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I PacyéTHadA YacToTa BO3HUKHOBEHUA L EVIEELT

PacuéTtHan pacnpocTpaHEHHOCTb

PacnpocTtpaHeHHocTb: 1 Ha 50 000-100 000 HaceneHus
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Fuller. In: Mehta et al. (eds). Fabri disease: perspectives from 5 years of FOS, 2006.
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* MukpoanbbymuHypus
N NPOTENHYPUSA, B TOM YnUChne
HedopoTuyeckas

* CHWXeHne CKopocTn
Knybo4ykoBou ounsTpaunm

* TepmuHanbHaga XI1H
(Owanus, TpaHcnnaHTauus)

AneKTpoHHasi MUKPOCKOMMUSA
* ApTepuarnbHas rmnepToHns BuonTata no4ku npu doresHn dadpu

* KncTbl B no4ykax

B.B.®omuH, A.A.TynuH. KnnH. Hedponorus, 2010, 1



YacToTa knybo4koBon runephunsrpaumm u
anbOyMUHYpUM y NaLMeHTOB C 6onesHbo Pabpy
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Mnepdunsrpaums — pCKO>130 mn/mnH/1,73 M2, MukpoanboymmHypusa — 30-300 mr/cyT

Moiseev S, et al. Nephron, 2019



XapaktepmcTtmka naumeHToB ¢ 60ne3HbIo
®abpun (n=100)

BospacT, nert 39 (33;47) 41 (31;55)
Henponatnyeckas 6onb 52 (80,0) 25 (71,4)
AHrnokepaTomsl 37 (56,9) 5(14,7)
BuxpeBugHasa kepatonatus 30/48 (62,5) 23/33 (69,7)
[Mnorngpos 43 (67,2) 11 (31,4)
[MneptTpodma mrnokapga 44/61 (72,1) 14/34 (61,1)
NHcynst 12 (18,5) 4 (11,4)
Ouaru B ronosHomMm mo3re Ha MPT 35/56 (62,5) 17/33 (51,5)

C.B.Mowcees, KnnHuka um. E.M. Tapeesa, 2019




CKPUHUHI B rpyrnnax pucka
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YcTtaHoBrieHHble rpynrkl pUcka

« TepmMmuHanbHaa XI'NH — gnanunaHble oTaeneHus

« WMHcynbT B Morogom Bospacte (o 50 ner)

« [nnepTpoduns NeBoro xenyagoyka HeSCHOro reHesa

Bo3MOXHbIe rpynnbl pUckKa
« Jltobas HedponaTns HEACHOIo reHesa

« PaHHUN HeguhdepeHUNPOBaHHbIN
apTpur

« [leTn ¢ XxpoHn4eckon 6onbto
B KOHEYHOCTSIX

Schiffmann R. et al. Kidney Intern 2017;91:284-93. Namazova-Baranova L, et al.
Eur J Pediatr. 2017;176:1385-91. Moiseev S, et al. Ann Rheum Dis 2019; Epub ahead of print.
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McknioyeHbl HenatoreHHble nytauun: p.E66Q, p.R118C, ¢.870G>C, ¢.1-10C>T, p.F229V n p.R356Q

Doheny D, et al. ] Med Genet 2018 Epub ahead of print.
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The Prevalence and Clinical Features of Fabry
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YacTtoTta 6onesHn ®abpun y amanusHbix

nauneHToB
YacTtota 6bonesHn ®adpu Yactorta 6one3Hn ®adpu
Y MY>XYUH U XKeHLWMH, % Y MY>XYMH pa3HOro Bo3pacra,
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Moiseev S, et al. Nephron, 2019



Knaccuyeckumne nposgBnenmnst bonesnmn Gadpu
y Ananu3Hblx naumMeHToB (N=33)
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Heilponatuyeckaa AHIMoKepaToMel Mnornapos Kepatonatus
Gone

C.B.Mowucees, E.A. KapoBankunHa. KnuHuka nm. E.M. Tapeesa, 2019



HactynneHue ucxoaa (TXMNH)
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(n=100)
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TepmuHanoHaa XIM1H 3a spema
HabntogeHua passunacb y 33 (33%)
NaUMeHTOB, cpean HUX 32 My*KUMHbI

Bo3pacT Hayana neyeHna gmannsom — 39
(32; 45) nert

KnuHuka um. E.M. TapeeBa, 2019



Mokasarenun TXMH (n=33) | Be3 TXMH (n=64) p
Bo3pacrT, neT 44 (36; 51) 34,5 (29; 46,5) 0,007
My>KUnHbl, n (%) 32 (96,9%) 34 (53,1%) <0,0001

MepBbl 3aperncTPMpPOBaHHbIN cUMMNTOM, N (%)

AnbbymunHypma <300 mr/cyT 0 21 (32%) -
AnbbymuHypua >300 mr/cyT 23 (69,7%) 28 (43,7%) 0,024
CHuKeHme pCKD <60 msi/muH/1,73m?2 20 (60,6%) 2 (3,1%) <0,0001
MaKcuMmanbHan NpoTenHypus, r/n 1,87 (1,1; 3,1) 0,2 (0,1; 0,6) <0,0001
JNleTanbHbin ncxoq, n (%) 11 (33,3%) 0 -

KnuHuka nm. E.M. Tapeesa, 2019



BbpkrnBaeMocCTb nalueHToB ¢ 6onesHbo Padbpu
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NetaneHb ncxoq — 11 (9,8%) naumneHToB

o » BHe3anHas cepaeyHasa cmepTb (N=9)

* MHcynbt (n=1)

ot * OCNoXXHEeHMe ConyTCTBYHOLLLErNO OHKOSTOMMYEeCKOoro
3aboneBaHus (n=1)
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KnuHuka nm. E.M. Tapeesa, 2019



CMepTHOCTL cpean nauneHToB ¢ TXMH

CyMMapHbIit cpoK HabawoaeHnsa naumeHTos ¢ b — 149,1 naumeHTo-ner

CmepTHOCTb Npu b® - 7,38/100 nauunento-ner (95% AU 7,33-7,42)

Mo AaHHbIM poccuiicKoro peructpa naumneHTos ¢ TXMH cmepTHOCTDL NpuU:
*inabeTnyeckom HeppocKiepose — 13,1 /100 nayuenTto-net [95% OUN 11,9-14,3]
‘runepTeH3nBHOM Hedpocknepose — 11,2/100 naymeHTo-neT [95% AU 10,2-12,2]
*XpPOHUYECKOM rnomepynoHedpute  — 5,4/100 naumneHTo-net [95% AN 5,0-5,7]

*MNO/IMKUCTO3HOW 60Ne3HU noYyek — 4,8/100 naumeHTo-net [95% AN 4,2-5,4]

Buk6os b.T., TommnaunHa H.A. Hedponorua n Aunanms. 2011.



Pe3ynsratbi CEMENHOTO CKPUHUHTIA
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NpobaHab! - 62 OcHOBHbIe pe3ynbTaTbi:
duarHos y 42% obcnenoBaHHbIX

PoCTBEHHUKM - 492 Ot 1 po 11 nauneHTOB B ceMbe (MeanaHa 2,4)

Ha 1 npobaHpga 2,2 naymeHTa

O6cnegoBanbl - 319

bonesrs Pabpu - 136

C.B.Mowicees, KnuHuka nm. E.M. Tapeesa, 2019



Spdektbl P3T ripn 6oresnn Padbpu

YMEHbLIEHUE CUMIMITOMOB, B TOM YUCIie HEUPOMaTUHECKON
Bonun, XXenygo4HO-KULLIEYHbLIX HApYLWeHnn 1 ap.

YnydlieHne KkadecTtBa KU3HU

Perpecc runeptpodpun mmokapga unu npodunaktnka ee
nporpeccmpoBaHmns

[MpodbunakTuka nporpeccupoBaHns NOYe4YHON
HeOOCTaTOYHOCTU

YriyulieHne UCxonoB (GaHHble PerncTpos)



Korga nogospeBarb 6o51e3Hb abpun?
N

Hedponatua HesACHOro reHe3sa, NpPoABNAIOLLAACS
HeOOoNbLION NpoTeuHypnen n/nnmn cHmxkeHnem pCKoP

=
Hayano 3aboneBaHust B 4€TCKOM BO3pacTe
Hanunyue 3aboneBaHns y poaCTBEHHUKOB

XapakTepHbie paHHne CUMMTOMbI
(akponapecTesnn, aHrMoKepaToMsl, rmnornapos u ap.)

CUCTEMHOCTb NOopaKeHus
(Mo4KU, ceppue, HepBHasa CUCTEMA, KOXa)

C.B.Mowucees, KnnHuka um. E.M. TapeeBa, 2019



Kak I'IOLI,TBep,EI,I/ITb AuarHos doriesHn ®adpun?

N NIWAYWLHNC W CECVIIG N ARSIV S WS
o CHwxeHune akTnBHOCTU YpogeHb LysoGL3
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SJ'IeKTpOHHaFI MUKPOCKOIMnNA MyKHMHBI HEHLMHEI

GuonTara nouky npy GQEie3RREDy C.B.Mowucees, KnuHuka um. E.M. Tapeesa, 2019
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