LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

FnyTapoBas aunaypusa tun 1

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumeHsaeTcsa» Ha 04.11.2026 - MKB-10:
E72.3 - Coto3 neanatpos Poccuu, AccoumaLma MeanLMHCKUX FreHeTMKOB, HaLmoHanbHasa accoumaLms eTCKUX peabunmTonoros

rnyTapoBasi aumMaypusi TN 1 — peakoe ayTOCOMHO-PELLECCUBHOE 3a60neBaHme, CBA3aHHOE C HEJOCTAaTOYHOCTHIO
rnyTapun-KoA-gervaporeHasbl U HakomnneHWeM HeMPOTOKCUYHbBIX METaBONMTOB. PeKoMeHaLLMsi TOCBsLLEHa
paHHEMY pacno3HaBaHWio, MOATBEPXAEHUIO AMArHO3a, MOXU3HEHHOW AMeTOTEepanuu 1 Tepanum
NEBOKAPHUTUHOM, a TaKKe HEOTIIOXHOI MOMOLLYM NMPKU METaboNMYECKOM KpU3e.

naBHOe

» 3abonesaHne 06bIYHO MPOSBISETCH B 3-36 MeCsLLEB, Yalle BCero B 6-18 MecsLeB; MakpoLedanma MoOXeT 6biTb
nepBbIM MPU3HaKoOM 1 BCTpedaeTcs y 75-80% naumeHToB. SHLEedanMTonogobHbIN Kpr3 4acTo MPOBOLIMPYIOT
NHOEKUMS C NMXOPAaOKOW, ronofaHune, onepaums nnmn YepenHo-Mo3rosast TpaBma.

Al crefyeT UckoyaTh NpY MakpoLLledanum B CO4eTaHUM C AUCTOHUAMM, TMNepKMHE3aMK, CyBaypanbHbIMMI
reMaToMaMu U BUTEMMNopPanbHbIMKU apaxHOUAANbHBIMU KUCTaMK, a Takxke Npu NpeanonaraeéMoM CUHAPOMeE
«TPACKM MNafeHLLa».

[narHos ycTaHaBnmMBaoT No BUOXMMUYECKUM MapKepaM — rnyTapoBov KucnoTe, 3-OH-rnyTapoBow KMCNoTe U
rnyTapunkapHUTUHY C5DC — n/vnv BbiSBNEHUIO BrannesnbHbIX NaToreHHbIX BapnaHToB B GCDH; KnnHNnYeckunx
Npr3HaKkoB 6e3 N1abopaToOPHOro UMK reHeTUYECKOro NOATBEPXAEHWA HEAOCTaTOUHO.

JleyeHve npy DOCTOBEPHOM MOBbILLEHWM MY TAPOBOW KUCNOThI B MOYE HAaUMHAIOT 40 nonyyeHns pesynstata JHK-
ANArHOCTUKM.

OCHOBy ONNTENbHON Tepanuu COCTaBNHAIOT NOXM3HEHHAA OMeTa C OrpaHUYEHnemM N3uHa u TpunTodaHa,
cneumann3npoBaHHble aMUHOKNCTIOTHbIE CMECH 6e3 aTUX aMMHOKMUCIOT U NTEBOKAPHUTUH.

Mpw KpW3e rnaBHble 3a4aun — BbICTPO NPEKPaTUTL KAaTaBoMN3M BEICOKOIHEPTrETUYECKON UHDY3WEN, BPEMEHHO
OrPaHNYUTb HaTypParbHbIM GENOK, Ha3HAYNTb BbICOKYIO AO3Y NTEBOKAPHUTUHA, CKOPPEKTUPOBATb KMCMOTHO-
LLeNoYHOE COCTOSIHUE M YaCTO KOHTPOMPOBATL MHOKO3Y W 3NEKTPONUTLI.

OunarHocTtuka

1. 3anono3puTb "A1 Npu paHHe MakpoL.edanuu, 3a0epXKe UK yTpaTe HaBbIKOB, AUCTOHUU, TMMNepKUHE3aX,
Cydoporax, NOBTOPHbIX PBOTaX UMW yXyOLEHWM NoCne MHGEeKUMM, NMXopadKku, ronogaHns, onepauum nbo TpaBMbl.
YunTbiBaTb CEMENHbBIN aHaMHE3 U BNTM3KOPOLACTBEHHbBIN BPaK.

2. Mposectnt MPT n/vnun KT ronoBHOro Mo3ra BCeM nauneHTam ¢ nogo3peHnemM Ha MAl My T No6HO-TEMEHHYI0
rMNonnasunio Unu atpoduio, BEHTPUKYNoMeranuio, CybaypasbHbie CKOMNeHus, UaMeHeHs 6enoro BelwecTsa u
HeKpo3 6a3anbHbIX FaHIIMEB; XapakTePHO CUMMETPUYHOE paclUMpeHNE CUMbBMEBDIX LWeNen ¢ «3hheKToM
HaOKYLLEHHOr o A6/10Ka» Uiy «Kpblbes neTyyven molwmx». YYP C, YOI 4.

3. OnpenenuTb aMUHOKMUCNOTbI U aLUMMKAPHUTVHBI B KDOBM METOLOM TaHAEMHOW MacC-CNEKTPOMETPUM; KIIOHEBOK
Mapkep — nosbiweHne C5DC. YposeHb C5DC MOXeT 0CTaBaTbCA HOPMarbHbIM MPY MO3OHEM U TErKOM TEUEHWH,
NO3TOMY HOpPMalbHbIM pe3ynbTaT He UckNtovaeT bonesnb. YYP B, YO 3.

4. ViccnepoBaTb opraHuyeckme KUCNoTbl MOYM METOAOM ra30BOM XpoMaTorpapum ¢ Macc-CnekTpoMeTpruem nnm
TaHOEeMHOW Macc-CnekTpoMeTpuen. MNpun HopManbHOM ryTapoBOW KUCNOTE AMarHOCTUYECKM BaXHbIM MOXET BbITb
nosblweHne 3-OH-rnytaposow kucnoTsl. YYP B, YOI 3.

5. Mpw nosbiweHun C5DC, rnytapoBom 1 3-OH-rnyTapoBOw KMCNOT NPOBeCTU uccnenosaHe GCDH MeTonoM
CEeKBEHMPOBaHWS, TapreTHOro NN BbICOKOMPOU3BOANTENBHOIO cekBeHnpoBaHua, MNUP n/nnn MLPA ans
BbISIBNEHWS BuannenbHblX naToreHHbIX BapuaHTos. YYP C, YO 5.

6. MapannenbHO NCKNIOYNTL NOCNeACTBUA NEPUHATaNIbHOMO NOPaXeHWs HEPBHOW CUCTEMBI, CNacTUKO-
runepkuHeTuyeckyto popmy AL, BpOXAEHHbIE MOPOKK MO3ra, BHYTPUYTPOBHYIO MHDEKLMIO, CUHAPOM «TPACKM
MnageHua», bonesHb KaHaBaHa, CUHAPOM /11, METUNIMANIOHOBYIO Y MPOMWOHOBYIO auuaemuto, a Takxe MA2, FTA3 u
HapyLLeHWs TpaHcnopTa pubodnasuHa.
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INeueHue
* HayaTb naToreHeTnyeckoe neyeHue npn 0OCTOBEPHOM MOBbILLEHNN FJ‘IyTapOBOl;I KMNCNOTblI B MOYe, HE OXUaOadA
pesynbTata reHeTn4eCckoro nccrnenoBaHns.

* [TOXM3HEHHO OrpaHnYMBaTL NPOAYKTbI C BICOKMM COAEPXaHeM NM3nHa 1 TpuntodaHa U UCrnonb30BaTb
cneunanM3vpoBaHHbIE aMUHOKUCIOTHbIE CMecK 6e3 aTux amuHokucroT. YYP C, YO 5.

Ha3HaunTb NeBOKAPHUTUH NOXM3HEHHO: HaYanbHas 4o3a 100 Mr/kr/cyT ong noboro Bo3pacTa; y NaLMeHToB
CTapLle 6 neT npu HopManbHOM CBO6OAHOM KapHUTUHE ee MOXHO CHW13WTb fo 30 mr/kr/cyT. YYP C, YO 5.

Mpy MeTaboMyeckoM Kpun3e HeMeOIeHHO NpekpaTuTb KaTabornvMam: BBOOAUTb AEKCTPO3Y BHYTPUBEHHO 8-15 r/kr/
CYT, Npv runeprivkeMmu Beiwe 10 MMOb/N U/vnv FioKo3ypum 406aBNATb UHCYNUH; SHEPreTUYecKyo MOTPEObHOCTL
nosblwaTh 40 120% BO3pacTHOM HOPMbI.

B Kpr3e Ha3HauaTb neBokapHUTUH 150-200 Mr/kr/cyT. BHYTprBEHHO ero BBOAAT 3a 2-4 npuema nmbo 6ontocHo 100
Mr/Kr 3a 30 MUHYT C nocneaytoLen MHby3nen 4 Mr/kr/y; MakcumarnbHas 4o3a — 6 r/cyT. Ecnv BHyTpuBeHHOE
BBe[EeHWe HEBO3MOXHO, AonyckaeTcs npnemM BHyTpb 200 Mr/Kr/cyT APO6HO.

HaTypanbHbi 610K Npy Kpr3e no BO3IMOXHOCTU NMOHOCTBIO UCKOYAIOT He bonee YeM Ha 24 yaca, 3aTeM
BO3BpPAaLLaOT A0 MUHMMAIbHO 6€30MacHOro YPOBHS 3a 48-72 Yaca; aMUHOKUCOTHbIE CMeCcK 6e3 NU3nHa
Ha3Ha4yatoT BHYTPb WiV Yepe3 Ha3oracTparnbHbii 30HA B fo3e 0,8-1,3 r/kr/cyT.

Mpw pBOTE NPUMEHATL OHAaHCeTPOoH 0,1-0,15 Mr/kr/cyT B BO3pacTHOW A03€; MPU OTEYHOM CUHAPOMe — dypocemMuna
B BO3PaCTHOM [03e MO KNnH1Yeckon cutyaumu. YYP C, YOO 5.

Mpu TemnepaType Bbilwe 38,5 °C ncnonb3osaTb MByNpodeH nnun napauetamon. YYP C, YOO 5.

[na koppeKLMmn CNacTUUHOCTH M ANCTOHUM NpenapaTamm NepBon ouepeam aBnstoTCA 6aknopeH 1 Npon3sBoaHbIE
6eH3041a3enmrHa; Npu BbipaXXeHHOM AMCTOHUYECKOM CMHAPOME Yy IeTEeN CTapLle 5 1eT MOXET MPUMEHHATLCH
Tpurekcudermann. Ero HaunHatot ¢ 0,5-1Mr/cyT 1 NoCTENeHHO NOBbILLAI0T MPUMEPHO A0 1-2 Mr/Kr/cyT B 3 npuema.
MpenapaTbl conew BanbnpoeBor KUCNOTh Npu 'A1 He pekoMeHayeTcs Ha3HadvaTb. YYP C, YOO 5.

Korpa HanpaBuTb U Kak Ha6ngaTb
» CpoYHO rocnmTannanpoBaTh Npu PBOTE, TeMnepaType Boilwe 38,5 °C nnuv HEBPONOrNYECKUX HapYLLEHUSX,
OCOBEHHO NPV NOAO03PEHUN Ha METaBONUYECKNI KPU3.

+ OKCTpeHHas rocnmTann3aLms nokasaHa npu MeTabonMueckoM Kpu3e 1 Apyrx OCTPbIX YrPOXaKLLMX XU3HM
COCTOSIHWSAX, TPEBYIOLUMX MHTEHCMBHON TEpanuu, KPyrnocyTOUYHOro HabnioAeHNs 1 creLLmanbHOro o6cnefoBaHus.

« [naHoBagd rocnuTanusauus HY>XHa, eCnn AnarHoCTnka nnm nevyeHme Tpe6y+0T ONUTEeNbHOrO HabNtoAEHUS U
MOHUTOPUHIa KﬂVIHl/IKO-ﬂa60paTOprIX nokasaTtenen 6o ob6cnefoBaHMe HEBO3MOXHO BbINOMHUTL aM6yr|aTopHo.

- [locne BbINUCKK TpebyeTcs ambynaTtopHoe HabntoaeHWe neanaTtpa, HeBPOSIOora 1 reHeTUKa; Npu
CUMMTOMaTUYECKOW 3Nuencumn — anunenTonora. ExerogHo npegycMoTpeHa yrnybneHHasa AucnaHcepu3aums B
[HEeBHOM CTaLMoHape He MeHee 10 cyToK.

YacTble BOMNPOChHI

MoxHo nu uckntountb F'A1 npy HopManbHoM C5DC nnu rnyTaposomn kucnote?

HerT. MNpu no3gHem unu nerkoM TedeHnm C5DC MOXET BbiTb HOPMaSIbHbIM, a MPU HOPMarnbHOW FyTapoOBOW KUCMOTE
[ONarHOCTUYECKMM MapKepOM MOXET OKa3aTbCA MoBblleHWe 3-OH-rnyTapoBov KUCMNOThl. Pe3ynbTaTbl OLEHNBAOT
BMeCTe C KIIMHUYECKUMMU, APYT UMY BUOXUMUYECKUMUN U FTEHETUYECKUMMN JaHHBIMU.

Korpa HaunHaTb neyeHue — [0 UM nocne noaTeepxaeHnsa Mytaunm GCDH?
MNpv [OCTOBEPHOM MOBBILLEHWUM MYy TAPOBOW KUCMOTbI B MOYE NIEYEHNE HAUMHAIOT [0 NonyyeHns pesynsTtarta OHK-

ONarHOCTUKN. FleHeTNYECKOe NCCneaoBaHne 3aTeM HEO6X0AMMO AN Bepl/ICDVIKaLI,VIl/I anarHo3a n MeankKo-
FeHeTn4eCKOoro KOHCynbTMpoBaHUA.

Kakyto [03y NneBoKapHUTUHA Ha3HayaTb BHE Kpu3a?

BHe Kpr3a HavanbHasa no3a coctasngeT 100 Mr/kr/cyT; y NauMeHTOB cTaplue 6 neT npy HopMasibHOM CBOBOAHOM
KapHUTUHE ee MOXHO CHM3WTb A0 30 Mr/Kr/cyT.

Kakyto [03y neBoKapHUTWHA Ha3HauaTb Npu Kpu3e?

Mpw kpn3e npumeHaAT 150-200 Mr/Kr/cyT, NpeanoyYTUTENbHO BHYTPUBEHHO.
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YTto nenaTb Npu pBOTE, NIMXOPaAKE UMW YXYALIEHUU CO3HaHUA?

370 BO3MOXHble NPW3HaKu ekoMneHcaumn. HyxHa cpoyHasa rocnmranmsaums, Hadano MHQy3um 0eKCTpo3bl 1
BbICOKOJO3HOI0 N1IeBOKapHUTUHA, OrpaHN4YeHne HaTypanbHOro benkau KOHTPO/J1b KUCMTOTHO-LWETOYHOro COCTOAHUA,
FNOKO3bl M 3M1EKTPONNTOB KaXible 4-6 4yacoB nnu Yalle npv NAMEHEeHNN COCTOAHNA.

KakuvacTo KOHTpOMpoBaTb aMUHOKUCIOTbI U KapHMTVIH?

AMMHOKMCNOTbI B KPOBW MCCMEOYIOT Kaxdble 1-2 MecsLa y AeTen Ao roaa, kaxable 3-6 Mecsaues B Bo3pacTe 1-6 net u
Kaxable 6-12 Mecqaues nocne 6 net. CBO60AHBIN KAPHNUTWUH U aLMIKAPHUTUHBI KOHTPONMMPYIOT Kaxable 2 MecsaLua Ao
roda, kaxgble 3 MecqLa B 1-6 neT v kaxable 6-12 mecsues nocne 6 net.

BbIXMMKa caenaHa no TeKCTy pekoMeHAaLmnm U He 3aMeHseT ero. MonHbIN oduLIManbHbIN TEKCT, KanbKyNaTopk! 1 COKpaLLEHHAas BepCus:
https://lukonaceyeHoBa.pd/cr/406-glutarovaya-aciduriya-tip-1. OdunumanbHbI ICTOYUHKMK: https://cr.minzdrav.gov.ru/preview-cr/406_3
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