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Bone3Hn HakonmneHus ¢ nopaxeHmnem no4vek

FmomepynsipHbie 60ne3Hun

Amunongos (+kaHanbLbl, UHTEPCTULWN, [MprnoGpeTeHHbIN

cocyapbl) MpeaLwwecTBEHHUKN:
* nierkve uenum MMyHornobynnHos
*  TAXKenble uenn MMMyHornobynmHos
* CbIBOPOTOYHbIN A-NPOTENH

HacnencTtBeHHbI

IMpeLweCcTBEHHUKM:

s 0o-uenu pubpuHoreHa

e anonvnonpoteuH Al

e anonvnonpoteuH All

*  nn3ouUM

* XemoaTpaKTaHT NenkounTos 2

* TPAHCTUPETUH (CTapyecknin NpUobpeTEHHbIN UK
HacneacTBEHHbIN)

Bone3Hb Pabpu (+kaHanbLUbI U cocyabl) FukochuHronunuabl (rmo6oTpraosunuepamma) MpoTenHypus,
HedhpoTUYECKUN

Cungpowm N'ypniep/mykononucaxapugos una |l H - Mykononucaxapugbl (rlMKO3aMUHOTIMKaHbI) CUHAPOM

I-kneToyHas 6onesHb/mykonunuaos Tuna ll Mykononucaxapugbl (riMMKO3aMUHOTNIKAHbI) U CCOMHIONMNUAbI

BonesHb Nowe Mmukonunuap! (Nokouepebposunn)

Hedpocnanngos Onurocaxapuapl

JInnonpoTtenHoBas rnomepynonaTus AnonunonpotenH A, Bu E

Hdedunumnt nekTnH-xonectepon JIMHMN

aumnTpaHcdepasbl

KonnareH Il rmomepynonatus Konnare I

PrBPOHEKTUHOBASA FIIOMeEpPYonaTus PNBPOHEKTUH

Hedponatnyeckuin LMCTUHO3 (YaLle kaHanbubl)  LnctuH

BonesHb MNpke/6onesHb HakonneHns [MukoreH
rrvKoreHa (+kaHanbLbl)

BornesHb Pedcyma duTtaHoBas kucnoTa



Bone3Hn HakonmneHus ¢ nopaxeHmnem no4vek

TybynouHtepcTuumanbHblie 605ne3Hu

AyTOCOMHO-OOMUHAHTHaS HakonneHve ypomMoayrnvHa B BOCXOAALLEM Ty6ynovHTepcTuymnansHbein onbpos,
TyGynonmHTepcTMynansHas oTtaene netnu lexne KOpTuKanbHble, KOPTUKO-MeayNNsapHbIE,
6onesHb noyvek (MeaynnsapHas mMeaynnspHble kuctbl 30-40%
KMCTO3Has 6onesHb noyek Tun | -
D) HakonneHne pparmMeHToB MyLMHa-1 B TyOynouHTepcTMumnanbHbii (udpos,
ANCTanbHbIX KaHanbuax KOpTuKanbHble, KOPTUKO-MeayNNsapHbIE,
MenynnsapHble knuctol 15%
Bone3Hb Pabpu HakonneHue rmukoccuHronunuaoa B Ty6ynouHTepcTuumanbHbii ¢pnbpos,
AUCTanbHbIX KaHanbLax napanenbBUKarnbHble KACTbI
Hedponatnyeckmin LMCTUHO3 HakonneHve unuctnHa B NpoKCMMarbHbIX CuHapom daHKoHM
KaHanbLax n MHTepCcTUUmMm (MOXeT nopaxaTb
KIy6o4Km)
ManakTo3emus HakonneHwve ranakos-1-cpocaTta B
NPOKCUManbHbIX KaHanbLax
HacneacteeHHas HakonneHve ¢pykTos-1-cdocarta B
HernepeHoCMMOCTb PPYKTO3bI NPOKCUMAanbHbIX KaHanbLax
MnkoreHo3 HakonneHwve rnvkoreHa B NPOKCMMAaribHbIX
KaHanbLax
TuposnHemus HakonneHve maneunnaueToauertara u
dymapunavleToaumTaTa B NpoKCUMarnbHbIX
KaHanbLax
BonesHb BunbcoHa HakonneHve meau B NpokCcUMarnbHbIX
KaHanbuax
lMpokcumaneHas Tydynonatuns HakonneHne aHomarnbHbIX NIErkux Lienen B

nerkux uenen (npuobpeTeHHasi)  MPOKCMMarbHbIX KaHanbLax

MepBu4yHas runepokcanypus HakonneHve okcanaTa Kanbums B HedpokanbLmHo3
Tan I, [ n il TYOynonHTEPCTULM



Bone3Hb Pabpu — BTOpana no 4yactoTe NIM30COMHasA Oorne3Hb
HaKonmneHusa nocrne 6one3Hu Nowe

[eHeTHYeckas MyTauma ————— AeuUnT a-ranakTosunaasbi

HakonneHue rnodoTtpuaosunuepammga (GL-3) B nu3ocomax pasnmnyHbix
KNEeTOoK
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Bone3Hb ®abpu nopaxaetT MHOXeCTBO OpraHoB, OAHUM U3
Hanboree 4YacTbIX NOBPEXOEHUN ABMAETCA NopaXeHue no4vyek

59% &y 38%

25% Y [21%
60% D | 50%
56% ) 44%
58% , &3 49%

— 1 45%

66% 37%

75% 61%

PucyHok agantmpoBaH n3 Mehta A, et al. J Med Genet. 2009;46:548-552. NpeacTaBneHHble gaHHble ncxogaT us Fabry Outcome Survey, pesynbTathbl
ONUCLIBAKOT ECTECTBEHHOE TeyeHne 6onesHn dabpu n JoONroCpoUHY S EKTUBHOCTL DEPMEHT-3aMeCTUTENBHON Tepanun. Bxoadiime B nporpammy
nauueHTbl MMBo He nonyyanu nedyeHus, NMbo nonydanu aranb3ngasy anbda.(n=1453; Myk4nHbl N=699; eHLWWHbI N=754)1

1. Mehta A, et al. J Med Genet. 2009;46:548-552.



MexaHu3mbl nopaXxeHUst Novek npu 6onesHu ®abpu

HakonneHue
rIIMKOCUHronunmuaos

Kny6o4ku

KaHanbubl

ApTepun, BeHbI,
Kanunnspbl

Jinmcpatnyeckme
cocyapbl

Jlokanunsauyus
JEeno3nToB

JInzocombl NogoLNTOB,
KNeToK Me3aHrus,
aHOoTennanbHbIX
KNEeTOK N KNeTokK
napueTanbHOoro
anuTenusa

JIn3ocombl KneTok
aNUTENUA AnUCTanbHbIX
OTAENnoOB KaHamnbLEeB

JInzocowmbl
aHOoTenuanbHbIX U
rmagKkoMblLLIEYHbIX
KNeTokK

JInsocombl
aHOoTennanbHbIX
KIeTokK

CnepnctBue

PacnnacrtbiBaHne
MarblX OTPOCTKOB
NOLOLMTOB,
nogoumTypus,
nporpeccupytoLlas
NPOTENHYPUS

HapyweHue
KOHLUEHTpaLUMOHHON
CNOCOBHOCTU MOYEK,
nonuypums
nonuauncus,
peHanbHbIN
TYOYyNApHbLIN aunaos,
cnHapom PaHKOHM

ApTepuanbHas
rmnepTeH3nd

HapyLwweHue
NMMAOO0TTOKA

Necxon

dokanbHbIN U
rnodanbHbI
rMOMepYysioCKNepos

ATpodus KaHanbLEB,
dnbpo3 nHTEpCTULMS

®unbpo3s nHTEepCTULUNSA

MapanenbBuKanbHble
KNCTbI
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Mopdonormyeckmne nprusHakm nopaxeHus novek npu onesxn ®adpu

©2002 by American Society of Nephrology

Joseph Alroy et al. JASN 2002;13:5S134-S138
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[TIMKONUNUAHbIE BKIHOYEHUS
B nogoumTax, paclumpeHue
me3aHrna (PAS x80)
[denosuTbl rmukonvnnaa B
nogoumTax (TonyuanHOBbIN
cnHUM x80)

[TIMKONUNUAHbIE BKIHOYEHUS
B OMCTanbHbIX KaHanbLax u
NHTepcTMUManbHbin dnbpos
(TonyngnHoBbin cnuHUin x80)
OTnoxeHna rmvkonunuaa B
SHOOTEeNMarbHbIX KrneTkax
nepuTybynapHbIX
Kanunnsapos
(TONYNOMHOBLIA CUHUI
x200)

BakyonunampoBaHHbIie
ANUTESNUIbHbIE KNETKN B
Mouye (OKpacka no
Papanicolaou x160)

JASN



Mopd onornyeckme npusaHakm nopaxeH1s no4vek npm oonesHn adpwm

(A)HakonneHue maTtepmnana BoO BTOPUYHbIX
nmn3ocomMax rnogoumToB U B KrieTkax
napueTanbHOro anuTenus KnybodKoB.
PacnnacTtbiBaHne marnbiXx OTPOCTKOB
nogoumTtoB. CBOOOAHBbIE MMMKONUNUAbI B
MOYEBOM MPOCTPAHCTBE U YTOMLEeHne
kancynbl boymeHa (OM x3760). (Bpeska) pwn
BonbLemM yBenmyeHn BUOHbl yBeSIMYEHHbIE
NN30COMbI B NogoUMTax N CRoucTble
MeMBpaHHble CTPYKTYPbI U MeSKue ny3blpbKu
B KJieTkax napueTtansHoro anutenus (OM
x11,200)

(B)HakonneHue matepunana B finaocomax
9HOOTENManbHbIX KNETOK U
rMagKOMbILLEYHbIX KNETOK MENKMUX apTepui
(BM x3800). (Bpeska) NMpn bonbLuem
yBENUYEHUN BUOHbI YBENNYEHHbIE
BTOPUYHbIE IN30COMbI, 3aNOSfIHEHHbIE
reTeporeHHbIM HaKOMNSIEHHbIM MaTepuanom
(®M x11,200).

Joseph Alroy et al. JASN 2002;13:5S134-S138 J SN

©2002 by American Society of Nephrology
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BbioensaoT «KnacCu4eCKUun» BapuaHT NMopaXeHus
no4yek npu 6onesHn ®abpu n BapnaHT «C NO3OHUM

neorTomM»

“Knaccuuyeckun”

BapuaHT N

» [loBpexaeHune krybo4KoB U
rMOMepynocKknepos

» [lporpeccupytowas
NPOTEMHYPUA 1 reMaTypus

* [lapanenbBukasrbHble
KNCTbI

« [porpeccupytolLiee

yxygLleHne yHKLMN NoYek

\_ /

Mehta A, et al. Int J Clin Pharm Ther. 2009;47:S66-S74;
Germain DP. Orphanet J Rare Dis. 2010;5:30;
Golfomitsos C, et al. Br J Cardiol. 2012;19:41-45;

Ries M, et al. Kidney Int. 2004;66:978-982;;

Nakao S, et al. Kidney Int. 2003;64:801-807;

Niemann M, et al. Circ Cardiovasc Genet. 2014;7:8-16.

[Mo3gHee Hayano NpPoTeEUHYPUN U
TXIH, kak npaBuno, B BO3pacTe
ctapwe 50 net

Boissngaetcsa y 0,24—1,00% MyX4uH,
npoxoaaLmnx remogmanms

MyTtauum reHa a-Gal A E66Q, A97V,
M296I1 n G373D, B uncrne npoyux,
ObInn accounmpoBaHbl C MO34HUM
Ha4arnom



dAnnaemMmonorn4yeckme gaHHble

[TpoTenHypus — nepBoe U OCHOBHOE MPOosiBIieHNE NopaXkeHus
noyvek, Habntogaetca npumMmepHo y 50% He nony4datowmx
fle4eHnNa MYXXUUH C «KnacCcnu4eckumy» BapuaHTom 6onesHu
dabpu k 35 rogam

PacnpocTpaHeHHOCTb NPOTEUHYPUN YBENNYNBAETCS C
Bo3pacTtoM n gocturaet 90% k 50 rogam

Y 30-35% >eHwmnH ¢ bonesHbio Pabpu nmeeTcst 3Ha4YMMast
npotennypus (> 0,3 r/cyTkun), BbIABAAIOLLAACS Kak npaBuno
nosgHee, 4YeM y MY>XXHuH



KnnHn4yeckne nposiBNeHNA nopaxeHUs no4vek npwu
6one3Hu ®abpu

MpoTenHypus y NaLuneHToB C NOATBEPXAEHHbIM AnarHo3om 6onesHn ®abpud

My>xx4nHbl (n=39)
30 — Bl KeHLWMHbI (N=63)

20 —

[ona nauneHToB C
npotenHypuen, %

10 —

0-0.3 0.3-05 05-1.0 1.0-1.5 15-2.0 2.0-25 25-3.0 3.0-35 3540 >4.0
MpoTenHypus r/cyTkun)

PucyHok agantupoBsaH 13: Van der Tol L, et al. Mol Genet Metab. 2015;114(2):242—-247



AnuaeMuornornyeckme gaHHble
Y 3HauuTenbHOM YacTu nauneHToB pa3ssmBaetca Xbl1, a 3atem n TXITH

[lo gaHHbIM uccnegoBaHus HaunoHanbHbIX MHCTUTYTOB 3a0poBbs CLUA
(NIH), BkntoyaBLiero 105 My>X4nH C «KrnaccnM4ecknmy» BapuaHToM 60e3Hu
®abpu, y Bcex 6onbHbIX, AOXUBLUMX A0 55 neT passunacb TXIH

[To gaHHbIM Bonee KPYyMNHbIX NccregoBaHMN, BKNOYABLUMX Kak OOMbHbIX C
«KInaccu4ecknmMmy» BapmaHTOM Tak U NaLUEHTOB C «MNO3OHMM OeOTOMY,
pacnpocTpaHeHHoCcTb TXITH oka3arnacb HECKOMNbKO HUXE

NccneposaHme CeBepoamepukaHckoro peructpa (bonee 2000 naumneHToB,
cpeaHun Bospact 37-40 nety) - 14% TtXIH y myxuunH n 2% TXIMNH y
XXEHLUKH, K 55 rogam Tonbko 32% He nonyyaBLUnX fiedeHne MY>XYUH, U
ToNbKo 19% He nony4vyaBWKUX NEYEHNE XEHLLUVH, UMenu BrepBble
BbigBneHHyto XbI1 2-5 ctaguu

[1o gaHHbIM oT4yeTa nodedHoro pernctpa CLUA (USRDS) 3a 2017 rog B CLUA
nosiydatoT ananusHoe reyeHune 243 nayueHTa ¢ 6onesHbto Pabpu. [Npu
OToM 6onesHb ®abpu asnsetcs npuymHon TXINH B 0,03% HOBbIX CriydaeB B
roq



KnnHnyeckune nposiBneHus nopaxKeHUs noyek npwu
oone3Hun Padbpum

Cpean naumeHToB C

48% MopaxeHneMm noYex:

nMesun

NnpuU3HaKu
nopaxeHust 83% - npoTenHypus

14% - TXMH

+  C TeyeHueM BpemMeHn OyHKLNA NOYEK YAcTO NPOrpeCcCcmMBHO yxyaLaeTcs, npu atom B utore TXMH
pa3BuBaeTCcs NPaKTUYECKU Y BCEX MYXYUH , a TaKXKe Y HEKOTOPbIX XKeHLMUH 123

1. Rombach SM, et al. J Inherit Metab Dis. 2014;37:341-352;
2. Branton MH, et al. Medicine (Baltimore). 2002;81:122-138;
3. Sunder-Plassmann G. In: Mehta A & Widmer U (eds). Oxford PharmaGenesis Ltd; 2006;Chapter 19;



KnnHnyeckune nposiBNeHNA nopaxeHUs no4vek npwu
oone3Hu Pabpu

KyMynAaTUBHbIN NPOLEHT NaLMEHTOB MYXCKOrO Nnona, y KOTopbiX
pa3BUIIUCbL NMPOTEUHYPUA, XPOHNYECKas NovYevyHas HeAOCTaTO4YHOCTb, a
TaKXKe ymepLIuxX naumeHToB, B 3aBMCUMOCTU OT Bo3pacTal

e 1007 — Hporennypus (n=80)
= ~——— XpoHHYECKasd NoYeYHask HeJOCTaTOYHOCTh (n1=82)
2 ~—— CMmepTh (1=105)
E 75
Z 50 -
e
=
: 25
= —
5
=
0 1 I |l 1 T 1
0 10 20 30 40 50 60

Bospacr, roasl

PucyHok apantupoBaH Ha ocHoBaHuu nybnukaumm Branton MH, et al. Medicine (Baltimore).
2002;81:122-138

PeTpocneKkTUBHLINM aHanM3 MeguuuHCKUX 3anmucen nauneHToB, Y KOTopblX He npoBoaunack 3T,
cobpaHHbIx 3a nepuog ¢ 1944 roga no 2002 roa?!

Branton MH, et al. Medicine (Baltimore). 2002;81:122-138.



KnnHnyeckune nposiBNeHNA nopaxeHUs no4vek npwu
oone3Hu Pabpu

 Cpeaon naymMeHToOB C KNacCUYeCKMM TedyeHnemM 6one3Hn Padpu
Oblna oTMeYeHa BbiCOKasa pacrnpocTtpaHeHHOCTb (50%)
napanesnibBMKasnbHbIX KACT!?

100 [l Females
[ Males

751
2
£ s0} .
2
@©
0‘ P—

25F

: | n i
0-10 10-20 20-30 30-40 40-50 50-60 60-70 70-80
Age (years)

Figure 4

Prevalence of renal cysts detected by ultrasound among 122 patients (635 males, 37 females) enrolled in FOS — the Fabrv Outcome Survev — according to age and gender.

1. Ries M, et al. Kidney Int. 2004;66:978-982.
2. Sunder-Plassmann G. In: Mehta A & Widmer U (eds). Oxford PharmaGenesis Ltd; 2006;Chapter 21;



KnnHnyeckune nposiBNeHNA nopaxeHUs no4vek npwu
oone3Hn Padpwm

MHoOXXecTBEHHbIE
napanenbBuKarnbHble KACTbI Y
naumneHTa ¢ 6onesHbo ®abpu

M3obpaxeHne B3ATO U3 nybnukaumm Ries M, et al. Kidney Int. 2004;66:978-982

* lNonaraoT, YTO OOpa3zoBaHue napanesibBUKaNbHbIX KUCT CBA3aHO
C OTJIOXEeHUeM rmmMkKkocuHronMnmMaoB B NMMcaTmyecKkux cocyagax
No4Ye4yHOro cMHyca

« [lapanenbBuUKasnbHbleé KNUCTbl HE BCTPEYAKTCA HU NPU KaKUX
APYrux reHeTU4YeCKN-geTepMMHUPOBaAHHbIX 3a00NeBaHUAX NOYeEK,
KpomMme 6one3Hn Padpu

* Hannume MHOXeCTBeHHbIX NapanefibBUKarbHbIX KUCT NO3BONAET
3anogo3puTb bonesHb Pabpu'

Ries M, et al. Kidney Int. 2004;66:978-982.



EcTecTBeHHOE TeyeHUe nopaxeHUs1 NoYeEK Npwu
6one3Hn ®adpwm

Branton MH, et al. Medicine (Baltimore). 2002;81(2):122-138

PucyHok 1. BospacT nosiBNeHUsi KNMHUYeCKnx

NPOSABMNEHNIA U NOCTAHOBKM AnarHo3a 6onesHu ‘ Y NOMOBUHbI NaLMEHTOB C 6onesHbo Pabpu K

dabpu 35 rogam pasBunacb NPOTEUHYPUS, ¥ BCEX
60" BbDKMBLUUX NaLMEHTOB K 52 rogam
W Cavenepsue |-|a6mo.uavnaCb TepMUHanbHasa ctagus
@ 50 B Gosoeor va movent NOYe€YHOU HEeAOCTaTOYHOCTHU
l:l_: NOCTaHOBKK OuarHosa
2 *  CnMNTOMbI CO CTOPOHbI NoYek Npu 6onesHu
<§ 407 ®abpu TakKe MOryT NosABUTLCH B
é o N NOAPOCTKOBOM U CTapLleM NoApOCTKOBOM
3 BO3pacTe
E 20+ *  Bpemsa n ckopocTb nporpeccupoBaHuns
noyeyHbIxX nposisneHnn 6onesHn ®abpu B
10 3HaYNTENBbHOW CTENEHU BapbUpPYIOT U B
D HEKOTOPOW CTENEHU KOPPENMPYIOT C TUMOM
0 — — [ MyTaumm reHa GLA 1 octaTouyHOM

0-10 11-20 21-30 31-40 41-50 51-60 hepMeHTaTUBHOMN aKTUBHOCTbIO 0-Gal A.

BospacT (roabl)

PucyHok agantupoBaH Ha ocHoBaHuu ny6nvkaumu: Branton MH, et al. Medicine
(Baltimore). 2002;81:122-138

a-Gal A, a-ranakto3ngasa A; GLA, reH a-ranakro3ugasbl A.



bone3Hb Pabpun — mynbTUCUCTEMHOE 3aboneBaHue

* “Knaccunyeckaqa” bonesHb
dabpu npencrasneHa
pasHoOobpasHbIMU,
Hecneungunieckmmu,
CUMMNTOMaMu, KOTOpbIE YacTo
nepecekarTcs C
cUMnTOMamMm Opyrnx
3abonesaHu (Hanpumep,
peBMaTmnyeckmnx)?:

CuctemHble nposiBrieHus 6onesHn ®adpu?

Cepaue
Hapyluienuns
NpOBOANMOCTMH,
apuTMus,
runepTpocmst

NeBOoro Xenygouka,

nwemuma

Moukun

Kuctbl,
anbGbyMuHypus,
NpOTEeNHypus,
nporpeccupytoLas
noveyHast
HEeAOCTaTO4HOCTb

Kenypo4Ho-
KULLEYHbIA TPaKT

Bonb B xwBOTE,
TOLLHOTa, pBOTa,
3arnop, avapes

Koxa
AHrnokepaTombl

LleHTpanbHas
HepBHas cuctema
TpaH3nTOpHbIE
nieMmyeckmne
araku, UHCYMbT,
HepBHO-
ncmxvarpuyeckme
npobnemb!

Mepudbepunyeckas
HepBHas cuctema
AkpornapacTesus,
rMnoruapos,
TemneparypHasi
YyBCTBUTENbHOCTb

OpraHbl 3peHus
BopoHkoBuaHas
KeparonaTusi,
M3BUTOCTb COCYAOB
cetyarkm

OpraHbl cnyxa
Hapywenusa cnyxa,
BEPTUro, 3BOH B
yliax






Ownodo4Hble agnarHo3bl npu 6ones3Hn ®adpwu

*  KnuHunyeckoe TedeHmne bonesHn dabpu
ouYeHb BapunaberbHO, C LUMPOKM
CMEKTPOM BEPOSITHbIX anbTepPHaTUBHbIX 50 - OwnbouHble Anarosbl y

MarHo308 < naumeHToB ¢ 6one3Hbo Padpu
[a1] 40_
o o
« [lnarHos «paccesaHHbIN CKIIepo3» YacTo S
OLIMBOYHO BLICTaABMAETCA NauneHTam c S 30
6onesHblo dabpu =
£ 20 -
« Cnepyert Bkntovatb bonesHb Pabpu B g
()
umq)qaePeHumaanyro OVarHoCTUKy npu E 10
HEesACHOM NaTonorMm n aTUNUYHOM S
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* Tlpoume’ BKNIYaeT LMPOKUIA CNEKTP 3aboneBaHnin 1 CMMNTOMOB, B TOM YKcrie 3ab0oneBaHna NoYeK, CUHOPOM pasapakeHHON KULLKK,

cuHapoM PeinHo, nwemmnyeckyro 6onesHe cepaua n «b6onesHb poctay

N Hoffmann B & Mayatepek E. Disch Arztebl Int, 2009;106:440_447: PucyHok agantupoBaH 13: Mehta A, et al. Eur J Clin Invest. 2004;34:236—-242

2. Boettcher T, et al. PLOS One. 2013;8:e71894; 3. Mehta A, et al. Eur J Clin Invest. 2004;34:236-242.



Pa3pbIiB Mexay Ha4yarom 60ne3Hn U ycTaHOBJIEHMEM AuarHosa

° Cpep,Hee Bpems 3apepxKa yctTaHOBNEeHUA AMarHosa nocne
’ nosiBrIeHus nepBbIX cMMnNToMoB VYV 194 nauneHToB C
NpoxoAsiLLee OT Hayana P y H

6one3Hblo Padbpu
CUMMNTOMOB 0 YCTaHOBNEHUS 50
aunarHosa, CocTaBnsieT: y
MY>XYnH 13,7 roga, a y XeHLnH
16,3 roga

 YacTto agnarHocTuka
3anasabiBaeT bonee yem Ha 20
NneT, XoTSa y OTAeSbHbIX
NaLNEHTOB 3TOT CPOK
npesbiwaeT 50 ner

40 -

30

20 —

[MpoLeHT naumeHToB

10

0
0 5 10 15 20 25 30 35 40 45 50 55

Yucno ner, npoxoduBLUMX OT BO3pacTa Ha4yaria CMMNTOMOB 10 BO3pacTa
yCTaHOBNEHNA AnarHo3a

Mehta et al. Eur J Clin Invest 2004;34:236-42.



CnekTp 3aboneBaHnin ¢ NopaxeHneM NoYekK, cepaua, Koxu,
LeHTpanbHOU N nepudepuyecKkon HepBHON CUCTEMbI, OpraHoB
3peHus u cnyxa, XKT, Tpebyrowmx anddepeHumnanbHOU
ANarHoCTUKu ¢ 6onesHbio Pabdpu:

U AHTUdOoChoNUNMOHLIA CUHOPOM
* [lepBuyHbINn ADC
« CKBcA®C
0 CucrtemHbIn amunongos
« AL amunounnos
U Backynutbl
« AHLIA-accounnpoBaHHble
» KpunornobynuHemmyeckumm
» [emopparnyeckumn

3a AMarHo3oM «XpPOHMUYECKUU rnomepynoHedhpuTy,
yCTaHOBMEHHbIM 6e3 Mmopconoruyecknn Bepudmukaumum, MoxeTt
CKpbiBaTbCcA 60ne3Hb ®abpum



b

Mukpodpotorpacpum E.C. Ctonspesuy, MFHLL sl

5000 nm




OGcneayute nauueHTa Ha 6one3Hb Padbpu, ecnu y Hero uMeeT MecTo

coyeTaHue cneayrowimx CMMNToOMoOB.

Co CTOPOHbI NoYekK

YneHbl ceMbUu Ha guanuse B
Bo3pacTe Ao 55 ner

HeoObACHUMbIE nopaXxeHus
noyek: NnapanesfibBUKanbHbIe
KUCTbI, NPOTEUHYPUS, HapyLLeHue
noYye4yHou pyHKLUMU

[Mpouune

Henponatus
[Mnornapos
HenepeHocnmMmocTb Xapbl/xonoga

HeoGbacHMMbIE XenyaoYHO-KULLEYHbIe
PacCTPONCTBA, NMOXOXMEe Ha CUHOPOM
pasapa)KeHHOro KuLleYHMKa

HeobbacHMMas kapgmuomuonartus
(ocobeHHO rmnepTpodus fIeBOro
Xenyaooyka), apuTMumn, KnanaHHble
aHomanuu

BopoHkoBugHas
peTnHonaTusi/noMyTHEHNE POroBuLLbl

AHrMokepaToMbl/TeNeaHrMoaKkTasnm




CKPUHUMHI Ha 6one3Hb Pabpu cpeaun nuy «BbICOKOIO
pucka»

*  CKPUHWHI NPOBOAUTCA B NONYNALUUSX NaLUUEHTOB «BbICOKOrO pUcKa» co
cneundunyYHbIMM CUMNTOMaMM, KOTOPble MO ObITb 0OYCroBNeHbl 60Ne3HbIo
®abpwu, Bkntoyaa:?

—  WHeynet

— [loYye4yHYIO HEOOCTAaTOYHOCTb, NPU KOTOPOU TpeboBancs
ananuis Unu TpaHcnnaHTauusa nodku

— TvnepTtpodumio fieBoro xenyao4ka

« YacTtoTta 6onesHn ®abpu npmn MHCyNbLTE okasasrnacb 3Ha4YNTESbHO BbilLE - y Monoablx (18—
55-neTHnx) naumeHToB cocTtaenset 0,5-1,2%?12*

*AnanasoH B3AT 13 ABYX NMPOCNEKTUBHbLIX MYINbTULEHTPOBbIX nccrnegoBaHui.

1. Linthorst GE, et al. J Med Genet. 2010;47:217-222; 2. Rolfs A, et al. Stroke. 2013;44:340-349; 3.Germain DP. Orphanet J Rare Dis. 2010;5:30.



ObcnepoBaHue onsa BbiABNeHUA 6one3Hn ®adpwu

Ana aHann3a Heo6xoAMMO NMPOCTO OTNPaBUTL B nabopaToputo
CTaHAapTHbIN oOpa3eLl KPOBM UK nNpenapat cyxon kannu kposu (DBS).

*  Cneumduyeckne METOANKM aHanmnsa, NPUMMEHSIEMbIE Y MY>XYMH U XKEHLLWH, MOTYyT
pasnuyaTtbcsa:!

T —
‘1’ Nn* — ‘1’

. i o 'ili . : .

**
Hwnakagq BoigBnenue OTcyTcTBME
MyTaummn** MyTauum

*ccnepoBaHna akTUBHOCTU (hepMeHTa 1 nocrnefoBaTeNlbHOCTU FreHa SABMAITCH afeKkBaTHbIMUI, **Ha aTon
cTagun Takke MoxeT noTpeboBaTbCs AOMONHUTENBHOE U3MepeHne cogepxanHunsa Gb, unm nuso-Gbh, B
nrasmMme KpoBU U Moue.

HopmarnbHas




AOocTynHble MeToAbl NeYeHns 6one3Hn Padpm

CumnTomaTmnyeckas

Tepanus

« ConyTcTByOWas Tepanns MOXeT NoMo4vb B bopbbe )
c cumntTomamm 6onesHu dabpw.

* NHrmbutopel Al® n BPA moryT 6b1Tb NonesHb! (B
cny4asx, Korga nx HasHayeHne BO3MOXHO) B
KadecTBe cpeacTtB 60pbObl C NPOTEMHYPUEN N/UNK
ONd fie4eHnsa rmnepToHMnN y NauneHToB C

NPOTENHYPUEN. )

~

* [lokasaHa ana AnuTenbHOro nevYyeHns naymeHToB C
noaTBeEpP)KAEeHHbIM AnarHo3om 6onesHn dadpu.

1. Mehta A, et al. QIM. 2010;103:641-659; 2. Shire Human Genetic Therapies. Replagal® Summary of Product Characteristics. 2014; 3. Genzyme Therapeutics. Fabrazyme®

Summary of Product Characteristics. 2013.



3aMecTuTernbHaa Tepanus

Arancungasa anbda (Pennaran) Arancugasa beta (Pabpasum)
= (- ranakro3smagasa A, = PekombuHaHTHaA YyenoBe4yeckas a-
nonyyaemas u3 KrneTok ranakrosmgasa A, nony4yaemasi n3
YyerioBeka KIETOK ANYHMKOB KUTANCKUX
XOMSYKOB

1. Barbey et al. Curr Med Chem Cardiovasc Haematol Agents 2004;2:277-86.; 2. Garman & Garboczi. J Mol Biol 2004;337:319-35. ; 3. ®eaeparnbHble KTMHAYECKNE PEKOMEHAALMN MO ANArHOCTUKE W NIEYEHWHO
6onesHn ®abpu M3 PO, 2013; 4.MocynapCTBeHHbI peecTp nekapcTBeHHbIx cpeacTs hitp://grls.rosminzdrav.ru/Grls View v2.aspx?idReg=78370&t=; 7.f ocynapCTBEHHbIV PEECTp NeKapCTBEHHbIX CPELCTB
http://grls.rosminzdrav.ru/Grls_View_v2.aspx?idReg=36305&t=; 5. IHCTpyKLUS N0 MeanUMHCKOMY NPUMEHEHNO NpenapaTa arancugasa ansta, Pernctpaynontbiii Homep: ICP-000551/09



http://grls.rosminzdrav.ru/Grls_View_v2.aspx?idReg=78370&t=;7.Государственный

Cnacum6o 3a BHuUMaHue



