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HeketoTyeckasi rinepriMuMHEMUst — 3TO PeKoe HacreAcTBeHHoe MeTabonuueckoe 3aborieBaHue, XapaKkTepuaytoLleecs
MOBbILLEHHbIM YPOBHEM [MWLMHA B KPOBW. [MWUMH SBMSETCS aMMHOKMCIIOTOW, Y4aCTBYHLLEM BO MHOMAX BMOMOTAYECKUX
MPOLIECCaX, 1 ero HEKOHTPONMPYEMOE YBENUYEHWE MOXET BbI3BaTh CEpbe3Hble MpobreMbl Ansi opraHuaMa. Hamu npeacTasneH
YHUKarbHBIM KIMHUYECKMIA CryYail HEKETOTUYECKOH MNEPTIINLMHEMUM Y HOBOPOXKAEHHOTO, BO3pacToM Bcero 25 AHeM, B «Hay4yHoM
LieHTpE MeauaTpuu U [ETCKO Xupyprm» ropopa AnmMatbl. PaccMaTpyBaeTCsi CIOXHOCTb AMArHOCTUKM M NEYeHUst [aHHOro
PEOKOrO HacreaCTBEHHOro 3ab0neBaHMs, B CBA3W C He KymMpYHOLLMMMECS CynoporaMi. PaHHsist AvMarHocTuka v nevdeHue MoryT
YIyYLUUTb MPOTHO3 ANSt NALMEHTOB C HEKETOTUYECKOM MMNEPTIMLMHEMUEN.

Kntoyeeble cnosa: Hekemomuuyeckas eunepefiuyUHeMUs, enuyuHogas 3Hueghamonamus, Memabonudyeckoe
HapyuweHue, 2eHemuyeckoe 3abosegaHue.
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Nonketotic hyperglycinemia is a rare hereditary metabolic disease characterized by elevated blood glycine levels.
Glycine is an amino acid involved in many biological processes, and its uncontrolled increase can cause serious problems
for the body. We have presented a unique clinical case of nonketotic hyperglycinemia in an infant, only 25 days old, at the
Scientific Center of Pediatrics and Pediatric Surgery in Almaty. The complexity of diagnosis and treatment of this rare
hereditary disease due to intractable seizures is considered. Early diagnosis and treatment may improve the prognosis for
patients with nonketotic hyperglycinemia.
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HekeToTWKanbIK rNEpPriMUMHEMUS — KaHAAFbl ULWH JeHreliHiH, XofFapbinaybIMeH cunaTTanatblH CUPEK Ke3aeceTiH
TYKbIM KyanailTblH mMeTabonukanblk aypy. [MuUuH - kenTereH BronorusnbiK NpoLecTepre KaTbiCaTblH aMUH KbILKbIMb
XoHe OHbIH bakbinaHbal kebeloi AeHe YLLiH kypaeni npobnemanapabl TyAbIPYbl MYMKiH.

bi3 Anmatbl KanacblHaafbl [eguatpus xaHe 6ananap xupyprusicel FbinbiMU OpTanbiFbiHaa 25 kyH 6onFaH HapecTeaeri
HEKeTOTUKanNbIK UNepriuUMHEMUSHBIH, Oiperen KnuHUKanblK >KaFdaiblH YCbiHObIK. Byn cupek KesgeceTiH TyKbIM

KyanantblH — aypydblH,  eMAenMEenTiH
KapacTblpbinagbl.

ycTamanapfa 6annaHbICThl

OWarHocTukacbl MeH empeyiHiH,  Kypaeniniri

EpTe OnarHoCcTukanay >XoHe emMaey HEeKeTOTUKalblK runeprinmuMHeMuamMeH ayblpaTblH HayKactapibliH HomkambiH

KaKCapTybl MYMKIH.

TyliHdi ce3dep. HekemomuKarnblK 2unepenuyuHeMUsi, nUyuH 3HUegamonamuscsl, Memabosukanbik by3butynap,

2eHemuKarbIK aypy.
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AKTyanbHOCTb
HeketoTnueckas  runeprivumHemmnss  (HKT),  Takke
n3BeCTHas kaK rMULMHOBas 3HUedanonatns,

npencTaenset coboil pegkoe reHeTnyeckoe 3abornesaHue,
KOTOpOE BbI3bIBAETCA MyTaLMSMU B reHax M Hapylaet
MeTabonuam rMuuuHa. B pesynbTate 3Toro  MIMUMH
HaKannMBaeTCs B OpraHax, TKaHsX W XMOKOCTAX OpraHn3ma,
YTO MPUBOOWT K CEPbE3HbIM  HapYLeEHUAM  (PYHKLMIA
LieHTparnbHON HEpPBHON CUCTEMbI W 3afiepXKe passuTus [5,
6, 7, 10]. B 2018 rogy B xypHane 'Tlcuxuyeckoe 300poBbE'
Mo30ees B.K. nogpobHo onucan MexaHusMm [encTBus
[MUUMHA W €ero BIUSHWE Ha pa3BUTWE HEKETOTUYECKOM
TUNepraMumMHeMui. TAMLUH - He3aMeHUMasl aMUHOKWUCIIOTa
B opraHusme yenoseka. Cuctema pacluenneHus rmuupuHa
BKITlo4aeT B cebs1 YeTbipe OCHOBHbIX KOMMOHeHTa: P-6enok,
KOTOpbIN  SBNSieTCS  NUpMAOKcanbgocdaT-3aBuCcMONn
rMuMHAekapbokeunasoi; H-6enok, cogepxaLiuii
nMnoeByto kucnoTy; T-6enok, KOTOpbIi YHKLWMOHMPYET B
npucyTcTBUM TeTparugpodonata; u L-6enok, M3BeCTHbIN
kaK nunoamuapervpporeHasa [5, 13]. Bnepsble 3ametunu,
uTo JedekTbl B 3TOW CUCTEMe pacluenneHus rnuumHa
MOryT BbI3blBaTb HEKETOTUYECKYID TUNEPrnuLMHEMUIO; Y
84% naumeHToB Obin 0OHapyxeH aedekt P-Genka, ay 15%
- T-6enka [5, 13]. 3Tv Genku y4acTBYKT B paclienneHum
MMUUMHA B LEHTPAmnbHOM HEPBHOM CUCTEME, MEYEHM U
noykax [5, 13, 7]. pu HEKETOTMYECKOW rMNeprinLMHeMIAn
NPOUCXOONT  CYLLECTBEHHOE  CHWXEHWE  aKTUBHOCTU
CUCTEMbI, OTBETCTBEHHON 3a paCLyenrieHne MmuuuHa, 4To
NPUBOAUT K HapyLLEHWIO MeTabommnama 1 yTunusauum aToi
amuHokuenoTsl [7, 10]. AKKyMynaums rmvuyHa B opraHuame
BbI3bIBAET MHIUBMPYIOLMA SPPEKT HA CTPYKTYPbI CIMHHOTO
MO3ra M CTBONMA@ [FOMOBHOMO Mo3ra. 3TO NPUBOAUT K
OLIHOBpPEMEHHOMY BO36YxzaeHuio LiepebparbHbiX HEMPOHOB
M MOBPEXAEHMIO LEHTParbHON HEPBHOM CUCTEMbI, YTO
NPOSIBNAETCH  KNMWHWMYECKW B BUAE COOTBETCTBYHOLLMX
nposineHuin Gonesnn [1, 7, 10-12, 16]. HeketoTudeckas
rMnepriuumMHeMns — pepkoe  3abonesanue, yacToTa

BCTPEYaeMOCTM KOTOpOro B Mupe coctasnset 1 Ha 76 000
[10]. HKT nogpasgpenseTcs Ha Tsxenyto (TpygHousneynMas
anunencus) u nerkyio (NOAAAILANACs NeYEHNO anunencus
unn otcytcTeue anunencuu). Y GonblumHeTa geten HKM
HauMHaeTCcs B HeoHaTanbHOM nepuoge; Yy 85% peten
npoTekaeT B Tsxenomn gopme, a 'y 15% - B nerkoi [12, 16].
Knaccuyeckas HeoHaTanbHas (hopmMa  HEKETOTUYECKOM
TUNEeprMLMHEMUN NPOSIBIIAETCA Cpady Nnocne poxaeHus, ¢
MOSIBNIEHNEM CUMMTOMOB, TaKUX KaK NeTapriisi, MbllLeYHast
cnaboctb M MUOKNOHMYeckue npunagku [4]. Yacto
HabnioaalTCs 3NM30ab! anHO3 M HEYMPABISIEMON UKOTHI, @
TaKkke Cepbe3HOe 0TCTaBaHWe B NCUXOMOTOPHOM PasBUTUM,

cnactuyeckwin  Tetpanapes u  cygoporn  [4, 5]
lMpoTMBOCYOOpPOXHAs ~ Tepanus  MOXeT  OKa3aTbCs
HeaeKTUBHOA, ~ MOCKOMbKY — anunencust  ObICTpO

CTaHOBUTCS YCTOMYMBON K NeyeHnto, TpebyeT koMBuHaLmm
npenapaToB, OQHAKO MOMHON KMMHUYECKOW peMuccumn
pobutecs He ygaetca [8]. Crneundmueckoro neveHus
3abonesaHus He paspabotaHo [8]. HKI accouumpyertcs ¢
HebnaronpusTHeIM UCXOOOM U cMepTHOCTI0 Ao 50% B
TeyeHue 1-i Hegenn xm3Hu [14]. CoBpeMeHHble noaxoabl K
NEYEHMI0 BKIKYatoT criefytoLmne cTpartermm:

1. YMeHblUeHue YpOBHA T[fMUMHA B KPOBM, YTO
[OCTUraeTcs C MOMOLWbio npuema OeH3oata HaTpus W
creuwanbHoW  AMeTbl, OrpaHuyMBarolWen noTpebnexne
rnvumHal16].

2. [lpumeHeHne aHTaroHuctoB peuentopoB N-
meTun-D-acnaptata, Takux Kak  OeKCTpoMmeTopdaH,
KeTaMWH M MHTMOWMTOPBI  TMMLUMHOBBLIX  PELienTopoB,
HanpasneHHOe Ha MOAYNALMIO HepoTpaHemmuceum [16].

3. CumnTomaTtuyeckoe neveHue Ans obneryeHus
NPOSIBNEHWI 3a00NEBaHUS 1 YNyYLIEHUS Ka4eCTBa XWU3HU
naLy1eHToB.

OTn meTofbl nomoraoT 3hMEKTUBHO KOHTPONMPOBATb
CUMNTOMbI 1 yryywwaTh 0BLee COCTOSIHME 30OPOBbS.

Lenb wuccnepoBaHuA - M3Y4NTb  KIMHWYECKME
ocobeHHoCTY, AUarHoCTU4eckue TPyAHOCTY "
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3(heKTUBHOCTL TepaneBTUYECKUX CTpaTerMn B Chy4vasx
HEKETOTUYECKOW MMNEPTAMLMHEMIAN Y HOBOPOXOEHHbIX Ha
NpUMEpe YHUKaNbHOro KNHUYeckoro cnyyas B KasaxcTaHe.
Marepuansi u MeToabl UCCNeaoBaHuA
WccnegoBaHue Obino NpoBeAeHO C MCMOMb30BaHUEM
Komnnekca nabopaTopHbIX U UHCTPYMEHTANbHbIX METOLOB.

OHO  BKNMIOYANO  aHanM3  KMMHWMYECKUX  [JaHHbIX U
TwlaTensHoe n3yyeHwe MeANLMHCKON ucTopum
HOBOPOX/EHHOMO, ~ KOTOPbIA  MPOXOAMI  NleYeHne B

OTOENeHNN WHTEHCMBHOW Tepanun. B xope nabopaTopHbix
TECTOB MPOBOAMNCSA OOLMIA M BUOXMMUYECKMI aHanM3bI
KpOBW, @ TaKke ceponoruyeckue wmccrnegosaHus. Cpegu
MPUMEHSIEMbIX ~ MHCTPYMEHTanbHbIX ~ METOAOB  Bbinu:
PEHTTEH  TPYAHOA  KNeTkn B ABYX  MPOEKUMSX,
He/pocoHorpadms,  anekTpokapauorpacus,  MarHUTHO-
pe3oHaHcHas Tomorpadms romosHoro  mosra  (MPT),
anekTpoaHLeddanorpadus (33r), YNbTpa3ByKoBOE
obcnenoBaHue GpIOLLHONM MOMOCTY M MANoro Tasa, a Takke
TaHgemHas wmacc-cnektpometpust (TMC). O6cneposanve

nauMeHTa  OCYLLECTBMNSNOCH  KOMAHAOM  MEAMLMHCKMX
cneLuan1cTos, BKIItOuas peaHMMaTonoroB-
aHecTesnomNoroB, HeMpoxupypra 1 HesponaTonora, U

COMPOBOXAAN0Ch NPOBEAEHNEM BPa4ebHOro KOHCUMyMa.

OnucaHue KNUHNYECKOTO Cryyas.

PebeHok C., 25 gHen xu3Hu, Bbin rocnuTanusvpoBaH B
OTHENEeHWe peaHUMauum W WHTEHCWBHOW  Tepanuu
HOBOPOXJEHHbIX C anobamm Ha cnaboctb, nnoxoe
COCaHWe Yepes POXOK, 3aKkaTblBaHWe B3rnsga BBepX, Tak
Ke nnaBalwmin  B3MsA4, M OECNOKOWCTBO, TOHMKO-
KMOHWYeCkWe Cymoporu. M3  aHamHesa 3abonegaHus
W3BECTHO, 4TO PeBEHOK MpU POXAEHWM WMEN CPEfHHo0
CTeNeHb TAXKECTW CUHAPOMA YrHEeTeHUs. B TeyeHue nepBbix
[HEA mocne poxaeHus pebeHok Haxoguncsa B nanarte
COBMECTHOTO npebblBaHMs C  MaTepbld Ha  PygHOM
BCkapmnueaHuu. OpHako, Ha 12-M AeHb XU3HW OTMeYeHa
BHE3anHas  BAMOCTb,  CHWKEHHble  peakuum  Ha
pasgpaxuTeny, U runorfuMkeMust ¢ YpOBHEM caxapa Kposu
2,9 Mmonb/n. [Ans koppekuun runornukemun pebeHok Obin
nepesegeH B MT nanaty, rae npofomxaer NposBAATb
yrTHETEHHOe  noeedeHue. Ha  ¢oHe  nNpoBOAMMON
NPOTUBOCYAOPOXHOA ~ Tepanuu  BO3HMKAIOT — MOBTOPHbIE
OLHOKpaTHble CYA0POrk C pecnupaTopHbIMU HapyLLIEHUAMM,
TakUMK KaK NEHUCTOe OTAensieMoe U3 poTOBOW MOMOCTU U
BTSDKEHWUS HWXKHEN TPeTW rpyaHoOW KneTku. B aHamHese
XU3HU BbISIBIEHO, 4TO npedbigylme BepemeHHOCTH
mMaTepy TaKkKe COMPOBOXOANUChb OCnoXHeHusMu: B 2021
rogy onepatuBHble pogbl B cpoke 40 Hegenb, cnaboctb
poaoBOIt AesTenbHocTH, Bec pebeHka - 3500r, ymep Ha 15
CyTkKM (Ha 3 CYyTKM - KOMa, paspbiB HAAMOYEYHMKA,
BHYTPVXXENYA0YKOBOE KPOBOM3MMSHME), HA 3 CyTKM BaKyyM-
acnupauws  nmomoctm  matkn  (BMM), no  nosogy
reMaToMeTpbl, remoTpaHcdy3us Mo MOBOAY TSKESON
aHemumn (Hs 43 r/n), B 2022 rogy B anpene u uone aga
Camornpon3BonbHbIX abopta 6e3 BUOWUMBIX OCTOXHEHMIA.
TeueHve TekyLen GepeMeHHOCT MaTepu Takke Obino Ha
"0" yyete ¢ 12 Hegenb. [onnnepomeTpus nnoga He
BbISIBUMA HapYLUEHWA, a aHanu3bl Ha UH(EKLMN, BKIToYast
BWY, renatut B n C, Obinn oTpuuaTenbHbiMK. AHamMHe3
POAOB MaTepu BKIIOYAET onepaTuBHble podbl B cpoke 39
Hedenb, KecapeBO CeYeHWe, CUHOPOM NOoTepu nnoga,
XPOHWYECKUA MUESNIOHEPUT B PEMUCCUN, YMEPEHHYIO
aHemuio 1 remoctatnueckune webl no O-flupu ¢ obenx

CTOPOH, MeTponnactuka. Pesynbmamb! 1abopamopHbIX U
UHCMpyMeHmarnbHbIX uccriedoganul. B oblem aHanuse
kpoBu: nenkouuTo3. o pesynbTaTam CepoOnornyeckon
QMarHocTuku  KkpoBu, nposefeHHon 16.08.2023 ropga,
BbISIBIIEHbI MOMOXUTENbHbIE MOKa3aTenu Mo aHTUTenam K
uutomeranosupycy (LUMB IgG) n oTcyTCTBME aKTMBHBIX
nHepekumin (LIMB IgM oTpuuatenbHbiit). Takke 0TMEYEHO
noBbllleHne aBugHocTu aHtuten k LUMB 1gG mo 98%. B
OTHOLLEHWM  KpacHyxu  OBHapyxeHO  oTpuuaTensHoe
3HaueHue IgM 1 nonoxutensHoe IgG. Mepnec-upyc (HSV)
TaKke nokasan OTCYTCTBUE aKTUBHBIX MHdekuuin (HSV IgM
oTpuUaTenbHbIA), npu 3tom IgG nonoxuTenbHbIn: anti-
HSV(1 n 2 unos) IgG-nonoxutensHblir; anti-HHVG Tuna
lgG - nonoxutenbHblh; anti-HHV8 Tuna 19gG -
otpuuatenshbiil. KOG 12.08.2023  r.(kanunspHas)—
Cy6KOMNEHCUPOBAHHBIN MeTabonnyeckui aunpos,
runepriukemusi, rmnokansumemus. TMC ot 03.09.2023
rnumH 1470 MKMORB/M, HOPMa Y HOBOPOXAEHHbIX U AeTen
po 600  wmkmomb/m.  OnekTpokapanorpaduueckoe
nccnegosanue, nposegeHHoe 04.09.2023 ropa, nokasano
HanuuMe CHHYCOBOTO pWUTMAa U Taxukapauu, a Takke
BbISIBUNO CMELLIEHIe 3NEKTPUYECKO OCK cepaua Brpaso,
Oblno 3ahMKCMPOBAHO YBENMWUYEHWE AKTUBHOCTU MWUOKapaa
npaBoro  Xernygoyka,  aHomanuM B mpouecce
penonsapu3aumn CepaeyHon MblllLbl U YacTuyHas brokapa
npaBoi BEeTBM Myyka Mca. AMMHOKMCNOTHI B KPOBUM OT
14.09.2023. TnmumH 902,9 mkmonw/n, Hopma fo 426,0
MKMonb/n. AMMoHumiA oT 05.09.2023 - 97 Ea/n; aMMoHwii oT
13.09.2023 - 80 Ea/n. MarHutopesoHaHcHas Tomorpadms
ronoeHoro mosra 14.09.2023 roga: BpoxaeHHbI NOPOK
passutus (BIP) ueHTpanbHoW HepBHoW cuctembl (LIHC),
rMNonasust MO30NUCTOrO Tena, NPaBOCTOPOHHMIA raiMopuT

W ONddysHble  U3MEHEHUS  NEPUBEHTPUKYNSPHOTO
cybkopTukanbHoro  6enoro  Beljectsa,  BO3MOXHO,
MOCTULLEMMYECKOrO XapakTepa (pucyHok 1).

Pesynbrarhl HenpocoHorpadum, npoBefeHHON

05.09.2023 n 22.09.2023 rogos, CBMOETENMLCTBYOT O
HanWuuW TMNONNasuu 1 YaCTUYHOW areHeswuu MO30NUCTOro
Tena, a TaKkKe  BbIPAXEHHbIX  MOCTULIEMUYECKMX
M3MEHEHUSIX B CYOKOPTUKANbHBIX 30HaX FOMOBHOMO MO3ra.
Ob6HapyxeHbl aunatauus 3aTblOYHbIX POroB BOKOBbIX
XEMNyJouKoB, MENKWe KUCTbl CMeBa, CHUXEHWe TOHyca
nepegHeit mosroeoit aptepun (MIMA) 1 BGasunspHoi
aptepum (BA). 33l ot 14.08.2023 [MaTonorMyeckuin tvn
O0I. CuMMETpPWYHbIA MaTTEPH  BCTIbILLKA-YTHETEHWE C
MEXBCTIbILLEYHbIMA ~ MHTEpBanamu 7-12  cekyna, no
XapaKTepuUCTUKaM NPOJOIBKUTENBHOCTU MEXBCHbILLEYHBIX
WHTEpBanoB He COOTBETCTBYeT BO3pacTHOM Hopme. B
COCTaBE  BCTbIWEK  (PUKCUPYIOTCA  KOPTUKanbHble
ocTpomo3roBble BbipbiBbl  (KOMB) no Ttuny encoches
frontale, ogHako yacToTa WX BCTPEYAEMOCTW BbICOKaS,
npeobnagaoT no npasbiM NOOGHOBUCOYHBIM OTBAEHUAM,
Nepuoanyeckn [OCTUraloT  BbICOKOWM —aMniuTydbl, 41O
Mno3BONseT paccMaTpuBaTb WX Kak 3nunenTudopMHbIE
anemeHTbl. ®aza 6OAPCTBOBAHWSA HE 3aperucTpupoBaHa.
YnbTpa3BykoBOE WCCREAoBaHME OpHOLWIHOA MOMOCTU M
manoro Tasa 22.09.2023 roga BbISIBANO  Hanuuue
HebonbLLOro BbINoTa. PeHTreHorpadus 063opHast opraHoB
rpyaHon knetku 25.09.2023 roga He BbIsSiBUNA 0YaroBbIX
TEHeil Nerk1x, Ho OTMETUNA Hanuure MeTeopU3Ma.

B xode KoHCynmbmayuli pa3fuyHbIX — Cneyuanucmos,
npogedenHbix ¢ 15.08.2023 no 06.09.2023 200, OGbinn
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BbIHECEHbI CreayloLLMe 3aKITHOYEHNs, TeHETVK
nofo3peBaeT Ha HacnencTBeHHble BonesHu
obmeHa. Heipoxvpypr (17.08.2023  17:00)
KOHCTaTupyeT TUMOKCUYECKU-MLLEMUYECKYHO
3HUeanonaTo TSKENOM CTeneHu,
BHYTPVWKENYOOYKOBOE  KPOBOM3MMSHME W
HeoHaTanbHylo anunencuo.  15.08.2023 roga
NpoBEJEH KOHCUMWYM Bpayeil C 3aKrioyeHnem o
cuHapome Otaxapa, HeoHaTarbHOW anunencum,
TMOKCUYECKU-MLLEMMYECKOA  3HLIecpanonaTum,
CYLOPOXHOM CYHAPOME, MANOITIKEMMN
HeoHaTarnbHom, [IBC-cuHapome n
rmnokoarynsuum.  Heeponatonor  (25.08.2023
20:19) crasut guarHos 91.02 wwemmst mo3ra

3HaYUTENbHAS no TSDKECTH, P91.4
LiepebpanbHas ywemus Mo3ra y
HOBOPOXAEHHOTO, P52.0 BYK

HeTpaBmaTuyeckoro reHesa BXK B cragwm
penykuum. HeoHatanbHble cygoporu. [MoBTopHas
KOHCynbTaums ¢ Hesponatonorom (06.09.2023
16:30). 3akrntoueHme: dnunenTuyeckas
9HUedpanonats  (BEpPOATHO  reHeTUdeckas).
HekeTotnueckas rvneprivumHemus?  (Ocobble
anunentudeckue cuHopombl (G40.5)). duarHos
Ha 20-e cytkn - G93.8 (Opyrve yTOUHEHHble
MopaeHns ronoBHoro moara). ConyTcTeytoLme
3aborneBaHus BKMIOYAIOT HapyLleHns obMeHa
aMUHOKMCIIOT (ET2.9), cymoporu
HosopoxaeHHoro (P90), ocobble anunenTuyeckue

CMHOPOMb (G40.5), anunenTuyeckas
SHUedanonatus (reHeTnyeckas). HexketoTudyeckast
rneprivnuuHemns?

OxoHyamenbHbIl QuaeHo3 «HekeToTudeckas
mneprnuumHemus (E72.5)»  6bin  noaTtBepKaeH
26.092023 r. no pesynbTataM  aHanusa
TaHgemHoi macc-cnektpometpim (TMC), yposeHb
rmumrHa — 902,9 mkmone/n. CoctosiHWe pebeHka Tshxenoe 3a
CYET OCHOBHOW MaTomnoMM CBS3aHHOM C MeTabonmuyeckumi
HapylleHusamMKU  (HapylweHve oOOMeHa rMuMHa W €ro
130bITOYHOrO HaKOMMEHMS), AMUMEMTNYECKON JHLEedanonaTn

C TSKEMbIMA  CEPUAHBIMWA  MPUCTYNamK,  CyLOPOXKHOTO
CMHOpOMa,  CWHOpOM  LiepeOpanbHoi  Ba3oMOTOPHOI
0bCTpyKLMM (CCBO), MUMOKCUYECKU-MLLIEMUYECKOTO
MOpaKEeHs FONTOBHOTO MO3ra, B ANHaMuke Be3 N3MeHeHuA.
Jlewenue. B peaHMaLOHHOM OTAENeHNm
NPOBOAMIOCH KOMMMEKCHOE NedeHne MrafeHua, BKoYas
9HTepanbHOE  30HOOBOE  KOpMreHue:  Oe3nakTosHas

apanTupoBaHHas MonoyHas cmeck HAH no 110 mn kaxable
3 vaca ¢ pekomnpec-cueit 30 MUHYT, BUTaMUHOTEpanus,
MeTabonmueckass Tepanusi C  MCMOMb30BaHWEM HaTpus
mmapokapboHata 180 mr/kr/cyT myTem TWUTpOBaHWS, yxog,
nevebHO-0XpaHUTENbHBIN PEXUM, MOHUTOPUHT BUTAbHBIX
(DYHKLMIA, oKCureHoTepa-nuto 1 koppekuuto KLLC.

MpoTuBorpubkoBas Tepanusi U HWU3kobBenkoBas CMeCh
HAH Takke BKIOYeHbI B NNaH nevyeHns.

B pamkax neyeHust MpUMEHSANNCL PasnnyHble METOAbI
Tepanuu, BKIYas NPOTMBOCYAOPOXHbIE, aHTMOaKTepuans-
Hble W TFOPMOHanbHble Mpenapatbl, a Takke MeTabonu-
yecKoe neyeHue.

lMpoTuBoCYnOpOXHAs Tepanus Bknovana gpeHobapbu-
Tan, KeTamuH, MarHus cynbgat, cubasoH, u TuoneHTan,

PucyHok 1. MariuTope3soHaHcHasi Tomorpachmsi roloBHOro Mo3ra:
BpoxaeHHbIN NOPOK Pa3BMTUA LIEHTPASIbHON HEPBHOW CUCTEMbI,
rMnonnasus Mo3onuUCToro Tena, NPaBoOCTOPOHHUIA FaliMOPHUT U
Audchy3Hble U3MEHEeHNs1 NepUBEHTPUKYNSAPHOTO

cyOKopTMKanbHOro 6enoro BewecTsa.

(Figure 1. Brain MRI: Congenital malformation of the central nervous system,
corpus callosum hypoplasia, right-sided sinusitis, and diffuse changes in the

periventricular subcortical white matter).

BCE OHW BBOAMIUCH BHYTPUBEHHO C Ucnonb3osaHueM 0,9%
M30TOHMYECKOro pacTBoOpa HaTpUs xnopuaa.
AHTUDaKTepuanbHOE  NeYeHue  COCTOsNo U3
aMOKCUKNaBa, aMukaluHa, peBoTasa U MepKaLuHa, Takke
BBOOVMMbIX BHYTPMBEHHO C TEM Xe M30TOHWYECKAM
pactBopoM. [Ina  ropmMoHoTepanuuM  UCMONMb30Bancs
[eKcaMeTa3oH, BBOAUMBIA MUKPOCTPYIHO.
Metabonuyeckoe  fneyeHWe  NPOBOAWMNOCH  Yepes
BHYTPMBEHHblE  MHGy3um 3%  pacTBopa  HaTtpus
BukapboHaTta B TeyeHue [ABYX AHeN. [lo3mpoBka 3TOrO
pacTBopa koneb6anacb ot 200 go 500 mr Ha kunorpamm
Macchl Tena B AeHb B 3aBUCUMOCTU OT KOHLEHTpaLuu
[MULUMHA B KpOBW, M Morna ObiTb yBenmnyeHa go 550-700
Mr/KT B CYTKM MPW BbICOKWX YPOBHSIX IMULMHA. B HEKOTOPBIX
cnyyasix, npu HeobxoaumocTy, BbiBMPanM MUHUMABHYHK
po3y B npegenax 200-300 mr/kr B cyTkM.
CumnTomMaTUyeckoe MneyeHue BKIOYarno npUMeHeHue
meTakapTHa 1M 10%-HOW  rMIOKO3bl,  BBOAWUMBIX
BHYTPMBEHHO B cOuYeTaHuM C  25%-HbIM  pacTBOPOM
cynbpata  MarHua.  [JononHWTeNbHO — HasHavanmach
BUTAMMHOTEPaNus C UCMONb30BaHWMEM npenapata Bugpon
B fo3e 2800 ME/mn, npuHuMaemoro BHYTpb. UHdY3noHHas
Tepanus nposogunack cormacHo O Ned. B cBasm ¢
YNyYLleHMeM COCTOSIHUS MauueHTa, OH bbin nepesefeH B
npooubHOe OTAeNeHne ANS JarnbHenWwero neyeHus u
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HabntogeHus. lNepeBoa cormacoBanu ¢ agMUHUCTpaLmen
AO HUMMAX.

O0cyxaeHue
[MuuMH  perctByeT kak  BO3OYXJawowuit, Tak W
TOPMO3ALWMA  HerpomeauaTop. bonbluoe  konn4ecTBo

[MUUMHE, HAKOMMEHHOrO B TOMOBHOM MO3re, OKa3blBaeT
Bo3Oyxgarlee [OEACTBME HA KOMMMIEKC PeLenTOpHbIX
kaHanoB NMDA, pacnonoxeHHbIXx B runnokamne, Kope
FONOBHOTO MO3ra, ODOHATENbHOM NMYKOBULE W MOIKEUKE
[15]. YpeamepHas CTUMYNSAUMS STUX PeLenTopoB MOXET
BbI3BaTb TPYAHOM3NEYUMbIE CydOpOrM UM MOBPEXAeHUe
ronoBHoro Mosra [15]. Ctumynsaums MMULMHEPTNYECKUX
PELenTopoB, PacronOXeHHbIX B CMIMHHOM MO3re U CTBONe
FONOBHOTO MO3ra, OKasblBaeT WHrubupylollee LeicTsue,
Bbi3biBas LEHTPanbHOe anHos, WKOTY W AuddysHyo
TMNOTOHMIO,  Habnigaemble  Ha  paHHUX  CTagusx
3abonesanus [15]. JlaccoH u beliy npogemMoHCTpUpoBany,
ytTo  BBegeHne  rmvumHa  ycurmBano  NMDA-
WHOYUMPOBAHHbIE CYyAOPOTM Y  Mbllen, Yy  KOTOPbIX
Knaccuyeckun peuenTtop ruuuHa Bbin 3abrokmposaH
CTPUXMHUHOM; 3TO YKa3blBaeT Ha TO, YTO MMULUH SBASETCS
BpeaHbiM yeunutenem NMDA-peakuun gaxe in vivo [16].
Bonee Toro, GbiNoO Moka3aHo, YTO Pa3BMBALMACA MO3T
obnagaet noBbileHHoW BocnpuumyneocTblo K NMDA-
OnoCpesoBaHHbIM  NOBPEXAEHUSM FOfIOBHOrO MO3ra, W
BbICOKMIA YpOBEHb TMUUMHA MOXET ObiTb  0COBEHHO
paspywnTenbHbIM AN LEHTPanNbHOW HEpBHOW CUCTEMbI
HoBOpOXAeHHOro [16]. MNuumHOBas aHUeanonaTus — aTto
COCTOSIHME, KOTOPOE MOXHO Pa3sgenuTb Ha ABE OCHOBHbE
(hOpMbl:  HEOHaTanbHyl0, KOTOpas MNposBMsSeTCs Cpasy
nocne poxaeHus, U MHGaHTUNBHYIO, KOTOpas pa3BUBAETCS
y [eTei fo asyx net. Kaxgas u3 atux ¢opM UMEET CBOM
nogtunbl [3]. Hanpumep, HeoHaTanbHasi opma MOXeET
OblTb TSKENOW MMM aTTEHYWPOBAHHOW, B TO BpeMsl Kak
WHaHTUNbHAA opma Takke MOXeT ObiTb TsKenow,
aTTeHYMPOBAHHOM MMM Jaxe aTUMWYHOW, YTO SBRSETCS
penkum crnyyaem [3]. Takke bbina onucaHa Gonee pegkast
TpaH3uTopHas opma, Npu KOTOPOW Y HOBOPOXAEHHBLIX C
MOBLILLEHHBIM COAEPXAHUEM [MULMHA B Mfia3Me KPOBW U B
CMMHHOMO3rOBOW KUOKOCTU, DUOXUMUYECKN W KITUHUYECKM
HEOTNMYMMAs OT KIAacCUYECKOW POPMbI, YPOBEHb MMLMHA
HopManuayeTcs es thapmakonornyeckoro
BMeLaTensCTBa, a WHorga M ©e3  HEBPOMOrUYECKUX
ocnoxHeHun [9]. HoBopoxaeHHble ¢ Tsbkenon hopmon
HeoHaTarnbHOro 3aboneBaHMs MPOXOAAT Yepes TSKEnNblii
MyTb, HauMHas C nepBbiXx YacoB wm3Hu [3]. Owu
CTark1BalTCs C MOMEHTaMNbHLIM YXYOLIEHUEM COCTOSIHUS:
Ha4MHas C neTaprum W runoToHuW, BbICTPO NepexoasT K
MWOKMOHUYECKUM  CyoporaM, KOTOpble MOryT Bbl3BaTb
MpUCTYNbl anHo3 W, 4acTo, MPUBECTM K CMEepTU W3-3a
OCTAHOBKM [blXaHWs 1 cepgua, ecnu He obecneuuntb
NOAJEPXKKY KU3HEHHO BaXHbIX (OYHKUMA [3]. Y BbDKMBLLINX
[eTen 4acto HabniogaeTcs Cepbe3Hoe OTCTaBaHWe B
MCUXOMOTOPHOM PasBUTUM M HENpOU3BOMbHbLIE CYAOPOrk
[3]. AHomanuu B CTPYKTYype MO30MMCTOr0 Tena u
COOTBETCTBYKLLME  KIMHUYECKME CAMMTOMbI  SBMSIOTCS
TUMUYHBIMW 1 4aCTO BCTPEYAIOLMMUCS MPU3HAKaMK Mpu
TSKENOM hopMe  MULMHOBOM 3HUedanonatum [2]. B
HECKONbKIX MCCMNEeoBaHUAX cooBLanock, YTo Hanuume
TSDKENMbIX NOPOKOB Pa3BUTMS FONMOBHOTO MO3ra, TakuX Kak
runonnasus Mo3onucToro Tena, Bceraa CBUaeTensCTByeT 0
HebnaronpusTHoM ucxoge [15].  YuntbiBas BO3pacTt

nauMeHTa, BCE KIMHWYECKME  MPOSBIIEHUS,  MOXHO
yTBEpXKAaTh, 4T0 Y pebeHka HeoHaTanbHas (knaccuyeckas)
TsKenas popma HEKeTOTUYECKOW runepravuuHemun. Y
MauuWeHToB C KNacCMYeckom (POPMON  HEKETOTMHECKOM
MMNEPIIMLMHEMIN YacTO HabmoJalTes Crnyvyau TPyAHO
KOHTPONMpyemon anunencuu, Apyrum CMOBOM,
thapmakopesncTeHTHas opma anunencun, Tpebyrowas
MPUMEHEHNS TPEX UMK AAXKE YETLIPEX aHTUINUNENTUYECKMX
npenapaToB Ans OOCTUXKEHWUS IPEEKTUBHOMO KOHTPOMS
Hag npuctynamy [2]. B CBA3W C LUMPOKMM CMEKTPOM
NpOsIBINEHMI 3NUNENTUYECKMX npunagKos y
HOBOPOXIEHHbIX C 3TM  3aboneBaHueM, NeYeHue
tbeHobapbutanom u  neeeTMpaLeTamoM  MokasbiBaeT
3aMeTHble  MOMOXMUTENbHblE  pe3ynbTaThl,  MOMOras
YMEHbBLUNTb YacTOTY U WHTEHCMBHOCTL NpucTynos [2]. Mpu
neyeHnn Hawero nauueHta ceHobapbutanom cygoporu
KynMpoBanuch, HO MOSTHOTO KyNMpOBaHus He Habnoganoch
[2, 3]. Ha gaHHbI MOMEHT 3hheKTMBHOTO METOAA NTeYEHMs
TAXenon  popMbl  FMMUMHOBOW  3HUedanonatm  He
cywectsyeT [3]. TepaneBTMYeCKME YCUIUS COCPEOOTOUEHDI
Ha YMEHbLLUEHWM YPOBHS TMMLMHA B KPOBM, Takum 06pa3om,
OOWH W3 MOAXOAOB 3aK/O4aeTcs B MCMONb30BaHWM
OeH3oata HaTpust 4nsi OOKMPOBAHWS MWLMHEPTUYECKMX
peuentopoB N-metun-D-acnaptata (NMDA), uto nomoraet
CHU3UTb KOHLIEHTpaUMO rmuumuHa 1 obnerynts CUMNTOMbI

3abonesaHus [3, 6, 10]. ObdekTnBHASs
NPOTMBOCYAOPOXHAS Tepanust WUrpaeT KIOYeByl ponb B
yryuLLEHNM KU3HU BonbHbIX FMWLMHOBOVA

SHUedanonatueir. MpuMeHeHe KEeTOreHHOM ANETbl MOXeT
MPUBECTUM K CHWXKEHUIO YPOBHS IMULMHA B OpraHuame [3].
OTOT (DaKTOp BaXHO Y4MTblBaTb MPY HA3HAYeHUW [O3bl
OeH3oata HaTpus, 4TOObl afanTMpoBaTb feveHue K
W3MEHEHHOMY COCTOSHWIO TMMLMHOBOrO OanaHca. Kpome
TOrO, WCCregoBaHus B 0bNacTu reHHoW Tepanuu Takke
nokasbiBaloT obHagexusaowme pesynbtathl [12]. B 2023
rogy Obina paspaboTaHa BEKTOpHas Tepanus Ha OCHOBE
AAV9, HanpaBneHHas Ha BOCCTAHOBMEHWE (YHKLMM
MWUMHOBOA  AekapOokcunmasbl B MOGENN  MblLLEN,
ctpagaowmx ot HKI [12]. 3ta Tepanus npuBena K
3HAUMTENBHOMY CHVKEHUIO YPOBHS MMWLMHA B Nnasme U
TKaHsX rOMOBHOTO MO3ra, YTO MOATBEpXKAaeT noTeHuuan
reHHo Tepanuu kak metoga neyenuns HKI [12].
3akniovyeHne. B 3akmoueHuM,  HEKETOTMYecKas
TMNEPIMNLUMHEMUS  SIBNSIETC  PELKAM  TEHETUYECKUM
3aboneBaHneM, KOTOPOE XapaKTepu3yeTcs HapyLueHuem
obMeHa rmuUMHa 1 €ro HaKoMMEHWEM B OpraHax W TKaHsX
opraHuaMa. 370 MPMBOAMT K CEpbesHbiM  HapyLUEHWsIM
(DYHKLMIA LieHTpanbHOM HEPBHOM CUCTEMbl U 3afepxke
passutus [2]. Mpu HEKETOTMYECKOW TFUMEPriMLMHEMMUM
aKTMBHOCTb PaCLLEnNeHns IIULMNHA CHINKAETCS B NEYEHN W
TKaHSX TrOMOBHOrO Mo3ra [2], a npu  KeTOTUYECKOM
TUNEePIMULMHEMUN  U3MEHSIETCA  TOMbKO  aKkTUBHOCTb B
TKkaHaX nevenn [6, 13 10]. Takmum obpasom, npw
LMarHoCTuKke HEKETOTUYECKOM TUNEPrIULMHEMIN
HeoOxoOMMO MOATBEPAUTb OTCYTCTBME KeToauuposa U
HOpMasnbHOe COOepKaHue OpraHUYeckux KUCHOT B MOYe
[13]. NeveHne HanpaBneHO Ha CHWXEHUE YPOBHA rMULMHA B
KPOBW, MCNONb30BaHWe MPEenapaToB, KOTopble GRoKMpytoT
peuentopbl N-metun-D-acnaptata, U cMMMTOMATUYECKYHO
Tepanuto [7]. CyllecTByeT BEPOSTHOCTL TOMO, YTO paHHee
neyeHne  aHTaroHuctom  NMDA-peuenTopoB  MOXeT
NpeLoTBpaTMTb  MOBPEXAEHWE TOMOBHOTO MO3ra  Mpu
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HEKeTOTUYECKON runepriuyuHeMin [17]. BaxHO OTMETUTS,
4TO Cneunduieckoro neyeHnst ans atoro 3aboneeaqust He
CyLLECTBYET, W COBPEMEHHblE METOAbl HanmpaBneHbl Ha
KOHTPONb  cMMNTOMOB.  HeobxoanmocTb  AanbHEMLIMX
MCCNenoBaHMA M pa3paboTkm  aPGeKTUBHLIX METOAO0B
NeYeHnss OCTaeTCs aKTyanbHOM, Y4YUTbIBAs CMOXHOCTM B
YNpaBIEHUN 3TUM PEOKUM U CEPbE3HBIM COCTOSIHUEM.

Kongpriukm unHmepecos: Asmopbi nodmeepxdatom, 4Ymo
KOHGhIUKM UHMepecos omcymemsyem.

UHpopmayusi o ¢puHaHcuposaHuu: MccrnedosaHue He
noiy4yasno huHaHCUPOBaHUS OM BHEWHUX UCMOYHUKOS.

CeedeHusi 0 nybnukayuu: 3mom mexkcm He bbin paHee
onybnukosaH u 8 Hacmoswuli MOMeHM He paccMampusaemcs
Opyaumu usdamenbcmeamu.
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