LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

HapylweHusa o6MeHa ranakTosbl (FanakroseMus)

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumeHsaeTcsa» Ha 04.11.2026 - MKB-10:
E74.2 - Coto3 neanatpos Poccun, Accoumaums Me AMUMHCKUX reHeTUKOB, ObLLepoccuinckas obLecTBeHHas opraHM3aums COAenCTBUS
Pa3BUTUIO HEOHATONOrnK «POCCMMCKOE OBLLIECTBO HEOHATONOMOB»

[[anakTo3emMusa — rpynna ayTOCOMHO-PeLLeCCUBHbIX HAaCNeACTBEHHbIX HAapyLLeHW obMeHa yrneBoaos, npu
KOTOPbIX HaKaMMMBaKTCA ranakrosa n ee MeTabonunTbl. FMaBHOE B peKoOMeHJauMn — HeoHaTa bHbIV CKPUHWH,
HeMedneHHoe UCKIIYEeHVe ranakTo3bl 1 NaKTo3bl MPY MOAO3PEHNM Ha 3abonesaHre 1 ancrnaHcepHoe
HabnofeHve Npu NoATBepXAeHHOM AT,

naBHOe

BbloensatoT Tpy OCHOBHbIE GOPMbI: | TUN cBA3aH ¢ aeduumTom FAT n myTaumamm GALT, Il Tun — ¢ geduumTom
ranakToknHasbl n MyTaumamm GALKY, Il Tun — ¢ geduumtom YOD-ranakto30-4-annMepasbl v MyTaumamm GALE.
OThenbHO onuchiBalOT BapuaHThl [lyapTe v ranakrodemuio-lyapTe.

Knaccuueckas TAJTI 06bIYHO HAUMHAETCS B NepBble AHW UMW HEAENW XM3HW NOCNe NOCTYNNEHNA MONOoKa: PBOTA,
[Anapes, BANOCTb, MNOX0e COCaHWe, OTCYTCTBUE NPUBABKM MACChl, XXENTYyXa, renaToMeranus, rmnorimkemMms u
KPOBOTOUMBOCTb. Hanbonee Tsxenoe 0CnoxXHeHne — cencuc, Yallle BblaBaHHbIN E. coli.

HeoHaTanbHbIN CKPUHWHI NPOBOASAT Y AOHOLEHHbIX Yepes 3 Yaca Nocne KOPMIeHusi B Bo3pacTe 24-48 4acoB, y
HEOOHOWEHHbIX — Ha 7-e CyTKM xm3Hu (144-168 yacos). OnpeaensitoT 06LLyI0 ranakTo3y B CyXOM MATHE KPOBY;
pekomeHpaumna nmeet YYP C, YOO 4.

Mpv nofo3peHun Ha MAJTy MnageHLa Ha OCHOBaHWUW KINMHUYECKOW KapTUHBI UMW AaHHbLIX HEOHaTanbHOro
CKPWHWHIa HEMeNeHHO Ha3HavaloT AMETY C UCKIIOYEHWEM ranakTo3bl U NakTO3bl, He AOXMAAsACh NOATBEPXAEHNSA
anarHo3sa; YYPC, yOO 5.

Mpw nogTBepxaeHHoM knaccudeckon AT n FATT I Hy>XXHa NOXU3HEeHHas AaNMMUHALLMOHHAA AneTa C UCKITIoYeHVEM
13 pauynoHa NpoayKTOB W1 NIEKapCTBEHHbIX NMpenapaToB, CoaepXallnx ranaktosy n nakrosy; YYP C, YO 5.
[ncnaHcepHoe HabnmoaeHve npu FATT BKIKOYaET KOHTPOIb 1abopaTOPHbLIX U KINTMHUKO-UHCTPYMEHTabHbIX
nokasaTesnen; y NaumeHToB KOHTPONMPYIOT MeTabonuyeckue nokasatenum, COCTOAHUE KOCTHOW TKaHW,
HeBPONorMyeckne HapyLeHus, ay AeBOYeK — MPU3HaKu HapyLeHNs GYHKLMN SUYHUKOB.

OunarHocTuka

1.

3anono3puTb MATTNpy CeEMENHbIX Cryyasx 3aboneBaHns Unv 6rnmM3kopoACTBEHHOM Bpake, ay MnafeHua — rnpu
BANOM COCaHWK, N/I0XON NpubaBKe MaccChl, PBOTE, AMApEE, XENTyXe, YBENMUYEHUN NEeYEHN, reMopparuyeckom
CVYHOPOME, COHMMUBOCTW, BANTOCTU, MOBbILLEHHON BO3OYANUMOCTM UK BbIBYXaHWUM 6O/bLLIONO POAHNYKA.

. OLLeHUTb Npu3HaKkK, TpebytoLwme ncknoveHns FATT faxe Npu OTCyTCTBUM pe3ynbTaTa CKPUHUHIA: CoueTaHue

XENTYyXn N KpOBOTOYMBOCTH B NepBble 2 Hegenwn, Ne4YeHOYHO-KNETOYHAast HEAOCTaTOUYHOCTb, paHHAA KaTapakTa,
cencucy 0OHOWEeHHOro HoBOPOXAeHHOro n3-3a E. colinnu coyeTtanve 3alepP>XKN MacCcCbl, renaToMeranunu,
TMNOTOHWK, 3aAEePXKN MOTOPUKN N KaTapaKkThl.

. Boinonuutb onpeneneHne ob6LLeN ranakTo3bl B CyXOM NATHE KPOBW. |_|pI/I CKPUHUHIe y JOHOLWEHHOro pe6eHKa

MaTepuan 6epyT B 24-48 4acoB, Y HEJOHOLWEHHOIro — Ha 7-e CYTKW; BCEM HOBOPOXAEHHbIM MpOBeAeHWe
CKpWHWHra umeeT YYP C, YOO 4.

.[pn ypoBHe 06LLel ranakTo3bl Bhllle yCTaHOBNEHHOrO nabopaTopuen cut-off onpenennTs akTMBHOCTL AT 1

NPOBECTUW KOMMEKC NOATBEPXAAIOLLUMX UCCNeNoBaHWI; B pa3Hbix cTpaHax cut-off coctasnaeT 7-20 mr/an, a B PO
€[VHOrro pernaMeHTUPOBAHHOMO KPUTUYECKOrO 3HaYeHNs HeT. AKTUBHOCTb FAJTT <109 0T HOPMbI 06bIYHO
COOTBETCTBYET Knaccuyeckon MAJ 1.

.[NoaTBepanTb MONEKyNApHO-reHeTU4YeCkn natoreHHsle BapuaHTbl B GALT, GALKT nnn GALE. IHK-anarHocTuka

roKasaHa npw BbICOKOWM ranakTo3e u/unm CHUXEHHOM akTUBHOCTU pepmeHTa; YYP C, YOI 5. MNpu nepsom aTane
aHanun3a GALT uenecoobpaseH nounck sapunaHTos p.GIN188Arg, p.Lys285Asn, IVS3-2a—c, p.Met142Lys, p.Leu358Pro
np.Asn314Asp (BapuaHT dyapTe).

. Ecnu knnHnyeckasa kaptuHa TAJT1 1 BbiCOKas ranakto3a CoYeTaloTCA C HOpMaribHOW akTUBHOCTLIO AT,

nccnegosaTb GALE 1 GALKT ang ucknouerud FATT I n TATT 1L TapannenbHo NpoBOAnTb AnddEepeHLManbHyo
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[MarHOCTUKY XOnecTasa, NeyeHOYHON HeJOCTaTOYHOCTH, HapPYLWEHUI LIKNa MOYEBUHbI, TUPO3MHEMWU, UHDEKLLUN
W aHOMarnM Xen4yHoW NN NopTanbHOM CUCTEMDI.

INNeueHue

« MMpwn nopospeHun Ha MAJ1y MnafeHua HeMeaneHHO UCKMIOUUTb FranakTo3y 1 NakTo3y U Ha3HauUTb AMeTY, HanpuMmep
Ha OCHOBE COW, rMaponM3aTa KasenHa nim aneMeHTHOM CMeC Ha OCHOBE aMUHOKMCIIOT. [IneToTepanmio HaunHaoT
0O noaTeepxaeHna avarHo3sa; YYP C, YOO 5.

HeTam 0o 7 net c knaccudeckon AT n FATT Il Ha3HaualoT Cyxyto cneumanM3vpoBaHHYO 6€3M1aKTO3HYI CMECh UM
creumnanu3npoBaHHbIM MPoAyKT nevebHoro nutanus; YYP C, YOO 5.

Mpwv noaTeepxaeHHon knaccudeckon FAJTI v TAJT I TOXM3HEHHO MCKNOYAOT MOJIOKO M060ro Bnaa, MOMOYHbIE U
KMCNOMOMOYHbIE NPOAYKTbI, NPOAYKTHI C AOBABNEHMEM MOIIOKA, 8 TakXe NeKapCTBEeHHbIE NpenapaThl C 1akTo30M
MW ranakTo3om. HM3KonakTo3Hble 1 6e3M1aKTO3HbIE CbIBOPOTKONPEAOMUHAHTHbIE CMECH NMPUMEHSTL He CNENYET;
YYPC,vOOs.

Mpw anneprum K Coe UCrnonb3ytoT CMecK Ha OCHOBE BbICOKOMMOPOMN30BaHHbIX MOMOYHBIX 6EMKOB; NPY COYeTaHHON

anneprmmkKcoeun 6en|<y KOpPOBbEro MOMoKa — aMMHOKMCNOTHbIE CMeCU. BO3MOXHO coveTaHue COEBOW CMecu v
CMeCU Ha OCHOBe r'nmapornn3aTta Ka3enHa B COOTHOLWEHUN 1:1.

Mpu ranakTo3emMun-LyapTe aNMMUHaLMOHHASA AneTa 06bl4HO He HyXHa. OrpaHnYeHne nakTo3bl MOXHO
pPacCcMOTPETbL NP CUMATOMaX NOPaXeHWA NeYeHn N ypoBHe 0bLLEN ranakTo3bl Boilwe 20 Mr/an. Mpwu
NPOMeXyTOYHOW fobpokavecTBeHHOM Gopme AT Il pekoMeHOaLUMs Mo OrpaHUYEeHWIO ranakTo3bl/MakTo3bl He
NPUMEHSAETCS, a MPU reHepanM3oBaHHOM GOPME OrpaHNYMBAIOT FranakTo3y W NaKTo3y, COXPaHsAs NOCTynneHe
CNenoBbIX KONMMYECTB ranakTo3bl.

Mpw MeTaboMMUYECKOM Kpu3e NpoBOASAT MHDY3MOHHYIO Tepanuio Ana KOPPeKLMM BOAHO-3MNEKTPONUTHOro 6anaHca,
noaaepxaHua HopMasibHOrO YPOBHS MHOKO3bl, NEYEHNA reMOCTa3noNorMyecknx HapyLLeHu, BOCCTaHOBNEHNSA
dYHKUMN Nevern 1 novek; YYP C, YOO 5. Mpu ovarax MHGeKUMM Ha3HauatoT aHTUbaKTepuanbHyo Tepanmio C
YYETOM YYBCTBUTENBHOCTU MUKpOOpraHuamos; YYP C, YO 5.

MauneHTam c MAJ1 cTaplue 1 roga Ha3HavaloT B BO3PaCTHbIX AO3MPOBKaxX NpenapaTbl KanbLms 1 Konekanbumdepona
6e3 naKTo3bl ANg NpodunakTuky aeduumTa ButammHa D n 3aboneBaHuin, CBA3aHHbLIX C er0 HEAOCTATOUHOCTLIO; YYP
c yons.

Ipu KaTapakTe XMpypruyeckoe neyeHne NpoBOAST No Noka3aHWsM, OCOBEHHO Npu NO3AHEN ANarHOCTUKe, C
LLeMblo BOCCTAHOBNEHUA 3puTensHon dyHkunm; YYP C, YOO 5.

Korpa HanpaBuTb U Kak HabnogaTb

+ OKCTpeHHas rocnuTann3aums Hy>xHa npu OCTPOM XMU3HEY T POXatoLLEM COCTOSIHUM UM PUCKE Pa3BUTUS
OCMNOXHEHWI, TPEBYIOLLMX HEOTIOXHOIMO NTEUYEHNS, B TOM YMCIE MHTEHCUBHOW TEpann, KPYrnoCcyTOYHOro
HabntoAeHWSA UK crieumarnbHbIX 06CNeaoBaHNR U NeYeHUs.

MnaHoBaga rocnuTannaawma nokasaHa, eCnv aMarHocTrKa Unm neveHne TpedyoT ANUTENbHOrO AHEBHOMO Uik
KPYrnoCyTOYHOrO HabnoAeHNA U MOHUTOPUWHIA KITMHWKO-1abopaToOpPHbIX NoKa3aTenen Nbo obcnefoBaHmin,
KOTOPbIE HEMb35 BLINOMHUTL aMBynaToOpHO.

Mpw ycTaHoBneHHow MAT1 BeAeHWe OOMKHO 6biTb MybTUANCLMMNMHAPHLIM. B 3aBUCMMOCTH OT KITMHUYECKON
CUTYyaUMN MOTYT NPUBMEKATLCA FTEHETUK, ONETONOr, HEOHATONO UMK NeanaTp, racCTPO3HTEPOSIor, 0dTanbLMOrOT,
HeBporor, HedpPOosor, MHPEKLNOHUCT, SIHOOKPUHOINOT, aKyLwep-rnHeKonor 1 Apyrue crneumanmncThbl.

Mocne cTabunmnaaumm COCTOSHMS M OCHOBHbIX KJ'IVIHVIKO-}'Ia60paTOprIX nokasatenen, 3aBepLleHna AMarHoCTmnKM 1
MncYe3HOBEHNA ['IOTpe6HOCTVI B OIMTENbHOM HabnogeHWM NaLmMeHTa MOXHO BbINUCaTb; npu HeobxoaMMOCTU ero
nepesoAdT B APYryo MEONUMHCKYHO OpraHn3aunio.

YacTble Bonpochl
Kakune npnsHaku y HOBOPOXAEHHOIo 3aCTaBNSAT AyMaTb O KNacCUYeCKoNn ranakro3eMmm?

Nocne Hayana MONOYHOIr O BCKapMNnMBaHWA MNOABNAIOTCH PBOTa, AMaPeEs, BANOCTb, N10OXOe COCaHWe, OTCYTCTBUE
I'Ipl/l6aBKl/I MacCChbl, XenTyXa, renatoMeranna, runornnkeMma nnm KpoBOTOUMNBOCTb. OcobeHHo onacHbl cencuc E. coli Yy
AOHOLLEeHHOro pe6eHKa M CodeTaHne XenTyxm c remopparm4yeCknMm CUHOPOMOM.

MoXHO nu xaaTb noaTBepXaeHna amarHo3a nepen OTMEHOM MOMOYHbIX I'IpOIZI,YKTOB?
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HeT. [Npx nogospeHun Ha A1 No KNMHUYECKUM AaHHbIM UK Pe3ynbTaTy CKPUHWHIE ANeTYy 6€3 ranakTo3bl U 1aKTo3bl
HauMHaOT HEMEeOIeHHO; NPW KpanHe BbICOKOW ranakTo3e MOIoYHbIE MPOAYKTbl OTMEHAIOT 6€3 OXMUAaHWA peTecTa 1im
noATsepxdatoLLen AnarHOCTUKM.

Kak noATBepPXAakoT ralakTo3eMunio Nnocne NoIoXUTenbHOro CKpMHMHI'a?

OnpepnenstoT akTBHOCTL TAJTT 1 NPOBOAAT MOMEKYNAPHO-reHeTu4Yeckoe nccrnenosaHve GALT, npy HopMansHOW
aKTMBHOCTU [AJTT 1 COXpaHAOLLENCH BbICOKOM ranakTo3e nccnenytot GALE n GALKT. AktusHocTb AT He cneayet
OLLeHMBaTb B Te4eHue 1 MecsLa Nocne nepennBaHna 3puTpoLMTapHOM Maccehl, a Nocne NepennBaHna BO3MOXHbI
NOXHOOTPULLATENbHbIE PE3YyNbTaThl B TEHYEHWE 4 MECALIEB.

Hy>xHa nv gueTa npu ranakrosemMun-flyapre?

OB6bIYHO HET: BapuaHT ranaktosemMuu-LyapTe, Kak npasuno, npoTekaeT 6€CCUMMTOMHO, M MOCNEAHUE KIIMHUYEeCKUe
peKoMeHAaLLM HE PEKOMEHAYIOT NeYeHMe Takmx NaumMeHToB. OrpaHnyeHne NakTo3bl MOXHO PaCCMOTPETb Npw
NpW3HaKax NopaxeHwus NeYeHn UM ypoBHe O6LUew ranakToasl Beile 20 Mr/an.

KakvacTo KOHTPONMpOBaTb NauneHTa nocne yCtaHoBNeHna auarHosa?

[anakTo3y B CbIBOPOTKE KOHTPOMPYIOT HE pexe OOHOrO pa3a B 3 MeCALLA Ha MEPBOM rofy XU3HW, 3aTeM He pexe
O[IHOrO pa3a B rofl NOXW3HEHHO. Buoxmmunyeckumn aHanma Kposu 1 Y3 opraHoB OPIOLLHOM NOMNOCTH, NOYEK U
HaAMOYEYHWMKOB BbINOMHAKT HE PeXe O4HOro pasa B rof; peHtreHoaeHcutomeTpuio npu ATl — nocne 5 net, no
nokasaHvaM He Yallle pa3a B Mo W He pexe pa3a B 5 ner.

BbIXn1MKa caenaHa no TeKCTy pekoMeHaauUmmn 1 He 3aMeHseT ero. MonHbI oduLManbHbI TEKCT, KabKyNATOPbI 1 COKpaLLéHHaa BepCusa:
https://lwkonaceyeHoBa.pd/cr/375-narusheniya-obmena-galaktozy-galaktozemiya. OpurumanbHbI UICTOUHKK: https://cr.minzdrav.gov.ru/
preview-cr/375_3
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