LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

HapyweHue o6MeHa cepocoaepxawmx aMMHOKUCNOT
(romoumncTUHypUs)

KnuHuyeckune pekomeHdaumm MmHsapasa Poccuu - B3pocnble, AeTh - pegakuma 2025 r., ctatyc «MpumensaeTca» Ha 04.11.2026 - MKB-10:
E721-Coto3 negmatpos Poccun, Accoumaumsa MeanLIMHCKMX FreHETUKOB, HallmoHanbHas accoumaLms OeTCKUX peabunmTonoros

[OMOLMCTUHYPUA — HaCNeACTBEHHasA FPynna HapyLLeHWn ObMeHa CepocoaepXaLlUX aMUHOKMCIOT C MOBbILLEHNEM
06LLero roMoLmncTenHa; Hanboree BaxHbl knaccuueckas popma npu gedexre CBS n popma npu aepuumte
MTHFR. PekoMeHaaLmsa onucsbiBaeT AMarHOCTUKY, pasnuyeHne B6-4yBCTBUTENbHOM U B6-pe3ncTeHTHON GopMm,
MeTaboNM4YecKyo Tepanmio 1 MPoPUNaKTUKy TPOMOO30B.

naBHoOe

« [Togo3peBaTb K1acCUYECKyo FOMOLIMCTUHYPUIO MPU codeTaHnM MappaHoMaHOro GeHoT1MNa, MUOMUM UMK SKTOMUK
XpycTanuka, CKeneTHbIX AgepopMaLLmit, OCTeoNopo3a, KOrHUTUBHbIX M NMCUXMaTPUUECKMX HapyLIeHKi, Cyaopor IMbo
Tpom6030B. [Npu aedpuumnte MTHFR 0CO6EHHO 3HaUMMbI HEBPOMOrMYECKMe NPOABNEHUS, 3adepXKa Pa3BUTHS,
Cydoporu, aTakcus, NonnHeBponaTna 1 TPOMO03bl.

Knaccuyeckaa popma cBa3aHa ¢ 4ePULNTOM LUCTaTUOH-B-CUHTa3bl 1 BbiBaeT B6-4yBCTBUTENBHOM UK B6-
PE3NCTEHTHOW; HapyLWeHa peMeTUNMpoBaHus, Bkitodas eduumt MTHFR, 06bI4HO CONPOBOXAAIOTCH HU3KMM UMK
HOpMaslbHbIM METUOHWMHOM, @ HE €ro MOBbILLEHNEM.

[n§a knaccuyeckom roMoLMCTUHYPUM LLeNeBor ypoBeHb tHCy mnasmbl — MeHee 50 MKMorb/n npw B6-
YYBCTBUTENBHOW GOpPME; Npu B6-pe3ncTeHTHOM hopMe cnefyeT CTPeEMUTBLCA K YPOBHIO MeHee 100 MKMonb/n, 4To
CHUXaeT PUCK TDOMBO30B.

PekomMeHnoBaHa Noxu3HeHHasa HM3Kobenkosas AneTa C orpaHUyYeHneM METUOHMHA NauneHTaMm C KNnaccu4eckomn
rOMOLIMCTUHYPUEN MPU HEMOMHOM OTBETE Ha NMPUAOKCUH, a Takke 60NbUMHCTBY NaLVEHTOB, He OTBEYaoLWMX Ha
NMUPUOOKCUH; ANS NpeaynpexaeHns 6enKoBo-3HepreTMYecKon He4OCTaTOYHOCTU NMPUMEHSAIOT
crneumanM3MpoBaHHble NPOOYKTbl 6€3 MeThoHWHa. Mpu aeduumte MTHFR aneToTepanus HeaddekT1BHa.

MauneHToB BedyT MyNbTUANCLUMNIMHAPHO; aHTPOMOMETPUIO M apTepuanbHOe AaBNeHe U3MepPSoT Ha KaXaoM
npueme, HEBPOIOrMYECKMI CTaTyC OLLEHNBAIOT HE pexe OOHOrO pasa B rOf, a B AeTCTBE UHTENNeKTyanbHoe
pa3suTHe — MUHUMYM pa3B 5 neT. YYP C, YOO 5.

BepeMeHHOCTb, pofbl ¥ MOCNEPOAOBOV NEPUO COMPOBOXAAOTCS NOBbILUEHHBIM PUCKOM TPOMOO30B.
AHTUKOAryNAHTHYIO Tepanuio Ha3HavyaloT C TPpeTbero TpUMeCcTpa 1 MPOAOIKaT MUHUMYM 6 Hefienb Nnocne poaos;
Bornee paHHee Ha4yano paccMaTpmBatoT NpW OOMOMHUTENbHBLIX GakTopax pucka nnm TpomMbo3ax B aHamHese. YYP C,
yono 4.

[Mpwn ocTpon TPOMBO3MBONMK TPEBYETCA IKCTPEHHAA CTaLMOHAPHas NOMOLLb. PUCK TPOMB0O3MB0NMM OCOBEHHO
BbICOK MNPV XMPYPruyeckmnx BMeLlaTeNbCTBax 1 YPOBHE rOMOUMCTENHA NNa3Mbl 6oree 50 MKMOSb/N.

OunarHocTuka

1. OLEHWTb KNMHUYECKME NMPOSIBNEHUS: 3a4ePXKY Pa3BUTUSA, KOMHUTUBHBIE U NCUXMATPUUECKUE HapYLLEHWS,
CYLOPOry, aTakCuio, TPOM6G03bI, MUOMWUIO, NMOABBIBUX XPYCTanmka, CKeneTHble AedopMaLmm 1 0CTEOMNOPO3.

2. Y HOBOPOXAEHHbIX UCMONb30BAaTb OnpeaeneHne METUOHNHa B CYXOM NATHE KPoBW. Mpu MeT1oHWHe 6onee 80
MKMOb/M NOBTOPUTL TECT ANA MOVUCKa AePULIMTA LIUCTATUOH-B-CUHTa3bI, 8 MPY METUOHWHE MeHee 7 MKMOIb/N —
ong novcka gepuumta MTHFR. YYP C, YO 5.

3.llocne NonoxmTensHOro peTecTta onpeaenuTb O6LLIMN FOMOLMCTENH: 3HaYeHWe 6onee 11 MKMOTb/N MOXeT
noaTBepanTb 3aboneBaHne Ha BUOXMMUYECKOM YPOBHE. AN Noao3penHus Ha LY kKonnuecTBeHHO nccnenyot
METUOHWH, OBLLUMIA M CBOBOAHBIN FOMOLIMCTENH B KPOBM M MOYE; OBLLMIN FOMOLLUCTENH CrefyeT onpenendrtb y
nauneHTa, He NonyyaroLero NMPUAOKCUH, He MeHee 2 Hefenb.

4. IHTepnpeTnpoBaThb NpodunbL MeTabonNUTOB: MPU KNaccuyeckon hopMe NoBbILLEHbI METUOHWUH U FOMOLLUCTEWNH,
CHWXEH UMCTUH; npy deduumte MTHFR noBbilLeH rOMOLUCTENH, METUOHMH CHUXEH WY HOPMareH,
MeTuUnManoHoBaga kucnota HopmansHa. YYP C, YOO 5.

5. Ang anodepeHumanbHOW OnarHOCTUKM onpedenvTb BUTamMunH B12; ecnv knaccuyveckas LY wnn gednunt MTHFR
He NOATBEePXAEHbl, UCCNenoBaTb METUNMANOHOBYIO KUCMOTY B MOYe, aUMIKapHUTUHBI B KPOBW 1 BUTaMWH B12 o
Havana Tepanun. YYP C, YOO 5.
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6. NoaoTBEpOMTDL KNnaccuyeckyo GopMy aHanm3om reHa CBS, a nepuumt MTHFR — ananusom reda MTHFR. YYP C, YO
5.

7.Tpy noaTBepXxaeHHoN knaccuyeckom LY BcneacTeme HeAOCTaTOUYHOCTU LLUCTaTUOH-B-CUHTa3bl MPOBECTN TECT C
NUPUOOKCUMHOM AN onpegdenenHns B6-uyscteutensHoct. YYP C, YOO 5.

8. [1ns1 OLLeHKM OCNOXHEHU BbIMONHUTL PEHTrEHOrPaduio MOPaXXeHHOro ckeneTa, oPpTanbMOCKONMIO U U3MepeHue
BHYTPUIrNa3Horo AaBneHns; Npu HEBPOIOornyeckx cuMmntoMax — MPT ronoBHOMO MO3ra C KOHTpacTUpoBaHWeM 1/
nnm KT ronoBHOro Mo3ra C BHYTPUBEHHbBIM KOHTPacTUpoBaHneM, KT-aHrnorpapuio CocynoB rofnoBHOMO MO3ra u
Wweu; npu cygoporax — 33T, a ANnst oLEeHKn cepaeyHo-CoCyanCThIX HapyLweHun — OKI™ n axokapamorpaduio. YYP C,
YOO 4 Anst OCHOBHbIX MHCTPYMEHTanbHbIX uccnenosanui; YYP C, YOO 5 ang 33T

INeueHue

« [pn B6-4yBCTBUTENBbHOM KNaccuyeckom LY HasHauaTb MMPUAOKCUMH MOXU3HEHHO B MUHMUMAaIbHOW 3P PEKTUBHOWM
n03e and nogaepxanusa tHey meHee 50 Mkmonb/n. OBbIMHO NpuMeHstoT Ao 10 Mr/Kr/cyT, cnefyet n3beraTb 403
Bbile 500 Mr/cyT n He ncnonb3osaTb 60n1ee 1000 Mr/cyT n3-3a pyucka ceHcopHow Henponatuu. YYP C, YOO 5.

TecCT ¢ MMPUAOKCUMHOM NPOBOAAT BHE KaTaboIM4YeCKoro COCTOSHUS: NOCNEe UCXOAHbIX U3MepeHun HasHadatoT 10
Mr/Kr/CyT BHYTPb, MUHUMYM 100 1 Makcumym 500 Mr/cyT; Yepes Hefernto NoBTOPAT aHann3. OTBET cunTaroT
NOMOXUTENbHbLIM MPY CHUXKEHWUN MapKepOB rOMOLIMCTEMHA 0 MeHee 50 MKMOIb/N; Mpy OTpULLaTENBHOM OTBETE
MccrefoBaHWsA NOBTOPSIOT Yepe3 2 1 6 Hepeneb.

MNpv HENONHOM OTBETE Ha NUPUAOKCUH, & TakXe BO/bLUMHCTBY NaLMEHTOB, HE OTBEYAIOLLMX Ha MUPULOOKCHH,
Ha3Ha4atoT NOXU3HEHHYIO HIM3KOBENKOBYIO ANETY C OrpaHUUYeHNEM METUOHMHA; MPUMEHSIIOT
crneumanM3MpoBaHHbIe NPOAYKTbl aMUHOKUCIOT 6e3 MeTUOHWHa. MNpu B6-pe3ncTeHTHOM GopMe OPUEHTUPYIOTCA Ha
tHcy He 6onee 100 mkmonb/n. YYP C, YOO 5.

Ecnu Ha nupnaoKcrHe He yaaeTcsa AOCTUYb LLENeBOoro YPOBHSA FOMOLMCTENHE, AO6aBUTL CNeLMani3vpoBaHHbI
NPOAYKT C 6eTaMHOM: AeTaM HadyaTb ¢ 50 Mr/Kr 2 pasa B CyTKW 1 MOBbILIATbL 403y Ha 50 Mr/Kr B HeAento; 06bl4HO He
npesblwaTs 150-200 Mr/kr/cyT. lMocne 3 neT 1y B3pOCNbIX NPUMeHAOT 31 2 pa3a B cyTku. YYP C, YOO 5.

Mpwv nepuumte MTHFR aneToTepanuio He Ha3HavaloT; 6eTanH Ha3HayatoT AeTaMm B fo3e 100-250 mr/kr/cyr,
B3pocnbiM — 5-20 r/cyT. YYPC, YOO 5.

Mpwu knaccuyeckon LY HasHavatoT GONMeBYo KUCMOTY BHYTPb 5 MI/CyT; Npu CHUXEHWUM BUTaMmmHa B12 —
npenapatbl BUTaMuHa B12. MNpu HeJOCTaTOUHOM KOHTPOre 3a60neBaHus v COCYaAUCTbIX OCNOXHEHUAX B
aHaMHe3e paccMaTpUBalOT aHTUTPOMBOTUUECKYIO TEPANUIO, a NPW BEHO3HbIX TPOMB03axX — aHTarOHUCTLI
BuTammHa K. YYP C, YOO 5 ans ButamuHos; YYP C, YOI 4 Ang aHTUTPOMOOTUUECKOM Tepanuu.

Bo BpeMsa 6epeMeHHOCTH MPOA0IKaTb paHee adhdeKTUBHbIE MMPUAOKCUH 1 B6eTanH; cpedHas 403a MMPUOOKCUHA
cocTtaenseT 100-250 Mr/cyT. [Npy peCTPUKTUBHOM AMETE Yalle KOHTPONMPOBaTb NabopaTopHble NoKasaTenm 1
YBENUUYUTL NOCTYMNNEHME METUOHWHA C NOCNEOYOWMM BO3BPATOM K MPEXHEMY OFpaHUYeHMIO Nocne poaos.

Mepen onepauyen nooaepXxmBaTb YPOBEHbL FOMOUMCTENHa MeHee 45-50 MKMOonb/N: Npu 601ee BbICOKMX
3HaYEHUSIX HAPKO3 1 BMELLIATENbCTBO NPOTUBOMOKAa3aHb!. [MaLneHT OOMKeH HaxoaAUTbCA NOA HabMoAeHNeM Bpaya-
reMaTonora; Heo6xoavMbl KOHTPOb FEMOCTa3a, aAekBaTHasa rmapaTaums, NPodunaKkTka TPOMOO30B U PaHHAS
BepTuKanm3aumsa. Cnenyet nsberaTb NPUMEHEHNS 3aKUCK a30Ta, ONMOUAOB M aHECTETUKOB, Bbl3bIBaIOLLIMX
YrHETEHWNE ObIXaHus.

Korpa HanpaBuTb U Kak Ha6noaaTb

« OKCTpEeHHast MeanLMHCKasi MOMOLLb HEOBXoAMMa NPY TPOMBO3ax BEH UM apTEPUI 1 OCTPbIX MCUXMYECKUX
pacCcTPOMCTBaXx; MpY OCTPON TPOMBO3IMBOUKN TPebyeTCst CTaLMOHapHast MOMOLLb.

« [py BHE3aNHOM YXYALUIEHUN 3pEHUS, CUNbHOM BONW B rNa3y, padyXHbIX Kpyrax, TOWHOTE UM pBoTE Ha GoHe
NPW3HaKOB OCTPOro NPUCTYMa rnaykoMbl HEMeANEHHO Bbl3BaTb CKOPYIO MOMOLLL M FOCMUTanM3npoBaTh NauneHTa B
odTanbMoNorMyeckoe oTaeneHme.

« [py nopo3peHun Ha LY BbINOMHUTE BUOXMMUYECKOE U MONEKYNAPHO-TeHeTUYeCcKoe obcneaoBaHne ang
noaTBepXaeHWs aMarHo3a.

- [locne ycTaHOBNEHWA AnarHo3a opraHn30BaTh MynbTUOVCUMINMHaPHOE HabntoaeHve.

« [py NNaHWPOBaHUK XMPYPr1Myeckoro BMelaTeNbCTBa onpeaennTb YPOBEeHb FOMOLIMCTUHA/FOMOLMCTENHA B
CbIBOPOTKE KPOBW; NP 3HaUeHNsAxX 6onee 45-50 MKMOIb/N HapKO3 1 onepaTBHOE BMELLATENLCTBO
NPOTUBOMOKAa3aHbl. [aLMeHT OO/KEeH HaXOAUTLCH NOA HabNtoaeHNeM Bpada-reMaTonora.
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YacTble BOonpochl

Kak oTnnunTb Knaccuyeckyo roMoUMCTUHYpUIo oT ageduumta MTHFR no aHannsam?

MNpwu knaccuyeckon Gopme 0BbIYHO NOBbILEHBI METUOHWH U OBLLMI TOMOLIUCTENH, a npu Aeduumte MTHFR METUOHKH
CHWXEH U HOpMareH; MeTUIManoHoBsas kucnota npn MTHFR HopManbHa. OkoHYaTenbHOE NOATBEPXAEHNE
NPOBOAAT aHann3oM reHos CBS nnu MTHFR.

Kak onpeanennTb, YyBCTBUTENEH NN NAaUUEHT K I'IMpM,ElOKCMHY?

MNocne noaTBepxXaeHUs AeduumTa LMCTaTUOH-B-CUHTa3bl MPOBOAAT TECT BHE KaTabOoNMMUeCKOro COCTOAHNS:
npnaokcuH 10 Mr/kr/cyT, MuHuMyMm 100 1 MakcrmMym 500 Mr/cyT, C NOBTOPHOW OLLeHKOW Yepes Heaento. OTeeT
NOMOXUTENbHbIV NPU CHUXEHUM MAPKEPOB rOMOLUMCTENHE [0 MeHee 50 MKMONb/1; MPY OTCYTCTBUM OTBETA
nccnenoBaHune NoBTOPSAIOT Yepe3 2 1 6 Hegenb.

Kakow ypoBeHb roMOLIUCTENHA CUNTATb LLeneBbiM?

[ns B6-uyyBCTBUTENBHOW HOPMBI LLeneBow tHcy nna3mbl — MeHee 50 Mkmonbs/n. Mpu B6-pe3ncTeHTHON dopme
CnefyeT CTPEMUTHLCH K YPOBHIO MeHee 100 MKMONb/M; Takoe CHUXEHWE CBS3aHO C MEHbLLMM PUCKOM TPOMBO30B.

HyxHa nn gueta npu pedmumte MTHFR?

HeT, anetotepanusa npu gebuumte MTHFR HeadbekTrBHa. PekomeHaoBaHO paHHee Ha3HadeHve
crneumanM3MpoBaHHOro NPoayKTa ANETUYECKOro NeYebHOro NMTaHnsa ¢ 6eTanHOM.

Kak BecTh 6epeMeHHOCTb NMpY FOMOLMCTUHYPUU?

Mpw knaccuyeckon MUY n geduumte MTHFR aHTUKOarynsHTHYIO Tepanuio HasHavatoT C TPETbEro TpUMecTpa u
NPOAOMIXaT MUHUMYM 6 HeieNb NOCe POAOB; PaHbLUe ee PacCMaTPUBAIOT MPU AOMONMHUTENbHBIX PakTopax pucka
NN TpomMbB03ax B aHaMHe3e. SPdEKTUBHbIE MMPUOOKCUH 1 6eTanH NPOLAOMXKAIOT, a NPy PECTPUKTMBHOM AMETE Yalle
KOHTPO/MPYIOT HYTPUTUBHbIE U METabonNuyeckne nokasartenm.

BbIXMMKa caenaHa no TEKCTY peKoMeHAaLmmn U He 3aMeHsieT ero. MonHbIi oduLmanbHbI TEKCT, KanbKynaTopbl U COKpaLLEHHas BEPCUS:
https://iukonaceyeHoBa.pd/cr/483-narushenie-obmena-serosoderzhashchih-aminokislot-gomocistinuriya. OpuLManbHbIN UICTOUHWK:
https://cr.minzdrav.gov.ru/preview-cr/483_3
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