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(6onesHb le Bugo)

H.T. JTiokmuHa
000 «MHIIEAJD»; Poccus, 445020 Toavammu, ya. Jlenunepadckas, 43

KoHTaKThI:

Hatanbs leHHapbeBHa JltokwuHa neurologist@yandex.ru

Bonesub [le BuBo xapaktepu3syerca paHHel anunenTuyeckon sHuedanonatuen, 3afepKon NCUXOMOTOPHOTO pa3BUTUA,
CNacTUYHOCTbIO, POpMMpPOBaHMEM MUKpOLedanuy, aTakcuen, fU3apTpuen, ansTepHUpyoLei reMunneruneis, CHUXKeHeM
YPOBHEN MIOKO3bl U NaKTaTa B IMKBOPE. JNUAENCUA NPU AaHHOM CUHAPOME OTANYaeTca (PapMaKope3nCTeHTHOCTBIO,
W e[UHCTBEHHbIM 3 (EKTUBHBIM METOAOM NIEYEHUS AAHHOTO CUHAPOMA CYXUT KEeToreHHas aueta ([0 NonHoi paspaboT-
KW reHeTMYecKoii TapreTHoi Tepanuu). NMpu cuiapome gecduumnta GLUTL B reHe SLC2A1 06HapyKMBAIOT MyTaLMK, KOTOPbe
00yCNIOBAMBAIOT YMEHbLIEHWE TPAHCTOPTA MIOKO3bl YePEe3 KNETOUHYI0 MEMOPaHY.

«Knaccuyeckas» KeToreHHas fueTa — CneuuanbHas Aneta C BbICOKMM COLEPXaHWeM XUPOB U HU3KUM COAepXaHueM
VIMeBOA0B, KOTOPasA NOMOraeT KOHTPONMPOBATL ANUAENTUYECKME NPUCTYMbI Y HEKOTOPBIX MaLMEeHTOB ¢ anunencueii. Ke-
TOreHHYI0 AMeTY Ha3HayaeT Bpay, M OHA NPOBOAMTCA MOJ TIWATENbHBIM KOHTpONeM AueTtonora. 06blY4HO AaHHasA AueTa
NPUMEHAETCA Y AETEN C ANUNENTUYECKUMU NPUCTYNAMU, PE3UCTEHTHBIMU K aHTU3NUNENTUYeCKUM Npenapatam. KeToreHHas
AMeETa CTPOXe, YeM MoAMdULMPOBaHHAA AneTa ATKUHCA, U TpebYeT TWaTeNbHOrO U3MEepPeHUs Kanopuii, XUAKOCTU 1 Gen-
KoB. lpoBOAATCA B3BElWMBAHME U U3MepeHUe COCTaBa NUWK. HopManbHble fUeTUYECKME XKUPbl, KOTOPbIe UCMOMb3YIOTCA
NpenMyLeCTBEHHO B KNACCUYECKOI KETOreHHON iueTe, COCTOAT B OCHOBHOM 13 CMECU XUPOB-TPUIULEPUAOB C [UHHON
uenbio (LCT) ¢ HebONbLWMUM KONMYECTBOM XKUPOB-TPUIMLEPUAOB C KOPOTKOI U cpefHeil uenbio (MCT). Mpu keToreHHoM
avete MCT npumeHseTcs )upoBas fobaBka, KOTopas COCTOMT TONbKO M3 xupos MCT (macno MCT).

KnioueBble cnoBa: sHuedanonatus pasBuTus, INUIENCUs, reHETUKA, 3aepKKa pa3entus, aeduunt GLUT1, keToreHHas
auveta, MCT

Iins yutupoBanusa: JliokwuHa H.I. OnbIT npUMEHeHNs KETOreHHO AneThl Npu AeduLmTe TpaHCnopTepa Mioko3bl 1-ro Tuna (6o-
nesHb [le Buso). Pycckuit )xypHan fetckoit Hesponorum 2021;16(3):63-8. DOIL: 10.17650/2073-8803-2021-16-3-63-68.

Experience with the use of a ketogenic diet with type 1 glucose transporter deficiency (De Vivo disease)
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De Vivo disease is characterized by early epileptic encephalopathy, delayed psychomotor development, spasticity,
the formation of microcephaly, ataxia, dysarthria, alternating hemiplegia, and a decrease in glucose and lactate levels
in the cerebrospinal fluid. Epilepsy is pharmacoresistant and the therapy for this syndrome is the ketogenic diet (until
the time when will development of genetic targeted therapy). In GLUT1 deficiency syndrome, mutations are found in the
SLC2A1 gene that lead to a decrease in glucose transport across the cell membrane.

The “classic” ketogenic diet is a special high-fat, low-carbohydrate diet that helps to control seizures in some people with
epilepsy. It is prescribed by a physician and carefully monitored by a dietitian. It is usually used in children with seizures that
do not respond to medications. It is stricter than the modified Atkins diet, requiring careful measurements of calories, fluids,
and proteins. Foods are weighed and measured. Normal dietary fats, which are used predominantly in the classical ketogenic
diet, consist of a mixture of mainly long chain triglyceride (LCT) fats with a small amount of short and medium chain triglyc-
eride (MCT) fats. The MCT ketogenic diet uses a fat supplement that consists only of MCT fats (MCT oil).

Key words: developmental encephalopathy, epilepsy, genetics, GLUT1 deficiency, developmental delay, ketogenic diet, MCT
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BBepeHue

bonesns Jle BuBo xapakTepu3syeTcsi paHHe 3IuIer-
TUYECKOI SHIIehaonaTruel, 3aaepKKOM IICUXOMOTOPHO-
IO Pa3BUTHUSI, CITACTUIHOCTHIO, (POPMUPOBAHIEM MUKPO-
nedanuu, atakcueil, IU3apTpUeil, alIbTEpHUPYIONIEH
TeMUIUIeTHEH, CHUKEHIUEM YPOBHS TJIIOKO3bI U JIaKTaTa
B nuKBope [3—5]. Dnunencus npu TaHHOM CUHAPOME
XapakTepu3yeTcs (GapMaKOpPe3UCTEHTHOCTBIO, U IUHCT-
BEHHBIM MeTOJIOM 3(P(HEKTUBHOM Tepanuu JaHHOTO CHUH-
JpoMa SIBJISIETCS] KeTOTeHHAasI IMeTa (0 ITOJIHOM pa3padoT-
KM T€HETUYECKOM TapreTHOM Teparuu).

CunnpoM BriepBbie 06T orcaH B 1991 . mpodecco-
pom e Buso (CIIIA).

Ha cerogHsiimauii AeHp pa3nuyaioT 2 KIMHUICCKUE
(GOopMbI:

1. Kitaccnueckast popma (mpumepHo 80—90 % 60:1b-
HBIX): SIUJICTITUYECKIE IPUCTYITBI HAYMHAIOTCS B BO3pa-
cte ot 1 Mec 10 2 1eT B 90 % citydaes, riociie 2 et —y 10 %
manueHToB. OTMeUarTCsl 3amepkKKa IICHUXOMOTOPHOIO
pa3BUTHUS, IU3APTPUSI, aTAKCHUSI, MUKpoOIedaIus, TUCTO-
HHS 1 XOPE0aTeTo3, AIBTCPHUPYIOIIAs TeMUTLICTHUS.

2. Hesnmtentuyeckas popma (mpumepHo 10 % 6oiib-
HBIX):

— «MATKU» (peHoTUn 06e3 CYITOpPOXKHOIO CHHIPOMA,
HO C BbIPAXKEHHBIMU IUCKUHE3USIMU, XOPEOATETOZ0M,
aTaKCHUEU, AIBTEpHUPYIOLIEH TeMUILIETUECI;

— C IIAPOKCU3MAaJIbHOM KMHE3MOT€HHOM TYCTOHUEN.
Arunmansie popmer (5 %):

— MaLMeHTHI C a0CAHCHOI AMuJIerICUeid ¢ pAaHHUM Haya-
JoM (110 4 n1et);

— KJIaccuyecKasl TeHepaln30BaHHAs HMOUOIIaTUIecKast
SIUJICTICHS,

— neTckas abcaHCHas SIUJIETICHUSL.

IMpu cungpome nepuumrta GLUTI B rene SLC2A41
00HapyXXMBalT MyTallMU, KOTOPble OOYCJIOBIMBAIOT
YMEHBIIIEHNE TPaHCIIOPTa TIIOKO3Bl Yepe3 KICTOTHYIO
MmeMOpaHny [3—5]. ITo maHHBIM UcCIeqOBaHUI C UCTIOb-
30BaHUEM ITO3UTPOHHO-3MUCCUOHHOM TOMOrpachun pe-
TUCTPUPYETCS] CHUXKEHHBIM MeTabO0I1M3M TII0KO3bl B 0a-
3aJIbHBIX TaHIJIMSX. [JI0KO3a CIyXUT OCHOBHBIM
WCTOYHUKOM 3HEPTUM IIJIT MO3Ta, B TOM YMCIIE IJIST TIPO-
1IECCOB BBICBOOOXXIEHUS HEMPOTPAHCMUTTEPOB, PAOOTHI
cuHarcoB. g dy3ust TII0K03bI Yepe3 reMaTosHIedanm-
yecKMii Oapbep 3aBUCUT OT psifia MEepeHOCUMKOB. benok
GLUT1 gBnsieTcs KT04YeBbIM, OTBETCTBEHHBIM 32 JOCTAB-
Ky [JIIOKO3BI Yepe3 reMaTosHedanmdeckuit oapbep. Ko-
mupytomnit GLUTI ren SLC2A1 coctout n3 10 3kK30HOB
1 9 MHTPOHOB, JIOKATU3YIOIINXCS Ha KOPOTKOM IIjieue
xpoMocoMbl 1 (1p34.2).

B nHacrostimee Bpemst onmcaHo 6onee 150 BapuaHTOB
MMaTOreHHBIX MYTAllWii: TOUKOBBIC MyTalliK, B TOM YHCIIC
MUCCEHC-MYTAlIUN, HOHCEHC MYTAallH, ACICIINH/THCEPLIH,
BapMaHTHI caliTa CIUIAMCUHIA, BEAyLIME K COABUTY PaMKU
CUMTBIBAHUS M MTHULIMAITUY TPAHCIISIIIAM, 8 TAKXKe KPYITHO-
MacIITaOHbIe JeIelny U Bapyalluy Yrcia Konuii [4].

B GonbuminHCTBE ciydyaeB 3a0o0jieBaHME BO3HUKAaeT
BCJIEJICTBUE TeTepPO3UTOTHOM MyTaluu B reHe SLC2A 1, mo-
SIBJISTIOIIIEICS TIPEMMYILIECTBEHHO BIIEPBBIE (de novo). Pexe
IIPOMCXOIUT HACIeIOBaHUE OT POAMTEIICH IT0 ayTOCOMHO-
JOMUHAHTHOMY TUny. PonuTesnb, y KoToporo ooHapyxeHa
mytauust SLC2A1, MOXeET UMeTh JIeTKYlI0 popMy 3abosie-
BaHus. [IpmamHOM MITKOTO (PeHOTHUIIA MOXET OBITh CHU-
JKeHHasI aKTUBHOCTh OEJIKOBOTO IIPOIYKTA, a IIPU TSKEJIBIX
MPOSIBJIEHUSIX — II0JIHAS TToTepsl GyHKIMM Oenka. Peske
BCTPEYACTCST ayTOCOMHO-PEIICCCUBHOE HACIEIOBAaHUE 3a-
0OosieBaHMUsI.

Mytauuu B reHe SLC2A I mperMyIeCTBEHHO CBSI3aHbI
C TeHEPAJIM30BAaHHBIMU SMUJICIITUICCKUMU TPUCTYIIAMU
(B OOJIBPIIMHCTBE CJIy4aeB BO3HUKAIOT aOCAHCHI I MUO-
KJIOHMYeCKHe pUCTYNbI). ToT dakt, uto myTtarmu SLC2A 1
Yalie BCTPEYaloTCsl Y OOJIBbHBIX SIIICTICHEI ¢ HadaJIoM
B paHHEM JIETCKOM BO3pacTe, BKIIIOYAs aOCAHCHYIO SIIH-
JICTICHIO C paHHUM JIe0I0TOM M SIMIICTICUIO C MUOKJIOHU-
YeCKU-aTOHMYECKUMU IIPUCTYIIaMU, TOBOPUT O BO3MOXK-
HBIX MeXaHM3MaX BO3pacTHOW 3aBUCHUMOCTH [3—5].
[pumepHo 1 % ciyyaeB reHETUYECKUX TeHEPAI30BaHHbIX
SIUJIETICUIA acCOLMUPOBaHbI ¢ MyTaneilt SLC2A 1, u 6onee
10 % ciydyaeB MUOKJIIOHUYECKMX aOCAHCHBIX BIMICIICUI
1 aOCAHCHBIX AMUJICTICUIT C pAHHUM HayajioM TaKXKe CBSI-
3aHBI C MyTalleli B TaHHOM reHe. JlaHHbIe BapUaHThI KIT1-
HUYECKOI KapTWHBI 3a00JIeBaHUsI, BEPOSITHO, CBSI3aHBI
C BO3PaCTHBIMU N3MEHEHHUSIMH CO3PEBaHMST MO3Ta U TPAHC-
ITOpTa ITIOKO03bI, KaK IMTOKa3aHO ¢ TIOMOIIIbIO ITO3UTPOHHO-
SMUCCUOHHOI ToMOorpaduu, 1 BO3PACTHOMN IKCIIpecCUein
reHa SLC2A1.

CrienoBateIbHO, MOJICKY/ISIPHO-TEHETUICCKMIT aHATN3
SLC2A1 omipaBmaH y BceX AeTeil ¢ abCaHCHBIMU ITPUCTYIIA-
MM, OCOOCHHO B clTy4yae Havajia SIICIITUYECKUX IIPUCTY-
oB 110 4-eTHero Bo3pacta. CBoeBpeMeHHast TMarHOCTH -
Ka BaxkHa IS paHHETro Hadajga 3(p(EKTUBHOTO JICUCHUS
C MPUMEHEHUEM KETOT€HHOW OUETHI U JJIS TIPOBEACHUS
TeHETUYECKOTO KOHCYJIBTUPOBAHMS CEMBH.

DMWIENITUYEeCKUE MMPUCTYIIHI Y IeTeil ¢ neULIMTOM
GLUTI naunHaroTcst B Bo3pacre oT 1 10 6 Mec, Hadaimy
CYIOPOXKHBIX TIPUCTYIIOB MOTYT IIPEIIICCTBOBATH SITU30/IbI
aITHO? M LIMaHO03a, ITapOKCU3MaIbHbIE IBKEHUS TJIa3HBIX
SI0JTOK, HAITTOMUHAIOIIINE OTICOKIIOHYC — «IUISIITYIINE» TBU-
JKEHUSI IJ1a3HbIX s10;10K. Takske MOryT BO3HUKATh a0CAHCHI,
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MHWOKJIOHMM M aToHW4Yeckue npuctynsl [4, 5]. TTo mepe
CO3peBaHMSI MO3Tra MOTYT MOSIBUTHCSI TeHEpaT30BaHHBIC
CYyIOPOKHBIE TIPUCTYIIBI U JIP.

[pakTryecky Bce MaleHTH MMEIOT MHTEJUICKTyaIbHbIC
HapyIIeHUS Pa3HOW CTEIeHM TSKECTH, HApYIICHUST peuH,
Iu3apTpuio. JIBUTaTeIbHBIC HAPYIICHUS IPEACTaBICHBI
aTaKCUEN, IMCTOHUEN, XOPEEH, TaHHbIE HAPYILIECHUS MOTYT
OBITH KaK ITOCTOSTHHBIMU, TaK 1 MTAPOKCU3MATbHBIMU.

DnexrposHuedatorpadpmuyeckas KapTuHa npu aedu-
mte GLUTI1 uMeeT Takke cBOM OCOOCHHOCTH. Y HeTeit
paHHETO BO3pacTa YacTO PETUCTPUPYETCs (DOKaIbHOE 3a-
MeJUIeHVEe VI SITWIENTU(OPMHBIE pa3psiibl, a Iocie 2 JIeT
HanboJiee yacTass aHOMaIMS — TeHePATM30BaHHBIC pa3psiIbl
MUK~ U TOJIMTITMK—Me/IJIeHHast BOJIHA ¢ yacToToit 2,5—4,0 Ii1.
HMHTepecHO OTMETUTD pa3IMursI MEXKIY IIPe- U IMMOCTIIPaH-
MUaTbHOU 3JIEKTpO3HIIe(asorpaMMoii (0 1 TTOCIE €Ibl):
XapaKTepHO CHIKEHUE MHIEKCa SMIICTITU(hOPMHON aK-
TUBHOCTH IIOCJIC TIpHEeMa YIJICBOIOB.

ITapokcu3MaibHBI XOpeoaTeTo3, paHee U3BECTHDIM
KaK IUCTOHUS cO cracTuuHocThio, Thmna 9 (DYTY), a tak-
Ke TUCTOHMS 18-TO TMIa paccMaTpUBAIOTCS KaK 4acTh
¢denorunmueckoro criekrpa gepunura GLUTI.

JI1s1 IMarHOCTUKU CUHAPOMAa HEOOXOAUMO TIpoBee-
HME psfa JUarHocTudyeckux npouenyp. JlromOGanbHast
ITyHKIIUS TTO3BOJINT BBISBUTh HU3KWI1 YPOBEHD TNIFOKO3bI
B CIIMHHOMO3TOBOH XKUAKOCTH (TUITOTIMKOPAXUIO), a TaK-
K€ HU3KOE COOTHOIIICHIE TJIIOKO3bI TMKBOpa 1 KpoBH <0,4
(Hopma 0,6); KpoMe TOro, B CIIMHHOMO3TOBOI KUAKOCTH
CHIKaeTcs U cofaepxkaHue nakrata [3]. [Ipu mpoBeneHUMn
MarHUTHO-PE30HAHCHOI ToMorpaduu BO3MOXHA HOP-
MaJIbHasI KapTUHA, OJHAKO MOTYT BBISIBIISITHCS HECTICIIH-
duueckue u3MeHeHUsI B BuIe TUMPy3HOI LiepedpaibHOM
aTpoduM ¢ HOpMAJIbHBIMU Pa3MepaMU MO30JIMCTOIO TeJa,
pacIInpeHne XeJryaIouKOB MO3Ta TP HOPMAaJIbHBIX pa3-
Mepax CTBOJIa M Mo3xkeuka. [1pu mpoBeeHUM MO3UTPOH-
Ho-3MuccroHHo# Tomorpaduu (FDG-PET) gyacto BbI-
SIBJIICTCSI CHIDKCHUE YTUIN3ALIMU TII0KO3BI B CTPYKTYpax
KOPBI MO3Ta, 0COOEHHO B ME3UaIbHBIX BUCOYHBIX OTIEIaX,
TajaMyce, 6a3aIbHbIX TAaHTJIMSIX.

Y 60/bIIMHCTBA NALMEHTOB KJIaCCUUecKasi KEeTOreHHast
nueta (00bIYHOE cooTHOIIeHUE 3:1—4:1) SIBIISICTCS BBICO-
K03 (PEKTUBHOI 1 TOCTATOYHOM JIJ1sT KYITUPOBAHUSI CUMIT-
TOMATHKHU, YTO TIO3BOJISIET OTMEHUTh aHTUKOHBYJIBCAHTHI.
OnHako HeOoJIbLLIas 10151 TALMEHTOB HY>KIAeTCsl B 10MOJ-
HUTEIBHOI aHTUAIIWICIITHYeCKOM Tepanun. KerorenHast
JIeTa He TOJBbKO IMO3BOJISIET KOHTPOJIMPOBATH IIPUCTYIIHI,
HO 1 OKa3bIBaeT MOJIOKUTEIbHBIN 3 (MEKT Ha ABUTATEIb-
HbIE, KOOPIMHATOPHBIC HAPYIIICHUS M JMCTOHUIO, OMHAKO
e¢ BIMSIHUE Ha 3alepKKy Pa3BUTHUS HE SBJISIETCS CTOJIb
BbIpaskeHHBIM. [TonoxuTenbHbIN 3P (eKT OKa3bIBaeT TaK-
XKe anbda-JInIoeBast KUCIOTa, KOTOpas MCIIOJIb3YeTCS
KaK JIOTTOJTHUTEIbHAS ITUIIeBas 100aBKa.

Heo6xoauMo NOMHUTH, UYTO HEKOTOpPhIE BellleCTBa
(BKTIOYAST TIPOMYKTHI, JIeKapCTBa, TOPMOHBI) MOTYT OKa-
3bIBaTh OTPHUILIATEIIEHOE BIMSHIE Ha TeUCHE 3a00JIeBaHMS,

3

B MIX UHMCJIe 3TAHOJ, METWJIKCAHTUHBI, KODEerH, aHAPOTCHEI,
TPULIUKINYECKNE aHTUIACIIPECCAHThI, HEKOTOPHIE aHTH-
KOHBYJIbCAHTHI ((heHOOapOUTas, TMa3eram).

PanHee BBIsIBIICHUE OeTel C TAaHHBIM Ie(DUIIUTOM BaK-
HO IS TIPEIOTBpAIlleHUs] Ha3HauYeHUs Hed(h(PEKTUBHOMI
Tepallii aHTUKOHBYJIbCAHTAMMU, KOTOPHIE MOTYT OBITh
HE TOJIBKO HEOE30ITacHbI, HO U MOTCHINAIBHO BPEIHBI,
a TakKe JUIST paHHEeH MHUIIMALIMY TTOCTYTUICHUS T pac-
TYIIIETO MO3Ta aJbTePHATUBHOM 3Hepruu |3, 4].

Bce metu ¢ panuM HaudamoMm hapMaKope3UCTEHTHOM
SIUJIENICUU B COYETAHUU C JABUTATEIbHBIMU HAPYILLIEHU-
SIMU, IUCTOHUEN, 3aAEPKKOI pa3BUTHUSI JOKHBI ObITH 00-
cnepoBanbl Ha peaMeTt nepunnta GLUTI. Tak kak onu-
CaHBI MALMEHTHI C «MATKOM» CUMIITOMATUKON neduImTa
GLUTI, To maumieHTHI ¢ HEOOBSICHUMBIMU HEBPOJIOTMYE-
CKUMU 3200JI€BaHUSIMU, HE CBSI3AHHBIMU C SIUJICIICUEH
W/WIU 3aIePKKOM pa3BUTHS, a TAKXKe B3POCIbIE C KUHE-
3MOT€HHOM MAapPOKCU3MAIILHOM AUCTOHUEN TaKXKe JOJKHBI
OBITH 00cIenoBaHbI Ha peameT aedutimra GLUTI. Mo-
JIEKYJISIPHBIN aHanIu3 Ha MyTauuu B reHe SLC2A41 cnenyet
IIPOBOIUTH U MAIlEHTaM C CEMEITHBIM aHAMHE30M HINO-
NAaTUYECKOW T€HEePAJIU30BAHHOM SIIMJIEIICUM, TaK KakK
ayTOCOMHO-IOMMHAHTHOE HacjeIoBaHNE BO3MOXKHO
MIpY JTaHHOM CMHIPOME; 3TO OCOOCHHO ITOKa3aHO MallieH-
TaM C HayaJloM a0CaHCOB 10 4-JICTHETO BO3pacTa.

Hcropuuecku cymiecTByeT 2 THIIA KETOTEHHOM TUETHI,
KOTOpbIC IPUMEHSIIOTCS B IIPAKTUKE Han0oJIee 4acTo: Kilac-
crJecKasi KeTOTeHHas TeTa (BBeIeHME KOTOPOil Hallla K-
HUKa ITPOBOAMT yKe 4,5 roa ¢ ucronb3oBaHueM MexayHa-
ponHoro rnpotokoia (2016)) u 1ueTa ¢ UCMOJb30BaHUEM
CpeIHelIeToYeYHbIX SK1poB (manee — MCT-ouera), KOoTopbie
ObUM pa3padoTtaHbl B 70-e TOmbI MIPOIIIOTO BeKa M C TOTO
BPEMEHU aIalTUPOBAaHBl M UMEIOT Pa3IMUHbBIC BapUAHTHI,
LIMPOKO ITPUMEHSIEMBIE BO BceM Mupe [2, 6].

TpanMLIMOHHO B KJIaCCMYECKON KETOTe€HHOU aueTe
HCTIOJIB3YEeTCSI CMECh B OCHOBHOM [TMHHOIICTIOUCYHBIX U,
B MEHBIIIEH CTeTIEeHH, CpeIHeIeIToYeTHbIX kupoB (MCT-
JKHUPBI).

[Tpu xetorennoit quere ¢ MCT-MacmaMu IpUMEHSI-
I0TCSI 0COOBIE BUIBI Maciia, KOTOPHIE ITO3BOJISTIOT IIPOIY-
LIMPOBATh KETOHOBBIE TeJIa IIPOIIEe U OBICTpee, YeM JTUH-
HOLIETIOYEUHbIE KUPbI, HE TPeOysl ydacTusi B UX oOMeHe
(epMEHTOB MOMKETYIOUHOH 3KeIe3bl M KETIHBIX KUCIIOT
MeYeHU. DTO JaeT IMPEUMYIIeCTBa ISl MAllMeHTOB, UMe-
IOIIMX XPOHMYIECKIE 3200 IeBaHUSI JKEITyTOUHO-KUIIICIHO-
r'O TPaKTa WIN MEPEHECIINX OIePaTUBHBIC BMEIIATEIBCT-
Ba Ha XEIyIOYHO-KMUILIEYHOM TpakTe. Takum oOGpazom,
JAHHBII TUTI TUETHI SIBIISICTCS 00Jiee MITKIM, MEHee CTPO-
UM, TTI03BOJISIIOLIUM YIIOTpeOJieHUe 00JIbIIEro KOJIM4YecT-
Ba yIJIeBOIOB 1 O0enkoB [1, 7—9].

WUctopus udydenus. JlaHHbI BUA AMETHI ObLIT pa3pabo-
taH npodeccopom Huttenlocher. B 1976 . Huttenlocher
rmokasai, 9ro aueta ¢ MCT-macoamu (MCT-maca coctaB-
Js110T 10 60 % CYTOYHOro Kajopaxka) SIBJSIETCS TaKOM 3Ke
3¢ GEeKTUBHOM, KaK U KJIacCU4ecKasl I1eTa B TOCTaTOYHO
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kectkoM cootHoleHnu 3:1. Ocrasiunecs 40 % kamopaxa
B JIMETE pacIipenesieHbI ciemyronmm oopasoMm: 10 % — Genku,
19 % — yrieBoabl (1S CpaBHEHUST: KJIACCUYECKasl KETOICH -
Has IMeTa MO3BOJISIET YIIOTPeOIATh ITPUMEPHO 8 % OeIKOB
u 2—4 % yrneBonoB) u 11 % xupoB uz i [1, 2,7, 8].

Kpowme Toro, Bo3MoxkeH BapraHT MOAU(UIIMPOBAHHOM
MCT-guetsl, B Kotopoit MCT-Macna cocTaBisIioT OKOJIO
30 % kanopaxka u3 MCT-macen 1 30 % kajtopaxa U3 JIIMH-
HouenoyeyHbIX kupos (LCF); naHHbI! BUI AUETH HOCUT
Takke Ha3BaHue nuethl the John Radcliffe hospital (Okc-
dopa, AHTIS).

Mpl npemiaraeM MHINBUAYAJTbHBINA MOI00P AUETHI
c ucnonb3oBaneM MCT-macen ¢ yueToM 0cOOEHHOCTE M
opranusMa u TonepaHTHocTu K MCT-MaciaM KaxXmoro
MMaIeHTa, YTO IMMO3BOJIUT BEIMTH HAa HEOOXOMUMBIN Tepa-
MEBTUYECKUIA YPOBEHb KETO3a U TOCTUYD XOPOIILIEH Mepe-
HOCHUMOCTHU JTUETHI.

IIepenocumocTs MCT-aueTsl 1 €€ OTIHYHE OT KJIACCH-
YyecKoii KeToreHHoi auetnbl. [1pu Ki1accuueckoi KeToaueTe
B IIPOIIUIOM YacTO OMMCHIBAJIUCH TaK1e MOOOYHBIE 3 heK-
THI, KaK 3aIlOphbl, HEXBaTKa HEPTUM, TOIIHOTA, PBOTa,
nuckoMdopT B xkuBote u auapesd. E.G. Neal u coaBT.
(2005) n3yyanu mo6ouHbIe 3((PEKTHI y ACTEH, TOTyIaFOIIIX
kinaccudyeckyio 1 MCT-nuery. BoipaxkeHHBIX TTOOOYHBIX
3¢ (EKTOB He OBLIO BHISIBJICHO HY IIPY OMHOM THUIIE TUCTHI.
Tonbko y 3 u3 54 manneHTOB BO3HUKIIA HEOOXOIUMOCTD
MMPEKPaTUTh KETOAUETY M3-3a BO3HMKIIHUX ITPOOJIEM,
y 6obIIMHCTBA ManreHToB Ha MCT-nuete TpedoBaaoch
nocTeneHHoe yBeandyeHue kogmdectBa MCT-macna,
YTO TT0KA3aJI0 TIPEKPACHYIO IEPEHOCUMOCTS [9].

B kagux coryqasix MozkeT ObITh mpeanouruteibia MCT-
muera? B OONbIIMHCTBE cTydyaeB JaHHAsI 1MeTa 0oJiee Mpy-
BJIEKaTeJIbHA JUTS JeTeil MOIIKOIbHOIO 1 IIKOJBHOIO BO3-
pacTta, Tak Kak pasmep nopiuu nuiu npu MCT-nuete
0oJIbllIe, U AYETa IT03BOJISIET YIIOTPEOIISITh OOJIbILE YIJIEBO-
IIOB, TAKMX KaK KapTodeib, macta (MaKapoHBI), pUC U XJIe0;
BO3MOXXHOCTH IIPUMEHEHMSI 3TUX IIPOIYKTOB Ha KJIACCHUEC-
KOl KETOAMETe OYeHb OTPaHUYCHHBI (OHM MOTYT IIpUMe-
HATBCS B 0YCHb HEOOJIBIIIOM KOJIMYECTBE). B HEKOTOPHIX
CUTYaIIUSIX JUETOJIOT MOXET MPEIIOKUTh M3MECHUTD KJlac-
cryeckyto keronuery Ha MCT-muety y neteii ¢ mpobiemMamMu
MMUIIIEBOTO TTOBEICHMS I U3MEHMBIITMMUCS BKYCOBBIMU
npennouTeHUsIMH |8, 9]. Taxke TaHHBIN BUI AMETH HAMHO-
ro ymoOHee [Uisl MaleHTOB, UMeIIIrX ractpocromy. Ecin
CPaBHUTH COOTHOIIIEHNE OEI0K,/yIICBOIBI Ha KJIACCMUECKOM
KeToaueTe ¢ TakoBbIM ITpu MCT-nuere, TO 3TO COOTHOILIE-
HUe HAMHOTO MeHbllle (Kiaccuyeckas Ketoauera 4:1—3:1
u MCT-nuera B cpentem 1,3—1,6:1).

IIpenmymecTBa MCT-nueTsi:

— 3HAYUTEILHO OOJIbIIIEe KOJMYECTBO YIJIEBOAOB B pa-

LIMOHE;

— OoJibllIe OejiKa B pallMOHe, YeM IPU KeTOIUETe;
— IHMeTa IMO3BOJISICT BKJIFOYATh B PAIlOH OOJIBIIIE MOJIO-

Ka, YMEHbIIasl IIOTPEOHOCTD B JOTIOJHUTEIBHBIX CY-

IUIEMEHTaX KaJIbIIHs;
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— 3HAYMTEJIPHO CHIDKET PUCK Pa3BUTHUS AeUIINTA Kap-
HUTHWHA;

— OoJiee OJlaronpusiTHA IJISI pOCTa U MUKPOHYTPUTUB-
HOTO CTaTyca MalneHTa;

— pexxe, 4eM IPH KIaCCUIECKOM KeTOANETe, BO3HUKAIOT
HapyILIeHUsI CO CTOPOHBI KEIYIOYHO-KUIIECIHOTO
TpaKTa, 3aII0pkI, T1apesi, pBoTa, OO0 B XXKUBOTE, JaH-
Hasl IMeTa He IIPOBOLMPYeT ITaHKPEaTHT;

— B OTJIMYME OT KJIACCMYECKOM KETOMMETHI, HE BbI3bIBa-
€T CHIDKEHUsI ypOBHEI BUTAMUHA A M MaTrHUS,

— TaK Kak npu MCT-nueTe opraHu3M MoJry4aeT OoJbIie
C8 u C10 (oKTaHOMK- M HEKaHOUK-KHUCJIOT), OHU
OKa3bIBAIOT 0o0Jjiee BBIPAKEHHBIN JIe4eOHbIN 3(DheKT
Ha KOHTPOJIb CynopoxkHoi aktuBHOCTH (P. Chang 1 coasr.,
2014), pyHKIIMOHMPOBaHME MUTOXOHIPHUI 1 MX YHUCJIO,
kpome Toro, C10 oka3bIBaeT BbIpaKe€HHBII 3DdeKkT
Ha wmHruoupoBaHue AMPA-penennTopoB (BaxkHYIO
cocrapstonyio anureHe3a) (P. Chang u coaBr., 2015;
K. Augustin u coasr., 2018) [1, 2].

Kaxk n knaccuueckas keronuera, MCT-guera TpeOy-
eT BpauyeOHOro KOHTPOJISI U HAOJIIOAeHUS, IIPOBEASHUS
KOPPEKTUPOBKM, UCIIOJIH30BAHUS OIIPEICICHHBIX CyTLIe-
MEHTOB.

Mp&I mpuMeHsieM TosibKo MenuiimHckrne MCT-maca,
KoTopbIe mpou3BonaTcs B [epmannu. MCT-macna pa3Hoit
KOHIIEHTpAIIMU, a TakKe MpoayKThl Ha ocHoBe MCT Te-
mmepb HOCTynHbI B PD, manmeHTsl M UX pOACTBEHHUKH
MOTyYT IipuoOpeTaTh ux B Poccun.

[IpoTokoa mpoBeaeHN KETOAUETHl COCTOUT U3 He-
CKOJIBKHUX 3TaIoB: 1) o0caenoBaHne pedeHKa Ha TOTOCITH-
TaJbHOM 3Tarie, BKIIIOYAolee OLIEHKY COMAaTUYEeCKOTO,
HYTPUTUBHOTO M HEBPOJOTUYECKOTO cTaTyca (C aHAIM30M
YaCTOTHI SMWICTITUICCKIX ITPUCTYITOB 32 ITOCIICTHIIT MECSIIT
1 (hapMaKOMOHUTOPUHTOM aHTUAIMJICITUISCKUX TIpera-
parToB); 2) KIIMHUKO-JIA00PaTOpPHOE UCCICI0BaHNE: KITMHU-
YyecKue aHaJIM3bl KPOBU X MOYM; 3) OMOXMMIYECKOE MCCIIe-
JoBaHUEe KpoBU (00IIMIT OeJIOK, aJlbOyMHUH, MOYEBMHA,
KpeaTUHUH, XOJIECTEPUH, TPUTITUIIEPUIbI, -JTUTIOTIPOTEUIBI,
SJIEKTPOJIUTHI, IIeJIouHast ¢ocdarasa, TI0Ko3a, aTaHUuH-
aMMHOTpaHcdepasa, aclapraTaMiMHOTpaHcdepasa, aMu-
Jla3a) 1 OMOXMMHUYECKOe MCCIeaoBaHNe MouM (OeJIoK,
[JII0K03a, (hocdop, KallbIINii, OKCaaaThl, MOUYEBasI KMUCJIO-
Ta, aMMHOA30T, KPeaTUHWH, TUTPYEMbIE KUCIOThI, HATPUIA,
KaJIMii, XJIOpUibl, aHTUKPUCTAJIOOOpa3yrolast Crioco0-
HOCTb MOYN); 4) TaHAEMHas MacC-CIIEKTPOMETPUS KPOBH;
5) UHCTpyMEHTaJIbHbIE UCCIIEAOBAHUS: DJIEKTpOoIHIIeda-
Jiorpadust, BUAEORJIEKTpoIHIedamorpapmieckoe MOHU-
TOPUPOBAHUE C PETUCTPAIIMC XapaKTePHBIX IS TIAlleH-
Ta 3MIWICHTUICCKUX IIPUCTYIIOB, JIEKTpOKaparuorpadus,
VIBTPa3BYKOBOE MCCIICIOBAaHIE OPTAHOB OPIOITHOI OJI0-
CTHU U TIOYEK.

I1pu xopoliieii nepeHOCUMOCTU AUETHI U CTAOMUJIbHO-
CTH COMaTUYECKUX U HEBPOJIOTMYECKUX ITOKa3aTeseit pe-
OCHOK BBITIMCHIBACTCS B COCTOSTHMM K€T03a C MHCTPYKIIH-
el 110 COOJTIOICHUIO KETOAMETHI B JOMAIITHUX YCIOBHSIX.
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Haima x1mHmKa 3aHMMAaeTCsT BBEACHUEM U KOPPEKTH -
POBKOIT KETOTeHHOM MTUETH U €¢ BapMaHTOB 0oJjiee 3 JIeT.
VY Hac Mpouun BBeACHNUE U KOPPEKTUPOBKY KETOMUETHI
oonee 150 yenoBek, U3 HUX 14 TTalIMEHTOB ¢ ASPUITUTOM
GLUTI. MbI pansl, 4TO Hallla KJIMHAKA [TOMOTAEeT 3TUM
MMalreHTaM JUTMTEIFHO TIPUASPKUBAThCS JaHHOM TUETHI
1 UMETh BO3MOKHOCTD ITPEIOCTABUTDH PeOCHKY IIMPOKUIA
BbIOOp 0J110/1, KOTOPBIA HE 1aCT EMY OYYBCTBOBATh OTpa-
HUYEHUS OTOM JOCTATOYHO CTPOTrOM TUETHI.

Knunuueckum cnyyait

Hauyuenmra 2009 . p. IIpu nocmynaenuu 6 KAUHUKY
(utonv 2017 2., 6 gospacme § nem) y 0e6ouku ommeuanucsy
NPUCMYNbL AOCAHCO8 8 BUOE «3AMUPAHUS> , NPORYALCUSL 2010~
bl gnepeod; Hacmoma snU30008 — HECKOAbKO 0eCSIMKO08 8 OeHb.
Taksce ommeuanuce amakcus npu xo0v0e, 8bIPANCEHHAs
3adepiicka peuesoeo pazeumusi, N08edeHuecKue HapyuleHusl,
aymuyHvle Yepmol.

Ilepunamanshbiii anamues: pebeHok om I-il bepemeHHo-
cmu, npomekasuiell Ha (ore yeposvl npepvleanus 6 16 Heo,
Po0bL 8 38 Hed, onepamuéHble, macca mena pederka 2980, ouer-
Ka no wikane Aneap 8/8 6annos, 6 HeOHaManbHOM nepuode —
KoHslO2ayuoHHas yceamyxa. llo 3 mec pazeugasacs no 803-
pacmy, 3amem NOSIGUAUCH MbLIUEUHASL SUNOMOHUSL, 8510CHb
Ha ¢one 2on00a, coHausocmys; 8 7 mec pooumenu 3amMemuiu
HeoObluHble MASIMHUKO0OPA3HbLe 08UNCEHUSs 2AA3HbIX 010K,
nepuoduueckue npucmynst yuanoda. Pedenok 3nauumensvro
omcmaegan 8 hopmuposanuy 08UAmMeNbHbIX HAGbIKOG U NCU-
xopeuesom pazeumuu. C 3 nem nosiguauch 8bluleONUCaAHHble
npucmynbul, Xxopeuieckue eunepkunesst. B 7.1em nocae oocae-
dosanus 6 gpedepanvHom ueHmpe Obla 8bicMasAeH OUACHO3
dedpuyuma GLUTI. CoomHowerue codepiucanus entoKo3bl
6 auxeope u kposu <0,2 (auxeop — 1,11 mmons/n, kpoeb —
5,4 mmonnv/n). Ilpu nposedenuu 3K30MHO20 CEKGEHUPOBAHUS
0bL1a BbIsI6NCHA 2eMePO3ULOMHAS MUCCEHC-MYMALUs 8 3-M K-
30He eena SLC2A1 (cmamyc de novo). bouio pexomendosano
66edeHue KemoeeHHOU Ouemyl KAk NamoeHemu4ecKoll mepanuu
npu danHom 3a601esanuu. MacHumno-pe3oHaHcHas momoepa-
@us 2010681020 Mo3ea: be3 namonoeuu. Budeosarexmposrue-
Ganoepaghuueckuii MOHUMOPUHE C 3ANUCHIO CHA: KOPKOBASL
pummuka 600pcmeosarnus samednena (5—06 Iuy), nammepHuo!
CHa He chopMuUposansvl COOMEEMCMBEHHO 803PACMY, COH
Ha ghazvl He modyauposan. Bo epems 600pcmeosanus u cHa
BbICOKUM UHOEKCOM pe2ucmpupyemcsi INUAenmu@opmMHast
aKmueHoOCmb 8 8ude OUAAMEPANbHBIX ACUHXPOHHBIX PA3PA008
KOMNAEKCO8 NUK — Me0AeHHAs GOAHA C AMIAUMYOHbIM npe-
obnadaHuem 8 N1e8biX GUCOYHBIX OMBEIeHUSX, 4aCMOMOLL
2,5—3,0 Iy, daumenvHocmuto 0o 4—5 c. Ilocae npodyxcderus
3aUKCUPOBAH NPUCIYN C «3AMUPAHUEM», puKcayuels 83e1s-
da, nponyascueil 20108bl 6neped — KUBOK, ¢ NOsBAEHUEM
Ha neKmpodHyeparoepamme UKMAAbHOU SNUAENMUPOPMHOLL
akmueHocmu 6 eude OuUAAMEPANbHBIX ACUHXPOHHBIX

*
Ilpenapam ne 3apecucmpuposan ¢ PD.

KOMNACKCO8 NUK — Me0AeHHAs GOAHA ¢ AMNAUMYOHBIM npe-
001a0aHUeM N0 Ne6bIM GUCOUHBIM 0MEEOCHUIM, YaACMOMOU
2,5 Tu, daumenvrocmoio 5 ¢ — amunuuubwlii abcamc.

Ha momenm egedenus kemozeHHOU Ouemul pebeHOK no-
AYHAN AHMUSNUACHIMUYECKYI0 Mepanuio: Kaobazam 6 dose
10 me/cym, pygpunamuo 100 me/cym. B papmakonoeuveckom
aHamue3se 6e3 s¢hghekma NPUMEHSNUCH Credyroujue AHMUKOH-
BYAbCAHMbL: BANLNPOCEASL KUCAOMA, IMOCYKCUMUO, MONUPA-
mam, genobapbuman, neeemupayeman, eueabampun’ (ae-
2pasauyusi NPUCMynos), AamMompuodNcuH (coine), mpuienman
(aeepasauyus), karobazam, pygunamud. Takum obpazom,
0o eederust duemol Heaghpekmuenvimu odvtau 10 aHmMuKoH-
BYAbCAHMO8.

Besedenue duemnl 6 kaunuke Hauasu ¢ coomuouterus 3: 1
(¢ ucnoavzosanuem MCT-macna), 6 1-e cymku pebeHoK 0-
wen 6 cocmosinue kemo3sa (kemouwl 1,9—2,2 mmonv/n), 6 no-
caedyroujue Cymiu Ommeuancs poch yposHsi KemoHo8 Kposu
00 5 mmonsv/a. C 3-e0 OHs npekpamunuce npucmynol. Boinu-
caH pebeHok Ha e npumenenus coomuowenus 2,7:1, ¢ ypos-
Hem KemoHo8 6 cpedHem 4—5 mmonv/n. B meuenue 2 mec
Ha @oHe nPo00ANCeHUs KeMOLeHHOU Juembl AHMUKOHBYNb-
canmul ObLAU NOAHOCMbIO OmMeHeHbl. [Ipu nocmynaieHuu
Ha KoppeKmupoeKy kemoeeHHol duemsl 6 okmsbpe 2017 e.
(uepe3 4 mec nocae 8gederus Ouemol) NPUCIYRbL OMCYMCIL-
sosanu. Budeosnexmposnyepanoepapuueckuii MoHumopune
C 3ANUCHIO CHA: INUACNMUPOPMHAS AKMUBHOCMb He 3apei-
cmpuposana. Kemornvt ympennue é npedenrax 3—4 mmonv/n,
KemoHbl geyeprue 6 npedesax 4—5 mmonv/a. Yayuwuauce
nosedenue, peuvb U oOUjeHUe, 3HAYUMEAbHO YMEHbUUAUCD
amakcus u eunepkunesvl. [locie npogedennoeo 06credosanus
KaKux-1u00 OMKAOHeHUll 8 OUOXUMUYECKOM AHAAU3e KPOBU,
npu Yavmpazeyko8omM Uccae008aHul HYMPEHHUX OPeAHO8
8bI51681€HO He 0bLI0, He OMMeUeHbl 3anopbl U 2acmpo3zopaee-
anvublil peharoxe. [leperocumocms duemot xopowas. Ilpo-
6edeHa KoppeKkmupoexa coomuouienus (cHuxicero 0o 2,5:1),
CKOPPEeKMUPOBAHbL KAA0paic, 0eaKu, HCupbl U yeneoobl.
Ilodobpanst adexkeammuble 0036l CynAeMeHMO08 045 CONPOBO-
JHcoeHust Ouemsi.

3aknioueHue

XoTd B HacTodIIee BpeMs He co31aHo 3G (GEKTUBHBIX
npenapatoB Jist nedenus aeunura GLUTI, cymecTBy-
eT CITelIabHAsI KeTOTeHHAsI JreTa, KOTopast MOXET obec-
MeYNTh YIydllIeHre. DTo AueTa ¢ HU3KUM COIepKaHUEM
VIJIEBOIOB 1 BHICOKMM COJEPKaHUEM XKUPOB, UMUTHUPY-
IoIIast CoCTostHUe rojiona. OpraHu3M BeIpaOaThIBaeT Ke-
TOHBI, KOTOPBIE MO3T MOXKET MCIIOJIb30BaTh B Ka4eCTBE
aJbTepHATUBHOTO IIIOKO03¢e ToruinBa. Cpasy mocie ycra-
HoBieHus nuarHosa aedunmra GLUTI1 pomurensam pe-
OCcHKa ClIeIyeT MPeUIOKUTh TaHHOE JICYCHUE. DTO ITOMO-
XKeT VYAYYIIUTh KOHTPOJAb Hald IPUCTyIlaMu
1 aHOMaJIbHBbIMU JBUXEHUSIMU pebeHKa. M3 Haxoasimxcst
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MOJT HAILIMM HaOII0AeHUEM 14 MalieHToB ¢ JaHHBIM 3a00J1€e-
BaHMEM IOJIHBIM KOHTPOJIb Hajl, IIPUCTYIIaMi Ha (OHE Ke-
TOT€HHOI JMeThl JOCTUTHYT B 12 ciayvasx u3 14.
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