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Bone3Hb AHAEepcoHa - Pabpu
OpHa 13 "M30COMHbIX 6onesHen HakonaneHua (J/IBH) yenoBeKa

HacnepcrBeHHOe, cuensieHHoe ¢ X-Xxpomocomou, 3abonesaHue, obycnosneHHoe myTtaumen reHa
GLA, KapTMpoBaHHOM Ha X(22, Kogupyouwero pepmeHT o-rasiakrosnaasy A

C KAIMHMUYECKOM TOUKU 3pEeHUs — XpOHUYECKOoe nporpeccupyloliee myibTucuctemHoe 3abonesaHue,
B OCHOBE KOTOPOro NeXUT HapylleHue metabonmnama HerMTpasbHbIX MUKOCPUHIONUNNUAOB C UX
HaKon/ieHneMm B pa3HbIX OpraHax U TKaHAX, YTO NPUBOAUT K NaTONOrMn nocnegHux

Aedbunuut a-ranakrosmgasnl A (o-gal A)
YctaHoBneHo = 600 mytauum reHa GLA
YacToTa 1:117 000" oo 1: 476 0002 HoBOpPOXAEHHLIX MaNlb4MKOB

Yacrota B 06weir nonynauum >1:40.000 myxumH (3nuaemumonornyeckan oueHKa),
1:20.000 »XeHLWunH

0,15 -1,17% cpeau 60nbHbIX Ha gUanuse



BonesHb Pabpu - XpoHUYECKoe nporpeccupylolllee mynbTUcMcTeMHoe 3abonesaHne, B OCHOBE
KOTOPOro NEeXWUT HapylleHue meTabonmsma HenTpanbHbIX MUKOCPUHTONUNNAOB C  UX
HaKONNEeHWEeM B pasHbIX oOpraHax W TKaHAX, 4YTO MNPUBOAMT K NATONOMMM NOCNEeAHUX

[eHeTUUeCcKaa MyTauus ——— AeULNUT a-ranakTo3uaass

HakonneHne rmoboTpuaosunuepamuaa (GL-3) B nusocomax pasnmyHbIx
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XpoHoaorma npoasaeHmnim boneHm Gabpwu
VY FOMO3UIOTHbIX MaLMEHTOB-MYHKYNH
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1. Fuller. In: Mehta et al. (eds). Fabri disease: perspectives from 5 years of FOS, 2006. 2. Barbey et al. Curr Med Chem Cardiovasc Hematol Agents 2004;2:277-86.




Bb-u K-1, 43 net

* [oToMOK MHOrogeTHOu ceMbMU, B KOTOPOU y Npagena no nuHum matepu us 11 geten
4 ymepnu B geTcTtBe, 7 [OXUIN A0 B3POCIOro Bo3pacrTa.

* W3 Hux: Jen no nuHnM maTtepu ctpagan oonaMu B KUCTAX PYK U cTONax Npu NOBbILWEHUAX
TeMnepartypbl Tena. YMep oT HeSAICHOU NpPUYnNHbI B Bo3pacTte 62 ner.

« Y OpaTa gena 6b1niv Noxoxue 6onu B pykKax

 [Noub geaa (TeTka No JIMHUKM MaTepu) — TaKKe cTpagana 6onaMM B KUCTAX PYK, KOTOpble
ucyesnu nocrie poaos.

* Y cblHa TOM Xe TeTKN (ABOOPOAHLIU OpaT nauueHTa, 33 neTt) ObIBalOT 60NN B HOrax,

anun3oAbl NOBLILWEHUA TeMNepaTypbl U OTEKM rosfieHer n cton (oTka3biBaeTcs OT 06cnegoBaHus)

This presentation is initiated and funded by Shire, INT/RD/REP/14/0085, date of preparation: November 2014



Bb-u K-1, 43 net

* Y nauueHTa c geTcrea — ann3oabl nosbieHus t °tena go = 37,8°, conpoBoXaatoWwmnecs Xryynmm
BonsiMm nNo TUny «HOCKM-Nnep4yaTkn», KoTopble TpakTytoTcs kak OPBW, NHOEKUNOHHbIN MOHOHYKNEOD3,
Xp. TOH3UNNUT (B Bo3pacTe 40 et BbinonHeHa ToH3unnakromua) u 1.n. Cnyxumn B CA. OgHako B
nocneayoLwmne rogbl BHE NMXopadky — YyBCTBO THXKECTU, YCTANOCTU B HOrax, U3-3a 4ero npakTnyecku
He mor beraTb. B Bo3pacTta 33 ner - AnnTenbHbIN, B TEYEHUE HECKOSTbKNX MecsLeB cybdebpunuTeT ¢
ann3ogamu nosbileHnamun t ° go 38-39°, TpakToBaBLLUMECS KaK NIMXopagKka HEACHOro reHesa.
[Mpeanonaranucb pasnnyHbie NpUYnHLL. BHe nnuxopanku - noBblLLEHHAA YTOMIIAEMOCTb, YYBCTBO
TSXKECTU B ronose (npu HopmMmarnbHoM ALl), CHUXEHME ToNePaHTHOCTM K OU3NYECKON Harpyske,
CHMXeHne paboTocnocobHOCTMH.

« CeHTa0pb 2012 r - o4epegHON ann3on NNXopankm ¢ MyYUTENbLHBIMU XIYYUMU OONAMU B KUCTAX PYK
N cTonax, Nocne KOToporo criydanHo OOHapYXXeHO MoBbIlLEHNE KpeaTUHMHA KpoBu A0 470 MKMonb/nn.

[ocnuTannanpoBaH B Hedporornyeckoe otaeneHne ansa obcrnegoBaHus



B-n K-1, 43 net
Mpu nocTynneHnn coctosiHue yaosrieTBoputenbHoe. )Kanobbl Ha o6LY0 cNabocTb, FONTIOBOKPYXeHUue

Hebonblune otekn cton, 6onbLue neBon. KoXXHbIX BbiCbINaHNW HET

ALl 110/70 mm pT cT leyeHb y Kpasa pebepHoun ayrn. Co cTopoHbl Ap. opraHoB chusnkanbHoO 6e3

ocobeHHOCTeMN.

HB 130 r/n, CO3 72 mM/4ac

Pcr 130 mkmonb/n, moyeBuHa 9,0 mmonb/n CK® 56 mn/mun (MDRD)
K nn 4,4 mmonb/n, Na 141 mmons/n

AOp. 6uoxmummnyeckme nokasarenu — N

Mapkepbl CUCTEMHbLIX 3aboneBaHUM oTpuUaTesibHble

O6wwmu AH moum — 6e3 natonorun. CytouHasa akckpeuus 6enka 0,29 — 0,095 r



Bb-u K-1, 43 net
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KTl — putm cuHyc. OTKNoHeHue I0C BneBo. CMHapom yKopoueHHoro PQ-nHrepsana. baokaga npaBoit HOXKM NyyKa Mmca



B-u K-1, 43 net
o IXO-KI': ymepenHas INX (T3C 1,3, TMI 1,3), anactonuyeck. anccpyHKUUA no

pecTPUKTUBHOMY Tuny. lunarauus nesoro npeacepanst U NpaBoro Xenyaoudka.
YMepeHHas neroyHas runepreH3ns. MutpanbHas u nynbMoHanbHas
peryprutaums 1 cT., TpUKycnuaanbHasi — 2 cT. Ckneportnyeckue nameHeHus

KflanaHoB ceppaua.
* R-rpadwma rp kneTkm — 6e3 ocodbeHHocTeun
« Y3AOI: ynnoTHeHne CTeHOK NOYeYHbIX apTepun

* [na3Hoe OHO: ANCKU 3pUT HepPBOB 0e3 0cobeHHOCTeNn. ApTepuUmn CyXKeHbl, BeHbI

NONMHOKPOBHbI



Bb-n K-1, 46 ner Y3WU no4ek: pa3mepbl 120x56 neBas, 120x53 mm npaBas
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Kucrtbl mHOXKecTBeHHble ¢ 06enx CTOPOH pasmepom MaKkcum 6x19 mm cneBa, 8x17 cnpasa

C uenbto ytouHeHusa npupoabl OMNM sBbinosHeHa buoncmna NoYKK:
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®oKanbHbLIU INM06aNbHbIA MOMEPYNOCKNEPO3, HENMb3A UCKAOUYNTL BTOPUUHDbIM PCIC Ha
$doHe nusocomanbHoi 6onesHn HakonneHusa (6onesHb Pabpu)



B-1 K-1, 43 net =
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MaumeHT cTpapaeT 6one3HbO Padbpu ¢ akponapecTeansaMmn (HemponaTUYECKUMM

oonsamMmun) U nMxopagovYHbIMU KpU3aMm C AeTCKOro/roHOWeCKoro Bo3pacTra

c BbisiBneHuem Kapauomumonatum v Xbll Ha ctaann HavyanbHoun XIH (XBI 3 cT1)

B 43-neTHeM Bo3pacTe

JuarHo3 nocrtaBrieH CNlly4auHO No AaHHbLIM OMOMNCUN NOYKU, BLINOSTHEHHOW B CBA3MU C
KopoTkum anusogom Ol npy MMHUMaNbLHOU NPOTEMHYPUU N OTCYTCTBUUN KOXKHbIX
nposBrieHMn 6onesHu ( oTcyTcTBME aHrnokepartom). NMoareBepxaeH aanee

nccecrieaoBaHmMemMm ypoBHA O-rafiakKto3nga3bil A U reHeTUYEeCKUM UccrnengoBaHueM.

This presentation is initiated and funded by Shire, INT/RD/REP/14/0085, date of preparation: November 2014



“Knaccnueckumn ”

MaHudecrauma s 3
DECATUNETUM }KU3HU

\_

MoBpexaeHnsa KNybo4vKoB u
rnomepynocknepost-?

MNMporpeccupyrowue
NPoOTenHypus,
MMUKPOaNbbymunHypma n
remaTtypuaz

* Kuctbl cuHycoB noyek®

Mporpeccupyrouee
CHUXXeHue PyHKuUU
nouek3>7

J

* [lo3gHee pa3BUTUE

npotenHypun n ESRD, 06bIyHO
nocne 50 net??8

* YcraHosneHy 0,26—-1,2%

MY3}KUYMH, Haxo4aLWmMXca Ha
remogmanmnsed?

MyTauumn reHa a-Gal A E66Q, A97V,
M296l n G373D, cpegn npoyero
accouumpoBanmnch ¢ peHoTUNoOMm
NnauMeHToB C NO3AHMM HayaI0M
3abonesaHmad

a-Gal A, a-ranakro3smaasa A; ESRD, TepmnHanbHaA XpOHUYECKaA NoYevyHasa HeA0CTaTOYHOCTb

1. Fogo et al. Nephrol Dial Transplant. 2010;25:2168-217; 2. Germain. Orphanet J Rare Dis. 2010;5:30; 3. Branton et al. Medicine (Baltimore). 2002; 81:122-138; 4. Schiffmann et al. Nephrol Dial
Transplant. 2009;24:2102-2111; 5. Wanner et al. Clin J Am Soc Nephrol. 2010;5:2220-2228; 6. Ries et al. Kidney Int. 2004;66:978-982; 7. Sunder-Plassmann. In: Mehta et al. (eds). Fabri disease:
perspectives from five years of FOS. Oxford; Oxford PharmaGenesis, 2006; 8. Nakao et al. Kidney Int. 2003;64:801-807; 9. Kotanko et al. ] Am Soc Nephrol. 2004;15:1323-1329



[poasneHnsa n cumntombl X6l npmn 6onesnmn ®abpu

* TpoTenHypusa, MUKpOoanboyMuHypus'!

* Mporpeccupylouiee CHUXKEHUE CKOPOCTU KNybouKoBoi ¢punbTpaumm’
*  TepMUHaNbHaA NoYeyHad HeAO0CTaTOYHOCTb — Ananus’

- HapylweHune KOHUeHTpaunoHHON (pyHKUuK'

* Bo3spacTtaHue s3kcKkpeuum GB; c MouOif’

* YacToe pa3BuUTUE KUCT B NOYKaX>

MpoTenHypuaA y NauMeHTOB C NOATBEPKAEHHbIM AnarHo3om 6onesHn Pabpus

B MyKunHbl (n=39)
30 — B KeHuwmHbl (n=63)

Jonsa naumeHToB ¢ 601e3HbIO
$abpu, umeroLmx
npoTtenHyputo, %

0-0,3 0,3-0,5 0,5-1,0 1,0-1,5 1,5-2,0 2,0-2,5 2,5-3,0 3,0-3,5 3,5-4,0 >4,0
MpoTtenHypua (3KcKpeuusa 6enka ¢ Mo4oM, r/24 y)

PucyHOK afianTmpoBaH Ha ocHoBaHWUM nybaunkaumm Van der Tol L, et al. Mol Genet Metab. 2014;Epub ahead of print

1. Germain DP. Orphanet J Rare Dis. 2010;5:30; 2. Ries M, et al. Kidney Int. 2004;66:978-982; 3. Van der Tol L, et al. Mol Genet Metab. 2014;Epub ahead of print.
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KaK y My>X4MH, TaK U XXeHLUH co BpemeHeM dyHKUunA
noyek nporpeccmBHo cHmxkaetca'l (1)

MporpeccuBHoe cHmxeHue pCK®P y naumeHToB ¢ 60ne3HbI0 Pabpu B 3aBUCUMOCTU OT CYTOYHOM
3KCKpeuumn 6enka !

cny <o,1 cny 20,1—<1 cny 21,0
CpeaH. (SEM) cHuxeHn6s

CpeaH. (SEM) cHuxkeHne pCKP CpeaH. (SEM) cHuxkeHune

=-1,6 (1,5) pCK® =-3,3 (1,8) pCK® =-6,9 (1,5)
My>KUKnHbI \
N=18 N=21
CpeaH. (SEM) cHukeHne  CpeaH. (SEM) cHUsKeHMe CpeaH (SEM)
pCK® =-0,6 (2,6) pCK® =-2,2(2,2) CHuKeHne pCKD =
-4,6 (2,3)
HeHWwmHbI — - \
N=7 N=17

PeTpocnekTnBHLIN aHanuMs3 MeguuUnHCKUX 3annucen naumneHToB, Y KOoTopblx He nposoaunack 3T, cobpaHHbIX
3a nepwuop ¢ 1944 ropa no 2002 roa’

PucyHok agantupoBaH Ha ocHoBaHMK nybamKkaumm: Schiffmann R, et al.
1. Schiffmann R, et al. Nephrol Dial Transplant. 2009;24:2102-2111. Nephrol Dial Transplant. 2009;24:2102-2111



[Mporpeccupyrowiee co BpeMeHeM CHNXeHue PyHKLUUU NoYeK y
NaLMeHTOB MYXCKOro U XxeHckoro nona ' (2)

HaknoH nuHuun perpeccun pCK® y MmyxuumH ¢ 6onesHbio ®abpu B 3aBUCMMOCTU OT
cocTosiHUA (pyHKUMM noyek (npu Hann4dum XIMH v npu ee oTcyTCcTBUMN)

160
= MNyosqmmer bes ERDS (n= 128)
1407 o« Koaddmmenr CKD =-2.93
]
7 120 ~
~ -
™ 100
E 80 - Aemnmmel bes ERDS (n=351)
Kosddmament CKD =-1.02
E 60 -
& 40-
= 40 =
{?.;_. 20 Hermpumrc ERDS (n=4) Mysxuimzi c ERDS (n=17) ™ -
Kosgpdmprent CE® =-3.05 Kosddmmment CKD = -3 85
D I I I I | 1
20 30 40 50 60 70 80

Bospact, roast

PeTpocneKkTuBHbIA aHanNn3 MeaMUMHCKMX 3anucen naumneHToB, y KOTopblx He npoBoaunack 3T, cobpaHHbIx 3a nepuog ¢ 1944 roga no 2002 rog’
1. Schiffmann R, et al. Nephrol Dial Transplant. 2009;24:2102-2111.



[ospexxaeHne noyek npm 6onesHn Pabpu, Kak npasuo,
ABNAETCA Pe3yNbTaTOM OTNI0KeHUA Gb,!

* [1pn KNaccnyeckom Te4eHnn 6onesHm
®abpu noBpexaeHne noYek ABNAeTcs
pPe3ynLTaToM OTIOXEHUS
rmo6otpuaosunuepamma (Gb,) B’

e DHOOTENManbHbIX U Me3aHrMarnbHbIX
KIeTkax KnyOOo4KoB;
NHTEPCTULUMANbHbIX KNneTKkax

* [NlogouunTtax;

o Inutenun netnu 'eHne u guctanbHbIX
KaHanbLEeB;

« QHOOTENUN U MMaaKOMbILLEYHbIX
KNneTkax apTepuon Noyexk.

« OgHako cBa3b Mexay cogepxxaHnem Gb, B
nnasme KpoBW UM MoYe N NOABNEHNEM
CUMMNTOMOB CO CTOPOHbI MOYEK HE
yCTaHoOBneHa.?3

Gb,, rnoboTtpuaosmnuepamng,

-

Hakonnexwne Gb, B nogouunTax
(oKpalwmMBaHMe TONYUAUHOBbLIM CUHUM)

PucyHoK npepocTtasneH npodpeccopom S Feriozzi,
Belcolle Hospital

1. Germain GP. Orphanet J Rare Dis. 2010;5:30; 2. Vedder AC, et al. J Inherit Metab Dis. 2007;30:68-78; 3.
Whitfield PD, et al. J Inherit Metab Dis. 2005;28:21-33.



buoncua noyek: npu
TPAHCMUCCUOHHOM INEKTPOHHOM
MUKPOCKONUU BUAHDbI KPYnMHble
OTNI0XKEeHUA MUKOCPUHronmnmnpaos B
NN30COMax NoaounUTOB

N306parkeHne npeacTaBieHo € paspeLleHmnsn
npodeccopa A Onetti Muda, Pumcknin yansepcuter






[loparkeHne noyek, 19-neTHMM naumeHT

HakonneHue GL-3 B no4ykax BegeT K HeoOpaTUMbIM NoBpeXaeHUAM
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HakonneHwe GL-3 B 3HOoTENWUW COCYOOB (=, " ;
. DoKanbHbli CErMeHTapHbIA rmoMepynocknepos
nogounTtax (), MesaHrnanbHblX kneTkax (

CobcrBeHHbBIE HADAIOACHHS aBTOPA



O6pa3oBaHue BaKyorien B KJleTKax Kiyoo4ykoB
MOXET CJTY>XUTb ANAarHOCTUYECKUM MPU3HAKOM
6one3Hn Padpu’

«  [lpn Buoncum noyek nauneHTa My>XCKoro rnona, ctpagarouiero 605e3Hbo
®abpun, Takke BO3MOXHO BbISBNIEHNE XapaKTepHbIX BaKyorien B KneTkax
MOYEYHbIX KNybo4koB (0COOEHHO B NoaoLmMTax), KneTkax cocyaoB U kaHanbLes.'
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TOT }Ke NaLMeHT: BaKyon3aLma
3MUTENNANbHDbIX KNIETOK AUCTa/IbHbIX
KaHaNbLeB; KNETKU NPOKCUMA/IbHbIX
KaHa/nbLues (C WeToYHOU KaeMKOMW; NOKa3aHo
cTpenkamu) coxpaHHbl (PAS-peakuums)

BaKYOfIVI U NEeHUCTbIN BUAO K/ZTIETOK
BUCUEPAZIbHbBIX N NaPUETA/IbHbBIX
AMNTENNNANIbHBIX KNETOK NMNoYe4HbIX , L o o R
K!'IY60'~|KOB y NaymneHTa c ToT )Ke NaumneHT: MesIkue apTepun ¢
! BaKyo/M3aLueil SHAO0TENNANbHDIX U

60n1e3HbIo CDa6pM (PAS-pea KLI,MFI) FNaAKOMbILIEYHbIX KNeToK (PAS-

peakuus)

PAS, peaktus LUndda.

1. Fogo A. Am J Kidney Dis. 2001;37:E25—-E26.1.
N306parkeHna npegoctaBneHbl npodeccopom S Feriozzi, Belcolle Hospital



[lnntenbHan Tepanua araacnaason anbdpa 3ameansneT CHUKeHne pyHKUmMm
MOYeK Y MY>KUYMH

* ¥ naumentos ¢ XbI1 | n Il cragum (ncxogHo) pCK® ocranack ctabunbHom
NuHamuKa y 6-ro K-Ba

Y naupnentos ¢ XbBI1 lll ctaguu oTmevanoch 3amefneHne CHKEHNS (hYHKLMM NOYEK N0 CPaBHEHMIO C
NCTOPUYECKMMM KOHTPOSTbHBIMM rpynnamu

219 pg CpeaHee cHuXeHune pCKP npu ncnonb3osaHuu arancmpgasol anbda: 5,2
1 153 164 165 163 154 162 353 mn/mun/1,73 m?/rop?
150 | 130
Pcr i} i CpeaHee cHUXeHune pCKD B UCTOPUYECKUX KOHTPOIbHbIX rpynnax: 12,2
100 129
mn/mun/1,73 m?/rop?
) 52 w33 52 XbMN
eGFR « 46 44 48
43 43
N 120
g —
100
cn\gi QY
— M
04 (@) l\\ 8(
o o<
o1 | £ I
0 — 0l x s
gogdgSddddgdgg g oo dddd CC§ _______________
s T2EEEETEEEEEIEEEEEEIEEEREEZEEERE I = 4
Q_ SN
O 20
Hen nocne Hayana nevyeHus
Yepes 208 Hep neyeHns CKD 47,5 ma/muH
0 6 12 18 24 30 36 42 48 54
Pcr 143mkmonb/n CNY 0,46 1 MecaLbl
1. Schiffmann et al. Nephrol Dial Transplant 2006;21:345-54.
F fi hiffi I. Nephrol Dial T I
1gure adaptec from Schiimann et al. Nephro! Dial Transplant 2. Branton et al. Medicine (Baltimore) 2002;81:122-38.

2006;21:345-54.2



BrninsHune arancmngasbl anbda Ha rmcTororuto
KNyOO4KOB MoYek rno cpaBHEHUIO ¢ nnauebo

Pennaran® AL
(%; N=12) (%; n=9)

Reproduced with permission from Schiffmann et al. JAMA 2001;285:2743-9.
© 2001 American Medical Association. All rights reserved.




JleyeHne arancnpason anbda yay4liaeT nokasarenm 6onm

ncceclrneaoBaHus

CpenHun cyet
BPI

o NN B~ OO0 0o O

0 5 10 15 20 25
Bpewms (Hegenwn)
* Y naumeHTOB, HE NMony4vyaBLIMX aHanreTM4yeckme rnpenapathbl, 60nb
3HAUYUTENLHO CHMXanachb Ha NMPOTSKEHUN 24 HeOENb NEYEHUS
arancugasomn anbda (no cpasHeHuto ¢ nnauedo; p=0,02)

» Cpeoun 11 nauneHTOB, Nosiy4daBLLUNX aHaANreTUYeckne npenaparsl, Ha
dooHe nNpuMeHeHus aranicmgasbl anbga vYeTbipeM naumeHTam yganoch
OoTMeHUTb aHanreTukn (p=0,03 no cpaBHeHUIO € nNnauebo)

*MNpvBedeHbl aHHbIe NAUMEHTOB, He NoMyYaBLUMX npenapaTbl, KOTopble NPUMEHSIOTCS NpU
HerponaTnyeckon 6onu. NpusedeHsl cpegHue BenuumnHel + COLU (p=0,02, koBapnauMOHHbIN
aHanma).

Reproduced with permission from Schiffmann et al. JAMA 2001;285:2743-9.
© 2001 American Medical Association. Al rights reserved.
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[ocnuTanm3nposaH B Hedpposiormyeckoe otaeneHmne B Hoabpe 2016 r.

XANOBbI: 0buwas cnabocTtb, WyMm B yLwax, ABOEHME B INna3ax

C 2008 . (19 neT) - wym B ywax. B TeyeHmne nocnegHmx 3 netT nocTeENEHHOE
CHUXeHue cnyxa, bonblie Ha npasoe yxo. [JMarHoCTUPOBaHa XPOHNYeCKas
BYCTOPOHHAA HEMPOCEHCOPHAA TYroyxocTb (cnpaBa 2cT, cneBa 1 cT.)

B 2010 r. B Te4yeHue 3 mecALes anmxopaaka Ao 38,9C HeACHOM NpUpPoAbI,
nocse KOTopou B TedeHme mecaua becnokomnm 6oam B pyKax, Horax

* B Hauane uioHA 2016 roga anm3of, HapyleHns peyn (HeYeTKOCTb, TPYAHOCTY
NPOroBapmMBaHMA CNOB) AJIMTENBHOCTbLIO A0 2-3 AHEW.

* 23.06.16 - aBOEHME B Na3ax, HEYCTOMYMBOCTb NPU XoAbbe, roNoBOKPYHKEHME,
Ny/IbCUPYIOLLME TONOBHbIE 60K B NpaBon TIOOHO-BUCOYHOM 0ONACTW.

Al 140/90 mm pT cT. Mo aaHHbIM MPT CnpaBa B CpegHeM MO3re o4var

pasmepamu [0 2 MM, COOTBETCTBYHOLLNIA MHPAPKTY Mo3ra. MP-aHrnorpadgus
MHTPaKPaHMANbHbIX COCYya0B be3 ocobeHHOoCTEN.



01.07.16 yxyaweHune cOCTOAHUA — Ha GOHE NYy/IbCUPYHIOLLUX FOJIOBHbIX bonewn B
NobHO-BMCOYHOM 061aCcTM crpaBa NOABU/IOCb FO/IOBOKPYXEHUE, TOWHOTA, OHEMEHMUe
NpPaBoOM NOJIOBUHbI A3blKa, ycuneHmna asoeHus. [losTopHo npoBegeHa MPT
ro10BHOMO MO3ra — OTMEY€eHO NoABJIEHUE HOBbIX O4aroB B CTBOJIE MO3ra U
3putenbHom byrpe cnesa.

O6cnenoBaH B ®IrEHY «HLH»:

- OAK :HB 126r/n, 3p 4,2 MaH, TPOMb 266 TbiC, neink 9,8 Tbic, CO3 35 mm/u.

- B/X - KpeatuHuH 176 - 197mKmonb/n, moyeBuHa 9,9 mmab/n,

MmoyeBuHa 6,83, ounupybun 15, XC 5,5, AT, ACT Hopma, o.6enok 69,7r/n.

- OAM - 6enok 0,6 r/n, aputpouunTbl Bce n/3p.

- AHanus nnkKksopa — uurtos 53/3, nmmo 19, HP 33 (uameHeH), 6enok 0,448 r/n,
rnokKosa 3,0

- N®A gmnarHoctnKka MHPEeKUUN NnKBopa — oTpmuatensHo (ba.tpenoHema, BIT 1,2
IgG, IgM, BIb IgG,IgM, UMB IgG,IgM, 3ocTep IgG,IgM, 6oppenunsa - 1gG,IgM, KYM,
KaHanaa)

- AT K KapgmnonmnuHy — Hopma, PHO 16,2 nr/mn (Hopma meHee 8,1)

- HAMPABJIEH HA OECNEAOBAHUE B HE®GPONOTMYECKUIA CTALLMOHAP



Mpw noctynaenun: Al 150/100 mm. pT. cT. PU3mKanbHO 6e3 ocobeHHocTeN.

Y3U nouek: MM 108x49 mm, J1I1 118x64 mm. NapeHxmnma 14 mm cnpasa, 17 mm cnesa.
Y3 OBI1: 6e3 ocobeHHOCTEN

IXOKT: TNIK ¢ anactonnyeckon gaucpyHkumen no 1 tuny

Rg OlK: 6e3 natonorum.

JlabopamopHo:

- OAK: HB 130 r/n, 3p-4,18, n-11500, Tp-330000, CO3 20
MM/y

- OAM: 6enok 1,75 r/n, n-8,7, ap-33 Kn/mkn

- CyToyHaa npoteuHypua: 3,28 r

- B/X: 0.6enok 58, anbbymuH 32 r/n, moyeBumHa 5,2 mmonb/n,
KpeaTuHUH 200 mKkmonb/n, CK® 38 mn/muH. -
UmmyHonorua (AT Kk JHK, AT k K/1, kpno, AT Kk MIMO, MNMPO3,
EMK) — otpuuatenbHo, C3 122 (Hopma), C4 41 (Hopma)
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FHIUMOIHATHOCTHKA

Haumenosanue depmenta AKTHBHOCTE | Hopma
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[AnarHo3 6one3Hn ®abpu NnoaTBEPKAEH MONEKYNAPHO-TEHETUYECKMMUM METOAAMMU.
PekomeHA0BaHO UccneaoBaHUe PoACTBEHHUKOB MO MaTEPUHCKOM NMHMK. 10 AaHHbIM
npoBeAeHHOro obcnenoBaHMA MaTb ABAAETCA HOCUTENeM MyTupytollero reHa Gla.

C 09.03.2017 r HayaTa P3T npenapaTtom pennaran (arancugasa a)



MHCYNbT 4acTo pa3BUBAETCA PaHbLUe, YEM
anarHoctupyetca 6one3Hb Pabpu

* [lepBbI NHCYILT ObIST 3aperucTprupoBaH 4o AnarHocTukn 6onesHn Padpu y 50%
MYXXYMH N ~38% KeHLmH

Bo3pacT nepBoro MHCynbTa y NaLMeHTOB U3 peectpa ®abpu
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03pPacT NepBOro MHCy/bTa (rO,D,bI)
PucyHok agantuposaH u3: Sims K, et al. Stroke. 2009;40:788-794

1. SimsK, et al. Stroke. 2009;40:788—-794.

* Obuwee ymcno nauneHTos = 138 (86 MyKuMH; 52 KeHWwMHbI); 43 13 86 MyKuMH (50%) 1 18 n3 47 keHwmH (38,3%; BpeMeHHas CBA3b MeXKAY MHCY/IbTOM U AnarHo3om y 5 ns 52 6bina
HEeU3BeCcTHa) NepeHec/ v NepBbii MHCYNLT A0 NOCTaHOBKM AMarHosa 6onesHn ®abpu



v
b-m -8, 1974 r.p.
* B netctBe nocne OPBU 6blan oTmeyeHbl He3syaallne nany/ie3Hble TEMHO-KPaAcCHble
BbICbINAaHMA Ha N1aZ0HAX, KOXe }KnBoTa, beaep, B AroanyHom o0b61actn, KOTopble OCTaNNUCh
6e3 BHUMaHUA

e YyBcTBOBA/1 CEOS NPU 3TOM XOPOLLO, XOTA U OTMEYa C AeTCTBa NPaKTUYECKU OTCYTCTBUE
NOTOOTAE/IEHUS U NIOXYI0 NEePEHOCMMOCTb ¥apKon noroabl (oTek/HabyxaHue Kuctemn

AHruokepartombil
TYN0OBULLA

CobcrBeHHbIe HAOAFOACHHSA aBTOPA



b-u U-8, 40 net
Cyuntaet cebs 6bonbHbim ¢ 34 net (2008 r), Korga Ha poHe cybpebpunuteta Bnepsbie
noAsuancb obwana cnabocTb, roNoBHble 60K, TOWHOTA.

[Mpu obcnenoBaHMM BbiABAEHbI NPOTENHYPUA (AaHHbIE ?), HOPMOXPOMHAA AaHEMMUS,
yckopeHue CO3, nosbllleHne KpeaTuHUHa (300 MKMO/1//1) U MOYEBUHbBI B M1a3Me KPOBMU.

B cnepytowem roay (2009 r.) BbinosHeHa buoncua Nno4vku, 3anoao3peH BINMH, xoTts
KAnHunyeckaa cumntomaTtuka bINIMH otcytcTtBoBana. lNpeanpuHAaTa nonbiTka nedyeHmna KC+UD,
b6e3 apdeKTa

[lanbHenlee Te4YeHne XxapaKTepmn3oBasIOCb HapacTaloLWen NPoTenHypmen bes remaTypmm u
6bicTpbiM NporpeccupoBaHmem XMH: 8 2008 r Pcr 300 mkmonb/n, 8 2010 r— 787 mkmonb/n,
He 83,6 r/n. Tepanua KC+LU® oTmeHeHa, HayaTo sied4eHmne Anannsom — cHavana MANA, Ho
BCKOpPE B CBA3M C TEHAEHUMEN K 3aJepKKe KNOKOCTM nepesedeH Ha M.

[MpumepHO Yepes 1 r nocse Hayasna Anannla Ha4yaamcb aNM3o04bl NoBbilWeHUA t° Tena:
CHa4vasa HU3KuM cybpebpunuret, 3atem 4o 38° u BblLLE.

3nn3oabl cydodebpunnteta NnpPoaoaKanNCb CHavana no 2-3 AHA, @ 3aTEM NOCTEMNEHHO
vanmHanucob n ¢ 2012 r npoaonKannucb A0 HECKO/IbKUX Hedenb Uan AaXe mecAaues.

CobcrBeHHBIE HADAIOACHNSA aBTOPA



b-u U-8, 40 net

NCTOYHUK TINXOPa4KN OCTaBa/1ICA HEACHbIM.

Ee nepeHOCMMOCTb Hbl/1a OTHOCUTENIbHO JIETKOW : CAaMOYyBCTBUE YXYALLIANAOCh 3aMETHO
(mnoaABnANOCH YYBCTBO *Kapa) TONbKO npu t° Bbiwe 38°.

Mpu aTom HB Kposu 86-101 r/n, TpombouuUTbI, NerKkouuTbl U popmyna Kposu — N
CO3 42-53 mm/u.

ObcnepoBaHMe Ha cMCTEMHbIe 3aboneBaHMA coeaNHUTENIbHOM TKaHUN, MHGEKLMOHHbIN
3HAOKAPAUT NN KaKnue-nnbo apyrne nHpekumm — otpuuaTtenbHble. JIMiib OAHOKPATHO BbiiBNEH
AHO® 1:160 1 a AHK 17,64

C camoro Havana ] BbiABMANCL NPOBAEeMbl C HAaJIOXKEHUEM COCYAUCTOro AocTyna. [epBbim
AocTynom 6bia cocyamncTbi NPOTE3 Ha Npean/ieYybe, B CBA3M C TPOMDOO30M KOTOPOro CAyCTS
HECKO/IbKO MeCSILEB HAaNIOXKEH 2-1 COCYAUCTbIN NPOTE3, KOTOPbIN TaK*Ke CNyCT HECKOJIbKO
MecAaLeB NpekpaTna GyHKUMOHMPOBATb U3-3a TPoMbo3a. TpeTun gocTyn — a-B PUCTYNa,
Ha/I0XKEHa C NJIaCTUKOWN ayTOBEHOM.

deBpanb 1 UtoHb 2013 1, aBryct 2014 1 (3-M n 4-n r M) — Ha poHe 3aTAKHbIX 3NN30408B
INXOPaAKM NOBTOPHbIE 3NMU304bl AMHAMMUYECKOTO HApPYLIEHUA MO3roBOro KpoBoobpaleHmsa no
nwemmyeckomy tuny. C Toro ke spemenmn (2013 r) no cobcTBEHHOM MHULMATUBE Hayan
NMPUHUMaTb NPeaHU30/10H, KaK npasuno, no 5 — 7,5 mr /cyt. (MHoraa 8/B 90 mr), 4to NpuUBOAUNO
K HOpManusauum temnepaTypbl Tena.



b-u U-8, 40 net

B 2014 r B cBA3M C NOYTU HENPEPDLIBHON B TEYEHUE OKOJ0 2 1eT ImxopaaKoii/cybdebpunutetom, ucuesasiuei
Ha ¢oHe npuema manbix 203 NpegHN3o0NoHa, noapobHo obcnepgosaH B F'KB N2 52 r. MocKBbl.

Mpu o6cneposanmu: Hb 110 r/n. L 9800, dopmyna — N, Tp. 212 1., CO3 34 mm/u.

OAM - 6enok 0,5-1,0 r/n, ocapok N CMY 1,0-1,5r/c

HCV +

Pcr 1104 mkmon/n, Pur 15 mmonb/n, 3neKTpoaunTbl, ne4eHouHble npobbl u ap. 6uoxmumunueckme nokasartenu — N
CPb6 - 3,8-8,4 mr/n

ACAN O, peematougH. ¢paktop 0,3 Ea/mn, AH®, atAHK, At K Kapauonunudy, MNO, NpoTtenHase 3, BMK — oTp.
C3 129, C4 51 mr/pn. 1gM 194, I1gG 1009, IgA 220 mr/an

MoceBbl KpoBU Ha cTepunbHocTb (N 4), noces moumn (NOBTOPHO) — OTPUL,ATENIBHO

IXOKT (B TOoM uncne ypecnmuw,eBoaHO) — ymepeHHasa KOHUeHTpuyecKasa XK

OKynucr: [1ByCTOPOHHAA 3aAHEKancynsapHana KaTapaKTa

Hesponor: XpoHnueckasa uwemus roloBHOro mosra ¢ noc/i1eacTBUAMM NOBTOPHbIX JAKYHAPHbIX MHPAPKTOB B
o06eunx KapoTUaHbIX 1 BepTebpobasnunnapHbixX cuctemax

CobcrBeHHBIE HADAIOACHNSA aBTOPA



b-u L-o8, 40 ner,
MPT ronosHoro mo3sra (2015): [MocTUHCYNbTHbIE U3SMEHEHUA B MPaBOM MOJYLLAPUN:
B NEPUBEHTPUKYIAPHDLIX OTAE/1aX Ha YPOBHE NpeLeHTPaNbHOU U3BUIMHBLI JIMKBOPHAA KMUCTa C

TOHKMM 0604KOM pasmepom 14x8 mm.
[TocnencTsma nakyHapHOro MHGapKTa B BapoJIMEBOM MOCTY - B MPaBOM NOJIOBMHE MOCTA KUCTa

HenpasuabHOM GopMbl pasmepom 8xX5 MMm.
Oyaru B 6e10M BeLLLecTBe roNoBHOro Mosra (NPosBAEHUA MUKPOAHIMonNaTuim)

e TROOCTBEeHHEbBIE HAOAFOACHHS aBTOPA



b-u U-8, 40 net

* 3akalouyeHue obcneaoBaHUA: XapaKTep Nopa*keHUA noyek He AceH KnMHunueckasa KapTuHa n tedeHue 6onesHwy,
OTCYTCTBME APKOro Mo4eBoro cMHApoma npotusopeyat gumarHo3sy bI1lNH, ogHako, yuntbiBasa craguio TXIMH, ot
6uoncum NoYKU peieHo BO3aepKaTbCcA.

* Mocne ncknroueHna UHPEKLMOHHO-BOCNANNTENIbHOM Npupoabl anxopagku 09.11 2014 r sbinonHeHa T, nocnhe
KOTOpPOM NaLMeHT oTMeTUN ocnabneHue nMxopaaKku, xota 3a nepsblie 9 mec. nocne TIN nmenn mecro 3 anusoaa
cy6dpebpunurera npu crabunbHou yaoBnerBoput. PyHKLMU TPAHCN/IaHTaTa

* Hanunume KOXHbIX BbiCbiNaHMii U aTuNuuyHoe TeyeHue XbIM ABUAUCL NPUUNHOI BKAOYEHUA NALMUEHTA YKe nocne
TN B CKPMHMHTOBOE UCCeaoBaHMe Ha npeameT 6-Hu ®abpu, KoTopoe BbIABUIO

TAXKenbln aedpuumuT a-ranakrosogassl A (3,7 HM/ mr/uac), n mytauumio reHa GLA

 MPT ot 24.06.2015:

Cepaue: cummeTpuyHaa runeptpodpuma mmokapga JIXK — TM¥KN 15-16 mm, T3C /1K 15-16 mm, UMM XK 164 r/m?
(Hopma 70-113). YuacToK KOHTpacTMpoBaHuAa B MuoKapae JIXK (nHTpammnoKapauanbHoivi pnbpos?).

lfonoBHOW MO3r: MOCTUHCYNbTHbIE U3MEHEHUA B NPABOM NOAYLUAPUM (B NEPUBEHTPUKYNAPHDBIX OTAENAX Ha YPOBHE
npeueHTPaNbHOU U3BUIMHBI IMKBOPHAA KUCTA C TOHKUM 0604KOM pasmepom 14x8 mm).

MocnepcTBuAa NakyHapHOro uH¢papKTa B BapO/IMEBOM MOCTY - B NPaBOM NO/IOBUHE MOCTa KUCTA HENPaBU/IbHOMU
dopmbl pazmepom 8x5 mm.

Ouaru B 6enom BeLLecTBe roIOBHOro Mo3ra (NpoaBieHMA MUKPOAHruonaTum)

CobcrBeHHBIE HADAIOACHNSA aBTOPA



b-u U-8, 40 net
C KoHua 2015 r (2-# r nocne TMN) peunausuposanu anusoabl cybpebpunutetra/nnxopasKku,
conpoBoXKgalowumeca ronosHbimm 6onamu. C 29.01.2016 HauaTo neyeHue pennaranom (14 mr x 1 pas B 2 Hepg).

C anpensa 2016 r — cToMKaa aMxopagkKa (238 °) c myuntenbHbIMU ronoBHbIMU Bonamu.

KT rpyaHOi1 KneTku n opraHoB 6ptowH nonoctu 6e3 ocobeHHocTen

Mpu o6cnepgosaHmm (maii 2016): Hb 133 r/n. L 9900, popmyna — N, Tp. 198 1., CO3 21 mm/u.

OAM - 6enoK HeT, ocagok N CNY 0,2 r/c

Pcr 118 mkmon/n, Pur 7,0 mmonb/n, 3aNeKTponnTbl, Nne4eHouHble Npobbl u aAp. 6uoxmumuueckmne nokasarenm — N
o6uw,. benok 63 r/n Anb6 33,6 r/n. CPb6 1,28-1,93 mr/n

MoceBbl KpoBU Ha ctepunbHocTb (N 4), noceB mouun (NOBTOPHO) — OTPULLATE/NIbHO

IXOKT (B Tom uncne upecnmuw,eBogHo) — nporpeccuposaHue MK

UccnepoBaHue nnksopa — unto3s 230/mm3 (numdoumntsl 200, Hettpodunbl 12, moHouuTbl 8) benok 1,0 r/n

UccneposaHue ankBopa Ha 6akTepun u rpubol otTpuuar.
nupP UMB, 3-b u ap - otpuuar

MPT ronosHoro mosra: NMpusHaku nogoctporo HMK no nwemunueckomy Tuny B npaBou 3aTblI/IOYHOU Aone.
30Hbl KUCTO3HO-INTMO3HOM TPaHcPOpMaL UK B NPaBOiM TEMEHHOM A0Ne, B NPaBbiX OTAeNax Mo3ra.

CobcrBeHHble HAOAFOACHHUS aBTOPA



b-u U-8, 40 net
3aknoyeHue HeBposora: UBb. dHuedanonatmna cnoxHoro reHesa. lNocneacreua OHMK. MeHuHrosHuedanumr.

3akntoueHue MHPEeKLMOHUCTa: AaHHbIX 33 MHPEKLUMOHHOe 3aboneBaHue HeT. Y 60/1bHOro KIMHMUYEeCcKan
KapTUHA PeaKTUBHOIro aceNnTUUYECKOro MeHMHruTa Ha ¢poHe 6onesHn ®abpu c noparkeHnem nNoyek, cepaua,
roI0BHOro Mo3ra, KOXXu, CycTaBoB.

Ha ¢oHe Tepanum npoTnsoBUPYCHOM U aHTUOaKTepuanbHOU Tepanuu NpenapaTtamm, NPOHUKAOLWMUMM Yepes
remarto-aHuedanmueckuii 6apbep, U nocne AsykpaTtHoro sBegeHna Metunpepga s8/8 no 250 mr, a Takxe
yBenunyeHusa Ao3bl NpeaHn30/10Ha BHYTPb A0 20 mr/cyT. Temnepatypa Hopmanusosanacb. CoctossHue
NOCTENEeHHO YNYYLIUA0Cb

OpHaKo cnycTa 3 Heaenu — NOBTOPHbINM 3nu3oa, anxopaaku (39°%) c myuntenbHo ronosHoM 6onblo. Moasunacb
AN3apTpUA U OHEMEHME B NPaBOM pYKe.

KT rpyaHoOM KneTkn u opraHos bproiHou nonoctu 6e3 ocobeHHocTeN
Mpu o6cnepgosaHmm (maii 2016): Hb 121 r/n. L 7800, popmyna — N, Tp. 212 1., CO3 15 mm/u.

OAM - 6enok 0,1, ocagok N CMY 0,17 r/c Pcr 121 mkmon/n, Pur 6,0 mmonb/n, 3neKTponnTbl, ne4eHoUYHble
npo6bl u ap. 6uoxumuyeckune nokasarenu — N. CP6 — 7,29 mr/n

MPT — KapTUHA MHOXXeCTBEeHHbIX Y4aCTKOB ULLeMUU NpenmMmyLLecTBeHHO OCTporo, eanHuYHble nogoctporo HMK
B BewiecTBe noaywapun 60abW0ro mosra U B 1IeBOM NosylWaprMmM MO3}Ke4Ka, a Tak»Ke nostopHoro OHMK
BOKPYF 30Hbl KNCTO3HO-INTMO3HOM TpaHCchOopmaLmm B NpaBoil TeMeHHOMU aone.

07.07. 2016 — nOBTOPHDbIN NWemn4YecKMit MHCynbT B 6accerHe npasoit CMA. lNepeseneH B HEBPO/IOTUYECKOE
OTAen eHune CobcrBeHHble HAOAFOACHHUS aBTOPA



b-1 U-8, 40 ne

™MPT - KapTUHA MHOXECTBEHHbIX Y4AaCTKOB ULLEMUU NPEUMYLLLECTBEHHO OCTPOro, eANMHUYHDbIX - NOA0CTPOro
HMK B BewecTtse nonywapuii 601bwOro Mmosra 1 B /IeEBOM NOAYLLAPUKN MO3KEUKa, a TaKxKe noBTtopHoro OHMK
BOKPYTF 30Hbl KNCTO3HO-INMO3HOMU TpaHCchOpMaLumm B NpaBoO TEMEeHHOM Jone.

07.07. 2016 — NOBTOPHbI ULLEMUYECKNIA UHCYNBLT B 6accerHe npasoit CMA.




[possneHna bonesHmn ®Pabpu co ctopoHbl LUIHC

« TpaH3UTOpHbIE ULLEMUYECKME aTakN U NHCYNbT'

*  XPOHMYECKNUN acenTU4eCKUmn MEHUHIUT

*  AHomanuu MPT, BK/toUYasa nopaskeHuna 6esoro selecrsal
* [onoBHas 6onb?

* [cuxunyeckune pacctpoiicteal-34
— HapyweHua HacTpoeHua*
— WM3meHeHuns nosegeHua™
— [enpeccna*

UHC, ueHTpanbHan HepBHana cuctema; MPT, MarHUTHO-pe3oHaHcHas Tomorpadus; TUA, TpaH3UTOPHasA ULLEMMYECKAs aTakKa;
* XpoHnueckas 60/1b MOXKET MHAYLMPOBaTb AAHHbIE TUMNbI NCUXMATPUYECKMX CUMNTOMOB

1. Fellgiebel A, et al. Lancet Neurol. 2006;5:791-795; 2. Kropp P, et al. J Neural Transm. 2013;120:1433—-1440; 3. Bersano A, et al. Acta Neurol Scand. 2012;126:77-97; 4. Grewal RP. Int J
Psychiatry Med. 1993;23:307-312.



AcenTnyecknm MeHUHI1T npu bonesxmn Pabpu

* MpuymHon nneoumnto3a npu 6onesHn >dabpu moxker 6ObiTb NaToNIOrM4yeckoe HaKonieHue
chbuHronMnnpos B npegenax MArKOM MO3roBoM 060/M104KM, apaxHOMAANbHOU MembpaHbl W
XOpHUonaanbHo cTpombi *

e [porpeccuBHOe HaKonieHune rnoboTpuasmauepammaga M APyrux MUKOCOUHIONMNMAOB  MOMKET
MPUBECTU K KNIETOYHOM ANCOYHKLIMM U 3aNyCTUTb npoueccbl ¢nbposa u / nam socnaneHums 2

* HakonneHue rMUKOCOUHTONMNNAO0B B MAYTUHHOM M MATKOW MO3roBbix 060/104Kax, KOTOPbIE MHOTAA
PACCMATPUBALIOT KaK 06Uy CTPYKTYPY, N€ENTOMEHUHKC, MOXKET Bbi3BaTb aCENTUYECKUIA MEHUHTUT U
NPUBECTU K XPOHMUYECKOMY MEHUHIUTY3, ANA IedeHUs KOTOPOro UCNo/1b3yOTCA KOPTUKOCTEPOUADI

* B 6onblUMHCTBE cniydaesB XpoHnyeckne MmMeHUHIrNTbl OCTIOKHAKTCA UHCY/1IbTAMU

* ®3T He npeoaoneBaeTr rematodHuedannyeckmim bapbep, U He MoXKeT
npepoTBPaTUTb BOSHUKHOBEHME MHCY/IbTA Y NALUeEHTOB ¢ 6onesHbio Pabpu. 4>

. Lou HO, Reske-Nielsen E. The central nervous system in Fabry’s disease. A clinical, pathological, and biochemical investigation. Arch Neurol 1971; 25: 351-9.

. Linhart A, Elliott PM. The heart in Anderson-Fabry disease and other lysosomal storage disorders. Heart 2007; 93: 528-35.

. Fumihiro Yanagimura et al. Fabry disease associated with chronic meningitis and cerebral infarction. Neurology and Clinical Neuroscience 3 (2015) 147-149

. Wilcox WR, Banikazemi M, Guffon N et al., International Fabry Disease Study Group. Long-term safety and efficacy of enzyme replacement therapy for Fabry disease. Am J Hum Genet 2004; 75:65-74.

Schiffmann R, Ries M, Timmons M, Flaherty JT, Brady RO. Longterm therapy with agalsidase alfa for Fabry disease: safety and effects on renal function in a home infusion setting. Nephrol Dial Transplant 2006; 21: 345-54.
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* B HacToswee BpeMsi COCTOAHME BONbHOrO OTHOCUTENBHO YAOBETBOPUTENLHOE,
cTabunbHoe.

* OcTaTo4Hble SABMEHUS NPaBOCTOPOHHEIO reMunapesa.

- KpaTtkoBpeMeHHble ann304bl HU3KOro cyodebpunnurteta, B CBA3M C YEM NOSYy4aerT,
Hapagy ¢ MMMyHocynpeccuen Takponnumycom u MM, npegHusonoH 10 mr/cyT., a
TakXe HU3KpoMonekynspHble renapuHel (B 2016 r. gnarHocTupoBaHa MynbTUreHHas
Tpombodmnnus).

* [lpopomnxaeTcs neveHne penanaranom B gose 0,2 Mr/kr kaxxgble 2 Hegenm

«  OyHKUMA TpaHcnaHTaTa ctabunbHaga ygosnersoputensHas. KpeaTuHUH CbiIBOPOTKU
KpoBu 130 MKMonb/n.

* [1pn KOHTpOnbHOM Broncun HedpoburonTata NPM3HaKN XPOHNYECKOM
HEmPOTOKCUYHOCTN MHIMOUTOPOB KanbLWHENPUHA.

« CO0 Tak 6,5 Hr/mn



TpaHcnnaHTauma NOYKu npum 6-Hn dabpu

*  5-neTHAaNa BbiKMBAEMOCTb peuunnmeHToB 81%, He OTNUYaETCs 3HAYMMO OT BbPKMBAEMOCTHU
peuunnmneHToB ¢ apyrumm XbI1 (90%)

* 5-neTHsAA BebkuBaemocTb PAT 74%, conoctaBmuma ¢ BbXXMBaeMocTbto npu ap. Xbl'l

B mogenu Cox puck cmeptn npn 6-Hn ®abpn 2,15 B cpaBHeHun ¢ ap XbI1
(n=197, Shah T. et al Transplantation 2009)

[AMHaMKMKa nocne TpaHCcnAaHTauMmM NoYku: A) KpeaTMHUHA CbiIBOPOTKU; B) npoTenHypumn
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