LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Apyruve HapyleHusa HakonneHusa nunuaos (JeduunT NM30COMHOM
KWUCMOM N1nasbli)

KnuHuyeckune pekomeHdaumnm MmHsapasa Poccuu - B3pocnble, AeTu - pegakuma 2026 r., ctaTyc «[pumeHaeTtcs» Ha 04.11.2026 - MKB-10:
E75.5 - Coto3 negnatpos Poccun, Poccunckasn MacTpoaHTeponormnyeckas Accoumanms, Accoumaumsa MeanUMHCKUX FreHETUKOB

HedunumT nn3ocomHom kucnoi nnnassel (1K) - peakoe HacneaCcTBeHHOE 3a60neBaHue, Npyu KOTOPOM
OTCYTCTBYET GEPMEHT, pacLLENAOLLMN XONeCTEPUHOBBIE 3OUPLI U TPUrNULLEPUABLL. OTO NPUBOOUT K UX
HaKOMMEHWIO B NeYeHW, Cene3éHke 1 Apyrux opraHax. PekoMeHaaums oxBaTbiBaET ANArHOCTMKY ABYX GOPM
(MHbaHTUNBbHOM — 60M1e3HM BonbMaHa v nosaHen — BH3X) 1 neyeHune npenapaTtoM cebenvnasa anboda.

naBHoOe

- 3onoTtomn CTaHOapT AMarHOCTUKKM — onpepeneHne aktTMBHOCTH NIM30COMHOM KMCOW NMNasbl B CyXnX nATHax KpoBW.
|_|pl/l PEe3KOM CHMXEHWN aKTUBHOCTU MarHOo3 NoATBEPXAAETCA MONEKYNAPHO-TreHEeTUYECKUM aHalmlM30M reHa LIPA.

+ [1Be hopMbl: MHPaHTWNbHas (6one3Hb BonbMaHa) MaHudecTupyeT B 0-3 MecsiLia v neTarbHa K 6 Mecalam 6e3
neveHust; BHGX HaunHaeTcs nocne 6 MecsLeB, TeUeHne bonee MeneHHoe.

+ OCHOBHOE neveHre — bepMeHTHaa 3aMecTUTeNbHasa Tepanusa npenapaToM cebenunasa anbda (1 Mr/kr
BHYTPVBEHHO: exeHenenbHO MNaaeHLaMm, OAVH pas B ABe Hedenv AeTam v B3pocrbiM). YYP B YOO 2.

+ O6s13aTeNbHa HU3KOXMPOBAs ANeTa C OrpaHNUYEHNEM XUBOTHbIX XMPOB; NP MHDaHTUIbHON dopMe —
CneLmann3npoBaHHbIe CMECH CO CPeaHELLENOYEYHBIMW TPUIMLEPUAAMM.

. Tpe6yeTc;| MynbTUANCUMNNIIMHAPHOE BeieHNE: raCTpoaHTeponor/neuman, reHeTuK, AneTonor, Kapanonaor,
HeBponor; npy Haano4Ye4YHMKOBbIX UAMEHEHNAX — SHAOKPWHONOT.

« Mepen vHdy3ren cebenunasbl anbda nokasaHa npemMeankKaLma aHTUrucTaMmMHHbIMU NpenapaTtamu u/vnv HIBMM
ANna NpoduNakTUKn runepyyscTeuTenbHocTU. YYP C YO 4.

« [pn BH3X ¢ coxpaHstoLLencs runepxonectepuHemMmen Ha oHe GepMeHTHOM Tepanuu Ha3HadvatoT 33eTumm6 10
mr/cyT. YYPCYOOS.

OnarHocTuka
1. MoapobHbIM cbop aHaMHE3a U XKanob: OTAMOLLEHHBIN CEMENHBIM aHaMHES, 3a[lepXKa Pa3BUTUSA, CNaboCTb,
renatoMeranus, onapes, XenTywHoCTb, acuuT. YYP C YOO 5.

2. PusmkanbHoe obcrnenosaHue: Ana BonbMmaHa — renatoMeranus, CrnieHoMeranus, rMnoTpodus, NprsHaku
NeYéHOYHOWM HeJOCTaTOUHOCTH; Ana BH3X — yBenuueHne nederHu 1 cenesénku. YYP C YOO 5.

3. OnpeneneHne akTMBHOCTU NIM30COMHOW KUCIOW NMMasbl B CyXMX MATHaX KPOBM Uu nenkoumnTax. YYP B YO 3. Mpwu
HW3KOWM aKTUBHOCTWN — MOMEKYNAPHO-reHeTn4Yeckoe nccnenosaxve LIPA. YYPC YOO 5.

4. OBLWMIM aHann3 KPOBW pa3BEPHYThIN: BbIABNEHWE aHEMUU, NENKONEHUN, TpoMboumToneHun. YYP C YOO 5.
Broxmnmms: akTUBHOCTb TpaHcamuHas (AT, ACT), 6unupy6uH, xonectepuH, NMHM, Tpuranuepuabl, GeppuTmH,
XupopacTeopuMble BUTaMuHbL. YYP C YOO 5.

5. Y31 opraHoB 6pioLLHOM MOMOCTM 1 3aBPIOLLMHHOMO MPOCTPAHCTBa (BKIOYast HAANOUEYUHMKM), AyMneKCHoe
CKaHWPOBaHWe COCYyO0B NeYeHn n cenesénkn. YYPC YOO 5.

6. Koarynorpamma (npoTpom6rHosoe Bpems, MHO, AYTB, GUEPUHOreH) Ans OLEHKM CUHTETUYECKON QYHKLMM
neyeHu 1 pucka kposoTtedeHus. YYP C YOO 5.

7. Mpn BH3X: 3KT, axokapamorpadusa Ang OLEHKN aTepOoCKIEPOTUYECKUX M3MEHEHWIA; Aonnneporpadua cocynos
weu (TOoMLMHa KOMMIIeKCa MHTUMa-Meama, CTeHoavposaHue). YYP C YOO 5.

INNeueHue

« Cebenunasa anbda BHyTPMBEHHO: 103a 1 Mr/kr (06b&M MHbY3MK 0T 10 00 250 M B 3aBUCUMMOCTM OT BeCa),
exeHeenbHo nNpu MHGaHTUNbHOM GopmMe, OAnH pa3 B ABe Hedenu npu BHOX. MNepsbie 3 MecsLa — B yCnoBuax
CTalMWoHapa, danee — OHeBHOW CTaumoHap nunv ambynatopHo. YYPBYOO 2.

« [peMeamKaums aHTUrMCTaMUHHBIMU NpenapaTamy CUCTEMHOro AencTteus u/vunu HIMBIM neped nHpysuen. Mpu
Pa3BUTUM annepruyecknx peakLmMm — NpekpaTmTb MHPY3MIO M MPOBECTU COOTBETCTBYIOLWEee neveHre. YYP C YO 4.
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+ HuskoxmpoBas aveTa: npy BorbMaHa — aneMeHTHas CMeCb, 4 r/Kr/aeHb 6enka cBO60aHbIMY aMUHOKUCIOTaMK,
cpenHeLenoyeyHble Tpurnuuepuasl 0o 1Mn/kr; npn BHOX — orpaHuyeHue xupa o 30 % aHepronoTpebneHuns,
xonectepuHa no 300 Mr/cyT.

» ButaMuHHasa noanepxka (A, D, E,K) BCBA3M C HapyLleHneM KuLeyHoro BcacoiBaHnd. YYP C YOO 5.

» Mpv BonbMaHa ¢ Haano4Ye4YHNMKOBOW HELOCTATOYHOCTBIO — 3aMEeCTUTENbHaA Tepanus roKOKOPTUKOMAAMM 1/Un
MWHepanokopTukondamu. YYP C YOO 5.

« [pn BH3X ¢ coxpaHsioLwencs runepxonectepmHeMmnent HeCMOTPSA Ha GEPMEHTHYIO Tepanuio — 006aBUTb
33eTuMn6 10 Mri/cyT. YYP C YOO 5.

+ MOHUTOPWHI DYHKLWK NeYeHn (exemecsuHo npy BonbMaHa, kaxable 3-6 mecaues npu BHOX): AT, ACT,
BUNNPYBUH, MPOKOAaryNAHTbI, anbByMUH, XMPOPaCTBOPUMbIE BUTAMMUHbI.

- Memxonormnyeckas nogaepxKka naluMeHTa u CeMbM; KOHCYNbTaLMS MeONULLMHCKOrO NCUX0nora nepsruyHas 1
nosTopHble. YYP C YOO 4.

Korpa HanpaBuTb U Kak Ha6noaaTb

- focnuTanu3aums npu nepBoM AMarHOCTUPOBaHWK ANA NOTHOMO 06CNef0BaHNS, YCTaHOBKN BEHO3HOMO AOCTYMNa
(kaTeTep unm NopT-cMcTeMa) U Hadana MHGY3MOHHON Tepanmu.

« OKCTpeHHasi rocnuTanu3aLms Npy oOCTPLIX OCMOXHEHWAX NeYeHOYHON HEAOCTaTOUHOCTH, XU3HEYrPOXAIOLLIMX
annepruyeckmnx peakumsax Ha cebenunasy anbda, OCTPOM yXydLEHWUN COCTOSHMS.

+ B30¢aroracTpoayoeHOCKONUs Npu Npu3Hakax nopTanbHON rtMNepTeH3MM N BapUKO3HOM PacLLUMPEeHUM BEH
nuwesoda. YYPC YOO 5.

+ KoHcynbTauws kapavonora B BH3X Ans oLLeHKM CoCyancToro pucka u npodunakTnkm atepockneposa (exeroaHo
unu kaxasle 1-2 rona). YYP C vOA 5.

« PaccMoTpeHre TpaHcnnaHTaLum neyYeHu npy AeKOMMNeHCUPOBaHHOM LMPPO3E U HeaPPEKTUBHOCTN GEPMEHTHON
Tepanun. YYPC YOO 5.

YacTtbie BOMNPOChHI

B uém pasnunumne Mexnay 6onesHbio BonbMaHa n BHOX?

BonesHb BonbMaHa (MHbaHTUbHas hopma) NPOosiBASETCS B NepBble 3 MeCsLLA XU3HW 1 63 eYeHrs MpuBoamT K
CMepTU 40 6 MecALEeB 13-3a 6bICTPOro NPOrpecCpoBaHnA NEYEHOUHOM HEAOCTATOUYHOCTU. BHOX HaunHaeTcsa nocne
6 MecALEeB (06bIUHO B 2-5 NET UM NO3XE) 1 XapakTepusyeTcs 6oMee MefneHHbIM NporpeccupoBaHneM. Mpwm
BonbMaHa 4acTo BCTpeyvaeTcs KanbLUmbukKaLma HaanoueyHnkos, npy BHOX — npexaeBpeMeHHbI aTepocknepos.

Kak TouHo noaTBepanTb AnarHos AJIK/1?

BbinonHAOT onpeaeneHne akTMBHOCTM MTM30COMHOW KUCMOW NMasbl B CyXMX MATHAX KPOBW — 3TO 30/10TOW CTaHAapT.
[Mpy 3HAUMTENBHOM CHUXEHWM aKTMBHOCTU MPOBOAAT MOMEKYNAPHO-TrEHETUYECKOE nccnefosaHue reHa LIPA onqa
BbIIBNEHWA ABYX NaTOrEHHbIX BAPUAHTOB (B FOMO3UIOTHOM MM KOMMayHA-reTepo3mMroTHOM COCTOSIHMM) . TOMbKO
KOMBUHALMS HNU3KOM aKTUBHOCTU GepMeHTa 1 ABYX MyTaL Wi MOATBEPXAAET AMarHO3.

YTo Takoe cebenunasa anbda n Kak YacTo eé BBOAAT?

Cebenuna3sa anbda — 3T0 PEKOMOUHAHTHbBIN GEePMEHT TM30COMHas KMcnas nmnasa, reHHOo-UHXEHEPHOro
NPONCXOXAeHWs. BBOOUTCA BHYTPUBEHHO B [O3€ 1 MIT/KI: eXeHeaeNbHO Npu MHPaHTUIbHOW GopMe, OOMH pa3 B ABe
Henenu npv BHOX. 3T0 3aMecTuTeNnbHaa Tepanus, BOCNONHAOLWaA AednumnT pepmeHTa. MNepsble Tpu MecsLa
MHY3MM NPOBOAAT B YCNOBUAX CTaLMOHapa.

fiBnaeTcsa nu cebenunasa anbda neyeHmeM «4o KOHLLA» UM NOXU3HEHHOW Tepanuen?
Tepanus NoXM3HEHHas, NOCKOMbKY BBEAEHHbLIN GEPMEHT NMEET OrPaHNYEHHbIM CPOK AENCTBUA 1 ero HeJOCTaTOK

HEO6X0AMMO NOCTOSIHHO BOCMOMHATL. OfHAKO NMPU CBOEBPEMEHHOM HaJarne NneyeHns 3HaunTenbHo ynyJlaeTcs
MPOrHO3, KAYEeCTBO XM3HW, MPe0TBPaLLAeTCs Pa3BUTME LLUPPO3a NEYEHH.

Kakne ocnoxHeHus cnepgyeT npeaycMoTpeTb Npu BeaeHuu naumenTa ¢ AJ1K1?

Mpwv BonbMaHa: neyeHouHas HeJOCTaTOYHOCTb, LMPPO3, Karnbuubukaums HaanodeyH1MKoB, Manbadbcopbums. Mpu
BHOX: prbp0o3 1 LMppO3 neyveHun, nopTanbHas rmnepTeH3us, paHHUIM aTEPOCKNEepPO3 C PUCKOM MHCYNbTa U MHPaPKTa,
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aHeMus 1 TPOMBOLUMTONEHNS U3-3a runepcnneHn3ma. Okono 50 % naupeHTos ¢ BHOX B TeueHne 3 neT pa3smBaloT
LLMPPO3 UMK HYXAAI0TCA B TPAHCMNaHTaLUM NeYeHu.

BbIXu1MKa caenaHa no TeKCTy pekoMeHOaLmMmn 1 He 3aMeHseT ero. MonHbI opULManbHbIA TEKCT, KabKyNATOPbI 1 COKPaLLEHHaa BEpCHa:
https://wkonaceyeHoBa.pd/cr/354-drugie-narusheniya-nakopleniya-lipidov-deficit-lizosomoj-kisloj-lipazy. OdurumanbHbIi ICTOUHMK:
https://cr.minzdrav.gov.ru/preview-cr/354_3
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