LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

CuHapoM aedpuuuTta Glut1

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumeHsaeTcsa» Ha 04.11.2026 - MKB-10:
G40.4 - Cotos neamatpos Poccuu, AccoLmaLmns MeaMUMHCKNX reHeTUKOB, Poccuiickas opraHn3aLms AMeTonoros, Hy TPMLONIOroB U1
CMneLmancToB NULLEBON MHOYCTPUM

CviHopom neduumTa Glutl — HacneacTBeHHoe 3aboneBaHre, Bbi3BaHHOE HapYLLEHNEM TPaHCNOoPTa MOKO3bl
yepes reMaToaHLedanmyeckmn bapbep U3-3a naToreHHbIX BapnaHToB SLC2A1. OHO MOXET NPOsABNATLCH paHHEN
dapMaKope3nCTEHTHOW anunencuen, 3afepXKon passnuTnd, MukpoLLe@anven, atakcuemn u napokcmuamarnbHbIMU
[ABUraTenbHbIMKY PaCCTPOMCTBAMU; KNIOUEBas MaToreHeTUYeckas Tepanma — KeToreHHas aveTa.

naBHOe

- [logo3peBaTb CMHAPOM CnefyeT Npy paHHen GapMakope3nCTEHTHOW aNUIencumn, OCoO6eHHo nNpu aebioTe
NMPWCTYMOB B NepBble 1-6 MecALeB 1nu Ao 2 NET, 3aAepPXKe Pa3BuUTUS, MPUOBPETEHHOM MUKpOoLLedanum, aTakcuw,
OVCTOHWUK, XOPE0aTETO3E U MapOKCU3MaribHbIX ABUXEHUAX rNa3. YCuUneHne CUMNTOMOB Npw FONoAaHnu,
PU3MYECKOM Harpy3Kke, nMxopanke UM MHPEKLMM 1 X yMeHblLeHWe nocne efbl NoAaepXMBaoT AMarHo3.

[narHocTnuecku 3Haunma runornMKopaxmsa npu HopManbHOW Fnkemun: rniokosa B CMX o06biuHO Hike 60 Mr/an,
NaTOrHOMOHWYHBIM CUMTAETCS YPOBEHD < 2,2 MMOIb/N; CCneaoBaHme BbINOMHAOT NOCNE 4-4aCoBOro ronofaHuns,
KpOBb 6epyT HenocpeacTBeHHO nepen nomMbanbHOM NyHKUMen. YpoBeHb rioko3bl B CMXX/KpoBu 06bI4HO < 0,4, HO
3TOT NokasaTesnb MeHee MHdOPMaTMBEH, YeM abcomioTHas raokosa CMX (YYP A, YOO 2).

MoaTBepxaeHue NpuymHbl BKNIOYaEeT BbigBIEHWE NaToreHHoro BapuaHTa SLC2A1: CHavdana cekBeHnpoBaHue, npu
oTpuLLAaTENbHOM pe3ynbTaTe — MLPA A5 noucka KpynHbIX Aeneuuin u oynnukaumi. Mpu TUNMYHOM KIMHKKE 1
CHWXeHHOW rrtoko3e B CMX knnHnyeckme pekoMeHaaLmm NpuMeHsoT 1 Npu OTCYTCTBUM FTEeHETUYECKOrO
NOATBEPXOEHNA (CeKBeHMpOBaHl/Ie: YYP C, YOO 5; MLPA: YYP C, YOO 5).

EovHcTBEeHHas addekTUBHaa NaToreHeTUYeckas Tepanns — KeToreHHas aneTa, KoTopas obecrneunBaeT MO3r
KETOHOBbIMM T€NaMN 1 MOXET YMEHbLUUTb MPUCTYMbI, ANUNENTUPOPMHYIO aKTUBHOCTb, PeYEBble, KOrHUTUBHbIE U
aBuraTenbHble HapylieHus (YYP C, YOO 5). Yem paHblie HauaTo ahdGEeKTUBHOE NeveHne, TeM braronpuatHee
HEeBPONOrNYeCcKm UCXOL.

LleneBon ypoBeHb KETOHOB B KpoBW Mpu K[ — 2-6 MMONb/N; AeTAM, OCOBEHHO B NEPBble rofbl XU3HW, 4acTo
TpebyeTcs YpoBEHb HE MeHee 4 MMOrb/N. ICXOAHbIV BapuaHT ANng Aeten — knaccudeckas KO ¢ CoOoTHoWeHWeM
XXMPOB K 6enkam v yrneBofam 06bl4HO 3:1unu 4:1, c nHOMBUAYaNbHOW KOPPEKLMEN MO KETOHEMUU U
NepeHOCUMOCTH.

Ha K[ HeobxoavMbl UHAMBUAYaTbHbIN PaCHET Kanopui, 6enka, XMpoB 1 yrneBo4oB, AOCTaTOUHOE MUTLE,
NonNMBUTaMUHBI C MUHEpanamu 6e3 yrnesoaoB M BUTaMWH D; neBoKapHUTUH Ha3HayvatoT B 4o3e 50-100 Mr/kr/cyT
AN BOCMonHeHws ero ypoeHs (YYP B, YOO 3).

OunarHocTuka

1. CobpaTb aHaMHe3: BO3pacT AebtoTa M TUMbl MPUCTYMOB, 3a4epXKa Pa3BIUTUA, HapyLLEHME Peym 1 MOXOOKM,
napoKcu3MasbHble AMCKUHE3NW U OBUXEHWA MNas, yxXyaWweHne Npy rofofaHun nnu Harpyske, ynyJdtleHue nocne
efbl, a TaKxe NErkmne CXoAHbIe CUMMTOMbI Y OOHOIMO 13 poanTenen.

2.TpoBeCTN HEBPONOrNYECKMI 1 COMaTUYECKMI OCMOTP: OLLEHUTB OKPYXXHOCTb FOMOBbI, MPUCTYMbI, AM3apTPUIO,
aTaKCuIo, AUCTOHMIO, XOPeoaTeTo3, TPEMOP, MbILLEYHbIV TOHYC, arnbTEPHUPYIOLLYIO FEMUMIENUIO,
napoKcM3MasbHble ABUXEHWUA r1a3 1 Hanuune renatocrneHoMeranmu.

3. NccneposaTb rioko3y B CMXX 0AHOBPEMEHHO C IMIOKO30M KPOBW Mocne 4-4acoBOro ronofaHns. HopmMasnsHas
rIvkemma npu rnokode CMX <60 Mr/an noaaepxmsaeT AMarHo3; 0CO6EeHHO XapakKTepeH YPOBEHb < 2,2 MMOIb/N.

4. BbINOMHWUTb MONEKYNAPHO-reHeTnyeckoe nccnegosaHme SLC2A1 METOLOM CEKBEHMPOBAHNS; MPY OTPULLATENTbHOM
pesynbTaTte nposectvt MLPA.

5. MpoBecTty 33l Ans BbIABNEHUSA aNMMNenTUPOPMHON aKTUBHOCTU 1 OLLEHKM ahdeKTa efibl: TUNMMYHO YMEHbLUEHWe
NMPWUCTYMOB W NaTONOrMYeckmx nameHeHun 331 nocne npuéma nuwm. Ecnn ctanpaptHasd 33 HEBO3MOXHa,
MCMONb3YIOT BUAEOMOHUTOPUHI 4O efbl, BO Bpems 1 nocne eabl (YYP B, YOO 3 Ana BUOEOMOHUTOPWHTE).

6. BoinonHWTL MPT ronoBHOMO MO3ra A5 UCKMIOYEHNS CTPYKTYPHbIX aHOMan 1 HEMpPOMETaboMMUECKmX
3abonesaHun; nepen KO nposectn 33T, Y3U nouek, npu HeobxoanmocTn Y3 opraHoB 6ptowHov nonoctu n OKT.
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INeueHue

» HasHaunTb K[ BCeM naumeHTam ¢ cMHAPOMOM AeduumTa Glutl nocne KoOMnIeKCHOro o6¢cnefoBaHms 1
NCKNIOYEHNS NPOTMBOMNOKAa3aHWI. Micnonb3ytoT knaccudeckyto K, cneumanmM3npoBaHHble NpoayKTbl ne4ebHOoro
MUTaHMS M MPY HEOBXOAVMOCTM XMPOBbLIE SMYNbCUM CO CpeaHeL.enoyYeyHbIMmU Tpurnnuepraamm (YYP C, YOO 5).

[na peTet nepBoro roaa Xm3HW, paHHero, AOLWKOMbHOMO U MaALWEero WKONbHOro BO3pacTa NpeanoyTuTensHa
knaccuyeckas K[; 06b14HO MCNob3yoT cooTHOWeHWe 3:1unu 4:1, Ho ero noabupatoT MHAMBKMAOYanbLHO. Lienesow 3-
rMOPOKCUMBYTUPAT KPOBU — 2-6 MMONb/1, Y ManeHbkux AeTen AN KNMHUYECKOro addeKTa YaCcTo HyXeH YpOBEHb
He MeHee 4 MMonb/n.

MoApOoCTKaM 1 B3POCHbIM, @ TakXe NaumeHTaM C nioxon nepeHOCUMOCTbIO Krnaccuyeckon KO MOXHO Ha3HaunTb
MOAMDULIMPOBAHHYIO AMETY ATKMHCA C KETOMeHHbIM COOTHOLEHMEM 1:1-2:1 (YYPC, YOO 4). OneTa C HU3KUM
rAMKEMUYECKUM MHAEKCOM A5 NeYeHns cuHapoMa agepuumta Glutl He ncnons3syeTcs.

PaccuntaTb paumnoH MHOMBMAYAIbHO: KaNOPUMHOCTbL — C Y4ETOM BO3pacTa, ABUraTENbHOW aKTUBHOCTH U
MeTabonuamMa; 6enoK — He Hxe 6e30MacHOr0 BO3PaCTHOIO YPOBHS; YrNeBoAbl — C YY4ETOM BCEX MCTOUYHMKOB,
BK/tOYas nekapCTBEHHbIE MpenapaTsl. NoaaepxueaTh AOCTaTOUYHOE NMUTLE; OPUEHTUP MPU XOPOLLEN
NnepeHoOCUMOCTU — He MeHee 111 XnaKocTu Ha 1000 kkan/cyT.

OeTam Mnagwe 3 net knaccuyeckyto K BBOAUTL TOMbKO B cTaumoHape (YYP C, YO 4). BO3MOXHbI KOPOTKas
rofniofHas naysa He 60see 6 4acoB C NocneaywmM pobHbIM BBEAEHWEM paLLMoHa 3a 2-3 AHA, b0 3aMeHa
O[IHOrO MPUEMa NKULLM Ha KETOrEeHHbIN Kaxable 1-2 AHS.

M3 0o6aBNAT NPY HEMONHOM 3 GeKTUBHOCTY K, OpUEHTUPYSACH Ha pekoMeHaaumm no anunencum (YYP C, YOO
5). AueTasonamui, TonmpamaT 1 CynibTMaM MOoryT YCUIMBaTL aLmnao3; TonMpamar, aueTasonamu 1 3oH1ucamMmz
MOBbILLAIOT PUCK YPONUTHA3a, NaMOTPUOXMUH MOXET CHUXATb 3QPEKTUBHOCTb ANETHI, 8 Banbnpoesas KMCroTa
MOBbILLAET PUCK FrenaToTOKCUHYHOCTU.

Mpu rnepkeToHeMmmn C KETOHaMM KPOBK >6 MMOIb/N UM MOYM >16 MMOIbL/N AaTb BHYTPb 2-5 I yrNeBo4oB 1
NMOBTOPHO M3MepPUTL KETOHbI Yepe3 15-20 MUHYT. [Mpu runornvkemMun < 2,6 MMons/n gate 5 r yrnesonos; ecnu
NMPWEéM BHYTPb HEBO3MOXEH, eCTb CyOPOr/ UMM NOTEPS CO3HAHUA — BHYTPUBEHHO 109 pacTBOp AEKCTPO3bl 5 MI1/
K.

KOHTpONnpoBaTb KETOHbI U MMIOKO3Y KPOBKW IoMa 2 pa3a B CyTkK, a 33T BbiNonHATbL Ao K, nocne yctonynsoro
KeTo3a u fanee Kaxable 6 Mecaues. O6LLmMM aHann3 KpoBK, MoUK, BroxnMmmyeckme nokasatenu, Y3 novek n OKI
KOHTPOMPYIOT NO rpaduKy HayanbHOro 1 Nocneaytowero MOHUTOPUHIa.

Korpa HanpaBuTb M Kak HaénopaTb

+ HanpaBuTb Ha NnaHoBYO FOCAUTaNM3aLmio AN AMarHOCTUKWN UK NeYeHUs), TPEBYHIOLLMX KPYTOCY TOYHOMO
HabnoAeHWs, akTUBHOW Tepanum, BbICOKOTEXHOMNOMMYHbBIX METOOB UM 06CNEA0BaHNS, KOTOPOE HEBO3MOXHO
BbINOTHUTbL aMBYNaTOPHO.

- [leTen MnapLwe 3 neT rocnuTannM3npoBaTb A5 BBeAeHUs knaccuyeckon KO n HabnoaeHus 3a NepeHOCUMOCTbHIO,
rIVKeMUEen, KETO30M 1 METaBONNUYECKMMMN OCNOXHEHNAMM.

» HeoTnoxHo rocnmtann3npoBaTb NP OCTPOM 3abonesaHuu, O6OCTpeHMl/I XpOHVILIE‘CKOlZ 60ne3Hw, OTpaBieHnn,
TpaBMe, COCTOAHUN, Tpe6y+0LueM WHTEHCUBHOW Tepanuun, a Takxe Npn OpyrmnxyrpoxarowmX XN3HN OCTPbIX
COCTOAHNAX.

» Ha ¢poHe K] 0c06eHHO BHMMAaTENBbHO OLLEHWBATL PBOTY, AMapeto, GebpubHyIO NMXOPaaKy v ydalleHne npucTynos;
npw TSXENOM 06e3BOXMBaHUK TpebyeTcs BHYTpUBEHHbIM 0,9% pacTsop HaTpus xnopuaa 10-20 mMn/kr.

YacTble BOnpochl

Korpa cnepnyet 3anofo3putb cuHApoM aeduumTa Glutly pe6éHka c anunencuen?

INpu paHHeM OebioTe, 0COBEHHO B NepBble 1-6 MecsALeB Unu 40 2 neT, apMakope3nCTEHTHLIX NPUCTYMNaX, 3adepxKe
pa3BUTUS, MUKpOLLEedanum, atakCum unmn QUCTOHUW. [ononHUTENbHbIE NOACKa3Ku1 — yXyALeHWe NPy ronoaaH!m 1
Harpyaske, ynyJdleHue nocne efpl, NapokCuamarnbHble ABUXEHUS rNa3 U ABUraTeNbHble AUCKUHE3NM.

Kakow aHanu3 Hanbonee BaxeH ansg 6MoXMMn4eckoro noaTeepXxaeHud anarHosa?

Hy>HO 0HOBPEMEHHO onpeadenuTb roko3y B CMX 1 KpoBu nocne 4-4acoBoro ronofaHns. Hanbonee xapaktepHa
rnoko3a CMX < 2,2 MMOSb/N Npy HOPMarnbHOW MMKEMUK; YPOBEHb HUXe 60 Mr/An pacL.eHMBAKOT Kak BepOSTHOE
OTKIOHEHME.
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Kak noaTBepauTb reHEeTUYECKYIO NPUYMHY cuHapoma aeduumTta Glut1?

MposoadaTt nccnenosaHve SLC2A1 MeToAOM CeKBEHNPOBaHWA. ECnu pesynbTaT oTpuLLaTeNbHbIN, BbINOAHAT MLPA
NS BbIABNEHWNS KPYMHbIX AeNeLmn 1 OyNIMKaLmWm; Npu xapakTepHOM KNMHUKE U FMAor IMKOpaxum oTCyTCTBUE
reHeTMYeCcKoro pesynbTaTta He UCKTIoYaeT BeAeHWe MO 3TOM peKoOMeHdaLmMu.

Kakasi keToreHHas AMeTa NnpeanoYTMTENbHa U Kako YpOBEHb KETOHOB CUUTATb LLeNeBbiM?
Y peTen 06bIYHO HaUMHAIOT € Knaccuyeckon K, Yalle ¢ COOTHOLWEeHWeM 3:11nu 4:1; NoagpoCcTKam, B3POCIIbIM U

naLmeHTaM C NioxXon NepeHOCMMOCTbIO BO3MOXHa MOANDULIMPOBaHHaA AneTa ATKMHCA. LieneBble KETOHbI KPOBK — 2~
© MMOJIb/M, @ Y ManeHbKuX AeTen 4acTo TpebyeTcsd He MeHee 4 MMOb/ .

YTo genaTb Npm BbICOKMX KETOHAX UMW HU3KOW rntoko3e Ha KO?

[Mpw KeToHax KpoBW >6 MMOMb/N AaTb 2-5 I yrNeBOAOB Y MOBTOPUTL M3MepeHue vepesd 15-20 MUHYT; Npu rioKo3e
<2,6 MMOnb/N AaTb 5 yrneBoaoB. ECNu naumneHT He MOXET NPUHUMATbL YIrNeBOAbl BHYTPb, Y HEro CyA0POru Unmu
noTeps Co3HaHus, BBOAAT 1096 0eKCTPO3Yy BHYTPUBEHHO 5 MI/KT.

Bbik1MKa cienaHa no TeKCTy pekOMeHAaLIMM 1 He 3aMeHseT ero. MonHbIN oduumanbHbIV TEKCT, KanbKynaTopbl U COKPaLLEHHas BepCHs:
https://wukonacedeHoBa.pd/cr/793-sindrom-deficita-glutl. OpuumanbHbIi ICTOUHKK: hitps://cr.minzdrav.gov.ru/preview-cr/793_1
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