LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

HacneacrtBeHHas Tupo3nHemusa 1 Tuna

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumeHsaeTcsa» Ha 04.11.2026 - MKB-10:
E70.2- Coto3 neanaTpos Poccuu, Accoumaums MeONLMHCKUX FEHETUKOB

HacnepncTteeHHasa TMpo3nHemust 1 TUNa — pefkoe ayTOCOMHO-PELLECCMBHOE 3a60MeEBaHNE 13-3a NaTOr eHHbIX
BapuaHTOB reHa FAH, npu KOTOPOM TOKCUYHbIE METABONMTHLI TMPO3UMHA NMOPAaXaKOT NPEXAe BCEro NeYeHb 1
MoYeYHble KaHarbLLbl, @ TaKXe MOryT Bbl3blBaTb HEBPOIOrMYeckme Kpu3bl. PekoMeHaaLmsa nocesiieHa
pacrno3HaBaHWIO 3a601eBaHs, GBUOXMMUYECKOMY U FEHETUUYECKOMY NOATBEPXKAEHUIO, MOXMU3HEHHOW Tepanmm
HUTW3VHOHOM W AMETOM, MOHUTOPWHIY PUCKa renaToLLeNNONSPHOM KapLMHOMbI M MoKa3aHWsM K TpaHCMAaHTaLmm
neyeHu.

naBHOe

« OHT1cnenyeT oyMaThb Npw COMETaHUKM NOPaxeHUsa neveHu ¢ TyéynonaTnemn, runopochaTeMmyecknm paxmTom,
3aepXXKOW pocTa, rnornMkemMmen nnm nopeupUa-noaobHbIMY HEBPONOrMYECKUMU KPU3aMU; HACTOPaXMBaOT
Takxe CeMenHble Crnyyan paHHen 4eTCKOW CMePTU U BrIM3KOPOACTBEHHbI Bpak.

OcTpasa popMa 06bIYHO HaUMHAETCA B NepBble 2-3 MECALLA XM3HN THXENOW NeYeHOYHON HeJOCTaTOYHOCThIO,
renaTocnieHoMeranuen, rMnokoarynsaumen U runornmkeMuen; XpoHudeckas Jyalle MaHndbecTmpyeT nocne roaa,
HepenKo B 3-4 rofia, C NporpeccupyoLLmnmM nopaxeHeM neyeHu 1 noYeyHbIX KaHanbLes.

MaToOrHOMOHWYHbIV TaboPaTOPHbIV NMPU3HAK — BbICOKUM CYKLMHUIALLETOH B MOYe U Na3me; MaTepuan Hy>HO
B3ATb [0 MHPY3UIA, MNa3Mbl, KOMMOHEHTOB KPOBM 1 AETOKCHKALIMM.

JleyeHne QOMKHO BbITb HenpepbIBHbIM N NOXNU3HEHHbIM: HUTU3WHOH NPUMEHAIOT BMECTE C OrpaHnyeHnem
TUPO3NHa n deHnnanaHnHa un Cl'leLl.l/Ia}'Il/l3l/|pOBaHHOl;l aMUHOKMCNIOTHOW CMECHIO.

Haxe Ha POoHe NeyeHns CoxpaHaeTCs pUck renaToLenNoNspHON KapLIMHOMbI, MO3TOMY HEOBXOAMM MOXU3HEHHbIV
KOHTpOnb A®I 1 BU3yanu3aums neYeHn; Npyu NOA03PEHNN Ha renaToLLENMONSPHYIO KapPLIMHOMY NPOBOAST
yrny6neHHyto B13yanmsaLmio.

Mpw ycTaHoBNeHHOW HT1 HyXeH MynbTUANCLMNIMHAPHbLIY MapLLIPYT C y4aCTUEM MeHETVKa, FraCTPO3HTEPOIIOra,
Hedponora, AeTosnora, HeBposora, 0PTanbMosora, Kapamonora, opTonena v TPaHCMNaHTONOra Mo NOKa3aHUAM.

OunarHocTuka

1.

CobepuTe CEMENHbIN 1 KIMHUYECKUI aHaMHES: paHHUE CMepTU Y CMOCOB, 6/1IM3KOPOACTBEHHbIN Bpak, pBOTa U
CpbIrMBaHKA, Nnoxas npubaska Macchl, KPOBOTEUEHWS, renaToCnNeHOMEeranus, rMnornukeMus, Aedopmaimm
KOHEYHOCTEN U CreLmndUUEeCKUmn «kamnyCTHbIN» 3anax.

2.TpoBeaunTe NoMHbIY OCMOTP C OLLEHKOW NEeYeHn 1 Cene3eHku, NPU3HaKoB NeYeHOYHON HEAOCTaTOYHOCTH, acLIMTa,

KPOBOTEUEHMSI, OTEKOB, PaXMUTOMNMOAOGHbIX AeGOPMALMNA, FMNEPECTE3NN U HEBPONOrMUYECKMX CUMITOMOB.

3. [o Hayana MH@Y3NOHHOM 1 AETOKCUKALMOHHOW Tepanum onpenenuTe aMMHOKUCIIOTbI, aLMIKapHUTUHDI 1

CYKUMHWMALLETOH MeTOA0OM TaHAEMHOW MacC-CnekTPOMETPUM; BbICOKWI CYKLIMHMMNALLETOH B MOYe UK KPOBM
noareepxgaet nogospenHve Ha HT1L. YYPC, YO 5.

4. Onpegenute ADT n nccnenynte reH FAH; HopMmanbHbin AP aenaeT anarHo3 HT1 COMHUTENbHbBIM, a MONeKynspHoe

nccnegoBaHve nogTeBepxaaeT 3abonesaHne. [ing oboux nccnegosanuii: YYP C, YOO 5.

5. OueHnTE THAXECTb MOPaXeHNs NeYeHn, NoYeK 1 CBepThIBaHUA: 06U M BUOXMMUYECKNIN aHann3bl KPOBK, OBLLNI

aHanuM3 Mo4u, AMEeKTPOUTbI, KanbLmi, Gochop, KpeaTuHWH, TpaHcaMmnHa3sbl, [T T, BunnpybuH, ans6yMuH u
Koarynorpamma. Ang aTnux uccnefoBaHui B pekoMeHaaumm ykasansl YYPC YOO 5.

6. BoinonHuTte Y3W 6ptoLLiHOM NOMOCTU M NMOYEK; MPW y3rax B NedYeHn NpeanovTMTernbHa JarnbHenias Bu3yanm3aums

MPT € BHYTPMBEHHbIM KOHTPACTMPOBaHWEM. OracTorpadus OLLEeHMBaET CTeNeHb GpMbPO3a, a peHTreHorpadus
KMUCTEN 1 AEHCUTOMETPUA — NOCNeACTBUA TyBynonaTum n runodochatemmm.

7. ﬂpOBOﬂMTe umq)q)epeHLLmaanwo OVMarHOCTuUKy C ranakTo3emMmen, HapyLweHNAMKN OKNCNEHNA XXNPHbBIX KUCIOT,

B60Ne3HAMM LMKa MOYEBUHbI, MUTOXOHAPWAIbHLIMW FrenaTonaTuamMm, 6onesHbI0 BUnbCoHa, LMCTUHO30M,
CUHOPOMOM PaHKOHW U TUPO3nHeMusaMU |I-IIl Tnos.
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INeueHue

» HasHauanTe HUTU3MHOH NOXN3HEHHO 1 6e3 NnepepblBOB. [py HT1A HauanbHaa [o3a COCTaBNSET 2 MI/Kr/cyT C
nocrnenyoLWwmM CHxXeHreM 0o 1 Mr/kr/cyT; npu HT1B HavanbHasa go3a — 1-1,5 Mr/kr/cyT, 06bl4HO B 1-2 nprema
BHYTPb. [103y KOPPEKTMPYIOT MO CYKLMHNIBLLETOHY, TMPO3MHY U KNMHWMKO-NabopaTopHON AnHaMUKE. YPOBEHb
ybeautenbHoCTH pekomeHaaumn C, YO 5.

MKMonb/n. PekoMmeHayemas koHLeHTpaums NTBC B nna3me B TekcTe pekoMmeHgaumm — 30-50 MkMorb.

6e3 3TUX aMUHOKMUCNOT. |_|pl/l Tepanmm HUTU3NHOHOM Y neten nepBOro roga Xmn3Hu I'IOTpe6HOCTb B 6enke

COCTaBnseT okono 2,2-2,3 r/kricyT, n3 Hux 50-60% nokpblBaeT cneLmnanm3mpoBaHHas CMeCh; nocne roga obLmm

6enok paccunTbiBatoT He 6onee 1,5-1,8 r/kr/cyT.

Mpv NOpHUPUS-NOAOGHOM HEBPOMOTMUYECKOM KPU3Ee CPOYHO BBEANTE HATU3UMHOH BHYTPb UMK Yepes

Ha3o0racTparsbHbIt 30HA, KOPPEKTUPYNTE SMNEKTPONNUTLI, TMNEPTEH3NIO M 601b, MPKY HEOBXOANMOCTH 0becneybTe

pecnupaTopHyto noaaepxky. BoamMoxHo BeegeHne 10% aekctposbl 1 0,9% HaTpua xnopuaa B fo3ax 1,5-2
HOPManbHOW NOAAEPXMBAIOLLEN NOTPEOBHOCTU; FEMUH MOXET NPUMEHATHCA MO 3 MIT/KI B TeueHne 3 aHen. [ng
netckov nonynaumn YYP C, YOO 5.

[veTy c orpaHnyeHnemM beHnnanaHuHa 1 TMpo3uHa Npu Kpu3e HaumHatoT B TeueHne 24-48 4yacoB OT Havana
nevyeHus. benkosble Npenaparbl, BKNOYad aMUHOKUCIOTHbIE MpenapaThl M renaTonpoTEeKTOPbLI Ha OCHOBE
afeMEeTUOHWHA UMM OPHUTUHA, HE MPUMEHSAIOT ANA NPeaoTBPaLleHNs 06pa30BaHNA TOKCUYHBIX METAbONNTOB.

He npuMeHsiiTe napaLeTamMon, aMOKCULLMANMH/KNaBynaHaT, AMa3enam, BanbnpoeByto KUCNOTY v Apyrue
npenaparTbl C BbIpaXeHHOM renaToTOKCUYHOCTbHO.

Mpw cuHapome ®aHKOHM M BUTaMUH-D-pe3ncTeHTHOM paxuTe K NTBC 006aBnsAOT akTUBHbIE METABOTNTHI

BUTaMmHa D, npenapaTbl KanbLya 1 ABYOCHOBHbIE POChaThI; HE0b6XoaMMOCTb 1 KOPPEKLUIO NNeHeHNA OLLeHNBaKOT

no KLLC, anekTponutam n nokasaTtensam TybynonaTmm.

TpaHcrnnaHTaums nedenHn HyxxHa npw LK, ovarosbix 06pa3oBaHnAX C MOBTOPHbIM pOoCTOM APl Ha poHe
HUTU3MHOHA, OTCYTCTBUK addekTa NTBC C coxpaHAtoLeNcs rmnokoarynsaumen, a Takxe npu
[EeKOMMEHCUPOBaHHOM LMPPO3E C acLMTOM, SHL.edanonatuen, rmnepammoHemMmen nnm 3aBMCcMMOCTbIO OT
NHPY3UM anbbyMuHa.

Korpa HanpaBuTb M Kak HaénopaTb

« FfocnuTanManpynTe Ons AnarHOCTMKM U NeYeHus), eCnm Heo6X0aMMbI ANMTENbHOE HabNtoAeHUE U MOHUTOPUHI
KTMHWKO-NabopaTopHbIX MOKa3aTenem, MHTEHCUBHAS Tepanusl, MOAroTOBKa K TPaHCHaHTaLmm unv cama
TpaHCnNaHTaLmMs NeYeHu.

« [py Npu3HaKax NPUBGIMXaloLLEerocst HEBPOMOrMYECKOro Kpn3a rocnnTann3aLums Hy>Ha Ang noCTOAHHOro
HabNOeHNS 3a AblxaTenbHOM QYHKLMEN B OCTPOM das3e.

+ [Npv OCTPOI NEYEHOUHOI HEJOCTaTOYHOCTU TPAHCMNAHTALMIO MEeYeH MPOBOAAT NPU YCNOBUM, €CIN NPOoduIb
Koarynaumm He ynydiuaetcs yepes 1 Hefento neveHus.

« [Tpn MoJO3pUTENbHbBIX Y3MaX NevYeH, MOBTOPHOM MnoBbiweHnn A®M nnn anarHocTrposaHHon MUK HanpasbTe
naumneHTa Ha yrnybeHHyo BU3yanm3aLmio 1 KOHCY IbTaLMIo OHKOMora.

YacTble BOonpochl
Kakon aHanun3 Hanb6onee cneunduueH ana HT1?

Bbicokuit CyKLIMHWMALETOH B MOYe 1 Mra3me Kposu. MaTepuan Heo6XOAMMO NOMYyUYnUTb A0 UHPY3NOHHOW Tepanuu,
nepenuBaHnsa Nnasmbl U AETOKCUMKALLMN.

MOXHO NN OTMEHSATb HUTU3UHOH NOCne HOpManu3aLuum COCTOSHUA?

HeT. Tepanus HUTU3MHOHOM [OXHa BbITb HEMPEPbLIBHOM U NMOXM3HEHHOW: MepepbiBbl MOTYT BbI3BaTb
TUPO3MHEMUYECKME U NOPDUPUA-MOA0OHBIE HEBPOIOTMYECKME KPU3bl M MOBBILLAIOT PUCK MaNUrHU3aLmMm.

3auem HY>XHa AneTa, eCnin naumeHT nony4vyaeT HUTU3UHOH?
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103y HUTVU3NHOHA YBENNUMBAIOT A0 2 MI/KI/CyT NP OTCYTCTBUM MONOXMUTENLHOM AVHAMUKM KOarynorpammbl 1
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HUTW3MHOH NOBbILLIAET YPOBEHL TUPO3MHA, MO3TOMY TPEBYETCS NOXM3HEHHOE OrpaHUYeHWe HaTypanbHOro 6enka,
TUPO3MHa 1 PeHmnanaHHa c KOMNeHcaLmen cneLmanm3npoBaHHON aMMHOKUCIOTHOW CMECHIO 6e3 aTUX
aMMHOKMCNOT.

Kak yacTto koHTponupoBaTb ADI 1 neyeHb?

AQ[T onpenenaoT B Havane Tepanuu, 3aTeM eXXemMecsyHo nepsable 6 MecAueB 1 fdanee kaxasle 6 mecdues. Y3
OpraHoB BPIOLWHON NOMOCTM M NOYEK NPOBOAAT He pexe 1 pa3a B rof; KT v MPT opraHOB 6ptoLLHOM MOMOCTH C
MPXII™ noka3aHbl Mpy Havane Tepanuu 1 fdanee 1 pa3 B rof.

Hy>HO Ny BbINONHATbL GUONCUIO y3na nevyeHn ansa noaresepxaeHuns MNuK?

Y OeTen C LMPPO30M U BbICOKOM BEPOATHOCTbLIO [LIK B1MonCcuio neyeHmn He pekoMeHAYIoT M3-3a pUcKa reMaToreHHON
amccemMmrHaumm onyxoneBsbiX KNeToK. s oueHKM y3n10B Ucnonb3ytoT MPT nnn KT ¢ KOHTpacTUpOoBaHUEM U AMHaMUKY
A®rT.

BbIXmMKa caenaHa no TeKCTY pekoMeHAaLmMmn U He 3aMeHsieT ero. MonHbI oPULManbHbIi TEKCT, KanbKyNAaTOPbl 1 COKPaLLEHHasa BEpCHs:
https://iukonaceyeHoBa.pd/cr/409-nasledstvennaya-tirozinemiya-1-tipa. OpuumanbHbIn MCTOYHKK: https://cr.minzdrav.gov.ru/preview-cr/
409_3
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