LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

MNponuoHoBas aumaemus /aumaypus

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumeHsaeTcsa» Ha 04.11.2026 - MKB-10:
E711- Cotos neamaTpos Poccui, ACCoumalms MeamUmMHCKUX reHeTvkos, OBLLIEPOCCUNCKAA OBLLECTBEHHAA OPIAH3ALIA
TPAHCIMAHTOMOMOB "POCCUNCKOE TPAHCMTAHTONOMMYECKOE OBLLECTBO"

MponvoHoBas aLuyaemMus/aumaypus — peakoe ayTOCOMHO-PEeLLECCHBHOE 3a60MEBaHNE, CBSI3aHHOE C AebULMTOM
NPOMNMOHM-KOA-Kap6OoKCMIassl 1 HaKOMIEHNEM TOKCUUYHLIX METaBONUTOB. PEkOMeHaLmA NOCBALEHa PaHHEMY
BbISIBNEHMIO, MOATBEPXAEHWIO ANArHo3a, MOCTOSHHOM HU3KO6EKOBOW ANeToTepanum, mpohunakTvke 1
HEOTNIOXHOMY TEYEHUIO METABONMYECKOrO KpU3a.

naBHOe

+ KnuHW4yecku BolAensoT HEOHaTanbHY0, MageHuYeckyio 1 No3aHow GopMbl. MnageHdyeckas dopma
XapakTepuayeTcsi 6onee paHHen MaHUdecTaumel 1 TaXeNbIM BONTHOO6Pa3HbIM U KPU30BbIM TEYEHNEM, OCOBEHHO
BO BpEMS MHTEPKYPPEHTHbIX MHPEKLLA 1 CTPECCOBbLIX COCTOSHMN.

MeTabonnueckmm Kkpn3 0b6bIYHO HaUMHAETCH C MOBTOPHOWM PBOTLI, OTKa3a OT efibl M yrHETeHNS CO3HaHNS;
OMacHOCTb CBA3aHa C KeToaunao3oM, rmnepaMmMoHneMmnent U MHorga runornvkemuen. bes 6bicTpon Tepanum
BO3MOXHbl My/bTUOPraHHas He4OCTaTOYHOCTb W NeTarnbHbIN UCXoA.

Bcem HOBOPOXAEHHbIM MPOBOAAT PACLUMPEHHbIA HEOHaTamNbHbIN CKPUHUHT (YYP A, YOI 2). Mpy KAMHUYECKOM
noao3peHun nccnenyoT aunnKapHUTUHbLI M aMUHOKMCNOTbI B CYXOM MATHE KPOBW, OPraHnyYeckme KUCNOTbl MOYM 1
reHbl PCCA/PCCB.

OCHOBY A/IMTENBHOI O NEeYEHUS COCTaBNAKT CTPOras AMeToTepanus C orpaHnYeHMeM METUOHMHA, TPEOHWHA,
BanuHa 1 n30nenLLMHa, CneLmanm3npoBaHHbIe aMMHOKUCIOTHbIE CMeck 6e3 3TUX aMUHOKUCIIOT M NNEBOKAPHUTUH.
HyXHO n3beratb ronofaHus 1 noanepXmMBaTh JOCTaTOUHYIO SHEPreTUYECKYIO LLeHHOCTb paLyvoHa.

JleBOKapHUTWH Ha3Ha4atoT NPaKTUYECKKU HEMPEPBLIBHO; 0bbluHasa fo3a coctanaeT 100-200 Mr/kr/cyT B 2-4
npvéma, Npu KpK3e 1nm oCTPOoM r1nepaMmmoHmneMinn — o 300 Mr/Kkr/cyT, HO B3pOCHbIM He 6onee 12 ricyT (YYP B,
yoa?2).

MaumeHT HyXXOaeTcs B MyNbTUANCLUMNIMHAPHOM HABMOAEHWUM C y4aCTUEM FreHeTUKa, ANEeTOoNora n CneumnanncTon
no nopaxéHHbIM opraHam. SKI™ 1 axokapanorpaduio Npu NoATBEPXKAEHHOM AMarHO3E BbIMOMHSIOT €XEeroaHo, a
Yrny6nEHHYIO AMCNaHCEPU3ALIMIO — eXErOaHO.

Mpw yrpose nnm paseuTUM METABONIMYECKOr O KPM3a NeYeHNe HaUMHAOT HEMEANEHHO; TPEBYETCA IKCTPEHHas
rOCNUTanNM3aLms U UHTEHCUBHAS KOPPEKLMS MUTaHKS, SHepreTuyeckoro obMeHa, aLmaosa, rmnepamMmMoH1eMum n
BOZHO-3MEKTPONUTHBIX HAPYLLEHWI.

OunarHocTuka

1. 3anono3puTb MNA Npy NOBTOPHOW PBOTE, OTKa3e OT efibl, BANOCTU UK YrHETEHUW CO3HaHWSA, Cyaoporax,
FMNOTOHMK, 3aAEPXKE Pa3BUTUSA, HCYNBTONOOOBHBIX 3MM304a8X, KapaAMOMUONaTUW, HENTPOMEHWN, a TakxXe Npu
YXYALEHMM Nocne MHbEKLMK, FoNo4aHus, onepaumm v Yypes3MepHoro ynotTpebneHus 6enka. Y TOUHUTb CeMelHble
cnyyau [MA 1 paHHel BHe3arnHoW CMepTu feTen.

2. |_|pOBeCTVI du3nkanoHoe obcnenoBaHMe C OLEHKOM CO3HAHNS, MbILLEYHOMO TOHYCa, HEBPOOrM4eCknx CMMNTOMOB,
NPM3HaKoOB KapanomMmonaTtu  apuTMmnmn, renatomMeranunm, naHkpeaTnTa m NoYeyHoOW HeJOCTaTOYHOCTMU.

3. BbINOMHWUTL TAHOEMHYIO MACC-CNEKTPOMETPUIO aMUHOKUCNOT U aLMIKapPHUTUHOB B CyXOM NATHe Kposu. Onsa MA
XapakTepHbl NoBbiweHne C3, cHxeHne csoboaHoro CO 1 yBenmueHne cooTHoweHnn C3/C0O n C3/C2;
HOpPMasbHbIe YPOBHM aMMHOKMCNOT HE UCKMoYaloT 3abonesarHune (YYP A, YOO 2).

4. ViccnenoBaTh OPraHnyeckue KMCnoTbl MOYM METOAOM Fra30BOM XPOMAaTOrpadumn ¢ Macc-CrnekTpoMeTpUEN.
OxunpaeTcd NoBbieHWe NPONMOHOBOW, 3-rMAPOKCUNPONMOHOBOW, METUIMANOHOBOW, 3-rMAPOKCH-N-
BanepraHoOBOW 1 METUNNTUMOHHOM KUCNOT (YYPA, YOO2).

5. MNpu xapakTepHbIX BUOXMMUYECKUX n3MeHeHNsX nccnenosatb PCCA 1 PCCB MeToaoM TapreTHOro n/vnm
BbICOKOMPOM3BOAMTENBHOMO CEKBEHMPOBAHWS ANS BbIBNEHNUS BUannenbHbIX naToreHHbIx BapuaHTos (YYP A, YOO
1). OAVH HaMAeHHbIM BAapUaHT UK OTPULLATENbHbIM CTaHAAPTHbBIN aHaNM3 He UCKMYatoT MA Npy COXpPaHSoLLMXCS
KIMHUYECKMX 1 BUOXMMUYECKNX OCHOBaHUSIX.
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6. [pn NOOO3PEHNM Ha MeTaboNMUYeCKunit Kpu3 onpeaennTb pH U KUCIOTHO-OCHOBHOE COCTOSAHUE KPOBW, KETOHOBbIE
Tena Mouu, roKo3y, MOYEBMHY, aMMUaK M NIaKTaT; O6LLMIA aHaM3 KPOBU HYXEH A5 BbIABIEHWSA, B YaCTHOCTM,
HeWTponeHuu.

7. ﬂpOBOﬂMTb ﬂMCDCDepeHLLM&J'IbHy}O OVMarHOCTUKY C ApYyrMMn opraHnvYeCKMMn aunaypuramu, ﬂeq)eKTaMM unKna
CUHTEe3a MO4YeBKHbI, MUTOXOHAPWaNbHbIMU 3ab60neBaHMSaIMMU, HapyLwWeHNAMN rMnUKO3NnmMpoBaHna, rmkoreHo3amu,
NOCTIrMNOKCHUYECKNMU NOPaXXeHNAMU HepBHOl;I CUCTEMBI, BHYTpMYTpO6HbIMM VIHd)eKLLMﬂMM M CaxXapHbIM anabeTom
npuv rmneprinkeMmn.

INNeueHue

« [Tocne NnoATBepXaeHNs AMarHo3a orpaHnymTb 6EMOK HaTypanbHbIX NPOAYKTOB A0 MUHUMAarbHOW NOTPEBHOCTU B
METUOHWHE, TDEOHWHE, BanvHe 1 n3onenumHe,; oeduumnT 6enka BOCMONHATL Creumnann3npoBaHHbIMM CMecamm 6e3
3TUX aMUHOKMCNOT. [10 NOATBEPXAEHMA AMarHO3a NPU XapaKTEPHbLIX KIIMHUYECKMX MPOSIBNEHUAX 6enoK
orpaH1YMBaloT Nocrne 3abopa MaTepuana Ha roxumMmndeckoe nccnemdosaxHue (YYP B, YOO 2).

Ob6ecneunTb 4OCTAaTOYHYIO KarOpPUMHOCTb MPEUMYLLECTBEHHO 3a CYET YIrNeBOAOB, [OCTAaTOYHOE NoTpebneHwne
XMOKOCTU 1 APOBHOE NTaHue 6e3 AnnTeNbHbIX HOYHbIX MepepbiBOB. KBOTY XMPOB orpaHnymsatoT Ao 50-60%
BO3PaCTHOM CyTouHOM noTpebHocTv (YYP C, YOO 5).

HasHauaTb nesBokapHUTUH B fo3e 100-200 Mr/kr/cyT B 2-4 npuvéma; Npy Kprse nnmn oCTpow rmnepamMmmoHemMmnm
A03y nossiwaioT A0 300 Mr/kr/cyT. BapocnbiM He cneayeT npesbiwaTb 12 r/cyT (YYP B, YOO 2).

[na KoppeKkLmmn K1LLeYHOW NpodyKLmm NPONMOHAaTOB Ha3HauvaloT Kypchl MeTpoHuaasona 10-20 mr/kr/cyT Ha 10-14
[Hen; yepes 3-4 Heenu Kypc nNpn HEOOXOAMMOCTU NOBTOPSIOT. [py HEeNepeHoCUMOCTU UNK AN YepeoBaHus
MCNONb3YIOT aMOKCULUMANNH 50 Mr/Kr nnun ko-TprmMokcason 20 Mr/Kr; Tepanuio YepeytoT C nepepbiBaMun Ans
npodunakTkM peancteHTHocTv (YYP B, YOO 2).

Mpwu Kpr3e BpeMeHHO NepeBecT NaLneHTa Ha CMECb aMUHOKUCNOT 6€3 M3onenLumHa, METUOHMHA, TDEOHNHa U
BanuHa He 6onee YeM Ha 24-48 YacoB, NPOAOIIXas BbICOKOKANOpUMHOe NuTaHue. Yepes 24-48 yacoB MOCTENEHHO
BEPHYTb HaTyparbHbIi 60K Ans NPOGUIaKTUKK HYTPUTUBHOM HegocTaTouHocTv (YYP C, YOO 5).

Mpu KpU3e BBOAUTb OEKCTPO3Y BHYTPUBEHHO: HOBOPOXAEHHBLIM 1 AeTaM Ao rofa 8-10 Mr/kr/MuH, 1-3 net — 7-8, 4~
6 net —6-7,7-12 net — 5-6, ctapwe 12 net — 4-5, B3pOCnbiM — 3-4 Mr/Kr/MUH. [pu rNoKo3e Huxke 2,5 MMOnb/ N
BBOAST CTPYMHO He MeHee 1096 0ekCTpo3y 2-3 MN/Kr, 3aTeM NPOA0MKaloT MHPY3nio 109 pacTBopa CO CKOPOCTbIO
7-9 Mr/Kr/MvH 00 HOpManu3aLmm rioKo3bl.

B Kpr3e neBokapHUTKH BBOOSAT 60110CHO He MeHee 100 Mr/kr, 3aTeM noaaepxmsatot 0o3y 100 Mr/kr/cyT; npu
OCTPOV rMnepaMmmoHeMmM BO3MOXHO MnoBbileHne [0 300 Mr/Kkr/cyT. MNpy MeTabonnyeckoM aumaose HaTpus
rMapoKapboHaT paccuMTbiBaloT no popmyne: (-BE) x macca Tena x 0,3.

MpW XPOHMYECKOW MMNePaMMOHMEMUM MPUMEHSAIOT Kapri1yMOBYIO KUCNOTY; AN ANUTENbHON NPOdUNaKTUKN KPU30B
yka3aHa fo3a 50 Mr/kr/cyT, Bo Bpems kpuada — 70-250 mr/kr/cyT. MNpun ammumake Bblwe 100 MKMOnb/n B
MeTabonMyeckoM Kpm3e Ha3HadaroT HaTpusa 6eH30aT oT 250 Mr/kr/cyT, MakcumMym 500 Mr/Kr/cyT.

Korpa HanpaBuTb M Kak HaénopaTb

« OKCTPEHHO roCnmUTann3npoBaTb NpU Yrpo3e 1iv pa3BuTumM MeETaboNMYeCcKoro Kpmn3a, 0CO6EHHO Npu MOBTOPHON
pBOTE, OTKa3e OT elbl, yrTHETEHWN CO3HaHWS, BbICOKOW TeMnepaType, TAXENOM raCTPO3IHTEPUTE 1 APYrUX OCTPbIX
COCTOSAHUAX, TPEOYIOLUMX UHTEHCUBHOW TEparnumu.

« [ocnTann3npoBaTb B MHOrONpoGunbHOE MEAULIMHCKOE YUpexXaeHne npu Xn3HeyrpoXatoLLmMX OCNOXHEHNSX,
Heo6X0OMMOCTM KPYrIOCY TOYHOIO HabNoAeHWS, MHTEHCUBHOW Tepanumu U 06CnefoBaHui, KOTOpble HeMb3s
BbIMOMHUTL aMByNaTOPHO.

- [locne ycTaHOBNEHWS UN NoAo3peHnd Ha MA HanpaBUTb NauUMeHTa K Bpady-reHeTuKy; npy noaTBePXaEHHOM
[AWarHo3e opraH13oBaTb COBMECTHOE HabMoAeHNE reHeTHKa, AMeTonora 1 CneLmanMcToB No NOPaxEHHbLIM
opraHam.

« MNpuv NporpeccupyroLeM NOPaxeHU NeYEHN UNn NoYek paccMaTpuBaTb TPAHCNIAHTALMIO MO XU3HEHHbBIM
NokKa3saHWAM, OCOBEHHO NP TAXENON MeTaboIM4YeCcKon AeKoMNeHcauUmm N HeahdOeKTUBHOCTU METABONNYECKON
Tepanuu.

YacTble BOMNPOChHI

Kakue aHanusbl noaTeepXxaakT NPONMOHOBYHO aumaemMmio?
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MoaTeepXaeHWe OCHOBbLIBAETCSA Ha NOBbILLEHWUN MPONMUOHUNTIULUMHE, TUFNUArNUUMHA, MeETUNLUTPaTa U 3-
rMOPOKCUMNPOMNMOHOBOW KUCMOTbI B MOYE, NOBbILWEeHWN C3 n/nnn cooTHoweHms C3/C2 B CyXOM NATHE KPOBW, a Takxe Ha
BbIABMEHWM BUannenbHbix naToreHHblX BapnaHTos B PCCA nnn PCCB. B pefkux cnyvaax AMarHo3 ycTaHaBnvMBatkoT Mo
KNMHUYECKUM 1 BUOXMMUNYECKUM JaHHbIM, eCN CTaHOaPTHOE reHeTUYeCcKoe NCCrnefoBaHNeE He BbIABUIO NPUYNHHDBIN
BapWaHT.

Kak pacnosHaTb HaunHaowmmncs MeTabonmyeckumn Kpms?

Hanbonee pPaHHKE Npr3Hakn — NOBTOPHadA pBOTa, OTKa3 OT €bl U YrHEeTEeHNE CO3HaHNA OT COHMMBOCTWM A0 KOMbI.
TaxecTb onpenendeTca npexne scero MEeTaboMMYeCKNM KETOaLMO030M U rmnepaMMOHmemmeM; BO3MOXHa
rmnornnkeMns.

Kakow nomxHa 6biTb aneTa npu MA?

Hy>HO OrpaHuunTb HaTypanbHbI 6eM0K U MOCTYMNNEHNE METUOHWNHA, TPEOHWHA, BannHa U N301enLLMHa 00
MUHVMaNbHOM NOTPEBHOCTM, UCMONBb30BaTh CNeLManM3npoBaHHble CMeck 6e3 3TUX aMUHOKMCIIOT, 06ecrneunTb
[OCTaTOYHYIO KanopUMHOCTb M He AOMNyCKaTb ronoaaHus. KOHTPOsb AMETOTepanum NpoBOAAT HE pexe 0AHOro pasa B
rof, B NepBbiii rof XM3HWM — A0 OAHOI 0 pasa B MecsiLl.

Kakas nosa neBokapHuUTMHa npuMeHsieTcs npu MA?

OB6bI4YHO NEBOKAPHUTKH Ha3HauvatloT B fo3e 100-200 Mr/kr/cyT B 2-4 npuéma. MNpun MeTabonmyeckoM KpU3e Ui oCTpown
rmnepaMMoHMeMnn 003y MOXHO yBenUnTb A0 300 Mr/Kr/cyT; B3pOCNbIM He criedyeT npesbiwaTs 12 r/cyT.

Korpa naumeHTa c INMA Hy>XHO rocnutanuMsanpoBaTb?

SKCTpeHHaﬂ rocnmnTann3auna nokadaHa npu OCTPbIX YrPOXaoWMX XN3HN COCTOAHNAX N OCITOXHEHUAX, Tpe6YPOLLI.VIX
HEOTNOXHOIO TEYEHUS, UHTEHCUBHOM Tepanun, KpyrnocyTo4yHoro HabnraeHns nnm cneuynanbHbiXx 06CnegoBaHNM U
nevenHus. NnaHoBaga rocnuTanmM3aLmg nokasaHa, ecnm Tpe6y+0Tcsq OnuTensHoe HabnioaeHue, MOHUTOPWUHI KNNMHNKO-
na6opaTopr|>< nokasartenen unu obcnenoBaHus, HeLOCTYyrMnHble aM6ynaTopHo.

BbikrMKa caenaHa no TeKCTy pekoMeHAaumm U He 3aMeHsEeT ero. MNMonHbIM obuLmanbHbIN TEKCT, KanbKynAaTopbl U COKPaLLEHHas BEpCUS:
https://lukonaceyeHoBa.pd/cr/681-propionovaya-acidemiya-aciduriya. OpuLmManbHbIM UICTOYHWK: https://cr.minzdrav.gov.ru/preview-cr/
681_2
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