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OP®AHHbIE BOJIE3HU

Y10 nsBecTHo 0 60ne3Hn ®abpu B 21-M Beke

B.M. CTy,quVIKVIH, O.M.H., npodeccop, akagemMuk Poccuiickon Akagemum EcTecTBO3HaHMSA, akageMunk
MexgayHapogHoi AkageMun EctecTBo3HaHus, uneH Corosa neguatpor Poccun (P®), uneH Accouuaumm
MexaucumnanHapHon meguumibl (PO), uned HaunoHanbHoM accoumaummn AneTonoros u Hytpuumosnoros (PO),
KOHCY/bTaHT opraHunsaumm O6LEeCTBO C OrpaHnYeHHo oTBeTCTBeHHOCTbIo (000) HayyHo-NpaKTUYecKuit
cneunannsmpoBaHHbI MeANUMHCKNUIA LeHTp «dpuM-KnuHuk», HeBponor

BonesHb ®abpu (D) — peakoe nporpeccupytollee 3abosieBaHne U3 rpynnbl COUHIONMNMA030B, NopaxatoLlee B3po-
CNbIX U AeTel pa3nnyHoro Bospacrta. B npegnaraemoit ctaTbe nocnefoBaTesibHO pacCMaTpyBatOTCS OMpeeneHue,
anuaemunosnorus, aTuonorua u natoreHes b® (Bkntoyas reHeTuyeckme bakTopbl), Knaccudrkaumsa n KIMHUYecKue
nposiBneHusi. 0co60e BHUMaHMWE yaeNIeHO COBPEMEHHbBIM MOAX0AaM K ANarHocTuke u neyeHunto O y nauneHToB pas-
nuyHoro BospacTa. OnucaHo HOBOe CPenCcTBO pepMeHTO3aMecTUTeNbHOW Tepanun — Gabaran® (arancugasa 6eta),
npoussoanmoe B KOxHon Kopee.

KntoyeBbie crioBa: 601e3Hb ®abpy, AnarHOCTHKa, Te4eHNe, AeTH, MOAPOCTKM, aflba-ranakTosnsasa A, araacugasa anibga
(Pennaran®), arancugasa 6eta (babaran®, dabpazum®)

What's known about Fabry disease in the 21st century

V.M. Studenikin, MD, PhD, professor, Academician of Russian Academy of Natural History and International Academy
of National History, member of the Union of Pediatricians of Russia (Russia), Member of National Association of
Dietitians and Nutritionists (Russia), member of Interdisciplinary Medicine Association (Russia), consultant for Limited
Liability Company (LLC) Scientific Practical Specialized Medical Center «Dream Clinic», neurologist

Fabry's disease (FD) is a rare progressive disease from the group of sphingolipidoses, affecting adults and children of
various ages. The article consistently reviews the definition, epidemiology, etiology and pathogenesis of FD (including
genetic factors), its classification and clinical manifestations. Special attention is attributed to contemporary diagnostic
and treatment approaches to FD in patients of different ages. A new enzyme replacement therapy agent, Fabagal®
(agalsidase beta), manufactured in South Korea, is described.

Key words: Fabry disease, diagnostics, treatment, children, infants, adolescents, alfa-galactosidase A, agalsidase alfa

(Replagal®), agalsidase beta (Fabagal®, Fabrazyme®)

EOJ‘Ie3Hb ®abpu 6bina 0OJHOBPEMEHHO U HE3aBUCUMO
Apyr OT apyra onucaHa B 1898 r. ABymMs aepmaTto-
noramu — MoranHom ®abpu (FfepmaHma) 1 Bunbsmom
AHaepcoHoM (Benmko6puTanus). MpumedaTenbHo, YTo B
nepBOM Cryyae naumeHToM okasancs 13-neTHuin mMasb-
yumK (HoaynspHasa nypnypa ¢ NocneayoLWymM pasBnTmem
anbbyMUHYpUK), @ BO BTOPOM — 39-1E€THUIA MYy>XXUYMHA
(aHrvokepatoma, NpoTenHypus, aecopmaLms nanbLes
PYK, BApMKO3HOE pacluvpeHmne BeH, numadocTas). Mos-
TOMY 3TOT BWJ NaTONOIMMM YacTo Ha3blBatoT 60Me3HbIO
AHpepcoHa-dabpu.

OnpepeneHue

BonesHb ®abpu (bP) — peakoe (opdaHHoe) nporpec-
cupytolliee reHeTuYeckoe 3abosieBaHne, ABStOLLEECH
npeacTaBuTENEM rPyMMbl IM30COMHbIX 6OME3HEN HAKO-
nneHus (ChUHroNMNMA030B), BbI3BAHHOE HEAOCTATOY-
HOCTbO anbda-ranakrTosngasbl A n NpossnsatoLleecs
MY/IbTUCUCTEMHbIM NOPaXKeHNEM OpraHmama (Co crewm-
brYECKMMU CUMATOMaMW CO CTOPOHbI HEPBHOM, Cepaey-
HO-COCYANCTOW, MOYEMNOOBOW Y FaCTPOUHTECTUHANBHOW
CUCTEM, KOXKHbIX NMOKPOBOB, OPraHoB 3peHust 1 T.4.) [1-6].

anugemuonorus bd

B® B pasnunyHbIx CTpaHax BCTPeYaeTCcsa C 4YacToToM
T cnyyan Ha 40000—-476000 »>KMBOPOXKAEHHbIX. ITO MO-
3BOSIAET CUMTaTb €e caMol YacTol cpean NM30COMHbIX
6onesHel HakonneHus (nocne 6one3nHu Mowwe). IcTuHHas
pacnpocTpaHeHHocTs B B Poccun HemasecTHa [1-6].
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ATnonorusa n natoreHes b@

[eHeTn4eckon ocHoBon b® asnaeTca pag MyTauui
reHa GLA, koampytoLero hepmeHT anbda-ranakrosugasy
(ATAJN), KapTMPOBAHHOIO Ha AIMHHOM Mliede X-XpOMOCO-
Mbl (lokyc Xq22.1) [1-6].

[eMN3NroTHble 60J1bHbIE MY>KUYUHBI C €AMHCTBEHHOM
MOPaXKeHHOW X-XpOMOCOMOW NepeaatoT ee TONTbKO NOTOM-
CTBY YKEHCKOro Mnofia — reteposnroTHbIM (Y MOCNEaHMX
06Hapy>vBaeTCs 0AHa HopMalbHas v ofHa AedeKTHas
XPOMOCOMbI), C PasBUTUEM KNlaccuyeckoro tuna b®. Y
YaCTU reTePO3UrOTHbIX XXEHLLUMH C AeeKTHbIM reHoM GLA
OTMeYatoTCs TshKkeNble NposBieHns bO, npuyem mexa-
HWU3M WX BOSHWKHOBEHWA OKOHYaTESIbHO He U3y4deH [1-6).

Y XeHLWKH T1n HacnegoBauua b® cuntaetca X-cue-
NAEHHBIM JOMUHAHTHbBIM C HEMOJTHOM MEHETPAHTHOCTbLHO.
X-CLEenNeHHbIN TUN HaceAoBaHWsA 60N1e3HM ANs KaxKA0M
nocneayroLlen 6epeMeHHOCTU Y HOCUTENbHWL, onpeje-
NAeT PUCK POXAEHUS Manbymka ¢ b B 50% cny4vaes,
fAesodek-HocuTenbHUl — B 50% cnyyaes. [ng My»X4YuH-
HocuTenen Mytaumn GLA puck nosiBAeHNA AEBOYKN-HO-
cuTenbHULbl cocTasnaet 100% [1, 2].

OedwvunTt ATAN (oTcyTCcTBUE/CHUXEHME) NpKn BD
COMPOBOXAAETCSH aKKyMysaUMER HENTPaNbHbIX MNKO-
DOCHONUNUAOB B KNIETOYHbBIX IM30COMax PasnnyHbIX
OpraHoB 1 TKaHei opraHnama (NPevMyLLIECTBEHHO B HNX
HakannuBaeTcs rno6oTprao3unuepamu). Becneacreme
HefocTaTodHOCTU ATAJ1 rno6oTpurao3unnlepaMmng ak-
KYMYNMpyeTcs B SHAOTENNANbHbIX, NEPUBACKYNAPHbBIX
N FNaAKOMbILEYHbBIX TKAHSAX KeTKax KPOBEHOCHbIX CO-
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CY[OB, FaHrIMoLMTax BereTaTMBHON HEPBHOM CUCTEMBI
(BHC), anuTenuanbHbIx KneTkax noveyHbix Kny6ouKoB
1 KaHanbLeB, KapAMOMUOLMTAX U UHbIX CTPYKTYpax (ru-
CTVOUMTapPHbIE U PETUKYNSAPHBIE KNETKM COEANHUTENBHOW
TKaHW, pOroBuLa). ITOT NPOLECC NPUBOANT K HapyLLEeH!-
AM DYHKLMIA yKa3aHHbIX cUcTeM 1 opraHos [7].

Knaccudukauus 6O

MPUHATO BbIAENATH KTACCUYECKY U HEKTACCH-
yeckyto dopmbl B®. Knaccuyeckas dopma 60nesHum
xapakTepuayeTca AebtoToM B HeanddepeHUnpoBaH-
HOM BO3pacTe U MybTUCUCTEMHbBIM/MYNbTUOPraHHbIM
NMOpaXKeHVeM, a Heknaccuyeckast — No3aHMM Havyanom
N NPEVMYLLECTBEHHBLIM NMOPaXKEHNEM OfHON OPraHHON
cucTtembl [T, 2].

B MKB-10 B® cooTBeTcTBYET KOLY E 75.2 (Apyrue
COUHroNMNNAo3bl) knacca 4 «bonesHn aHOOKPUHHONM
CMCTEeMbI, paCCTPONCTBA NUTAHMA W HapyLLeHNst oObMeHa
BellecTB», a B MKB-11-5C56.01 (6onesHb ®abpu) knacca
05 (c aHanornyHbIM HasBaHVEM).

KnuHnyeckue nposieneHns b@

[ebtoT BO MoKeT oTMeYaTbCs B YpesBblYaliHo Bapy-
abenbHOM Bo3pacTe. Tak, 3BeCTHbI CNydan MmaHndecTa-
U 6@ B 2-neTHeM BO3pacTe, XOTS Yallle OHM BO3HUKAKOT
Ha 2—3-M AECATUNETUAX XKNU3HK [1-6].

B pasnuyHbIX KNMHUYECKMX CUTYaLMaX CUMNTOMAaTKKa
npv B® BKAOYAET HEBPONOrMYECKIME, KAPANOIOrMYECKHME,
HebpOoNorMyecKmne, raCTPOIHTEPONOTNHYECKIE, MYIBMOHO-
nornyeckune, ohTanbMoNorM4ecKmne, AepMaToNormyeckme
npodasneHna n ap. [1-14].

BHelHwi BuzA. PEHOTUNNYECKN NAUMEHTbI MY>XCKO-
ro nona c b® HanoMunHatoT 60bHbIX akpoMeranune
(BbicTynatolme cynpaopbuTanbHble AyrM U NOGHbIe
6yrpbl, BbICTyNaroWas HMKHAS YentocTb, rMnepTpobus
ry6bl, a TakxKe 3anasLuasa nepeHocuua), NocneaHnin de-
HOMeH 06bl4HO OTMeYaeTcs ¢ MOAPOCTKOBOrO BO3pac-
Tal1, 2, 4-6].

Heponorndyeckue cumntomsl. Mpu BO yxxe B AeTCKOM/
NopOCTKOBOM K H60Mee cTaplleM Bo3pacTe NMeeTcs
MOBbILIEHHbIN PUCK PA3BUTUS OCTPbIX HAPYLLIEHWIA MO3-
rOBOro KPOBOOBPALLEHNSA (TPAH3UTOPHbIX ULLIEMUYECKMX
atak, UeMmnYecKnx 1 reMopparmiecknx MHCYyNbToB).
[0 50% cnyyaeB b® nebroTUpYHOT B BUAE UHCYNbTA. [pn-
MEPHO Y ABYX TPETEN NauMeHTOB MHCYNbTbl ABNAIOTCA
OTPaXKEeHMEM aTUMMYHOMO TedeHns BO ¢ n30IMpoBaHHbIM
nopaxkeHnem LiepebpanbHbIX cocyoB. BnocnencTemm
MOXXET Pa3BUTLCA COCYAMCTasA AEMEHUNS C Pas3NNYHbI-
MW KOTHUTUBHBLIMUW 1 NOBEAEHYECKUMN PACCTPONCT-
Bamu [1, 2, 4, 5].

XpoHWYecKnii 601eBO CUHAPOM B KOHEYHOCTSIX NP
B® (60—-80% naUMEHTOB), pE3NCTEHTHbIN K aHasIbreTuKam,
06ycnoBeH NonnHeiponaTuen. Takxke TUMUYHbI 60/1EBbIE
KPWU3bl, BO3HMNKAIOLLME B PA3/IMYHbBIX CUTYaLIUAX.

Mpun B YacTo HabNKOAAETCS CHUKEHNE/MOTHOE OTCYT-
CTBME NOTOOTAENEHNSA, CONPSHKEHHbIE C aKKyMYNALKEN
rno6oTpraosuLiepaMmia B MOTOBbIX Xefe3ax 1 CTeHKax
MX KPOBOCHA6XKatoLLMX COCYAOB, @ TakXXe C MopakeHnem
BereTaTUBHbIX HEPBHbIX BOMIOKOH (BereTaTVBHbIA Bapw-
aHT NMOMMHENPONAaTNM TOHKNX BOSIOKOH). CHUXKEHME Ccryxa,
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LLUYM B yLIax (TUHHWTYC), FONIOBOKPY>KEHME YCIOBHO OTHO-
CATCA K HeBponorudeckum cumntoMmam 6O [1,2, 4, 5, 8, 9].

HeBponorunyeckume NposiBieHns 1 0CoO6eHHOCTN 60-
ne3Hn b® B AeTCKOM ¥ NOAPOCTKOBOM BO3pacTe paHee
6bINN ONMUCaHbI B HaLLMX COBMECTHbIX padoTax ¢ KyseH-
KoBoW J1. M. 1 coaBT. (2013, 2015), a Takxe B «ATnace
peakux 6onesHein» (2016) [4-6 11].

Kapawonornyeckue cumntomsl. [opaxkeHne cepala
npu B® oTMeyvaeTca Hanbonee YacTo. XapakTepHbIM
(HEHOMEHOM SABNAKOTCS TMNEPTPOMUA 1 AMacToNMYecKas
AVChYHKUMS NEBOrO Xenyaoyka, NpUBoAsLLMMM K pas-
BUTUKO CEPAEYHOM HEAOCTAaTOYHOCTK. [NpeacepaHbie 1
YKENYAOYKOBbBIE aPUTMUK, @ TaKXKEe HapyLUEHMA NPOBOAW-
MOCTV 4acCTO BCTpeyatoTes npn b®. He pegkocTbro npu
B® aBnatoTCA KNanaHHble M3MeHeHnA. Npn Heknaccu-
4yeckoM BapuaHTe 60/1e3H1N BO3MOXHO M30MpoBaHHOE
nopakeHue cepgua (1,3, 5,6, 10, 11].

Hegponormnyeckme cuMnTOMbl. TURMNYHBI MUKPOab-
BYMUHYPUA 1 NPOTENHYPUS, KaHabLieBble HapyLUEHUS.
Mo Mepe yBenunyeHns Bo3pacTa nauueHTa nponcxoamT
NMOCTENEHHOE HapacTaHNe NPOTEMHYPUM C NMOCTENEHHbBIM
CHUKEHMEM (YHKLMM MOYEK M NocNeayoWmMM pasBuTmeM
XPOHNYECKOW NoyevHoit HepocTaTouHocTr (XMH). Mpw
Heknaccuveckon bO BO3MOXKHO M30/IMPOBaHHOE Nopa-
>KeHue novek [1, 2].

[acTposHTepOIOrnYeckme CUMITOMbI. MOTYT CNY>XUTb
nepBbIMN NPoABNeHNAMN BD, XOTS He cneundUYHbLI.
XapakTepHbl ab6OMUHaNTMK, METEOPU3M, TOLLHOTA U
PBOTa, HEYCTONYMBBIN CTYS1, CHUXKEHME anneTuTa 1 Macchl
Tenall, 2].

[lynbMOHOMOrMYeCKmne CUMMTOMbI. HapyLueHns Obixa-
H¥A Npu O BecbMa BapuabenbHbl M Mano crnelud@uyHbl
[1,2,12].

Ogranbmonornyeckme cumnToMsl. BopoHKoBUAHASA
(BuxpeBasn) kepatonatuna Habntogaetes y 70-90% naum-
EHTOB. 3HaYMTENBHO PeXxe BCTpeyatoTcs cybrancynspHast
KaTapaKkTa u peTuHonaTus. B page ciyydaeB OTMeYaroTCA
KOHBIOHKTMBASbHbIE aHIMOIKTa3UnM (MOryT Takxe npu-
CYTCTBOBATb Ha CIM3UCTbIX 060/104Kax POTOBO MOMOCTM)
[1,2,13].

Jlepmatonornyeckme CUMnTOMbl. AHIMOKEPaTOMbI
KpacHoro, 60pA0BOro, IMAOBOIO U CUHE-YepHO OKPAaCcKM
(nanynbl anameTpom 0,2-1,0 cM) He o6si3aTeNbHbINA, HO
4acTbIi NpusHak bO. OHK NokanuayroTea (Yalle cruMme-
TPWYHO) Ha AroauLax, 6eapax, B MaxoBoi 1 OKOMOMynoy-
HOW 06MacTAX, @ TakXe Ha NafoHsAX. 3Tn 06pa3oBaHNS
NOSIBNSAKOTCS B PaHHEM [ETCTBE, a C TeYeHNeM BPEMEHN
NX pasMepbl 1 KONIMYECTBO YBEIMYMBAKOTCA.

MNoparkeHne numdaTNYecKon CUCTEMbI MPOABAAETCS
B BUAe NMMdeaemMbl, aCCOLMMPOBAHHOM C akKyMynaUmen
FVKOAVAMAOB B CTEHKAX MMMdaTUYECKNX COCy0B. JTnMm-
hefema 06bI4HO MPOSABSIETCS Y B3POC/IbIX M MOAPOCTKOB,
L1151 Hee XapaKTepHbl TPOMUYECKME NBMEHEHMSA N N3bA3-
BNEHME KOXHbIX MOKPOBOB [1, 2].

OwnarHocTuka b®

OcHOBOW yCcTaHOBNeHUA AnarHosa b asngaercs
coYyeTaHue JaHHbIX aHaMHe3a, TUMUYHbIX KITMHUYECKMX
CYMNTOMOB, a TaKXe AilaHHbIX NabopaToOPHbIX U MHCTPY-
MeHTalbHbIX METOAOB 1ccnefosannii [1-6, 12].
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JTabopaTtopHas gnarHocTtuka. Npu 6O cTaHAapTHbIM
nccnefoBaHneM ABASETCA onpefesieHne akTUBHOCTU
ATAJ1 B pasninyHbIX NOKycax Ye/loBE4YeCKOro opraHmnsa-
Ma (NeKounTbl KpOBK, NoYedHble 61MoNTaThl, KybTypa
brbpo6IACTOB KOXM). PeKoMeHAyeTCa nccneaoBaHme
akTMBHOCTM ATAJ1 B NATHax KPOBW, BbICYLLUEHHbIX Ha
unbTpoBanbHoi Bymare (CMoT-TECT) UK B IEMKOLMTAX
KPOBM Y BCEX MaLMEHTOB MYXCKOro nona (y HUX CHu-
YKeHHasa akTMBHOCTb ATAJT aBnaeTca MHGOPMaTUBHbLIM
npu3Hakom b®). CrnefyeT NOMHUTb, YTO MPUMEPHO Y TPETM
MaLUMEHTOB »XEHCKOro nona ¢ b® ypoBeHb akTUBHOCTH
ATAJ1 cooTBeTCTBYET HOopMe [1-7, 12, 15].

B 3101 cBA3W Hanbosee ToOUHbIM U MHDOPMaTUBHbIM
AMArHOCTUYECKUM MEPONPUATMEM SABNSETCH FreHeTnYe-
CKWUIA MEeTO[ MccnefoBaHns — 0BbHapy>XeHue cneyndm-
YecKmx (NaToreHeTUYECKMX) MyTaLMii C UCMONb30BaHNEM
nonnMmepasHoit LienHoi peakumm (MLUP) n/nnmn cekBeHnpo-
BaHWdA reHa GLA no F. Sanger. [MockonbKy y OTAENbHbIX Na-
LIMEHTOB AaXKe Npu UCMOSIb30BaHUM ONMMCaHHbIX METOA0B
MONEKYNSPHO-TEHETUYECKOrO aHanmsa cneumduyeckme
MyTaUun He BbIABNAKOTCH, PEKOMEHAYETCHA KOIMYECT-
BEHHOE onpefeneHne B NATHaX BbICYLLIEHHON KPOBU UN
nnasme KpoBW KOHLUEHTpaLun rnoboTpmnao3mnncdmHro-
3nHa (Lyso-GB3) ana GMoxnMmM4ecKoro noATBep XK AeHNs
anarHosa [1, 2].

B pasnnyHbIX KIIMHUYECKUX CUTYaLUUSX NCCneayroT
ypoBeHb N-TepMUHaNbHOro GparmMeHTa Mo3rosoro Na-
YPETMHECKOro NponenTmaa, ypoBHW TPOMOHWHA | 1 Tpomno-
HUHa T (NpY NopaXkeHnu cepaua), perynspHoe onpefene-
HVe cofepyKaHnsa 6enka 1 anbOyM1Ha B CYTOUYHON MOYe, a
TaKyKe PacYET CKOPOCTM Ky6oUKoBOM hunbTpaLmm (Npu
nopaxeHuu nodek) [1-7, 12, 15).

NHCTpyMeHTanbHble MeToabl Npn b® BrkAOYatoT
COHOrpaduyeckme, nydeBble, 31eKTPOPUINONOTNHECKHNE
1 PYHKLMOHaNbHble uccneaosanus [1, 2, 4-6].

VcnonbaytoTes ynbTpas3syKoBble UccnefoBaHms (Y3W)
OpraHoB OPHOLLIHONM NONOCTY, MOYEK U BEPXHUX MOYEBbBIBO-
OALLMX NYTEN C BHYTPUMNONOCTHBIM KOHTPACTUPOBAHMEM,
Axo-kapamnorpadudeckoe (3xo-KIM) uccnegosarue [1].

AnekTpokapanorpabuyueckoe (3Kl nccnenosaHmne
N XONTEPOBCKMUMN 24-4aCOBOM MOHUTOPUHT OTHOCATCH
K KapAauonornyecknm metonam obcnenoBaHns. Mpu
HeobX0AMMOCTYM MPOM3BOANTCA TKAHEBOE AONMNIeporpa-
dryeckoe nccnegoBaHne n/mnm MarHUTHO-pPe30HaHCHas
TomMorpadus (MPT) cepgua [1-6, 12,16, 17].

Hesponoruueckoe obcnefoBaHve naymeHTos ¢ 6@
BKJIKOYAET 12-KaHaNbHY 31eKTposHUedanorpaduto
(39T) 1 BUAE0-33-MOHUTOPKHT, MPT rofoBHOMO MO3ra,
anexkTpoHeripoMmorpaduio (AHMI) CTUMYNALUMOHHYHO 1
uronb4atyto [1, 2, 4-6, 9].

[MyNbMOHONOMMYECKUI NOAX0A K AnarHocTuke b®
npefycMaTprBaeT peHTreHorpahryeckoe nccnefoBanme
OpPraHoB rPYAHOM KNETKN, UCCNeaoBaHme QyHKLUMM BHeLL-
Hero AbixaHnsa (PBL) ¢ oLeHKOM HECMPOBOLIMPOBAHHbIX
AblxaTeNbHbIX 06beMOB (CnvpomMeTpus, GoymMeTpus
CMOKOMHOrO AblxaHua n T.4.) [1, 2.

ToHanbHas ayanoMeTpusi No3BONSET BbIABUTL Npn bO
HapyleHus cnyxa [1, 14].

VccnenoBaHme 3puMTENbHOIO aHaamM3aTopa BKJIoYaeT
o(hTanbMOCKOMNMIO, OCMOTP NepeaHero cerMeHTa rnasa
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METOZOM BOKOBOI0 OCBELLEHNA, KOH(MOKabHYO nasep-
HYHO CKaHMPYHOLLYH MuKpockonuto [1, 2, 4-6, 13].

KnuHudeckme npossneHns 5@ co CTOPOHbI pasniny-
HbIX OPraHoOB ¥ CMCTEM OMKcaHbl Bbille (CM. «KnMHUYe-
cKMe NposABneHna bO»).

Mpwn ycTaHoBNEHUN AnMarHosa b® B pasnnyHbIx
KNMHUYECKNX CUTYaLMAX HEOBXOAMMbI KOHCYbTaLum
CnefyoLLmMX CrneumanmcToB: KIMHUYECKOro reHeTvKa, He-
BPOJIOra, Kapamosora, peBmatornora, Hedposora, racTpo-
9HTeposora, NyfbMOHOSOra, CypAosora, MeauLMHCKOro
ncuxonora [1-6].

JleueHne bO®

CumnTomMaTtumyeckana Tepanusa B nposoanTcs no
PEKOMEHALMAM U Mo KOHTPOSIEM CMELMANNCTOB pas-
NNYHOrO NpodUNA (HEBPOOr, KapAMOOr, PEBMATOJOT,
Hedponor, racTPOSHTEPOIOr, NY/IbMOHOSON, CYPAOIOT,
oTanbMonor, GnanoTepanesT, aHECTE3MONOr-peaHma-
TOMOr, MeAULIMHCKMI ncmxonor) [1-6, 8—12].

O nogxofe K Tepanuu 1 onbiTe nevyeHna 601e3HN
®abpu cooblilaeTcs B HeflaBHMX paboTax Besekar S. M. 1
coaBT. (2023), Anisha G. S. (2023), Palaiodimou L. n coasT.
(2023), Umer M. nKalra D. K. (2023), Deegan P. B. 1 coasT.
(2023), a Takke Kim S. H. 1 Choi S. J. (2023) [3, 18-22].

depmeHTO3aMecTUTeNbHasA Tepanua (O3T) B sBns-
eTCcs NaToreHeTMYeckol. B HacTosLiee BpeMst B MUPO-
BOW MpakTuKe NpUMEHATCA npenapaThl arancugasbi
anb®a 1 arancuaasbl 6eta [23-25]. OnucaHne ocobeH-
HOCTEl MX HAasHaYeHUst He BXOAWUT B 3a4ady HacTOsLLEN
pPaboThbl.

CnepyeT NOMHUTDL, Ha GoHe O3T peKoMeHA0BaHO
onpegeneHne KoHueHTpaummn Lyso-GB3 B nATHax BbICy-
LUEHHOW KPOBW MMM NNasMe KPOBM BCEM MaLMeHTaM ¢
B® nepepn Havanom Tepanun 1 Ha GpoHe O3T. MNpu agek-
BaTHOM ®3T KOHUEeHTpauma Lyso-GB3 B nnasme Kposwn
cHuxaetcs [1, 2].

dabaran® — HoBbIW Npenapar Ans neyeHus 6@

Mabaran® — npenapat arancunaasbl 6eTa, (POM3BOAN-
Mbli1 B KOxHo Kopee. Poccuiickasn GrnoTexHonormyeckas
KoMnanusa «leTpoBake» 8 aBrycta 2023 r. nony4unna
perncTpaumoHHoe yAOCTOBEPEHME Ha nNpenapaT 414
MCMNONb30BaHMA B ledeHnn b® y naumeHToB B BO3pacTe
CTaplue 8 ner.

CBefieHns 0 npenapare. JlekapcTBeHHas dhopma: nn-
obmrsnsaT ANg NpUroTOBIEHUA PacTBOPa ANA UHDY3UNA,
dopmMa Bbinycka: GnakoHbl ¢ coepxaHnem 35 Mr npe-
naparta, kog ATX: AT6AB04 (arancupasa 6eta), akTUBHOE
BellecTBO: arancuaasa 6eta (agalsidase beta), Rec.INN
(cpeacTBo, 3aperncTpupoBaHHoe BO3, moanduLmpo-
BaHHoe), per. N2 J171- (002966) — (PI-RU) ot 08.08.2023.

Mabaran® ABNSETCS aHaNOroOM Y>XKe UCMONb3yeMOoro
npu b® npenapata ®abpas3nm®, onbIT KOTOPOro MMeeTcs
B Poccuu. Mpeanonaraetcs, 4to y>ke B 2024 1. CUHTE3
cy6CTaHUMM 1 NPOM3BOACTBO HOBOMO MpenapaTa 6yayT
nokanusoBaHbl B Poccuitckon Gefepaumm.

B pesontounm CoeeTa OKcneptoB «[lnarHocTmnka
n neveHne 6onesHn Gabpn: NepcnekTVBbI 1 BbI3OBbI»
(20.04.2023, MockBa) nofafep)K1MBaeTcsa nokanusaums
MOMHOro UMKAa NPoM3BOACTBa nNpenapata ®abaran Ha
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OP®AHHbIE BOJIE3HU

Tepputopun P®, 4to nos3sonut caenatb ®3T Gonee Ao-
CTYMHOW NpW CPaBHUMOW KIIMHUYECKON 3D MEKTUBHOCTH
1 6esonacHocTm [25].

[aHHble 06 aPHEKTUBHOCTHN U GE30MACHOCTN Npe-
napara, NoNyYeHHble B XOA4e MYNbTULIEHTPOBOIO OTKPbI-
TOro nuccneaoBaHus, 6binn npeacTasneHobl Hwang S. u
coaBT. (2022) [26]. MpenapaTt Pabaran 6ol HazHaYeH
10 naymeHTam ¢ 6O (8 naumeHTOB GbINM NEpeBEEHDI
¢ npepwecTaytollen G3T (Pabpasnum®) n 2 nauneHTa
He nonydanu nedyexue paHee). Yepes 22 Hefienn nocne
Hayvana UccneaoBaHNsa YpOBHM COlEPXKaHMA FMo6oTpHao-
3unuepammnaa B nnasme KpoBu CHU3UAUCH B CPEAHEM Ha
4,01+1,29 mkr/mn (p=0,005), a B Moye Ha 1,1241,98 mkr/
Mr (p=0,017). Y BCcex NaLUmMeHTOB YPOBEHb B N/1asMe KPOoBM
OOCTUI HOPMASbHOMO 3HaYeHNs Ha 4-11 Hegenn Tepanum
1 cTabnnmanpoBascs Ha 22- Hefene.

Cepbe3HbIX N0H60YHbIX 9DHEKTOB NPOBOAVMOrO
neyeHnsa He 6b1n10 3admKCUpoBaHO. Y HabnoaaeMblx
naumneHToB ¢ b® oTMmeueHo ynydlueHre GyHKLUMM NoYeK
1 roKasaTesiei Ka4yecTBa XKM3HK, CONPSIXKEHHOrO ¢ 6one-
BbIMU OLLyLLEHUSMU. [TpeacTaBNeHHbIE KOPENCKNMU UC-
cnefoBatensmMu aHHble NOATBEPXKAAOT 3DPEKTUBHOCTb
1 6e30MacHOCTb NPYMEHEHNs HOBOrO NpenapaTa aran-
cvaasbl 6eTa B neveHnn b®, npn aToM aBTOpbI AenatoT
BbIBOZ, 4TO Padaran® Kak MUHUMYM TaK >ke 3(DdOEKTMBEH,

MporHo3s npu b®

MpOrHo3 Xm3Hu Npu b B NOAHON Mepe 3aBUCUT OT
CBOEBPEMEHHOCTHU YCTAHOBEHUS AMarHo3a 1 npoBeje-
HWS afleKBaTHON Tepanun. MNpn eCTECTBEHHOM TeYeHUN
B® 6e3 neveHnst oxxmnaaemas MPOAOIXKUTENBHOCTb XKN3HU
nayneHToOB CYLLECTBEHHO YMeHbLUAeTCd, Y NayneHToB
MY>KCKOrO nona — B cpedHeM Ha 20 NeT, XXEHCKOro nona —
Ha 15 neT. Mpn ncnonb3oBaHum O3T NPOrHO3 XKU3HK
CYLLECTBEHHO ynydLlaetcs [1-5].

3aboneBaHua cepaua v TepMuHanbHaa XIMH asnsaoT-
cA Hambosee YacTbIMU NpUUYnHaMmn cmepTy npu b [1].

3akntoyeHue

B 27-M Beke OTMeYeHbl 3HAYUTENbHbIE JOCTUXEHNA
npUMeHnUTeNbHO K Npobneme b®. CTana BO3MOXHO npe-
HaTanbHaa 1 Aa)ke NpeMmnaaHTaUMoHHaa AnarHocTuKa
B®. PagpaboTaH MeTo HEOHATaNbHOMO CKPUHMHIa Ha BO
[27]. B nnaHe onTMMM3aLmm BbIABeHUA 60Ne3HN crnemyeTt
PaCLUMPATb NPaKTUKY CEMENHOrO reHETUYECKOrO CKPU-
HWHra cpean POACTBEHHMKOB NaumeHToB ¢ b®, a Takxke
CKPUHUMHI Fpynn BblCOKoro pucka [1, 25, 28].

OCHOBHblE e JOCTUXKEHWs CBSA3aHbl C pa3paboTKol
MeTonoB O3T 60ne3HU. B 970 CBA3KM NOSABNEHWE Npena-
paTa ®abaran® cnegyeT cuMTaTh 3HAYMMbBIM COBbITUEM
B hapmakoTepanuu opdaHHbIX 3a601eBaHMIA.

Kak OpurnHasbHbIi npenapar [26].
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CTpyKTYypHble, DU3NKO-XMMUYECKME N BNOMOrnyeckme
XapaKTEePUCTUKN CXOAHbI C OPUrMHabHbIM NpenapaTom?34

lNokasatenn dapMakOKMHETUKMN CONOCTaBUMbI C OPUTrMHAJIbHbIM
npenapaToM No pesynbrataM CpaBHUTENIbHOIO, nnauebo-
KOHTPO/IMPYEMOIro paHAOMU3NPOBAHHOIO UccnenoBaHus?

3¢ PeKTMBHOCTb M 6€30MacHOCTb N3yYeHa B KIIMHNYECKOM
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