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ITnosnorua n natoreHes 6ornesHn dabpwu
|

MyTaummn reHa Ha X-XxpoMmocome

-

Oedpuuunt doepmeHTa
nusocomanbHon anb@a-ranakrosangasol A

g

HakonneHune rnnkodocdhonmnnaoB B NMM30COMaXxX KIETOK
cepaue, cocyaoB, NoYeK M HEPBHOW CUCTEMBI

-

Pnbpo3 1 HapyLeHne PyHKLUN
XM3HEHHOBAXHbIX OPraHoB

D.Germain, Orphanet J. Rare Dis., 2010, 5, 30



bone3Hb ®abpu — ayToBOoCnanmMTenbHOE
3aboneBaHune?

CereLl,I/IFI BOCNannTesribHbIX LUTOKNHOB

y naumeHToB bonesHbto Pabpu
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nn HacnegoBaHua npu bonesHn abpwu

MyTaHTHbIN reH MOXeT ObITb NepeaaH Kak oT MaTepu, Tak 1 oTua
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TeueHne bonesHn ®abpwu
-

PaHHMe cuMnTOMBI:

* aKkponapecTe3nm

* dHIM’MOKEepPaTOMbl

« BOPOHKOBUHas KepaTonaTtus
* HapyLLeHne cnyxa

¢ I'VIFIOI'VI,EI,pO3 nopameHme
noyek

[MopakeHune
cepaua

[MopaxeHune LIHC

L

AKponapecTte3nu

Bospacr, ner

Fuller. In: Mehta et al. (eds). Fabri disease: perspectives from 5 years of FOS, 2006.



AHrmokepatombl npu donesHn dabpwu

D.Germain, Orphanet J. Rare Dis., 2010, 5, 30



AKponapecte3nn npu d6ornesHmn Gadpu
|

« XapakTepHbIN paHHUK cumnToM bonesHn dabpu
* 3Nn3oabl CUNLHOW Xryden 60N B KOHEYHOCTSX

* [1poBoUUpYOTCA PU3NYECKON Harpy3Kou,
CTpeccoM, NMxopankou

* BO3MOXXHO XpoHun4yeckoe
TeyeHune (HOKeEHUe N napecrtesnn)

» C BO3pacToMm 0ObI4YHO
npoxoasT




BapuaHTbl nopakeHus no4vek npu 6onesHu

dabpwu
|

* MukpoanbbymnHypusi
N NPOTENHYPUS, B TOM YnUCre
He(poTnyeckas

* CHWXeHne CKopoCcTH
Knybo4ykoBou ounbTpaumnm

* TepmuHanbHasa XIH
(Awanus, TpaHcnnaHTaums)

« ApTepuanbHasi r’MnepToHUS

* Kuctbl B novykax OneKTPOHHas MUKPOCKOMNMS
BuonTtaTa no4vku npu 6onesHn Gabpu

B.B.®omuH, A.A.lynnH. KnnH. Hedpornorus, 2010, 1



YacToTa nopakeHms NoYek y My>X4nH U

XEHLMH ¢ bone3Hblo ®abpu
7

YacTtota XbI1 3-5 ctaguu y nauueHToB ¢ 6one3Hbio Padbpu
(n=1262), BKNOYeHHbIX B Fabry Registry
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H >KeHWwuHbl (N=677)
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Ortiz A, et al. Nephrol Dial Transplant 2008;23:1600-7.



YacTtoTa npotenHypun (%) y naumeHToB

C pasnun4yHoun ctagmen Xbl'l
-

100 -

92 91

i My>X4nHbl
H XKeHLWWHbI

XbI11 XbI1 2 XbI13 XbI14/5
Ortiz A, et al. Nephrol Dial Transplant 2008;23:1600-7.



Temnbl cHMxeHna CKO® B 3aBucMmMocCTu
OT NMPOTENHYPUU

My

XKeH

Temnbl cHkeHnss CK®: 2,93 mn/MuH/1,73 M2 B rog y MyxxumH; 1,02 Mn/MuH/1,73 M? y XKEHLLWH.

Urinary protein < 0.1

Urinary protein2 0.1 to <1

Urinary protein 2 1

haea ™

eGFR Slope (SEM) = —1.6 (1.5)
N=18

eGFR Slope (SEM) = -3.3 (1.8)
N=21

eGFR Slope (SEM) =
-6.9 (1.5), N=22

eGFR Slope (SEM) = —0.6 (2.6)
N=7

N

eGFR Slope (SEM) = -2.2 (2.2)
N=17

eGFR Slope (SEM) =
-4.6(2.3), N=5

Schiffmann R, et al. Nephrol Dial Transplant 2009;24:2102-11




Temnbl cHxkeHnsa pCK® B 3aBUcMMOCTU OT
MCXOQHOIo ee 3Ha4YeHuns

.
My>X4nHBI YKeHLWnHbI
0 -
4 -
6 -
-8 -

i CKD>60 mn/MmunH/1,73 m2 @ CKd<60 mn/MunH/1,73 m2

Schiffmann R, et al. Nephrol Dial Transplant 2009;24:2102-11



Knaccu4yeckune nposenenmnst bonesHn dabpwu
Y MY>XYUH U XKEHLUH (N=82)

|
MyXX4YMHBI XeHLWMHHbI
Uncno 55 27
Bospacr, nert 39 (32;47) 39 (29;57)
BospacT B gebtote, net 11 (7;17) 15 (10;35)
Bo3pacT Ha MOMEHT AguarHosa, net 32 (28;43) 36 (28;53)
Knaccudyeckne cumntomel, n (%)
Henponatunyeckas 6osb 43 (78) 22 (81)
AHrnokepaTomsl 31 (56) 5 (18)
BuxpesngHasa kepatonaTtugd 25/46 (45) 17/25 (63)
[Mnorngpos 35 (64) 9 (33)

C.B.Mowucees, B.B. domuH. KnnHuka um. E.M. Tapeesa, 2018




I'Iopa>|<eH|/|e NnoyveKk 'y naumeHToB C

b6onesHblo Pabpu (N=83)
_—

E My>x4nHbl (N=55)
H>KeHLWwunHbl (n=27)
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0 - 0 A
Mwukpo- MpoTenHypus CHWXeHne Bo3pact Ha MOMEHT
anbbyMuHypus pCKd<60 Ha4ana no4ye4yHoro

dHaMHe3a

C.B.Moucees, B.B. domuH. KnuHuka um. E.M. Tapeesa, 2018



[TopaxeHune cepaua y My>XUYMH U XXeHLNH
c bone3Hbio Pabpu

Yactota runeptpodumn u ¢pnbposa mmokapaa
no gaHHbIM MPT (n=63)
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C.B.Mowucees, B.B. domuH. KnnHuka um. E.M. Tapeesa, 2018



[TopakeHune

®abpu
|

JHC y naumneHToB Cc 60onesHbIo

YacTtoTa o4yaroBbix uameHeHun Ha MIPT
n uHcynbtra (Nn=83)

i QuaroBble n3aMeHeHus

My>XYnHbI

® HcynbT
48
11
N MHOeCTBeHHbIe CZINBHbIe
odarn Ha MPT ronosHOro
MO3ra nauneHTa c
KeHLWmnHbI 60/1€3HbIO

C.B.Mowucees, B.B. domuH. KnnHuka um. E.M. Tapeesa, 2018



Pe3ynbrarbl CKPUHWUHIA Y ANann3HbIX

|
Utsumi 2000 I—?—l , Utsumi 2000 - .
L},(,,'}'t:g%‘; §§§§ e | Kotanko 2004~ ®
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Bekri 2005 . &
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Tanaka 2005 I ® { o
Maskauslien 2007 o Meita 2007 —&—
Merta 2007 o Terryn 20084 @ 4
Andrade 2008 e |
Terryn 2008 .
Porsch20084 | . Combined - —S—]
Combined [ - —— r
—11 05 00 01 02 03 04 0510
2 05 00 05 10 15 20 ..
12 nccnenosaHuii; 7182 MyX4nH 6 nccnegosaHuin; 4179 My>X4nH
24 (0,33%) — 6onesHb ®abpu 4 (0,10%) — 6onesHb Pabpu

J.Linhorst et al. J Med Genet 2010:47:217.



CKpI/IHI/IHF y ANarim3HbiX rNnaue€HTOB B

Poccunckon ®enepaumu
|

5572 B3pocCnbIX Anann3HbIX NauneHToB
(3551 myxumnHa n 2021 eHwunHa)

OnpegeneHne akTUBHOCTU anbda-ranakrosngassl A
B BbICYLLUEHHbIX Kanmax KpoBM METOA0M TaHOAEMHOW
MacCC-CNeKkTpoMeTpumn

MonekynspHo-reHeTn4eckoe nccrenosaHue
(Hannyme natoreHHon myTtauuu reHa GLA
On4a noaTeepXXaeHus anarHosa)

C.B.Mowucees, Knnnuka um. E.M. Tapeesa, 2017



YacTtota 6onesHn ®abpu y ananmnsHblX

nayMeHToB
-,

YacTota 6one3Hun ®adpu YacTtota 6onesHn ®adpum
Y MY>UMH U KEeHWUH, % Yy My)XX4YMH pa3Horo Bo3pacTa, %
0,6 1 0,54 1,4 - 1,33
0,5 - 1,2 A
0,99
0,4 - 0,36 15
0,8 A
0,3 -
0.6 1 0,44 0,43
0,2 1 0,4 - '
0,1 - 0,05 0,2 -
0
0 . 0 - T ]
Bce MyxumHbl  2KeHLWmHbI 1829  30-39  40-49 5059  >60

Bospacr, ner

C.B.Mowucees, KnuHuka nm. E.M. Tapeesa, 2017



McTtopua 6onesHn nauneHTku P., 37 ner,

nony4yaroLlien nevyeHme remogmanum3om
|

C 14 net HenponaTtuyeckada 60nb (HEMPUATHbIE OLLYLLIEHNA B pyKax U
cTonax rnocne puan4yeckon Harpysku, CoOXpaHsiBLUNECH HECKOSTbKO
4YacoB, NMPaKTUYECKN exeaHEBHO)

2 6bepemeHHocTWN. [Tocne BTopon 6epeMeHHOCTUN TMNEPTOHUS.
[aHHbIX O NPOTEUHYPUMN HET.

B 32 roga BbiaBneHa npoteunHypusa 2,7 r/cyt. KpeatuHuH 1000
MKMOSb/N. HayaTto nevyeHne remognann3om.

B Bo3pacTe 37 neT npu CKPUHUHre HeOONbLLOE CHUXEHNE
aKTUBHOCTW anbda-arancugasbl A, mytaumnsa reHa GLA
(c.658C>T), nosblweHue lyso-GL3 go 6,0 Hr/mn. mnarHoctnpoBaHa
borne3Hb ®abpu

Y 28-neTHen cecTpbl HeMponaTud, rmnornapos, BuxXpesngHas
Kepatonatus, npotenHypust ao 3,6 r/cyT. [lnarHo3 noarBepXaeH npu
Broncum noYek ¢ ANEKTPOHHON MUKPOCKOMUEN



[OnarHos 6one3Hn ®abpu y KEeHLWNHBDI

|
[laToreHHaa myTtaunsa reHa GLA

HopmanbHaga nnu cHuXeHHas akTUBHOCTb anbda-
ranakrto3ugasbsl A

+

Hanunyune no KpanHen mepe ogHOro Knaccuyeckoro
nposineHns donesHn Gabpun (aHrmokepaTombl,
Henponarnyeckaa 6onb, BUXpeBUOHAA KepaTonaTtusl) usiu

[MoBbieHne ypoBHA Lyso-GL3 unu
Pe3ynbraTel OMoNcum noYvkn usiu
Hannune 6onesHn ®abpu y poaCcTBEHHNKOB



[TopakeHne noyek npu 6onesHn Padbpun —

nokaszaHue K 3T
I

MukpoanbbymnHypus (knacc | y Mmy>xumnH n knacc llb y
XXEHLMH);

[MpoTenHypus (knacc | y myx4duH u knacc b y xeHuwunH);

CK® 60-90 mn/mnn/1,73 m? (knacc | y myxumnH n knacc llay
XXEHLMH);

CK® 45-60 mn/mnn/1,73 m? (knacc lIb y My>XUYUH N XKEHLWMNH);

[Ouanna n TpaHcnnaHTauus NOYKN He SBNSOTCA OCHOBaAHUEM
anga otkasa ot O3T, yuntbiBasa ee brnaronpmaTHoe BIIUAHUE
Ha apyrme nposierneHnsa 6onesHn Gabpu

Biegstraaten M, et al. Orphanet J Rare Dis 2015;10:36.



Korga nogo3peBaTtb bore3Hn abpu

Hebonbluas npoTenHypuUsa 1 HapacTalLllee yxyaleHune
OYHKLMU NoYeK

Hauyarno 3abonesaHna B 4eTCKOM Bo3pacTte
Hanwnuyne 3aboneBaHus y poaCcTBEHHUKOB

XapaKTepHble paHHNE CUMMTOMbI (aKponapecTesun,
aHrmokepaTombl 1 ap.)

CUCTEMHOCTb NopaxkeHust (MoYKKU, cepaue, HepBHasi CUCTEMA,
KOXa)

CKPWHUWHT Yy Ananu3HbIX NaunueHToB, 60OMNbHbIX C
rmnepTpodmnen Mmmokapaa HEACHOIO NMNPOUCXOXKOEHUS,
nayMeHToOB C NMHCYNLTOM, pa3BUBLLMMCA B MOSIO4OM BO3pacTe



