LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Apyrue couHronunmuposbl (6onesHb HUMaHHa-Muka Tuna A, B, A/B)

KnuHuueckune pekomeHdaumn MiHsapasa Poccuu - B3pocnble, AeTu - pefdakums 2026 r., ctaTyc «[pumeHseTcs» Ha 04.11.2026 - MKB-10:
E75.2 - Coto3 neamaTtpos Poccuu, Accoumaumsa MeanUMHCKNX FreHETUKOB

BonesHb HuMaHHa—Tnka TmnoB A, B v A/B — ynbTpapeakoe ayTOCOMHO-PELLeCCUBHOE 3aboneBaHue U3 rpynmb
NIM30COMHbIX 6O1E3HEN HAaKOMMIEHWS, BbI3BaHHOE AEPULIUTOM KMCNOW COUHIOMUENNHESbI M HAKOMNEHWEM
COUHroMmnenmHa. PekoMeHaumst onucblBaeT pacrno3HaBaHve 1 NOATBEPXAEHWE AnarHo3a, MyNbTUCUCTEMHbIN
MOHUTOPUWHI 1 GEPMEHTHYIO 3aMECTUTENbHYIO TEPaNnmMI0 HEHEBPOTIOrMYECKMX MPOABIEHWI Npn TUNax B n A/B.

naBHOe

« BrannenbHble natoreHHble BapuaHTel SMPD1 CHUXatoT aKTUBHOCTb KMCMOW COUHIOMUENNHASbI; COUHTOMUENNH
HakanMBaeTCHd NPeMMyLLECTBEHHO B NeYeHW, Cene3éHke, Nerknx, KOCTHOM MO3re 1 Apyrmux TKaHSAX.

Tun A — nHPaHTUNbHaA HerpoBUCLepanbHas GopMa C paHHeN renaTocnneHoMeranuen, 3agepXxKon
nocnenyoLen yTpaTon MCUXOMOTOPHbIX HABbLIKOB; TN B — NpenMyLLecTBEHHO BUCLLepanbHas ¢opmMa C
OTCYTCTBMEM WU MUHUMAaTbHBLIM NopaxeHneM LIHC; Tun A/B codeTaeT BUcLLeparbHble U 6o1ee No3aHue, 06bIYHO
MeHee TAXErble HEBPOIOrnyeckue NposBieHns.

K npusHakam, Tpebytowmm obcnenoBaHms Ha 60ne3Hb HuMaHHa—I1Ka, OTHOCATCS renaTocneHoMeranms,
3afepxKa Unn yTpaTta pasBuTUS, YacTble peCnMpaTOPHbIE MHPEKUMM, OAbILIKA, MOBTOPHbLIE KPOBOTEUYEHNS U
WHTEPCTULMANbHOE NOPaXeHNEe NErKUX.

[rarHo3 noaTBepXaatoT COMeTaHNEM CHUXEHHOW aKTUBHOCTU KMCNOW COUHMOMUENMHASbI B CYXUX MATHAX KPOBU
NN NENKOLIMTaX 1 BbISIBNEHWEM BrannenbHbiX NaToreHHbIX BapnaHToB SMPD1 npu Hannumm KIMMHUYECKMX
NPOSABNEHNI.

Onunynasy anbda Ha3Ha4valoT NOXUIHEHHO NauneHTaM C NoATBEPXAEHHBIM TUMOM B nnu A/B npu knnHWyecku
3HaYMMBbIX HEHEBPOIOrMYECKUX NPOSBNEHNSAX; MPU TUMNe A NpenapaT He NokasaH 13-3a OTCYTCTBUS BIUSAHWA Ha
CHMMTOMbI CO CTOPOHBI LIHC.

Ha6ntoaeHve foMmKHO 6bITb MyNbTUAUCUMNITMHAPHbBIM: OLLEHUBAKOT KPOBETBOPEHWE, OYHKLLMIO NEYEHU, NUMUAHBIA
Npodub, 06bEM NEeYEHU 1 CENE3EHKN, NErKUE, KOCTHYIO TKaHb, CEPALLE U MPW NMOKa3aHUSIX MopTasibHYO
rMNepTEH3MIO.

Mpu TUNe A NPOrHO3 HebNaronpPUATHLIN: NeTanbHbIM UCXO4 HACTYMNaeT B BO3pacTe TPEX-YETLIPEX NET, HEPEaKO Ha
NnepBOM MOAY XW3HW; Ha3HaYeHWe NaToreHeTUYeCcKon Tepanum Ha paHHKX CTaamsx 3abonesaHusa onpenenseT
6naronpuaATHbLIM NPOrHO3 1 yyYLLaeT KauYeCTBO XU3HW AeTen ¢ BHI.

OunarHocTuka

1. 3anono3puThb 3a6oneBaHne Npy renaTocrneHoMeranumn, 3agepxke Unu yTpaTte NCUXOMOTOPHbIX HABLIKOB,
cnaboCTV UNM NOBbILLIEHHOM YTOMISIEMOCTU, YaCTbIX PECMNMPATOPHBIX MHDEKLLMSX, MOBTOPHBIX KDOBOTEYEHUSX,
ofblLLKe, a TakXe NPy OTArOLWEHHOM CEMENHOM aHaMHe3e UV NPeLIEeCTBYHOLWEN CMNEH3KTOMUM.

2. Mpu OCMOTpPE N3MEPUTb POCT, Maccy 1 TeMnepaTypy, OLLeHUTb KOCTHO-CYCTaBHYIO CUCTEMY, MPU3HaKK
remMopparmyeckoro CUHAPOMa, pa3Mepbl NEYEHU 1 CeNe3EHKNU, HEBPOMOrMYECKUIA 1 AbIXaTeNbHbIN CTaTyC; UCKaTb
MaKySPHYIO AereHepaumio Mo TUMY «BUWHEBOW KOCTOUKM.

3. OnpenennTb akTUBHOCTb KUCIOW COUHIOMUENMHAE3bI B MATHAX BbICYLLEHHOW KPOBW UMW NTENKOLMTAaX
nepvdeprueckon KpoBM y MaLMeHTOB C KHuYeckumm npossnerHnammn (YYP C, YOO 5).

4. TpoBeCTU TapreTHOE U/1n BbICOKONPOW3BOANTENBHOE CEKBEHMPOBaHWE AN MOWCKa B1annenbHbIX NaToreHHbIX
BapraHToB SMPD1 1 yTOUHEHWS TUMNa 3a601eBaHNA; Pe3yNbTaTbl MHTEPNPeTMpYeT Bpad-reHeTuk (YYP C, YOO 5).

5. Onpepenutb Lyso-SM fo Hayana nederus; Lyso-SM 1 Lyso-SM509 MoryT nCnonb30BaThCH Kak TECTbI NepBOM
JIHUW NN BMECTE C OrnpefeneHemM akTMBHOCTU GepMeHTa (YYPC,YOO5).

6. BbIMONHUTL PasBépHYThI OBLLMI aHaNN3 KPOBK, BUOXMMUIO C MEYEHOUHBIMKU MOKa3aTeNAMu, BUNNPYBUHOM,
anbbyMWHOM M NUNMUAHBIM NPOPUIEM; NMPU LIMPPO3e C NeYEHOUHOW HEJOCTaTOYHOCTLIO — KOarynorpammy u
uccnenosaHue yposHsa ammuaka (YYP C, YOO 4-5).

7. Anga oueHkn opraHos nposecty Y3W n/vnn MPT 6ploLliHOM MONOCTU, peHTreHorpapuio nérknx nnu KT opraHos
rPyaHOW NOMOCTH, a Takxe nccnenoBaHve GyHKLMY BHELHErO AbIXaHus.
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8. B anddepeHLumanbHbii MOMUCK BKMOUNTL 6one3Hb [olle, AeduumT MM30COMHOM KMCNOoM Nnasbl, 6onesHb HuMaHHa
—[nka Tna C, Mykononmcaxapunaosbl, OHKONOrM4yeckne 1 nepBuYHbIe 3ab60NeBaHns NeyYeHn, MyKoBUCLMOO03,
capkonaos v apyrue 3abonesaHns ¢ renaTocnieHoMeranven nnv MHTePCTULMansHBIM NOpPaXeHeM NErkmX.

NeueHue

« HasHauaTb onuvnynasy anbda NoX13HeHHO NPy NoATBEPXAEHHOM AePULMTE KUCNOM COUHIOMUENHa3bl Tuna B
1N A/B v KTIMHWYECKM 3HaYMMbIX NposineHnsx BHe LHC (YYP B, YO 2). MpenapaT BBOAAT BHYTPMBEHHO 1 pa3 B 2
Hefenu € No3TanHbIM NOBbILLEHVEM [03bI.

HauanbHas nosa onvnyaasbl anbda coctasnsgeT 0,1 Mr/kry B3pochbix 1 0,03 Mr/kry aeTemn; nogaepxmsaiolwas o3a
— 3 Mr/kr kaxable 2 Hegenu. Mpu UMT <30 pacuy&T BeayT No GakTnyeckon Macce tena, npn UMT 6onee 30 — no
onTMManbHom Macce.

Mpu T1ne A onunydasy anbda He Ha3HaYaloT A8 NIEYEHNS HEBPOMOrMYECKMX MPOSBIEHWUI: MpenapaT He MPoXoanT
yepes remMaTosHLedannueckun bapbep 1 He BNMSET Ha CUMNTOMbI CO CTOPOHbI LIHC.

[1o neyeHns 1 Ha 3Tanax NoBbILWEHWA 003bl KOHTPONMPoBaTh ATTAT n ACAT. Ecnu nepef nHdy3une TpaHCaMmnHasbl
BblLLE NCXOOHbIX 3HaYEHWIM M Bonee Yem B 2 pa3a NPEBLILLAIOT BEPXHIOK MPaHuLLy HOPMbI, 403y MOXHO MOBTOPUTL
NN YMEHbLLNTL NGO BPEMEHHO NPEKPaTUTbL NIeUeHme.

CrNeHaKTOMMIO He NMPOBOAUTL AN MPOGUAAKTUKU NeYEHOUHbIX ocnoxHeHui (YYP C, YOO 5). Mpy MaccuBHOM
CrnreHoMeranmn, CUMNToMax AaBnerHus 1 TAXENOM HeYCTONUMBOM rUnepcrnneHn3Me BO3IMOXHbI YacTUYHas
CMMEH3KTOMUA UMW YaCTUYHasA SMBOMM3aLNS CENe3EHOUHOM apTepum.

HpOBO,D,VITb KOHCYyNbTauMn oneTonora nnn raCTpoaHTepoiora and oLeHKM NntaHna 1 ero Koppekunm, npm
;:wlcq)armm nnotepe MaccCobl Te€la MOXET I'IOTpe6OBaTbCF| racTtpoctoMnyeckas pr6|<a.

Mpu ancdarunm oLeHnBaTb FoTaHWe Y MEOWLMHCKOr O floronena, 0dby4atb U3MEHEHWIO PaLLMOHa NUTaHUSA 1
KOMMEHCaTOPHbIM MO3aM; NMPu PUCKE acnmpaLLMm BO3MOXHO Ha3oracTpasibHoe 30HA0BOE UM XMpyprveckoe
30HI0BOE NUTaHKe. MNpr NOPakeHUN NErKNX NPUMEHATL AbIXaTelbHYI0 TMMHACTUKY, a Npu T1ne B — aspobHble
yrnpaxHeHus ¢ koHTponem YCC, A n SpOa.

CneumanbHble METObl 06€3601MBaHNSA HE NPUMEHATCA.

HapyLueHus cHa, MOBbILLEHHYHO Pa3apaXnTeNbHOCTb, XPOHUUECKMI 6ONEBON CUHAPOM, YCTanocCTb, MoBeAeHUYeCK1e
npo6nembl, TPEBOrY 1 Aenpeccuio BeflyT COOTBETCTBYIOLUME CMELManmnCTbI.

Korpa HanpaBuUTb U KakK Ha6bnoaatb

» HanpaBnaTb Ha NNaHoBYIO rOCNUTanM3aumio, eCnv AMarHOCTUKa UM neveHne TpebytoT ANUTENbHOMO AHEBHOIO
B0 KPYrnocyTOYHOrO HabMOAEHNS, KOHTPOMSA KITMHWKO-1abopaToOPHbIX MoKa3aTenen, NpoBeAeHNS
BbICOKOTEXHOMOMMYHOIro neverns nnu ®3T, He[oCTYNHOM aMBynaTopHO.

« [oCcnMTann3anpoBaTb 3KCTPEHHO UMM HEOTIOXHO MPU OCTPLIX YT POXAIOLLMX XMU3HW UMW PA3BUTUIO OCITOXHEHNSX,
Tpe6y}OLU,VIX CpOl-IHOFO neyvyeHund, MHTEHCUBHOMN Tepal‘ll/ll/l, prrnocyTquoro Ha6mo,quM;| nnu cneunanbHbIX
obcnenoBaHun.

« MauveHTaM C LUpPO30M NeYeHn Heo6X0ANMO HaBMOAEHWE raCTPOIHTEPOOra.
« [pw XM3HEYrPOXKaIOLWMX COCTOAHUAX TPEBYETCH yuacT1e Bpada-aHecTesnonora-peaHnumMaTonora.

« B ctabunbHoM coctosgHum ®3T NpoBOAAT B AHEBHOM CTaLMOHape 1y ambynatopHo 1 pa3 B 2 Hefenu; npu
OCINOXHEHHOM TEYEHMN — B YCNOBUAX KPYrIOCY TOUHOr O CTaLMOHapa.

YacTble BOMNPOChHI

Kakune nccnenosaHus noatesepxpaatoT 6ones3Hb HumaHHa—Iluka turnos A, Bn A/B?

[na noaTeepxaeHns AMarHo3a Hy>XHbl CHUXEHWE aKTUBHOCTU KUCNOW COUHMOMUENTMHA3bI B CYyXMX MATHAX KPOBW UM
NenKounTax 1 BbigBneHWe buannenbHbiX natoreHHbIX BapuaHTos SMPD1 npu Hanuumm KNMHUYECKUx NposiBneHun.
YeM KNMHU4Yecku otnmnyaroTes Tunbl A, Bu A/B?

Tun A HauUMHaeTCa B MNaeHYeCTBE U XapakTepmn3yeTca TAXENbIM NPOrpeccupyoLwmM nopaxerHvem LIHC n
BUCLLepanbHbiMK NposaBreHnamMu. MNpu Tne B npeobnagaloT NopaxeHns NeveHn, Cene3eHku, Nerkmx un

KpoBeTBOpeHus 6e3 nopaxeHus LIHC nnv ¢ ero MMHUManbHbIM BOBNeYeHueM; Tun A/B 3aHMMaeT NpoMexyTouHoe
MONOXeHwme.

KoMy noka3saHa onvnynasa anbda v B Kakon fose?
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Onunypasy anba Ha3Ha4aloT NMOXWU3HEHHO AETAM U B3POCTIbIM C MOATBEPXAEHHLIM TUMOM B 1nu A/B npu KNMHUYEeCKH
3HauYMMbIX HEHEBPOIOrMyYecknX NposBreHuax. HavaneHas nosa coctasnseT 0,1 Mr/kry B3pocnbix v 0,03 Mr/kry
nertewn, NnoaaepxuBatoLad — 3 Mr/Kr kaxable 2 Heaenu.

KakyvacTo KOHTPONMPOBaTb aHan13bl U pa3Mepbl Ne4YeHn n ceneséHkn?

O6LWwmin 1 BUOXUMUYECKMI aHanM3bl KPOBW MPOBOAAT He pexe 1 pa3a B 3 MecsLa. Pa3mepbl NapeHXMMaTO3HbIX OpraHoB
KOHTPONMPYIOT Kaxable 6 MecsLeB B Hauane ®3T, 3aTeM B cpeaHeM 1 pa3 B rof; Mpy 3HaUMTE bHbIX OCMIOXHEHUSX
LMppO3a NeyveHn 1 nopTanbHON rMnepTeH3nn o6cneoBaHMsA MPOBOOST YalLLe.

KakoB puck NoBTOPHOro poxaeHus pebéHka B ceMbe ¢ 60ne3Hbio HuMaHHa—lunka?

Ecnv oba poaonTens 9Bnsgt0TCA reTepo3nroTHbIMU HOCUTENSAMU NAaTOreHHbIX BapnaHToB SMPD1, pyuck poxaeHus
6onbHOro pebéHka cocrtasnaeT 25% Anga kaxanon bepemeHHoCcTN. CeMbe NokasaHo MeanKo-reHeTn4eckoe
KOHCYNbTUPOBaHWeE; NpeHaTanbHoe nccnenosaHne AHK 13 buontaTa BOPCUH XOPUOHa MPeanoYTUTENIbHO MPOBOANTL
Ha 9-11-1 Hegene 6epeMeHHOCTM.

BbIXu1MKa caenaHa no TeKCTy pekoMeHaaLUmmn U He 3aMeHseT ero. MonHbI odULManbHbIA TEKCT, KabKyNATOPbI 1 COKPaLLEéHHaa BepCusa:
https://lwkonaceyeHosa.pd/cr/1064-drugie-sfingolipidozy-bolezn-nimanna-pika-tipa-a-b-a-b. OpuumanbHbI UCTOUHUK: https://
cr.minzdrav.gov.ru/preview-cr/1064_1
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