LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Bone3sHb ®abpu

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 Pabpun — X-cLenneHHoe HacneaCTBEHHOE NM30COMHOE 3a601eBaHNe HaKOoMMeHMs, Bbl3BaHHOE
AedULMTOM O-ranakTo3naasbl M HakonneHueMm rimmkoCOUHronnnuaos B opraHax. PekomeHaaums nocesleHa
paHHeMY BbiABNEHWIO, MOATBEPXAEHMIO AnarH03a, ¢epMeHTOSaMeCTMTeﬂbHOl7I Tepanuu, nevyeHuto OCTOXHEHNN 1
ONUTENbHOMY MYNbTUANCUMMNNHAPHOMY HABMIOAEHMIO.

naBHOe

» KnnHnuyeckue npossneHns 6onesHn Gabpu MOryT BKITIOYAThL HEMPOnaTUYeCKyto 605b B KUCTHAX U CTOMAaX,
AHIMOKEPAaTOMbI, TUMO- UMK aHTNAPO3, BUXPEBUOHYIO KEPaTONaTHIO, MPOTENHYPUIO U TMNEPTPODUIO NTEBOr0
Xenynouka.

BonesHb ®abpw cnefyeT npeanonaraTb NpyU UHCYNbTE, Pa3BMBLIEMCS B MOMOAOM BO3pacTe, 0Co6eHHO 40 40 neT, 1
Npv rMNepTPOGUM MUOKapAa NEBOrO Xeyno4ka HEACHOTO MPOUCXOXAEHNS.

KnuHunyecku BolgensaoT KNnacCn4eckyro (DOpMy C MYINIbTUCUCTEMHbBIM NMOpPaXXeHneM N HEKNMaCcCUYeCKyto — C NO3aHNM
Ha4yanoM n npenMyLleCTBeHHbIM NopaXXeHnem O[HOWM CUCTEMBI: cepaua, NoYeK MnNmM ronoBHOro Moara.

[narHo3 ycTaHaBNMBaloT C Y4ETOM BUOXUMUNYECKMX Y MONEKYNAPHO-TEHETUYECKNX AaHHbBIX. Y MY>XUMH
KpUTEPUAMMU ABNAKOTCH CHUKEHNE aKTUBHOCTW O-ranakTo3naasbl, NoBbiWEHNE N30-T 63 1 BbigBNEHWE
naToreHHOro reM13nroTHOro BapnaHTa B reHe GLA; y XeHLLMH aKkTUBHOCTb GepMeHTa MOXET OCTaBaTbCA
HOPMaIbHOMN.

PepMeHTO3aMeCTUTENBbHYIO TEPANMI0 Ha3HaYaoT 1 KOPPEKTUPYIOT NauneHTaM C YCTaHOBNEHHbIM AMarHO30M
6onesHn ®abpu. Y My>XUMH neyveHne NpoBOAAT NOcre nabopaTopHON BepudmKaLmMy AMarHo3a; y XXeHLWmH — npu
NPOrpeccupytoLLeM NopaxeH opraHOB-MULLEHEN Y CHUXEHUW KAUYECTBA XU3HM.

B HabnoieHme BKIIIOYakoT OLLEHKY NoYek, CepALLa, FoNoBHOMO MO3ra, Cnyxa, 3peHuns, 601 1 GU3ndeckon
BbIHOCNMBOCTW. ViccnenoBaHue 6enka unm anbbymMmnHa B Mode ¢ pacyeToM pCK®, 3KT™ 1 axokapanorpadumio
NpoBOASAT He pexe 1 pa3a B 12 mecaues; MPT cepaLua no nokasaHuam — He pexe 1 pa3sa B 24 MecsLa.

[ncnaHcepHoe HabnoAeHe OOMKHO MPOBOAUTLCS C MPUMEHEHNEM MYNbTUANCLIUIIMHAPHOIO Noaxona C
y4acTveM HeBpOIora, Kapamornora, TepanesTa unv neamaTtpa, He@ponora, racTPO3HTEpPOonora U Apyrmx
CMeLManmnCToB, MMEIOLWMX OMbIT NeveHns 6onesHn abpu.

+ PekoMeHayeTcs NpoBeaeHre CEMENHOro reHeTMYECKOrO CKPUHUHIE POACTBEHHUKOB NaLMEHTOB C 60M1E3HbIO
®abpu ANa AMarHOCTUKN 3a60NEBaHNA Ha PaHHEN CTaauu.

OuarHocTuka

1. CobepuTe CeMenHbI aHaMHe3 N YTOUHUTE XapaKTePHbIE CUMMNTOMbI: aKponapecTe3nn 1 60neBble Kpn3bl,
aHrMoKepPaTOMbI, HEMEPEHOCUMOCTb Xapbl UK XONoAa, rTMMo- UK aHrMAPO3, MPOTENHYPUIO, UHCYILT, Nepebon B
paboTe cepaLa, CHUXEHWE Cryxa v BUXPEBUOHOE NOMYTHEHWE POroBULbI.

2.MpoBeanTe OCMOTP KOXM 1 CNIN3UCTbIX, OLLEHUTE YepTbl 1L, MPU3HaKW yBEMYeHus cepaua v nocneacTems
WHCYNbTAa; ULLMTE aHrMOKePaTOMbl Ha BHYTPEHHEN NOBEPXHOCTU 6eep, KUCTHAX, XMBOTE U CIM3UCTOM NONOCTU pTa.

3. Y My>UMH C KNMHUYECKNUMU NMPU3HaKaMK 60Ne3Hu onpeaennTe akTMBHOCTb O-ranakTo3naasbl B MATHE BbICYLLEHHOM
KpOBM METO/I0M TaHAeMHOM Macc-cnekTpomeTpun (YYP B, YO 3). JononHuTenbHo namepbTe n3o-63 (YYP B,
yoa3).

4. Y XeHLUMH B Ka4eCTBE NepBUYHOro aTarna bMoOXMMUYeCKon AnarHOCTUKM U3MepbTe N30-163 (YYPB,yOO3)um
onpenennTe akTMBHOCTb a-ranakTto3naassl (YYP B, YO 3), NOMHS, YTO MPUMEPHO Y TPETM XEHLLMH aKTUBHOCTb
depmMeHTa MOXET BbITb HOPManbHOW.

5.MoaTBepanTe MONEKyNSPHLIA AMarHO3 BbiSIBNEHWEM NaToreHHOro BapuaHTa GLA METOLIOM CEKBEHMPOBAaHMS NO
CeHrepy: y My>XUMH ULLYT FEMU3UTOTHBIN, Y XEHLUMH — reTepPO3nrOTHbIN BapuaHT. [1py HeJOCTaTOUYHOM
MHMOPMAaTMBHOCTU MeToAa UCMonb3yoT MLPA nnn NGS.

6. OLeHUTE NopaxeHne opraHoB-MULLIEHEN: OBLLMIN aHANN3 MOUK, anbByMUHYPUIO U NPOTEnHYpUio 1 PCK®; OKT,
aXoKapanorpaduio, XonTepoBCKOE MOHUTOPUPOBAHKE U CYTOUHOE MOHUTOPUPOBaHWe AasneHns; MPT ronoBHOro
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MO3ra; odTanbMONornyeckoe nccnefoBaHme co LWeneBow namnon. MNpu KNMHUYECKMUX Npu3Hakax AONONHUTENBHO
npoBoasaT SHMTI, ayanomMeTpuio 1 Apyrue nccnefoBaHns Mo Noka3aHUsaM.

INNeueHue

» ®3T Ha3HavaloT arancuaason anbda, arancuaason 6eta unu NaryHurananaason anbda. Arancunasa anoda
pa3peLlleHa CornacHoO MHCTPYKUMK C 7 NeT, arancupasa 6eta — ¢ 8 net, naryHuransmaasa anbga — ¢ 18 net; npu
HanMuMm KnnHMYeckom cumntTomatmkm ®3T arancunason anbda NPoOBOANTCS € 2,5 neT, arancuaason 6eta — c 2
net. Ana arancuga3ssl anbda n arancugassl 6eta YYP A, YOO 1; ans naryHuranavaassl ansda YYP A, YO 2.

CraHpapTHble BHYTPUBEHHbIe 003bl Kaxable 2 Hefenu: arancuiasa ansda — 0,2 Mr/kr, arancuaasa 6eta — 1,0 mr/
Kr, NaryHuranauaasa anbda — 1 Mr/kr. [lepsble BBeAEHWSA NPOBOAAT B CTaLMOHape.

Y XeHLWMH nokasaHnammn K P3T ciyxaT Kpun3bl Pabpu, pe3ncTeHTHasa K CTaHAapTHOW Tepanmu XpoHNUYeCKas nnm
peunamBMpyloLLas HernponaTuyeckas 60nb, nepcucTupytoLas npotenHypud, pCK® meHee 80 Mn/MUH/1,73 M2,
nopaxeHve cepdLa, HapyLLeHWs MO3roBOIro KpOBOOBPALLEHUS UITW ULEMUYECKME N3MEHEHWS MONIOBHOMO MO3ra no
MPT.

®3T He COYETAIOT C M’MAPOKCUXITOPOXMHOM, aMUOLAPOHOM UM FEHTaMULMHOM. [py TSXXENON peakumm
rMNepyYyBCTBUTENBHOCTM NOBTOPHOE BBEAEHWE MPOBOAAT C OCOBOM OCTOPOXHOCTLIO MPW AOCTYNHOCTU
MeONLIMHCKOM MOMOLLN.

[na HeponaTmyeckon 601 MOryT NPUMEHATLCH KapbamMasenuH, nperabalvH nnn rabaneHTyH No peLLleHnto
BpayebHom kommceum (YYP C, YOO 5). MpuMepbl 103: kapbamMasenuH B3pocibiv 200-600 Mr/cyT, aeTam ¢ 6 net 10-
35 Mr/kr/cyT nnn 200-1200 Mr/cyT; nperabanuH ¢ 15 net 75-300 Mr/cyT; rabaneHTnH aetam ¢ 3 net 10-50 mr/kr/
cyT, B3pocrbiM 100-1200 Mmr/cyT.

Mpv TEPMUHANBHOM MOYEUHOM HEJOCTATOYHOCTM MPOBOAAT FrEMOANANN3 UMK NepUToHeanbHbIN ananms (YYP C,
YOO 4).

Mpw OTCYTCTBUM NPOTMBOMNOKA3aHNM BO3MOXHa TPaHCMNNaHTaLLMs NOYKM NPY TEPMUHANBHOW NOYEYHON
HepocTaTouHocTw (YYP C, YOO 4).

[Mpw XenynouHO-KULLEYHbIX MPOSIBNEHMAX, COXPaHSAIOLLMXCA HECMOTPS Ha MaTOreHEeTUYECKYIO TePanmio, MOXHO

Ha3HaYWUTb ANETY C HU3KMM COoEpPXaHeM hepMEHTUPYEMbIX ONUIO-, An- 1 MOHOCaxapuaos 1 nonmonos (YYP C,
YOO 4).

Korpa HanpaBuTb M Kak HabnogaTb

« MNnaHoBas rocnuTann3aLmns Hy>XXHa AN AnarHOCTUKM UW NIEYEHUS, TPEOYIOLLMX KPYTIOCY TOYHOIrO HabntoaeHNS,
aKTMBHOO NeYeHs!, BbICOKOTEXHOMNOMMYHOWM NOMOLLW, TPaHCNIaHTaLMM OPraHoB, UMMIaHTaLUK
KapAMoCTUMYNATOPa WK KapamoBepTepa-aeduopuniaTopa, a tTakke ecnv 3T HEBO3MOXHO 0becneunTb
amMbynaTopHo.

» OKCTPEHHO roCnUTanmn3npymnTe Npm OCTPbIX COCTOAHUSX, TPEDBYIOLMX MHTEHCUBHOW Tepanuu, peaHuMaLmu,
KPYrIOCYTOYHOIO HAabMOAEHNA UN CreLmasibHbIX 06CNIeA0BaHNI U NeYeHWs, BKNoYas YrpoXatoLLme XU3H
peakLu1 BO BpeMs Unu B AeHb MHPY3umn ®3T.

« [ncnaHcepHoMy HabntoAeHWIO NoanexaT nauneHTbl ¢ 6onesHbio Pabpu kak nonyyatowme O3T, Tak u He
nonyvatoLme ee.

YacTble BOMNPOChHI

Kak 3arnofo3putb 60ne3Hb Pabpu y naureHTa ¢ MHCYNbTOM UK runepTpodUen NeBOro Xenyaouka?

BO® cnenyet npeanonaratb Npyu MHCYNbTe B MONOAO0OM BO3pacTe, 0COBeHHO 10 40 neT, n npu FVII'IeprOCDVIVI neBoro
Xenyoouka HEACHOro NponcxoxaeHus. JononHUTENbHbIE NPU3HaKU — HeVIpOI'IaTVILIeCKaﬂ 60nb, aHIr'MoKepaTOMbl,
rMno- Unn aHrnapoas, NpoTenHypua n BUXpeBnaHaa kepatonaTtng.

Kak nogreepxpgatoT 60nesHb ®abpu y MyXUNH M XKEHLLNH?
Y MY>XUMH ONpeaenstoT akTMBHOCTb O-ranakTo3naasbl M Nn3o-163, 3aTeM NOATBEePXAA0T NaTOreHHbIN FeMU3UTOTHBIN

BapuaHT GLA. Y XeHLUMH BaXHbl N30-I 63 1 reHeTn4eckoe nccnefoBaHme, NOCKObKY aKTUBHOCTb O-ranakTo3naasbl
MOXET BblTb HOPMarbHOW.

KoMy HasHauvatoT ®3T npu 6one3Hmn Pabpu?
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BceM MyxunHam nocne nabopaTopHow BepuduKaLmm anarHo3a. XeHLmHamM — npu NporpeccupyoLleM nopaxeHmm
OpraHoOB-MULLEHEN, BKOYAA KPU3bl UM PE3UCTEHTHYIO HerponaTuyecKkyto 601b, NpoTenHypuio, pCK® meHee 80 mn/
MWH/1,73 M2, NopaxeHne cepaLa, HapyLweHUs MO3roBOro KpOBOOBpaLLEHWS UK ULLEMUYECKNE N3MeHeHNd no MPT.

Kakue nosbl pepMeHTO3aMeCcTUTENbHON Tepanmmn NPUMEHSAIoT?

Arancupasy anboda BBOAAT BHYTPMBEHHO Mo 0,2 Mr/Kr kaxable 2 Heaenu, arancuaady 6eta — no 1,0 Mr/kr kaxable 2
Hedenw, NaryHuran3naasy anb®a — rno 1 Mr/kr kaxasle 2 Henenu. lNepsble MHPY3KM MPOBOASAT B CTaLMOHape.

YTO KOHTpPONMPOBaTbL NPKU ANUTENbHOM HabnaeHUn?

He pexe 1 pa3a B 12 MecsLEB OLEeHMBAOT QYHKLMIO NoYek, BuinonHAoT OKI™ 1 axokapanorpaduio, MpoBOASAT OLLEHKY
6onu, cnyxa v u3nyeckom BbIHOCIMBOCTU; MPT cepALa no nokasaHWaM BbINOMHAIOT He pexe 1 pa3a B 24 mecqaua. MPT

rO/IOBHOIO MO3ra Mo Noka3aHWsaM NPoBOAAT He pexe 1 pa3a B 12 MecALeB Npu U3AMEHEHUAX, BbIBIEHHbIX 00 O3T, 11
pa3a B 48 MecsaLeB — eCNn U3MEHEHWS BbISiIBNEHBI NOcne Hadana O3T.

BbIXmMKa caenaHa no TeKCTY pekoMeHAaLmMmn U He 3aMeHsieT ero. MonHbI oPULManbHbIi TEKCT, KanbKyNAaTOPbl 1 COKPaLLEHHasa BEpCHs:
https://lukonaceyeHoBa.pd/cr/318-bolezn-fabri. OpuLManbHbIM UCTOUHKK: https://cr.minzdrav.gov.ru/preview-cr/318_3
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