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= KpuTepul OTHECEHHUS 3a00JIeBaHUA K peIKUM (OppaHHbIM):
= 1 manueHT Ha 1250 yesnosek (CIIA)
= 1 nanueHnT Ha 2000 yesroBeK (EBponencKkuu cor3)
= 1 nanyeHnT Ha 10 000 yennoBek (Poccunickaga Pepepanyis)

=CorstacHo BO3 - 6oJsiee 5000 "Ho30/10TUM

*RARE List (https:/globalgenes.org) - 7000 3a60/1eBaHU
=CorstacHO MuHucTepCcTBY 3ApaBooxpaHeHud PO - 214 rpynm u

HO30JIOTUH
€



bOJIE3BHDb ®ALPU: KU3SHEYTPONKAKIIEE
3AbOJIEBAHHUE C MYJIbTUCUCTEMHBIMHA
[TIPOABJ/IEHUAMNA

= Penkoe (opdaHHOe) 3ab60/1eBaHUE.

= HacieacrBenHas (X-cuensieHHas) Jin30CcoMaJibHasd 00JIe3Hb
HaKOMJIEHUs, CBI3aHHOE C epUILIUTOM pepMeHTa ajabda-
rajakTo3uaasnl A (a-Gal A)

= HakomieHnue rio6orpuaosuinepamuga (Gb3) B aHgoTE MU U
[JIaJIKOMBbIIIEYHbIX KJIE€TKaX COCYI0B U JIPYTUX TKAHEU

= )KrusHeyrpoxarollee, Iporpeccupytoiiee 3abojeBaHue

= KoHe4Has cTafgua 00yCca0BJIeHa COCYAUCTbIMHU OCJI0XXHEHUSIMU
(MHCYJIbT, MHQAPKT MUOKapJa, No4YeyHasd HeJJOCTaTOYHOCTD)
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2. Barbey et al. Curr Med Chem Cardiovasc Hematol Agents 2004;2:277-86.

3. Bishop et al. Proc Natl Acad Sci USA 1988;85:3903-7.
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Tuttolomondo A et al. Int ] Mol Sci. 2021;22(18):10088. Published 2021 Sep 18
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MEXAHU3MbI 2HJI0TEJIUAJILHOM
NACOYHKLIMU ITPU BD

CBepxaKTI/IBaU,I/IH
HAJI®

TPOA

Hakonnenune Gb3
B CTEHKAaX COCYZI0B

YxyalweHune
TpaHcnopTa
KanbuuAa

YeennyeHue POK

| Taes

YBesinyeHue
ToawKMHbI IMT

YBenunyeHue
HanpAXXeHuA
casura

BocnanutenbHbie
M3IMEHEHUNA COCYyO0B

IMT: TonmuHa uHTUMa-Meaua; HAJ1d

KHCJI0pOo/a.

CBepxakcnpeccus
MOJIEKYJI KJIETOYHOMN
aAre3uu

[IpoTpoM6OTUYECKUI U
IPOBOCIATUTENbHbIN
CABUT

®ubpos

CTpyKTypHbIE U
$yHKLMOHA/IbHbIE
VU3MeHeHHUs

CBepxaktuBanusa HAJ[D
[Iponudepanus
rJ1aJKOMbIILII€YHbIX KJAETOK
YBeJsinueHue TOJIHWHBI
MHTUMAa-Me1a
['Mnepakcnpeccuss MapKepoB
aKTHBaILlUX 3H/0TEIHUSA
deHOTUNIHYECKUH TEPEXO/ K
IPOTPOMOOTHYECKOMY
beHoTUITY

CHM)KeHHe OUOI0CTYIMHOCTHU
okcuaa a3zota (NO)

: HAIKOTUHaMUAaieHuHAuHYKJIeoTuAdpocdat; eNOS: sHoTe/IMa/IbHAsA CUHTA3a
okcujia a3oTa; PAC: peHUH-aHrMoTeH3WHOBas cucteMa; POA: aktuBHbIe popMbl a30Ta; APK: akTHBHBIE GOPMBI

f
Stamerra CA et al. Adv Pharmacol Pharm Sci. 2021;2021:5548445. Published 2021 May 13 @



K/JIMHNUYECKAA KAPTUHA bO:
[TOJIMOPIAHHOE ITOPAXKEHHUE

= [IopaxkeHHe LiIeHTPaAJIbLHOHN U
nepudepruIecKOr HEPBHOU CUCTEMBI
gnnomapos, aKpoIapecTe3uy,

oJieBble KpU3nbl), paccrpoucrtBa KKT,
3HAYMMO YXYAIIAT Ka4eCTBO XXU3HU
00JIbHBIX

= [lepebpoBacKy/IsipHbIE OCJIOXKHEHUS
(TpaH3UTOpPHbIE HIIIEMHUYECKHE aTaKU U
pPaHHHE WHCYJbTbl) OCHOBHAsI IPUYHUHA
paHHEW CMEPTHOCTH y NallMeHTOB ¢ bO

= ['uneprtensud, [JI7K, BasibBysionIaTUU U
HapylleHUs cepaeyHoun HBOBO,Z[I/IMOCTI/I,
pa3Butue XbIl u XCH, UBC n
IOTEHIHaJIbHO CMepTeJIbHbIe apUTMUHU
Ipe/ICTaBJISAIOT COO0HU IOMOJTHUTEIbHbIE
OIMAaCHbIE JIF YKU3HHU OCJ0KHEHUA
3a00J1eBaHUS

GL-3 ubiquitous
accumulation

\ SMC hypertr e dine
Early-onset Cerebral small o rzﬁfm:z:y Candiac Heart
stroke/TIA vessel discase P m hypectrophy failure
V Valvulopathies
Diarrhoea Increased Ischemic
Enteric IMT Arrhytmias heart
neuropathy and discase
vasculopathy Endothelial
Abdominal dysfunction
pain crises HTN
% M Early peripheral Impaired renal
Extremities 48 /" neuropathy perfusion Renal
paincrisis ~ ' Reduced failure
L1k auure
A . ¢GFR

Vascular
ectasias

Podocyte
damage

Accelerated
atherosclerosis

Acroparesthesia WAF

Angiokeratomas Proteinuria

[
Stamerra CA et al. Adv Pharmacol Pharm Sci. 2021;2021:5548445. Published 2021 May 13 @



KJIMHUYECKUE MPOSBJIEHUS B
B 3ABMCHMMOCTHU OT BO3PACTA (1)

= JleTcTBO, OHOCTD (< 16 JsieT):
= [lepudepryeckasi/aBTOHOMHasi HepBHAs CUCTEMA:

= AkponapecTe3us U HelpolnaTuyeckas krydas 60Jib B pyKax U Horax, «60JieBble KpU3UChI», BbI3BaHHbIE
X0J10/10M, Kapo#, prU3UYeCKHUM UJIM SMOIMOHAIbHBIM CTPECCOM, MHTEPKYPPEHTHBIMHU 3a00JIeBAHUSIMHU UJIU
yIoTpebJeHHEM aJIKOT0JIs

= 'unoruapos, CHUKeHUe BbIpabOTKU CJIOHBI U CJie3, HAPYILIEHWE ePUCTATbTUKN KUILIEYHUKA,
OpTOCTaTUYeCKas AUCPETYIALUS, TOJIOBOKPYKEHHE

Ko>ka: aHrnokepaTombl, B OCHOBHOM B BU/Ie T'PYIIN Ha ATOAUIIAX, OKOJIO MyNKa, HA MOIIIOHKeE, Ha
O6eapax, MHOTAA Ha rybax, KOHYMKaxX MaJbleB, CJIM3UCThIX 000J109Kax (C1u3ucTast 0060J04Ka
IIOJIOCTH PTa U KOH'bIOHKTHBA).

Co CTOpPOHBI XeJyA0YHO-KHIIIEYHOT'0 TPaKTa: 60Jib B }KUBOTE MOCJI€e MpHeMa MUIU, METEOPH3M,
Aivapesi, »KeJyL0YHbIN pedIIKC

Jlerkye: 06CTPyKTUBHbBIE (U PECTPUKTHUBHbBIE) pECIMPATOPHbIE 3a060/1eBaHUS.

['nasa: Cornea verticillata, Tortuositas vasorum (3aMeTHasi U3BUJIMCTOCTb COCY/10B KOHbIOHKTUBBI
Y CeTYaTKH), kaTapakTa ®adopu.

PaHblile JuarHo3 = paHblile Ha4yaJo Tepaluu = CHUXKEeHHe @
BEePOATHOCTUU DA3BUTHUA GaTaJlbHbBIX OCJI0KHEHUN Lenders M, Brand E. Drugs. 2021;81(6):635-645




KJIMHUYECKUE MPOSBJIEHUS B
B 3ABMCHMMOCTHU OT BO3PACTA (2)

= JleTcTBO, OHOCTD (< 16 JsieT):

= C/yX: mporpeccupymroliasi HeMpoCeHCOpHas TYyroyxXxoCTh (0COOEHHO BbICOKME YaCTOThI ), IIyM B
ylIax.

KocTHO-MBIIIeYyHasd CUCTEeMa:

= XapakTepHas gedpopManusi MexxdpaJaHIOBbIX CYCTABOB MaJiblieB PYK, B HEKOTOPBIX CJy4asx NaJjblibl B
BUJie 6apabaHHbBIX MaJ0YEK

= OccudunpyeMble NPUKPEIJIEHUS CYX0XKUJINH, JeTeHePAaTUBHbIE U3MEHEHHUS CYCTABOB, aCENTUYECKUN
HEKPO3 KOCTeH

BbIHOC/IMBOCTB: pHU3HUYECKOE UCTOLIEHUE, YTOMJISIEMOCT.

JlonoJIHUTe /IbHbIE NIPOABJIEHUA: 3aMe/iJIeHUe POCTa TeJla, 3aepKKa [10JI0BOr'0 CO3peBaHMA,
HapyuieHrue GepTUIbHOCTH, UMIIOTEHIUS, XapaKTEPHbIe YEPTHI JIMIA, aHOMAJIUX B 00J1aCTH
POTOBOM MOJIOCTH U 3y0OOB, TAKME KaK KMCThI U MCEBJLOKUCTHI BEPXHEYEJTHCTHOHW Ma3yXHU.

[lepBble MOYeUHbIE U CEP/IEYHbIE AHOMAJIMHU (BKJIIOYAsd MUKPOAJIbOYMUHYPUIO, IPOTEUHYPUIO,
aHOMaJIbHYI0 BapuabeJbHOCTb CEPAEYHOr0 PUTMA)

PaHblile JuarHo3 = paHblile Ha4yaJo Tepaluu = CHUXKEeHHe @
BEePOATHOCTUU DA3BUTHUA GaTaJlbHbBIX OCJI0KHEHUN Lenders M, Brand E. Drugs. 2021;81(6):635-645




KJIMHUYECKUE MPOSIBJIEHUS Bd
B 3ABUCUMOCTH OT BO3PACTA (3)

= PanHs4 3pesioctb (17-30 sieT). [loMuMO BhIlIeNEepeYUCAEHHBIX TPOSIBJIEHUH:

= HedpponaTusa Padbpu: npoTENHYPHUA U IPOrpeCCUPYOLAs MOYeYHast HeJ0OCTaTOYHOCTb; YaCTO
KHCTHBI NTOYeK (MpUYUHA HesICHA ), IOYeYHas TUIepTeH3UsA

= Kapavomuonatus @aopu: runepTpodus JIEBOTO Keaya04Ka (B OCHOBHOM KOHILIEHTpHUYeCKas),
HapylleHUs1 TPOBOAUMOCTH (PUOPUMIALMA TpeAcepani, HaIKeayJ0UKoBasl U »KeJTyJ04YKoBas
TaXUKapaus), AMCPYHKIMA KaanaHa (MATpaJbHbIW KJamnaH, a0OpTaJbHbIM KJIAMaH),
CTEHOKapAH1s, MHTpaMUOKapAuaJabHbIH

= [lepebpasibHble nposiBiaeHus: TUA, niieMu4eCKU UHCYJIbT, TeMOpPParuieCKum UHCYbT
= JIumMpocTas HUKHUX KOHEYHOCTEM
= Jlenpeccusd, NCUX03bl, OTPAaHUYEHHOE Ka4eCTBO KU3HU

= [lo3gHss 3pesnocTs (> 30 JieT). PasBuTHE BhilIeNepeyrCcAeHHbIX MPOsSIBJAEHUU:

= [loyeyHas HeJOCTATOYHOCTbD ([AUaIN3, TPAHCIJIAHTALMSA MIOYKH ), Cep/iedHasi HeJ0CTAaTOYHOCTD,
3JIOKa4YeCTBEHHbIE apUTMUH, oBTOpstomuecs TUA v UHCY/IBTBI, COCyAUCTast IeMEHIIUA

( )
BrisiBieHre B® MeTO/0M CKPMHUHIA B TPYINAX BBICOKOTO PHCKA [Ny Drugs. 2021:81(6):635-645 O



PACITPOCTPAHEHHOCTDL 5@ B OBIIEH

[MOIY/IALIU

CrpaHa PacnipocTpaHeHHOCTH

[TopTyranud
HupepaaH bl
ABcTpasivsa
BamuurToHn, CIIA
WUTanusa

ABcTpusa
Muccypuy, CIIA

TariBaHBb

1 1Ha 833,000
1 Ha 468,000
11a 117,000
1 1a 7800
112 3100
1 1a 3000
1 Ha 1500
1 1a 1300

T T E

—

- =

«CaiydaruHble» HAXOAKHU

CKpUHUHT
HOBOPOXAEeHHBIX

ToyHast pacnpocTpaHeHHOCTb HEM3BECTHA

Raphael Schiffmann et al., 2017
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[10/iX01bl K CKPUHHUHIY b®

= CKpI/IHI/IHI‘ HOBOPOXAEHHDbIX

= CKpUHMHT B rpyInax BbICOKOTO prcCKa

'pynna PacnipocTtpanenHocts, %

OHMK, moJiozible naLieHThHI 0,5
['vneprtensud, [JI3K 0,9

WUanonaTtuyeckasa runepTpoduruueckas
KapAAOMHONATHUS

XBII C5p, no1,1

0,5 - 1,0 (Mmy>x4uHBI - 4%)

* (CeMeWHbIV CKDUHHUHT

Raphael Schiffmann et al., 2017 @



ObIIHUE JAHHDBIE 10 CKPUHUHI-UCCJIEJJIOBAHWAM b®

CPE/JIU bOJIbHDbIX C XbIl

Kputepuu [CKpUHHpPOBaHHBIE

napueHTsl (M| 2K), n]

Bospacr, j1et

OcCHOBHOM BHU A TEeCTa

BhissBJIeHHBIE 00J/IbHbBIE

(M]K), n

ABTOp, roa, crpaHa

Bcerpeuaemocth(IM | 2K), %
[BeTp ( ,

A"aﬂ[“sﬁb:; ;I4aI1EI;IEHTbI 20-90 Plasma a-CGal A [1'(5) Eilo)l N Nakao [47], 2003, Anonus
ﬂn[zlzjzpé::)li(lilselrézlll;l;i;l]'rbl 61.8 (cpexnHee) DBS a-Gal A [ 0;} Eglg |)0)] Kotanko [50], 2004, ABcTpus
Zlnanas;(n)azz 511oaI1E1)4]eHTbI 26-89 Plasma o-Gal A [ 0; E(l)lz)l Il Ichinose [60], 20085, Anonusa
" EsT0 bzl | 18458 HeH3BECTHO DBS o-Gal A 01 (0204 Ve 511, 2007, Hexn
Zlnalglgzn(lilgoﬁa;r;)!;ﬂbl 18-80 (m), >16 (%) DBS a-Gal A [0; Eé-lé?o)] Terryn [62],2007, besbrua
ﬁl’;‘;“(‘zz gIT_)r]' 63 (cpennee) Plasma o-Gal A [8 EgH] Andrade [74], 2008, Kanaja
ey | 0eome | semons o o K 3,200 Koo
A o1L (543 368y] 203 pra-Sla 0202103) Caspar [¢4], 2910, Henarns
e Gt 010108y T s
Anaﬁﬁ%‘ﬁ (;IBaOIIIIT;IHTbI 63.4 (cpeiee) Plasma a-Gal A [0; E(zllz)| N Doi [66], 2012, fIlnonus
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ObIIHUE JAHHDBIE 10 CKPUHUHI-UCCJIEJJIOBAHWAM b®

CPE/JIU bOJIbHDbIX C XbIl

Kputepuu [CKpUHHpPOBaHHBIE

napueHTsl (M| 2K), n]

Bospacr, j1et

OcCHOBHOM BHU A TEeCTa

BhissBJIeHHBIE 00J/IbHbBIE
(M]XK), n

Bcerpeuaemocth(IM | 2K), %
[BeTp ( ,

ABTOp, roa, crpaHa

156 (615501 1624 preid 02 (03J0) Ofear [771, 2075, Typunn
Anaﬁlzzl;b:;:gtlvf)elﬂm Ny Plasma&i%ﬁéplasma [0'1 E(l)ll)l . Maruyama [67], 2013, SlnoHus
e aat 01 oy R,
[31;“(51"6;3}'1546)] 18-70 DBS o-Gal A [1_8 g'g I)O)] Turkmen [75], 2016, Typuus
" [B547 5408|3135 11W 5-98 Plasma o-Gal A 1002 (0.08101 Sl =], 2916, nowna
et Gat ] 02 cpomnes psloshy | Seier 101208 Ty
oifoily | Swerane s
llnan[p;zl;b(lselnlaslil;]eﬂnl 20-60 DBS o-Cal A [8 Eg:gg] Trachoo [72],2017, Taitnang,
iasscrassson 00001
o | oot | pilosy | im0 20 nows
Anaﬂﬁzl;bzf:saﬁ;eﬂm HEU3BECTHO DBS a-Gal A [0; gl‘?)l N Veloso [48], 2018, Bpasuius
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ObIIUE AAHHBIE 10 CKPUHHUHI'-UCCJE/IOBAHWUAM b

CPE/JIU bOJIbHDbIX C XbIl

Kputepuu [CKpUHHpPOBaHHBIE

napueHTsl (M| 2K), n]

Bospacr, j1et

OCHOBHOJM BHMJ TECTa

BoisiB/IeHHbIE GO/IbHbIE
(M]7K), n
[BcrpeyaemocTb(M | 7K), %]

ABTOp, roa, crpaHa

Juanu3Hble NaneHThbl 1(1]0) .
[227 (148]79)] 65 (cpesnee) lenernka GLA 0.4 (0.7)0] Zizzo [49],2018, UTanus
IIpeauau3Hble NALMEHTbI ~ ) 6 (6]-) . .
[1012 (1012]-)] 20-85 DBS a-Gal A 0.6 (0.6]-)] Lin [77],2018, TaiiBaHb

Juau3Hble NanueHThI
[9604 (9604 |-)]

JAnajin3Hbie NanAeHThI
[5572 (3551 ]2021)]

JAuanu3 u TII
[5657 (3442 | 2215) ]

Al/lalllfl3l-lble NanEeHTbI
[526 (325 | 201)]

PacnpoctpaneHHocTb [0 1.1%

(0-1.8% MyxuvH 1 0-2.2% V 1
YKEHIIUH)

Frabasil [51],2019, ApreHTHHAQ

Moiseev [52], 2019, Poccus

Yalin [53],2019, Typuusa

Jahan [54], 2020, ABcTpanus

T = _wwoew )
[265 (175 | 90)] 53.6 (cpenHee) Gal A, DBS Lyso- Gb3 (1.1 (0.62.2)] Veroux [55], 2020, UTanus
b 1(1]0)
[301 (180]120)] 43 (cpesHee) lenernka GLA 0.3 (0.6]0)] Erdogmus [56], 2020, Typuus
XBII C3-5 4 0 (0]0) :
[397 (279 118)] 32-75 Cyxue nsitHa Moun Gb3 [0 (0]0)] Auray-Blais [78], 2020, Kanaza
JAvanv3Hble NalueHThbl ~18 DBS o-Cal A 3(@0]3) Alhemyadi [57], 2020,

[619 (unknown)]

[0.5 (Hen3BecTHO)]

CaynoBckas ApaBusi

©
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OCHOBHDbIE METO/1bI
CKPUHHWHI'A BO

= KnnHn4yeckasa kaptnHa

= My>X4nHbI: onpeaeneHe akTMBHOCTU anb@a-ranakro3ngassl A B
nenkountax (Hmxe 30% OT cpegHero B KOHTPONbLHOU rpynne). Y
XXEHLLMH U NMPU HEKOTOPbLIX MyTauuUsaX MOXET ObITb B HOpME

= KonnyectBeHHoe onpegeneHne rnobotpunasuncdunrosmHa (Lyso-
Gb3, Lyso-GlI3)

= [lpamoe cekBeHupoBaHue reHa GLA
= buoncua (obHapyXeHue noBbIlWeHHOro ypoBHA Gb3 B TKaHAX)




PEROMEHJAALINWHA 110 CKPUHHWHI -
INATHOCTHUKE b® CPEZINU bOJIbHBIX XBII

= ...B Hebposocuveckux KAUHUKAX peKOMEHAYemcs CKPUHUH2-0Ud2HOCMUKd
6o.1e3HU Pabpu y nayueHmoes, NPUYUHA pa3eumusi XpoOHU4ecKol
60/1e3HU NOYEK KOMOPbIX HeU38eCMHA: )y MyHCUUH Mos0xce 50 1em u
JHCEHWUH /1106020 803pacmd. Y MyHCHUH CKPUHUHZ MOXcem 6blmMb 8bINO/JAHEH
nymem usmepeHusi akmusHoCmu -2a/1aKkmo3uda3sl A 8 nia3me,
JeiuKoyumax u/au no memody cyxo20 nsimHa Kpoeu. Y HCeHUWjUH
Heo6X00uMo NpoeodumMs 2eHemuYeCcKull aHaau3 Mymayuil, mak Kak
UCKAYUMENbHO U3MepeHUe AKMUBHOCMU hepmeHma Moxcem dasamsob
JI0CHOOMpUUame/ibHblIl pe3ysabmam y 6o1ee uem 00HOU mpemu 06w ez2o
Yyuca1a nayueHmMok ¢ 601e31sro Pabpu.

European Renal Best Practice
Terryn W, Cochat P, Froissart R et al. Fabry nephropathy: indications for screening and guidance for diagnosis and
treatment by the European Renal Best Practice. Nephrol Dial Transplant. 2013 Mar;28(3):505-117.
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POCCUS, CEBEPO-3AIA/IHBIN
PETYOH - YACTH MACIITABHOTO
CKPUHUHTA

1835 naumeHToB ¢ Xbl'1

= Pecniy6inka Komu (& - 74%)
BoapacTt 55+12 nert

= MypmaHCK

= Bosiorna

= Yepenosery

= ApXaHreJibCK

= [IckoB

= CaHKT-IleTepOypr

BumneBckuit K.A. u coaBT. Hepposorusa 2019; 23 (1): 51-59. @



HE TOJIbKO AWAJIN3

* 13 1835 60sibHBIX 269 (15%) - nmauyeHThI
['opoackoro HedppoJsiornyeckoro LeHTpa

Crazws XBII

XBII C1
XBII C2
XBII C3
XBII C4
XBII C5
XBII C5n

J/laHHble nipegocTaBJieHbl HepposioroM ['opoackoro Hedpposiornyeckoro Llentpa CII6

1,7
2,8
5,8
3,1
1,6
85

—_

— T'HL

—

- JUAJIU3HbIE LIEHTPhI

[IpomivHo¥ TaTbsiHOU BUKTOpPOBHOU

€



METOZAWMKA CKPUHWHIA

OnpepnesieHre aKTUBHOCTHU KosimyecTBeHHOe omnpejiesieHue
anbda-rajakTo3uJasbl A B IJ1I000TpUA3UJICPUHIO3UHA
JIEUKOLIUTax (Lyso-Gb3)

CBIBOPOTKA KPOBH UJIM METOJ, KCYXOTO MATHAa»

CHUXeHa
(<1,89

[ToBbilieH (>5,0

MKMOJIb /J1/4) o9

MeToa npAMOro aBTOMaTUYECKOIO CEKBEHUPOBAHUS, 3K30HbI 1-7
reHa GLA, a Tak»Ke nIpuJierarliyue HHTPOHHbIe 00J1aCTH

BumineBckuii K.A. u coaBT. Hepposorua 2019; 23 (1): 51-59. @




PE3Y/IbTATEI CKPUHHWHTA - A-
GALA

= CpegHuu ypoBeHb a-Gal A 5,39 + 2,69 mkmonb/n/y

AUaJIN3a)

a-Gal A, MKMonb/n/y 7,53 4,312,3 p<0,001
| Mysemme | Kemmume | p
a-Gal A, MKkmMonb/n/y 5,9+3,4 3,4+2,3 p<0,001

o CHMWKeHne akTuBHOCTU a-Gal A BbISIBIIEHO Y 6

nayMeHToB
BumHeBckuii K.A. ¥ coaBT. Hedposorus 2019; 23 (1): 51-59. @



PE3Y/IbTATbl CKPUHWHTIA -
[EHETUKA

= 1 6onbHON — nonnumopdunam (c.-10C>T-¢.640-16A>G-¢.1000-22C>T
(remmnsuroTa, rannoTun, onnUcaHHbIN y NAaUMEHTOB C PEHOTUMNYECKNMMU
npoasneHnamm donesdn ®abpu [Bono et al., 2011])

=Y 2 NAUMEHTOB reHETUYECKNX N3MEHEHUN HE BbIABNEHO

= Y 3 nauueHTOB BhbisABIeHa paHee He aAnarHoctuposaHHasa bd
(c.427G>A, c.818T>C, ¢.895G>C) + 1 BbIABIIEHHLIN paHee

= PacnpoctpaHeHHocTb Bb® cpegu naumeHToB ¢ XbI1 C54 1:392
(0,25%)

= B pe3ynbraTte obcrnegoBaHus poacteeHHMKoB bd BbisiBNeHa elle B

ogHOM crniyyae (¢.427G>A)
BumineBckuii K.A. u coaBT. Hepposorua 2019; 23 (1): 51-59. @



KJIAUHUYECKUE CAYYAU - DEA VT

1. IanumentE., 1987 r.p. (CaukT-IleTepOypr)

= JlnarHos:
= OcH.: BpoxxaeHHasa AUCIIJIa3Us T04YeK

= Ocu.: XBII 5 cT, remoauanu3s ¢ 02.08.2003. BropuyHasa Al BTopyu4HbIN rUniepnapaTUpeos,
COCTOSAHUE TT0CJIe TapaTUupeoruI3KTOMUU oT 2011 r. BropryHad aHeMUA. A30TeMU4.

= JNUJIenTUYeCKUM cuHApoM. AV-ducTysia 1eBOro npeanieybs.

2. ManuenTII., 1980 r.p. (MypMaHCcK)

= J/luarxHos:
= OcH.: XpoHHUYEeCKHUM HeOPUTHUYECKUW CUHPOM - HEYTOUHEHHOE U3MEHEHHUE

= Oca.: XBII 5 cT.,, remoauanu3 ¢ 30.01.2009. BropuuHas Al BTopu4yHbIN runeprnapaTUpeos.
BTopuyHad aHeMUd. A30TeMus.

= INUJIENTUYECKUH CUHAPOM. AV-puUCTysa 1eBOro nperniedbs.

f
BumineBckuii K.A. u coaBT. Hepposorua 2019; 23 (1): 51-59. @



BOJIBHOU E., K/IMHUYECKUE MTPOSABJIEHU A

C 10 net (1997 r) - 3ajeprkKa pocTa,
60J1M B JUCTAJIbHBIX OT/es1aX

KOHEYHOCTeH, HapylLIeHUe
IIOTOOTAEeJ/IeHUS U

TEPMOYYBCTBUTEJBHOCTH, U3MEHEHUS By V
B aHaJIM3aX MOYHM (IPOTEUHYpPH) ’

C 14 net (2001 r)- cHUKEHUE Mepudepuyeckas
HEepBHaAdA CUCTEMa

Heliponamuueckas

GYHKIMHU [I0YEK, apTepraibHas
TUINepTeH3uUs, aHEMHUS.

C 16 et (2003 r)- HayaTa \_

60.1b

J

IMOCTOAHHAA 3aMeCTUTEJIbHAA
II049€49Had Tepallud reMmognajin3oM

C 25 sieT (2012 r) - cy1OpOXKHBIE
IPUCTYMNbI - ApaxHOUJa/IbHasA KUCTA
NpaBbIX OTAEJ0B IUCTEPHBI
IPOA0JITOBATOTO MO3Ta C
JIEBOCTOPOHHEHN NUPaMHUJAJbHON
HEJI0CTAaTOYHOCTbI0. INMUJIENTUYECKUU
cuHapom. Ha pone
IPOTHUBOCYAOPOKHOU Tepaluu
NPUCTYIIbI HEe 0ECIIOKOAT

BumneBckuii K.A. u coaBT. Hepposorua 2019; 23 (1): 51-59.

P
(‘~ L

Cepane
Apummuu, I7DK, CH

bosieanb @abpu:
HauboJiee

3aTPOHYTBIE

OpraHbI

IHHC
Hucyaomeol, THA,

nopasceHue
6es1020

k gewecmaa J

I[Touku
IloueuHnas

Qeaocmamowoay

KKT
Juapes, 60416 8 scusome

Lenders M, Brand E. Drugs.
2021;81(6):635-645
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BOJIBHOU E., K/IMHUYECKUE MTPOSABJIEHU A

= B aHaMHe3e — yacThble 31IU30/1bl
ivapeu

= JKT' - npu3HaKu BeIpaKeHHOM
rUunepTpoGruu MUOKap/Aa JIEBOTO
KeJlyLo4yKa

= 9XO - yToJilleHue MUOKapJa 3aJiHeHN
CTE€HKU JIEBOTO KeJIyJ04YKa U
MEeXOKeJy04YKOBOU NeperopoaKu /10
14-15 MM

/o ‘aV

N

Ilepudepuyeckasn
HepBHas cucTeMa
Hetiponamuueckasi

6016
J

/,a‘\

Cepane

qummuu, IJDK, (39

BumneBckuii K.A. u coaBT. Hepposorua 2019; 23 (1): 51-59.
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TEPAITUA

B-kene3a (III) okcuruapokcua 1,5 r B cyT, anbdakanbuugosa 0,25 MKT B CyT

Caxapart xesie3a 50 Mr B Hej,., 3103THH asibda 3000 ME B Hep.

Okckap6asenuH 900 Mr B CyT.

depmMeHTHAas 3aMeCTUTe/IbHAsA TepanuAa ajb@a-rajakrosugasou 1 pas B 2 Hege1u
[ocJjie ceaHca reMoauasin3a

= [loTeHIIMAa/IBHO — MOAUHKALIMA peKUMa AUaJin3a:
= YBesinueHHe NPOAOLKUTENBHOCTH MPOIeAyPhI

= YyaimeHue npoueayp (4 pasa B HeJjeJIl0 — COKpalleHHe AJIUHHOI0 MeXAUaJIU3HOT0
UHTEepBaJIa)

= Ucmo1b30BaHH e KOHBEKIITMOHHBIX METOAUK

YnomuHaHue MEXAYyHapOAHbIX HENIAaTEHTOBAHHBIX HaHMeHOBaHHﬁ/TOpI‘OBbIX HavWMeHOBaHUH npenapaToB IpHBeAEeHO HAa JaHHOM cnaﬁ,ae HCKJ/IDYUTEJIbHO B HAYYHBIX I1€JIAX U HE HallpaBJIEHO Ha IPOJABUXKeHHE, IPUBJIeHeHWe BHUMAaHUA WU fi
AKLOEeHTUPOBaHHE NPpEUMYLIECTB KaKoro-in6o npernapaTta Uuiv Npou3BOAUTEIA. I/IHCI)OpMaLU/IH npegHa3sHa4YeHa UCKIIOYHUTEe/IbHO A1 MeJULIUHCKUX pa60THl/IKOB.



JOCTYIIHBIE U OKCITEPUMEHTAJIbHDBIE
METO/bI IEHEHUA b®

CURRENT THERAPEUTIC APPROACHES FORFD = AFaJICI/IﬂaSa aﬂb(l)a U 6eTa -
y \ JOCTYIHBI
Enzyme-based Non-enzyme = ]_Hal'lepOHHaH TEepallnud —
y treatments \ Z;placement treatme% ,Zl 0 CTyrIHa
= [lerynurancupgasa ¢abda -
T Gene-based Substrate ch
R Therapy reduction Sparone hcciieayeTcd
l = [eHHaq Tepanud -
a-Agalsidase RNA ]l Viral Vectors Lucerastat Venglustat Migalastat UCCJI eﬂyeTCH
MoA: Catalyzes MoA: inhibits the MoA: inhibits the MoA: Stabilizes
i ion of u 3 d inhibit o
bt enzyme glucosyl- | ceramice [l amenable mutant [ECINOISY) ()G NZ0:)2 00078705 W2 ()7 UN] 0
terminal galac- B-Agalsidase ||a-Pegunigalsidase ceramide synthase forms of a-Gal A
tose residue from synthase, which Ph enzyme I‘JIIOKOSI/IJIL[epaM I/IACI/IHTaB bl —
S iola MoA: Catalyzes | MoA: Catalyzes the plays a crucial ase 2
the hydrolysis of role in the pro- vIne 4 HhcciieayeTcd
Phase 3 glycosphingolip- Phase 3 duction of Gb3,
ids, including preventing its

Gb3, in the lyso-
somes of multiple
cell types and Phase 3
tissues

e Castelli V et al. Clin Genet. 2021;100(3):239-247 @

accumulation.
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Kurschat CE. Cardiovasc Diagn Ther. 2021;11(2):672-682
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= TII aBs1IeTCS METOIOM BbIOOpA Y

nauuedHToB ¢ b® u XBII C5

= TIl yBesinyuBaet

IIpoAOJIXKUTEJIbHOCTD )KU3HHA
MMaognueHTOB C bB® no CPAaBHEHHIO
C lIagMeHTaMH Ha AHNAJIN3€E

OAHAaKO IO CPAaBHEHMUIO C
ManueHTaMU C APpYyTrUuMHU
npuyrHamu XbIIl
NPOLOJIKUTEJIbHOCT XKU3HU Y
60JibHBIX ¢ BD-penunuenToB IIT
MeHbllle 10 HeCBA3aHHbIM ¢ XbII

IIPU9HUHaAM
©



BbIBO/lbl

= bonesHs ®abpu (BD) ABNAETCA XKUSHEYTPOXKAIOLLMM, NPOrPECCUPYIOLLUM
3aborneBaHneM, KOHEYHasA CcTagms KOTOPOro YacTto obycrnoBneHa
daTtanbHbIMKU COCYAUCTBIMU OCIOXHEHUSMMN (MHCYNLT, UHAPKT
MMoKapaa, novyevyHas HeoCTaTO4YHOCTh)

= BBMAOy HecneyMdUYHOCTU OTAESNbHbIX KIMMHUYECKUX nNpu3Hakos bd
4acTO AMArHOCTUPYyeTCHa Ha NO34HUX CTaaudaX, YTO NPUBOAUT K TAXKENbIM
OpPraHHbIM NOpaXXeHUsM U OTCPOoYKe Ha4varna pepMeHT-3ameLlaloLen
Tepanuu

= OnpegeneHne aktmBHocTn a-Gal A n Lyso-Gb3 B dpopmaTte CKpuHUHra B
rpyrnnax BbICOKOro pucka asnaetcsa addpekTnBHbLIM CNOCODOM
BbigBneHuns bd

= PaHHee BbisABrieHNe DOMNe3Hn o3Ha4yaeT paHHee Ha4yano cneymdunyeckomn
Tepanuu
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