO3amMoxK-
HO pa3BUTHE IICUXWYECKUX HAPYIIICHUIA.

IIpencraBisieM KJIMHUYECKMM ciaydail ¢ neGroToOM
OPOM c 6unarepaibHbIX TOHUKO-KIOHUYECKUX TTPUCTY-
OB C JaJIbHEUIIIMM Pa3BUTUEM MAHUYECKOM aTaKu.

11
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Knunnyeckunn cnyyaii 1

Ilayuenm A., 26 nem, 3a601e1 ocmpoil pecnupamopHoil
8UPYCHOU UHGDeKyuell, conposolicoasueiics 2010810 00110,
caabocmoto, nogviulenuem memnepamypst 0o 37,6 °C ¢ me-
yenue 4 oneil. Jleuuncs jcapononudicaromyumu npenapamamil.
Ilposoduaucs uccaedoeanus ons uckarouenus COVID-19
(uccredosanue mMazka uz HOCORAOMKU MemoOdOM NOAUMEPA3-
HOUl YyenHoll peakyuu, ceposozuieckoe ucciedoganue), pe-
3yabmamol 0biau ompuyamenvuvimu. Cnycms 6 OHell omme-
4anocs nogmopHoe nosvluierue memnepamypst 0o 37—38 C,
Ha goHe Komopoeo uepe3 6 OHell HOUbIO 80 CHe Pa38UACs OU-
AAMePanbHblil MOHUKO-KAOHUYECKUT NpUCmyn OAUmenbHo-
cmoio 3 MuH, 6e3 ypunayuu. Ympom npucmyn nosmopuacs.

1

[layuenm 6vi1 eocnumanu3uposan, emy 6vin HaA3HAUEH Kap-
oamazenun ¢ doze 200 me 2 pasza 6 dens. Ilpu npoeedenuu
anexmpoanuegpanoepapuu (331 snusenmughopmHoii akmue-
Hocmu He ebisgaero. Tlo dannoim MPT 20106H020 Mo32a om-
Meuanucs npusHaKu demueaurusupyoue2o npoyecca. 4epes
Hedeato y nayuenma paseunacs NAHUYecKds amaxa, 8 cesn3u
¢ uem emy Obin HazHaueH 6ycnupor 5 me 3 pasa 6 dens. Takoice
nayuenmy 0Obin HA3HAYeH MemuanpeoHusonon 16 me nepo-
PANbHO YMPOM CO CHUMCeHUem 003bl Ha 4 me 1 pasz 6 5 Ouell
0o noaxoii ommenst. annvie noemopHoit MPT eonoenoeo
mo3zea, a maxdce MPT weiinoco omoena cnuHHo20 M0o32a
npedcmaenenst Ha puc. 1. B 6eaom éeujecmee boabuiux noay-
wapuii onpedensitomcst MHO2OHUCAEHHble 04a2U 2UNepUHmeH -

Puc. 1. Maenumno-pe3zonancrnas momoepagus 201081020 mMo3ea hayuenma A. Ilosicnenus 6 meicme
Fig. 1. Magnetic resonance imaging of the brain of patient A. Explanations in the text
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cugHoeo cuenanra 6 pexcumax T2 u FLAIR, ouaeu caeeka
2UNOUHMeEHCUBHO20 cueHanra 6 pexcume T1, 6 mom uucne
IOKCMAKOpMUKaAbHOl U NepUuseHmpuUKyAspHOLL 10KaAU3aYUU,
pazmepamu 0o 9 x 13 mm. Takoce onpedeasiromest cyomeH-
mopuansHsle ouazu 8 Npasoll cpedHell HOJCKe MO3dceuKa
u neeom noayuwapuu mosxceuxa. Ilocae 6sedenus konmpacm-
Hoeo eeujecmea (T1+c) ommeuaemes eco HakonaeHue HeKo-
mopoimu ouazamu. Ouazoé nopascenusi Ha ypogHe uleliHozo
omaena cNUHHO20 M032a He 8bisigaeHo. Yepes 3 nHed nayuenmy
0Obl1 8bINOAHEH AHAAU3 AUKBOPA, 00HAPYICeHbl eOUHUYHbLE
apumpouumst, yumos 21 kaemka 6 1 mxa (4 neiimpoghuaa,
17 aumgpoyumos), yposens deaxa — 0,3 e/a, KoHyeHmpayus
2nKo3sl — 5,5 mmonv/n. Taxoce aukeop Obia uccaedosau
Ha Kaew,e60il sHyehatum c ompuyamenvHslm pe3yaomamon.
Y nayuenma ouaenocmuposarn OPOM. Ilocae evinucku y na-
YyueHma ommeuanacs noaodcumensias ounamuka. Cpok ka-
mamnecmuyeckoeo Habarodenus cocmagua 1 2od.

IunarHocTuka

[penmovrrTe IBHBIM METOIOM HEHPOBU3YaTU3aIlAH TSI
oueHk OPOM gasnsercs MPT. Ona neMoHCTpUpyeT runep-
MHTEHCUBHBIE o4aru rnopaxenus B pexkxumax T2 u FLAIR
yepe3 2—35 gHel oT Havyaia 3a00J1eBaHMsI, KOTOPhIC Ha-
YUHAIOT IIPUOJIKATHCS TI0 MHTEHCUBHOCTH K OKPYXKalo-
UM TKaHaM Mosra Ha 70—1013-i1 nenb. B Hauase 3a60-
JIEBaHUSI 09aru MOpaxkKeHUsI OOBIYHO HE BU3YATM3UPYIOTCS
B pexume T1, xoTs OoJiee KpPYITHbIE MOPaXXEHUST MOTYT
BBITJISIIETh TUTIOMHTEHCUBHO; Ha 14—43-ii 1eHb JaHHbIE
0Yarv MOTYT BBIIJISIIETh TUTIEPUHTEHCUBHBIMU (1 TIPUOJIH-
JKAIOTCS K M30MHTEHCUBHBIM 4epe3 91—756 nHeit). B mo-
JIOBHMHE CJIy4aeB IATOJIOTUsS MOXET BU3YaJIU3UPOBATHCS
B pexuMe DWI. Takke y 1OI0BMHBI NAlIMEHTOB MOXET
HaOJII0MaThCsI HAKOIUIEHE KOHTPACTHOTO BEIIeCTBA OYa-
ramu [2, 8]. Haubomee xapakrepHsl 11t OPOM MHOXeCT-
BEHHBIC PACIPOCTPAHEHHBIC aCUMMETPUIHBIC TBYCTOPOH-
HHE OYary ImopaxxeHus >1—2 cM B uamMeTpe, ¢ HeYeTKMM
kpasmu. [1pu HelipoBu3yalin3auuuy Yyaile Bcero Habona-
€TCsI TTOpakeHHe TITYOOKOIO M IIOAKOPKOBOTO, PeXXe — Iie-
PUBEHTPUKYJISIPHOTO O€J10ro BellecTBa, MHOra — 0a3alib-
HBIX TaHTJIMEB, TajJlaMyca, KOpbI. [JJOIMOJTHUTEIFHO MOTYT
BBISIBIISITECSI MH(PpaTeHTOpUAIbHBIE OYaru MOpaXKeHUs
B CTBOJIE TOJIOBHOT'O MO3Ta, MO3K€UKe ¥ CIMHHOM MO3I¢
(3axBaTeiBatomye 1—2 u 6oJiee TO3BOHOYHBIX CETMEHTA);
OIHAKO OHU peaKo ObIBAIOT U30JIMPOBAHHBIMU 0€3 COITYT-
CTBYIOIIIETO CYIPAaTeHTOPUAIIBHOTO IIOPAXKEHMS TOJIOBHOTO
Mo3ra. [1py reMopparn4eckoM 1 CBepXOCTPOM BaprUaHTax
OPBM moryT 06HapyKMBaThCS 00JIACTH OCTPOTO KPOBO-
U3NUSTHUS [2, 24].

Xotst MPT sBnsieTcst npearnouyTUTEeIbHBIM METOI0M
BU3yaJIM3allNK, IIPOBEACHNE KOMITBIOTEPHOI TOMOrpaduu
(KT) MOXHO paccMOTPETh B HEOTJIOXKHBIX CITy4dasix, YTOOBI
HUCKJIIOUUTD JIIOObIE APYTHUe MOTECHLMATBHO OMACHBIE IS
KW3HU IPUYUHBI HEBPOJIOTMIEeCKOM qucyHKIIU. B Ha-
yaje 3a0osieBaHus KT MoxeT He BBIIBUTH I1aTOJIOTHIO,

ogHako no3gHee OPOM 0OBIYHO MPOSIBISIETCS B BUJE
MYIBTU(POKATBLHBIX 00J1acTeil mopaxkeHus 0eJloro Belle-
CTBa.

Heo6xonuMo OTMETUTH BaXXHOCTb MPOBEAECHUS MO-
BTOPHOI HEMPOBU3YaJIM3AaLIMU BBUIY BO3MOXHOCTH I10O-
SIBJICHUST HOBBIX O€CCUMIITOMHBIX 09aroB.

DnexTposHuedanorpadus MOXeT BBISIBUTh 3aMeIJIe-
HHE OMO3JIEKTPUIECKOM aKTUBHOCTH, a TAKXKe, B HEKOTO-
PBIX CITyYasx, SMIICHTH(MOPMHYIO aKTUBHOCTbD.

IIpencraBnsiem knuHuYeckuii ciaydait OPOM, npu
KOTOPOM BO BPeMSI TMIIEPBEHTUJISIIIMU 110 TaHHBIM DI
OTMEYAJIOCh PETMOHAILHOE 3aMEIJIEHUE B BUJIE BBICOKO-
AMIUTMTYIHON MEIJIEHHOBOJIHOBOM aKTUBHOCTU.

KnuHuuyeckuit cnyyai 2

Ilayuenmra B. ¢ 18 1em nepenecaa suyegparum c eunep-
KUHe3amu uepe3 HecKoabko Mecsayes nocie kopu. Ommeuanuce
caabocme 6 1e60il pyke, Npagbix KOHEHHOCMSIX, N00epeUBAHUSL
6 HUX, 3amednerue peuu. Jleuuracs 6 cmayuonape ¢ noA0lCU-
menbHoll duHamukoi. B nocaedyrowue 200bl yxXyouieHus He
Habaodanocs. B 55 rem nosieuaucs ycanobsvt Ha yacmyio eo-
108HYI0 6046, 6046 6 uiee. AmoysamopHo nposodusace MPT
20/108H020 U CHUHHO20 M032d, 04A20801 NAmMoao2UU He 0bl10
eviaeaeHo. Hepes 200 y nayueHmku noseuauce oHeMeHue
U Henpusimuble oulyueruUs 8 npaswix Koneunocmsix. Yepes 2 ned
nosguAacs ca1abocmp 6 1e6biX KOHeUHOCMAX, U HA CAe0YIOWULL
OeHb pazeunocy oHemeHue 1e6oll noaogunsl mena. Ilayuenmrka
obL1a eochumanuzuposana. llpu nocmynaenuu maksce Oviau
OMMeUeHbl 0JCUBNEHUE CYXONCUNbHBIX pehaeKcos clesa, Om-
cymcmeue OprouHsix peghrexcos, nezkoe cHudiceHue 601e860ll
Yy8CcmeumensHoCMuy cnpaga, memnepamypHoii — caega. Ilpo-
eedennas MPT (puc. 2, a) éviaeusa ouaeo8oe nopasicexue
8eUleCmBa 20108H020 U CNUHHO20 M032a, 8epOsmHee 8cee0,
Oemuenunusupyroweeo eenesa. Ilpu nposedenuu uccredosanus
omMmeuanocy He meHee 8 AKMUBHBIX 04A208 8 NOAYULAPUSX
20/108H020 M032, HAKANAUBAIOWUX KOHMPACMHOE 8eW,ecmao.
Takxce nayuenmixe npoeoounaces ceponocuueckas OUazHOCmu-
Ka Kaeuwesoeo boppenuosa c uccaedoganuem Kposu, 0Kazae-
wascs ompuyamenwvroil 0asa IgM u noaroxcumensroii oas IgG:
ypogeHw anti-Borrelia IgG — 17,3 Ed/ma (>15 Ed/mna — nono-
Jcumenvro). JlanHsle pe3yrsmamel, a makice Omcymcmaue
3a nocaednue 3 2oda 6 anamuese yKyca Kaeuja cguoemens-
cmeyom He 00 AaKMUBHOM, d O PAHHee nepeHeceHHoM 3a00-
nesanuu. Yepes Heckoabko OHell O OGHHBIM HEBPON0UMECKO-
20 OCMOMPa OONOAHUMENbHO OmMe4anucy mempanapes (bonee
BbIPAJICEHHbLI 8 1e601l HUJCHell KOHeUHOCMU), HapyuleHue
(DYHK YUY MA308bIX 0P2AHOB; BbINOAHEHUE NAALYEHOCOBOI NPO-
Obl ¢ MUMOnonadaunuem, NAMOYHO-KOAEHHOU — NPABUAbHO;
Heycmoiuusocms 6 nose Pomoepea. Ilayuenmie npoéodunocs
neyerue memuanpeonuszononom 1000 me eHympuseHHo Ka-
neavHo 7 OHell ¢ nepexo0om Ha NepopanbHbLil npuem npedHu-
3010Ha. Hccnedosanue Ha 0AUOKAOHANbHBIE GHMUMENA BbIAGU-
40 1-i mun ux cunmesa. Taxsce uccaedoganue Ha anmumena
Kk MOI 6 coieopomie kposu (memodom ELISA Sandwich-type

13
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Puc. 2. [layuenmia B., macnumno-pe30HaHCHAS MOMOSDADUSL 20108HO20 MO32a 8 OUHAMUKeE (a, 0), 2AeKMPOIHUePAN0PAMMA ¢ QYHKUUOHAABHBIMU NPO-
oamu: 3anuce 7 Mk B/mm, 30 mm/c (8). lloschenus 6 mexcme

Fig. 2. Patient B., magnetic resonance imaging of the brain in dynamics (a, 6), electroencephalogram with functional tests: recording 7 uV/mm, 30 mm/s (8).
Explanations in the text
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¢ ucnoavsoeanuem Habopog peacenmog Cloud-Clone Corp.
(CIIIA)) sbisiguno ux HopmanwvHwlil yposerv — 13,5 ne/me (Hopma
0—15,0 ne/me). Ilpu nosmopuom nposedenuu MPT (puc. 2, 6)
0Npeoensinacy KapmuHa MH02004A208020 NOPANCEHUSL 20108HO20
MO032a ¢ 808AeHeHUeM 8 NPOUecCc CNUHHO20 M032d, 6epOSIMHO,
Oemueaunusupyroujeeo xapakmepa. Ilo cpasrenuro ¢ npedsidy-
wet MPT (cm. puc. 2, a) koauvecmao u pazmepsl 04a208 yee-
AuHUAUCH (0CO0eHHO 8 NPOoeKyUlU 3a0He20 poea 1e6020 boKo-
8020 JicenyoouKa, 8 Ne6oll memeHHOl 0oae), Yeeauvulcs
nepughokanvHolli 0meK,; HaKonieHue KOHMpacmHoeo eeuje-
CMea IMUMU 04a2amil 80 8pems Uccaedo8aHus cmano bonee
soipadicennvim. Tlayuenmie 6vira nposedena nogmopras 91
2 ee (hpaemenma 60 8pemsi blNOAHEHUs] PYHKUUOHANbHBIX NPOO
npedcmasnenst Ha puc. 2, 6. Ha ghonoesoil 3anucu peeucmpu-
POBANUCH BCHBIUKU BbICOKOAMUAUMYOHOU AKMUBHOCU Mema-
u denvma-ouanasona (amnaumyooit do 300 mkB) 6 100HbIX,
UEHMPANbHBIX U 3AMBLAOYHBIX 004aCmAX bUramepansvHo.
Ilpu ynKkyuoHanvHbix NPodAxX peaxuyus Ha pUMMUHECKYHO
gomocmumyrsauuio 6viaa caabo ebipadceHa; OMme4anocs yc-
80eHUe pumma 8 anvgha- u mema-ouanasoHe 6 3a0HUX 0oaac-
msx ouramepanvro. lunepeenmunsyus 6v/3v1841a 3HAHUMENb-
HYI0 0e30p2aHu3auuio KOPK0o8oll pUMMUKU. peUCMPUpo8anocs
PecUOHANbHOe 3amedneHue 8 8ude 8blCOKOAMNAUMYOHOU MeO-
JNEHHOBONHOBOL AKMUBHOCU 8 N0OHOIL, UeHMPAAbHOU U 3a-
molro4Holl obaacmsx. Taxum obpazom, HecMompsi Ha HaaU4ue
npeduecmeyioweeo nopaxceruss IIHC (8 éozpacme 18 nrem),
a makice OMpPUUAMenbHO20 Pe3yabIama aHAAU3a Ha GHMUmMena
K MO, 6bin ouaenocmuposearn OPOM. B danvreiiuem ommevanocs
He3HauumenvbHoe yayHuleHue ¢ CoxpaneHuem mempanapesa (bonee
BbIPANCEHHO20 8 16011 HUMICHEI KOHEeUHOCMU) U 2unecme3uiu npa-
8vix Koneunocmei. Ilposodumsie MPT 201061020 U cnuHHO20
Mo32a He 8blasAsNU ompuyamensHoll dunamuku. Cpok kamam-
Hecmu1eckoeo Habn0eHus cocmagun 4 eooa.

Anamm3 niepedpocrmHanbHoi xkuakoctu (LI CXK) BbI-
SBJISIET OTKJIOHEHUsI OT HOpMHI ¥ 50—80 % mamumeHTOB
¢ OPOM. Tak, MoryT onpeaensiTbcs ITUM@OIUTAPHBIN
reonuTo3 (¢ KommyecTBoM JeiikounToB <100 B 1 M)
U cJIeTKa IMOBBIIIeHHBIN YypoBeHb 0enka (<0,7 r/m). Takke
y maiueHToB ¢ OPOM B LICXK MoxeT HabmomaThes 1Mo~
BBILIIEHHBI YPOBEHb OCHOBHOTO OeJika muearHa [2]. Kpo-
Me€ TOTO, JaBJICHHE JIMKBOPA MOXET OBITh ITOBHIIIICHO, YTO
TpeOyeT UCKIIIOUEHUST IPYTUX IIPUYMH ITOBBILIEHUS BHYT-
puyepenHoro napieHus. [1pu remopparndeckKux BapuaH-
Tax OPOM B NUMKBOpe MOXET OTMEUaThCs MOBBILICHUE
YPOBHS 3PUTPOLINTOB.

[Ipu OPBM pexkomeHmyeTcsl OnpeneisiTh ypoBeHb IgG
K MOT B ceiBOpoTKE KpoBU. [1py 3TOM €ro CTOiKMi1 BBI-
COKUIT ypOBEHb MOXKET OBITh IIPOrHOCTUIECKUM (DAKTOPOM
pelarBa Kak y 1etei, Tak u'y B3pocibix [11]. ITockomb-
Ky antutena K MOI BeIpabaThIBalOTCS SKCTpAaTeKalIbHO,
nx ooHapyxeHue B LICXK 1 orcyTcTBUE B CHIBOPOTKE KPO-
BU HexapakTepHo [7]. HecMoTpst Ha 3TO, UMEIOTCS Ucclie-
JIOBaHUS, CBUICTEILCTBYIONINE 00 MHTPAaTEKAIIbBHOM CHH-
te3e [26, 27], 4To TpeOyeT majbHEMIIEro M3y4eHUs
BOITpOCA O JIOKAJIM3aluy cuHTe3a aHTuTea K MOT,

NvnddepeHunanbHaa guarHocTuka

IIpexne Bcero, HEOOXOAMMO TIPOBOIUTE UG GEpeH-
LMajbHyI0 1uarHoctuky OPOM ¢ npyrumMu ayTOMMMYH-
HbeiMU 3a0oneBaHussMu LIHC. B HacTosee BpeMs omnpe-
JIeJIeH CIEKTp ayTOMMMYHHBIX 3aboneBanuii [IHC, pu
KOTOPBIX MOTYT 00pa30BbIBATHCS CIICAYIOIINE aHTUTEA:

— aHTUTeNA K HelipoHaMm [21]:

* aHTUTEJa K BHYTpUKIeToYHHIM Oenkam (Hu, Yo,
Ma2 u np.);

* aHTHUTEJA K BHEKJICTOYHBIM MEMOpPaHHBIM OeIKaM
(akBanopuny 4 (AQP-4), MOI, LGI1, CASPR2,
peuenropy ruuuHa, GABA ,-peuentopy, GABA,-
peuentopy, AMPA-peuenTopy, mGIluR5, DPPX,
D2R, IgLLONS5, neurexin 30, mGluR1 u np.);

* aHTUTEeJA K BHYTPHMKIETOYHBIM O€jKaM, KOTOpHIE
MOT'YT BBIXOAUTH HA TIOBEPXHOCTH BO BPEMSI 9K3011H-
TO3a CHMHAIITUYECKUX ITy3bIpbKOB (amphiphysin,
septin 5, synapsin u ap.);

— a"TuTena K npyrum crpykrypam LIHC (BHeknerou-

HBIN MeMOpaHHBIN 0e10K actporutoB GFAP u np.);

— aHTHUTEJIA, IIOpaXKaloIIe He TOJbKO HEPBHYIO CHCTE-

My, HO ¥ IPyTUE CUCTEMbI OPTAHOB (CUCTEMHBIE ayTO-

WMMYHHBIC 3a00JICBaHM).

CaMbIM pacIpocTpaHEeHHBIM ayTOUMMYHHBIM IeMUE-
JmHu3MpytomuM 3adoneBanueM LIHC sBusieTcst paccestH-
Heli ckitepo3 (PC) (B aHITIOA3BIMHOM JIUTepaType — multiple
sclerosis, MS). Bosnee penkue 3a001eBaHUSI — PACCTPONCT-
Ba U3 CIIEKTPa ONTUKOHEBpOMUEINTA (B aHIJTIOS3BIYHOMN
JuTepatype — neuromyelitis optica spectrum disorder,
NMOSD); antu-MOI-accolimmpoBaHHBIE PaCCTPOICTRA,
BKJTIOYAIOIIe OTaeNabHbIe ciiydan OPOM.

HexoTtopsle aBTOPBI IpeIIararoT BeIACISATh Takue pop-
MBI IEMUETMHU3NPYIOIINX 3a00J1eBaHnii, Kak OPOM—PC
(B aHI0s13bI4HOM JIMTEeparype — ADEM—MS) u OPOM —
paccTpoiicTBa U3 CIIEKTpa ONTUKOHEBpOMUEIUTa (B aH-
mnos3eraHoM mutepatype — ADEM—NMOSD), ecnu ne-
6101 PC 1 paccTpoiicTB U3 crieKTpa ONTUKOHEBPOMUEIM -
Ta 0611 OPOM-nt0m06HBIM [19].

HccnenoBanyre 0IMTOKIOHAIBHBIX aHTUTE PEKOMEH-
JyeTcs Ik mpoBeneHus quddepeHIaTbHON TUarHOCTH -
ku ¢ PC, Tak Kak 2-i TUIT UX CUHTE3a 4acTO BCTpedyaeTCs
npu PC u penko — ipu OPOM [4]. ITpu PC, kak npasuio,
He onpenenstiorcs antutena K MOTI, Torna kak mpu OPOM
B 40 % ciy4aeB BOBMOXHO X OOHapyXeHUe, KaK TOBOPU-
nocs Bhimte [18]. Takxke nna PC 6onee xapakTepHO mopa-
JKEeHHE ITePUBEHTPUKY/ISIPHOTO OESJIOT0 BEIIeCTBa MOJTyIIa-
puit ToJ0BHOTrO Mo3ra, yeM 1mjisg OPOM; crieriipuyHbIM
st PC saBisseTcst mopaxkeHue 1o TUITY «IaiblieB JloycoHa»
[5]. Ouarn nopaxenus npu OPOM 00bIYHO UMEIOT He-
YeTKHE Kpasi, YTO OTJIMYAeT ux oT ouaroB ripu PC [2].

IIpu orpuuatenbHOM aHanM3e Ha aHTUTeNa K MOT
1 OOHApyXeHUU B CHIBOPOTKE KpoBM aHTUTeNl K AQP-4
CJIemyeT 3ar0I03PUTh PACCTPOMCTBA U3 CIIEKTPa OIITHUKO-
HeBpoMUENNTa. TakKe B MOJIb3Y TaHHOTO TUAarHo3a MOTYT
CBUICTEJILCTBOBATh CUHIPOM area postrema (3TIU30bI
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MKOTHI WX TOLIHOTBHI U PBOTHI, HEOOBSICHUMOI APYTUMU
MMPUYMHAMM)), CAMITTOMaTHUYeCKast HAPKOJICTICHIST MJTM OCTPBIi
KIMHUYECKU CHHIPOM ITOPaXKEHUSI ITPOMEKYTOTHOTO MO3-
ra [25]. Kpome Toro, paccTpoiicTBa 13 CIieKTpa ONTUKOHEB-
poMmenuTa 6ojiee XapaKTepHBI IS ITAIIEHTOB XXEHCKOTO
noja, Ae60T 3a00JieBaHUSI OTMEUYAETCsl BO B3POCJIOM BO3-
pacTe; ImopaxeHne CIIMHHOTO MO3ra HabJIIomaeTcs Jaile,
YeM 3pUTEIbHBIX HEPBOB; ONTUYECKUIL HEBPUT B IeOIOTE
3a0o0JieBaHMsl Yalle OQHOCTOPpOHHUI [17].

IMTomuMmo ayrommMMyHHBIX 3a0oneBanuii IIHC, nHorma
HeoOXoAMMO IPOBOIUTE T GEPEHITMATBHYIO TUaTHOCTUKY
OPOM ¢ uH}peKIMOHHBIMY 32007IeBAHUSIMI, HAIIPUMED Py
HaJIMYUH JTMXOPAIKA U MEHUHTEeaTbHBIX CUMITTOMOB C TeH-
neHuyei K yewnenuto. Torma Heooxommo rccienosath LICK
C TIpYMEHEHMEM KYJIBTYPaTbHBIX METOIOB, BUPYCOJIOTMIECKIX
HCCIeIOBaHU (Ha BUPYCHI IIPOCTOTO repreca 1 u 2, 3HTepo-
BUpYC, BUPYC TPUIIIIa, BUpYC DmiTeliHa—bapp, Bupyc BeTpsi-
HOI1 ocIibl, BUpyc 3amagHoro Hwra, nmmroMeraioBupyc)
1 OaKTepUATTbHBIX/BUPYCHBIX CEPOIOTMISCKIX MCCIICIOBAaHII
(anTUTeENa K OOppenuu, OJeTHOM TpelToHeMe, MUKOITIa3Me,
BUpPYCY KpacHyxu) [24].

IIpencraBnsiem knIuHUYeckuii ciaydait OPOM, npu
KOTOPOM TIOTPeOOBaJIOCh IIpoBeacHUe TuddepeHIInaIb-
HOM TMarHOCTUKHU ¢ MH(EKIIMOHHBIM IOPaXKeHNUEM IOJI0B-
HOTO MO3Ta BBHIY ITOBBIIICHUSI TEMIIEPATypHI TeJla, pU-
TUHOCTY 3aTbUIOYHBIX MBILIL, HEOOBIYHOI KapTUHBI MPT
u nurto3a B LICXK.

KnuHuuyeckui cnyyaim 3

Ilayuenmra C., 39 rem. Ha 23—24-ii nedene 6epemer-
Hocmu neperecaa ocmpulii hapuneum. Ha cpoxe 38—39 ned
bepemerHHOCMU 86UAY MA308020 NPeOAeIHCAHUS N100a NPose-
0eno podopaspeulete nymem Kecapea ce4eHust ¢ SNUdypanb-
Holl anecmesueil. Ha caedyrowuil dens y nayueHmyu nossu-
AUCH HCan00bL Ha 601b 6 3aMbLIOHHOU U BUCOUHOU 00aacmU,
wamxocms npu xo0vbe, nadeHusi. 3amem NOOHANACH MeMne-
pamypa 0o 37,5 °C, nossuaucs caabocms 6 1€8biX KOHeUHO-
CMAX U 201080KPYICEHUE, CHUZUAACL KPUMUKA K CBOEMY
cocmosanuro. Omme4anucy Hapyuerue OpueHmayul 8 Mecme
u epemenu, 3amopmoxceHnocms. Ilpu ocmompe obpawanu
Ha cebs HUMAHUe 0egUAYUs A3bIKA 6NPABO, PUSUOHOCHb
3aMbLAOMHBIX MblIUY, nadeHue énpaso 6 nose Pombepea, vl-
noaHeHUe NAAbYeHOCo80l NPodbl ¢ MUMONONAOGHUEM Cle6a,
eemunapes cieea ¢ 2UNOMOHUeLL U 0NCUBACHUEM CYXONCUNLHBIX
pechaexcos, eunecmesus €60l CMONbL, ANPAKCUS, ACIEPEOSHO3
cnesa. Ilpu nposedenuu KT (puc. 3, a) 6 o6eux sucouHo-3amoi-
JI0YHBIX 001ACHSX 20106H020 MO32a ONPEOCASAUCH CUMMEMPUY -
Hble, NPEUMYUeCMEeHHO CYOKOPMUKAAbHble, 2UNOOCHCUGHDbIe
o4aeu nopaxicerus 6 beaom eewecmee. llpu anaruse auxkeopa
ommeuanuce yumos 299 kaemox ¢ 1 ma (98 % neiimpoghunvt,
2 % aumepoyumot), nosoxcumenstas peaxyus Ilanou. Ilo oan-
HbIM 00Ue20 aHaAu3a Kposu Onpeoesaucs Aeikoyumos (neii-
Koyumot 15,7 x 10°/a, 6 neiikogpopmyne omrocumenvibiil
Hellmpoguaes), anemus ne2Kol cmeneHu msxcecmu (3pu-
mpouyumut 3,3 x 102/n, eemoenobun 101 2/n), mpomboyumos

(mpomboyumst 467 x 10°/1), noeviuienue ckopocmu oceoanus
apumpoyumog do 37 mm/u. [Ipu npoeedenuu MPT (puc. 3, 6)
Ha ypoeHe BUCOUHO-MEMEeHHO-3ambLIOYHOU obnacmu 000ux
noaywapuii 8vis8ASAUCS OOUWUPHBIE NAMOA0CUMECKUE 30HbL
omeKa 8euecmsa 20108H020 M032d, HeNpasuUAbHOU hopmel,
oe3 yemkux koumypos u eparuy. Ha DWI-uzobpaxcenusx
uuleMu4eckKux UMeHeHUll 8 geujecmee 20408H020 M0O32d
He ommeuanocs. Tlocre 6HympueenHoeo 66edenuss KOHMpPacm-
HO020 8euecmaa 8bis8AA10Ch €20 Namono2u4eckoe nepugepu-
Yeckoe HAKONAeHUe MHOJCeCMBEHHbIMU PAZHOKAAUOePHbIMU
ouaeamu. Bmu ouasu pacnonazairucb 8 KOPMuUKaibHOM
U CyOKOpMUKANbHOM 8elecmee GUCOYHO-MEeMeHHO-3ambl-
JN04HOI 001acmY 000UX NOAYUWLAPULL 20108H020 M032a U OblAU
OKDYICEHbl MACCUBHBIMU NEPUPOKANbHBIMU USMEHEHUAMU
(omekom). Bce namonoeuueckue uzmeHeHus Umeau cynpa-
meHmopuanvHyro aokarusayuio. Ilayuenmie nposodunoce
uccnedosarnue IICXK na pazauynoie ungexyuonHble 6030y0u-
meau memodom noaumepasuoil yennoii peakuuu: Chlamydia
trachomatis, Ureaplasma urealiyticum, Gardnerella vaginalis,
Candida albicans, Cytomegalovirus, Herpes simplex I u 11,
Mycoplasma hominis, Mycoplasma genitalium, Mycobacterium
tuberculosis, Epstein—Barr virus, Varicella Zoster virus, Toxo-
plasma gondii. Pezyromam okazancs ompuyamenbHbim.
COVID- 19 makaice 6bin uckaoueH no pesyromamam 1abopa-
mopnuix uccaedosanuil. Taxum o6pazom, 6bia npeonoaoiceH
OPOM gsudy omcymcmeus ybedumenvHbix 0aHHbIX, YKA3bL-
saroujux Ha ungexyuonroe nopaxcerue IIHC. Ilayuenmxe
HasHaven memuanpednusonon 1000 me/cym eHympueeHHo
KanenvHo Ha 5 Oneil. Yepes Hedearo Ha ghoHe neuenuss onpede-
asaace noaodcumensras dunamuka. Ilpoeedena noemopras
MPT (puc. 3, 8). Caedyrouias MPT 6vira ebinosnena uepes
mecay (puc. 3, 2). Aannvie MPT demorcmpupyrom noaoxcu-
MenbHYH0 OUHAMUKY NAMOI0UMECK 020 NPOUECCa HA (hoHe AeueHUsl.
B OanvHeliuiem ommeuanoce npaKmuyecku HOAHOe 80CCIMAHO8-
JleHUe ¢ COXPaHeHUeM 1e2K020 nape3a 1eoll Ho2u U unecmesuu
sesoil cmonst. Ilo dannvim nosmoproii MPT 2on06noeo mosea
maksice OMMeanacs nonodcumensras ounamura. Cpok kamam-
Hecmuueck02o HabaodeHus cocmasua 1 2o0.

B HekoTOpBIX cTydasix BO3HUKAIOT TPYIHOCTHU B AU(D-
¢epenumanbHoi nuarHoctuke OPOM ¢ HoBooOpa3oBa-
HugMmu. Torga MoxeT nmpoBoauThes uccnenoBanue LICK
LIUTOJIOTUYECKUM METOJIOM 1 METOIOM ITPOTOYHOM IIUTO-
METPUU, PEIKO BO3ZHMKAET HEOOXOAMMOCTb B OMONCUU
TOJIOBHOTO Mo3Ta [24, 28].

IIpencrasisieM KAMHUYECKUI ciay4dyaill pa3BUTUS
OPOM y naumeHTKN C TUCTUOLIMTO30M M3 KJeTokK JlaH-
reprasca.

KnuHuueckuit cnyvau 4

Ilayuenmra D., 1 200 8 mec. B anamnese nayuenmiu —
OnumensHoe meyeHue 2UCMUOYUmo3a uz kaemox Jlaneepeanca.
Ommeuena peppakmepHocmo K XUMUOMEPANUU, MAPeemHOLL
mepanuu MEK-uneubumopamu, 6 césasu c yem 0bii HA3HAUEH
010K noauxumuomepanuu ¢ KA0Qapabunom u yumapaOuHoM.
Tlonuxumuomepanuro nayuenmka nepeHecia yooeiemeopumenb-
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Sag CUBE

T4

DWI

Puc. 3. Komnvromepnas momoepaghus 201061020 Mo32a (a) u MASHUMHO-PE3OHAHCHAS MOMOSPAPUSL 20106H020 M032a 8 duHamuke (6—e) nayuenmku C.

TosacHenus 6 mexcme

Fig. 3. Computed tomography of the brain (a) and magnetic resonance imaging of the brain in dynamics (6—e) of patient C. Explanations in the text

HO, 00HAKO cpedu nobo4HbIX 3¢hghexmoes Habadanucs cemMamo-
J0eutecKas mokcuuHocms u sumepoxoaum (Norovirus, Klebsiella
oxytoca). Ha 14-ii denv c Momenma oxkonuanus mepanuu 6bi10
OmMeHeHO yCuneHue CUMIMoMoe sumepokoauma. Taxice nayu-
eHmKa noayyana mpamaoon 2 me/ke, Ha oHe 4eeo NoseUAacs
CcoHaueocmv. Bnocaedcmeuu mpamadon bvin HazHaueH ROGMOp-
Ho, uepe3 6 u pazguaucs cyoopoeu. Ilocae ux Kynuposanus nos-
BUNOCH YeHemeHUe CO3HAHUS HA epaHuye conopa u komvl. bouia
npogedena MPT eonoenoeo mozea (puc. 4). Ouaeu nopasicenus
ONpedensiiucChy 8 Cmeone Mo3ea, NOAYUAPUSX 20108H00 Mo3ed,
¢ 3axeamom benoeo u cepoeo seujecmea. Ouagu KpynHoeo pazme-
pa, ¢ Hewemxumu epanuyamu, 6 pexicume T1 eviersidenu eunoun-
meHcueHo, 6 pexcume T2 — eunepunmeHcueHo, nocie KOHmMpa-
cmuposanus (T1+c) ouaeu He Hakanauearu KOHMpAacmHoe
seujecmeo. B danvretiuiem HabA0AA0CH YacmUMHOe YAyHUeHUe

C COXpaHeHUeM Hegpoaou4eckoeo deduyuma (MOHOKYAAPHAS
cAenoma, nomepsi Hagblkoe Xo0b0bl U cmosHUs 6e3 onopwt). Jlan-
Hblll cayqail mpebyem OugbghepeHyuanvHoll OUAeHOCMUKU C eUC-
muouumoszom L[HC, nobounsim aghgpexmom xumuomepanuu,
ungexyuorroim nopaxceruem IIHC u OPOM, mak kak kauHu-
yeckue dannvle u danuvie MPT 201061020 Mo32a yiaadviearom-
s 6 OauHblil duaeno3. Cpok KamamHecmu4eckoeo HabaroeHus
cocmasusn 1 200.

JleyeHue

[Mpenaparamu 1-i muauu wist nedeHuss OPOM ssinsi-
1otcs rmokokoptukocteporabl (I'KC) B BeIcokoit mo3e.
OOBIYHO Ha3HAYAECTCS METUJIIIPEAHU30JIOH BHYTPUBEHHO
KamnenbHO B TeueHue 3—10 gHeii. ATbTepHaTUBHBIE CXEMBbI
BKJTIOYAIOT METIJIIIPEIHU30JIOH B 00JIee HM3KOM 103¢ WIN
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Puc. 4. Maenumno-pe3onancnas momozpagus 201061020 mosea havuenmku D. Tlosichenus 6 mekcme
Fig. 4. Magnetic resonance imaging of the brain of patient D. Explanations in the text

nekcaMmeTa3oH. OTCYTCTBHE YIIyUIICHUS WIN YXYAIICHHE
COCTOSTHUSI MOXET OBITh IIPOTHOCTUYECKU HeOIaronpusiT-
HBIM IIPU3HAKOM, IIPEIIOoJaraloiiuM MOJHUEHOCHBII
CTEPOUIOPE3UCTEHTHBIN BapraHT OPOM, unu cBuaeTelb-
CTBOM ajibTepHaTUBHOro nuartHosa. Ecim neuenne 'KC
WMEJIO TIOJIOXUTEIBHBIN 3G (EKT, TOMOJTHUTEIbHAS M-
MYHOTEpAaIus MOXET He MOHanoouTecs. [locne mpumene-
Husg 'KC napeHTepanbHO B BBICOKOI 103€ MTalleHTy Ha-
3HavaloTcsd nepopanbHbie ['KC, HarpuMep npeaHN30JI0H
B TeyeHue 4—6 Hel ¢ MOCTENEHHBIM CHIKEHUEM J03bI.
Jleuenne 'KC MOXHO HAaYMHATH OMHOBPEMEHHO C IIPU-
€MOM allMKJIOBUPA WJIN aHTUOAKTepUAJIbHBIX IIPEIIapaToB
y IAaIIMEHTOB C MOI03peHNEM Ha MH(MEKIIMOHHOE 3a00J1¢-
BaHME: IIPY MEHWHIEAJbHBIX CUMIITOMAX, JIMXOPaIKe,
OCTpOi#l 3HIehATONAaTUA W IIPU3HAKAX BOCIAJICHUS
10 JaHHBIM aHam3a kposu win LIC2K. JIpyrre MeTomnsl jie-
YEHUSI, TAKKE KaK BBEICHNE BHYTPMBEHHOTO MMMYHOIIIO0Y-
JIMHA U T1a3Madepes, CIUTAIOTCS Tepartieil 2-ii TMHUKY ITpu
crepounope3ncteHTHOM OPDM. B MOTHMEHOCHBIX U pe-
(paKkTepHBIX CITyJasix B IOTIOTHEHHE K IIEPEUNCIICHHBIM Me-
TomaM JieueHus1 BapraHToB OPOM ¢ HEKOTOPBIM MOJIOXKK-
TEJTBHBIM PE3YJIBTaTOM MOXKET IIPUMEHSIThCS PUTYKCUMAO
/WK IUTocTaTuKu (ukimodochamun) 2, 3, 13, 24].

CBepxocTpble 1 MOJIHUEHOCHBIe BapuaHTel OPOM
MOTYT IIPUBOIUTH K ITOBBIIICHUIO BHYTPUIEPEITHOTO aB-
JICHUsI, 9TO TpeOyeT Ha3HAYCHUSI TUIICPOCMOJISIPHOM Te-
panuu Ijisi yMeHbIIeHUsT OTeKa Mo3ra U 6apouTypaToB —
IUISI CHUDKEHUST MeTaboaudeckux rnorpedHocreit. Korna
MEIMKAMEHTO3HOM Teparuy HeI0CTaTOYHO, MOTYT IpO-
BOIUTHCSI HEHPOXUPYPIUIECKUE BMEIIATEIBCTBA: MOHU-
TOPUHT BHYTPUUCPEITHOTO NABJICHUS, HAPYXKHOE IPCHM-
POBaHNE XKEJTYIOYKOB, B XKU3HEYTPOKAIOIINX CITyIasX MOXKET
BBITIOJIHATHCS TeMUKPAHUIKTOMUS. TakKe MPOBOIUTCS
ITOAePXKUBAOIIIAsI TepaIsI, KOTopask MOXET BKIIIOYATh aH-
TUSTTJIETITUYECKHE TIpETIapaThl, KOPPEKIIMIO BOTHO-3JIEK~
TPOJIUTHBIX HapyIICHUH, IMPOPUIaKTUISCKYI0 aHTUKOA-
TYJASTHTHYIO Te€pamnuio I IIpeIoTBpalleHUsT TpoM0bo3a
[JIyOOKMX BeH y MALIMEHTOB C BBICOKMM PHCKOM, UCKYCCT-
BEHHYIO BEHTUJISILIVIO JieTkux [24].

MporHos

JleranbpHocTh ip OPOM vy geteit cocrasnsier 1 %,
y B3pocibix — 10 12 %. IIpu OPDM MoryT oTMedaThest
penKue ciaydam TSKeJIOro TeMOopparundeckoro HeKposa
(OCTpHBIi TEeMOppaTMIEeCKUii JIeHKo3HIIehaaIuT XepcTa),
MPUBOJISILETO K OBICTPOMY IIPOIPeCCUPOBAHUIO 3a00J1e-
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BaHUS ¥ CMEPTH, OCOOCHHO IPH ITOPaXKeHWHU CTBOJIA TO-
JIOBHOTO MO3Ta. B oCTanbHBIX CITyJasiX IMPOTHO3 MAIIMEHTOB
¢ OPBM BapbupyeT OT YIOBIETBOPUTEIHLHOIO IO XOPOIIIe-
T0, HO Y ITAITMEHTOB C TSDKEIBIM HEBPOJIOTUICCKUM edu-
LIMTOM BO3MOXKHO €T0 CTOMKOEe COXpaHEeHHE ITOCTIE BBI3I0-
poBieHusl. Ilepron BocCTaHOBIEHUSI OOBIYHO 3aHUMAET
HeIeIr WU MecsIHl [2, 9].

IIpencraBnsieM KIMHUYECKU ClTydait OCTPOTo reMop-
parm4ecKoro JeiikosHIedanuTta Xepcra.

KnuHuueckuit cnyyai 5

Hayuenmxa E., 44 200a. Ilocae OPBH nossuaucs sca-
100l HA MOWHOMY, MHOCOKPAMHYIO PEOMY, OUAPerd, AUX0-
padky. bvir 06Hapyicen myboosapuanvrblii abcyecc, no no6ody
Ye20 nposederHo onepamusHoe emeuiamenscmeo. Yepes 10 oueii
NayUeHmKa no4yecmeosana peskyr ciabocms 6 npaeoii pyxe,
danee pazeuics mempanape3 00 CeneHu niesuu cnpasd,
omMe4anuch yMepeHHvle KoeHumueHvie Hapyuenus. Ilpu no-
CIMYRACHUU 8 CMAYUOHAD YPOBEeHb APMEPUANbHO20 0a8ACHUS
cocmaensn 170/100 mm pm. cm., ysceHuuna npedsnsinia
canobvl Ha caabocmv u 201080Kpyicenue. Ilpu uccredosanuu
LICK 6b110 ommeueno npeobaadarnue neiimpogpunoe (85,7 %)
Hao aumepoyumamu (14,3 %). I[Ipoodunocs reuenue anmu-
2UNEPMEH3UBHBIMU U CAXAPOCHUICAIOWUMU NPenapamam;
ObLAU HA3HAYeHbl aHmubaKmepuaivhole (Memponuoason,
BAHKOMUYUH, AMUKAYUH) U NPOMUB02PUOK08ble (HUCMAMUH,)

npenapamut 6 covemarnuu ¢ I'KC (Oexcamemason). Hanee
OMMEUANUCh CHUICEHUe NAMAMU U 6HUMAHUSL, MblUeYHble
cnasmol 8 npagoil pyke u 3adepicka mouu. Ilpu ocmompe
3ape2ucmpupo8ansl 2UNEPMOHYC 8 NPasoll pyke ¢ 0Jcusie-
HUeM CYX0XCUAbHBIX pehaeKcos U cUNOMOHYC 8 NPAGoil Hoze
CO CHUDICEHUEM CYXONCUNbHBIX peghieKcos, 2unecmesust npagoil
Hoeu om ypoeHsa naxoeoli ckAadku 0o cpedHeil mpemu 6edpa.
IIposedena MPT weiinoeo omoena chuHH020 M0O32a U 20108HO20
mozea (puc. 5). Onpedensiauco MHOJCECBEHHbIe PASHOKANU-
bepHble ouazu 6 KOPMUKANbHOM U CYOKOPMUKAAbHOM Geujec -
6e NoAYUapuil 20106H020 M032a, 0e3 HemKUX KOHMYPO8 U epa-
HUY, a makdice CAUGHbIE 04aU NOPACEHUSI HA YPOBHE PO208
b0Kk08bix Jcenydouxos. Tlapacacummansro 6 KOPMUKAALHOM
U cyOKOPMUKAAbHOM Bewjecmae 20108H020 M032a ONpedesiiucy
ouaeu HenpasuAbHOLL HOPMbL C 2eMOppaUMecKUM NPONUMbIEA-
Huem. B weiiHom omdene CHUHHO20 M032a NAMOAORUU He 00HA-
Dpyducero. B cesazu ¢ samum bbin ycmarosneH 0uazHo3 ocmpoeo
2emoppazuyeckoeo neikosnyeparuma Xepcma. llayuenmie
oObL1 HasHaveHn memuanpeoruzonon 1000 me/cym eHympueeHHo
kaneavro Ha 10 dueil, danee — naazmadghepes. Bnocaedcmeuu
Y nayueHmKu Habao0arocs Kaunuveckoe yayuuienue. Cpok
KamamHecmu4ecko2o Habno0eHus cocmasun 5 aem.

Cpeny MPOrHOCTUYECKMX TTOKA3aTeNel, KOTOPhIE CBSI3aHbI
C HEOIArOMPUSTHBIM UCXOIOM Y JIETE, MOXKHO BBIIEUTD JIM-
XOPanKy U MEHUHTEaTbHbIE CUMITTOMBI B HauaJsIe 3a00J1eBaHUS;
ITHEBMOHUIO, ACCOLIMMPOBAHHYIO C UCKYCCTBEHHOW BEHTUIISI-

Puc. 5. Maenumno-pe3onancnas momoepagus weiinoeo omoena cnuHHO20 Mo32a U 20106H020 Mo3ea nayuenmku E. [loscnenus 6 meikcme
Fig. 5. Magnetic resonance imaging of the cervical spinal cord and brain of patient E. Explanations in the text
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LY€M JIETKMX; UBMEHEHME YyBCTBUTEILHOCTH B pasrap 3a0oJie-
BaHUs 1 MIOpasKeHNe HIDKHUX MOTOHEpoHOB [6]. Kpome Toro,
TakKue (PAKTOPbI, KaK ONTUUECKII HEBPUT, CEMEIHbII aHaMHe3
BOCHAJIMTEITLHOTO IEMUETMHU3MPYIoLLEero 3adoneBanust [IHC
U OTCYTCTBUE HEBPOJIOTMYECKUX OCJIOXKHEHMI, aCCOLIMMPYIOT-
Cs1 C TTOBBILIIEHHBIM pUcKoM periansa OPOM [16].
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Tosnoruu. Tak, oOHapyXuBaeTcsl Bce OOJIblle JeMUETr-
HU3UPYIOIINX 3a00JIeBaHNI, KOTOPBIE MOTYT IPOTEKaTh
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MuoToHu4eckas auctpodus 1-ro Tuna (MI1) — ogHa U3 camMblx pacnpoCTPaHEHHbIX HEPBHO-MbILEYHbIX GONe3Heil C ayTo-
COMHO-AOMUHAHTHbIM TUMOM HAC/Ne0BaHMSA, aCCOLUMPOBAHHAA ¢ 3KkcnaHcuein CTG-noeTopos B reHe DMPK. 0cobeHHOCTbIO
M1 sBnseTcA HanMyMe He TONbKO MbIWEYHbIX CUMITOMOB, HO U MyNbTUCUCTEMHOCTU. B 3aBUCMMOCTM OT Bo3pacTa AebtoTa
6one3sHu u konuyectsa CTG-NOBTOPOB BLIAENAIOT BPOXKAEHHYIO, UHDAHTUIbHYIO, IOBEHUNbHYIO, Knaccuyeckyio (B3pocnyio)
topmy u hopmy c no3gHum aeblotom. Kaxaas Gopma umeet cBom 0co06eHHOCTM [1e610Ta, TEYEHUSA, KNMHUYECKON KapTUHbI
00Ne3HU, YTO 3aTPYAHAET CBOEBPEMEHHOE YCTaHOBNEHWe fuarHo3a. MoBbileHWe 0CBEJOMAEHHOCTU Bpayei BCEX CMeLu-
anbHOCTEl 0 XxapaKTepe TeueHus pasHbix popm M1 no3BoaMT frMarHocTMpoBaTth 3a6oneBaHue Ha 6osee paHHUX CPOKaX,
VAYYIWMTb NPOTHO3 M KAYeCTBO XM3HM NaLMeHTOB. B cTaTbe npuBopuTCA 0630p NUTEpaTYpbl, AEMOHCTPUPYIOWMIA CNEKTP
KNMHUYECKNX NPOSBAEHUI Npu pa3Hbix popmax MO 1.

KnioueBble cnoBa: MMOTOHMYECKAA [UCTPODUA 1-ro TUNA, BPOXKAEHHAs hOpMa MUOTOHUYECKOI fucTpotdum 1-ro Tuna,
UHDAHTUNBbHAA HOPMA MUOTOHUYECKOI AUCTPOdUHN 1-r0 TUN], I0BEHMIbHASA POPMA MUOTOHUYECKOI BUCTPOdUHK 1-ro TUNa,
Knaccuyeckas Gpopma MUOTOHUYECKOM aucTpodun 1-ro Tuna, CTG-noBTOPbLI, MyNLTUCUCTEMHBIE NPOSBAEHUS
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Myotonic dystrophy type 1 (DM1) is one of the most common neuromuscular diseases with an autosomal dominant type
of inheritance associated with expansion in the DMPK gene. A distinctive feature of the disease is the presence
of muscle symptoms and multisystemic. Depending on the age of onset and the number of CTG repeats, there are congeni-
tal, infantile, juvenile, classic (adult) form and a form with a late onset. Each form is characterized by its own features of
the onset, course of the disease, heterogeneity of clinical manifestations, which makes it difficult to make a timely diag-
nosis. Increasing the awareness of physicians of all specialties about the nature of the course of various forms will make
it possible to diagnose MD1 at an earlier stage, improve the prognosis and quality of life of patients. The article provides
a literature review that demonstrates the spectrum of clinical manifestations in various forms of MD1.
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IETCKOM
HEBPOAOT UM

BBepeHue

Muotonndeckast muctpodust 1-ro uma (M1 1) siBnstercst
OITHOI M3 CaMbIX YaCTBIX HAC/ICACTBEHHBIX HEPBHO-MBIIIICY-
HBIX 00JIE3HEH Cpemy B3pOCIIOrO M JIETCKOTO HACEICHMUS
B0 BceM Mupe. [1o pa3HbIM JaHHBIM, 9aCTOTA BCTPEYAEMOCTH
M]11 Bapsupyer B ripemenax 1:2500-1:8000 [29, 57]. s M1 1
XapakTepeH «(peHOMEH OCHOBATEJIsI», B CBS3U C UeM B HEKO-
TOPBIX CTpaHAX YaCTOTa BCTpedaeMOCTH Bbiiire. Camast BEICO-
Kast pacripoctpaHeHHocTh M/ 1 B Mupe — 158:100 000 — ot-
Medaercsa B Keoeke (Kanama) [41]. Cpenu eBporeiicKx
crpaH muaupytot HIBenus u Xopsatusi, Iae 4acToTa BCTpe-
yaemoctt MJI1 coctasister 18:100000 [38]. B omHOM 13 mo-
CJIeTHUX STUIEMUOIOTMISCKIX UCCIICIOBAHUIA, TIPOBEICH-
HoM B Hbto-Mopke (CLLIA), pacripocTpaHeHHOCTb 60JIe3HI
B ropoze coctaBuia 1:2100 [30]. B P® kpymHbIe snmmeMuo-
JIOTMYECKYE MCCIICIOBAHNS ITPOBOMMIIVCH JIUIITH B HEKOTOPBIX
peruoHax crpansl. Harpumep, B bauikupuu yactora BcTpe-
yaemocTtu M1 kpaitHe BaprabeJibHa Cpeay OTACIbHbBIX 3T-
HOCOB U B cpemHeM coctanisieT 3,01:100 000 HaceneHus,
B Axyrtim — 21,3:100 000 [1, 4].

Hecmotpst Ha BhICOKYIO pacnpocTpaHeHHOCTh M/I1,
CYILECTBYET ITpobJieMa HU3KOM BbISIBJIIEMOCTH, OCOOEHHO B
JIETCKOM TOMYJISIIIMA, B TOM YMcIie Ha Tepputopun PO [2].
TpynHoctu nuarHocTuku M1 1 cBsI3aHbl C KIIMHUYECKOM Te-
TEPOTeHHOCTBIO pa3HBIX (popM 3aboseBaHms. OCOOEHHOCTH
nIebIoTa U TeueHMsT 3a00J1eBaHMS TIpy Kaxknoid (popme M1,
a TaKXe MYJIBTUCHCTEMHOCTb KIMHUIECKUX TIPOSIBIICHUI
MIPUBOMSIT K 3alIepKKe YCTAHOBJICHUS AMAarHO3a B CPEIHEM Ha
7 neT cpeay B3pOCIIbIX TTALIMEHTOB 1 Ha 13 jieT y mereit [25].
YacTo 601e3Hb IMarHOCTUPYETCS TIPU YKe pa3BUBLIECIACS TSI~
JKeJIoM MBILLIEYHOM C1ab0CTH, IbIXaTeIbHOM HEAOCTATOUHO-
CTH, HAapYIIIEHNH CEPICIHOM IPOBOIMMOCTH, KOTOPBIE acCO-
LIMMPOBAHBI C MTHBAJIMAW3ALMEN U MIOBBIIIICHHBIM PUCKOM
JetanbHOCTH [25].

Takum 06pa3oM, NOBBILLIEHUE OCBEIOMJIEHHOCTH CIIe-
LIMAJIICTOB Pa3HBIX MEIULIMHCKUX chep 1 MX KIIMHIIECKast
HACTOPOXXEHHOCTh B oTHoLIeHnn MJI1 6yayT crmocooceT-
BOBaTh OoJiee paHHEW TUAaTrHOCTUKE U CHIDKCHUIO CMEPT-
HOCTH OT KapIHOPpECIIMPaTOPHBIX HAPYIICHU, YIIydIIaT
IIPOTHO3 TEYCHUS OOJIE3HU U MOBBICSAT KAa4eCTBO KU3HU
nanueHToB ¢ M1 1.

dTMonoruAa u natoreHes

MuoTtonnyeckas auctpodus 1-ro tmna — 00Je3Hb
C ayTOCOMHO-IOMUHAHTHBIM TUIIOM HACJIeIOBAaHUS 1 XapaK-
TepU3YeTCsl BBICOKOI CTETIEHBIO IIeHeTPaHTHOCTU. bose3Hb
cBg3aHa ¢ mytanueil B rene DMPK (komupyioleM 0eloK-
¢epMeHT MIOTOHUHIIPOTEMHKMHA3Y ), KOTOPBII KapTUPOBaH
B Jokyce 19q13.2-13.3. Ier DMPK coctouT u3 15 3K30HOB
MPOTsLKeHHOCTHIO 0KoJto 13 000 m.H. B 3’-HeTpaHcampyemoit
obsactu reHa DM PK HaxonuTcst HECTaOWIbHAasI ITOCJIe0Ba-
TeJILHOCTh TPUHYKIEOTUIHBIX TOBTOPOB (CTG), [49]. Ko-
ymaecTtBO CTG-TIOBTOPOB Y 3M0POBbIX JTIOACH KOJIEOIETCS
B mmMana3oHe ot 5 mo 37, nmpu Hamuuuu 38—49 1MoBTOPOB
pa3BMBaeTCs coCcTOsIHUE ITpeMyTanuu [26]. Hocurenu ta-

KMX ajUiejieil He UMEIOT KIMHUYECKOW CUMITOMAaTUKH,
OIHAKO PYCK Pa3BUTHSI 00JIC3HU Y ACTEil JOCTATOYHO BBI-
cok [1]. Dkcnancusa pazmepom 50—80 CTG-nmoBTOpOB
Ha3bIBaeTCsI TPOTOMYTALIMEl U acCOLMMpOoBaHa ¢ (OpMOii
M/I1 ¢ no3aHUM Ae00TOM WM 6€CCUMITOMHBIM HOCU-
TEeJIbCTBOM [32].

B GonblIrHCTBE Cily4yaeB BhISIBJICHA yMEpEeHHasl [0JI0-
XuTeabHas Koppeasauus Mexnay KommdectBom CTG-no-
BTOPOB 1 BBIPAXKEHHOCTHIO KIIMHUYECKNX CUMITTOMOB IIPU
M/11, a Takzke oOpaTHas1 KOppesLus MexKay KOIUYECTBOM
CTG-110BTOPOB M BO3pacToM Jebiora 3a0oseBaHus [52].
OmHaKO KOppeJsius TeHOTUIT-(DEHOTHIT UMEET MECTO HE
BO BCEX CIyYasX M3-3a COMAaTUYECKOW HECTaOWJIBbHOCTHU
MyTaHTHBIX ajienieil. Ham6onbieii cradunbHocThI0O CTG-
ITOBTOPOB 00JIANAIOT JICMKOIIUTHI IT0 CPABHEHUIO C MMOLIM-
TamMu 1 pudpodractamu [8]. Takum odbpa3zoM, COMaTUUECKUiA
MO3auIIN3M HAOII0MAeTCsI KaK B pa3IMYHBIX TKAHSIX, TaK
U B IIpenesiax OMHOM TKaHM. Takke 1o Mepe Iporpeccupo-
BaHMSI 00JIC3HU pa3Mep TPUHYKJICOTUIHOM ITOC/IeIOBATE b~
HOCTHM B COMAaTHUYECKMX TKAHIX MOXET YBEIMUMBATLCA [42].

Jnst MII1, xak 1 oj1s1 Bcex 00J1e3He 3KCIIaHCUM, Xa-
pakTepeH (heHOMEH aHTHIIUITAIINN — YTSDKeJIeHNe KIIMHY-
YECKOM CUMIOTOMATUKHU B KaXIOM IMOCIEAYIOLIEM TTOKO-
JIEHUH, 0OCOOEHHO ITpH IIepeaade MyTALIMK IT0 MAaTePUHCKOM
suHum [7]. Ilpu nnepenadye MyTaiyu Mo OTLUOBCKOM JUHUN
9KCIIAHCHUS, KaK IIPaBUJIO, CTAOMIbHA WIIM TaXKe MOXKET
OTMeYaThCs TCHACHLMS K yMeHbIeHno ynciaa CTG-mo-
BropoB. OmHAKO HACJIe0BaHME IMPEMYTALIMH 10 OTIIOBCKOI
JIMTHUM aCCOLIMMPOBAHO C BRICOKUM PUCKOM YBEIIMYCHUS
SKCMAHCHUU IO JOCTYDKCHUS TTOJTHON MyTaIlud B CIICIYIO-
LLIEM [IOKOJIEHU U, IPOTOMYTALM4 [IOYTH BCETAA IPUBOAUT
K 3HauuTenabHOMY yBenndyeHuio ynuciaa CTG-moBTOpOB.
[Ipu epemaye oT MaTepu MPEeMyTaIlUA U IIPOTOMYTAIIUH
Ha0J1I01aeTCsl CTAOMIbHOCTh 9KCITAHCUU WU €€ HE3HAUM -
MOe€ YBEeJIMYEHME B ITOC/IENYIOIIEeM MOKOJIeHUM [58].

MytanTtHbiii CTG-noBTOp B 3’-HEeTpaHCINPyeMOIi 00-
nactu reHa DM PK BbI3bIBaeT TOKCUYECKYIO 3KCIIPECCUIO
PHK, xotopas HakaruimBaeTcsl B SIApe U Ha3bIBAETCS «siiep-
HBIMU BKJIIOYEHUSIMI», uTO BiiMsieT Ha PHK-cBsi3biBatoiie
O0enku, TpuBoas K morepe pyHKmum 6enka MBNLI
(muscleblind-like protein) m K ycuJIeHHIO (DYHKIIUH
CUGBP/Elav-like family protein (CELF). berox MBNL
YYacTBYeT B PETyJISIIIUM aJbTepPHATUBHOTO CIUIAfICHHTA,
nonaepxxaHuu ctabunbHocty MPHK, TpaHcisinuu. bonee
paHHUE MCCIICAOBAHUS BBISIBUIN KPUTHUECKYIO POJIb OelI-
koB MBNL B pa3BuUTUM HEPBHO-MBILIEUHBIX OOJIE3HEN,
a B IIOCJIEAHME FOJbI TAaKXKe ObLI1a OOHApy»KeHa TeCHasl CBSI3b
Mexay mmotepeit pyHkumu MBNL u KOrHUTMBHBIMY Ha-
pymiennsimu y nauueHToB ¢ M/11. benxu cemeiictBa CELF
YYacTBYIOT B aJIFTEPHATUBHOM CIUIAMICUHTE, aKTUBAIIMS
o6enkoB CELF1 u CELF2 6buta BBISIBIICHA B TOJTOBHOM
mo3re rmanuenToB ¢ M/I1. CELF1 u CELF2 moryT BIusITh
Ha TPAHCKPUMNTHI B TOJJOBHOM MO3TIe, TaKre KaK pa3HbIe
9K30HHI Tau v 3k30H 5 NMDARI. Tay-6e1Kku ciocoOCTBY-
10T POCTY aKCOHOB, YYaCTBYIOT B 00pa30BaHUM aKCOHAIb-
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HBIX MUKPOTPYOOUEK 1 aKCOHATBHOM TpaHcriopTe. NMDA-
pelenTopsl SBISIOTCS KIIOUEBBIMU KOMIIOHEHTaAMU
[JIyTaMaT-O0IIOCPEIOBAHHBIX CUTHAJIOB, CIIOCOOCTBYOIIIMX
BO30Y:KAarolIeli CUHAIITUYECKOM Tiepeiadye 1 IJTACTUYHOCTH,
KOTOpbI€ CUUTAIOTCS OCHOBOM 00y4YeHUsI 1 MaMsTu. Takum
0o0pa3oM, 3T U3MEHEHMSI MOTI'YyT OOYCJIOBJIMBATh pa3BUTHUE
MOBEIEHYECKNX M KOTHUTUBHBIX HapylLeHui [39].

BriieonucaHHble HapyLIeHUST 3aTparuBaioT paboTy
CcOTHU 3(P(HEKTOPHBIX TEHOB, BHI3BIBAS HEPABWIILHBIN CITIaii-
cudr MPHK, uro npuBoauT K abeppaHTHOI 3KCIIpeccuu
SMOPHOHAIIEHBIX M30(OpM CITIaficMHra 1 rotepe (hyHKIIMO-
HAJIBHOCTHY TIPOAYKTA 3TUX I€HOB, YTO OOBSICHSIET MYJIb-
TUCUCTEMHOCTb 3a00JieBaHMsI. HekoTopble U3 3TUX Hapy-
IIEHU CIUIAiCMHTa HAIPSIMYIO CBSI3aHbI C KTMHUYECKUMU
MposIBJICHUSIMU. Tak, HallpuMep, HapylmieHue GyHKINN
XJIOPDHOTO KaHaja IIPUBOAUT K Pa3BUTHUIO MHUOTOHUMH,
a U3BMEHEHUS B UHCYJMHOBOM PELIENITOPE CBS3aHBI C pa3-
BUTHEM MHCYJINHOPE3UCTEHTHOCTU. B HacTosIIee BpeMst
JIOCTOBEPHO HE YCTAaHOBJICHA IIPsIMasi CBSI3b MEXKIY Hapy-
1IeHWeM cruiaiicuHra MyTanTHoit PHK MHoXecTBa pa3HbIX
T€HOB U KJIMHUYECKOU CUMITTOMATUKOM [69].

OunarHocTtuka

I[ToMuMO BBISIBIEHHS OCHOBHBIX KJIMHUYECKUX OCO-
OeHHOCTel 00J1e3H1, «30JI0ThIM CTaHAAPTOM» JUATHOCTU-
ku M1 1 sBnsgetcs BuisiBieHue akcnancu CTG-1moBTOopoB
B KpoBu MeTonoM JIHK-aHanuza — nmoaumepasHoit Lemn-
HOI1 peaKIMy WX KOJUYEeCTBEHHBIM METOIOM OJIOT-TH-
opuauzauuu [1]. HeobxonuMo NOMHUTDH, YTO 0OJIe3Hb
HacJIeIyeTCsI IO ayTOCOMHO-TOMUHAHTHOMY THUITY, ¥ TIPU
BBISIBJIECHUM B CEMbe HOCHUTEJISI MyTaluu B reHe DMPK
TeHETUICCKOMY TECTUPOBAHUIO ITOIJIEKAT BCe CUOCHI, TaK
KaK ITOTOMCTBO HAXOIMTCS B 30HE BBICOKOI'O pHCKa II0
HacsenoBanuio MJ11 (BepostHocTs 50 %) [54].

BaxHoe MecTo B nuarHoctuke M1 3aHUMaeT 3J1eK-
TpoHeiipoMmuorpaduueckoe ucciaenopanue. [1pu mpose-
IeHUM UTOJIbYaTOM MUorpacuu y B3POCIbIX MAIIMEHTOB
u neteit crapiie 10 et perucTpupyrorces 31eKTpohU3n0I0-
TMYeCcKas MUOTOHUS (MOTOHMYIECKIE Pa3PsIIbl — CIIOHTaH-
HO BO3HUKAIOIIUE Pa3psimbl BEICOKOH 9acToThl (20—80 Iir)
C HapacTaHMEM U YOBIBAHMEM KaK aMIUIMTYIIbI, TAK 1 YaCTO-
ThI IIOTEHIIVAIOB JBUTATEIPHBIX AMHUIL) W IIEPBUIHO-MBI-
IICYHBIN YPOBEHB ITOPaKEHUS IIPEUMYIIECTBEHHO B TUCTATb-
HBIX OTAEIaX KOHeYHocTel [23, 57, 66]. Y mereit muianie
10 ner anexTpodu3moIorndecKass MUOTOHUS M U3MEHEHHE
ImapaMeTpOB MOTCHIIMAIOB IBUTATEIBHBIX SAMHUIL BCTpeYa-
J0TCS peiKo. YpoBeHb KpeaTHH(MOC(HOKMHA3HI Y MAIMEHTOB
¢ M/11 yacTo HaxoaUTCS B IIpeaesiax HOpMaJIbHbIX 3HAUEHUI
WIM MOXET OBITh MOBBIIICH, B cpenHeM 10 500 En/n (mpu
Hopme 200 En/m) [29]. I1pu npoBeneHUM psiga MCCIeno-
BaHUI MBIIII METOAOM MAarHUTHO-PE30HAHCHOU TOMO-
rpaum O6bUIO OOHAPYKEHO, YTO XXUPOBasi JereHepauus
W3HAYaJIbHO BBISBIISICTCS B CICAYIOIINX MBIIIIAX: M-
aJIbHOI MKPOHOXKHOM, KaMOaJIOBUIHOM, TTIepeaHei 00ab-
1eOepIIOBOIi 1 IITyOOKOM crubaTtesie majblieB pyk. M3meHe-

1

HMSI Ha TOMOTPaMMe KOPPEIUPYIOT ¢ BO3PACTOM ITalleHTa,
komuectBOM CTG-TIOBTOPOB U CTEIEHBIO BEIPAXKEHHOCTH
nape3sa [24, 65]. B HacTosi1iee BpeMsI B KIIMHUYECKOM TIpa-
KTHKe U1l muarHocTik M1 1 npoBeneHune Mopdoiornye-
CKOIO KUCC/IeI0BaHKSI OMOIITaTa MBIl HelleJecoo0pa3HO
BBUIY HeCITeLM(UIHOCTA U3MEHEHUH [29].

KnuHuueckue gopmbli

B 3aBucumocTu oT Bo3pacTa aeOroTa 3a001eBaHUs
n KonndecTBa CTG-TIOBTOPOB BBHIIENSIOT BPOXICHHYIO,
WH(PAHTUIBHYIO, I0BEHIIBHYIO, KJIACCHIECKYIO (B3pOC-
Jy10) u dhopmy ¢ no3aHuM aediotom [36] (tabm. 1). 50—
150 CTG-n1oBTOpOB OOBIYHO BBISIBJISIIOTCS Y TTAllUEHTOB
¢ no3nHeit popmoii (moce 40 er), 50—1000 CTG-1oBTO-
POB XapaKTepHBI IS KJIACCUUECKOI (hOPMBI, IIPU J1e0I0Te
B IeTCKOM Bo3pacte KomdecTBo CTG-1moBTOpPOB IMPEBHI-
mraet 800, a mpu BpoxaeHHO ¢hopme M/ 1 nx KonmdecT-
Bo cocrasysgeT 6osee 1000 [69] (puc. 1).

Ta6mma 1. Bozpacm debroma muomonuueckoii oucmpoghuu
1-20 muna npu pasuwix gpopmax

Table 1. Age of onset of myotonic dystrophy type 1 in different forms

Form of myotonic dystrophy type 1 LD
BpoxnenHast C poxaeHust
Congenital From birth
NHubanTUIbHAS 1—-10 net
Infantile 1—10 years
IOBeHunbHAS 10—20 net
Juvenile 10—20 years
Krnaccuyeckas 20—40 net
Classic 20—40 years
[Mo3nHss [Tocne 40 net
Late After 40 years

Hnst Bcex ¢opM xapakTepHa MYJIBTUCHUCTEMHOCTD,
BKJIIOYAsT BOBJICUCHUE CepACUYHO-COCYANCTOM, SHIOKPUH-
HOW, LEHTPAJIbHON HEPBHOW CUCTEMBI, TACTPOUHTECTU-
HaAJIBHOTO TPaKTa, a TakXke O0(PTaIbMOJIOTUISCKIE HAPY-
meHus (Taoi. 2).

1. Bpoxnennas ¢opma MJI1. Bpoxnennas M1 —
camag TsoKenas (popMa 00JIe3HM, AeOI0TUPYIONIasl cpasy
rmociie poxaeHus [29]. CuMmnTomsl 3a00jieBaHUSI MOTYT
MIPOSIBJISITHCS €11l IO POXICHUs peOeHKa B BUIIE OCTIOX-
HEHUI1 TeUeHUs 0epEeMEHHOCTH Y MaTepH, TAKMX KaK IO~
BBIIIEHHbIN PUCK Pa3BUTHS BHEMATOYHOM OEpeMEeHHOCTH,
MHOTOBOIWS, TIPEUICKAHMS TDIAIICHTHI, TIPEXKICBPEMEHHBIX
POIOB, CJIa00CTU POLOBOM AesiTeabHOoCTH. B 37 % ciryyaeB
MBIIIEYHAsT CJ1a00CTh Y MaTepu, aTOHUS MaTKM M cjiabast
JIBUTaTeJIbHAsl aKTUBHOCTB IJIOA MOTYT IIpeapacItoiaraTh
K poiopaspelleHUIo ITyTeM KecapeBa ceueHusd [43]. Pa3Burue
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Bospacr gebiota / Age at onset

MpemyTtauwna / Premutation

Hopma / Normal

CHILD

NEUROLOGY

BpoxpaeHHaa dopma M1/

Congenital DM1

Letckas dopma M1/
Childhood-onset DM1

Knaccnueckan popma MA1/

n >1000

Classical DM1
n=50-1000
M1 c no3gHum gebotom /
Late-onset DM1
n=50-150

=

n=38-49

Puc. 1. ITpu muomonuueckoii ducmpoguu 1-e0 muna (M 1) nabarodaemcs necmabunvhas sxcnancus CTG-nosmopos. Koauuwecmeo CTG-noemopos kop-

peaupyem ¢ (peHOmUnom 3a601e6aHuUs

Fig. 1. Unstable expansion of CTG repeats is observed in myotonic dystrophy type 1 (DM 1). The number of CTG repeats correlates with the disease phenotype

(CTG)n

Ta6auua 2. Kiunuueckas eemepoceHHocms npu pasHoix opmax debroma muomonuueckoi ducmpoguu 1-2o muna

Table 2. Clinical heterogeneity in different forms of myotonic dystrophy type 1

Congenital DM 1

Clinical
manifestations

MHoroBonue
Polyhydramnios

CHUXeHue JABUTATEIb-
HOI aKTUBHOCTU Iioga
Decreased fetal motor

I1penaTanb- o
P activity

HBbIC

Prenatal [pexneBpeMeHHBIE

pOoIbI
Preterm delivery

BeHTtpukynomeranus
Ventriculomegaly

MuotoHusi—
(HpI/ICOC,Z[I/IHHCTCH I10CJIC
I nexamp xxn3HM)
Myotonia—
(develops after the 1% decade
of life)

[enepanuzoBaHHas
MBIIIIEYHasl CJ1ab0CTh

C TeHACHLUEH K yry4iie-

HUIO nocJe 1-ro roga

KU3HU
Generalized muscle

weakness with a tendency

to improve after the 1% year
of life

MpeIeyHbIe
Muscular

Infantile DM1 Juvenile DM 1

Her Her
No No
Muotonusi+
(ocne I mekampr
SKU3HU) Muoronusa++
Myotonia+ Myotonia++
(develops after the 1% de-
cade of life)
MpbIiegyHast
MbimeyHast ¢J1aboCTh )
cinabocTh 6e3 C TCH/CHITHEH
YETKOro IMaTTepHa, K AUCTAlIbHOMY pac-
pa3Hoi1 cTeneHun répez[ene}nglo, cina-
BBIPAXKEHHOCTH 0cTb ig:ﬂaTeﬂeH

Muscle weakness
without a clear pattern
of varying severity

Muscle weakness
with a tendency
to distal propagation;
weak neck flexors

Classical DM1

Her
No

MuoTtoHusi+++
Myotonia+++

JucranbHast
MBILIECYHAs Cla-
00CTb, CJ1a00CTh
crubaresei meu

Distal muscle

weakness; weak neck
flexors

Late-onset DM 1

Her
No

MuoToHusI MOXET
OTCYTCTBOBATb
Myotonia
may be absent

MplmeyHas
cJIa0OCTh OTCYTCT-
BYeT/BBIpakeHa
MUHUMAJIBHO
None/minimal
muscle weakness

[\
(9,
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Congenital DM 1

Clinical
manifestations

CrnabocTb TULIEBOM

MYCKYJIaTypbI
Weak facial muscles

Tumo-/
apedexkcust
Hypo-/areflexia

Huddy3Has MblieyHast
TUITOTPOMUS
Diffuse muscle hypotrophy

Juddy3Hast MbiiegHast
TUTIOTOHUSI
Diffuse muscle hypotension

3amepxKa MOTOPHOTO
PasBUTHUA
Delayed motor development

Hedopmartius ctom
Foot deformities

ApTporpuro3s
Arthrogryposis

KoHTtpakTypsl
Contractures

CkonuoTuyeckas

nedopManust
Scoliosis

BpoxieHHas KatapakTta

Congenital cataract
3puTenbHbIE

Visual

TunepmeTrpormus
Hypermetropia

CHILD

NEUROLOGY

Infantile DM1

CnabocTh JTULIEBOM

MYCKYJIATyphI
Weak facial muscles

Tumo-/
apediekcust
Hypo-/areflexia

BripaxkeHHbIe
TUIIOTPOGUMN MOTYT
OTCYTCTBOBAaTh
Ha [-1I nexame
XKU3HU
Pronounced
hypotrophy may
be absent during
the 15t and 2" decades
of life

CHMXEHHUE MbIIIEY-
HOTO TOHYCa
Reduced muscle tone

3amepkka MOTOPHO-
IO pa3BUTHS
Delayed motor
development

HesBbipaxxeHHbIe
nedopMaluy CToIn
Mild foot deformities

BpoxxneHHast
KarapakTta
Congenital cataract

TunepmeTponms
Hypermetropia

Juvenile DM 1

CrnabocTb TULIEBOM

MYCKYJIaTypbl
Weak facial muscles

Tumo-/
apeduexkcust
Hypo-/areflexia

BeipaxenHbie
TUIIOTPO(MUU MOTYT
OTCYTCTBOBaTh
Ha I-II nexane
XKU3HU
Pronounced
hypotrophy may
be absent during
the 15t and 2™ decades
of life

CHUXeHue
MBILIEYHOTO TOHYCA
Reduced muscle tone

BpoxxneHnHas
KaTapakTta
Congenital cataract

Tunepmerpomnus
Hypermetropia

1

IIpodoncenue maoba. 2
Continuation of table 2

Classical DM1 Late-onset DM1
Crabocth
Cna6ocTs uuepoiy  TALCBOM Mycky=
MYCKYJIATYDBI JIaTypbl MOXET

OTCYTCTBOBATh
Facial muscles
may be normal

Weak facial muscles

Pednexcol
Tumo-/ B HOpMeE
apedekcust WJIM CHIDKEHBI
Hypo-/areflexia Normal or reduced
reflexes
JucranbHble
runotrpoduu,
TUInoTpodust

TPYAUHO-KITFOUNY -~
HO-COCLIEBUIHON
U 2K€BATCJIbHO-BU-
COYHBIX MBIIIILL
Distal hypotrophy,
hypotrophy
of the sternoclei-
domastoid and
masseter muscles

CHUXeHUEe MbIIIeY-
HOI'0 TOHYCa
Reduced muscle tone

PaHHss ObICTPO-
nporpeccupymoinasg Karapakra (MoxeT
Karapakra (<50 jieT) OBITb €MMHCTBEH-
y OOJIBIIMHCTBA HBIM CUMIITOMOM)

TTALIMEHTOB Cataract
Early fast-developing (may be the only
cataract (<50 years old) symptom)

in most patients
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IIpodonxcenue maoba. 2
Continuation of table 2

s Congenital DM1 Infantile DM1 Juvenile DM1 Classical DM1 Late-onset DM1
manifestations
AcTUrMaTU3M ACTUTMAaTU3M AcTUrMaTU3M
Astigmatism Astigmatism Astigmatism
HapyiiieHue ocTpoTbl Hapyienue Hapyienue

3pEeHUS
Visual acuity disorders

OCTPOTHI 3PpEHUSA

Visual acuity disorders

OCTPOTBI 3pEHUS
Visual acuity disorders

Ctpabusm Crpabusm _
Strabismus Strabismus
Hapytienus apixaHust Hapymenus Hapyiienust Hapymenust
BO CHE IIBIXaHUSI BO CHE IIBIXaHUSI BO CHE IBIXaHUS BO CHE

Sleep apnea

Sleep apnea

Sleep apnea

Sleep apnea

Peumnusupylomme Peumnnusupyioime PenimauBupytoiue
WHMEKINI WHOEKIINT WHOEeKIIMNI He xapakTepHbt
Recurrent infections Recurrent infections Recurrent infections Not typical
BponxoserouHas -
JMCILIa3ust
Bronchopulmonary
I[LIX?.TCHBHLIC dysplasia
Respiratory
ACTIMpalMOHHas HouHas runoBeHTH-
As igfii]r;lM(r)lgLI:Irﬁonia == JUATIH
P P Nocturnal
hypoventilation
JIpIxaTeibHast HeqocTa- _ —
TOYHOCTb MTPU POKIECHUAN
Neonatal respiratory failure
Jlerounasi rumoruta3ust
Pulmonary hypoplasia
KoncTunaums KoncTunanus KoncTunanms Konctunauus
Constipation Constipation Constipation Constipation
Permmsnpyomas Juapest Jnapest Huapes
Anap e.ﬂ Diarrhea Diarrhea Diarrhea
Recurrent diarrhea
Komuku Bosb B XuBote Bob B XuBoTe Boib B kuBOTE
Colic Abdominal pain Abdominal pain Abdominal pain
Jucdarus Hucharus Jucdarus Jucdarus
XKenynouHo- Dysphagia Dysphagia Dysphagia Dysphagia He XapaKTepHbI
KUILEYHbIE Not typical
Gastrointestinal I'SPB, acniupanms I'SPb I'SPb Xosenutuas M
GERD, aspiration GERD GERD Cholelithiasis

Henepxanue kana
Fecal incontinence

Tactpomapes
Gastroparesis

BHHOCCOC&HHCHPH
POXKIACHUN
Poor sucking reflex at birth

Henepxanue kana
Fecal incontinence

MerakoioH
Megacolon

N
Q
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IIpodoncenue maoba. 2
Continuation of table 2

S Congenital DM1 Infantile DM1 Juvenile DM1 Classical DM1 Late-onset DM1
manifestations
Hapymenne Hapymenue Hapymenune Hapymenue Bcerpewarorest
MPOBOAUMOCTU MPOBOAUMOCTU MPOBOAUMOCTU MPOBOAMMOCTU peako
Conduction disorders Conduction disorders ~ Conduction disorders ~ Conduction disorders Rare
CUHIpOM BHe3am- Cunnpom BHe3an-  CuHapom BHe3an-  CHHAPOM BHe3all-
Cepreuro- HOM cepaeyHoOun HOM cepaeyHon HOW CepIeYHOMn HOW cepaeyHOn _
e P CMepTHU CMEPTU CMepTHu CMEpTHU
b Sudden cardiac death Sudden cardiac death ~ Sudden cardiac death ~ Sudden cardiac death
Cardiovascular
CTpyKTypHBIE
e aHOMaJIUM, Ae(EKThI

Juu, nedeKThl KIalaHOB

Structural anomalies, valve L BB - - -

Structural anomalies,

LA valve defects
CaxapHbIii T1abeT
Tunoronanusm Tunoronanusm Tunoronanusm Tunoronanuam 2-To TUIa
Hypogonadism Hypogonadism Hypogonadism Hypogonadism Type 2 diabetes
mellitus
Tumorupeos
Hypothyroidism
OHIOKPUH- CaxapHbIil nuaber
L 2-ro TUMa —
Endocrine Type 2 diabetes mellitus
Tunorupeos Tunorupeos Tunorupeos
Hypothyroidism Hypothyroidism Hypothyroidism TineprapaTupeos
Hyperparathyroidism
Jedurmr
BUTaMuHa D =
Vitamin D deficiency
Ilcuxuarpuueckas Ilcuxuatpuueckas  Ilcuxuarpuyeckas
INcuxuarpuyeckas
marosnorusa (CABI, maromorus (CIABI, maromorus (amatus,
narosiorus (CBT, B
TpeBOTa, aJIecKCUTU- TPEBOra, AJIEKCUTU-  TpeBOra, Aerpec- CTpeYaroTCsA
TpeBora, Aenpeccus)
Psychiatric disorders Musl, hobum) Must, hobun) cnst) Ul f
Psychiatric disorders Psychiatric disorders Psychiatric disorders Rare

(ADHD, anxiety,

depression) (ADHD, anxiety, (ADHD, anxiety, (apathy, anxiety,
alexithymia, phobias)  alexithymia, phobias) depression)
JInaHOCTHBIE
PAC PAC PAC 3MCHEHMS _
ASD ASD ASD A
Co cTOpOHBI Personality changes
LIEHTPAJILHOM
HEPBHOW TUMepCOHTHBOCT I TunepconmmBocth u  [MmepcowmmBocTh 1 [MTIEPCOHTMBOCTD
CHUCTEMBI OMJISIEMOCTD YTOMJISAEMOCTD YTOMJIIEMOCTDH 1 YTOMJISAEMOCTDb _
Central nervous yr . . Hypersomnia and Hypersomnia and Hypersomnia
Hypersomnia and fatigue . . .
system fatigue fatigue and fatigue

Cunnpom nepuoan- CunHapom neprogn- CHHIPOM IEPUOIN-

[NoBbIIeHHAST YyBCTBU- . . o
YECKUX JABWKCHMI  YEeCKMX IBMXKEHUU  YECKUX ABVKEHUI

TEJBHOCTb K HAPKO3Y o o N
P KOHEYHOCTEN BO CHE KOHEYHOCTEW BO CHE KOHEYHOCTEMN BO CHE —
Hypersensitivity to DR R D
. Periodic limb Periodic limb Periodic limb
anesthesia . . .
movement disorder movement disorder movement disorder
HeiiposunokpuHHEBIE CunHpipom Gecrio- CuHpapom Gectio- CuHapom Gectio-
HapylIeHus KOMHBIX HOT KOMHBIX HOT KOMHBIX HOT =

Neuroendocrine disorders  Restless legs syndrome  Restless legs syndrome  Restless legs syndrome
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Clinical
manifestations

Congenital DM 1

Huszkuii 1Q
Low IQ

JwnanazoH 40—80

Range: 40—80
KornutupHbie
HapyleHUs
Cognitive
impairments
B cpennem <70
Mean: <70
Juszaptpust
Dysarthria
Hapyiienue npukyca
Malocclusion
Peun
S h
peec Hazonammsa
Nasolalia
Hucnanus
Dyslalia
3amepxka peun
Speech delay
Ciyx PenmauBupylomue cpe-
Hearing ENS Cuanual
Recurrent otitis media
Koxka Her
Skin No

CHILD

NEUROLOGY

Infantile DM 1

Huszkunit 1Q
Low IQ

Jwuanazon 42—114
Range: 42—114

B cpennem 70—80
Mean: 70—80

Juzaprpust
Dysarthria

Hapyienue

puKyca
Malocclusion

Hazonanus
Nasolalia

Jucnanust
Dyslalia

3amepxka peun
Speech delay

Her
No

Her
No

Juvenile DM 1

CHUXEHHBII/
HopMaJibHbIN [Q
Low/normal IQ

Hapyiienue
3pUTESIBHO-TTPO-
CTPaHCTBECHHOTO

IIOCTPOCHUA

Impaired visuospatial
construction

JuzapTpust
Dysarthria

Hapyiienue

TpuKyca
Malocclusion

Hazonanus
Nasolalia

Her
No

Her
No

Classical DM1

Hopwmanbhsrii [Q
Normal IQ

Hapymienue
3pPUTETBbHO-TIPO-
CTPAaHCTBCHHOTO

TIOCTPOCHUA

Impaired visuospatial
construction

Hapyienue
BBICIIIMX UCTIOJTHU-
TeJIbHBIX (DYHKIIMI
Impaired higher-order

executive functions

CHIXEeHHE MaMSITA
Impaired memory

Juzaprpust
Dysarthria

Hapymenue

TIpUKyca
Malocclusion

Hazonanus
Nasolalia

MozkeT OBITh
CEHCOHEBpAJIbHAA
TYTOyXOCTh
Sensorineural hearing
loss is possible

MHoXecTBeHHbIE
TMMUJIOMAaTPUKCOMBI
Multiple
pilomatrixomas

bazanbHoOKIIeTOYHAS
KapLuHoMa
Basal cell carcinoma

Menanoma
Melanoma

1

IIpodoaxcenue maoba. 2
Continuation of table 2

Late-onset DM 1

Hopwmanbhsrii [Q
Normal IQ

MoryT ObITh
JIETKUE KOTHUTUB-
HbIE HApYILEHUS
Mild cognitive
impairments

MoxeT ObITh
JIETKAsi AA3apTPUS
Mild dysarthria is
possible

MoxeT ObITh
CCHCOHEBpaJbHasA
TYrOyXOCTh
Sensorineural
hearing loss is
possible

MHoXecTBeHHbIE
MMUJIOMaTPUKCOMBI
Multiple
pilomatrixomas

bazanbHoKIIeTOY-
Has KaplimHOMa
Basal cell carcinoma

Menanoma
Melanoma

N
Nl
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s IIETCKOM CHILD
HEBPOAOI'MM | NEUROLOGY

Clinical Congenital DM 1
manifestations

Infantile DM1

1

OkoHuanue maon. 2
End of table 2

Her Her
No No

B cpennewm 45 net

TTponomku- 45 years on average

TEJIBHOCTh B cpentem 60 neT
SKU3HU CMepTHOCTb Ha 1-M oy 60 years on average
Life expectancy xus3Hu >40 %

Infant mortality >40 %

Juvenile DM 1 Classical DM 1 Late-onset DM 1
AHIporeHHast AHIporeHHast
ayionenust ajionenust
Her Androgenic alopecia  Androgenic alopecia
N MHoxecTBeHHbIE  MHOXeCTBEeHHBIE
HEBYCHI HEBYCHI
Multiple nevi Multiple nevi

B cpennem 60 et B cpennem 60 et Opgﬁ:::ﬁ?
60 years on average 60 years on average Not changed usually

ITlpumenarnue. MJ[1 — muomonuueckas oucmpogus 1-eo muna; C/IBI’ — cundpom depuyuma enumarus u eunepaxmusenocmu,; I9Pb —
eacmpoazogaeeanrsras pegarokcnas boaesnv; PAC — paccmpoiicmeo aymucmuueckoeo cnekmpa; 10 — koagpgpuyuenm unmennexma.
Muomonusa+++ — muomonus ecmpeuaemcs 8 60AbUUHCINGE CAYYACE; MUOMOHUA++ — 6cmpeuaemcs uacmo; Muomonus+ — nabno-

daemcs pexce, wem npu opyeux gpopmax M 1.

Note. DM 1 — myotonic dystrophy type 1; ADHD — attention deficit hyperactivity disorder; GERD — gastroesophageal reflux disease; ASD — autism
spectrum disorder; 10 — intelligence quotient. Myotonia~+++ — myotonia develops in most cases; myotonia++ — develops frequently; myotonia+ —

develops less frequently than in other forms of DM 1.

makpouedanuu B I11 TpuMecTpe 6epeMeHHOCTH SIBIISIETCS
XapakTepHBIM CUMITTOMOM BpoxkaeHHoii M1 1 [59]. TTpu M1 1
¢ 1e010TOM Ha 1-M MecsIiie XKM3HM Ha MePBbIii ITJIaH BEIXOIUT
CHMITTOMOKOMITIEKC BSJIOTO peOeHKa: BhIpakeHHast mudy3-
Has1 MblIlIeYHAas] TMITOTOHMSI, CHVDKEHHE I OTCYTCTBUE CYXO-

KITBHBIX pehIICKCOB, IbIXaTeIbHbIC HAPYILICHWSI ¥ TPYTHOCTH
Tpy KopmiteHnH [73]. Y yacTu maipieHToB OOHapy>KMBAIOTCS
apTPOTPUIIO3 U ABYXCTOPOHHSIS IehOpMAIIKsI CTOIT, KOTOPBIE
HapsIIy C MBILIEYHOM TUIIOTOHUE MOTYT ObITh €IMHCTBEH-
HBIMUY CUMIITOMaMU TP JIETKOM Te4eHuH 6osie3Hu [17].

Puc. 2. Ocobennocmu ghenomuna nayuenmog ¢ 8poxcoennoll Gopmoi muomonuyeckoi oucmpopuu 1-eo muna (cobcmeennvie HabAIO0eHUs A8MOpa):
a — nayuenm A., 9 1em, ¢ npeobradanuem @ KAUHUHECKOL KAPMUHe UHMEeANeKMYanbHbIX U nogedenyeckux napyuwenui,; 6 — nayuenmia C., 6 aem, ¢ 3a0ep-
JICKOI NCUXOPeHe6020 Pasgumus, NPOONEPUPOBAHHOU 2udpoyedanueil, madicenviMu 08ULAMENbHbIMU U OpMOneouecKumy Hapyueruamu, 8 — nayuenmka I,
3.nem, ¢ 3adepackoii ncuxopeuesoeo pasgumus U 0ghmanbMoao2uecKoll hamonoaueti

Fig. 2. Phenotype features of patients with congenital myotonic dystrophy type 1 (author’s own observations): a — patient A., 9 years old, with a predominance
of intellectual and behavioral disorders in the clinical picture; 6 — patient S., 6 years old, with delay mental and speech development, operated on hydrocephalus,
severe motor and orthopedic disorders; 6 — patient G., 3 years old, with delay mental and speech development and ophthalmic pathology



IETCKOM
HEBPOAOT UM

TUNUIHBIMY CUMITTOMAMU P POXICHUU SBIISIIOTCS
¢J1aboCTh JULEBOU MYCKYJIATypbl, TUXUIA KPUK U ILIay,
a TakkKe MUKPOaHOMaJIMU pa3BUTHUS (BbICOKOE HEDO, MTO3,
VIJUHEHHOE JIMIIO, HeIIPaBUJIBHBINM IPUKYC), aTpodus
BUCOYHBIX MBIIIILI, TaK HA3bIBAEMbIi KapIIOBHIi POT, hop-
MUPYIOLIMIACS BCJIEACTBUE CIA00CTU JIMLEBOM MYyCKYyJa-
TypBl U HEMIPAaBUJIIBHOTO IIpUKYyca (IIpeIcTaBiIsieT co0oit
nedopMalio BepxXHell TyObl 110 TUITY MHBEPTUPOBAHHOM
oykBbl V) (puc. 2) [51]. I1pu Haamyuu ciraboctu opoda-
PUHTEaIbHOI MYCKYJIaTyphl Y HOBOPOXKICHHBIX Pa3BUBa-
eTca gucdarusi, Hepeako TpeOyolas rnepeBoga peoeHKa
Ha 30HI0BOE ITUTaHue. [IpIxaTeIbHbIe HApYIIICHMS BCTPE-
yatorcst B 50 % ciyvaes [26, 69]. M3-3a pa3BUTHS AbIxa-
TEJIbHOM HEAOCTAaTOYHOCTH WJIM CUHAPOMA BHE3AITHOU
JIETCKOM CMEPTH JICTAIBHOCTD Ha 1-M IOy XKM3HHU COCTaB-
et 25—40 % [12, 18]. Y BbOKUBILINX AeTEll HAOMI0IaeTCst
BpeMeHHas CTaOMIM3aLMsI COCTOSIHUS, M, HECMOTPSI Ha 3a-
JIEpKKy MOTOPHOIO pa3BUTHSI, IIpeodiianaroiiemMy 00Jib-
IIMHCTBY MOCTYITHA (DYHKIIUSI CAMOCTOSITEIBHOM XOIbOBI
K 18—24 mec [17, 27]. Kak u npu Kiaccuyeckoit popme
MJ/I1, mo Mepe mporpeccupoBaHusi 00JE3HU pa3BUBAETCSI
JIACTAJIbHBIA MATTEPH PACIIPENEICHUS MBILLIEYHOM c1a00-
cty, K 15—20 romam 9yacTh MaleHTOB yTpauuBaroOT aMOy-
JIaTopHYI0 QyHKIM0. KimmHmyeckast MUOTOHUS — 3afepKKa
pacciabIeHUsT MBIIIIIIEI TIOCIIE €€ TIPOM3BOJBHOIO MaKCH-
MaJIbHOTO COKPAIIIEHMS], a TAKXKE IIEPKYTOpHasl (MeXaHJe-
CKast) MUOTOHUS — PeaKIIvs MBIIIIIBI Ha yaap HEBPOJIOTH-
YECKMM MOJIOTOYKOM, IIPOSBIISTIONIAsICS 00pa3oBaHUEM
«BaJIMKa» UM «SIMKW» — OTCYTCTBYIOT B Ae0I0Te OONe3HU
1 00BIYHO BhIBIIsAIOTCA TTocie 10 et [17].

Hapsiny ¢ MbliiiedHo# ¢1ab0CThbI0 Yy MHOTHX JIETel Me-
€T MeCTO 3aJepKKa IICUXOPEUSBOTO Pa3BUTHSI, KOTOPAsI ITO
Mepe B3pOCICHUS IPUBOANT K KOTHUTUBHBIM U ITOBEIEH-
yecKuM HapyieHusM [18]. 3amep:kka pedeBOro pa3BuTHS
MOXKET OBbITh IJIABHOM U €AMHCTBEHHOM Xka1000i1, ¢ KOTO-
POl pOOUTENN MAIIMEHTOB O0PaIAlOTC K CIELIMATUCTY
[69]. HapyieHusT ICUXOPEYeBOr0 pa3BUTUS IIPUBOISIT
K Je3ajanTaluy B 6ojee cTapiieM Bo3pacte [27].

2. @opma M1 ¢ nedroToM B 1eTCKOM Bo3pacrte. Brime-
Js1r0T 2 chopmel M/I1 1ipu nedroTe B IETCKOM BO3pacTe: MH-
daHTIWIBHYIO (B ClIydae, €CIM CUMIITOMBI pa3BUBAIOTCS
B Bo3pacrte oT 1 roma 1o 10 j1eT) 1 10BeHIBHYO (TIpH Ae0r0Te
60se3nu B Bo3pacTte oT 10 10 20 jer) [26]. BaxxHo ormeTnTts,
YTO 3a1ePKKa MOTOPHOTO PAa3BUTHSI M MBIIIICYHAST TUITOTOHMST
BCTPEYAIOTCS PEAKO, MUOTOHUS OOHAPYXKMBAETCSI IIOCIIC
10-1eTHero Bo3pacTa, a TaKue CUMIITOMBI, KaK 3alepiKKa
TICUXOPEYEBOTO PA3BUTHS U TTOBEACHYECKUE UBMEHEHUS, Xa-
pakTepHblI AJ1s1 6onblIMHCTBA Aeteit ¢ M1 [17].

KoraurusHble ¥ ToBeAeHYECKHE HapyLIeHusl. Y YacTu Ae-
Teit HaOJTIoMaeTCsl CHIDKEHME YPOBHS MHTEJUICKTa, HO JaXe
IPpYA COXPAaHHOM MHTEJUICKTE Y MHOTHX MAIlUEHTOB MMEET
MECTO HapyIIIEHUE 3pUTEIFHOTO BHIMAHSI, 3pUTEIBHO-TIPO-
CTPAHCTBEHHOTIO ITIOCTPOEHMSI, ITIMCbMEHHOM 1 Pa3rOBOPHOMN
peun, 9TO MPUBOIUT K 3HAYUTEIHHBIM TPYITHOCTSIM ITPU 00y~
yeHnH. VIHTeUIeKTyaIbHBIe HApYIICHUSI MOTYT BapbUpO-

BaTh OT JIETKOW 10 YMEPEHHOU YMCTBEHHOMU OTCTAJIOCTH.
B T0 BpeMs Kak manMeHTH ¢ BpoxaeHHoM ¢opmoit M1 1
B 60 % city4aeB JIEMOHCTPUPYIOT ypoBeHb 1Q B muamna3oHe oT
40 1o 60 (yMepeHHas1 yMCTBEHHasI OTCTAJIOCTb), IIPY MH(MAH-
TWJIBHOM U I0BEHUJILHOM (POpMax 3TOT IOKa3aTeslb MOXET
jpocturath 114 (ypoBeHb MHTEIUIEKTA BhIIlIe CpeaHero) [6].
BoisiBnieHa 0OpaTHast Koppessiius MeX Iy Bo3pacToM Ae0ro-
ta MJ11 m ypoBHeM oOpa3oBaHusl. TpyTHOCTH py O0yIeHUN
B ILIKOJIE UCTIBITHIBAIOT 69—87 % mnairieHToB, Iipu 3ToM 81 %
TpebyeTcsl 00y4YeHMe MO CIlelMalIi3upoBaHHO 00pa3oBa-
TeJIbHOM rporpamme [16]. MHOrMMuU reciie1oBaTes MU IO/~
TBEPKIIEeHA MOJIOKUTEIbHAS KOPPEJISILIMS MEXKIY BEIpaXKeH-
HOCTBIO MHTEJUICKTYAIbHBIX HAPYIICHUN U KOJIMYECTBOM
CTG-noBTopoB B kposH [15, 22, 36].

IToMMMO KOTHUTUBHBIX HAPYIIICHUI Y TIAIIEHTOB IET-
cKoro Bo3pacrta ¢ M/l 1 yacTo BcTpevaroTcsl IcuxuaTpuye-
CKHME CHUMIITOMBI, Cpear KOTOPBIX CUHAPOM HeduIinTa
BHUMAaHMS ¥ TUTIEPAKTUBHOCTHU, TPEBOXKHOE PACCTPOMCT-
BO, AJIEKCUTUMMSI, HAPYIIICHNE COLIMATIN3AlINK 1 alallTHB-
Horo noseaeHus, Gooduun. CuHapoM aeduiTa BHUMaHUS
W TUNEPAKTUBHOCTHU SIBJISIETCS OMHUM M3 CaMbIX YaCThIX
McUxXMaTpudeckux 3adoneBanuii (17—35 %) u xapakrepu-
3yeTcs HapyllieHHeM BHUMAaHUS M HU3KUM YPOBHEM TUTIC-
PaKTUBHOCTH, TIPX 3TOM JIETU MEIIUTEIbHBI U CKIIOHHBI
K MOBBILIEHHOM corymBocTH [15, 16]. B 19—25 % ciayyaes
y geteii ¢ MJI1 auarHoCTUpPYIOTCSI TeHepalu30BaHHOE Tpe-
BOXXHOE PacCTPOMCTBO, cemapalliOHHAasl TPeBOTa 1 CIIe-
unduyHbie podun [16]. N. Angeard u coabr. (2018) orme-
TN, YTO YaCTOTA PACCTPOICTB ayTHUCTUUECKOTO CIIEKTPa
y IMallMeHTOB C BPOXIACHHOM 1 neTcKkuMu popmamu M1,
IO pe3yJbTaTaM KPYIHBIX HCCICTOBAHMI, BapbUPYET
oT 2,6 10 36 % [6]. Takoii LIMPOKMi1 AUAIA30H OJYYEeH-
HBIX TaHHBIX OOYCJIOBIICH TEM, YTO JIMIIb Y MAJION 9aCTH
IMAIIMEHTOB AMAarHO3 pacCTPOMCTBA ayTUCTUIECKOTO CIIeK-
Tpa OBIJI MOCTABJIEH B COOTBETCTBUU ¢ KputepusiMu DSM-
IV (muarnHocTudyeckoe 1 CTaTUCTHYECKOE PYKOBOJICTBO I10
TICUXMYECKIM PacCTPOMCTBaM 4-To U3MaHMs), ¥ OOJIBIIH-
CTBO JIETEI MMEJIH JIUIITb OTIEIbHBIC CUMIITOMBL.

IToMIMO KOTHUTHBHBIX 1 TICUXUATPIYECKIX HApYIIIEHUI
1711 naureHToB ¢ M1 1 XxapakTepHBbI TTOBbIILIEHHAS! THEBHAS
COHJIMBOCTh M YTOMJISIEMOCTD, YTO HETAaTUBHO CKa3bIBACTCSI
Ha CIIocOOHOCTU K 00y4YeHU10. [{laHHbIe CUMITTOMBI BEI3BaHbI
HapyIIeHSIMU CHA, B YaCTHOCTY CHTHIPOMOM ITepHUOIIECKIX
JBYXKEHMI KOHEYHOCTEN BO CHE, CUHIPOMOM OECITOKOMHBIX
HOT, 0OCTPYKTUBHBIM U/WIY LEHTPAJIbHBIM HOUYHBIM aIltHO?,
WMHOTIa HAPKOJICTICHEI, YTO TIPUBOIUT K HAPYIIIEHUIO CTPYK-
TYpBI CHA M YaCThIM MpoOyKaeHusIM [53].

Hapymenus peun. Hapsiny ¢ 3anepkoii rcuxopeue-
BOTO Pa3BUTHS y IeTEl BO3MOXHO N3MEHEHHE apTUKYJIS-
uuu. AuzapTpusi, pa3BUBaIOLIasCsl BCAEACTBUE CIaOOCTU
opodanraabHO MYCKyJIaTyphl U HapylIeHUs MpUKyca,
HabIromaeTcsl Kak Ipy BPOXKIEHHOM (bopMe, TaK U IIPH Je-
010Te B IETCKOM BO3pacTe U IPOSIBIISICTCS HapYIICHHEM
MPOU3HOLLIeHUSI OMIabuaIbHBIX 3BYKOB, MEXK3YOHOM apTu-
KyJsuuyei 1 Hasonanueit [20, 61].
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KenynoyHo-KuineyHble Hapymenus. JIJisi malMeHToB
c n1e0ToM 00JIE3HU B JETCKOM BO3pacTe XapaKTepHO
BOBJICUCHHE B ITaTOJOTHMYECKUN IIPOIECC XKETYTOIHO-
KuIegHoro tpakra. [1o pe3yiabraTaM MHOTOIIEHTPOBOTO
IIPOCIIEKTUBHOTO UCCIICIOBAHMS, YACTOTA PAa3BUTHSI CUM-
IITOMOB ITOPaXXEeHUSI JKeJIyIO0IHO-KUIIIEYHOTO TPaKTa 3Ha-
YHMO HE Pa3InJaeTcs CPeau IMalMeHTOB ¢ MH(paHTUILHOK
1 IOBEeHUJIbHOI (hopMaMM, OMHAKO MPEBHIIIIAET TAKOBYIO
npu BpoxxaeHHoit MJI1 [7]. Cpenu Xeayao4HO-KUIIIeY -
HBIX HapylleHuii HauboJiee 4acTo BCTpevyalTcs 00Jib
B XKUBOTE, Heep>KaHME Kajla, KOHCTUITALNS, TUCharus;
HECKOJIBKO peXe — TracTpod3odarealbHBI pedioke
u nuapes [27, 63]. BoileonucaHHble CUMIITOMBI MOTYT
OBITH CJICICTBEM MUOTOHUH TJIAIKOM MYCKYIaTyphl BHY-
TPEHHUX OpraHos [57].

Odrampmosorndeckas narosorusd. B oTmane ot B3po-
CJIBIX, Y HallMeHTOB ¢ AeboToM MJI1 B 1eTCKOM Bo3pacTe
B Hayayie 3a00JieBaHUs KaTapakTa BCTpPedacTCs PEaKo,
OIOHAKO TaKue O(TAIbMOJOIHYECKUEe HAPYIICHUS, KaK
CHIKEHUE OCTPOTHI 3pEHMSI, ACTUTMATU3M U TUTIEpMETPO-
IMUsI, TUAarTHOCTUPYIOT Y MHOTUX AeTeil. Tem He MeHee
A.B. Ekstrom u coasr. (2010) yrBepxnatot, uto y 41 % ma-
LIMEHTOB C BPOXACHHOM 1 neTckumMu popmamu M/11 Boz-
MOXKHBI MI3MEHEHMS B XPYCTAIMKAX, YKa3bIBAIOIIME HA PaH-
HIOIO CTaIuIO KaTtapakTsl [19].

MbIieynbie CAMIITOMBL. MBITIICUHBIE CUMITTOMEBI HE SIB-
JISTFOTCS IOMUHUPYIOIIMMHU B KJIIMHUYECKOM KAPTUHE Y IETEN
¢ MJI1, oOBIMHO OHU Pa3BUBAIOTCS [0 MEPE IIPOrPECCUPO-
BaHMS 00JIC3HU Y MOTYT OTCYTCTBOBATD BIIOTH IO B3POCIIO-
ro Bo3pacta [18]. ¥ HeKOTOphIX TTallMEHTOB HA0II0maeTCs
OBICTpOE HapacTaHMe MblllieuHoU cinaboctu Bo Il mekane
KM3HU, HEPEIKO MPUBOJSIIIEEe K yTpaTe CIIOCOOHOCTH K ca-
MOCTOSITEJIBHOM XOIbOE BCETO 3a HECKOJIBKO JieT. U Bce ke
y OOJIBLLIMHCTBA IeTe 1 MOAPOCTKOB MbIIlIeUHAas1 CJ1a00CTh
OCTaeTCs JIETKOBBIPAXXCHHOU M HE MPUBOIUT K TSLKEJION
vHBauau3auun. st M1 xapakTtepeH AMCTalbHbIN MaT-
TePH pacIpene/ieHNs MBIIIEYHON C1a00CTH, HO BO3MOXXHO
BOBJICUYCHHE ITPOKCUMAJIBHOU ¥ aKCUAJIBHOM MYCKYJIaTyphl
B Ae010Te 3a00JIEBaHMSI, YTO CBUAETEILCTBYET O MEHee OJia-
TOIPUSITHOM IPOTHO3e [26].

KmmHmaeckast MUOTOHMS — He BEMYIITUI CUMITTOM TSI
JIETCKOM (hOpMbI, BO3MOKHO €€ BEISIBJICHHE C BO3pacTa S JIeT,
u K 10 rogam oHa Bcrpevaercsa y 75 % manueHToB [57].
KiHuyeckast MMOTOHUMS Yallle HaOIroaaeTcsl y IeTeil ¢ IoBe-
HUJIbHOHM (pOpMOIi, MBIIIIEUHas1 cIaboCcTh OoJiee 3aMeTHa
y MalMeHTOB ¢ nH(aHTWILHOU (popmoit M1 [7].

Takue opronennueckue npoodaeMbl, Kak aedopMauu
CTOII ¥ CKOJIMO3, HEPEIKO Pa3BUBAIOTCS Y AeTel HA paHHEM
9Tare, a KOHTPaKTypPhl TOJICHOCTOITHBIX CYCTaBOB MOSIBIISI-
JOTCS TI03Ke IT0 Mepe MPOrpeccupoBaHus 6ose3Hu [26].
YacroTa pa3BUTUSL OCJIOXKHEHU CO CTOPOHBI OIIOPHO-
JIBUTATEIFHOTO aIlrapara TO0CTOBEPHO BEIIIIE CPEIM TTaIIH -
€HTOB ¢ BpoxneHHoM (popmoit MJI1 [27].

TakuM 00pa3oM, Tpu MHPAHTWIHHON U I0BEHUJILHOM
¢dopme MJI1 Ha mepBBIi IJ1aH B KIMHWYECKOM KapTHUHE

BBIXOJIST ITOBEACHIYECKIEC, KOTHUTUBHBIC M PEUEBBIC HAPY-
IIeHUS, a TaKXKe TUCOYHKIINS KeTyTOUHO-KUIIEYHOTO
TpaKTa, B TO BpeMs KaK MBIIICYHBIC CUMIITOMBI MOTYT
OTCYTCTBOBATD WJIX IIPUCOSITUHSTHCS ITO3KE IO Mepe IIPOo-
rpeccupoBaHus 00JIE3HU.

3. Knaccnueckas ¢opma MJI1. [1pu knaccumaeckoi
(B3pocioii) popme MJI1 nebroT 60JIe3HN IPUXOTUTCS Ha
Bo3pact oT 20 10 40 et [7]. [ToMuMo KI1acCUYeCKNX MbI-
LLIEYHBIX MPOSIBJIEHUI, BKJIIOYAIOLIUX CJ1A00CTh, TUIIOTPO-
1M 1 MUOTOHMIO, Y ITAITMEHTOB UMEET MECTO ITOpaXKeHUE
MHOTHX OPTaHOB Y CUCTEM, CPeIr KOTOPBIX OIIMCAHO BO-
BiieYeHUE TepudepruuecKoil 1 LeHTPaIbHON HEPBHOM
CUCTEMBbI, CEPICUYHO-COCYINCTON CUCTEMBI, XKETYAOUHO-
KHUIIIEYHOTO TPaKTa, SHAOKPUHHBIX OPTaHOB, a TAKXKE pa3-
BUTHE PAaHHEM KaTapaKThl.

Mblieynble CHMOTOMbI. B K1MHMYeCKO KapTUHE 10-
MUHHPYIOT MBIIIEYHAs CJ1a00CTh, aTpOGUs TUCTAIBHBIX
OTIEJIOB KOHEYHOCTE M MUOTOHMS. [IpenmyIiiecTBeHHO
BOBJICKAIOTCSI CTUOATEIN ITaIbLICB PYK, ThUIBHBIC CTHOAaTe-
JIM CTOTIBI, CTUOATEIN U pa3rudaTen Ieu, JINIeBast My-
CKyJIaTypa, B JAJIbHEMIIEM B ITATOJOTMYECKUNA ITPOLECC
HepPEeaKO BOBJICKAIOTCS M IIPOKCHUMAJIBHBIC TPYIIITHI MBIIIIIT
[29]. IIpu ocMoTpe oOpaIIaioT Ha ce0sT BHUMaHKUE BhIpa-
JKEHHBIC TUIIOTPO(DUM HE TOJIBKO TUCTAJbHBIX OTIEJIOB
BEPXHUX M HIDKHUX KOHEUYHOCTEH, HO ¥ TPYANHHO-KITIO-
YUIHO-COCIUEBUIHBIX MBI, JUIEBON MYCKYJIATypHI,
BUCOYHBIX 1 3K€BAaTEIbHBIX MBIIIIII.

MuoTOHHMS BCTpPEYaeTCs] B PA3IMYHBIX MBIIICYHBIX
rpyIIax, HO Yallle B KHUCTSIX, XKeBaTeIbHBIX MBIIIIIaX
U s13bIKe. XapakTepeH (heHOMEH «BpabaThIBAHMSI», T.¢. YMEHb-
IICHUE BBIPAXKEHHOCTH MUOTOHUY TTPY TIOBTOPHBIX MBIIIIEY-
HBIX COKpaIIeHUsIX. B To ke BpeMsi OHa MOXKET YCHIINBATh-
csI IO BO3ACHCTBUEM Pa3HBIX TPUITEPOB, HAIIpUMEDP Ha
xoJjioze 1 Ha ¢oHe crpecca [66]. HeobxoanMo mOMHUTE,
YyTO Ha (POHE TSKEJIOro Iape3a 1M aTpodU MBI BbIpa-
KeHHOCTh MUOTOHMY YMEHBIIIAETCS.

ITopa:xxenune nepucpepudeckux HepBoB. [lopaxeHue re-
pudeprIecKX HEPBOB TaKXe ONMMCAHO Yy IallMEHTOB
¢ M/I1, mpu 3TOM TOJIMHEeHponaTusi BCTpeyaeTcsl Jalle
y MaIlMeHTOB C COIYTCTBYIOIICH MHCYTMHOPE3UCTEHTHO-
CTBIO, a TaKXe NUC(PYHKIMEH IMUTOBUIHOM XKEIe3HI.
VY nmauueHToB, He UMEIOLIMX META00IMUYEeCKUX HApYLLICHU,
MOXET pa3BUBAThHCSI CECHCOPHAsI aKCOHAIbHAS ITOJIMHEMPO-
IMaTHsI, 9aCTO IPOTEeKaIoIast CYOKIIMHUISCKH, BBIBIIIEMast
TOJIBKO TIPY BHITIOJTHEHUY CTUMYJIIIIMOHHOM 3JIEKTPOHEH -
pomuorpacduu [47]. B Hacrosiee BpeMsI HETOCTATOUYHO
JIAHHBIX, IIO3BOJISIIOLINX TOYHO BepU(UIIPOBATH ITUOJIO-
TYI0 BOBJIeUeHU TiepudeprudecKux HepBoB rmpu M1 1.

KoraurusHble 1 SMOLMOHA/IbHBbIE Hapymenusi. HecMoTpst
Ha To, yTo M]I1 siB/IsIeTCS HEPBHO-MBIILIEYHOU 00JIE3HbIO,
BOBJICYCHME B MATOJOTUUYECKUM IIPOLECC LEHTPAIbHOM
HEPBHOI CUCTEMBI I0KA3aHO MHOTMMU HCCJIEA0BAHUSIMU
[44, 68]. TToMrMMO KOTHUTHMBHBIX HAPYILIEHUIA, BKITIOYAIOLIIVIX
CHIDKCHHUE TaMATH, HapyIIeHNe 3pUTEeIbHO-TIPOCTPAHCT-
BEHHOTO MOCTPOSHMSI 1 BBICIINX UCITOTHUTEIbHBIX (DYHK-
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LIMi1, y MHOTHIX TTAIIMEHTOB HAOIIONAIOTCS SMOIIMOHAIBHBIC
W TMYHOCTHBIE M3MeHeHus [70]. KimmHnueckn 3Haummast
armaTus, IETPECCHs M TPEBOTa BEISIBIISTIOTCS Y IIPe00IIamaro-
111eT0 OOJBIIIMHCTBA MALIMEHTOB, IPU 3TOM CUMITTOMBI Tpe-
BOTH U IETIPECCUIN MOTYT OTpaXKaTh alallTallMOHHYIO peak-
LIMIO B OTBET Ha ITporpeccrupoBanue cone3nu [60, 67].

I1pu npoBeaeHUKM MarHUTHO-PE30HAHCHOM ToMOTpaduun
TOJJOBHOTO MO3ra y naureHToB ¢ MJI1 MOTYT BbISIBISITCS
TaKye M3MEHEHUS, KaK TUTICPUHTEHCUBHOCTD OSJIOTO Bellle-
CTBa B 00JIACTU MOJIFOCOB BUCOYHBIX JI0JIEi, TOOHBIX U Te-
MEHHBIX J0JIeH, a TaKKe INI00aIbHAsI KOPTUKAIBHAS aTpo-
¢usi, CBUIETEIBCTBYIONINE O MOPAXXCHUN LIECHTPAJIbHOM
HepBHOM cucTembl [45]. TToBbIIeHWe cUTHANIa OT OEJI0To
BelecTBa B T2-pexkmMe MOXET ObITh OIIIMOOYHO MHTEPIIPE-
TUPOBAHO KaK oyaru AEMUEIUHMU3ALMUW, YTO TMPUBOAUT
K Ha3HAYCHUIO HepallMOHAJILHON (hapMaKOTepary 1 3a-
JIiepXKe B YCTAaHOBJIGHMM BepHOTo nuarHo3sa [37].

Hapymenusi cHa. YTOMJISIEMOCTb U MOBbILLIEHHAS THEB-
Hasl COHJMBOCTHL BcTpevatorcss y 70—80 % manueHTOB
U MOTYT OBITH ITEPBBIMUA CUMIITOMAaMMU TIpY KJIACCHUECKOi
dopme MJI1, 1 3HAaUMMO CHIKATh Ka4eCTBO XKU3HU TTaLy-
eHToB [14, 55, 64]. B pa3BuTHe TaHHBIX CUMIITOMOB, IIOMH-
MO CJIa0OCTH IBIXaTeJIbHON MYCKYJATYPhl, BHOCSIT BKJIAL
HapyIIeHUSI CHa B BUIE IIEHTPAJIbHOIO HOYHOTO allHO?,
OOCTPYKTHBHOTI'O alTHO3 CHA, HOYHOU TMIOBSHTWISIINH,
a TaKkKe IBUTATeIbHBIX HapYIIeH!I BO CHE: CMHIpOMa Oec-
TMOKOWHBIX HOT U TIEPUOINYECKUX IBUXKEHUI KOHEYHOCTEU
BO cHe [56, 71]. HacTopo:XeHHOCTb O BBILIEOMMCAHHBIX
CUMIITOMAaX KpalHe BaXKHAa B CBSI3U C UX MOTCHIMAIbHOU
KypaOeIbHOCTBIO; TaK, UCIIOJIb30BAHIE HEMHBA3BHOM BEH-
TWISILIMA JIETKUX MO3BOJISIET KyIIUPOBaTh CUMIITOMBI 00-
CTPYKTUBHOTO aITHO? CHa, a MpUMEeHEHHe T0(DaMUHEePIH-
YECKMX MPEIapaToB — YMEHBIINTD CTETICHb BEIPAXKEHHOCTHU
CUHJIpoMa OeCITOKOMHBIX HOL.

Cepneuno-cocymicToie Hapymenus. Hapyimenus co cro-
POHBI CEPICIYHO-COCYIUCTOM CUCTEMBI HapsIAy C IbIXaTelIb-
HOM HETOCTATOYHOCTBIO SIBJISTIOTCS BEMYIITUMU IPMYMHAMEI
CMEPTHU y MALIMEHTOB TIpU Kaccudeckoit popme M1 [8].
Kapauonornyeckue CUMIITOMbBI OOBIYHO MPOSIBISIIOTCS
B BUIE ITPOTrPECCUPYIOIIEH aTPUOBEHTPUKYJISIPHOM 6J10Ka-
IIBI, HECKOJIBKO pexXe — MUCHYHKLIMU CHHYCOBOTO Y3IIa,
XKeJIyIOYKOBOI U TIpeACepIHON (UOPWIIISIIANA U TpeTieTa-
Hus nipencepnuii [28, 50]. BoamoxHo Hamuue y marnmeH-
TOB 3JICKTPOKAPIUOTrpadIeCKIX OTKIIOHEHWI, HATIpUMED
yrnuHeHus uHTepBaioB PR-, QRS- u QT, He compoBo-
XKIAIOIIMXCI KIMHUYECKOU cuMnToMaTukoi. Takue 6ec-
CHMIITOMHBIC HApYIICHUSI HEPEIKO SIBJISTIOTCST IIPUYUHOMN
CUHIIpOMa BHe3aIHol cepaeyHoii cmeptu [31]. Perymsp-
HOE MPOBEICHNE XOJTePOBCKOIO MOHUTOPHPOBAHMS SJICK-
TPOKAapAMOTPAMMBI ITO3BOJISIET HAa pAaHHMX 3TaIlax IUarHo-
CTUPOBATh HAPYIICHUS pUTMA U IIPOBECTU MEPOIIPUSITHS,
KOTOpBIE TTO3BOJISIT CHU3UTDH PUCK Pa3BUTHSI BO3MOXKHBIX
OCJIOXKHEHUMU.

OdransmosiornyecKkas naToJiorusa. PaHHSS TepeaHsst
WJIU 3a0HSI CYOKarCy/IsIpHas KaTapakTa 10 TUITY «<HOBOTOII-

Heit enku» (“Christmas tree”), pa3BUBaIOIIAsCs B BO3pacTe
1o 50 yet, IBNIIeTCS XapaKTepHBIM MPU3HAKOM OOJIE3HU.
Takoe Ha3BaHME OHA TOJTYYMIa M3-3a MHOXKECTBEHHBIX pa3-
HOIIBETHBIX IEPEIUBAIOIINXCSA BKIIOUCHMI, JIOKATU3YIO-
IIAXCS IPEUMYIIIECTBEHHO B 3aHEH KalICyJie XpycTaanuKa
[45]. BaxkHO OTMETUTD, UTO JaHHbIE U3MEHEHMSI BHISIBIISI-
I0TCS TIPU OPTAIBMOJIOTHYECKOM OCMOTpPE C ITOMOIIBIO
1LIeJIEBOM JIaMITbI, B TO BpeMsl KaK Py IIPSIMOIT 0pTaTbMO-
CKOITMH MX MOXHO He yBUAETH [66]. KaTapakTa 10BOIBHO
OBICTPO MPOIrPECCUPYET, YACTO €CTh HEOOXOAUMOCTD ITPO-
BEICHUSI XUPYPTUUIECKOTO JICICHUS I10 3aMEeHe XpycTaInKa
B TeUCHME HECKOJBKMX JIET MOCJE IOSIBICHMS ITePBBIX
CHMIITOMOB.

Kenynouno-kuieunblie Hapymenus. Hepenko y mauu-
eHToB ¢ M/I1 HaGmoaa0TCsl U3MEHEHMSI B J1a0OPaTOPHBIX
ITOKAa3aTeJIsIX, B YACTHOCTH ITOBBIIICHUSI YPOBHEH acmap-
TaTaMUHOTpaHC(epasbl U alaHMHAMUHOTpaHCdepassl,
OOBIYHO He TIpeBhIIaIe HopMy B 2—3 pa3za. [Ipenmno-
JIaraeTcs, 9TO ITOBBIIICHNE YPOBHS TaMMa-TJIyTaMIITPaHC-
¢epassl BEI3BAHO COKPAIICHUSIMH KETYHBIX KaHaJIOB
U TIPOTOKOB. 3aepKKa OIMOPOXKHEHMS XKEeJTTHOTO ITy3bIpsT
MOXKET YBEJIMIUTH PUCK 00pa30BaHMS XKEITYHBIX KaMHEH
[66]. YepenoBaHue 3a11opoB, B3AYTHUS JKMBOTA U JUAPEU —
YacThlii cUMITTOM y nauueHToB ¢ M1 [48]. ducdarus,
pa3BUBAIOIIASICS BCJIICACTBUE CHUXKCHMS IJIOTATEIbHOTO
pedirekca 1 MOTOPUKH THIIEBOIA, IIPUBOIUT K ITOBBIIIIC-
HUIO pUcKa acnupauuu. B couetaHuu co cinaboCcThIO Abl-
XaTeJIbHOM MYyCKYJIaTypBhI 3TO BJICUET MOSBICHUE PEIIVIM -
BUPYIOIINX THEBMOHMI U IMOBBIIIICHHOTO PHICKa CMEPTH.
MerakoJIOH ¢ pa3BUTHEM KUIIEYHOM HEIPOXOIMMOCTH,
3aBOpOTa M pa3phbiBa KMUIICYHHUKA SIBISICTCSI CEPhE3HBIM
M OMACHBIM JUISI XKU3HU OCJIOXKHEHEM [69].

ITopaxxenue Koxku. TiareabHbIA OCMOTP KOXHbBIX IO~
KpPOBOB IallM€HTa MOXEeT MOMOYb B auarHoctuke MJI1.
¥V nanmenros ¢ M1 1 BcTpevaroTcst TaTOTHOMOHUYHBIE KOX-
HbIC U3MEHEHHST — MHOXECTBEHHBIE ITUJIOMATPUKCOMBI —
JIIOOPOKAYECTBEHHBIC OITYXOJIU IIPUIATKOB BOJIOCSIHOTO
MaTpHUKca, IIPeACTABISIONINE COOOM IJIOTHBIC Y3€JIKN Ha
roJIOBE U 1lIee, KOTOPbIE SIBJISIOTCS CaMOIA 4acToi 100po-
Ka4eCTBEHHOM OITYXOJIbIO M MOTYT CIIY>KUTh PAHHUM CITe-
mudunaeckum mapkepom MJI1 [21, 33, 72]. Boabioe ko-
JIMYECTBO HEBYCOB KOPPEIUPYET C OOJIBIITNM KOJIUIECTBOM
CTG-nioBTOpOB [13]. Takke TTpu 0CMOTpPE MOXHO OOHa-
PYXKUTh OYArOBBIil TUTIEPTUAPO3, DOUTUKYISIPHbIN TUTIep-
KepaTo3, PAaHHIOI aHAPOTCHHYIO aJIOICILINIO, TPUXOKIHE3,
Cce0OpEeITHBIN TePMATUT, TUIICPIIUTMEHTHBIC TISITHA M paH-
HIOI0 cenuny [11].

DHmokpuHHbIe Hapymenns. st MJI1 xapakTepeH psin
SHIOKPUHOJIOTMIECKIX HapYIIeHUH: MHCYTMHOPE3UCTEHT-
HOCTB, CaXapHBIA ArabeT 2-TO TUIIA, TUIIOTOHAIN3M, Ha-
pymieHne (pyHKIWU IIMTOBUIHON M MapalldTOBUIHOMN
XKeJie3bl, a Takke geduumt ButamuHa D. E. Passeri 1 coaBT.
(2013) coobmraioT 0 BOBJIEUEHHUH I10 KpaliHeit mepe 1 op-
raHa 9HIOKPUHHOMW CUCTeMbl y 44 % maludeHTOB Ha UC-
XOIHOM YpoBHe U y 84 % mauueHTOB 4yepe3 8 jeT [46].
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HexoHTpoaupyeMbiii caxapHbIii 11adeT MOXET yCYyIyOUTh
MMEIOIIYIOCS KIIMHUYECKYIO KapTUHY BCJICACTBHE pa3BU-
TUs 1MabeTUYEeCKOU MOJIUMHENAPOINaTuM, KOTopasli B CBOIO
ouepenb NPUBOIUT K YCUJIEHUIO HEYCTOMYMBOCTU IpU
XOIb0e M YYBCTBUTEIHLHBIM HAPYIICHUSM B OUCTAJIbHBIX
oTJeaX KOHEYHOCTel, HeliponaTu4ecKomMy 0oaeBOMY
cuHapoMy [69]. [unepnapatupeos MoXeT IOTEHLIMPOBATh
MMeIOIYyIocs Yy nanueHToB ¢ M/I1 yroMisieMoCTb U Mbl-
LIEYHYI0 cIa00CTh. [MMoroHagu3M IPOSIBIISIETCSI IPEK-
TUWIBbHOM TNCPYHKUIMENH, HU3KMM YPOBHEM TECTOCTEPOHA
U aTpodureii IMIeK y My>KIMH, Y XKSHIITMH — HapyIIeHUEM
MEHCTPYaJIbHOTO LIMKJIa, MPUBBIYHBIM HEBbIHALLIIBAHUEM
0epeMEHHOCTH, paHHUM KauMakcoM [62]. [Tporpeccupy-
1o1ast aTpoUsI STMUYEK SIBJISIETCST XapaKTePHBIM ITPU3HAKOM
60oJs1e3Hu 1 BcTpedaeTcs B 80 % ciyuaes. [iicromornyeckue
M3MEHEHUS BKITIOYAIOT T’MaJIMHU3aLNIo, aTpoduto, hudpos
CEMEHHBIX KaHAJIBIIEB ¥ CHIDKCHIE KOJIMIECTBA CIIepMa-
T030MI0B. OJIUTOCTIEPMUSI U 2300CIIEPMUSI BBISIBJISTIOTCS Y
73 % nauuentoB ¢ M1 [34].

Onkosiornyeckue 3adoynepanusd. Y namyeHTos ¢ M1
BBILIE PUCK pa3BUTUS 0a3aIbHOKJIETOYHOM KapLIMHOMBI U
MeJIaHOMBI, 4eM B o011eit rromyssiuyu [40, 68]. ITo pesynb-
TaTaM KPYIHBIX SMUIACMHUOJIOTHYECKUX MCCASIOBAHUIMA,
MJI1 saBnsieTcs1 mepBoit 00JIe3HbIO 3KCIIAHCUM, ITIPU KOTO-
poli moKa3zaHa MpPeapacIiooXeHHOCTh K Pa3BUTHIO paKa
[1]. Hanbonee yacTto cooOl1iaeTcsi 0 pa3BUTUMM paka -
TOBUIHON XeJe3bl, OPraHOB PEIPOAYKTUBHOMN CUCTEMBI
(sIM4YeK, mpeacTaTeIbHOM XKeJIe3bl M SHIOMETPHST) M KOJIO-
peKTaIbHOTO paka [29].

Takum obpazom, 111 Kimaccudeckoit hopmbr M/ 1 B paB-
HOI CTETICH! XapaKTePHO HATMIKE KaK MBIIIICYHBIX CUMIITO-
MOB, TaK 1 BOBJICUCHUSI MHOTMX OPTaHOB U CICTEM.~

4. ®opma M1 ¢ no3gaum aediorom. JlanHas dopma
nebrotupyet mociie 40 J1eT M XapaKTepu3yeTcsl TOBOJILHO
MSTKAM (DeHOTUTIOM 1 OJIaTOIPUSATHBIM ITporHo3oM. He-
PENKO eMMHCTBEHHBIM CUMIITOMOM OOJIE3HN MOXET OBITh
paHHSS KaTapaKTa WIX (DPOHTAJIbHAS aJIOIIeIs IIPU OT-
CYTCTBUM KaKUX-JINOO MBIIIEYHBIX CHUMITTOMOB. B ciryuae,
©CJIM MBIIIIeYHast C1ab0CTh M MIOTOHUS pa3BUBAIOTCSI, OHU
HEe IPUBOIAT K TSDKEION WHBAIMAW3AINN IallMEHTOB
M 9aCTO OCTAIOTCSI He3aMeUeHHBIMU. [1pomosKUTeIbBHOCTD
xu3HU 1ipyu MJ11 ¢ mo3gHuM ae010TOM OOBIYHO HE U3Me-
HEHa, B OTJIMYXE OT ITALIMEHTOB C BPOXICHHOM, IETCKOM
u B3pocnoit popmamMu MJI1, 4bsT TPOAOIKUTEIBHOCTD
Ku3HM cocTaBiseT 45—60 ner [26]. OnHakKO HEOOXOIUMO
ITOMHHUTB O BO3MOXXHOCTH Pa3BUTHSI HAPYILICHUS CEPACYHOMN
IIPOBOIMMOCTH JIaKe ITPU MATKOM (hopMe 3a00JIeBaHUS.

06cyxxaeHune

Hecmotpst Ha To, yTo M1 1 sIB/ISIETCSI OMHOM U3 CAMBIX
pacIpocTpaHeHHBIX HEPBHO-MBIIIEYHBIX 00JIe3HEH cpenu
00111eli MOIMYJISILMK B MUPE, CYLLIECTBYET IIpodJieMa ee HU3-
KOW BBISIBJISIEMOCTH, OCOOEHHO cpeau aeteid. JlaHHast mpo-
0J1eMa OTYaCTU O0YCJIORJIEHA T'eTePOreHHOCThIO KIIMHUYECKOM
CHMIITOMATUKU, MYJIBTUCUCTEMHOCTBIO 1 OCOOCHHOCTSIMU

ne6iota M/11 mpu pasHbix hopmax. Huzkast BEISIBIISIEMOCTh
M/I1 cpenu neTcKoro HaceaeHus1 00yC/IOBIeHa OTCYTCTBUEM
B Je010Te 00JIE3HU KJIACCUYECKUX MPOSIBIICHUM, TIPUCYILIIX
B3pocioit ¢popme. Takue neTn HAOMIOJAIOTCS C 3aAePXKKOM
TICUXOPEYECBOTO PAa3BUTHSI, PACCTPOMNCTBAMU ayTUCTUIECKO-
ro CIEeKTpa U APYTMMHU MOBEAEHYECKUMU HAPYLIEHUSIMU
y HETCKUX TICUXMATPOB. TpynHocTH nuarHocTuku M1
y IMAIIMEHTOB 1-T0 roga XXU3HU MOTYT OBITh CBS3aHBI C He-
crienuPUIeCKUM CUMIITOMOKOMITIIEKCOM «BSUIOTO peOeH-
Ka», KOTOpbI HaOII0maeTCsl MpU OOJIbIIOM KOJIUYECTBE
Ipyrux Hozonoruil. Takxke BoJIHOOOpa3Hoe TeueHue 00-
JIE3HM C MEPBBIM ITUKOM Ac0r0Ta Ha 1-M Mecslle XU3HU
C TIOCTICMYIOIINM HACTYIUICHUEM BPeMEHHO cTabmim3a-
LIMKA COCTOSTHUSI TTIPUBOAMT K 33JI€PXKKE YCTAHOBJICHUS AU -
arHosa. ¥ gereii ¢ BpoxXIeHHOM (popMoii 001e3HU UMEIOT-
Csl BBIIICONIMCAHHBIE (DEHOTUITMYECKIE OCOOCHHOCTH,
MpY HAIMYMKY KOTopbix M/I1 OyzeT nepBbiM 3a001€BAHUEM
B criicKe quddepeHINaIbHOIO TMarHo3a «BsUIOro pedeH-
Ka»; 11t M/11 KJTloueBbIM 4acTo SIBJSIETCSI OCMOTP MaTepu
pebeHka. Takske Tpu Kilaccuueckoit (popme y ImaireHTOB
Pa3BUBAIOTCS IIPEUMYIIICCTBEHHO MTUCTAIBHBIN ITepude-
pUYECKUI TeTparape3 U cJIaboCTh crudaTesiei 11eu, a IIpu
nebroTe 00J1e3HU B IETCKOM BO3pacTe MblllieuHasi CJIaboCTh
MOXKET OTCYTCTBOBATb WJIM OBITh BHIPAXKCHHOW HE3HAYM-
TeJIbHO. MUOTOHUS, BCTpeYarolasics y peooJiagatoliero
OOJILIIIMHCTBA MALIMEHTOB ¢ KJIACCMYECKOi (DOpMOI O0JIe3HM,
y IeTel, KakK IpaBUjIo, OTCYTCTBYET IpUMeEpHO 10 10-1eTHe-
ro Bo3pacrta. Karapakra, sSIBIISTIOIIAsiCSI CAaMBbIM YaCTBIM CO-
MaTHUIECKIM CUMITTOMOM Y B3POCIIBIX TTALIEHTOB, IIPH IET-
cKux (hopMax 00JIE3HU BCTPEUACTCSI PEIKO.

3aTparuBasi TeMy TeHETUICCKOM TUAarHOCTUKH, HE00-
XOIMMO OTMETUTb, YTO Tpeobanaroliee 00JbILIMHCTBO
nabopatopuii B Poccuu Mcnosib3yloT TpeXIpaiMepHYIo
IMOJIMMEPA3HYIO LIEITHYIO PEaKIINIo, C IOMOIIBIO KOTOPO
MOXKHO TOATBEPAUTE NHMarHo3. Mcmoibp3oBaHne KOJIMIe-
CTBEHHOr0 MeToja OJOT-TMOpUAN3alUU MO3BOJISIET TO-
cuynTaTh ToyHOe KonmmdectBo CTG-TTOBTOPOB, UTO SIBIISI-
eTCsl aKTyaJIbHbIM JJIsI 00Jie3Hel dKCIaHCUU. XOPOIIo
M3BECTHO, YTO IS TAKKX 00JIe3HEH XapakTepeH (heHOMEeH
a"HTuumMnanuy. 3Hasg TouHoe KonmdecTBo CTG-oBTOpPOB,
MOXHO TIPeAIIOI0XKUTh MPUMEPHBIN Bo3pacT nedrora M1 1
U OLEHUTh MPOrHo3. XOTs1 OOJbIIMHCTBO IyOIUKaLUA
YKa3bIBaIOT Ha ITOJOXUTEIbHYIO KOPPEISIIINIO MEXITY KO-
ymuectBoM CTG-IOBTOPOB M TSKECThIO TeUeHMSI OOJIE3HU,
B HEKOTOPHIX OTIEIbHBIX CIIy4asiX BBISIBJICHO HECOOTBET-
CTBHME JaHHOU 3aKoHOMepHOCTU. C MPOTHOCTUYECKOI
TOYKHU 3PEHUS U IIJIST BBISIBJICHMSI BO3MOXKHBIX, OITMCAHHBIX
paHee B Pa3HBIX MCCIICIOBAHMSIX HECOOTBETCTBUIM BaxKHO
omnpeneneHne TouHoro Konmmdyectsa CTG-TTOBTOPOB y TT0-
OYJISILUKM POCCUMCKMX MaLeHToB ¢ M/J11.

Oco0oe colMaabHOE 3HAYCHUE NMEET CO3MaHNe U IO/ -
nepxaHue peructpa nauueHTon ¢ MJ11, a Takxke oO0beau-
HEHME NAIMEHTOB 1 UX CeMel B ITAIIMEHTCKIE COOOIIIECTBA.
CoszgaHne MogoOHBIX OpTaHM3alNii ITO3BOIUT 00ECIICYNUTD
KOMMYHHUKAIIAIO MEXIY CEMbSIMU, TIOBBICUTH OCBEIOMIICH-
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HOCTb O TeUeHUHU 00J1e3H1, BOZMOXKHbBIX OCJIOXKHEeHUsIX M/11
M criocobax MX MpeaoTBpalleHusl KaK y MalMeHTOB, Tak
U 'y MEIULIMHCKUX COOOIIECTB, a TAKXKE YIyYLIUTb KAYeCTBO
OKa3bIBAEMOM MEIUIIMHCKOM ITOMOIH U TIOBBICUTD KAYECTBO
xu3Hu naureHToB ¢ MJI1. Ceityac B MMpe HECKOIBKUMU
BeIyLLIMMU JIA0OpaTOpUsSIMU BeeTcsl pa3paboTKa IaToreHe-
TUYECKOM Teparnuny, BKITIIoYaromiei 3 moaxoaa: co3naHue Ma-
JIBIX MOJIEKYJ, CO3IaHUE TIPENapaToB Ha OCHOBE AaHTUCMbI-
CJIOBBIX OJIMTOHYKJIEOTUMAOB W 3aMECTUTEJbHYIO T€HHYIO
Tepanuio; yacTth rpernapartos rpoxoadat 11 u 111 da3y knmHn-
YECKUX UCTIbITAaHUIA. B CBSI3U € 3TUM 0XKMIAI0TCSI 3HAYUTEb-
Hble MI3BMEHEeHUs1 B moaxonax K tepanuu M1 yxe yepe3
HECKOJIbKO JIET.
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B nocnepHue HeckonbKo NeT pe3ynbraTbl IKCNEPUMEHTaNbHBIX U KTMHUYECKUX UCCNe[0BAHMI NOKa3anu, 4To BOCnaneHue
MOXeT ObITb KaK CNIe[CTBUEM, TaK U MPUYMUHOI 3nunencun. OTAIMYNUTENbHBIMU OCOOEHHOCTAMU ME3EHXUMAJIbHBIX CTBONOBbIX
knetok (MCK) sBnsioTca ux MMMyHOMOAYNMpYlOWMe U NPOTUBOBOCNANUTENbHbIE CBOICTBA, YTO CBUAETENLCTBYET O Nnep-
cnekTuBax ucnonb3osaHus MCK B obnactv neueHus anunencuu.

B cTatbe npeacTaBneH 0630p AuTEPaTYphl N0 JOKNMHUYECKOMY U KIMHWUYeCKOMY npuMeHeHuio MCK B neyeHum anunencuy,
U3NI0XKEH MexaHu3M neyebHoro aeicTBus MCK npu paHHom 3a6oneBaHuu. ABTOpbI CA€NANU AKLUEHT Ha aHann3e BCeX
MMEILWMXCA B IuTepaType KnuHudeckux cnyvyaes npumeHeHus MCK B neyeHuu anunencuu, a Takxe Ha 3P PeKTUBHOCTU
U HexenatenbHbix 3dhekTax nposeaeHHoi Tepanuu. cnonb3osarue MCK feiicTBuTenbHO 061aaaeT 3HAYUTENbHBIM (-
(heKTOM B YMEHbLIEHUN KONMYECTBA NPUCTYMNOB, MONOXMUTENbHO BAUAET Ha NCUXUYECKUe GYHKLMK, OAHAKO B HacTosLee
BpeMs AaHHbI METOA Tepanun He0CTaTOYHO FOTOB K WMPOKOMY KTMHUYECKOMY NPUMEHEHUIO B CBA3M C KOPOTKUM NEPUOSOM
Hab/IlOAEHNA 33 NALMEHTaMK B NPOBEAEHHBIX KTMHUYECKUX UCMBITAaHUAX WU NOBbILIEHHBIMU PUCKAMU Pa3BUTUS UMMYHONO-
TUYECKNX U OHKONOTUYECKNX OCNIOXHEHMIA Y NaLMEHTOB.

KnioueBble cnoBa: Me3eHXMMaNnbHblE CTBOJIOBLIE KIETKM, INUNENCHUSA, CbapMaKOpe3l/ICTEHTHOCTb, KNUHNYeCKne uccne-
[OBaHUA
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Treatment of epilepsy with mesenchymal stem cells: literature review
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In the past few years, results from experimental and clinical studies have shown that inflammation can be both a con-
sequence and a cause of epilepsy. Distinctive features of mesenchymal stem cells (MSCs) are their immunomodulatory
and anti-inflammatory properties, which indicate promise in the field of epilepsy treatment.

The article presents a review on the preclinical and clinical use of MSCs in the treatment of epilepsy, and outlines the mechanism
of MSCs therapeutic action of in this disease. The authors focused on the analysis of all available in the literature clinical
cases of MSCs use in the treatment of epilepsy, as well as the effectiveness and undesirable effects of therapy. The use of MSCs
indeed has a significant effect in reducing the number of seizures and has a positive effect on mental functions, however,
at present, this method of therapy is not ready for widespread clinical use due to the short period of observation in clinical
trials and increased risks of developing immunological and oncological complications in patients.
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BBepeHue

Bnmtenicust — 3a00J1eBaHNe TOJIOBHOTO MO3Ta, XapaKTe-
PU3BYIOLIEECS CTOMKOM ITPeAPACIIONOKEHHOCTbIO K BOZHUK-
HOBEHUIO SMWICITHYECKIX ITPUCTYIIOB, KOTOPOE OKA3hIBACT
3HAYUTEIbHOE HEOJIaroImpusITHOE BIIMSHIE Ha COLUAIBHOE,
npodeccrnoHanbHOE, PU3NIECKOe 1 TICUXOJIOTYecKoe OJ1a-
rorony4yue naiueHToB [22]. HecMoTtpst Ha mporpecc, TOCTUT-
HYTBIN B (papMaKOJIOTMY aHTURITICITUIECKIX TIPEeTIapaToB
(ABI1), 30 % GOJIbHBIX SMWIETICKEI OCTAIOTCS PE3UCTEHTHbI-
MM K papMaKoTepanuy U CTPAIaloT OT YaCThIX IIPUCTYIIOB,
CHITXAIOIINX KAYeCTBO MX KM3HM 1 HEPEIKO COMPSLKEHHBIX
C PYCKOM BHe3arHoi cMepti. ADIT He BIMSIIOT Ha MeEXaHU3-
MBI SIMIENITOTeHe3a, 00eCIIeYBasi B OCHOBHOM TOJIBKO CHIMII-
TOMaTUYeCKoe JiedeHre. MeXaH13M JeHCTBUS U3BECTHBIX
ABI nipenMy11IeCTBEHHO CBSI3aH CO CHIDKEHMEM BO30YIMMO-
CTU HEMPOHOB ITyTeM JIN0OO MHIMOMPOBAHNSI MOHHBIX KAHAJIOB
HATpus, JTNOO YCWICHUST aKTUBHOCTHU PELICTITOPOB raMma-
aMMHOMACJISTHOM KUCIOTHL. [t (hapMaKope3MCTEeHTHBIX
MMALIMEHTOB IIPOIOJIKAIOTCS IIOMCKY AJIBTEPHATUBHBIX METO-
IIOB JiedyeHMST. Hapsimy ¢ XupypriuaecKuMy MeTOIaMU, CTUMY -
JISILIME OJTy>KIatoI1ero HepBa, IITyOOKOM CTUMYJISILIMEN MO3-
ra, IpMeHEHNEeM KeTOTeHHOI TUEThI B HACTOSIIIEE BPEeMsI
paccMaTpuBaeTcs JIeYeHHe Ha OCHOBE KJICTOUHOM TepaITvH,
KOTOpPOE HampaBJICHO Ha YMEHbBIIICHUE THOSIN HEIPOHOB,
CHIDKEHME BOCTIAJICHMS, TIOBPEXKIAIOIIETO NEACTBIS OKIC-
JINTEILHBIX TIPOLIECCOB, YACTOTHI M TSDKECTHU SITVIICTITHYC-
CKUX TIPUCTYIOB. Pa3pabaTbiBacMble HOBBIE MOIXOIbI
K JIEUEHUIO CITOCOOHBI 00eCeYnTh HePOIIPOTEKIIHIO, T10-
BBICUTD BEDKMBACMOCTb HEMPOHOB, YMEHBIIIUTD SITWIICIITO-
TeHe3 M B KOHEYHOM UTOTe COXPAHUTH KOTHUTHBHBIE (DYHK-
LIV TIAIIACHTA.

JleyeHue SIIIETICM BO MHOTOM 3aBUCHT OT €€ IIPUYMHBL
M3BecTHO, YTO B MHAMBUIYAIBHYIO IIPEAPACIIONOKCHHOCTD
K 9TOMY 3200JI€BAHMIO BHOCSIT BKJIaJ] KaK TeHeTh4IecKue (hak-
TOPBI, TaK 1 (DAKTOPBI BHEIITHEH CPEIbl; TEM He MEHEe B 00JIb-
IIMHCTBE CIy4acB (hM3UOIIATOIOT S SIIISTITOIeHEe3a 10 CHX
nop HemsBecTHa [33]. B mocenHme HECKOILKO JIeT pe3yiib-
TaThl SKCIEPUMEHTAIBHBIX Y KIIMHUISCKNX MCCIICIOBAHUI
ITOKA3aJI1, YTO BOCITAJICHIE MOXET OBITh KaK CJICICTBHEM, TaK
W IpUYIMHOM srmvnericuu [25]. OmmuuTeTbHbIe 0COOEHHOCTU
ME3eHXUMAJIbHBIX CTBOJIOBBIX KiteToK (MCK), B yacTHOCTH
UX MMMYHOMOIYJHPYIOIINE W IIPOTUBOBOCTIAIMTEIbHBIC
CBOICTBA, CBUIETEIBCTBYIOT O TIEPCIICKTUBAX UCIIOIh30BAHMS
STUX KJIETOK B 00JIACTH JICUSHMST SIUIETICUU [24].

Me3eHxuManbHble CTBOJIOBbIE KNETKU

B KayecTBe areHToB anf KNeTOYHOM Tepanuu

anunencuun

Me3seHxuMalbHbIe CTBOJIOBBIE KISTKU IpeacTaBIsgOT
coboii MYJBTUIIOTEHTHBIC B3POCJIBIE CTBOJIOBBIC KIICTKU

CO CITOCOOHOCTBIO K OOHOBJIEHHIO O€3 yTpaThl HEM3MEHHO-
ro penoTura kKietku nocie aenennss. MCK moryt nudde-
PEHILIMPOBAThCS B Pa3IMYHbBIC BAPMAHTHI ME3eHXUMAIbHOMN
TKaHU, BKJIIOYAsI XOHAPOIIUTBI, OCTEO0IACTHI ¥ ATUTIOLINTHI
[37]. Kak ipy (pM3MOJIOrMYECKUX YCTIOBUSX, TaK U B DKC-
nepumenTe MCK takxke moryr muddepeHInpoBaThCcs
B HelipoHsl [36]. MCK MOXXHO 0OHApyKMUTh IIOYTH BO BCEX
TKaHSIX, HO Han0oJjiee U3BECTHBIM X NCTOYHUKOM SIBJISI-
€TCSI KOCTHBIM MO3r; a B MOCJeAHUE TOAbl MyIOBUHA
U TIIAlleHTa TaKKe OBLINM IPU3HAHBI UX ITOJTHOLICHHBIMU
UCTOYHMKaAMM [3].

Me3zeHXrMaIIbHBIE CTBOJIOBBIE KJIICTKH CUATAIOTCS ITep-
CIIEKTUBHBIMU TePANIeBTUUCCKMMU WHCTPYMEHTAMU IS
pereHepaTUBHON MEIUIIMHEI B CBSI3H C MX CTIOCOOHOCTHIO
K camoo6HoBneHuio [30, 31]. UccnemoBaHus in vitro 1o-
Kas3ajiy, 9YTo, TIOMUMO MX CITOCOOHOCTH AuddepeHIInpo-
BaThCs B OTAENbHBIE TUTTBI KJ1eTOK, MCK TakxKe CrtocOOHBI
OKa3bIBaTh JieueOHBII 2(P(PEKT 3a cUeT YaydIIeHUs COCTO-
STHUST KJIETOK ITOCPEACTBOM BBICBOOOXKICHUS IIPOTUBOBO-
CMAJINTENIbHBIX Y TporIecKuX (haKTOPOB, KOTOPHIE MOTYT
BOCCTaHABJIMBATh HEOOXOIUMYIO (PU3MOJIOTUIECKYIO Cpe-
ny. MCK Takke UrpaioT MOIYJIMPYIOIIYIO POJIb B TIPOTH-
BOBOCTIAJIUTEIIBHOM M UMMYHHOM OTBeTe. OCHOBBIBAsICh
Ha 9THX CBOMCTBAX, UX UCIIOJb3YIOT B KAYECTBE TepaIeB-
TUYECKMX areHTOB IIPHU PA3INYHBIX KIMHUIECKUX COCTO-
STHUSIX, BKJTIOYAsT BOCITAJIUTEIbHBIC ¥ ayTOMMMYHHBIC 3a-
GosieBanwms [16, 28].

MexaHu3M feilcTBMA Me3eHXUMabHbIX

CTBOJIOBbIX KNETOK NP 3Nuaencuu

B uccnenoBaHusIX in vitro ObLIO BBISIBIIEHO, YTO CIIOCO0-
Hocth MCK cHIXXaTh SNIenToreHe3 YaCTUIHO COIPSTKe-
Ha C MX CIIOCOOHOCTHIO 3alIMIIATh HEIMPOHbI OT SKCAUTO-
TOKCHMYHOCTH IyTamara. [1o Bceit BUmMMOCTH, 3Ta 3aIlnuTa
MOXET OBbITh CBSI3aHa CO CHUXKEHHOM SKCIIpeccueid peler-
topa N-metmwi-D-aciaprara (NMDA) n uHIynmpoBaHHOM
[JIyTaMaToOM peakIueil KaablIueBbIX KaHaioB [39].

B skcniepumenTax L. Wang u coaBr. (2021) mokasaHo,
yro MCK HauMHaIOT CeKpeTUPOBATh HEMPOTpOPIeCKMit
¢axTOop roJIOBHOrO M03ra, HeiipoTpoduHbI 3 1 4 mocie
muddepeHIMPOBKU HelipoHOB. VX TpaHcIIaHTaLus B
TUITIOKAMIT KaMHATHBIX STTJICIITUIeCKIX MOJIEIC KPBIC
MIPUBOIMJIA K TTOBBIIIICHUIO YPOBHS aHTHUATIOIITOTUICCKIX
LIMTOIIa3MaTUYECKUX OEJIKOB ceMelicTBa B-kieTouHoit
JIMM(POMBI 2 ¥ CHIKEHUIO YPOBHS MPOATIONTOTUYECKOTO
oenka BAX B runmoxamire. Takke oTMeYaInCh ITOaBIIe-
HHUE SMUJICNTUYECKON aKTUBHOCTUA M BOCCTAHOBJICHHE
CIocoOHOCTH K 00yueHuio [40].

ITpu nospexaenun tkaHeit MCK MoryT akTuBupoO-
BaThCSI BOCTIAJIUTEIBHBIMU IIUTOKMHAMU, KOHTPOJIMPOBAThH
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pereHepaTUBHBIN IIPOIECC, BEICBOOOXKIASA MHOXECTBO
(dakTOpOB, UHTUOUPYIOLIUX BOCHAJMUTEIbHbBIE peaKIIUU
[41], Takux kak uaTepieiikuH 10, ¢pakTopsl pocTta (PP),
Bkmoyass ®OP 1, mosrydeHHBINH M3 CTPOMAaIbHBIX KJIETOK,
stnnepmanbHbiii @P, ®P kepatnHonuros, ®P pubdpo-
01acTOB, COCYIUCTHIN SHAOTeInANBHBIN @P, ®P TpoM60-
uuToB, ®P rematouuToB, TpaHchopmupywomuit OP
n uHcynmHononooHblii AP 1 [32]. U3BecTHO, 4TO OOJMBIIAs
yacTh BBOIMMBIX Itepudepndecku MCK mocturaet Takmx
OpraHoOB, KaK cejie3¢HKa, TUM(baTUIECKHE Y3IIb, JICTKHE,
IeYeHb, W 3aIEePKUBACTCS B HUX, UTO JeJIaeT CKOPOCTh
npwxkupieHnss MCK noBoiasHo Hu3koi [9]. HemaBaue
nccienoBaHus mokasanu, yto MCK crmocoOHBI BEICBOOO-
XKIAaTh 3K30COMBI M1 MUKPOBE3HMKYJIBI, KOTOPBIE MOTYT
MMETh OMOJIOTMYECKIE CBOMCTBA, CXOMHBIC C TAKOBBIMU
nenbHbIX MCK. D10 03HavaeT, 4To TomoOHbIe BHEKJIETOU-
HBIE€ Be3UKYJIbI, BbineaeHHbIe 13 MCK, MOTYT HCITOIB30-
BaTbCsl B KA4eCTBE aJIbTCPHATHBHOTO JIeYeHUs ¢ OoJjiece
BBICOKMM TpodmieM GesomacHocty [26]. MCK Moryr
00J1agaTh UMMYHOMOIYJIUPYIOIIM IeHCTBUEM B IIPOTH-
BOITOJIOKHBIX HAIIPaBJICHUSIX B 3aBUCUMOCTH OT BBIPaXKCH-
HOCTH CUTHAJIOB, UCXOISIIMX OT OKpYyxKatomeii cpeasl. MCK
CIIOCOOCTBYIOT BOCITAJICHMIO, KOIlla MMMYHHAsI CUCTeMa
HEIOCTaTOYHO aKTHBHA, ¥ TIONABJISIIOT €r0, KOTria IMMYyHHAst
cUCTeMa Ype3MepHO akTiBUpoBaHa [15]. Ha paHHux cragu-
sx BocriaieHust MCK BocITprHMMAIOT IMPOBOCHATTATEIbHBIS
CHTHAJIBI Yepe3 pelieTOphl MHTepIIciiKiHa 1, mHTepdepoHa,
Tomn-mogoOGHbIe pELIENTTOPHI Y PELIEITTOPHI (PAKTOpa HEKPO3a
OITyXOJI1, ycuuBasl BocraneHue [27]. Ha Goee mo3mHux
CTANIMSIX BEICOKHE YPOBHU 3THX XK€ IIPOBOCIIATATETBHBIX (DaK-
TOPOB, TAKUX KaK MHTepsIeiKuH 1, nHTepdepoH u Tomi-mo-
IOOHBIE penenTophl, cTuMyInpyior MCK K yMeHBIIEHUIO
BOCHAJICHUS M TIPEIOTBPAIIICHUIO ayTOMMMYHHBIX PEeaKIINit
[15, 20]. Bonee Toro, 6n110 TTOKa3aHo, yto MCK obecrieun-
BalOT IMMYHOCYIIPECCUBHYIO aKTUBHOCTb 71 Vifro B OTHOILIE-
HUM aKTUBMPOBaHHBIX B-kireToxk [4, 18].

H3BectHO, uTo MCK MOTyT MpOHUKATH Yepe3 TeMaTo-
sHIIeDATMICCKIT 6apbep, MUTPUPOBATh B IIOBPEXKICHHYIO
obsacts. Hanpumep, nocie BHYyTpUBEHHOI'O BBEASHMUS
MCK MUTpUPYIOT B TUIIOKAMIT 3KCIIEPUMEHTATbHBIX
JKMBOTHBIX C TTUAJIETICUE] 1 OKA3bIBAIOT JIeYeOHbIN 3P deKT
[1]. CnenoBarenbHo, MCK MOTyT mo-pa3HOMY HOJABISTh
BOCTIAJIMTEJIBHBIE TTPOIIECCH 32 CUET YCUJICHMS IIPOTHUBO-
BOCHIAJIMTEIBHBIX (DAKTOPOB WJIM ITOAABJICHMS IIPOBOCITA-
JuTenabHbIX pakTopoB. KpoMe Toro, MCK mMoryT Takxke
IMOJABJIATh UMMYHHBIE PEaKIIUM ITOCPEICTBOM IIPSIMOTO
KOHTAKTa C KJIETKaMMU.

lpuMeHeHUe Me3eHXMMaNbHbIX CTBOJIOBbIX

KNeTOK B 3KCMepUMEHTaNbHbIX UCCNeA0BaAHUAX

Ha }XUBOTHbIX

Hznavansno MCK uccienoBanu mpu Teparuy 3111-
JIETICUM C 1IeJIbI0 BOCCTAHOBJICHUS W/WJIN pereHepain
MOBPEXIEHHbIX TKaHel Mo3ra. Tak, ObLIO IIPOBEASHO He-
CKOJIBKO 3KCIIEPHMMEHTAIBHBIX MCCIJICIOBAHUI 1T OLICHKH

cnnocooHoct MCK cHIKaTh (popMUpoBaHUe SMTUIETITO-
reHe3a — IIpoliecca, IIpu KOTOPOM HepoHaJIbHas CeTh
Mo3ra (PyHKIIMOHAJILHO U3MEHSICTCS 32 CUET ITOBBIIIICHHOMN
MIPEAPACIIONOXEHHOCTH K SMWICHTUICCKUM IIPUCTYIIaM,
YTO IIOBBIIIAET BEPOSITHOCTh BOSHUKHOBEHUSI TTOCTIEHY-
IOIIMX ITOBTOPHBIX CIIOHTAHHBIX IIPUCTYTIOB [23].

B 6onbimHCTBe citydaeB pedpakTepHas K (papmMakoTe-
pary BUCOYHAS SIIICTICUS CBSI3aHa CO CKIIEPO30M THUII-
ITOKaMITa, abeppaHTHBIM IIPOPACTAHNEM MILCTHIX BOJIOKOH
1 yTparoii HeitpoHoB. B psine uccnemoBanuit MCK ncnons-
30BaJIN [UTS JICUCHMST BUCOUYHOM SMUJICTICUM HA Pa3TIMIHbIX
SIUJIETITUYECKUX MOJESIX JKUBOTHBIX [10].

B skcniepumente S. Fukumura u coaBt. (2018) 66110
IMOKa3aHo, 4YTo BHyTpHBeHHOE BBeneHe M CK B muTneBoit
U MWJIOKAPIIMHOBOU KPBICUHOM MOJEJISIX BUCOYHOU IITH-
JICTICUY COXpaHsSIeT KOTHUTHUBHBIC (DYHKIINH, BV Ha
SIWIETITOTeHE3 Yepe3 YMEHBIIICHIE KOJIMIeCTBa abeppaHT-
HBIX MIIMCTHIX BOJIOKOH TUIITIIOKAMITA 1 UTHTUOUPYSI TUOETTH
HeiipoHos [10]. B apyrom skcneprmMeHTe BHyTPUBEHHOE
BBEICHNE CTPOMAJIPHBIX KJIETOK KOCTHOTO MO3Ta KphIcaM
C NWIOKAPIIMHOBOM WIN JUTUM-TIMJIOKAPIMHOBOM MOJIE-
JISIMU BUCOYHOM SMMJIETICUY COKPAIIATIO KOJIMIECTBO IIPH-
crynos [38]. MuTparunmokamnanbabie MHbeKIMU MCK
M3 IIYIIOBUHBI YeJIOBEKAa TaKXe YMEHBIIAIW JacTOTy
1 MPOIOJIKUTEIBHOCTh CIIOHTAHHBIX PEIUANBUPYIOLINX
MIPUCTYIIOB B MUJIOKAPITUHOBOU MOJIEJIN KPBIC C BUCOYHOU
SIWIETICUEH 3a CYeT YMEHBIIICHHS IIPOPACTAHMS MIICTHIX
BOJIOKOH, YMEHbIIEHHUS THOeJIM HEUPOHOB U UHTEPHEUPO-
HOB M PEIyKLMHU BOCITAJICHUS TOJIOBHOTO MO3Ta, BhI3BAH-
HOTO 3MUJIEITUYECKM cTatycoM [13]. B muiokapnmHoBoit
MOIEIN BUCOYHOM SMUJICIICUU Y KPBIC B UCCICIOBAaHNHI
K. Huicong u coasr. (2013) BBenerne MCK B mipaBbIii TUII-
TTOKAMIT IIPUBOIWIIO K CHIKEHMIO MHIIEKCA SIMICTITUDOPM-
HOM aKTMBHOCTH, PEAyLIIPOBAHUIO aMILIUTYIBI U YaCTOTHI
IMMK-BOJIH Ha 3JIeKTpo3HIIedarorpamme (B3I) [14].

B xone nccnenoBanmii M CK BBoOMII HECKOTBKIM KM~
BOTHBIM MOJIEJISIM SIIJICTICUH JINOO BHYTPUBEHHO, JINOO He-
ITOCPEICTBEHHO B TUIMIIOKAMII. B 1iesioM pe3yasraTsl ObLIN
COTIOCTaBUMBI, OMHAKO B HEKOTOPBIX UCCIICIOBAHMSIX O0HA-
pyxeHo, uto MCK o6amaroT IydimM JedeOHbIM 3P dhekTom
TP HETTOCPEICTBEHHOM BBEIEHMM B TOJIOBHOM MO3T [29].

B mpyrom nccnenoBanmy, mposeneHHOM Q. Long 1 coaBT.
(2017), mHTpaHa3aIbHO BBOAMJIM BHEKJIETOUHBIC BE3UKYJIbI,
nonydgeHHble 13 MCK, 4To Takke yMEHbBIIAIO MHIYLIMPO-
BaHHOE ITPY SIMIICTITUYECKOM CTaTyce BOCITAJICHHE, KOTHH-
TUBHYIO TUC(PYHKIUIO W abeppaHTHBIN SIIMICIITOTCHE3
B IMJIOKAPITMHOBOM MBIIIMHOM MOIE Srtericun [19].

lpuMmeHeHMe Me3e@HXMMaNbHbIX CTBOJIOBbIX

KN1eTOK B KNUHUYECKUX UCCNef0BaHUAX Y

NayueHToB C Anujencuen

Psin 3apervcTprpoBaHHBIX KIIMHUIYECKUX UCCIIEIOBA-
HUA, MPOBENEHHBIX B BLIOOPKE MALIMEHTOB C SMUJIETICUEN,
TaKXKe TIOATBEPKAAIOT TeparneBTU4YecKuit 3PeKT TpaHC-
wia"Tanu MCK mmpu a3ToM 3a60eBaHNH (CM. TaOJIMILY).
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Experience of stem cell transplantation in epilepsy patients (literature data)

Cell type

Author, year, study
design

Number
of patients,
form of epilepsy,
type of seizures

E Hlebokazov et al.

(2017); AyTonorny-
PAHJIOMH3HPOBAHHOE =\
OTKPBITOE KOHTPOMM- =0 10 B3pocIIbIX

pPyeEMOE MUIIOTHOE e — MaLEeHTOB

uccienosanue ¢pazpr I, 1o ous bone 10 adult patients
F. Hlebokazov et al. -

(2017); phase I randomi-

zed open-label controlled MSEs
pilot study
Krnerku 4 pebeHKa;
CD271+ dapmakope3n-
O. Milczarek et al. KOCTHOTO CTEHTHAas
(2018), mosrau MCK  smunencus,
HEPpaHAOMU3NPOBAH- KOCTHOIO ¢okaabHbIC
HOE OTKPBITOE Mo3ra (B ¥ TeHEpaJIN30-
MUJIOTHOE MCCIeN0- KOMOMHAITIN BaHHbBIE
BaHUE c ABII) TIPUCTYTIBL
O. Milczarek et al. Bone marrow- 4 children;

(2018); non-randomized derived CD271+  drug-resistant

open-label pilot study cellsand MSCs  epilepsy; focal
(in combination  and generalized
with AED) seizures
1 matueHT —
4-neTHUIA
H. Dong et al. (2018); Amgglzm’le MajbuMK € IeT-
OMucaHue KIMHNYEe- CKUM LIepe-
CKOTO clryJast MyIIOBUHBI OpaIbHBIM
H. Dong et al. (2018); Alyganals TapaTnIoM
case report umbilical cord 1 patient:
MSCs

a 4-year-old boy
with cerebral

palsy

Method of administration and dose

2 UHBEKIIMY B TedeHue 1 nHs (13
HuUx | BHyTpuBeHHad u | uHTpaTe-
KaJbHasi Ha YPOBHE MOSICHUYHOTO

OT/eJIa MO3BOHOYHKKA), B [leJOM ~YMEHBLICHNE YKCIa

2 UHBEKIINN:
1) 40—101 x 10° kreTok
(B cpemHeM 68,2 + 8,48 x 10°)
BHYTPUBEHHO,
2) 2,7-8,0 x 10° kieTox
(B cpemHeM 6,34 + 0,72 x 10°)
MHTPATCKaJIbHO
2 injections in 1 day (of them,
1 intravenous and 1 intrathecal

injection in the lumbar area); in total,

2 injections:
1) 40—101 x 10° cells
(on average 68.2 & 8.48 x 10°)
in the intravenous injection;
2) 2.7—8.0 x 106 cells (on average

6.34 £ 0.72 x 10%) in the intrathecal

injection

KoM6uHupoBaHHas Tepanusi,
COCTOAIIAS U3 OAHOKPATHEIX
unTpaTekanbHbIX (0,5 x 10%)
1 BHyTpuBeHHBIX (0,38 x 109 —
1,72 x 10%) uabexumit MCK
koctHOrO Mo3ra CD271+

¥ 4 MHTpaTeKAIbHbIX MHBEKIIIA
MCK kocrtroro mo3ra (18,5 x 109 —

40 x 10°) xaxumble 3 Mec
Combination therapy that includes
single intrathecal (0.5 x 10°)

and intravenous (0.38 x 109 — 1.72 x 10%)

injections of bone marrow-derived
CD271+ MSCs and 4 intrathecal
injections of bone marrow-derived
MSCs (18.5 x 10% — 40 x 10°) every
3 months

1-e BBeneHUE —

7,0 x 10® (MHTpaTeKaIbHO);
5,6 x 10% (BHYTPHBEHHO);
2-¢ BBeICHUE —

1,625 x 106 (MHTpaTeKATBHO);
3,6 x 10% (BHYTPHBEHHO);
3-¢ BBeICHUE —

2,05 x 107 (uHTpaTeKaILHO)
15t administration:

7.0 x 106 (intrathecal injection);
5.6 x 10° (intravenous injection);
2nd administration:

1.625 x 10 (intrathecal injection);
3.6 x 10° (intravenous injection);
3d administration:

2.05 x 107 (intrathecal injection)

Therapeutic effect

CIIOHTAHHBIX MIPU-
CTYIIOB, CHUXKEHME
rokasareJyiei
TSKECTHU IMIPUCTYIIOB
U CHVDXKEHUE YPOBHS
TPEBOXHOCTUA
TIO CPABHEHUIO C KOH-
TPOJILHOM TPYIIION
Reduced frequency
of spontaneous
seizures, less severe
seizures, reduced
anxiety compared
to the control group

‘YMeHblIlIeHUE
KoJInyecTtBa
TIPUCTYTIOB GoJiee
yeM Ha 50 %,
TTIOJIOKUTEJIbHAsA
IWHAMUKa Ha
3JIEKTPO3HIIE(haIO-
rpamMme
More than 50 %
reduction in seizure
frequency, positive
dynamics on the
electroencephalogram

TTonoxuTenbHast
JIUHaAMUKa
Ha 3JIeKTpOosHIIeha-
JlorpaMmme, yiryqiie-
HWE MOTOPHBIX U pe-
YeBBIX YHKITUIA
0€e3 BIUSHUS
Ha UHTEJIJIEKT
Positive dynamics
on the electroence-
phalogram, improve-
ment of motor fun-
ctions and speech
with no impact
on intellectual
development

Follow-up
duration,
side effects

1 n3 10 ma-
LMEHTOB
COOOLIMIT
0 JIETKOI
TOJIOBHOM

oou
1 of 10 patients
reported mild
headache

2 rona;
TPaH3UTOP-
Hast heOpriIb-
Has TeMIiepa-
Typa I1ocJie
BBEIICHUSA
MCK
2 years;
transient febrile
temperature
after MSCs
injection

He nabmona-
JIUCh
No follow-up
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form of epilepsy,
type of seizures

Method of administration and dose

1

OkoHuanue mabauybl

Therapeutic effect

End of table

Follow-up
duration,
side effects

I:;ZH;;;?;I?- TTosmHOE mpekpare-
[MYHBIE KIIET- Hue cynopor y 1 ma-
e s
MPOUCXOXIe- AYTOMMMYyHHast e
Hus (mocne  apmakopesu- qeﬁ Habs’g P
JIMTIOCAKLIUN) CTEHTHAas Inerron YMCyHbH.Ie— ‘
E. Szczepanik et al. B KOMOuHa-  OMUIENCHs, e RoioeTR 3 roza;
(2020); uccrenosa- 1w ¢ ADI, (hOKaIIbHBIE I/IHTpaTCKaJIbHOCUBBCI[eHI/IC 4 M1 i TTOOOYHBIE
Hue NCT03676569 cTepoWmamy, ¥ IEHEpaTn30- CTPOMaIIbHOM (pakunu pqe;yga 2 3 heKThI
E. Szczepanik et al. MMMYHOCY- BaHHbIC 3 pasa B 3 mec 0 He HalJToa-
(2020), NCT03676569 peccopamu MIPUCTYITBI Intrathecal aqmlmsyratlo'n of 4 mL Y OCTaJIbHBIX JIUCH
study Adipose-derived 6 children; of stromal fraction 3 times in 3 months TIALMEHTOB 3. years;
regenerative autoimmune Complete seizure relief  no side effects
autologous cells ~ drug-resistant in 1 patient; more thjan
(after liposuc- epilepsy, focal 50 % reducnoq in sei-
tion) in combi- ~ and generalized zure fréquency in 2 pa-
nation with seizures tients; 1;ss Fhan'SO %
AED, steroids reduction in seizure
and i’mmuno-’ frequency m'the rest
SUPpIESSOrsS of the patients
;:Tia; I];Izgggi VMeHbllIeHe
Henuddepen- npie; papmako- KOJIIMIeCTBa
F. Hlebokazov et al. LIMPOBAHHBIE  pe3CTEHTHAS MIPUCTYIIOB OoJiee
: Ly 50%y77 %
(2021); ayronormunbe  smuwtencus,  1,0—1,5 x 10° ki1/kr BHyTpuBenHo oM Ha
pannomusuposaHHoe  MCK koct- (doxanbHbIE (1-51 TpaHCILTAHTALLVST) TMALACHTOB, YJIy4- 1 rox;
KOHTPOJIUPYEMOE HOrOMO3ra  y renepanmso- M 0,1 x 100 ki1/kr unTpatekanpho EHUC SMOUHOHATE  noGoympe
VSISO IS B KOMOWHA-  BaHHbIE PH- (2-51 TpaHCTIIAHTAIINS) HOTO CTaTyCa, YMEHb- 5 eKTHI HE
NCT02497443 iy ¢ ADI CTYIIBL 1.0—1.5 x 100 cells/kg intravenous MNIETE 0 PISIEONIIAL, HabogaIuCh
FE Hlebokazov et al. Autologous bone 34 patients, injection (1% transplantation) Acrnpeccuu 1 year; no side
(2021); randomized marrow-derived  including child- and 0.1 x 10° cells/kg intrathecal More than 50 % reduc- ciitesia

controlled study
NCT02497443

undifferentiated
MSCs in combin-
ation with AED

ren and adults;
drug-resistant
epilepsy; focal
and generalized
seizures

injection (2"4 transplantation)

tion in seizure frequen-
cy in 77 % of patients;
improved emotional
status; reduced anxiety,
depression

Ilpumenanue. APl — anmusnusenmuueckue npenapamoi; MCK — me3eHxumanvHole cmeonosbie KAemKU.

Note. AED — antiepileptic drugs; MSCs — mesenchymal stem cells.

Hampumep, kmuandeckue ucnbitanus ¢assr [/11[11, 12]
nokaszanu, 4yto BBeneHue ADII BMecTe ¢ 1 nau 2 BHyTpu-
BEHHBIMM M MHTpaTeKaabHbIMU BBegeHSIMU MCK Obl10
3((HEKTUBHBIM NP JeYEHUU MALMEHTOB ¢ (hapMaKope-
3UCTEeHTHOM snuiencueil. CoraacHO OIyOJIMKOBaHHBIM
IaHHBIM, coBMecTHOe mpuMeHeHne MCK u neBeTupatie-
Tama IIPUBEJIO K YPEXKEHHUIO IPUCTYIIOB, a TIOBTOPHBIA KypC

BBegeHs MCK criocoOGcTBOBa JaJbHEHUIIEMY YIydllIe-
HUIO COCTOSTHUS nauueHToB [11, 12].

TTepBeiM 3Tanom B xone Teparmiu MCK sBisiioch BHY-
TpUBEeHHOE BBeleHue ayrojorndubeix MCK, mpusBaHHOe
YMEHBILUTb BOCIAJUTEIbHBII IPOLECC Y MAlUEHTOB C
snuenicueii. BHyrpuBenHas nabekunss MCK nokasana
MPOTUBOBOCHAIUTENbHOE IEHCTBUE 3a CYET YMEHBIICHMSI
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YPOBHSI ITPOBOCTIAIMTEIbHBIX IINTOKMHOB, B TO BpeMsI KaK
YPOBEHB ITPOTUBOBOCHAIMTEILHOTO IIMTOKWHA MHTEPJIeii-
kuHa 10 6bU1 TTOBBIIIEH. BTOphIM 3TarioM ObLIO MHTpaTe-
KaJIbHOE BBEICHME ayTOJOIMYHBIX HeHpaTbHO-UHIYIIH-
pPOBaHHBIX WM HeMHaynpoBaHHEIX MCK, uTo 1mokasano
ycuJIeHre npoadepaluy, MUrpauu u auddepeHInpoB-
KU COOCTBEHHBIX HEMPaIbHBIX CTBOJIOBBIX KJICTOK Malll-
enra [11, 12].

Uccnenosatenu BBomvim MCK 34 manmenTtaM c dap-
MaKOPE3MCTEHTHON amuiiernicueil Ha (poHe IpoaoIIKalo-
meiics dapmakorepanum pasanaHbIMU ADII B pamkax
OTKPBITOTO 3apeTUCTPUPOBAHHOIO KIIMHUYECKOTO MCCIIe-
nmoBaHus (assl I/11 NCT02497443. Beenenne MCK mpo-
BOAWIM C UHTEPBAJIOM 6 MeC, U KaXIblil KypC COCTOSLI
13 2 UHBEKLNHI KJIETOK — BHYTpUBeHHOT0 BBegeHnss MCK
C MOCIEOYIONIE MHTPATeKaJIbHOM NHBEKIIUEN B TECUCHUE
1 Hen. B rpynne MCK (n = 34) 61,7 % naLueHTOB OTBe-
TUJIM Ha JieYeHKMe CHIDKEHUEM Yucia MpUCcTynoB Ha 50 %
u 6oJ1ee yepe3 6 Mec (p <0,01 1o CpaBHEHUIO C KOHTPOJIEM),
a gepe3 12 Mec oISt OTBETUBIIIMX Ha JICUCHHUE TTAlIMCHTOB
Bo3pocia 10 76,5 %. Unbekuyn MCK nanpeHTaM Takxke
COITPOBOXIATNCH YMEHBIIICHUEM SIMICHTUMOPMHOI aK-
tuBHOCTH Ha DI [11, 12].

B npyrom mccienoBaHur KOMOMHUPOBAHHAS TepaIUs
CTBOJIOBBIMM KiieTKaMu 1 ADII TakxKe mpuMeHsIach
y neTeit ¢ hapMakope3nCTeHTHOM snuiercueii. BHyTpu-
BEHHOE U MUHTPATEKAJIbHOE BBEACHUE ayTOJIOTUYHBIX SIIPO-
comepxXalux KJIETOK KOCTHOTO MO3ra C IOCICAYIOIINM
4-KpaTHBIM MHTpaTeKaIbHBIM BBeneHneM M CK kaxnpie
3 Mec MPUBOAMIO K YIYYIICHUIO HEBPOJOTHUIECCKOTO
1 KOTHUTHBHOTIO CTAaTyca MAIlIMEHTOB, B TOM YMCJIE K YMEHb-
LIEHWIO KOJIMYECTBA IIPUCTYHOB [21].

B uccnenoBaHMsIx TakKe coO0ILLIaeTCsl 00 MHTPaTeKallb-
HOM BBEICHUU PEeTeHEePAaTUBHBIX KJIETOK KMPOBOTO IIPO-
HMCXOXIEHMS (TeTeporeHHasI ITOITYJISILIMS KJIETOK, BKITIOJast
MYJIBTUIIOTEHTHBIE CTBOJIOBBIE KJIIETKH, (PUOPOOIIACTHI, pe-
ryJsiTopHbIe T-KIIeTKH ¥ Makpodaru) marieHTaM ¢ IMMYH-
HOI pedpakTepHOil amwienicueit (3 paza Kaxmple 3 Mec).
¥ 1 u3 6 nauueHToB ObUIa JOCTUIHYTA IOJIHASI PEMUCCHUS
(ipu KatamHe3se >3 JieT), y 3 U3 6 0TMe4anoCch He3HAYUTEITb-
HOE U KpaTKOBPEMEHHOE CHIKEHUE YaCTOTHI IIPUCTYIIOB,
y 2 u3 6 acdekra He 66110 [35]. BBenenue MCK narieHTbI
nepeHecan 6e3 cepbe3HbIX MTOOOUYHBIX 3(pPekToB. OMHAKO
OTIAJICHHBIN KaTaMHE3 TTAIIMeHTOB HE OTCIIEXKEH.

Kmmnamaeckue nensiranus daser 1/11 0b011 HalleIeHbI
Ha u3ydeHue 0e30macHOCTU U 3(P(HEKTUBHOCTU BHYTPU-
apTepuaIbHOM MHBEKIINY ayTOJIOTUIHBIX MOHOHYKJIeap-
HBIX KJIETOK KOCTHOI'O MO3Ta Yy MallMeHTOB C BUCOYHOM
snuiencuei. MccaegoBaTenu mpoaeMOHCTpUpoBaiy 6e3-
OITACHOCTb, YIYYIICHNE IaMsITH, CHUKEHHUE TeTa-aKTUB-
HOCTHU U CHIKEHME MHJIeKca craifkoB Ha DO [7].

B ximuanuyeckom ciygae H. Dong 1 coaBT. 4-neTHeMy
pebeHKY C IETCKUM LiepeOpalibHbIM IMapaJinioM 1 SIUIEII-

cueit 6e3 Kakux-JIM0o HexXelaTeTbHbIX 3(p(peKToB 3-Kpar-
Ho BBeJu ajutoreHHbie MCK, nojtydyeHHbIe U3 ITyITOBUHBI,
YTO MOJIOKUTEILHO OTpa3muioch Ha KapTuHe DI, a Takoke
MOTOPHBIX M peueBBIX (DYHKIIMAX mainreHTa [8].

He6naronpuatHbie aphekTbl NneyeHus

Me3eHXUMaJibHbIMU CTBOJIOBbIMU KJIETKAMMU

HecMoTtpst Ha 3(h(HeKTUBHOCTD, TTPOJEMOHCTPUPOBAH-
HYIO B psiie KIMIMHUYECKUX UCIIBITAHUIA, METOIbI KJIETOYHOMI
Teparnuy UMEIOT PSIT U3BECTHBIX HEMOCTATKOB 1 ITIOOOYHBIX
a¢ddekToB. ClreayeT OTMETUTD, YTO 3TU METOABI TEPAITUH
SIBJISTFOTCST HEPETYIUPYEMBIMU I HEOOPAaTUMBIMU, a HEKO-
TOpBIC U3 HUX MOTYT IIPUBECTA K MMMYHHOMY OTBETY
1 3JI0Ka4eCTBEHHOI TpaHchopMaruu |5, 6]. Jlo3a KiieTok
1 UX pa3Mep TaKKe SIBIISIIOTCS BasKHBIMU aCIIEKTaMM, KO-
TOpBIC CJIEAYeT YIUTHIBATh, IIOCKOJIBKY BBeIeHHUE Ooliee
BBICOKHUX 103 KJIETOK MJIX 00Jiee KPYITHBIX KJIETOK, TAKMX
kak MCK, MoxXeT BbI3BaTh 3MOOJIMYECKOE TTOpakeHe
TOJIOBHOTO MO3Ta ¥ YMEHBIIIUTH MO3TOBOM KPOBOTOK, UTO
MOKET IMPUBECTU K COOTBETCTBYIOIIEMY Ne(UIUTY (PyHK-
uii [5]. Heo6xoauMbl JOATOCPOUYHBIE UCCAEA0OBAHMS IJIsI
BBISIBJICHUST BO3MOXKHBIX yTPO3 0€30ITaCHOCTH, BKIIIOYAS
NOTEHLUMAIbHBIA PUCK BO3HUKHOBECHMSI OIyXOJIeH U3 Ka-
PUOTUINYECKN aHOMAJBHBIX KJIETOK WIM KJIIETOK, Iepe-
IIPOrpaMMMPOBAHHBIX WUIM PETPECCUPOBABIINX B IIPOLIEC-
Ce Pa3BUTHS IIOCIE TIPOIOJIKUTEILHOIO KYIETUBUPOBAHMS
[2]. HemaBHO BeIsicHMI0Ch, YTo MCK, Haxomsich B MUKPO-
OKPYXEHHHU OITyXOJIM, MOTYT CIIOCOOCTBOBATh €€ POCTY,
METACTa3UPOBAHUIO M TEPAIIEBTUYECCKOM YCTOMYMBOCTH.
Wmmnanrtanus sk3oreHHbIXx MCK mnokassiBaet, uto MCK
00J1a1210T JINOO CTUMYJTUPYIOLIMM, JIMOO MUHTUOUPYIOIIUM
a¢ddexToM Ha pa3BuTHe oryxonu [17]. PesynbraTel uccie-
JIoBaHMIi moka3biBaioT, Y4To MCK, mmosrydeHHBIE 13 KOCT-
HOTO MO3Ta 4YeJ0BeKa, MOTYT OBITh TaKXKe MCTOYHHKOM
MIPOUCXOXIEeHUS capkoMbl FOuHra [34].

3aknyeHue

Taxum o6pazom, mpuMmeHeHrne MCK MoKeT ObITh aJlb-
TePHATUBHBIM U MEPCIIEKTUBHBIM METOIOM JICICHUST IIH-
JICTICUU, YTO IPOJEMOHCTPUPOBAHO B OMYOJMKOBAHHBIX
KJIMHUYECKUX MCcCcenoBaHusIX. TepaneBTudyeckuii 3 dekT
MOXeET OBITh JOCTUTHYT 3a CYET ITPOTUBOBOCIIATUTEILHBIX,
MMMYHOMOIYJIUPYIOIINX U HEUPOITPOTEKTOPHBIX CBOMCTB
MCK. HccnenoBarenn TakKe COCPeIOTOUYEHBI Ha TIOUCKE
aJIeKBaTHBIX ITyTel BBEICHUSI CTBOJIOBBIX KJIETOK, BKITIOYAsT
HETIOCPENCTBEHHOE BBEICHE B TUIIIIOKAMIT JIJISI YMEHBIIIC-
HUS IIOTEPU HEUPOHOB, BBISIBJICHHON B MOAE/SIX HA XKUBOT-
HBIX, @ TAKXKE JJOCTABKY B BUJIe 9K30CoM. OTHAKO 3TOT METO
HEIOCTaTOYHO FOTOB K IIIMPOKOMY KIIMHIIECKOMY HCITONb-
30BaHMIO, YUUTHIBAasI KOPOTKUI TIEPHOI HAOMIOOCHMS 3a
MaleHTaMH B IIPOBEICHHBIX UCITBITAHUSIX 1 BBICOKYIO Be-
POSITHOCTD Pa3BUTHSI TEPATOM, a TAKXKE 3aITyCKa BOZMOXKHBIX
MMMYHOJIOTHYECKIX OCJIOXKHEHUH Y TTAlIMeHTOB.
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B Hacrosiee BpeMst cpey y4eHbIX M PAKTUKYIOIIUX
Bpayeil HET OAHO3HAYHOTO MHEHMUS O MPEUMYIIECTBEH -
HOM 3THOJIOTUYECKOM (haKTOpe pa3BUTHSA LiepeOpaIbHO-
ro napanuya [1]. YacTo npuumHa BBISIBIEHHOIO Liepe-
OpajbHOro Napajnya sBJaseTCs MPeIMETOM JIUTEIbHBIX
00CYyXJIEeHUI U CIIOPOB C POAUTEIISIMU peOeHKa, a TAKXKe
CyIeOHbBIX UCKOB C POJIOBCIIOMOTATEIbHBIM YUPEXKICHU -
eM. OmHaKO MMEHHO y MaTepeli C OTSTOIIEHHBIM aKyIIep-
CKO-TMHEKOJOTMYECKUMM aHAMHE30M Hajluuue y pedeHKa
($aKTOPOB T'MIMMOKCUYECKOTO BO3AEWCTBUS HE UCKIIOYAET
JIPYTUX IPUIHH, O0YCIOBIMBAIOIINX (DOPMUPOBAHIE KITH -
HUYECKOU KapTUHBI LiepeOpaibHOro Mapajivuya v 3aaep-
XKW pa3BUTHSL.

IIpencraBiasieM KJIMHUYECKUIA cllydyaid BbISIBICHUS
C TIOMOIIIBIO METOIOB TeHeTUIECKOI TMAarHOCTUKY (ITOJTHOE
CEKBEHMPOBAaHME 9K30Ma) PEIKOTO TeHETUYECKOTO 3200-
neBanus — cunapoma CTNNBI-NDD — y pebeHka c aeT-
CKMM LIEpEOpaIbHBIM MapAIMYOM, 3aAE€PKKOM IICUXOMO-
TOPHOTO Pa3BUTUSI, C XPOHUUYECKOW BHYTPUYTPOOHOI
TUMIOKCHE U acUKcUell cpemHeil CTeNeHU TSIKECTU
B poAax B aHaMHE3e.

KnuHuueckui cnyyau

Anamnes. Pebenox om 5-ii 6epemennocmu. Ilepsas be-
pemeHHocmb — eHemamouras (2015 e.), 2-3 — aHamoOpuonus
(2016 e.), 3-3 — enemamounas (2016 e.). Ilpogedeno He-
CK0/AbKO NONBIMOK 9KCMPAKOPHOPAAbHO2O ONA000MEOPEHUsL,
2-51 nonbIMKA 3aKOHYUAACH NPEPbl8aHUem OepeMeHHOCU Ha
cpoke 15 ned eecmayuu 6 c6sa3u ¢ OUACHOCMUPOBAHHBIM
Y naoda cundpomom Jlayna. bepemennocms npomexana c ye-
pozoii npepvigarus 6 1 u I mpumecmpax (¢ KpossHucmoimu
8bl0eNeHUsMU) U C pa3gUumuem 2ecmosa, 2ecmayuoHHo20 ca-
XxapHoeo duabema, eenamosa u anemuu 8 111 mpumecmpe.

Peberok pooduacs Ha cpoxe 40 Hed eecmayuu, poost 1-e,
onepamugHble, Nymem KCMPEHH020 Kecapesa ceverus @ Ces3uU
C BbIAGNCHHBIM HaPYUIeHUEM COCMOsIHUS n100a (YXyoulerue cep-
Oeuroil dessimenvHocmu,). Ouenka no wikane Aneap — 7/8 6annos.
IIpu poxcoenuu macca mena 3050 e, pocm 52,0 cm, okpyscHocme
201086bL 33,0 cm, okpyxcHocms epyou 32,0 cm. Juaenocmuposar
8pPOJICOCHHbII NOPOK cepoua — MbluleuHblil Oeghekm medciceny-
doukoeoil nepecopooku. Ha 8-ii Oenv peberok evinucan u3 poo-
doma. lonosy depacum c 4 mec. B ces3u c 3adepackoii husuuec-
K020 pazeumusi pooumenu o0pawjailcy K Heepoaozy no Mecmy
JHcUmMenbemea,; 6pauu 00sACHAAU, YMO KAUHUYECKAs KapmU-
Ha 8bI36aHA cMeujeHuem welinblx no3eonkos. Ilposodunoce
AeveHue yepedpoauzurom. B eozpacme 6,5 mec, co cro6 po-
dumeneil, pazeuacs 0OHOKPAMHbLIL NPUCMYN 6 8Ude MOHUYe-
CK020 HANpAdCeHUs meaa U KOHeuHOCmel OAUMenbHOCMbIO
Heckonvko cekynd. Tlpu nposedenuu sanexkmposnyegharoepa-

@uu (drumenvrocmoro 30 mutn) snusenmugopmHoll aKkmug-
HOCMU He 8bls16AEHO.

B 6o3pacme 8 mec ycusnu podumenu obpamuauce
3a KoHcyavmayueil 6 kaunuky “Epihelp”. Pebenxy 6ot ycma-
HoeaeH caedyrouuil duaenos: «lemckuil yepebpanvHblil na-
paauy. Cnacmuueckuii mempanapes. 3adepicka ncuxopeye-
6020 u MomopHoeo pazeumus. Mukpouepanus. Cxodsaueecs
Kocoenasue».

Heepoaozuueckuii cmamyc. Qopma 20108b1 Mukpoye-
ganvHas, okpyscHocms 20108bi 43 cm. CosHanue sicHoe. Peak-
yus Ha ocmomp adexkeamuas. Konmaxkmy docmynen gop-
MmanvHo. Peuv nonumaem uzdupamenvro. Jxcnpeccugnas peyb
6 gude omadenbHbiX 36yKoKkomniekcos. Obuemo32080ii u me-
HUH2eanbHOl CUMNMOMAMUKY HA MOMEHM O0CMOMpPA Hem.
Yepennvle Hepavl: ommeuaemcs cxodsueecs Kocozaasue cie-
84, NOCMOsIHHOe.

Jleucameavhas cehepa. [0108y depocum yeepento, nogo-
pauueaemcsi co CRUHbL HA HCUBOM U C HCUGOMA HA CHUHY.
U3 nonoscenus aexca He cadumces, no3y cuos He ydepicusa-
em. Camocmosamenvro He noazaem. Bepmuxaauzayus om-
cymcmgyem. ObseM NACCUBHBIX U AKMUBHBIX 0BUNCEHUL
6 KOHEUHOCSIX 02PaHUMEH 8 AYHe3aNsCIHbIX U 201eHOCHONHbIX
cycmagax. Onopa Ha NOAHYI0 CIMONY PAGHOMEPHA C 2 CIOPOH.
Yemanoeska cycmasoe HuscHux KoHeuHOCmell IK8UHOBAPYC-
Hasa. Molweunas cuna 6 epxXHux U HUNCHUX KOHEUHOCHAX
(8 npokcumanvHulx u ducmanvHolx omdesax) — 3 barna. Moi-
weuHbLil MOHyc nogolilen no cnacmuyeckomy muny. Cyxo-
JHCUNbHBIE pehaeKchbl HA 8ePXHUX U HUICHUX KOHEUHOCMAX
noevluieHsl, pagHomepHul ¢ 2 cmopoH. Ilponamoprnas ycma-
Hogka kucmell ¢ 2 cmopoH. Hapywenue menxoii momopuku
6 pykax. Yyecmeumenvhas cpepa opueHmupogouHo 6e3 u3-
MeHeHu.

Pesyrvmamot o6caedosanusn. Maenumno-pe3oHancHas
momoepaghus 20108H020 M032a U MACHUMHO-PE30HAHCHAS
aHeuozpagus apmepuil U 6eH 20108H020 M032a (6 603pacme
10 mec): MuHUMANbHBLI NEPUBEHMPUKYASAPHBLI 2AUO3 BOKDYe
00K08bLX JiCceny0ouK08, Haubonee 3aMemHbLil Ha YPOoBHe 3a0HUX
D0208; NPUHAKU MUHUMAABHBIX amMpPopuUecKux usMeHeHull
Ha ypogHe MedUuanbHuix 0maenos 8UCOYHOI Kocmu ¢ 0beux
CMOPOH, ACUMMEMPUHHOEe PACUIUPEHUe XOPUOUAANbHOL wjeau
cnpaga; 08ycmopoHHee pacuiupenue nepurespalbHo20 npo-
CMPAHCMBa 3pUmensHo20 Hepea; MedudibHas U38Umocms
IKCMPAKPAHUANBLHORO CeeMeHma NPasoil GHympeHHell COHHOU
apmepuu; 1amepanbHas U38UMoCMb 160 6HYMPEHHEl COH-
HolUl apmepuu.

Hounolii eudeoanrexmposnyeghanoepagpuueckuii MOHUMO-
puHe (6 6o3pacme 10 mec): snurenmuueckux npUcmynog, nam-
MepHO8 FNUAENMUYECKUX NPUCYNO08 U INUAENMUPOPMHOIL
AKmMUBHOCMU 8 X00e UCCAe008aHUS He 3ape2UCmpPUpPO8aHo.
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Ixoxapouoepaghus (6 eospacme 9 mec): 8pocoerHbLil
nopok cepdua, mvluie4rbli OegheKm mexncicenydo4Kosoll ne-
Dpe2opodKU ¢ MAnbiM COPOCOM.

Koncynvmauus epaua-ogpmansmonoea (6 eozpacme 10mec).
Muaenos: H50.0 Kocoenasue coopyscecmeentnoe cxoosaujeecs
MOHOAamMepanbHoe CAeéa, ¢ 8ePMUKANbHbIM KOMNOHEHMOM,
nocmosrtoe. C0JCHbLIL 2UnepmMemponu1ecKiil aCmueMamusm
c1aboii cmeneHu caesa, ¢ Kocoli 0Cbro, 6€3 0CA0HNCHEHUL.

Koncyasmauyus mpaemamonoea-opmoneda (6 6o3pacme
10 mec): demckuil yepebpanvHblili napasuy, cChacmMu4ecKuil
mempanape3. JxeunogapycHas ycmanogka cmon. Pexomen-
008aHO CAHAMOPHO-KYPOPMHOE NeveHle.

Meduko-noeoneduneckoe uccaedosanue (8 eozpacme 1 eo-
da 2 mec): cnacmuko-napemuteckas ousapmpus. 3adepicka
peuesoeo pazeumus.

Koncyasmayus meduyunckoeo ncuxonoea (8 éospacme
1 200a 2 mec). B xode ncuxonoeuteckoeo 06c1e006anus Manb-
YUK KOHMAKmMy 00CMYNneH. 3pumenbHulii KOHMAKmM co 83po-
cavim onmumansHolii. DoH HacmpoeHus: pogHbLIH. IMoyuo-
HanbHble NPOsBAeHUs A0eK8aMHbl CUMYAuUU 00c1e008aHUS.
Peacupyem na coocmeennoe ums, 3naem unenog cemou. 06-
DPaWerHyI0 peds NOHUMAaem u3upamensHo, NPOUHOCUM Om-
OenvHble 36yKuU, croeu. Heckonvko nenemmoix u obueynompe-
oumenvHbix c108 (0k040 5). IIposersem Hecmolikuil uHmepec
K npedaodicenHomy 3adanuto. Tpocmyro uncmpykyuio auino-
Hsem COBMECMHO C 83POCAbIM «pYKa 6 pyke». Temn desmenv-
Hocmu poenbiil. Pabomocnocobnocms cuudxicena. Iloznasa-
menbHble HABBIKU U YMEHUs OpMUPYIOMC C 3a0epIHCKOLL.
CercopHoe gocnpusimue U npeomemuas 0essmeasbHoCy 8 CIa-
Ouu opmuposanus. Opuenmayus @ cxeme meaa Ha HA4AAbHOM
amane ¢opmuposanus. Bedywuii mun 3anomunanus nenpo-
u3gonwHblll. Haennono-oeiicmeentoe mvluiienue 6 npoyecce
gopmuposanus. llposersiem unmepec K uepywKam, npeonot-
meHue omdaem My3blKaAbHbiM. Jlelicmeus ¢ uepyuKamu Ho-
cam MaHunyaamueHulil xapakmep. Bedywas pyka He onpe-
denena, meakas momopuka Hedocmamounas. Haswiku
camoobeayxcusanus 6 cmaouu gopmuposanus. Ilamonoeu-
yeckux ghopm nosedenus He Habarodaemcs.

Koncynemauyus eenemuxa 6 éozpacme 1 2oda 2 mec: pocm
85 cm, macca mena 12 ke, okpyscrHocms 201086t 44 cm. Apko-
8UOHble 6POBU, 3a0CMPEHH bl KOHYUK HOCA, YOAUHEHHbLI cena-
JCeHHbLIl hunvmp, ceemaas Koxca (cm. pucyrok). Ilposedero
NOHOe CeK8eHUPOBAHLE IK30MA, 0OHAPYICEH 8aAPUAHM 8 2eHe
CTNNBI, chr3:41233836T>TA, c.1494dupA, p. His499fs. Ba-
PUAHM NPUBOOUM K COBU2Y PAMKU CUUMbIBAHUSL U HADYULEHUIO
cunme3a noAHOpasmepHoeo Oeaxa. Onucan 6 b6ase 0aHHbIX

“Clinvar” kax namoeenHblil. Dmom eapuarm omcymcmayem
8 baze danHbix 300po6oeo Hacenerus (gnomAD). [lo kpumepu-
am ACMG namoeennviii. Hacnredcmeennocmo ne omseouiena.
Jluaeno3: napywenue pasgumus HepgHOI cucmeMbl co cnac-
muueckoil dunnezuell u deghekmamu 3penus, AcCOUUUPOBAHHOE
¢ namoeenHvim eapuarmom 6 eene CTNNB 1. Puck nosmope-
HUs 3a001€8aHUsL 0151 NOCALOYIOUUX DepeMeHHOCmell, 6eposim-
HO, HU3KUIL, MeM He MeHee NPeHamanbHas uau npeuMniaHma-
YUOHHAS OUASHOCMUKA MOodcem Obimb npogedena.

Denomunuueckue ocobennocmu pedenxa ¢ cunopomom CTNNBI
Phenotype of the child with CTNNBI syndrome

B ¢Bs131 ¢ BBISIBJICHHBIMU HapyIICHUSIMU TIPOBEICHO
o0ceqoBaHNE POAUTENICH: METOIOM IPSIMOTO aBTOMATH -
YeCKOIro CeKBeHMpPOBaHMS o CaHTepy MCCIeAOBaH IeH
CTNNBI. Hykneotuanas 3ameHa chr3:41233836T>TA
He OOHapyxXeHa.

PeGenok HaGomaeTcsl B AMHAMUKE; TIPOBOASITCS pe-
a0MIMTaLIMOHHBIC MEPOIIPUSTHS B COOTBETCTBUH C PaHee
paspaboTaHHOI porpamMMoii. CaMOCTOSITEILHO CamuTCs
¢ 1,5roma. B Bo3pacre 1 roga 9 mec peGeHOK IiepeBOpayn-
BaeTCsl, IIOJI3aeT Ha YeTBepeHbKaX, Hayal BCTaBaTh Y OIO-
pbl. CoxpaHeH 3pUTeNIbHBIN KOHTAKT, peUb IIpeACTaBIeHA
OTIEJbHBIMU KOPOTKUMU CJIOBAMM («IIail», «<MaMay, «JIe-
JIa»), KOTOPBIE OH MTOBTOPSIET, HO HE MCIOJIB3YeT IS 00-
pameHnsi. KOHTaKTHpYeT ¢ pOaUTEeISIMHA U IPYTUMU B3pO-
CJIBIMH. YKa3aTeJIbHOTO XKeCTa HeT, ITOKAa3bIBaeT B3IJISIIIOM.

B oredecTBeHHOI IMTEpaType MBI HE BCTPETIIIN OITH -
canus ciaydaeB cuHapoma CTNNBI-NDD.

PaccrpoiicTBo pazsutust HepBHOiT cuicteMbl CTNNBI1
(CTNNBI-NDD) npencraBisieT co00il ayTOCOMHO-IO0MU-
HaHTHOE 3a00JIeBaH1e, OOBIMHO BEI3HIBAEMOE ITATOTCHHBIM
BapuaHToM B reHe CTNNBI de novo. Ten CTNNB1 pacmio-
JIOKEH Ha 3-i1 XxpoMocoMe Ha ydacTke 3p22.1 Ha mapax
ocHoBaHuii ¢ 41236328 mo 41301587 (c6opka reHoMa
hgl9). Ien CTNNBI urpaet BaxXHYIO pOJb B pa3BUTHU
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M CO3pEBaHUM MO3Ta, 1 IOTepsl ero (OYHKIIMU ITPHUBOIUT
K Ipo6eMamM ¢ 00yyeHreM U naMsThio. UMeHHO moaToMy
cunapom CTNNBI mpexnae Bcero cBsI3aH C 3alepxKKOit
B Pa3BUTHUM,/yMCTBEHHOM OTCTAIOCThIO [3, 5, 6, 8].

Iepsoie cayyau cunapoma CTNNBI1 Oblmu onmrcaHbl
B2012r

PacnpoctpanenHocts. B Mupe noaTBep>XaeHO OKOJIo
300 ciiygaeB CTNNBI-NDD. OpueHTUpoBOYHO 3a00J1€e-
Bae€MOCTh, IO CYIICCTBYIOIIMM OIIEHKaM, COCTaBJISIET
2,6—3,2 1a 100 TeIC. HOBOPOXIEHHBIX [13].

CTNNBI-NDD cnenyet npenmnosaraThb y IallueHTOB
CO CJICAYIOIIUMH KJIMHUISCKUMU JTaHHBIMH:

— 3aJiepxKKa pa3BUTUSI OT JIETKOM J0 INIyOOKOM WUJIU yM-
CTBEHHAS OTCTAJIOCTD;

— 3KccymaTHUBHas BUTpeopeTuHomnatusd [2, 4, 14, 17,
18, 20];

— J1I000M U3 CASAYIOLIUX OOIIMX ITPU3HAKOB, ITPOSIBISI-
IOIIMXCS B MJIAJICHUYECTBE WM ACTCTBE: TUIIOTOHUS
TYJIOBUIIA, CITACTUYHOCTb B KOHEYHOCTSIX, TUCTOHMSI,
HapyIIeHUS ITOBEICHYsI, BKIIOYasi pACCTPOMCTBA ayTH-
CTUYECKOTO CITeKTpa, HeBHUMATEIbHOCTD, THIIePaK-
TUBHOCTb, arpeCCysl, WICHOBPEANTEIbCTBO, BCIIBIIIIKHI
rHeBa, HapylleHus cHa 1 0ecroKoucTBo. Mukpolie-
damst (<2 SD HibKe cpeaHero 3Ha4YeHUs C ITOIPaBKOM
Ha BO3pacT 1 o). Ipyrue ohTaIbMOIOrMIecKIe JaH-
HbIE, BKJTIOYAsI aHOMAJINK pedpakinu (0OIM30pyKOCTh,
TUIIEPMETPOITHST, ACTUTMATA3M) U KOcoriasue [6].
MeHee pacipocTpaHEHHBIMU ITPU3HAKAMM, TIPOSTBIISI-

IOIIMMMCS B MJIAZICHYECTBE WJIM ACTCTBE, SIBJISTFOTCS OTpa-
HUYEHHE BHYTPUYTPOOHOTO POCTa, HEBBICOKMIA POCT, TPYI-
HOCTH C KOPMJICHHEM, CKOJIMO03, XapaKTepPHbIC YEPTHI
JIMLIA Y JIOOEH ¢ pacCTPOMCTBOM Pa3BUTHUSI HEPBHOM CHC-
teMbl CTNNBI. Bojnee yactblie mpuU3HaKU: BBITYKIIBIIA
KOHYMK HOCa, TOHKAsI BEpXHSISI ry0a, MaJeHbKIE HOCOBBIC
CKJIAJIKM U JJIMHHBIN U IIaAKUM XKeJI0O00K; MeHee pacIipo-
CTpaHEHHbIC HaXOIKW — HAKJIOHHBIC TJIA3HBIC IIEIU U
TUIIOTEJIOPH3M.

I'eneTnueckoe KoncyiabrupoBanue. CTNNBI-NDD —
ayTOCOMHO-IOMUHAHTHOE PacCTPONCTBO, OOBITHO BBI3BI-
BaeTcs MaTOreHHBIM BapraHTOM de novo [10—12, 21]. Pen-
Ko mauueHThl ¢ nuarHo3oM CTNNBI-NDD nacnenyoT
natoreHHbI BapuaHT CTNNBI ot pomureneii. [Tocie
BBISIBJIEHUS TatoreHHoro BapuaHta CTNNBI y nmoctpa-
JIAaBIIIETO YJIeHA CEMBbH BO3MOXHO IIpEHATAIbHOE U IIPEI-
WMILIAHTaIlMOHHOE TeHETUYECKOE TECTUPOBAHME.

Mounexynsapnsbiii marorene3. CTNNBI xomupyet Oeta-
KaTeHMH, KOAKTHBATOP B CUTHAJIBHOM ITyT! Wit — IpeBHEM
GUIOTEHETUIECKOM ITYTH PETYJISILIMKI Pa3BUTHUS U IIOIIEP-
KaHMS TOMeoCcTa3a TKaHel 3a cueT nmponudepanuu, 1ud-
¢epeHIIMALINY 1 aIlloIITO3a KJIETOK, 1 KIII0YEBOM KOMIIO-
HEHT B KOMIUIEKCE aire3uy KaareprnHa, He0OXOIUMBIIN TSI
MEXKJIETOUHOM aare3uu. MccaenoBaHus in vivo Ha HOKa-
YTUPOBAHHBIX MBIIIIAX MIPEIIIOJIaraioT, YTO B3aMMOIEICT-
BMSI OeTa-KaTeHUH,/KaATepUH PETYIUPYIOT CHHAIITUIESCKYIO
IUTACTUYHOCTh M HEMPOHHYIO CETEBYIO CBSI3b, M MX HApY-

IIEHXE MOXET IPUBECTHU K IIOPOKAM pPa3BUTHUS MO3Ta 1 Ha-
PYILEHUIO pa3BUTUsSI HEPBHOI cucteMsl [16, 19, 22]. Cur-
HaJIbHBIH ITyTh Wit TakKe MMeeT pellaolee 3HaYeHME TSI
Pa3BUTHS COCYIOB TIJIa3a y MJIeKOMMTaImmX. HapyieHue
PETYJISIINN TIepeIadi CUTHAJIOB HOppHHA-0eTa-KaTeHUHA,
BBI3BAHHOE NTAaTOTeHHBIMU BapHaHTaMM B TeHaX, KOIUPY-
IOIIMX KOPEUENTOpHI 1151 auraHaoB Wnt, Takux kak LRP5
n FZD4, u nurangos NDP, mpuBoguT K neekraM aHTHO-
IreHe3a, CBSI3aHHBIM C CEMEMHOM 9KCCYIaTUBHOM BUTPEO-
petuHonaTuei [14].

Kimnuyeckune xapakrepucTuku. PaccTpoiicTBoO pa3Bu-
tus HepBHOU cucteMbl CTNNBI1 (CTNNBI-NDD)
XapaKTepU3yeTCsI BO BCEX CITyJasXx KOTHUTUBHBIMU HapYIIIe-
HMSIMM OT JIETKOH 10 TiyboKou crenenu. Y 39 % 3aperuc-
TPUPOBAHHBIX MALIMEHTOB BBISIBIISUIACH 9KCCYIaTUBHAS BU-
TpeopeTUHOMATUS, O(PTATbMOJOTUUCCKU NUArHO3,
COOTBETCTBYIOILLIMI CEMEMHOM SKCCYIaTUBHOU BUTPEOPE-
truHONATUU. O 3HAYMTEIIPHBIX HAPYIIEHUSIX 3pEHMS CO00-
wanocb y 17,5 % (10/57) GonbHbix; U3 HUXxy 7 % (4/57)
ImoaTBepXaeHa ciernora [9, 12, 15, 17, 20]. dpyrue od-
TaJbMOJIOTUYECKUE JaHHbIE, OOBIYHO HaOJIOdaeMble
y MallMEeHTOB ¢ HApYIICHUSIMU Pa3BUTHS HEPBHOI CUCTE-
MBI (TIpA OTCYTCTBUM SKCCYTATUBHOI BUTPEOPETHHOIIA-
THH), BKJIIOYAJIA KOCOIIa3ue U aHOMaJIMU pedpaKInu:
aCTUTMATU3M, OJIM30PYKOCTh ¥ TUIIEPMETPOIIHIIO.

I1o mepe pa3BuTusi 3a001eBaHUSI B HEKOTOPBIX CTyda-
SIX OTMEUYEHO IPOTPECCUBHOE YXYIILICHNE CIIOCOOHOCTHU
K TIEPeABIKCHUIO I KOTHUTUBHBIX (DYHKIINIA, YTO MOXET
OBITH CBSI3aHO C ITIPOTPECCUPYIOIICH CITACTUIHOCTHIO B KO-
HEYHOCTSIX W/WIn HapymeHnnem 3penus [10, 11, 19, 21].

CracTMYHOCTh B KOHEUHOCTSIX 9aCTO IIPOrpecCupyeT
C BO3pacTOM, XOTs Y HEKOTOPBIX MJIaJICHIIEB BO3MOXHA
MBbILLIeYHAsl TUIIEPTOHUS yKe Ipu poxaeHuu [11]. Yaie
OIMMCaHO MTopakeHNe HIKHUX KOHeYHocTel [4, 11, 17].

JlucroHus1 — HauboJIee pacIpoCTpaHEHHOE U3 3aperu-
crpupoBaHHbIX TIpu CTNNBI-NDD nBurarenbHBIX pac-
CTPOMCTB — MOXET ObITh OYaroBOil WX reHepaaIn30BaHHOMN
[6, 20]. OrMcaHbl ciiydyan OGpaTiKUHE3UH, OPATBHO-JINILIC-
BOI OUCITPAKCUU, alIPaKCHUM B3IJIsIa BBEPX M XOPEOATETO-
UIHBIX aBuxkeHuii [10, 17, 21]. B psage ciiydasx onucaHa
arakcmyeckas roxoaka [10, 11, 20, 21].

3amepkKa pedr BcTpedaeTcs 9acTo. [1epBbie c1oBa BO
MHOTHX CTyJasix (popMUPYIOTCS C 3aIep>KKOil, HO HEKO-
TOPBIC MALIMEHTHI TOBOPST MPEIUIOKEHUSIMH, OTMEIAIOTCS
pedeBas arpakcus ¥ nu3apTpus. Bospact mosiBinenus mep-
BBIX CJIOB Y TTALIMEHTOB C 3aIePXKKOI pa3BUTHS BApbUPOBAT
ot 12 mec o 14 net. Bo3pacT hopMupoBanms ¢hpa3oBoit
pedn coctasiisil oT 6 10 14 et

HeiipoBudyaiusamms. B 60JbILIMHCTBE CIy4aeB BU3Y-
aJIM3allysl TOJIOBHOTO MO3Ta HE BBISIBJISIA OTKJIOHEHMH OT
HOPMBI; BBISIBJICHHBIC CTPYKTYPHBIC aHOMAJIMH TOJIOBHOTO
MO3Ta BKJIIOUYAJIU TUITOILIA3MI0 MO30JIMCTOTO TeJla, TUIPO-
1eaanio, TUIIOIUIA3UIO CTBOJIA MO3Ta, 3aIePKKY IBYCTO-
POHHE MUEIMHU3ALIMU JOOHBIX A0JIei, apaxHOMJAIbHYIO
KUCTY M JIOOHYIO maxurupuio [7, 11, 21].
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Junddepennuanbuag nuarHocTuka. KorHUTUBHBIE
1 MOTOPHBIE OCOOCHHOCTH PacCTPOMCTBA HEPBHOTO pa3-
Butuss CTNNB1 (CTNNBI-NDD) cooTBeTCTBYIOT 1iepe-
OpanpbHOMY Iapainyy, ABUTaTeIbHBIM PacCTPOMCTBAM
(HampuMep, HACJEICTBEHHOM CITACTUIECKOM ITaparIeTN)
¥ HapyIIeHUSIM KOTHUTUBHOTO Pa3BUTHS.

OdranpMoaoTUECKNE OCOOEHHOCTH CUHIpOMa
CTNNBI-NDD coBrnamarmT ¢ TAKOBBIMU TIPY JPYTHX TUTIAX
3a00JIeBaHUI ceTUYaTKU Yy AeTell, BKJIIoUasi peTUHOIIATUIO
HEeIIOHOIIIeHHBIX, 0osie3Hb Koyrca, 6omesns Hoppu [14]
U TIEPCUCTUPYIOIIYIO COCYIUCTYIO CeTh Iutona. Pasaudue
MEXIY 9TUMU HapyIICHUSIMH UMeeT OOJIbIIOe 3HAUCHUE
IIPY OLIEHKE COCTOSIHUS CETYATKH.

Puck nj1s moromcTBa mpodanma. Y KaXmoro u3 aeTei
nauveHTa ¢ CTNNBI-NDD BeposITHOCTb Hacjie1IOBaHUSI
naroredHoro Bapuanta CTNNBI cocrasnsier 50 %.

Jleyenne. Cniennrueckoe ieyeHre oTcyTcTBYeT. I1po-
rpamMMa BeIeHUS MallMeHTa BKIII0YaeT HaOI0IeHIE Y He-
BpOJIOTa, JIOTOIIea, peaOdINTOIOrA, IETCKOTO O(hTaIbMO-
Jjora, cypaoJjora.

B Hacrosiiee BpemsI cormacoBaHHbBIX KITMHIMYECKMX 1 -
arHOCTUYECKMX KPUTEPUEB IS PacCTPOCTBA HEPBHOIO
pasButust CTNNBI1 (CTNNBI-NDD) He oImy0/ImMKoOBaHO.
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B ctatbe npeacTaBneHo onucaHue KNMHWYECKOTo Cy4as WAMONaTUYECKOro ayTOMMMYHHOMO CTBONIOBOTO 3HUedanuTta
y nauueHTkun 12 net. B gebiote 3a6oneaHus, pa3BUBLIErocs NOC/ie NepeHeCeHHON PecnMpaTopHoi UHBEKLMK, KTUHKYe-
CKas KapTWHA COMpPOBOXAANACh Ma3ofBUraTeNbHbIMU U OyNbOGapHLIMU CUHAPOMaMU. [luarHo3 CTBONOBOrO 3HUedanuTa
Bukepctadda 6611 yCTaHOBNEH HA OCHOBAHMM KNMHUYECKUX KPUTEPUEB AMATHOCTUKW M MONOXUTENbHOTO 3ddekTa
OT Kypca BHYTPUBEHHOI MMMyHOrMobynuHoTepanuu. Ha npoTsxeHuu 3 net HabNoAeHUs 3a NaLMEHTKON OTMeYanuchb
nepuoabl peLManBOB 60Ne3HM, BO BPEMS KOTOPBIX MOSABAAAUCH CUMNTOMbI, HEXapaKTEPHbIE ANA CTBONOBOrO 3HLedanuTa
Bukepcradpda. Ha doHe anutenbHoit MMMYHOCYNPeCCUBHOM Tepanuu O0TMeYanacb NPOJOIKUTENbHAA PEMUCCUA OKONO
2 net. KnuHunyeckas KapTuHa, Hanuuue peLnanBoB, AaHHbIE JONONHUTENbHbIX METOA0B 3aCTaBUIN NEPECMOTPETh ANArHo3
B NOJIb3Y MANONATUYECKOTO ayTOMMMYHHOIO CTBOJIOBOrO 3HLUedanuTa.
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We presented a clinical case of idiopathic autoimmune brainstem encephalitis in a 12-year-old female patient. At the onset
of the disease, which developed after a respiratory infection, the clinical picture was accompanied by oculomotor
and bulbar syndromes. The diagnosis of Bickerstaff brainstem encephalitis was made based on clinical diagnostic criteria
and the positive effect of the course of intravenous immunoglobulin therapy. During 3 years of follow-up, there were periods
of relapse of the disease, during which symptoms not typical for Bickerstaff stem encephalitis appeared. Against the back-
ground of long-term immunosuppressive therapy, there was a long-term remission of about 2 years. The clinical picture,
the presence of relapses, the data of additional methods forced to reconsider the diagnosis in favor of idiopathic autoim-
mune brainstem encephalitis.
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AyTOMMMYHHBIE SHIIe(aTUTHI (AD) — TpyIIIa HEBPO-
JIOTMYECKMX 3a00JIeBaHMI, XapaKTePU3YIOLIUXCS OITOCpe-
JTOBaHHBIM ITOpaXkKeHEM TOJIOBHOTO MO3Ta ayTOAHTHUTEIa-
MM K BHE- WM BHYTPUKJICTOUHBIM CTPYKTypaM HEPBHOI
CUCTEMBbI, BHICTYIIAIOIIUM B PO aHTUreHOoB [1, 5]. Bo3-
MOXHOCTb OIIPEIeTUTh KOHKPETHBINM CYOCTpaT «aHTUTCH
U aHTUTEJIO» €CTh He BO Bcex ciydasx. Ha ceromasimHmit
JIeHb, HECMOTPSI Ha aKTUBHBIC MCCJICIOBAHUS B TaHHOM
HAaIlpaBJICHUH W OOJIbIIOE KOJIMIECTBO CIICIU(PUISCKUX
aHTHUTEJI, YCTAaHOBJICHUE TarHo3a AD BO MHOTHX CITy4dasix
KpaifHe 3aTpyIHEHO U BO3MOXHO B OCHOBHOM I10 KJIMHH-
YyecKUM KpuTepusam [9]. AD pasmensiioT Ha 2 OOJbIINE
ITOATPYIIIIEL: MapaHEeOIUIACTUIECKIE SHIIS(DATNTHI, pa3BU-
THE KOTOPBIX CBSI3aHO C HAJTMIMEM OITYXOJIHU U TTOCTICIYIO-
IIEW aHTUTEHHOUW MpE3eHTAllUEN, U UOAUOIIATUYECKUE
SHIIe(ATUTHI, IIPU KOTOPBIX ayTOAHTUTEIa BEIpadaThIiBa-
10TCs1 6€3 CBS3M C KAKUM-JIM00 OHKOJIOTUYECKHUM MPOLIEC-
coMm [10]. B cBsI31 ¢ penKoCThIO 3a001eBaHUS U HEAOCTA-
TOYHON OCBE€HOMJICHHOCTBIO Bpauyel O KIIMHUYECKOU
KapTUHE ¥ METOMaX TUarHOCTUKM U JICUCHUS UANOIIATH-
YECKMX 3HIIE(DAINTOB IIPEACTABICHO KIMHUIECKOE Ha-
OoneHue.

KnuHuueckui cnyyau

Hayuenmxa A., 12 1em. B meuenue 3 nem nabar00anocw
peyudusupyroujee meveHue cmeoa08020 CUHOPOMA, no OnNU-
CAHUI COOMBEMCMBYIOUC20 KAUHUYEeCKOU KapmuHe uouona-
MU1ECK020 aymouMMYHHO20 CME0408020 IHUedaruma, nep-
BUUHO OUACHOCMUPOBAHHO20 KAK CME0A080U IHYedarum
Buxepcmapgpa (CIB). 3aboresanue debromuposano é Ha-
yane mas 2017 e. ¢ ycanob Ha 6oau 6 Hoeax 6 meyerue 2 Hed
nocae nepeHeceHHol HeeepuPUUUPOSAHHOU 0Cmpoli pecnu-
pamopHoti eupycHoil ungexuyuu. Yepes 5 oneii npucoeduru-
AUCh 60U 8 ulee, 6 C8A3U C HeM OblAU HAZHAYEeHbl HeCMepouo-
Hble npomueogocnaiumenvivie npenapamol. Ha npomsycenuu
HeCKOAbKUX OHell 601e3HeHHOCMb 6 004acmu weu COXpaHs-
1aCb, NOABUAUCH 02PAHUMEHUEe 08UNICCHUS NOBOPOMA 20108bl
61€60 U 3amMpYOHeHUe HAKAOHA 20106bl; 3ameM GO3HUKAU
boau 6 ycusome, 20106Hble 60AU, 08YKpAMHAS PBOMA, 2eHe-
DPAAU308aHHDbLIL 3Y0.

Yepes Hedearo om Hauyana 3aboaeéanus degouxa Ovina
20CNUMANU3UPOBAHA 8 HeBPOA0UMeCKoe OmdeneHue CIayuo-
Hapa 6 cés3u ¢ NosBAeHUeM CMEOA080U CUMNMOMAMUKU,
eKAOHABUET 08YXCMOPOHHUL ACUMMEMPUYHbLIL NMO3, eHY-
casocmb 2040¢a, 201080KpyHceHue, e3opacueanus. llpu no-
cmynaeHuu ommeyena cyoghebpuivras auxopadxa. Heepo-
A02UHEeCKULI Camyc: MeHUH2eaNbHOU CUMNMOMAMUKU Hem,
21a3008U2amenbHble HAPYWEHUs ¢ 02PaHU1eHUeM OMee0eHUs.
2AA3HbIX 00K 61€60, BbIPAIICEHHBIE 2eHEPANU308AHHbIE OU-
3ecmesuu, CHUNCeHUe 210MOYH020 U HeOH020 pedhaekca cresa,
neeKas desuayus A3blKa 61€60, 2eHePANU308AHHbLU pedrek-
MOPHbLL MUOKAOHYC HA MAKMUAbHbIE U 36YK08ble PA30PANCU-
meAau, Nonepxueanue npu eNOMaHUl, CHUNCeHUe Kaul1eo2o
pedhaexca. Cocmosinue npoooaxcano yxyouamscs: 6 céa3u
¢ Hapacmanuem 04a2080ii HeepPON0SUHEeCKOU CUMNIMOMAMUKU

6 sude 08ycmopoHHe20 nmo3a, ogpmasbmonapeza cnpasa,
crabocmu AUYEBOll U JHce8amenbHOU MYCKYAamypbl, CHUd Ce-
HUS Kauineeoeo u 210mamenbvHozo pegaexca, neekoil degua-
YUl A3bIKa 81€80, SHYCABOCMU 2010CA, NOSIBACHUS HAPYUIEHULL
ma3oeuix YHKYUIL ¢ nape3om KUuleyHuKa U amoHueli move-
6020 Ny3bipsi nNAyUeHmMKa Obiaa nepegedera 6 omadenerue pe-
anumayuu. Ha 6—7-e cymku eocnumanuzayuy omme4anices
NOAHAS AMOHUSL MOYEe8020 NY3biPsi U KUIEeHHUKA, MOHUYecKue
NpUCMynbl, 2eHepanru306anHble MUOKAOHUU, CMOUKAs apme-
puanvras eunepmensus. llayuenmika Haxoodunrace Ha napem-
mepanvHom numanuu. K 10-my 0uro eocnumanuzayuu omme-
Yanach He3HAUUMeNbHAs NOA0NCUMENbHASL OUHAMUKA 8 lUde
VMeHbULeHUs! 04a20801li CUMIIMOMAMUKU, HO NOSBUA0CH MOHU-
YecKoe HanpsdlceHue OmMaoeabHbIX MbllUY, CHUHbL, KUBAMEAbHbIX
Mbluly, nepeoneil OPOWHOU CMEeHKU, KAK CNOHMAHHO, MakK
U 6 Omeem Ha MAKMUAbHOe pa3odpadicerue; ycuneHue ouzecme-
3uil. Habarooaaucs evinydicienHas nosa c coeHymoimu Ho2amu,
noaoxcumensvHblil pegonexc babunckoeo ¢ 2 cmopon.

JlabopamopHsie uccaedoganus: ucciedogatue Ha aHmMu-
mena k NMDA-peyenmopy u axeanoputy 4 — ompuuyamens-
HbLil pe3yabmam. AHAAU3 yepebpoOCnUHANbHOU HCUOKOCIU
(LICK): aukeop 6e3 eochanumenvHbvlx UsMeHeHUl, NoAUMe-
DPA3HAs YenHas peaxkuyus Ha epynny 2epneceupycos U sHme-
DPOBUPYC — OMPULAMENbHbLIL pe3yAbmam, noces Ompuyamens-
Hblll. AHaau3 Ha anmunueilponarvuole anmumena ¢ 1ICXK
U Kposu — ompuyamensrblii pe3yavmam. Ummynopepmenm-
Hblll aHaau3 Ha 6oppeauos u opyuesie3 — ompuyamenbHulil
pesynvmam. Hccaedosanue kposu u LIC2K Ha onucoknonansHole
anmumena — HOAOJHCUMENbHBII pe3yasmam (2-il mun cunme-
34 0AUROKAOHANbHBIX UMMYH02100yAuH08 G). Hccaedosarue
YpoeHs aHmumen K enymamamoerkapookcunaze (GAD) & coi-
B0POMKe KPOBU 8blA6UA0 NOGblUeHUe ux mumpa 0o 28 Ed/ma,
Umo s18A5emcsl HeCheyUdUUecKUM MapKepom aymoUMMYHHbIX
3aboneeanuii. B coieopomie kposu — mpaH3umopHoe nogbi-
werue ypoeHs kpeamuugocgoxurasel 0o 614 Ed/n; nogoluernue
mumpos ummyHoenodyaunoe M eupyca Dnwmetina—bapp
0o 36,3 u ummynoeno6yrunos G eupyca Snwmeiina—bapp
0o 278. Onkomaprepor — CA 15-3, CA-125, CA 19-9, CA 72-4 —
6 npedenax peghepercroix 3Havenuil. Ilo danHbiM maeHUmMHO-
pesoHarcHoi momoepagpuu (MPT) 20106H020 MO32a A0KANBHBIX
CIMPYKMYPHbIX uzmeHeHull He eviseneno. MPT weiinoeo omdena
noseoHouHuKa: 6e3 namonoeuu. Komnstomepras momoepagus
20/106H020 M0O32a: OGHHbIX, YKA3bIBAIOWAUX HA HAAUYLE 00BeMHbIX
U 04A208bIX U3MEHEHUL elecmaa 20106H020 M032d, He Noay4e-
HO, 8bls6/1eHbl NPUBHAKU AUMPOadeHonamuu weliHblx aumepa-
muueckux ynoe. Budeoanexmposnyepanocpaguueckuii MoHu-
mopune: GOAbUUHCIBO 830pASUBAHULL HE CONPOBOICOAIOMCS
INUNENMUGOPMHOL AKMUBHOCMbIO U NPeOCmasasitom cooil
Hesnunenmu4eckue COCMosIHUSA; 8 MO Jice 8DeMs ONpedensiemcs
o4ae SnuUAenmugOpMHoOU AKMUBHOCMU 8 Ne60U UEHMPANbHO-
memeHHOIL obnacmu. 3ape2ucmpupogansl MOHUYecKUe U aymo-
MOMOpPHble NPUCYNbL.

IIposodusace cumnmomamuueckas mepanus, namoee-
Hemuyeckoe nevenue eatokoxopmurxocmepoudamu (I'KC)
6HYMPUBEHHO, be3 3HauumenvHoeo agpgexma. Ha gpone me-
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panuu I'KC (npednuzonon 6 dose 3 me/ke 6HympueeHHo)
Y RAUUeHMKU OMMe1anlch YpeamepHoe nosviuieHue ouypesa u
nposenenus apmepuansroi eunepmensuu. I'KC obau ommere-
HbL U HA3HAYeHbl BHYMpUseHHble UMMYHo2r00yaunsl (BBUT) G
6 doze 2 e/ke Ha Kypc, edcedHesHo 6 medeHue 2 OHell.

K 20-my duro eocnumanuzayuu cocmosiHue 0cmaganocs
cmabunbHo msicenviM. B neaponoeuueckom cmamyce coxpa-
HAAach Ou3zecmesusl; @ OMeem Ha MaKmuabHble pa3opancu-
menu OMmMeHaNlCh MblUeYHOe HanPsd CceHue OMOeabHbIX 2pYnn
MLy, u 601601l CUHOPOM; NOBOPOM 201066l Obll 3aMPYOHEH.
IImo3 cnpaea peepeccuposan, creéa ommeueno coxpaneHue
ne2k020 onywenus éexa. Ilapes e3opa coxpansncsa. Qynxkyuu
210MAHUS, JHCeBANUS, KAUUAEBOLL peghieKc NOAHOCHbIO 60CCA-
Hosunucs. COXpansnacs amoHUs MO4e8020 Ny3bipsi; NepUcmanb-
muKa KuweyHuka goccmanoguaacs. Ommeuanocs npexoosuyee
Hanpsicerue Moliiy, CRUHbL U KUBAMEAbHbIX MblULL,.

Ha 30-e cymku eocnumanuzayuu 8 cocmosiHuu 0ego4Ku
HAMemuAacs OM4emAUBas NoA0ICUMeNbHAL OUHAMUKA 8 8U-
de Kynupoganus MUOKAOHUYECKUX NPUCHYNO8, YEeAUteHUs]
AKMUBHOCMU CAMOCMOSMENbHbIX 08UNCEHUI, YE8eAUUEeHUs]
MbLULEYHOIL CUAbL 8 PYKAX, B0CCIAHOBAEHUS NOOBUNCHOCMU
2/1a3HbIX A010K, HOPMAAU3AUUU QYHKUUU MA308bIX OP2AHOE.
Coxpansnoce yniomuenue Mblull, weu U CRUHb.

uppepernyuanshbiii duaero3 nposoouncs mexcoy uxgex-
YUOHHBIM, AYMOUMMYHHBIM U NAPAHEONAACMUMECKUM IHYeda-
aumom, cunopomom Muanepa—DQuuepa, nopdupueii u demue-
AUHUBUPYIOUWUMU 3a00ae6anusmu. B pe3yrsmame obcaedosanus
Ha 603MOdCHble 6030y0umenu UHQEKYUOHHO020 SHYeparuma
duaeros He noomeepouncs. Haauuue ouazo6oii u o6uemos3eo60ii
CUMRMOMAMUKU C8UOeMeNbCMB0BA0 O B0BACHEHUU UeHMPAb-
HOLL HEPBHOII cUCmeMbl 8 NAMOA0SUMECK UL npolecc, Mo Hexa-
pakmepHo oas cundpoma Munnepa—DPuuepa. Jluaeros napaneo-
naacmu4ecKoeo CUHOpoma, nopgupuu, 0emuesunu3UPYrOUUx
3a001e8aHuUll He NOOMBEPHCOANCs KaK KAUHUMECKUMU OGHHbIMU,
MaK NApaKAUHUMECKUMU Memooamu.

C yuemom ocmpo2o Havana 3a604e8anus nocie nepexe-
CeHHOIl OCMPOIl peCnUPAmMOPHOLL 8UPYCHOU UHDeKYUU, HaU-
Yus CME0A08020 CUHOPOMA 8 8ude 08YCMOPOHHe20 NMo3d,
ogpmansmonapesa, 6yab0apHo2o cuHdopoma, cAabocmu u oe-
PaHuveHUs 08UdNCEHUIl 8 ulee, YeHMPANbHbIX RUPAMUOHBIX
Hapywenuii (euneppeghnexcus, namonozuieckuil pegrexc
Babunckoeo ¢ 2 cmopon), Hasuuus coHAUBOCMU ¢ NOCAEOYVIO-
WUM yeHemeHUeM CO3HAaHUs, OaHHbIX 00NOAHUMENbHBIX UC-
c1e008aHUll, KOMOpbie BbIABUAU UBMEHEHUs, XapaKmepHble
0151 AQyMOUMMYHHO20 3a004e6anUs, a makKdice opamamuyec-
K020 yAyHueHuss COCMOsHUS Ha (hoHe NPoBoOUMOLl mepanuu
UMMYHOA00YAUHAMU meveHue 3a001e6aHuUs 8 boabuiell cme-
neHu coomeemcmeosano ouaznozy CHhb.

[layuenmka npodonsicana noayuams npOMUBOBUDYCHYIO,
aHMubaKmepuatbHyo U CUMRMOMAMUYECKYI0 Mepanuio
u Ha 40-e cymku Obira 8binUCAHA U3 CMAYUOHAPA C Yay4ule-
HUeM; 8 HeBPOA0_UYECKOM CIamyce COXPAHAAACh MOAbKO
Ae2Kas YepeuKanbHas OUCmoHUs.

Cnycms menee 1 mec om I-ii cocnumanu3ayuu 603HUKAU
HCAN00bL HA NOBBIUEHHYIO YMOMASLEMOCMb, 004U 8 HO2AX,

BBIHYICOCHHOE NOAONCEHUE 201068bL C HAKAOHOM 81€80, edu-
HUYHblEe 830PAcUBAHUSs; NAUUCHMKA OblAQ NOGMOPHO 20CNU-
manusuposana. Yepes 2 0us noseuauce npucmynst OHe6HoL
COHAUBOCMU be3 HapYUIeHUsl CO3HAHUS, 603HUKANU INeMEHMbL
00CecCUBHO-KOMIYABCUBHBIX PACCIPOTicME (HAB34UBbIe 08U~
JceHuUs: 8 pyKax), becnokolinblii con. Ommeuanucs enazo0eu-
eamenvHble HapyuleHus (nmo3, HedoCMamo4HOCMb KOHEep-
eeHyuu caeea). Ilpucoedunsauce eneszanuvie nadenus 6e3
nomepu CO3HAHUS, eOUHUUHbIE MUOKAOHUU, KOMOpbLe 6 0anb-
Helluwem npuobpesu eeHeparu308anHblil xapakmep. Ycuau-
8GACSL MOPMUKOAAUC C HAKAOHOM 64e60. [Ipu ocmompe 6bi-
A6AEHbl HANPAICEHUE MblUY, Nepeoreli OPIoWHOl CMeHKU,
penexc babunckoeo caeea. CocmosiHue pacyeHuganocs Kaxk
peyudue COb. Yepes 2 mec om debroma 3a6041e6anus npose-
denvl nosmopHolii kKypc mepanuu BBUT (2 ¢/ke na kypc,
3 OHs edceOHeBHO), NyabC-mepanus MemuanpeoHu3040HOM
(750 me 6Hympusento kaneasHo 6 meuerue 5 Oxell excednes-
HO) ¢ danvHeluuM ¢ nepexo0om Ha NepopatbHblil NPeoHU3040H
6 do3ze 35 me/cym OaumenvHo, ¢ NOCACOYIOUUM NOCINENeHHbIM
cHudceHuem 0osvl. Ha ghore mepanuu cocmosinue yayuuaocy,
CMB0M08AS HEBPOAOUMECKAS CUMNMOMAMUKA Pecpeccupo-
6a1a, MUOKAOHUI He 0bl0.

Yepes 1,5 2o0a om nauana 3a601e6aHUS NOSBUAACH 044 -
206451 HEBPOAVRUMECKASl CUMNIMOMAMUKA 8 8UOE eHYCABOCU,
HapyuwleHus 4emKoCmu peyu, ycuaeHus napecmesui, 630pa-
2UBAHUIL, NOAGACHUS NOAONHCUMENbHOO cumnmoma Babun-
ckoeo caesa. Ilayuenmka obcaedosana 6 cmayuouape.
1lo dannbim nposedennbix uccredo8anuii via6AeHbL Hapyule-
Hus: npu anaauze L[C2XK Ha oaueoxnonanvHble anmumena —
noaoxcumensvHulil pezyaomam (2-ii mun cunmesa). B cbigo-
pomke Kposu obHapyxcenvt aumumena kK GAD — 28 Ed/ma.
Ommeuanocy nogviueHue ypoeHs HeupoHcneyupuueckoi
anonasvl (NSE) do 11,4 He/mn, umo mpe608ano uckaro4eHus
6 nepeyio ouepedv NAPaAHeoNIacmu4ecKoeo cunopoma. Kom-
noomepras momoezpagus epyoHoll Kaemku U 6prouHol 00-
aacmu: 6e3 namoaoauu. Yavmpasgykogoe uccae0ogarue
BHYMPEHHUX 0pean08: 6e3 namosoeuu. Jlis ymouHeHus 603-
MOJCHbIX HapywleHuil pYHKYUU nepugeputeckoli HepeHoi
cucmembl 6bL1a NPOGeOeHA INEKMPOHEUPOMUOPAPUA: BbIAG-
JeHbl HapYuleHe HAa0Ce2MeHMAPHbIX GAUSHUL, NPUSHAKY MUe-
AUHONamuu n. peroneus caeaa, n. tibialis D >S, n. suralis cnpaea
u cresa. Tlamonoeuu MOmMoHelpoOHO8 HA YPOBHe NOSCHUHHOZ0
U WeliH020 YMOAUEHUS, NPUSHAKO8 NEPEUUHO-MUO2EHHBIX HAPY-
wenuil He evisgaeHo. C yuemom KAUHUMECKUX 0coOeHHocmeil
U OQHHBIX OONOAHUMEABHBIX UCCAe008AHULL OUASHO3 OCMAACS
npexcHum. Pexomendoeano npooosicums UMMYHOCYRPECCUBHYHO
mepanuro Mukogerorama mogemunom 6 meyerue 6—8 mec.
Ha gore mepanuu cocmosiHue nayueHmxu yAy4uuIoCh, U oHa
OblAa BbINUCAHA U3 CMAUUOHAPA.

Yepes 3 2o0a om Hauana 3a001€6aHUSL CHOBA BOSHUKAU JCA-
10061 HA HEBOIMONCHOCHb OMBEOeHUs 166020 21a3a KHAPYIICU,
0B0eHUe 6 21a3ax, Hen0eKOCHb 8 npagoil pyke. Yepes 2 Heo, co
€106 Mamepu 0e6o4KU, OblAA OMMEYEHA ACUMMEMPUsL 60 8peMsl
Mopeanus 21a3 (1e6blil 2143 He 3aKPbieaemcst NOAHOCMbIO), elye
yepe3 2 Hed nossusacs oucepagus (Opoxcauiee NUCLMO), YCUAUN-
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¢ mpemop 6 npaeoil pyke. llayuenmia ovL1a Hanpaeiena Ha
JleyeHue 6 cmayuoHap. B nesponoeuueckom cmamyce: Hucmaem
20PU30HMANBHbLIL YCIMAHOBOUHbILL, CX00s1Ueecst Kocozaasue cie-
6a. CHuiceHUue MbluleyHOIl cuabl 00 4 6a1108 6 MblUYAX NPABO
KUCmu, 8 0CIMAanbHbIX 2pynnax muiuy, — 5 6annos. Moiuteuoiii
MOHYC y0081emeopumenbHulii, paGHOMEPHbILl ¢ 2 CMOPOH.
Koopournamopusie npobsi: 6 noze Pombepea ycmoiiuusa,
6 CeHCUbUAUZUPOBAHHOI Npobe YCMOoMU8a, NaAbYeHOCO8YI0
npoby 6bINOAHAEM ¢ UHMeEHYUell, NAMO4YHO-KOAEHHYI0 Npooy
8bINOAHSIEM NPABUALHO, A0UADOXOKUHE3d U eunepmempuu
nem. Iloxodka c amakcuelil.

[Ipu obcaedosanuu visgaeHo HapyuieHue nPo8oOUMOCIU
N0 OQHHbIM 31eKMmPOoHelpoMuoepapuu: HaoceemeHmapHole
Hapyuierus: pecyasyiu Mble1HO20 MOHYCA ¢ AKUEHMOM Chpa-
6a. /lanHblX KOMNbIOMEPHOU MOMOpAPUU, YKAZbIBAIOUWUX
Ha Haauvue namono2u4ecKux Ho8o00pa308aHuil 8 0peanax
OpIOWHOI noaocmu, 3a6pIOUUHHO020 NPOCMPAHCMEA U MAA0-
20 masa, He noay4ero. Yoedumenvuvix danuvix MPT 6 noab-
3y 0peaHu4eckol U cocyOucmoil namono2uy He 8bis81eHo.
Ha s1exmposnyepanocpamme 6 xode uccaedoganus omme-
Yancs aKyeHm meoNeHHOBOAHOB0U AKMUBHOCIU 8 NPABOM
3a0Hesucouno-3amolrouom (T6—02) peeuone. Inusenmu-
GopmHas akmMuBHOCMb He 3ape2UcmpPUpPOBanda.

Ha ¢hone nposodumoii nyasc-mepanuu I'KC u cumnmo-
Mamuueckoil mepanuuy 00CMueHyma noA0lCUmenbHas Ouna-
MUKQ 8 8ude 80CCMAHOBAEHUS NOXOOKU U MeAKOL MOMOPUKU,
Kynuposauus 604€6020 CUHOPOMA U MblUEe1H020 CHA3MA
6 obaacmu wieu U NOSCHUYHO20 0Mdena NO360HOYHUKA; KY-
nuposamsl 2nazodsucamenvHvle Hapyulenus. YcmanogieH
duaenoz AD. Bnocaedcmeuu npu OuHamu4eckom Habaoo0eHuu
N0 pe3yabmamam anaru3oe guisaereHvt anmumena Kk GAD,
ypogens ummynoanobyaurnos G — 16,59 Ed/ma.

Yepes noncoda om momernma nocaeduell 20cnumanu3ayuu
Y NayUeHmKU 8H08b B03HUKAU HEOOHOBPEMEHHOe CMbIKAHUe
6€K U HeHemKoCmb pedi, 8 Ce:A3U C emM 0egouKa 0biaa ocnu-
manuzupoeana. B Heeponoeuueckom cmamyce: neekas desu-
auyus A3vlka 61e60, Aeekas 0uzapmpus, HUCmaam 20pu30H-
ManbHulll npu 832450€ 88epX, MblULEUHBLI MOHYC YMEPEHHO
NOBblULeH N0 NAACMUYECKOMY MUNY, 8 BEPXHUX KOHEUHOCMAX
D =S, 6 HuxcHux KoHeuHoCcmAX — 6audice K Qusuonsocuye-
ckomy, D =S, HenocmosnHutii pegpaexc babunckoeo cnpasa,
svipadcen akpoaunepeuopos. Ilo danneim napakiunuuecKux
Memodo8 Uccae008aHUsl He OMMEUEHO CYULeCmBeHHbIX Om-
KAOHEHUIl N0 CPABHEHUIO ¢ nPedblOYUUMU 00CA1e008AHUAMU.
boina nposedena nyasc-mepanus memuanpeorU3010HOM
8 doze 800 me eHympusenHo edxcedHesHo 6 meueHue 3 OHell.
Ha ¢hone neuenus docmuenyma noaoxcumensvras OUHAMUKa
6 8lUde Yy uieHUs apmUKyIsIYULU, YMEHbUEHUS] BbIPANCEHHOCIU
desuayuu szvika. C yuemom noOmeepicoeHus aymoumMmyHHO-
20 2eHe3a 3a601e6anus U OMCymcmausi 0aHHbIX 0 HeONAACmU-
Yeckom npoyecce Obla YCManogaeH OUazHo3 UOUONamu4ecKozo
aymouMMyHH020 CIB0408020 SHYeparuma.

OCO0EeHHOCTSIMU TIPECTABIEHHOTO KJIMHUYECKOTO
HaOMIOAEHUS SIBJISTIOTCS OCTPOE HAYAI0, TIO3TAITHOCTh BO-
BJICYCHMSI Pa3HBIX OTAECIOB LICHTPAJIbHON HEPBHOM CUCTE-

MBI, BOCCTAHOBJICHIE HEBPOJIOTMUYECKOTO AehHIIUTA ITOCIIC
MpoBeaeHus aroreHeTnyeckoi repanuu BBUI, peuuau-
BUpYIOIIICe TCUCHUE Ha TIPOTSLKEHUH 3 JIET.

IlepBbiMU cUMIITOMaMU ObLIA OOJE3HEHHOCTh B 00-
JIaCTH I1Ier, OOJIN B XKMBOTE, TOJIOBHBIC 00T, IBYKpaTHAS
pBOTA, 3aT€M IIPUCOCINHUIINCH TTATOJIOTHYECKas HEBPO-
JIOTMYeCcKasi CHUMIITOMATHKA B BUIIE OTPAaHUYEHMS OTBEIC-
HUS TJIa3HBIX SI0JI0K BJIEBO, BEIPaXKCHHbBIC TUIIEPECTE3NU
MIPENMYIIECTBEHHO JIEBOM ITOJIOBUHBI TYJIOBHUIIA, CHIKE-
HHE TJIOTOYHOTO 1 HeOHOTro pediekca ciieBa, Jerkas ae-
BHAIIMs SI3bIKa BJIEBO, TeHEPaIM30BaHHBIN MHOKIIOHYC,
OynbOapHble HapyeHus:. HabGntonanoch cTpeMUTeIbHOE
HapacTaHKWE 04aroBOM HEBPOJIOIrMYECKOM CUMIITOMAaTUKH
(1rT03, odrampMonapes), HapyIIeHUs Ta30BbIX (YHKIIUIA,
YTO YKa3bIBaJIO HAa MOPAXXKEHHUE CTBOJIA TOJIOBHOTO MO3Ta.
Hamume matonornueckoro cunapoma babutckoro ¢ 2 cto-
POH 1 YCWJICHHE CYXOXWIBHBIX Pe(hICKCOB CBUACTEIBCTBO-
BaJIM O BOBJICUYCHUH B TTATOJIOTUICCKUIA IIPOIIECC ITMPaAMUI-
HbIX nyTeil. CienduyecKnx M3MeHeH it 1o JaHHeIM M PT
TOJIOBHOTO MO3ra BhIsIBIICHO He 0bu10. Hammuune antn-GQ1b-
aHTUTENI ¥ M3MEHEHUs Ha TOMOTpaMMe T'OJIOBHOTO MO3Ta
MOTYT IIOMOYb B YCTAHOBJICHUU IMArHO3a, OMHAKO OTCYT-
ctBue aHTU-GQ1b-aHTUTEN ¥ M3BMEHEHUIT Ha TOMOTpaMMe
He HCKJIYajo auarHo3 sHuedanura bukepcradda
Ha MOMEHT 1-i rocnutanu3auuu. JInarHo3 0CHOBBIBAJICS
Ha KIIMHUIECKNX KPUTEPHUSIX U UCKITIOUCHUH 3a00JIeBaHMI
npyroi aTuojoruu. KimmHuueckasi KapTuHa 3a00JieBaHUS,
pa3BepHyBIIascd BriepBbie B 2017 I, cxomgHa ¢ olmMcaHueM
COb [12]. B nurepaType onucaHbl eAMHUYHBIEC CIIy4aul
3TOro 3ab0yieBaHuA y nereit. DHuedanmuT bukepcradpda,
Kak IpaBWJIO, pa3BUBAETCS MOCIe MHMPEKIINIA, BEI3BAaHHBIX
muToMerasioBupycom, Campylobacter jejuni, Bo3oynureaem
opromrHoro Tuda u Mycoplasma pneumoniae [11]. Y nauu-
€HTKM AeOI0T BO3HMK I1OCJIe MepeHEeCeHHOI OCTpOoi pe-
CITMPATOPHOI BUPYCHOI MHMEKIINM, YTO MOIJIO ITOCITY-
KUTb TPUTTEPOM JIJIs1 pa3BUTHUSI 3a001eBaHusl. JlanbHenle
BMIU30/bI 3a00JIeBaHUSI BOZHUKAJIN C Pa3HON MEPUOINI-
HOCTBIO Ha IIPOTSIKEHUH 3 JIET ¥ HEe YKJIAABIBAJINCH B KIIH-
Hudeckylo Kaptuay COb. OnHako Tepanust BBUT koport-
KUM KypcoM Ipu 1-# rocnuTaju3aluy Aaja XOpOolIui
3¢ deKT, 4To Kazanoch XapakTepHbiM 11t COb 1 monreep-
KIAJI0 ayTOMMMYHHYIO IIPHUpOIy 3a00JIeBaHNSI.

B npencraBieHHOM ciiydae ayTOMMMYHHBIM XapaKTep
00J1e3H1 MOKHO ITPEIIIOIOXHUTD IO CJICAYIOIINM KIIMHUKO-
aHAMHECTUIECKUM U JUAarHOCTUICCKUM TaHHBIM: OCTPOE
HayajIo ¢ pelMINBUPYIOIINM TeYeHUEM, C IeOI0TOM B JIET-
CKOM BO3pacTe, OTCYTCTBHE TAHHBIX O HATMYUHU OITyXOJIe-
Boro npolecca, Hammuure B LIC2K onmrokioHaIbHBIX aHTH -
TeJI C TTOJIOXKUTELHBIM 2-M TUIIOM CHHTE3a, OOHapYKeHHUE
MOBBILIEHHOTO YpoBHA aHTuTell K GAD. U3BecTHO, 4TO
anTurena K GAD cBsI3aHBI C MHOXECTBOM HEBPOJIOTMYE-
CKHX CUHIPOMOB, BKJIIOYasi CHHIPOM PUTHUIHOTO YEJIOBE-
Ka, MO3XEYKOBYIO aTaKCHIO, TMMONIECKIIT M SKCTPATAM-
OMuecKUil 3HIe(aTUT, IJ1a30IBUTATeIbHbIC HAPYIICHUS
n HucrarM [6]. B TakoMm ciydae peub MOET, BO3MOXKHO,
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00 accouumupoBaHHoM ¢ GAD-anTuTeamMu 3H1EhATNTE
[2]. B moab3y ayTOMMMYHHOTO XapakTepa 3a00JieBaHUS
CBHUIETEJILCTBYET TaKxKe ITOJIOXKHUTEIbHBIN 3(h(hEKT MMMY-
HOCYIPECCUBHOM Tepamuy ¢ IOCTHUKEHUEM PEeMUCCUH
B TeueHUe 2 jeT. [marHoctnka AD MpencTaBiseT CIOXK-
HOCTb B CBSI3U C IOJTUMOP(PU3MOM KITMHUIECKON KapTUHBI,
pa3BUTHEM CUMIITOMOB 3HIle(anionaTu, KOTHUTUBHBIX,
MICUXNYECKUX, TTIOBeIeHUEeCKUX HapyleHuii [4]. JJanHbie
HEMPOBU3YyAIM3ALIM1 HE UMEIOT BBICOKOM YYBCTBUTEIb-
HocTH 1 cienduuHocTy ipu AD; B pexknmax T2 1 FLAIR
BO3MOXHO BBISIBJICHHE TMIIEPUHTEHCHUBHBIX YUaCTKOB B
MO3TOBOM CTBOJIE€, B MeAMaba3abHBIX OT/IeIaX BUCOTHOM
JI0JIM, CYOKOPTUKAJIbHOM 00JIaCTU U MO3Xeuke. bosblioe
3HAYCHHE B IMAarHOCTHUKE AD MMeeT onpenesicHre aHTUTEN
K pelenTopaM M CHHAIITUYEeCKUM OejIKaM HEeWpOHOB
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HecmoTps Ha ycnexu hapmMaKkonoruu, y 4acTu naumeHToB AUarHoCTUpyeTca papMakope3nCTeHTHas 3NUNencus ¢ HeBO3MOX-
HOCTbIO XMPYPruyeckoro neveHuns. I eKTUBHEIM METOLOM 6OPbOLI C MPUCTYNAaMU MOXET CTaTb KETOreHHas ANeTa, UHAUBU-
AyanbHo Nofo0paHHas nauueHTy. HegonycTMo camMocTosATeNbHOe NPUMEHEHUE KETOreHHOM AueTbl 6e3 KOHCynbTalum
C Bpa’yoM-AWETONIOrOM B CBA3M C Ha/M4YMeM MPOTUBOMOKA3AHWIA M BO3MOXHBIX OCNOXHEHUA. (TaTbd COAEPXUT AaHHble
0 MeXaHu3Me AeiiCTBUS KETOreHHO AneTbl, NOKa3aHUAX W NPOTMBOMNOKA3aHMAX K ee NPUMEHEHUIO, @ TaKXKe NpumMep npume-
HEHWA KETOTeHHOI AWeTbl y NaLMEeHTKU CO CTPYKTYPHOMU (OKaNbHOM 3nunencueit ¢ TUNUYHBIM aHaMHe30M 3aboneBaHus,
no6oYHbIMK 3heKTaMn aHTUINUAENTUYECKUX NPENAPATOB U HU3KOW KOMNIAEHTHOCTbIO aHTU3NUIENTUYECKON Tepanuu.
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Despite the advances in pharmacology, there are still some patients with drug-resistant inoperable epilepsy. Individual
ketogenic diet might be an effective measure to prevent seizures. A ketogenic diet must be used only after consulting
a dietitian, since it has contraindications and may cause complications. This article focuses on the mechanism of ac-
tion of the ketogenic diet, indications and contraindications to it, and also describes our experience of using ketogenic
diet in a patient with structural focal epilepsy and a typical history of the disease, side effects of antiepileptic drugs,
and low compliance of antiepileptic therapy.
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Kerorennas muera (KJI) — 310 Heapmakomornyec- yYMEHbIIeHUEM J0Jei yriaeBoaoB U 6enkoB. M3-3a oueHb
KU1 METOJ JICUCHUS IeTel M B3POCHBIX C (papMakope3d-  BBICOKOI MOTPeOHOCTHU B xKMpax KiaaccuiecKyro KJI nHor-
CTEHTHOM 3IMWJICTICHE#i, KOTOPHIIA OCHOBBIBACTCSI HA M3-  J1a TPYIHO HNOIACPKUBATh, M B 3TUX CIyJYasX MOXHO IIPH-
MEHEHWM palMoHa C YyBEJIMYEHUEM AOJM XKHUPOB M  MEHSTb €€ aJIbTepHATHBHbIC BAPUAHTHI.
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Brinensitor cnenytoniue Tunbs KI:

1. Kinaccuueckas KJI: nuieBoii pallMOH COCTOMT IIpe-
HMMYyILeCTBeHHO U3 XupoB (mo 90 %), comepxkaHue
YIJIE€BOJIOB U 0eKOB HU3Koe. [IpuMeHeHune Kilaccu-
yeckoi KJI mpruBOIMT K KETO3Y M1 MMUTUPYET COCTOSI-
HME TOJI0fIaHMsI. DTO XKECTKasl A1eTa, KOTopast paccuu-
THIBAETCS MHAVMBUIYAJILHO UISI KaXXOIOTO ITallMeHTA.
W3-3a orpaHuyeHus paliMoHa HEOOXOAMMO O0ECIICUNTh
JTOTIOJTHUTETbHOE BBEIEHNE TOCTATOYHOTO KOJIMIEeCTBA
BUTAMUHOB M MUHEPAJIOB.

2. MomuduinpoBanHasa nueta Atkuaca (MIA): muie-
BOI pallOH COIEPXKUT 0KOJI0 65 % xupa, 25 % Oenka
u 10 % yraeBonoB. COOTHOILIEHKE XUPbI/YIIEBOAbI
1 6enok coctaniseT 1:1. MJIA mmo3BonsieT pacIiipyuTh
pallMOH MUTAaHUS VIS TAaLIMEHTOB, KOTOPHIE HE TIepe-
HocT 6oJiee cTporyio kinaccuuyeckyro KJI. [Torpebie-
HHE YIJIEBOAOB orpaHnmumBaetcs 10 10—20 r/meHs mis
nmereit u 15—20 r/menHs misa B3pocisix. [lpu MJIA pe-
KOMEHIIyeTCS TIPHEM ITOJIMBUTAMUHOB C HU3KHUM CO-
JiepKaHMEeM YIJIEBOIOB M KapOoHaTa KaJIbIIHs.

3. HuskoyrneBonnas mueta (HY]I). CooTHOIIICHE XXUPBI/
yriIeBoabl 1 0estok coctasiser 0,6:1; MUIIEeBoi palioH
conepxurt 60 % xupos, 30 % Genka u 10 % yrieBonoB
¢ HU3KMM INMKeMudeckuM uHaekcoM (<50). ITo cpas-
HeHuto ¢ kinaccuueckoil KJI HY/I npoiie nomaepxu-
BaeTCs, JIydllle IIEPEHOCUTCS, 00ECIIeYNBACT MEHBIIINIA
KETO03, HO IMEET COITOCTaBUMYIO 3(h(DEeKTUBHOCTE [9)].
KeTtorennas nera peKOMEHIyeTCS KaK aJIbTepHATHB-

HBI METOJ JIEUEeHUSI SIWIETICUN Y JeTeit ¢ 1000l popMoit
(papMaKoOpe3NCTEeHTHOM SIUJIETICUU TTpHU Hea(P(PEKTUBHO-
CTH IIPUMEHSIEMBIX aHTURIWICTITUIECKUX IIPeIapaToB
(ABII) (ypoBeHb peKOMEHIAINIA — A; YPOBEHB JOCTOBEP-
HOCTH moKa3areiabeTB — 1) [11, 12].

Hcrtopus Bonpoca. [Tpumenenue KJI Boiwio B Mmeau-
LIMHY TI0cJie Toro, Kak ¢paHiy3ckue Bpaun G. Guelpa
u A. Marie B 1911 . oTMeTHIM, YTO TOJI0JaHME TAITUCHTOB,
CTpamaIINX MUICTICHE, 3aMETHO CHIDKAJIO YaCTOTY
SIMWJICNITHICCKUX TpUCTynoB. B 1921 r. amepukaHcKuit
sHgokpuHoIor X.R. Geyelin coobmmt 06 yaydieHnn
KOTHUTUBHBIX (OYHKIIMI OOJTBHBIX C SIUJICIICUEH TP TO-
noganuu. B To ke Bpemsa R.T. Woodyatt u3 kimauku Maiio
00HApYKWJI, YTO IIPH TOJOJAHNU B MUTOXOHIPHSIX Tela-
TOLIMTOB YeJI0BeKa 00pa3yloTcsl KETOHOBBIC TEJIa: alleTOH
U B-rugpokcudyTupar. B nanpHeiem cBsI3b MEXIy TOJI0-
JTAHUEM Y CHIDKCHHEM YaCTOThI SIICITHISCKIX IIPUCTYIIOB
6bl1a mokazaHa. R.M. Wilder moctur keroHemun (00pa3zoBa-
HUE KETOHOBBIX TeJ) IyTeM COOJIIoAeHUST ONpeAeIeHHOMN
IIAETHI ¢ orpaHndeHreM yriieBonoB. C 1941 r. KJI 6bpi1a BKITIO-
YeHa B pyKOBOJICTBA IT10 SIMIJICTICUM KaK OIUH U3 METOIIOB
teparu. HecMoTpst Ha ycriexu chapMaKoTepariu, Bcerma
YacTh MALIMEHTOB OCTaBaJIMCh PE3UCTEHTHBIMU K ADII.
B xonire XX Beka B CIIIA 6511 oprann3zosaH (oan Yapim
(Charlie Foundation), Ha3BaHHBIII B YeCTb ABYXJICTHETO
MaJlbu¥Ka ¢ (papMakope3ucTeHTHOoM sarericueit. K1, mo-
nobpanHas Yapnu B kiiuHuKe JIx)koHa XOoNnKKUHCa, 3HAYU -

TeJILHO YJIy4Ilnia ero camouyBctsue. B 1998 1. ponn Yapmu
IIPOBEJT IIEPBOE MHOTOLICHTPOBOE ITPOCIIEKTUBHOE MCCIIENO-
BaHue 3ppekTrBHOCTH KJI 11 MO HacTOSsIIIEE BpeMsT pacIipo-
cTpaHsieT MHGOPMALIMOHHBIE BUIEO I POAMTEIICH 11 00yJa-
Jo11Iy10 MH(MOPMALIMIO IJIsT Bpadeil ¥ AueTonoros [ 14].

Mexanmuzm KJI 1 ee BO3MOXKHOCTH B KOMILIEKCHOM JICY€HHH
3a00JIeBaHMil IEHTPAJIbHON HEPBHOI cucTeMbl. KeTOHOBEBIE
TeJla — 3TO HU3KOMOJICKY/ISIPHBIC TIPOMEKYTOUHBIC COSMTHE-
HUS, K KOTOPBIM OTHOCST alleTOALEeTaT, B-TUAPOKCUOYTUpPAT
1 alleToH. Y BceX (DOpM SKMBBIX OPraHM3MOB, BKITIOUAsT 3yKa-
PHOT, TIPOKApHOT U apXeil, KETOHOBHIC TeJIa SIBIISTIOTCSI METa-
60UTaMU JIMMIUIIOB, B YACTHOCTU ITPOLYKTOM [3-OKUCIICHUSL.
Y 310poBOrO YeI0BEKa OHM O0PA3YIOTCs renarourdTaMuy Ipu
JUTMTENIBHBIX (DM3MYECKUX HAarpy3Kax, TOJIONaHUN WU CHU-
XKEHUU NOoTpediieHus yrinesonoB. [Ipu auabere B-kineTku
ITOIKEITYIOTHOM XXeJie3bl He MOTYT CEKpEeTUPOBATh MHCYJIVH,
B pe3yJIbTaTe B IIEYCHU 3aITyCKAETCS KacKa 3-OKUCICHUS
KMPHBIX KHCJIOT 110 atieTiii- KoA, 13 KoToporo B maibHE -
1eM o0pa3yloTcs KeTOHOBBIE Tera. OHM CIIyXat ajbTep-
HATUBHBIM IJTIOKO3¢ NICTOYHMKOM 3Hepruu. B HopMe KoH-
LIEHTpAaIIMs KETOHOBBIX TeJI B IDIa3Me YeJIOBeKa KOJICOIeTCs
B mrana3one 0,05—0,1 MMosIb/J1, TOTIa KaK ITpH ITUTETBHBIX
Harpy3kKax, roJIOHaHWUM, OrpaHUYeHUU yriaeBomoB, KII
Wi AeULINTe WHCYJIMHA X YPOBEHb MOXET JOCTUTATh
5—7 MMOJIb/71, a B HEKOTOPBIX CIIyJasix gaxe 20 MMOJIb/1 —
KOHIICHTPAIISI, YKa3bIBAIOIIasl Ha TUA0CTIISCKII KeToar-
n03. Okomno 70 % KeTOHOBBIX TeNl COCTAaBISIET 3-TUIPO-
Kcubytupart, octanbHble 30 % — ero npemiecTBeHHUKN
(auieroanieTar U aleToH). P-TUAPOKCUOYTUPAT CIIOCOOEH
IMPOHUKATH Yepe3 TeMaTOHIIehaTMIeCKIA 6apbep U 3aMe-
HSTh IIIOKO3Y KaK MCTOYHMK 3Heprun. KeToreHHbie Tena
CJTy>KaT UICTOYHUKOM SHEPTUH He TOJIBKO JUIST MO3Ta, HO U ISt
TMOITePEYHO-TIONIOCATHIX U CEPACYHOI MBI [4].

Y. Kashiwaya u coast. (2000) mokazanu, 4to B-Tuapo-
KCUOYTHUPAT MOXET 3allAIIaTh HEMPOHBI OT OKUCIUTEb-
HBIX IIpolieccoB. HapylreHrne oKucaIuTeIbHO-BOCCTaHO-
BUTEJIbHBIX peaKIIWii 1 TUCGHYHKIIUS MUTOXOHIPUIA JIeXaT
B OCHOBE JIeT¢HEPaTUBHBIX 3a00JIeBaHII TOJIOBHOTO MO3-
ra. AKTUBHBIE (OPMBI KHCIOpoIa B (PU3NOJTOTMIECKUX
KOHIICHTPAIIUSIX YIACTBYIOT B PETYJISIIINN KJIETOYHOTO 1M~
KJ1a, (parolMTo3a M akTUBalu (pepMEHTOB, OTHAKO Ype3-
MEpHOe X 00pa3oBaHUe MPUBOAUT K HEOOPATUMBIM I10-
CJIeACTBUSIM, B YaCTHOCTU K noBpexaeHuto JJHK, nunuaos
u 6enkoB. JIUChHYHKIINS MUTOXOHIPHUI 1 alloNTO3 3aITy-
CKaloT JereHepaiuio moara [7].

KeToHoBBIE Tela OKA3bIBAIOT HEMPONPOTEKTUBHBIN
3 deKT 3a cYeT YCUIICHUST OKUCIUTETbHON (DYHKIIMY MU -
TOXOHIPUIA, YTO IIPUBOIUT K YBEIMICHUIO IIPOU3BOICTBA
ATO®. B-ruapokculOyTupar MOXeT 00eCIeYnTh MO3T 0OJTb-
LLIMM KOJIMYECTBOM SHEPIMU Ha EAWHUILY KUCJIOPOAA, YEM
[JII0KO3a.

KeToHoBbIE Te1a CHMUXKAIOT 00pa30BaHUE CBOOOIHBIX
paguKajoB, YIydilas padoTy KOMILIEKCA AbIXaTeIbHOMI
LIe MUTOXOHApUii. B pe3ynbrare MmoBBIIIACTCS aKTUB-
HOCTb TJIyTaTMOHA Y TIIyTaTUOHIIEPOKCUIA3HI [4].
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Ketorennas myera crabumsupyeT (yHKINNA HEUPOHATb-
HbIX CUHATCOB. [loJMHEHACBIIIEHHBIE XUPHbIE KUCIOTHI
(HampyMep, apaXxuIOHOBasI, TOKO3areKCacHOBasI U 3MK03a-
ITEHTACHOBAsT) MOTYT YMEHBIIIATh BOCIIATUTEIHHBIC COCTOSTHUS
U MOJABJSATH MPOAYKIINIO CBOOOAHBIX pagukanoB. I1pu co-
OJIIOIeHUH CTAaHAAPTHBIX IUET B OpraHu3Me BO3HUKAET Heo0-
XOIMMOCTb B aJIETePHATABHBIX NICTOYHMKAX SHEPIUH, TIO3TO-
My BKJIIOYAIOTCS TaKWe IPOILEeCCHl, Kak rmmKoau3. KII
CHITXaeT IMKoJm3. OrpaHM4YeHNe KaJIOPUITHOCTH OKa3bIBaeT
HEWPOMNPOTEKTUBHOE U IIPOTUBOBOCHAIIMTENILHOE NEHCTBUE
(6mokupys cuntes uHtepneiikuHoB [L-1, IL-2, [L-4). Xotsa
IpsIMasT CBSI3b MEXIY HU3KOKAIOPUMHBIM muTaHueM u KII
BBI3BIBACT OIPeIeICHHBIC CITOPBI, 00a METOIA JICUYCHMS TIPH-
BOIISIT K CHVKEHUIO KOHLIEHTpALUM ITI0KO3bI [15].

IIpu cpaBHEHNM HU3KOYIJIEBOTHBIX TUET C HI3KOXKM -
POBBIMHU JUE€TaMU Y OOJBHBIX TMA0ETOM 2-TO THIIA BBISIB-
JICHO, YTO OMETa ¢ HU3KUM COIepXaHUEM YIJICBOIOB
(50—130 r/neHb) WM ¢ O4eHb HU3KUM COIEepPKaHUEM YTJIe-
BonoB/KJI (~20—49 r/nens) siBisieTcsi IpreMIIeMbIM Bapy-
AHTOM JIMIITh IUTSI HEKOTOPBIX ITAIIMEHTOB B TEUCHHE OTPAHM-
YEeHHOTO neproaa (2—6 Mec), 115 TOro YTOObI CTUMY/IMPOBATh
noTtepro Macchl Tesa. B ganbHeiieM Haubojee pa3yMHOMU
U JOJITOCPOYHOM IEPCIIEKTUBOM IJII CHIDKCHMSI MacChl
TeJa SIBJISIeTCS YMepeHHOE IToTpediieHre yriaeBoaos (>130—
225 r/nenn) [13].

ITo6ounbie 3ddextsr K. CyiiecTByeT MHOTO ITyOJIH-
KaIluii, TTOCBSIIEHHBIX KPaTKOCPOUHBIM 3(pdexkTam K]
MIPONOJIKUTEILHOCTRIO 10 2 JieT. bojee minrenbHbBIe Ha-
OTIOIEeHUS HEJIb3sI CYUTATh JOCTOBEPHBIMU BBHUIY Majo-
4uCJIeHHOCTU onucaHuii. Haubosnee pacrpocTpaHeHHbIS
1 OTHOCHUTEJIbHO HE3HAYUTEIbHBIC TT000UYHBIC 3(D(HEKTHI
K/I, Ha3bIBaeMble KETOrPUIIIIOM, BKJIIOUAIOT HA0OP TAKUX
CHMIITOMOB, KaK TOIIIHOTA, PBOTA, TOJIOBHAS 0OJIb, yCTa-
JIOCTB, TOJIOBOKPYXEHHE, 06CCOHHUIIA, TPYIHOCTH C TIepe-
HOCHMOCTBIO (PM3UIECKUX HArpy30K U 3aropsl. [Ipomon-
KHUTETBHOCTD 3TUX CUMITTOMOB KOJIEOIETCST OT HECKOJIBKIX
IHe# 10 HeCKOIbKMX Hexesib. ObecrieueHre aaeKBaTHOTO
ITOTPEOICHIS XKUIKOCTH, IEKTPOIATOB U (DU3MIECKOI aKTHB-
HOCTH ITOMOXKET CITPaBUTHCS ¢ HEKOTOPHIMU M3 HUX. [1py Ha-
3HayeHn KJI cremyet yauThIBaTh ¥ TaKME JOITOCPOIHBIC IT0-
60ouHbIe 3P (EKTHI, KaK CTeaTo3 MedyeH!, TUIIONPOTEMHEMMS,
HedponTras, 1e(ULIUT BUTAMUHOB M MUHEPAIOB [1].

IlepBoHayaIbHAs ITOTEPSI MACCHI TeJIa, KOTOPAsI IIPO-
ucxoaut npu K/, B 3HaUMTEIbHOM CTEIIEHW CBSI3aHa
C TIoTepeil OpraHM3MOM BOIBI, a He XXupa. IloTepst Boabl
IIPOUCXOIUT U3-3a 2 CBSI3aHHBIX MEXITy COO0M OCHOBHBIX
MEXaHM3MOB: IIOTepsI HATPUs, BhI3BaHHAsI KETOHYPHUEH,
1 UCTOIIeHUE TMKoreHa. Kpome toro, rpu gueTe ¢ HU3-
KM COAep>KaHUEM YTJIEBOIOB CHIDKACTCS] YPOBEHb MHCY-
JIMHA, KOTOPKBI CIOCOOCTBYET peabcopOLM HATPUSI [IOYKa-
Mu. McToleHne 3amacoB IIMKOTeHa TaKxKe IMPUBOIUT
K ITOTepe BoAbI B opraHuamMe (3 r Boabl Ha 1 T HAKOIUIEHHOTO
rkoreHa). ITnk morepu Bombl coBITamaeT ¢ ha30i MaKCH-
MaJIBHOI'O K€T03a, 1 IT0 Mepe YMECHBIIICHMSI KeT03a comepka-
HMeE BOIbI B OpraHM3Me BOCCTaHABIMBAETC [6].

[IpocnekTUBHOE MCCIeA0BAaHME C JOJTOCPOIHBIM Ha-
OJIIOICHEM M MCCIICI0BAHNSI HA XKBOTHBIX ITOKA3aJIM, YTO
IJTUTEIFHOE OrPpaHNYCHIE YIJICBOIOB ITOBHIIIACT YPOBEHD
cMmepTHOCTH. CTporoe orpaHMYEHUE YIJIEBOIOB MOXKET
BBI3BaTh HEOJIATOIPUSITHBIC ITOOOUYHBIE 3(P(PEKTHI, IMO-
ckonbKy npu KJI mckimogaioTes: MpOayKThl, UMEIOIINe
KapaIMOIPOTEKTUBHBIC CBOMCTBA, ¥ BBOASITCS IMPOIYKTHI,
KOTOpBIE TTOBHIIIAIOT PUCK CEPAECIYHO-COCYIMCTHIX 3a00-
JieBaHuit [8].

B teuenue 6—12 mec codmonenus KJI perncrpuposa-
JIOCh BPEMEHHOE CHMXXCHHE apTepUaJIbHOTO TaBJICHUS,
YPOBHEU TPUIIULIEPUIOB Y IJIMKO3UIMPOBAHHOIO FEMOTJIO-
OMHa, a TAKXKE TOBBIIICHNE YPOBHSI JINTIOIIPOTEHHOB BBICO-
KOI INTOTHOCTH M CHIKeHMEe Macchl Tefia. Yepes 12 mec ot
3((PeKTH OOBIYHO HUBEIUPYIOTCSI.

G.D. Brinkworth u coaBT. TToKa3aJii, YTO HU3KOE T10-
TpebieHue KiaetyaTku Bo Bpems KJI MoxeT HapylIUTb
BbIPAOOTKY KOPOTKOLIEMIOYEYHbBIX XKUPHBIX KUCJIOT MUKPO-
OMOTOI TOJICTOTO KUIIIEYHUKA, YTO IIPUBOINT K 3aItopam
U pacCTpOCTBAM XKeTyIOUHO-KUIIIEUHOTO TpakTa [2].

KeroreHHasi muera oka3plBaeT HeTaTUBHOE BIIMSIHUE
Ha MeTa00JIM3M KOCTHOI TKaHH, (hOPMUPYSI XPOHUIECKOE
BOCHaJIEHUE ITyTEM ITOBbILIeHUs npoaykuuu 1L-6. Huz-
KOYIJIEBOMHASI IMETa ITOBBIIIACT IMOTCHIINAIBHBINA PUCK
Pa3BUTHS OCTEONIOPO3a, TAK KaK aHOMaJIbHAsT aKTUBAIIHS
octeokiiactoB I1L-6 BeI3BIBaeT pe3opOLnio Kocrteii [16].

XpoHUYECKUI MeTabOIMYECKUI alluI03 CHUKAET pe-
abCcopOIINIO KaIbIIMs B ITOYCUYHBIX KAHAJIBIIAX W YBEJIMUM-
BaeT ero 3KCKPEIUIo C MOYOH, a TAKKe YBEJIMUMBAET JIe-
MUHepanu3aluuio Kocteil. LluTpar cBs3bIBaeT KajabLUid
MOYY Y MHTUOUpPYeT KPUCTA/UIM3ALMIO KaabLusl. ALIMI03
MOBBIIIAET a0COPOLIMIO LUTpaTa B MPOKCUMAaNIbHBIX Ka-
HaJIbLIaX 1 YMEHBIIIAeT ero BbiBeaeHue. Kpome Toro, xpo-
HUYECKUI alua03 noadepKrMBaeT HU3KUM ypoBeHb pH
Moun. Bce 3Ti (pakTophl CTOCOOCTBYIOT pa3BUTHIO MOYE-
KaMeHHo 6ose3Hu [3].

HawnbGonee mojie3Hoi, mpueMieMoit mJisk IJIUTeJIbHOTO
MMPUMEHEHUS SIBJISIETCSI CpeIr3eMHOMOpPCKasl aueTta. B ee
OCHOBE JIeXKaT MeIJIEHHOYCBOSIEMbIE YIJIEBOAbI 3¢pHO0000-
BOT'O IIPOMCXOXICHUSI, OOMIME TIPOAYKTOB, COIEpKAIIIX
ITOJIMHEHACHIIICHHBIC SKUPHBIE KMCJIOTHI (OJIMBKOBOE MACJIO
U OpexM), pa3HOOOpa3Ke CE30HHBIX OBOIICH M (PPYKTOB,
yMepeHHOe MOTpebIeHre XXMBOTHOTO OeJiKa B Bue dep-
MEHTHUPOBAHHBIX MOJIOYHBIX IPOAYKTOB, SIMII, IITHUIIBI,
PbIOBI, MOPEMPOAYKTOB U OrpaHUYEHHOE MOTpebdieHue
KpacHOTO MsIca, HACBIIIICHHBIX XKUPOB B BUIE (haOpPUIHBIX
cnagocTeit u nonydabpukaroB. Cpenr3eMHOMOPCKAs I1-
eTa — 3TO palliOH, OCHOBAaHHBIN HA PACTUTEIbHBIX IIPO-
JIYKTaX C BEICOKMM COIIeP>KaHNEeM HEHACHIIIEHHBIX XXUPOB,
KOTOPHIN B IPOCIIEKTUBHBIX UCCAECIOBAHMUSIX HEM3MEHHO
accoLMUpyeTcs ¢ 0ojiee HU3KMMU ITOKa3aTeIsIMU HeWMH-
(eKIIMOHHBIX 3a00JIeBaHMI U OOIIEH CMEPTHOCTH, a CJie-
JIOBATEJIbHO, MOXET aKTUBHO MPUMEHSITHCS B JISUCHUN
oxupeHus [8]. OgHaKO cpean3eMHOMOpPCKasi TUeTa He
BJIMSIET HA TEUECHUE SITIIICTICUH.
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IToka3zanms nasa KJI [S]. AGcontoTHbIE MOKa3aHUSI:

— CHHIpOM AeduinTa 0eJiKa-nepeHOCYMKa IIIOKO3bI 1
(GLUT-1);

— neUIInT TUPYBaTICTUAPOreHA3EI.

OTHOCHUTEIIBPHBIEC TOKA3aHUS:

— BIMWICTITUYCCKUE CUHIPOMBI ¢ (hapMaKOpe3nCTEeHT-
HOI 3IUJIeTICUEN, TIPU KOTOPBIX OOJIbHBIE HE SIBJISIIOT-
csl KaHIMIaTaMH1 Ha XUPYPIUIecKoe JICYeHHE:

* CHHIPOM SIMWICITHYECKIX MH(MAHTWIBHBIX CITA3MOB;
* CUHAPOM AHTeJIbMaHa;
* MUTOXOHIpPHAJIbHBIC 00JIE3HU C HAPYIIECHNEM KOM-

miekca 1;

cunapoM Jlpage;

* SMUICTICUS C MUOKJIOHNYECKI-aTOHNYECKUMU TIPH-
crynmamu (cuaapoM Jlose);

* CMHJPOM 3MWIEINCUM, CBSI3aHHBIN ¢ (heOpuIbHOMI
WHpEKINE;

* IeUIUT TUPYBATACTUAPOTeHA3HI,

* cyneppedpakTepHbIi SMUICITUISCKUI CTATYC;

* TyOepO3HBbIil CKIIEPO3.

DNUNenTUIYeCKe CUHIPOMBI C BO3MOXHOM 3(Ppdek-

TuBHOCTBHIO K/I:

— neUIINT afeHUIOCYKIIMHATINA3I;

— CDKL5-accoummpoBaHHas STTAIETICHS,;

— UOAOMATUYEeCKasl TeHepaJIM30BaHHAS SITUJICIICHS
(meTckast abcaHCHAsT SIUJICIICHS, IOHOIIIECKAst MUOK-
JIOHMYECKasI SIUJICTICHS);

— IIOPOKM Pa3BUTHSI TOJIOBHOTO MO3Ta;

— BIMWIETICHST MJIAIeHYEeCTBA C MUTPHUPYIOIIUMU (Po-
KaJIbHBIMH IIPUCTYIIAMU,

— sHIedaTonaThsI Pa3BUTHUS 1 SIMICTITIYECKAsI CO CIIaliK-
BOJIHOBOU aKTHUBAlLIMEN BO CHE;

— TJIMKOTeHOo3 V Tula;

— 6onesnsb Jlaopa;

— cunapoM JlenHokca—IacTo;

— nepuut pocdoPpyKTOKMHASH;

— cuHapoM Petra;

— IIOIOCTPHIi CKIEPO3UPYIOMINI ITaH3HIIS(DaTHT.
AbcomoTHbIe mpoTHBONOKa3anms st KJI:

— neUIIUT KapHUTHHA (TIEPBUYHBII);

— JeULIT KapHUTUH-TaTbMuTonaTpaHcdepassl I wm 11;

— neUIIUT KapHUTUHTPAHCIOKA3HI,

— B-okucnurtenabHble AehEKTHI;

— nedumut 192 cpemHeenoYeyHoi alIiIeruiporeHa-
3B,

— ne(UIIUT IJTMHHOLIETIOUCYHOM allMIIeTUAPOreHA3HI;

— ne(UIUT KOPOTKOLIETIOUECYHOM alliIACTUAPOTECHA3H;

— neUUUT JITUHHOLEMOYESYHOTO 3-TUIPOKCHALINII-
KoA;

— IedUIUT CPEeIHELIEIIOUYCYHOTO 3-THMAPOKCUAIIMII-
KoA;

— neUIIUT TUPYBaTKapOOKCUIIA3HI,

— nophupus;

— CHUHIPOM YIJIUHEHHOTO nHTepBaia QT

— TUIEPUHCYINHU3M.

K oTHOCUTEIBHBIM ITPOTHBOITOKA3AHMSIM OTHOCSATCS
HECITOCOOHOCTD MOMIEPXKUBATH ITOJTHOLIEHHOE IMUTaHMUE,
BO3MOXHOE XHPYPIUUECKOE JICUCHNE SIUJICTICUM, HU3KAs
MIPUBEPXKEHHOCTD IUETE PONUTEIICH IMalleHTa, OMHOBpPEe-
MEHHOE IIpUMeHeHue nponodoJa.

Heo0xomumble uccienoBanus 1 mianaposanns KJI:

— IHEBHUK IIPHUCTYIIOB,

— 001111 aHaJIU3 KPOBU C TPOMOOLIUTAMU, JAEKTPOJIU -
Tbl KPOBU, KHCJIOTHO-IIEJIOYHOE COCTOSIHUE, BKJTIOYAst
OuKapOOHAT ChIBOPOTKM; OOIIUIT OEI0K, KalbLuii,
LIMHK, ceJIeH, MaTHUii 1 pocdaThl;

— OMOXMMMYECKUIA aHaIM3 KPOBU (BKITIOYAs aJIbOYMUH,
aMMMaK ¥ KpeaTUHUH);

— JIMIIAIHBIN PO WIh HATOIIAK;

— alMJIKAPHUTUHOBBIN PO B CHIBOPOTKE KPOBHU;

— O0ILIMI1 aHAIM3 MOYM, KaJIbLIMIA U KpeaTUHUH B MOYE;

— KOHIEHTpauus npuHuMaeMbix ADIT;

— ypoBeHb BUTaMuHa D;

— ompeAesieHNe OPraHMIECKIX KUCIOT B MOYE M aMUHO-
KHCJIOT B CBIBOPOTKE KPOBHU;

— BUIE03JIeKTposHLIedanorpapuiIecKii MOHUTOPUHT
(BOM);

— MarHUTHO-pe3oHaHcHas Tomorpadust (MPT) romos-
HOTO MO3ra;

— YJIBTPa3BYKOBOE HCCJICAOBAaHME IOYEK M OPIOIIHOM
ITOJIOCTH;

— BJIeKTpoKapauorpadus.

JneTosior olieHUBAET MUIIEBOM THEBHUK, BKIIIOYAS
OTYeT O MUTAHUU 3a 3 THS, MUIIEeBbIC IPUBBIYKY, aJlIep-
TUI0, HETIEPEHOCUMOCTb MPONYKTOB. McxonHble Macca
TeJia, POCT M MAeabHAs Macca Tejla IUIsl pOCcTa M MHIeKca
Macchl Teja He0OOXOAUMBI ISl pacyeTa KETOTEHHOI'O COOT-
HOIIIEHUsI, KaJopuii 1 MoTpediieHus xunkoctu. CocTaB
IHUETHI CICAYeT ITOA0MpPaTh B COOTBETCTBUM C BO3PACTOM
nalyeHTa U crnocodbom KopmiieHus. I1pu BBeaeHUM Kiac-
crueckoi KJI i ripy HATMIuy KeTOHOB B MOYE ITAITUCHT
JIOJDKEH OBITh TOCITUTAIM3UPOBAH (CPOK rOCIIATATU3AIINN
OT 2 10 5 cyT), 4TOOBI MPEAOTBPATUTh PA3BUTHE TUTIOTIN -
KeMuU U 00e3BoxkMBaHMs1. Korma nocturaercst KeTos, Mnu-
TaHHUE PACCUMTHIBACTCS TaK, YTOOBI MOAIECPXKUBATD IIOCTO-
aaHoe cootHomeHnue KJI. IMpu sBepennn MJJA nim HY]]
TroCIIATAIN3aus He TpedyeTcs: KoadduuneHt K] 1mo-
STAITHO yBeJIMUYMBaeTCs eXeHenaelbHo ¢ 1:1, 2:1 m 3:1
1o 4:1. [Ipuaumas Bo BHUMaHue, uto KJI obecrieunBaet
JIMIITh HEOOJIBIIIOE KOIMIECTBO (PPYKTOB, OBOIIEH, 3¢pHa,
MOJIOKA M ChIpa, HEOOXOAMMBI ITHIIEBhIC TOOABKU: MYJIb-
TUBUTAMUHHBIE ¥ MUHEPaJIbHBIC KOMIUIEKCH C HU3KHM
conmepXKaHNEM YIJIEBOIOB CJIeAyeT IIPUHUMATh €XKeTHEBHO.
K OCHOBHBIM MUILEBLIM J00aBKaM, HEOOXOAUMBIM IJIsI
BCEX ITaIlMEHTOB JIFOOOT0 BO3pacTa, OTHOCIT MYJIBTUBUTA-
MMHBI ¢ MUHEpajiaMu (BKJII0OUasik MUKPORJIEMEHTBI, 0CO-
OCHHO CeJIeH), IpermapaThl KaJblusi, BUTaMiUH D u ero
aHaJOTW (B COOTBETCTBUM C CYTOUHOM IOTPEOHOCTBIO,
pexe — BBIIIe peKOMEHIOBAHHOM CYyTOYHOI HOPMBI), 1IH-
TpaThl IJI TIEPOPATIBHOTO IMIPUMEHEHMSI, CIIa0UTEIbHBIC
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cpencTBa s MpoPUIaAKTUKY WIN JIedeHUS (JIayprjICyib-
¢doatieraT HaTpHsI, MUHEPATHbHOE MACJIO, TIIUILIEPHUHOBEIC
CBEYM ), DOIIOTHUTEILHO CEJICH, MarHUii, IIMHK, hocdop,
XKeJe30, Meab, KapuuTuH, Maciio MCT wim KoKocoBoe
MacJIo, CoJib (I mareHToB cTapire 1 roma). @oum Yap-
m pa3padotan nporpammy KetoDietCalculator, 4To0bI
ITOMOYb CTICITUAIMCTAM M JINIIAM, OCYIIICCTBIISTIOIINM YXOII,
VIIPaBISATh AMETUYECKOM Teparnueil. Dta oHIaliH-0a3a JaH-
HBIX paCCUMTHIBACT IUIAHBI MUTAHUS UIS TTAIIMEHTOB JIIO-
0oro Bo3pacTa, OT MJIAZICHIIEB 10 B3POCIBIX, OT TBEpHOil
IMUIIY 10 XXUIKAX CMeceil, M JocTynmHa B UHTepHeTe 1 Ha
MOOMJIBHBIX YCTPOMCTBAaX IO CCBHUIKE http://www.
ketodietcalculator.org.

Jisg mauueHToB, punepxuBaroimmxcs K/, Heobxo-
UM PeTYJISIpHBIIA OCMOTp Bpada Kaxable 3 Mec. CeMbs
JTOJDKHA UMETh TOCTYITHYIO CBSI3b ¢ KOMaHIOM TMETOJIOTOB
JUJTSI pellIeHUs] TEKYLIUX BOIPOCOB 1 00CYKIEHUS 1TO00Y-
HBIX 3¢ dekToB. [1py KaxkmoMm BU3UTE ClieAyeT OLICHUBATh
MTHEBHUK IIPUCTYIIOB, a TAK:Ke KOTHUTUBHOE Pa3BUTHE U
noBeaeHue pebeHKa.

JIJ1s1 KOHCYJIbTallMM TMETOJIora HEOOXOAMMBI CJIETYI0-
e obcienoBaHus:

— OIIEHKa TIMTaHHUs, POCTa, MAacChl Teja, MIeaabHas
Macca TeJa IjIst MHIEeKCca MacChl Tesia, IIPY HeOOXOmM -
MOCTH — OKPYKHOCTD TOJIOBHI Y MJIAICHIICB;

— 001111 aHaIU3 KPOBU C TPOMOOLIUTAMU, 3JEKTPOJIM -
THI, KMCJIOTHO-IIIEJIOUYHOE COCTOSIHHME, BKIIIOUasi Ou-
KapOOHAT ChIBOPOTKM; OOLLIMIA OEI0K, KaJIbLIM, IIMHK,
ceJieH, MaTHUii 1 ¢ocdaThl; OMOXMMUYECKUIA aHAITN3
KpOBU (BKJIIOYAs aJIbOYMUH, aMMHUaK ¥ KPEaTUHUH),
JIMITAIHBIN PO Wb HATOIIAK, allJIKAPHUTUHOBBII
MpoduIb B CBIBOPOTKE KPOBH, OOILIMIA aHATIU3 MOYH,
KaJIbIIiI1 M KpeaTMHUH B Mo4e, KoHLeHTpausg ADIT,
ypoBeHb BUTaMuHa D;

— OIIEHKA COOTBETCTBHS PEIICIITOB PACCIMTAHHOMY IO~
TpeOJIEeHUIO KaJlopuii, OeJIKOB U XUIAKOCTHU; Iiepe-
CMOTP TOTOJHUTEIbHBIX BUTAMUHHBIX 1 MUHEPaJIhb-
HbIX 100aBOK; oleHKa npuBepxeHHocTu K. ITpu
HEOOXOAMMOCTA — M3MEHEHHME CXEMBI pallloHa IS
VIIy4YIIeHUsT TIPUBEPKEHHOCTA TUETHYECKOMY JIeue-
HHIO Y KOHTPOJISI HAJI IIPUCTYIIAMMU.

B npouecce K] Takke HEOOXOAUMBI HEBPOJOrMYE-
CKMi1 OCMOTp, OlLIeHKa ITo0ouHbIX 3 dekroB KJI, perenne
00 n3meHenuun Konndectsa ADII, olieHKa 11esiecoodpas-
HocTu npoaomkeHus KJI.

BnexkrposHuedanorpadus (33I) mpoBoguTcs WIS
oueHku 3¢ dextuBHocTy K/ Moy mpu paccMOTpeHUA BO-
npoca o npekpamieHuun K/I.

IIpu pnutenbHoit KJI pekoMeHayeTcsl MpOBECTU UC-
CJIeJOBAaHUE MUHEPAJIbHOM INIOTHOCTU KOCTHOW TKaHU
(ckanupoBanue DEXA) uepe3 2 roma ot Hauana KJI. Cre-
JIyeT IOMHUTD, YTO JIJi AOCTYKeHUs 3 dekTuBHOCTH K/
TpeOyeTcs IIepro He MeHee 3 MeC ¢ MOMEHTA TOCTYDKEHMST
IMAIeHTOM K€T03a, II0O3TOMY BaXKHO ITOOYIUTH MallMeHTa

U €T0 CEMBIO TTPOIOJIKATh JUETY B TEUCHUE 3TOTO IIEPHoIa
6e3 nsmeHeHust ADII.

Ormena K/I. Ouenka acdpdexkruBHocTr KJI mpoBoauT-
csI He paHee, 4eM yepe3 3 Mec OT ee Havasa.

Ecnu npuctynsl yyamaiores depe3 1—2 Hen mocie
Havana KJI, nuety ciieayeT HeMeIeHHO MpeKpaTtuThb. Eciu
CeMbsl pellaeT ocTaBUTh cBoero pedbeHka Ha KJI Ooiee
6 Mec, HECMOTpPSI Ha OTCYTCTBME OYE€BUIHOTO KOHTPOJISI
HaJ MPUCTyIlaMU, PELLIEHUE OCTAETCS 32 CEMbEIA.

VY neteii co CHIXKeHMEM YacTOThI IIPUCTYIIOB O0Jiee YeM
Ha 50 % K]/I mpekpallialoT OpueHTUPOBOYHO Yepe3 2 roja;
OIHAKO Y JeTel, Y KOTOPBIX KOHTPOJIb IIPUCTYIIOB TOYTH
3aBeplleH (HalpuMep, OTMEYeHO CHIKEHME TIPUCTYIIOB 00-
nee yeM Ha 90 %) u mo6ouHbie 3 HeKThl He3HAYNTENbHEI,
KJI MOXXHO IMpoaooKaTh B TeYeHME HECKOIBKIX JICT.

Jnst KJI He cyliecTByeT MaKCUMAaJIbHOM MPOIOJIKI-
TeJILHOCTU. PeKoMeHmyeTcsl mepecMaTpMBaTh PUCKU
u npermytectBa KJI mpy KaskmoM nocelieHn KIIMHUKA 1
0COOEHHO MocJIe 2 JIET HeIIPEPHIBHOTO IIPUMEHEHHS.

Tunmunerii ian KJI 5-netHero nmamuyenTa ¢ papma-
KOpPE3UCTEHTHO anuiercueii mnpuBeaeH B TaoI. 1.

IIpencraBiusieM KIMHUYECKMU ciiydyail MmalMeHTKU
26 JIeT ¢ AJIUTeIbHBIM aHAMHE30M SIMICIICUM U PEMUCCHU-
eli, JOCTUTHYTOI Ha (h)OHE MOHOTEPATTUM JTaMOTPUIKMHOM
B coyetaHuu ¢ KJI.

KnuHuueckuit cnyyai

Ilayuenmra M., 26 rem, podusace om nepeoil Heoca04c-
HeHHOll bepemenHocmu (603pacm mamepu — 29 nem), nepevix
camonpou3601vrblx pooos 6 cpok. Tlpu poxcdenuu macca me-
aa 3500 e, pocm 51 cm, oyenka no wikane Aneap — 8/9 bannos.
Pazeusanacsy coomeemcmeenro go3pacmubim Hopmam. Ilo-
Ay4ana epyoHoe eckapmaueatue do 1,3 eoda, ¢ 6 mec — npu-
KopMm 6 eude Kaul, A0A04HbIX U 0BOUHBIX NIOpe, Oe3 ariepeutie-
ckux peaxyuii. Hacaedcmeennocms omsiowena no omuyoeckoll
AUHUU CaxXapHbiM 0uabemom 2-20 muna, XpoHUHecKuUM AapUH-
2UMOM, MHOMCECIBEHHBIMU NOAUNAMU KUUEHHUKA, Yy Mame-
pu uzbbimouras macca meaa. Co 108 NayUeHmKU, U3 nepereceH-
HbIX 30001e6aHUIL — Hacmble emcKue 0Cmpble PeCnUpamopHble
supycHvle uHgexyuu ¢ 3,5 eoda, Kokaou é éozpacme 15 aem.
Menapxe c 12 1em, pecyasiproie, ouens obunvHble, no 5/28 ouelil,
o4enb bonesHenHvle. B ospacme 18 rem ommeuana peskoe yse-
Auyenue maccol mena do 70 ke npu pocme 168 cm Ha gone noo-
20MOBKU K NOCMYNAEHUIO 8 YHUBEPCUMEM U AKMUBHO20 YHOmpe-
OneHUst CAAOKUX HCUOKUX MONOYHBIX NPOOYKIIO8 8 COYemAaHuU
¢ xnebobyrounbimu uzdeausmu. Ha I kypce ynusepcumema
Ha oHe pe2yasapHbiX PuU3UMeCKUX 3AHAMULL U UCKAIOHEHUS
caxapa u3 payuoHa cHusuAa maccy meaa 0o 60 ke.

B 16 nem na gpone noaHo2o 300p08bs HOUbIO GHE3ANHO
nomepsiaa co3HaHue, ynana u noay4uaa ywuo npagoii 0Kkono-
yurnoit oonacmu. Ilo danuoim MPT 201081020 MO32a 6bi6-
AeHO 00BeMHOe HOB00OPA308aHUE C YeMKUMU POBHbIMU KOH-
mypamu (10 x 7 x 6 Mmm) 6 cynpaceansaproil yucmepHe cieea,
OU30HMOEeHeMUYEeCK020 XapaKkmepa, acuMmempus 60K08bIX
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Taomuna 1. Tunuunviii naan KemoeeHHOU Ouemsl S-1emue2o nayueHma ¢ papmaxopesucmenmuoli snusencuei [10]

Table 1. Typical ketogenic diet plan for a 5-year-old patient with drug-resistant epilepsy [10]

Weight, g
3aneyeHHbIE B30UTHIE CIMBKU (36 %) 70
Baked whipped cream (36 %)
KiyoHuka
) Strawberries 20
7:30 OMIeT
3aBTpaK Omelette 40
breakfast CBIp KeJNThIi MJIaBJIEHbII
Processed yellow cheese 4
Macno
Oil 8
10:00 3arneyeHHBIE B3OUTHIE CIIMBKU (36 %) 27
: Baked whipped cream (36 %)
nepeKyc TlprEst
snack Mel
elon 17
3aneuyeHHbIE B30UTHIE CIUBKU (36 %) 70
Baked whipped cream (36 %)
Bpokkonu
Broccoli 20
12:00 Kotera 3 roBIIUHBL
obern Beef patty 21
lunch ChIp KeNThIN TUTABJICHBI
Processed yellow cheese 7
TornneHoe macio
Ghee 7
15:00 3aneueHHbIe B30UTHIC CIMBKY (36 %) 27
: Baked whipped cream (36 %)
IEREINYE KenaTtnHOBBIM AecepT 0e3 caxapa
snack Gelatin dessert without sugar 90
3aneyeHHbIE B30UTHIE CIMBKU (36 %) 70
Baked whipped cream (36 %)
3eneHast (pacob 1 MOPKOBB Ha Iapy 15
Steamed green beans and carrots
18:00 3amnedeHHasi KypuHas TpyaKa 19
YKUH 0e3 KOXU
dinner Baked chicken without skin
CBIp XeNThIN TIJIaBJICHbIN 6
Processed yellow cheese
Maiiones 11
Mayonnaise
Hmoeo 3a dens 529

Total per day

Carbohydrates, g

Proteins, g Fats, g Caloric

content, kcal

1,95 1,43 25,9 245
1,54 0,13 0,06 6
0,59 4,47 5,3 70
0,28 0,76 1,04 13
0 0,07 6,49 57
0,75 0,55 9,99 93
1,39 0,14 0,03 6
1,95 1,43 25,9 245
1,4 0,46 0,46 10
2,81 2,91 2,38 45
0,49 1,33 1,82 24
0 0 6,93 62
0,75 0,55 9,99 93
1,6 2,1 0 13
1,95 1,43 25,9 245
1,14 0,27 0,46 9
0 5,84 0,67 31
0,42 1,14 1,56 20
2,63 0,1 3,67
21,64 25,11 128,55 1330

JHceny00uK06 U pacuiuperue cybapaxHouoaIbHoe0 nPoCmpaH-
cmea 6 obaacmu Ae6oil UCOYHOU 004U, A MaKice eOUHUYHbLe
MeaKue ouaeu NepuHamanbHo20 NPOUCX0NCOeHUs 6 6eaom
seuwecmee NoAYuapuil 20106H020 M032d. SHAYUMBIX OMKAO-
HeHUll cO CMopoHblL AA00PAMOPHBIX NOKa3amenell He 00Hapy-
acero. Tlayuenmia npokoucyasvmuposana 6 HMUI] neiipo-
xupypeuu um. akad. H.H. Bypdeunxo: npu ouepedrHom

nposederuu MPT 201061020 M032a ompuyamenvroil OuHa-
MUuKu He Habarodanocy, unmepukmanvras I bes napyuie-
Huii. Heepoaoeom Obin HazHauen Kypc mabaemupoganHHo2o
MeKcudoaa, Ha (oHe nPpUema Komopoeo y NayUeHMKU YMeHb-
wuauce 20108Hble 6oau. Oounaxo cnycms 1,5 mec 6 dyuiegoii
KabuMe GO3HUK NOGMOPHBII NPUCMYN ¢ KPAMKOBPEMEHHOU
ocmaroexoil Ovixanus. [layuenmia 6H08b NOAYHUAA CUABHBLIL
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Yuiub 20108blL, 20108Hble 60U 80300H08UAUCH. B danvHelluem
npucmynsl nadeHull Ha4aiu 603HUKAMb pecyasipHO neped
MeHcmpyayueil uau Ha 2-il dens yukaa. Co caoe pooumeneil,
npucmynst HayuHaaucs 6 nepuod ¢ 02:30 do 03:00 u npose-
ASAAUCH SPOMKUM KPUKOM, 3a8edeHuem 21a3, OKpauleHHou
KPOBbI0 NEHOU U30 pma, cyO00POICHLIMU HOOepeUBAHUIMU
mena. B 17 nem nayuenmka 6vi1a no6mopro o6caedogana:
no daunvim MPT 201061020 MO32a ObL10 GblsieAeHO cynpacen-
AspHOe 00BeMHOe H08000paszoeanue (adeHoma eunogusa?)
obe3 ompuyamenvroil ounamuxu. B 18 nem uacmoma npucmy-
noe ygeauuunacs 0o 2 paz 6 mecay. Ommeuanrocs yseauvenue
Mmaccol meaa 0o 80 ke, Ha4aauce CUAbHbIE MEHCMPYANbHble
004U, noseuAUC, OHeBHble npucmynsl nomepu co3Hanus. Ilpu
ouepedHom obcaedosanuu no dauHoim DI u MPT eono6Hoe0
Mo32ea — 6e3 ompuyamensHoll OUHAMUKU. J]egyuika npoKoH-
cyavmuposana 6 HMHUI sndokpuronoeuu PD c yeavto cHu-
JHCEHUSL MACCHL MeAa U HOPMAAU3AYUU 20PMOHAABHO20 (poHA
(macca meaa — 83 ke). Ilo pezyrvmamam obcaedosarus
0bL10 NOOMEEPICOeHO 20PMOHANLHO-HEAKMUBHOE HOB00ODPA-
308aHUE 2UNOMANAMYCA U PEKOMEHA08AHO 2UNOKAN0PULIHOe
NUMGaHUe ¢ UCKAIOYEHUEeM 1e2K0YCB0AeMbIX Y2ne60008, a MaK-
JIce HA3HAue bl NPenapamyl 015 HOPMAAU3AUUL MUKPOGDAODbL
KUleuHuKa u umamunHoeo cmamyca nayuenmxu. Ha smom
hoHe HOpMAU308a1Cs UHOCKC MACChL Meaa U He OMMeUanoch
npucmynos. Ho é eozpacme 19—20 aem na ghone smoyuo-
HAABHBIX CIMPECcco8 NPUCMYNbl 60300H08UAUCH, Juema ObLia
0CMAaHoBAeHa, 8HO8b PA3BUAACH OYAUMUSL, NPUOABKA 8 Macce
mesna cocmasuna 20 ke 3a 6 mec.

B cé53u ¢ yuawenuem npucmynog uepes 5 nem meueHust
snunencuu (!) nayuenmke 6bvin nposeden HouHoii BOM
60 6peMst MeHcmpyanbHoeo yukaa. B xode BOM nounoeo cha
Oblaa 3ape2ucmpupo8ana dSnUlenmugopmMHas aKMU8HOCMs,
npedcmaenenHas HU3KOAMNAUMYOHBIMU KOMAAEKCAMU
ocmpasi—meO0neHHAs 804HA, CNAUKAMU, OCMPbLIMU BOAHAMU
6 CmpyKmype pecuoHaAbHO20 3aMedNeHUs 8 NeBOI BUCOYHO-
UeHmpanbHo-memMeHHoll obaacmu, amnaumyooii do 100 mx B.
Jlanee nayuenmra npoKoHCyAbMUPOBAHA INUNENIMOAOSOM,
OuazHOCMuUpO8aHa MeHCmpyanbHas (KamameHUuanbHas) snu-
aencus. Haznauen neeemupayemam 6 dose 500 me Ha Houw,
o0nogpemenHo ObLia unuyuuposana KJ. B pezyasmame om-
Cymcmeus 8 meveHue noay200a SNUAeNMUYecKUx npucmynos,
CO CN106 nayuenmKu, ee obuee Camovygcmeaue cmano HaAMHoO-
20 ayquute. Yepes 6 mec cobarodenuss K macca mena cHu3su-
aace 0o 63 ke. Ilpu nodeomoske Kk ceadvbe Ha poHe cmpecca
U HAKAHYHe MEeHCMpPYaabH020 UYUKAA Npou3oulen npucmyn
(k amomy epemenu pemuccusi cocmaeasiia § mec). llayuenmra
camocmoamenvro nepecmana coonooams KJI u eckope na-
4ana ommeuams NOBbIUEHHBLI ANNeMUm, 8 pe3yabmame ee
macca meaa yseauyuaacs do 78 ke. B céa3u ¢ nosviuenuem
maccol meaa anunenmonoe ygeauuun 003y AIIl, npu smom
nosieuaucs no60UHbIe IhheKkmbl neeemupayemama: cyuyu-
danvHble mblcau u becconnuya. Yepez 3 mec duemonoeom-
IHOOKPUHO1020M Dbl BbISIGACH NAMEHMHbLIL Jcene300eduuum
u Hedocmamok eumamuros epynnel B. /[ koppexyuu smux
HapyuwieHuil ObiaU peKOMeHO08AHbL NPUEM NPenapamos Jce-

1

Ae3a U KomMnexncayus sumamuntsix degpuyumos. Ha oueped-
HOM npueme SnUAeNnMoa02a peKOMeHI08AHO 3aMEeHUMD /1eée-
mupayemam Ha 30HUcamud 6 mepanesmuteckoil dose 150 me.
K coxcanenuro, Ha ghone npuema 3onucamuoa y nayueHmxu
PA3BUAUCH HedceNamenbHble S6AeHUs — eeMOPPazull Ha 6epx-
HUX U HUNCHUX KOHEHHOCMSX, 8 C8A3U C HeM 003a npenapama
oviaa cHuxcena do 100 me. Ommeuanuce yayuuieHue camo-
Yygcmeus, 6HympeHHee CHOKOUCmeue U omcymemeue Sni-
aenmuyeckux npucmynos. Ilayuenmra eepuysace k KJ[
u 6 meuerue 7 mec 4yecmeosana cebs y0oeaemeopumensHo.
Oo0Hako 3amem snunenmuqecKue npUcmynbl 60300HOBUAUCDH
C UBMEHeHUeM MUna NPUcmynog — NOSBUAUCL AOCAHCH
6 cocmosiHuu 600pcmeosanus. bviia pexomendosana samena
30HUCAMUOA HA AAMOMPUONCUH 8 cymouHoll do3e 150 me,
nocae 3moeo npucmynsvl Kynupo8alcs.

IIpu obcaedosanuu: GuoxumunecKuii aHAAU3 Kposu 8 Hopme.

Kowncysvmayus eunexonoea-sH00KpUH0A02A: XPOHUYE-
CKUil sHOOMempum, eUnepnAa3us SHOOMempust, XpOHU4ecKuil
canvhuHeoogopum 6 ghase pemuccuil.

DHOoKpunonoeom damvt pexomendayuu npodoadicumos K.
C nauuenmkoit 611U 00CyIHcOeHbl OCHOBHbIE COCMABAAIOUUE
KJI, nposeden pazbop onmumanrvHo2o pacnpedeienus npo-
dykmoe 6 meueHue OHa. Ha ocnoeanuu becedvt 0ns npumepa
0bL10 cocmaeneHo 00HOOHesHoe MeHio (maba. 2), paccuuma-
HO KOAUYECMB0 6X00UUX 8 PAUUOH 0eAK08, HCUPO8, Yene60-

Ta6auna 2. [Ipumeproe 00HoOHe6HOe MeHI0 Ons nayuenmKku M.

Table 2. Approximate one-day menu for patient M.

200 r SUYHULIBI U3 2 STULL C CBIPOM

¥ BETYMHON

100 r aBoKkamo Xacc
240 mi kope

200 g of scrambled eggs (2 eggs)

with cheese and ham

100 g of Hass avocado
240 ml of coffee

3aBTpak
Breakfast

200 r 1MCTOBOTO canaTa
150 r tococs ¢1abocoaeHOro
240 M1 3eJIeHOTO Yas
200 g of lettuce
150 g of salmon
240 ml of green tea

Oben
Lunch

ITepekyc
Snack

30 r rpelKuX OpexXoB
30 g of walnuts

100 r KypUHOI TPYAKU Ha TPUIIE
100 r caymaTta ¢ TYHIIOM 1 OBOIIIAMH
100 g of grilled chicken
100 g of salad with tuna and vegetables

Vxun
Dinner

Hmoeo 3a denv: 1300 kxan, 6 mom uucae beaxu 702 (25 %),
acupvt 802 (65 %), yeaesodst 252 (9 %)

Total per day: 1300 kcal; including proteins 70 g (25 %), fats 80 g
(65 %), carbohydrates 25 g (9 %)
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doe, eumamunoe u mMuHepanrvHoix seujecms. Ilayuenmie
PeKoMeHO08aHa NOBMOPHASI KOHCYAbmayus yepes 3 mec ¢
00H08NeHHbIMU OAHHBIMU AAO0PAMOPHBIX AHAAUZ08 U 3AKAH0-
UeHUll epaueli-cneyualucmos.

B xomr1uiekcHoi1 Tepanuu 1r000ro 3a001eBaHMs BAXKHOE
MECTO 3aHMMAET IUETOTePaIisl, THIUBUIYAIBHO ITOI00paH-
Hasl ¥ TIEpCOHATIBHO paCCYMTAHHAS TSI KOHKPETHOTO TIaIy-
eHrTa. JpxuM nmprumepoM 3PGHEKTUBHOCTA KOPPEKIIMHI ITUTA-
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Heinpodunbpomaros 1-ro Tuna u ero 0CNoOXXHeHUe —
nnekcudopmHblie HelMponOpPoMmbl

Heidipogubpomamo3s 1-eo muna — 00Ho u3 Haubosee pacnpocmMpaHeHHbIX cpedu peoKUX HacaedCmeeHHbIX HelUPOKONCHbIX
3abonesanuil, ecmpeuarouieecs  nonyaauuu ¢ yacmomoti 1:2000—3000 nosoposcdenusix. B PD exncecodno poxcdaemces 0Kk0410
530 demeii ¢ smoii namosnoeuetii. Y 30—50 % u3z nux moeym noseumucs naexcugopmuvie Hetipoguopomot. B 85—90 % cayuaes
makue onyxoau Heonepabenvhul, U Ooaee YeM 6 NOA0GUHE CAYHAe8 OHU CHOCOOHbI NPUBOOUMb K CEPbE3HBIM OCAONCHEHUAM.
Banpene 2019 . 6 CIIIA, a 6 nosabpe 2021 2. u 6 Hawell cmpare Obin 3ape2UcmMpUpo8aH Nepabslil 8 Mupe mapeemublii npenapam
04151 AeHeHUsI CUMPIOMAMU4ecKUx HeonepadenbHbix naeKcugQopmHbIxX Helipogubpom npu Hetipoghuobpomamose 1-eo muna y demeii
cmapuie 3 aem. [lodpobHee 0 naekcughopmubix HelipoduOPOMax u ome4ecmeeHHOM Onbime NPUMEHEHUs. MapeemHol mepanuu

Y o o 1% *
Y Oemell ¢ 0anHoi hamoaoeueil pacckaszana 8 ceoell AeKuyuu Heeponoe-snusenmonoe, k.m.H. M. FO. Jlopogeesa .

NepBble ynoMuHaHusA o Heitpochubpomarose

1 3a601eBaeMoCTb

— Hetipodpuodpomarossr (HP) — 310 rpyrima HacmencT-
BEHHBIX 3a00eBaHmii, — pacckazana M.I1O. Jlopodeesa, —
XapaKTePU3YIOIINXCSI MHOXECTBEHHBIMU TOOPOKAYECT-
BEHHBIMU U peXe 3JI0KAYeCTBEHHBIMU ONYXOJSIMU
LICHTpaJbHON M NepudeprndeckKoil HEPBHOM CHCTEMBI.
C 2016 . aTa rpynna 3a00JeBaHMi pa3aeseTcss Ha 3 HO-
3os1oruu: Heiipocuopomaros 1-ro Tuma (HP1), HD 2-ro tu-
nma ¥ mBaHHoMmaTo3. H® orHocaTca kK dakomMarosam,
WM HEHPOKOXHBIM CHHIPOMaM, TaK KakK OOJIBIIMHCTBO
KIIMHUYECKUX IIPOSBICHUM 3aTparuBalOT TKAaHU HEUPO-
SKTOIEPMAaILHOTO ITporcXoxXaeHNsT. CeromHst Mbl OOCYIUM
IIePBYIO TPYIIIY 3TUX 3a00JICBaHMUIA.

Ynomunanue o nepBom cinydae H® mpo3Byuaro eiie
B XIII Beke B ABctpuu. Ilepsas xe «Mcropust 60JbHOTO
C HEOOBIYHO 0e300pa3HOM KOXeli», T. €. HAyYHOe OIMCaHUe
nauneHTa, crpagatomero H®, mpunamiesxxut Bunbreasmy
Tune3nycy ¢oH TuneHay, HEeMEIIKOMY €CTeCTBOMCIILITATE -
JI10 U Bpauy, wieHy [leTepOyprckoit akageMuu HayK U Cy-
JIOBOMY JIOKTOPY B OTPSIIE, COBEPIIMBIIEM ITOI KOMaHIOM
KpyseHiurepHa jereHIapHylO «pyCCKYIO KPYTrOCBETKY»
1803—1806 rr.

Cewmeiinniii cyvyaii H® BriepBbie onncan Pymonbd
BupxoB B 1857 1., a yepe3 5 JieT ero ydeHUK M COOTEeUYEeCT-
BEeHHUK, T1atojoroaHaroM @puapux ¢oH PexnmHrxayseH
B cBoeit mybmuKanmm «MHOXeCTBeHHbIE HEMPOGhHOPOMBI
KOXMW U UX CBSI3b C MHOXKECTBEHHBIMU HEBPOMaMU» BbIIIE-
ymn HO kak otnenbHoe 3a001eBaHue. B HacTosIee BpeMst

B3aMEH ycTapeBILero Ha3paHus «00Jie3Hb PekimHrxay3eHa»
HCTIOJIb3YeTCsI TEPMUH «HeiipodrdpomaTo3 1-1o THIIa».

Yacrota 3a6oneBaemoct H®1 He oTnyaercs B pas-
HBIX TeorpaUIeCKNX PeTHOHAX U STHUYECKMX I'PYIIIax.
KeHIIMHBI 1 My>k4nHBI 60oJieroT HP 1 oprHaKoBO YacTo.
Bbonesns ManubecTupyeT B paHHEM IETCTBE U IIPOrpec-
CHpYeT B TCUCHUE KU3HMU.

MocnepcTBua mytauuu reda NF1

— H®D1 aBnsercs, — pacckazana Mapuna FOpseBHa, —
ayTOCOMHO-IOMWHAHTHBIM 3200JIeBaHHEM C ITOJTHOM IIe-
HETPAHTHOCTBIO U BBICOKOW YaCTOTOW BO3ZHUKHOBEHUS
HOBBIX MyTanuii. Puck poxnenunst pedbenka ¢ HO1 y 60ib-
HOro 4ejioBeka coctanisiet 50 %. B To xe BpeMst mpumep-
HO 50 % ciy4aeB 3a00JieBaHUS MIPEACTABIISIIOT IPUOOpE-
TEHHBIC MYTallNH.

— Oo0cyxmaeMast HaMu 00JIe3Hb, — TIPOAOJIKUIA Py-
koBoauresib MenepaibHOTO LIeHTpa (haKOMATO30B, — BbI-
3pIBaeTCst MyTauueii B reHe NFI. Ien NFI pacrionaraercs
Ha JUIMHHOM Iliedye XpoMocoMbl 17. B HeMm comepkuTcs
nHOOpPMAINS, OIIPEeaeISTIONIask CHHTE3 OMHOTIO U3 COCTaB-
JISIONIVX MUEJIMH TJIMKOIIPOTenHa — Oejika Helipoguopo-
muHa. [en NFI skcrnipeccupyeTcsl BO BCeX TKaHSIX opra-
HH3Ma, OJHAKO HaMWOOJBIIMI YpOBEHb B3KCIIPECCHUU
OTMEYEH B KJIETKaX HEPBHOI CUCTEMBI, MO3TOBOTO BEIIlE-
CTBa HAATIOYCYHUKOB, JICHKOILIMTAX U MY>KCKHX ITOJIOBBIX
opraHax.

ITpu HPD1 B nokyce 17-i1 XpoMOCOMBI OTMEUYEHHI Ca-
MBbI€E Pa3HbIE MyTALIMU U TIEPECTPOIKHU, TTprueM Ooosee 80 %

*Mapuna FOpveena Jlopogheesa — eedyuuii 6 Hawieii cmpane cneyuanucm no HelipoguGpomamo3sy u opyeum gaxomamosam. Ona 60321a6-
asem Pedepanvhblil yermp axkomamosos, a Helipoguopomamos 1-eo muna omuocumcst UMEHHO K 35moii epynne namoaoeuii. Llenmp oeit-
cmeyem 6 pamkax Hayuno-uccaedosamenvckoeo kaunuueckoeo uncmumyma neduampuu u demckoi xupypeuu um. akao. fO.E. Beavmu-
wesa ¢ cocmagse PIAOY BO «Poccuiickuli HayuoHaavHulil uccaedogamensckuil meduyunckuil ynueepcumem um. H.HU. [lupoeosa»
Munszdpasa Poccuu.
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U3 HUX BEAYT K OMHOMY M TOMY XK€ Pe3yJIbTaTy: HauMHaeT-
CsI CMHTE3 He(PYHKIIMOHAIBHOTO «YCEUYEHHOTO» OeJIKa JIN-
00 TpaHCKPUIMLIMS BOOOIE IMpeKpallaeTcs.

HeiipodubpoMuH — HUTOMIa3MaTUYSCKUN OEJIOK.
OpnHa M3 MHOTHX ero (OYHKIIMI — MHAKTUBAIUS ITyTeM
nepeBoja B HeaKTUBHYIO (popmy Oenka-npoMoropa RAS,
KOTOPBIH B CBOIO OYEpPElb YUaCTBYET B PETYJISILIMU POCTA,
mpoaudepalyi 1 MATPAIIAN KJIETOK.

Ien NFI sBasieTcst OMHUM M3 OCHOBHBIX T€HOB — CY-
MPECCOPOB OITyXOJIEBOT0 POCTA IJISI IPUMEPHO MTOJIOBUHBI
TKaHel opraHn3Ma — 1 B IEPBYIO OYEPEab TKAHEH HEMPO-
SKTOAEPMAIBHOTO IIPOMCXOXKICHUS, IIPOJUepaIns KO-
TOPBIX U KOHTPOJIMPYeTCsT cucTeMoit RAS.

Ho 6enku RAS He equHCTBEHHbBIE YYaCTHUKY JAHHO-
IO CUTHAJIbHOTO MyTy. Ero nmosiHoe Ha3BaHUe — «CUTHAaJIb-
He1ii myTh Ras-Raf~-MEK-ERK», 1 oH nipeacraBiser co-
0Olf 1LIeMOYKY MNPOTEMHKMHA3HbIX OEJIKOB, KOTOpas
nepenaeT CUTHajl OT peLenTopa Ha MOBEPXHOCTU KJIETKU
B ee supo K JIHK. AkTuBauus 3Toro 1yt HauMHaeTcsl,
KOTIJla CUTHaJIbHAs1 MOJIEKYJIa CBSI3bIBAETCS C PELIENTOPOM
Ha TOBEePXHOCTU KJIeTKM, U 3aKaHuuBaeTcs, Korga JJHK
B sIIpe BKCIIpeccupyeT OeJIKM, BbI3bIBAIOLIME KJIETOUHOE
JeJICHUE.

Mytauust reHa NFI IpUBOIUT K CUHTE3y aHOMAJIbHOTO
HelipouOpoMrHa WM MPEKPaAILEHNUIO BBIPAOOTKU 3TOTO
0eJIKa-OHKOCYIIpeccopa, U3-3a Yero Hapy1LaeTCsl pErysiuys
curHanbHoro yti Ras-Raf-MEK-ERK 1 HaunHaeTcs He-
KOHTpPOJIMpyeMasi mpordepamst KJICTOK.

— IIpu noBpexnenuu reHa NF1 B OmHOI U3 XpOMOCOM
17-1 mapbl, — yTOYHMWIA 3KCHEPT, — TOJILKO MOJIOBMHA CUH-
TEe3UPYeMOro HeiporOpOMMHA CTAHOBUTCS Ae(DEKTHOIA.
B pesynbrate otMeyaeTcsi CMelIeHMe paBHOBECHSI pOCTa Kiie-
TOK B CTOpOHY ITposdepary. OTHAKO OCTaBIIUICS HEIT0-
BPEXIEHHBIM aJUTENbHBIN (HAXOASIIMIACS B TAPHOI XpOMO-
come) reH NFI ellle mpogomkaeT CUHTE3 HOPMaJIbHOTO
HeitpopubpomuHa. Torna BOZHMKAIOT 10OpOKaYeCTBEHHBIE
HOBOOOpa3oBaHusl. BeipaxkeHHOCTb KITMHUYECKUX IPOSIBIIE-
Huit HD1 onpenensieTcss COCTOSTHMEM OOILIETO MPOTUBOOITY-
XOJIEBOTO UMMYHUTETA U MOXET BapbMpPOBaTh B LIMPOKUX
npeaenax. Ho Bce xxe peys ele uaet o 106poKauyeCcTBEHHOM
OITyXOJIM. A BOT B C/Iydae yTpaThl BCICACTBUME MyTallMK Map-
HOTO aJIJIeJIbHOTO HOpMaJibHOro reHa NF 1 HaunHaeTcs Oyp-
HBI HEKOHTPOJIMPYEMBIIA POCT KJIETOK.

KnuHuyeckue nposasneHus Heitpoubpomarosa

1-ro Tuna

— OmnpenensiomuM nmpuzHakomM HP1, — momuepkHy-
JIa 9KCIEPT, — SIBJISIOTCS TOOPOKAaYeCTBEHHBIC OITYXOJIN
HEPBHOI CUCTEMBI, pacTyIlue U3 000JI09eK ITepudepude-
CKMX HEPBOB, — HelipodrOpoMbI (KOXKHBIE, TTOJKOKHBIE
u wiekcudopMHbie). Ho mockoibKy 6er1ok Heitpodropo-
MHH, HOpMaJibHas (PYHKIIMS KOTOPOTO HapylleHa MpHu
JTAaHHOM 3a00JIeBaHMH, B TEJIC YEJI0BeKA BBICTYIIACT B POJIN
OYKBaJIbHO «MacTepa Ha BCe PyKW», KIIMHUYECKUE IIPOSIB-
nenust HO1 kacaiorcs He TOIBKO HEPBHOM CUCTEMBI,

HO U ApYruX cucteM opraHnusma. [loatomy Mbl Beerna noj-
yepkuBaeM, 4To HP1 gBisgeTcss monmcucTeMHBIM 3a00J1e-
BaHUEM.

K xoxubIM niposiBienussM HP1 oTHOCSATCSI TUTIEPITUT-
MEHTUPOBAaHHEIE IISITHA LIBETa «KO(hE C MOJIOKOM», TISITHA
IO TUITy BECHYIIIEK B HETUITMYHBIX MeCTax (ITOIMBIIIKH,
I1ax, IO IPYAbI0); K 0D TaTbMOJIOTMYECKUM ITPU3HAKAM —
[JIMOMBI 3pUTEJIBHOTO HEPBa, KOTOPHIE C POCTOM MOTYT
MIPUBECTH K HAPYIICHUSIM 3pEHUS BIUIOTH O CJICTIOTHI,
1 y3enaku JIuia (raMmapToOMBbI pamy>KHOil 000JI0UKN).

— DnuIenTruIecKre MPUCTYIIBI, — paccKasajia Mapu-
Ha IOpbeBHa, — TOJIOBHBIE OO0JIM, HAPYIIEHUS OOyJYeHMUS,
peun, MaMsSITH ¥ BHUMaHUS, PACCTPOICTBO ayTUCTUIECKOTO
CITEKTpa M MHTEJUIEKTyaIbHasI HEAOCTATOYHOCTh — 3TO I10-
CJICACTBYS TOBPEXICHUS LICHTPAJIbHON HEPBHOM CUCTEMBL.
[umepToHMs — camMmoe 9acToe KaparoJIOrMIecKoe pacCTpOii-
ctBo nnpu HD1. Bonee rpo3Hoe, HO pexxe BCTpevaroieecs
OCJIOKHEHME — aHOMAIMK cepaua U cocynos. Huskuii pocr,
Makpouedanus, IMcTpopUUECKrii CKOJINO03, TICEBI0ApTPO3
u JeopMaLysl KOCTeil — IpOosIBJIEHMS IIOBPEXKACHUI KOCTei
CKeJleTa U OTIOPHO-JBUTaTeILHOIO arnapara. A paHHee Win
OTCPOYCHHOE ITOJIOBOE CO3PEBaHME HACTYIIAeT MU3-3a Iopa-
XKEHUS HEUPOSIHIOKPUHHOM CHUCTEMBI.

Kputepuu yctaHoBneHua guarHosa

Heipodubpomatosa 1-ro Tuna

— Kaxk Buaure, — ckasana jekrop, — H®1 — nomm-
CHUCTEMHOE 3a00JIEBAHUE, U OHO IUATHOCTUPYETCS Ha OC-
HOBaHMUM KJIMHUYECKUX ITpu3HaKoB. B 1987 . Ha ocHOBe
KOHCEHCYCa BeyIIMX MUPOBBIX 9KCIIEPTOB ObLIM OTOOpa-
HbI Hanbosee xapakTepHble pru3Haku HP1, 1 ¢ ux yuetom
BbIpaOOTaHbI TIepBble JMATHOCTUYECKIME KPUTEPUU 3a00-
JIEeBaHUS, KOTOPHIE ObIIM yTOUHEHBI B 2021 I

Wrak, y nereit 3m10poBbIX poauTesieit Ajisl AIMarHOCTH-
poBanust H® HeoOXoauMo BBISIBUTH 2 WM Ooee cemy-
IOIIMX CUMIITOMOB:

* 6 1 GoJjiee rMIIEPIIMIMEHTHbIX IIATEH 1LIBeTa «KOde C MO-
JIOKOM» JIMaMEeTPOM CBBIILIE 5 MM y JeTeii B IIperyoep-
TaTHOM IIEPUOJIE U CBBILIE 15 MM — B ITOCTITyOEpPTaTHOM,;

* MHOXXECTBEHHBIC, ITOXOKHE Ha BECHYIIKH, ITUTMEHT-
HBbIE TISITHA B MIOAMBIIIEYHOI 1/MJTN TTaXOBO# 001aCTH;

* 2 u 6osee HelipopmuOpom J11000ro TUIAa MU 1 TIeKCH-
dopMHYyI0 HeltpoprdpoMy;

* TJIMOMY 3pUTEIIPHBIX HEPBOB;

* 2 u 6oisee y3enkoB JIuila Ha pamyXHON 000JOYKE
Iia3a Wi CTOJIbKO e aHOMaJIMi coCcyaucToi 000-
JIOUKHU TJ1a3a (XOpOUIaJIbHBIC FaMapTOMBI);

* KOCTHBIC aHOMAJIMK: OVCIUIA3UHM KIIMHOBMIHON WU
00161110 PLIOBOI KOCTU JTMO0 00pa30BaHUE JTOKHOTO
cycTaBa JIJIMHHOM TpyOuaToii KOCTH;

* TeTepO3UTOTHYIO MyTalLMio B reHe NF1, ooHapyXuBae-
MYIO B TKaHH 0€3 BUIUMBIX KIIMHIUYECKIX ITPU3HAKOB.
s pebeHka, 9pu ponuteu crpamaror HP1, 3a60:1e-

BaHWE AUATHOCTUPYETCS IIPU HAJTWYUM TOJIBKO 1 M3 BBI-
IIETIePEeYNCICHHBIX KPUTEPUEB.
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MoneKynapHo-reHeTMYeCKasA AUArHOCTUKA

Tak kak H®1 — 3aboneBaHue, porpeccupyloiee ¢
BO3pacToM, Y MJIAJIEHLIEB U IeTeil paHHero Bo3pacta de-
HOTUIT HA MOMEHT OCMOTpPAa MOKET eI1Ie He C(hOPMUPOBATh-
cs1. OYeHb YacTo eMMHCTBEHHBIM CUMIITOMOM Yy HUX SIBJISI-
I0OTCS TSITHA IIBeTa «KOoe ¢ MOJIOKOM», K KOTOPBIM
BITOCJIEACTBUU MOTYT 100aBUTHCS MATHA 1O TUIY BECHY-
mrek. Bee ocranbhabie mpu3Haku H® 1 06bI9HO MOSBIISIIOT-
cg mo3gHee. Hampumep, KoxXHbIe HeiipodUOPOMEI 0ObIY-
HO BO3HUKAIOT B ITOJPOCTKOBOM BO3pacTe, a y B3POCIbIX
X YUCJIO U pa3MepPbl MOTYT yBeAMUMBaThcs. HapyieHnust
peYM 1 IBUTATEJIBHOM (DYHKIIMU BBISIBJISIIOT, KaK IIPaBUJIO,
mocjie 2—>5 JIeT, 3aepKKY IT0JI0BOTO CO3PEBaHMS — ITOCTIe
13—15 ner.

— g yrounenuns guarHo3a H®1 y gereit paHHero
Bo3pacta, — nosicimia M. 1O. HopodeeBa, — peKOMeHI10-
BaHa MOJIEKYJISIDHO-T€HETUYECKasl AMarHOCTUKA, HallpaB-
JIeHHas Ha TOMCK MaTOoTeHHOW MyTrauuu B reHe NFI.
Ho mocKoNbKy CIeKTp MaToreHHbIX MyTanuii mpu HO1
MpeACTaBJIE€H HE TOJbKO TOYKOBBIMU MYTAlLUSIMMU,
HO ¥ U3MEHEeHUsIMU KonuitHocTy yyactkoB JIHK, riporo-
KOJI MOJIEKYJISIPHO-TEHETUYECKOM TMarHOCTUKM BKJIIOUa-
€T METO/IbI, TTO3BOJISIOIINE BBISIBUTh MyTallUW Pa3IUYHO-
ro pa3Mmepa. /11 morcka ToYeYHbIX MyTaluii B rene NF1
HCITIOJIb3YIOTCS BBICOKOITPOU3BOAUTEILHOE TTapaslieIbHOE
CEeKBeHUPOBaHUE 1 CeKBeHUpoBaHue o CaHTepy, a IIs
BBISIBJICHUS TPOTSIKEHHBIX IEIELUIA U UHCEPLUUI — MYJIb-
TUIUICKCHAS JINTa303aBUCUMasT aMIUTU(UKAIUS 30HIO0B,
XPOMOCOMHBI MUKPOMATPUYHBIM aHaIU3 WK (iryopec-
LIEHTHasI TMOpUaAU3aLusl in Situ.

NnekcudopmHbie HelipoGnbpombl,

MX 0COOEHHOCTU N OCNOMHEHUSA

— OcTtaHOoBIMIOCH TeTeph OAPOOHEee Ha IIEKCU(POPMHBIX
Heitpopuopomax (ITH), — coobimmia skcnept. — DTH oIry-
XOJIM 000JI0YEK HEPBOB TeprhepUIeCKO HEPBHOI CUCTEMBI
pa3BuBaotcs npumepHo B 30—50 % ciayyaeB H®1. M3Ha-
YaJIbHO OHM BCeraa J0OPOKAYeCTBEHHBIC, HO PUCK O3JI0Ka-
YECTBJIEHMS Y HUX JOCTAaTOYHO BbICOK M gocturaeT 10 %. ITH
MOTYT OBITh BBISIBJICHBI ITpY poxkIeHH. OHM MOTYT XapakK-
TEPM30BaThCS KPYITHLIMU pa3MepaMu, T GY3HBIM POCTOM
C BOBJICYEHMEM HEPBHBIX Y3JIOB, CIUIETCHUIA 1 BETBEU 1 HE-
PEIKO — COABJICHUEM OKPY-KAIOIIMX TKAHEW: KOCTEH CKelle-
Ta, MBIILIL, KO, OJIM3/IeXKAallMX COCYIOB U OpPraHoB. Y nereit
1o 15 et ckopocts pocta ITH moxer nipesbiiars 20 % B rof.
ITH pactyt 1o xony nepudepruaecKux HEPBOB U MOTYT JIO-
KaJIM30BaThC B JIIO00I 00/1aCTH Teja 3a UICKITIOUEHUEM 1IeH-
TPAJIbHOM HEPBHOM CUCTEMBI.

Y 55 % neTeii OImyxoJK BbI3bIBAIOT Pa3IMYHbBIE OCIOX-
HEHMSI, TIOCKOJIBKY MOTYT CIAaBIMBAaTh HEPBHBIC CTBOJIBI
1 OKpYyKaloIle TKaH!, Hapylias ux GyHKIUo. YacTeIMu
ocnoxHeHussmMu TTH saBisttoTcest 001€Boii CUHIPOM, HEBPO-
JIOTUYECKHUEe CHUMITOMBI (OHEMEHHE U/WIM Iapaaiud
MBIIII), IBUTATEIbHBIC PACCTPOMCTBA 1 KOCMETUICCKIE
nedexTel. Hanbonee xe TsoKenble ocnoxHenus [TH Ha-

CTYNaIOT MPU MHTPAKPaHUAIbHOM JTOKAIU3alMH1, a TAaKXKe
MPU CAABJIEHUU OPraHOB I'PYAHOM MU OPIOLIHOM MOJOCTHU.

«30J10TBIM CTaHAAPTOM» AUarHocTUKM ITH cuurtaercsa
MAarHUTHO-Pe30HaHCHAsI TOMOrpadus.

— IIpu HaMMUIMKM KoCcMETUYECKUX TeDeKTOB, 60IEBO-
0 CUMHJIpPOMAa, HEBPOJIOTUYECKON CUMIITOMATUKM, Hapy-
IIeHUH (PYHKIIMY BHYTPEHHUX OPTaHOB U IPYTUX OCIIOXK-
HEHUIi, — YTOYHUJIA JOKJIAAUYUK, — OMYXOJIb MIPU3HAETCS
CUMNTOMATUYECKOM, ¥ MTALIUEHTY MOXET ObITb PEKOMEH -
noBaHo xupyprudeckoe jedyeHue. [lockonbky ITH pactyT
BIIOJIb HEPBHBIX CTBOJIOB U MOTYT PaCHpOCTPaHSThCS Ha
OKpYyXalolle TKaHW ¥ OpraHbl, TOIbITKA MOJTHOTO XUPYp-
ruueckoro ynaneHust I[TH MoxeT nmpuBecTu K moBpexkiae-
HHUIO HEPBOB U COCYJOB, UTO MOXET BbI3BaTb CUJbHOE
KPOBOTEYEHUE UM PA3BUTHUE HOBBIX HEBPOJOTMYECKUX
cumnTomoB. [loaTtomy onepabGesibHBIMU CUMTAIOTCSI HE
6oxee 10—15 % ITH.

BNOKMPOBKA CMrHANIbHOIO NYTU KaK HOBbIN

MeTop Tepanuu nnekcugopmHbix Helpoduépom

B 2020 r. 8 CIIIA 6511 3aperucTpupoBaH TePBbIii TapreT-
HBII Mpenapart, BRI3BIBAIOIINN JINTEILHOS YMEHBIIICHUE
oowema ITH, — cenmymeTnm6. OH ObIT 0H00pEH TS TEparTiu
nereit B Bozpacte ot 2 o 18 ter ¢ HP1 n HeorepabembHBIMI
ITH. B Hos10pe 2021 . cenmymMeTHUO OBLT 3apernCTPUPOBAH
u B Poccum it mpumeHeHus y aereii ot 3 o 18 et ¢ cum-
nToMaTUYecKUMu HeornepabdeabHbiMu [TH.

— CenyMeTHHUO, — MOSICHUJIA TOKJIATINK, — 3TO TIe-
pPOpabHBIN HU3KOMOJIEKYISIPHBII MHIMOUTOp 2 TIpOTe-
nHkruHa3 MEK 1-ro 1 2-1o Tuma, y9acTHMKOB CUTHAJIb-
Horo nytu Ras-Raf~-MEK-ERK. DtoT ryTh 3aneiicTBOBaH
He ToybKO TIpy HP 1, HO ¥ pu psiie IPyruX OIMyXO0JIeBbIX
3aboneBaHuii. [logaBneHue obeux nporeuHknHaz MEK
MMPYBOANT K MHIMOMPOBAHUIO CJICAYIOIIETO 3BeHa, a UMEH-
Ho ERK-dochopunmuposanus. Torga Bech CUTHAIbHBINA
MyTh TiepecTaeT padboTtaTh. biiokupyiorcs nponndepanys
1 BBDKMBAHUE OITYXOJIEBBIX KJIETOK, YTO IIPUBOIUT K YMEHb-
meHuto ooreMa ITH, a Takke K CHUXKeHUIO BRIPAXKEHHOCTU
CHMIITOMOB, BBI3BAHHBIX POCTOM OITyXOJICH.

NpumeHeHune cenymeTUHNGA ANA neyeHus

CMMNTOMAaTUYECKUX HeonepabenbHbIx

nnekcudopmHbix Helpoubpom y perteit

c HeipocmbpomaTo3om 1-ro Tuna

AP dexTMBHOCTH 1 0€30ITACHOCTh CEMTYyMETUHMOA Olie-
HUBAaJIA B OTKPBITOM MHOTOIICHTPOBOM HECPABHUTEIBHOM
kmuHndeckoM uccaenosanuu 11 aser SPRINT ¢ yuactuem
50 mereii B Bo3pacte oT 2 10 18 ner (MeauaHa Bo3pacTa —
10,2 roga) c H®1 u HeomnepabenpHbiMu [TH, mpuBoasim-
MM K 3HaUMMBbIM ocjiokHeHusIM. [TH sokanu3oBaiuch Ha
TYJIOBUILIE, KOHEUHOCTSX, TOJI0OBE U 1liee. Y aeTeil ObLI1o
3apeTMCTPUPOBAHO OT 1 10 5 OCIOXHEHU, aCCOLIMMPO-
BaHHBIX C OITyXOJIbIO: 3HAYMMBbIE KOCMETUICCKHE Te(PEKTHI
(88 % ciy4aeB), nBuratesibHast muchyHKLys (66 %), 60s1eBoi
cuHIpoM (52 %), michyHKIWS IbIXaTeTbHBIX myTeit (32 %),

67



68

IIETCKOM
HEBPOAOT UM

JUChYHKIIMS MOYEBOTO ITy3bIpst/KuinedHuka (20 %), Hapy-
menus 3perust (20 %).

[NaiyeHThl NPUHUMAIM CEIYMETUHUO HEMPEPhIBHO
28-IHEBHBIMU KypcaMu B 1103e 25 Mr/M2 1o 2 pasa B CYTKU.
INepBuuHOIT KOHEYHOI TOYKOM 3(D(MEKTUBHOCTH OblIa BBI-
OpaHa YacToTa OObeKTHBHOIO OTBETA, 1101 KOTOPOIi Ioapasy-
MEBaIOCh YMCJIO MALIMEHTOB C ITOJIHBIM OTBETOM (MCYE3HOBE-
HueM HeneBbix [TH) win ¢ moarBep:KaeHHbIM YaCTUUHBIM
otBeToM (yMeHbleHreM obbeMa ITH Ha 20 % u Gonee
10 CPAaBHEHUIO C UCXOAHBIM YPOBHEM, COXPAHSIOLLIEMCSI
IIpY [IOBTOPHOM 00CJIeIOBAHIM, IIPOBEIECHHOM He paHee YeM
Yyepes3 3 Mec ¢ MOMEHTA PEerHCTpallii YaCTHYHOTO OTBETA).

K Tapreraeim (ueneBeiM) ITH, cormacHo kputepusiM
REINS, otHOCMIM HanboJee KIIMHUYECKN 3HAUNMBIE OITy-
XOJIM, OTOOpaHHbIC [IJI1 OLIEHKU JeHCTBUSI CeTyMeTUHMOA.
Mx o6beM orpenessiics ¢ IIOMOIIbI0O MATHUTHO-PE30HAHC-
HO#1 TOMOTpadyul 1 JOIKEH OBUT COCTABIISITh HEe MeHee 3 cM3
Wir 3 CM B OIHOM IIOCKOCTH. MenmaHa oobeMa LieeBOi
ITH Ha ucxogHowM starne cocrasunia 487 (5—3820) mo.

— YMeHblIeHEe 00beMa TapreTHeIX oyaros Ha 20 %
1 6oJiee, coxpaHsioleecs donee 3 Mec, — pacckasaia JIeK-
TOp, — ObLIO JOCTUTHYTO y 68 % neteii. BorkuBaeMocTh 6e3
IPOrpeccUpoBaHusI Yepe3 3 roma OT Havasia JJe4eHMsl COCTa-
Bua 84 % u 68 % — nociie 5 et Tepanuu. Cpeay HalyueHTOB
C TIOATBEPKIACHHBIM YaCTUYHBIM OTBETOM y 56 % mIuTeb-
HOCTh OTBeTa mpeBbicuia 12 mMec. MeamnaHa BpeMeHM
JI0 TIEPBOTO OTBETA Ha TEPAIIMIO COCTABMIIA 8 MEC, a 10 Hau-
JIyd1iero orsera — 16 Mec. Takke y 68 % GOJIBHBIX ITOyYEHO
yJIy4llleHre B OTHOLLIEHUMU I10 KpaitHeii mepe 1 ITH-accoLmm-
poBaHHOro ocinoxHeHus. Yepes 12 mec sreuenns 48 % nereit
u 58 % ponuresieil OTMETIIM KJIMHUYECKH 3HAYUMOE YJTyd-
LIEHUE KAuyecTBa XMU3HU. MeauaHa JJIUTeIbHOCTH OTBETa
M MeJuaHa BbDKMBAEMOCTH 0€3 IpPOrpecCUpOBaHMS €llie
He JOCTUTHYTHI, UCCIIEIOBAHUE ITPOIOJIKACTCS.

HauGonee yacThIMU HeXeJaTeIbHBIMU SIBJICHUSIMU
JII000M cTeneHu TskecT 0butn pBoTa (80 %), MOBBILLICHUE
aKTUBHOCTH KpeaTuHdochokmnHasbl kposu (76 %), cy-
X0CTh KoxXu (68 %), muapest (66 %), Tournora (60 %), ak-
HedopMHbLii gepmatut (60 %), 601b B XuBoTe (56 %),
yToMmisieMocTh (46 %), MaKyjaomamyiae3Hblid 1epMaTUT
(34 %). BoabLIMHCTBO HeXeJlaTeJIbHbBIX SIBJIEHUI ceTyMe-
TUHMOa oTHOCcWIuUCh K [—II cTenenu TsxkecTu.

OnbiT HayyHo-UCCNea0BaTENLCKOrO

KNUHUYECKOTO MHCTUTYTA NeANATPUU U [ETCKON

Xupyprum um. akag. l0.E. Benbtuigesa

— B HayyHo-uccnenoBaTeIbcKoM KJIMHUYECKOM MHCTU-
TyTe TIeANATPUM U JeTcKoi xupyprun uM. akan. FO.E. Benb-
THUILEBA B TEUEHUE MHOTMX JIeT Habmomaoresa netu ¢ HD
U ApyruMu pakomaToszamu, — coodmmiaa M.1O. Topode-
eBa. — B mporpamMmMe paHHero 0CTyIa 0 PervCTPaLN CeITy-
MetuHKnOa B PO Mmb1 Habmonami 30 neteii c HD1 1 Heonepa-
oenpHBbIMU cuMITTOMaTndeckumu [1H. Ha cerogusaimamii
JIeHb IIpOoaHAIN3MPOBaHbI JaHHBIE 20 AIlMEeHTOB, KOTOPHIE
MpUHUMaIN rpenapar ¢ pespains 2021 .

MenmuaHa Bo3pacTa JIeTei cocTaBiia 9 JieT, MeIaHa T -
TenbHOCTH aHaMmHe3a HMD1 no Havana teparmin — 4,5 rona.
VY 6 neteit B aHaMHe3e yKe ObUIH OIlepaTBHbIE BMELIATEb-
CTBa, cBsg3aHHbBIe ¢ ocyioxkHeHussMu [TH. Mennana oonema
ITH no Hayana Tepanuu cocraria 6 mit. [TH-accoummpoBaH-
HBIE OCJIOXKHEHMSI CO CTOPOHBI OPOMTHI X OPTaHOB 3PEHMS
OBUTH CaMBIMU YaCTHIMU 1 HAOIOmaiCh y 13 nereit, 0oseBoit
cuHIpoM — Yy 7 neteit. Takke NpUUMHOM Ha3HAUYEHMSI CeTyMe-
TMHMOa ObUIM ociioxkHeHus [TH B Bue kocMeTnyeckux nie-
¢exToB, 00JIeBOro CMHApPOMA, nucdaruy, CHIDKEHHS cTyXa
U JBIXaTeTbHOM TUCHYHKIUN.

MeavaHa MJIMTEJbHOCTUA TEPANUU CEIYMETUHUOOM
y neteil coctaBuia 13 mec. Ctabuian3auust COCTOSSHUS
Habmonanachk y 16 (80 %) nereii, a YaCTUYHbBIM OTBET Ha
tepanuio —y 2 (10 %). Ha ¢oHe Tepanuu BbIpaxkKeHHOCTh
CUMITOMOB, accouuupoBaHHbIX ¢ ITH, ymeHblImMIaco
y 7 (35 %) nauuenTos. Tak, HanpuMep, 60JIeBOI CUHAPOM
cTajJl MeHee BhIPaXKEeHHBIM WJIN KyITHPOBAJICS TTOJHOCTBIO
y 25 % nauuenToB. OO0LIee YMCIO HeXeIaTeIbHBIX SIBJIe-
HUI Ha (POHE TEPANUU CETYMETHHNOOM COCTaBUIIO 65, BCe
OHU ObUIM oTHeceHbI K [—I1 creneHu TsoxecTu.

— MpuI ¢ kouteramu, — rogdepkHyna Mapuna FOpb-
€BHa, — oLIeHWI 3 PEKTUBHOCTD CEIYMETUHNOA KaK Ipo-
THBOOITYXOJIEBOIO IIperapara 1 ero IpreMIeMbIi TPodIIb
6e3omacHoCTU. Mbl YOEXKI€HbI, UTO TOSIBJIEHUE TapTreTHOM
TepaIy 00eCIICUYNT CMEHY TTapaIIMbl OKA3aHMSI MEIUITH-
CKOI TIOMOIIU IETSIM C 3TUM TSDKEJIbIM 3a00JIeBaHHEM.
B mapre 2021 . mon mpeacenarenbcTBoM akameMrnka PAH
C.N. Kyuesa u wieHa-KoppecnonnaeHta PAH A.A. Macuyana
COCTOSUICS 9KCIIEPTHBIN COBET I10 ITpo0IeMaM IMAarHOCTUKI
u iedyeHus naueHToB ¢ [TH. MHe Obl 04eHb XOTeJ10Ch, YTO-
OBI MMPUHSTYIO HAMU TIOCJIC TUCKYCCHUU Ha 3TOM COBETE pe-
30JTIOIIMIO YIAIOCH KaK MOKHO CKOPEe BOTUIOTUTD B XK3Hb.
B pe3omonu npencTaBieHO Hallle BUAECHIE ONITUMAJIbHOMN
«IOPOKHOM KapThl» atreHTa ¢ HD1, BHenpeHne KoTopoii
B IPAKTUKy IIOMOXET BpadaM, JCTSIM M UX POTUTEIISIM 00-
POTBCS C STUM TSDKEJIBIM 3a00JIeBaHUEM.

3KCcnepTHbIN COBET N0 BEJEHUIO NALUEHTOB

c HeipotmbpomaTosom 1-ro Tuna

1 ero pe3synbTarbl

Ha sxcnepTHOM coBeTe no BeaeHuto mauueHTon ¢ [TH
o0cyxnanuch HanuboJjiee akTyajlbHbIe MPOOIEeMbl OOPHOBI
¢ HO®1 B Poccym. Io kaxmoit n3 HuX ObUTH c(DOPMYTPOBAHbI
BBIHOCHMEIC Ha YTBep:KIeHUE IpetoxkeHust. ITocre Kose-
TMaJIbHOTO O0CYKIEHNSI TAKUX MPeIoXKeHUI ObLIa IIpUHSITA
pe3omronyst coBeTa. BoT ee 0CHOBHBIE OIOXKESHMS:

CeayMeTMHUO JOKEH OBITh pACCMOTPEH JIJISI BKITIO-
YeHMS B JIbIOTHBIE cricKu Mun3npaba Poccun (B I1epe-
YeHb KU3HEHHO HEOOXOAMMbBIX M BaXKHEHWILIMX JEKAPCT-
BEHHBIX IIPEIapaToB IJISI MEAUIIMHCKOTO IIPUMEHEHUS)
U B CITMCOK Op(PaHHBIX MpernapaToB, 3aKynaecMbIX (DOHIOM
«Kpyr nobpa».

Heob6xonuMo pa3paboTaTh KIMHUYECKHE PpEeKOMEH 1A~
IIMM II0 JUATHOCTHUKE M JeUeHUIo maumeHToB ¢ HP1.



IETCKOM
HEBPOAOT UM

JIOKyMEHT JOJKEH YYUTHIBATh HEOOXOAUMOCTh T depeH-
LIMpoBaHHOTrO Moaxoaa K tepanuu HP1 u comepkath yet-
K1e KpUTEPUU BHIOOpPA METOMOB JICUCHUS 1 CPEAN HUX —
Ha3zHauyeHMs ceTyMeTuHMOa. PekoMeHmaiu rpeajiaraeTcst
copMrpPOBaTh BO B3aMMOICUCTBUH C MYIBTAINCIIUTLIN-
HapHOI KOMaHIOM CHeLUaIucToOB ¢ npuBiaeyeHueM Poc-
CHIICKOTO OOIIECTBA METCKUX OHKOJIOTOB U I'eéMaTOJIOTOB
(POIOI) B KauecTBe OpraHM3alMK, BHITOJHSIOMICH WMH-
TErpUPYIOLIYIO (PYHKIIUIO.

B HacTos11ee BpeMst OTCYTCTBYIOT (hefepallbHBIN pe-
ructp nanreHToB ¢ HP1 n camo moHsITHe MapIIpyTA3auu
TaKMX OOJIBHBIX. DTO MPETISITCTBYET MOJIYICHHUIO ITallieH-
TaMM ITOJTHOTO CITEKTpa pEKOMEHIOBAHHBIX MEIUIIMHCKIIX
yeayr. KpuTuaHoii mpeacTapisieTcss CUTyalls B peTHOHaX,
Ie y DAaUUEHTOB OTCYTCTBYET AOCTYI K CHELUATUCTaM
Heobxonumoro rmpodwis. [ToaTtoMy HE0OX0AUMO cO31aTh
IMOJTHOIECHHBI MEIUIIMHCKUN pPErucTp ITallUeHTOB
1 B perioHax cpopMUpoBaTh MYJBTUIUCHUIUIMHAPHBIE

KOMAaH/IbI CIIEIIMAJIMCTOB 110 BeAeHMIO nmaieHToB ¢ HD1.
CocTaB TaHHBIX KOMaH]I TOJDKEH BKITIOYATh Bpaueit, obec-
MEYNBAIOIINX CBOEBPEMECHHYIO TUAarHOCTUKY, HAOOICHEC
OOJBHBIX, KYpallliO OCJIOXHEHUN, IMCUXOJOTUIECKYIO
MMOIIEPKKY (HEBPOJIOT, OHKOJIOT, TeHETUK, 0(DTaTbMOJIOT,
JIEPMAaTOJIOT, 9HIOKPUHOJIOT, OPTOIIe, KAPAHOJIOT, CTOMa-
TOJIOT, HEPOXUPYPT, OOLLUIA XUPYPT, IUIACTUYECKUIN XUPYPT
U TICUXOTEPAIEeBT).

DKCIIepTHBIN coBeT poHna «Kpyr 1o6pa» B Hosiope 2021 &
BIIEpBbIE OJOO0PUII BblAEIEHUE CPEACTB JJIs1 00eceueHuUs
ceayMeTHnOoM aeteii ¢ HD1 u cumnTomaTnyecKUMHU He-
omnepadenpHbiMu [TH. Hamm nepBoie manmenTsr ¢ HO1
B ssHBape 2022 T. MOJIy4MJIM BO3MOXHOCTD JICUUTHCS CEITy-
metuHuo0oM. Ha xonernr anpens 2023 . ¢poHa odecrieum
cemymeTHIOOM yxXe 278 neteit ¢ HP1. Pa3zpaboTka mepBhIx
OTE€YECTBEHHBIX KIIMHNYECKNX PEKOMEHIALIMIA IT0 JUarHO-
ctuke u nedyeHnto HP1 yxe maeT mosHBIM X0A0M, 3aBep-
LIUTH 3Ty paboTy IaHupyercs 10 KoHua 2023 r.

Mamepuan nodeomogua k.m.1. Arexcandp Poraos.
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