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Pesrome

ILess: n3yanTh KAMHIYECKHE IIPOABACHUA 1 HCXOABI 00Ae3HN ®abpu (B P) y marueHTOB C TEPMUHAAB-
HOU CTaAMel XpOHHIeCKOil moyeyHoi HepocTarounocTH (TXITH) u cpaBHUTE CMEPTHOCTB T€MOAMAAU3HBIX
narueHToB ¢ b® u Apyrumu 3a6oaeBaHuAMY.

Mamepuavt u memodst: B ACCACAOBAHUE BKAFOUAAH B3POCABIX IareHToB (crapiue 18 aer) ¢ B, ana-
THO3 KOTOPO# OBIA IIOATBEPIKACH IIPH (PEPMEHTHOM M MOACKYAAPHO-T€HETHYeCKOM uccaeaoBannu. TXTTH
AMArHOCTUPOBAAU B COOTBETCTBHM C pekoMeHAaruamu HayuHoro obmecrsa Hedpoaoros Poccun (2016)
u KDIGO (2012).

Pesyrvmamsr: cpean o6caepoBannpix 100 B3pocapix nanuentos ¢ B® 33 moayuyasn 3amecTuTeABHYIO
noyeunyro Tepamuro (3I1T), B Tom uncae 32 my>xuunsl. Meanana Bo3pacra manuenros ¢ TXITH cocra-
BuAa 44 (35,5; 51) roaa. IToueunsrit ucxoa (rXITH) HacTymua paHblie APYTHUX THKEABIX OPraHHBIX IIPO-
ABACHUH (MHCYABT, KANHHYECKH 3HAYHMOE HAPYIICHHE PUTMA CEPALd, UMIIAAHTAIUA KaPAHOBEpTEpa
AepubpuasaTopa/ucKyccrBeHHOro Boauteas purma) y 30 (90,9%) maruentos. Meanana Bo3pacra Hauasa
3IIT cocrasuaa 39 (32,5; 44,5) aer. Ymepau 11 (33,3%) my>xuns, cpeAHnii Bo3pact KoTopbix 0614 43 (37; 46)
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ropa. OCHOBHOI IPHYHHOI A€TAABHOI'O HCX0AQ ObIAa BHe3amHasa cepAeuHas cmepts (2=9). Ha momenT
ob6caepoBanus 5 (15,2%) nanueHTOB MOAy4YaAn (PEPMEHT-3aMECTUTEABHYIO TEPANMIO B TedeHue 36 mecs-
nes (auamaso 11-59 mecanes). CymMmapHas AAMTEABHOCTh HAOAFOACHUSA MTALIIEHTOB, IIOAYUAFOIINX ACUe-
HYe IIPOrPaMMHBIM I€MOAMAAM30M, cocTaBuaa 149,1 manmenro-aer, cmepraOCTs — 7,38 /100 manuenTo-aer
(95% aoBepureanusiit uarepsaa [AU] 7,33-7,42). ITo poanasm Poccuiickoro perucrpa 3ITT, cmeprHOCT
GoabHBIX ¢ Anabernyeckum Hedpockaepo3om Obiaa 13,1/100 mammenro-aer (95% AU 11,9-14,3), ¢ xpo-
HUYeCKUM raomepysonedpurom — 5,4/100 mammenro-aer (95% AU 5,0-5,7), ¢ HOAUKHCTO3HOM GOAE3HEIO
nouek — 4,8/100 marmenTo-aer (95% AU 4,2-5,4).

3axarwuenne: IPOrpeccHpoBaHme XPOHUUECKOI 60ae3uu nouek Ao TXITH BemaBaeno y 33% mamuenTos
¢ B®. Bricokasa pacnpocrpanennocts TXITH oGycaoBaeHa TeM, 4YTO y MHOrIX GOABHBIX AHATHO3 yCTA-
HOBAEH B PE3yABTATE CKPHHUHIA B POCCHICKIX '€ MOANAAU3HBIX oTAeAeHUAX. CMepTHOCTE Tpu @ GB1A2
HIDKE, YeM IIpU AnabeTu4ecKod He(ppolraTuy, HO BBIIIE, YeM IIpu Apyrux upuunHax TXITH.

Abstract

Aim: to describe clinical manifestations and outcomes in patients with Fabry disease (FD) and end-
stage renal failure (ESRD) and to compare mortality in dialysis patients with FD and other kidney diseases.

Methods: We tecruited adult (over 18 years) patients with FD that was confirmed by enzymatic and
genetic studies. ESRD was defined according to KDIGO guidelines (2012).

Results: We studied 100 patients with FD. Thirty-three (32 males, 1 female) of them had ESRD. The
median age of the ESRD patients was 44 (35.5; 51) years. ESRD occurred before other severe organ
manifestations (e.g. stroke, clinically significant arrhythmia and cardioverter/pacemaker implantation)
in 30 (90.9%) patients. The median age of initiation of renal replacement therapy (RRT) was 39 (32.5; 44.5)
years. Eleven (33.3%) males died at the median age of 43 (37; 46) years. The most frequent cause of death
was sudden cardiac death (2=9). Five patients received enzyme replacement therapy during 36 months
(range 11-59 months). The duration of follow-up for dialysis FD patients was 149.1 person-years. Mortality
rate was 7.38 (confidence interval 95% [CI] 7.33-7.42) per 100 person-years for FD patients. According to
the Russian RRT Registry, mortality was 13.1 (CI 95% 11.9-14.3) per 100 person-years in diabetes patients,
5.4 (CI 95% 5.0-5.7) per 100 person-years in patients with chronic glomerulonephritis, and 4.8 (CI 95%
4.2-5.4) per 100 person-years in patients with polycystic kidney disease.

Conclusion: ESRD occurred in 33% of patients with FD. High prevalence of ESRD could be explained
by effect of the screening program for FD in Russian dialysis centers. Mortality in FD patients was lower
than in patients with diabetic and hypertensive nephropathy, although higher than in patients with other
causes of ESRD.

Key words: Fabry disease, Fabry nephropathy, end-stage renal disease, renal replacement therapy

BBeaenue

boaesnp ®abpu — Anzocomuas GOAE3Hb HAKOIIAC-
HUSf, XaPAKTEPHU3YIOMAACA CHUKEHUEM aKTHBHOCTH
pepmMenTA 0A-raAaKTO3MAA3BI A BCACACTBHE MYTAITHH
rera GLA, pacrioaoskernoro za X-xpomocome. Aedu-
1T PepMEHTA IIPUBOAHT K HAPYIIEHUEO META0OAN3MA
FAUKOCPUHIOAHITUAOB M HX HAKOIIACHHIO B AH30CO-
Max KACTOK PA3AMYHBIX TKAHEH U OPraHOB, B TOM YHCAE
B rroukax [1]. COHHIOAUIIIABL OTKAQABIBAIOTCA BO BCEX
CTPYKTYpax He(PPOHA: B ITOAOIUTAX, IIPOKCHMAABHBIX
1 AUCTAABHBIX KAHAADBIIAX, HCPI/IT}’6yAﬂprIX KAaITHAAA-
Pax, B MHTHME H MEAHH COCYAOB, YTO BEACT K (hOpMIpO-
BAHUIO THAAMHO32 APTEPHIA, IPOIPECCHPYIOIIEMY CKAE-
P03y KAYOOUKOB I HHTEPCTUIIHAABHOMY (hHOPO3y [2].

B macrosmiee Bpems uspectao 6oaee 900 myrarreii
rera GLA, 3padenme MHOTHX M3 KOTOPHIX HE yCTa-
HOBAeHO. OTMEYaeTCA BEIPAKEHHBIH OANMOPdU3M
KAHHIYECKON KapTHHE OoAesan Pabpu. Aawe cpean
POACTBEHHHKOB C OAMHAKOBOM MyTaIlnei 3a00AeBaHIe
MOZKET IIPOTEKATD C PA3AMYHOH CTEIIEHBIO BOBACUCHHUA
Tex mAn uHbIX opranos [3]. Kaaccrrdaecknit perorur 60-

Aesnn PabpH XxapaKTepH3YeTCs HAAUYHEM Y IAIIIEHTOB
THIIMYHBIX ITPOABACHHUH 3a00AEBAHNA, TAKUX KAK HEH-
ponaTmdeckas OOAb, AHTHOKEPATOMBI, BUXPEBUAHAS Ke-
PATOIATHSA, CHIKEHHE HAH OTCYTCTBHE ITOTOOTACACHH.
[lepBEIe KAACCHYUECKHE CHMIITOMBI 3a00AEBAHNISA ITOAB-
asrorcs B Bospacre 9-17 aer [4]. [lozanee — B Bospacre
20-30 AeT — OOHAPYKUBAFOT ITOPAKEHUE BHYTPEHHIX
OPraHOB, B TOM YHCAE IIOYEK (IIPOTENHYPHS, CHUKE-
HHE CKOPOCTH KAYOOYKOBOH (DHABTPAIIUH, ITAPAIICAD-
BHKAABHBIE KHCTBI), CEPAIA (THIIEPTPOPUA U YIACTKI
pubOpo3a MHOKAPAQ) H LIEHTPAABHOIN HEPBHOM CHCTEMBI
(MHCYABT 1 O9ATOBBIE HU3MEHEHHA TOAOBHOTO MO3r4) [5].
[Topaxenue rmouex ABAAETCA OAHUM M3 HAHOOAEE Ua-
CTBIX IpoABAeHMN OoAe3Hn PabpH, OIPEACAAIOIIIX
TAKECTh 3a00AeBaHuA [6]. XpoHmdeckas OOAC3Hb IIOUCK
(XBII) mporpeccupyer A0 TEPMHHAABHOM CTAANN
K HAYAAY IIATOTO ACCATHACTHA KU3HH, YTO IIPHBOAUT
K IIPEKACBPEMEHHON MHBAAMAU3AIINN U CMEPTHOCTD
rarueHToB [7, 8).

LleABIO HCCACAOBAHUA OBIAO H3YYNTh KAMHIICCKUC
IIPOABACHUA U UCXOAB DoAe3Hr PadpH y IAIFEHTOB
C TEPMHHAABHON CTAAMECH XPOHHYIECKON ITOYCTHOM
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mepaocrarogroct (TXI1H) u cpaBauTs cMepTHOCTS Te-
MOAMAAN3HBIX ITAIIIEHTOB C AAHHON OOAE3HBIO 1 C APY-
TUMI 3a00ACBAHIAMIL.

Marepuasbl 1 METOABI

B mccaeaoBanme BKAFOUAAM B3POCABIX IIAITUEHTOB
(crapure 18 aet) ¢ Ooaezupro Padpu, 0OCACAOBAHHBIX
B kaumanke M. E.M. Tapeesa ¢ 2010 mo 2018 r. Ana-
ruo3 6oaesan Padbpu yCTaHABANBAAN HA OCHOBAHUHI
Haardua Myrtanun reaa GLA (v MyX9uH U jKCHIINH)
U CHIUKEHUA AKTUBHOCTH aAb(a-TaAaKTO3UAA3BI A B BBI-
CYILIEHHBIX KAIIAAX KPOBH (Y MY/KYMH), 4 TAKIKE OAHOIO
13 CACAYIOIIHNX IIPU3HAKOB: IO KpaliHEH Mepe, OAHO
THIIIYHOE IIposABAcHne Ooaesnn Padbpu (HeliporaTude-
CKas OOAb, AHTHOKEPATOMEI, BUXPEBUAHAA KEPATOIIATHS),
LIOBBIIIICHNE KOHIIEHTPAIINN TAODOTPHA03UACHHHTO-
suna (lyso-GL3) B BBICYIICHHEIX KATASIX KPOBU HAN
HAAIYHE § POACTBEHHHUKA OIIPEACACHHOIO AMATHO34
6oaesan Pabpu u Takoii xe myrarun reaa GLA [9].
[Tpm oTcyrcTBHM Y TAITEHTA KPUTEPUEB OIIPEACACH-
Horo anarnosa 6oaesun Padpu u Harmann XBIT aan
IIOATBEPKACHNA AUATHO32 IIPOBOAUAN MOPOAOTHHUE-
CKOE MCCAEAOBAHHE HE(PPOOHOIITATA C IIPHIMEHEHIEM
SAEKTPOHHON MHKPOCKOITHH.

AKTHBHOCTD 0(-TAAAKTO3UAA3Hl A M3MEPAAU METO-
AOM TaHAEMHOI Macc-cuexrpomeTpun. PepmerTHOE
U MOAEKYAAPHO-TEHETHYIECKOE HCCACAOBAHUSA IIPOBO-
AuAn B Aaboparopusax Hanmonaasaoro Hayano-mpak-
THYECKOTO IEHTPa 3A0pOBbA AeTell Munsapasa PO
nan Meanko-resermueckoro Hayguoro rneurpa. Co-
Aepxanne lyso-GL3 uamepsin METOAOM TAHAEMHOMN
Macc-crekrpomerpun B Aaboparopuax Centogene AG
(Pocrok, I'epmars) man Archimed Life Science GmbH
(Bena, ABctpus).

IToyeunbiMm ncxoaoOM cumrasn Hasumdue TXITH,
TpeOyIomIeil IPOBEACHHA 3AMECTUTEABHON ITOUEUHON
tepanuu (3I1T) B Teuenne 6 u 6oaee mecames. Tep-
MHHAABHYIO TOYECYHYIO HEAOCTATOUYHOCTH AMATHOCTH-
poBaau B coorsercTBuu ¢ pekoMmenparmavu KDIGO
2012 roaa u Hayuroro obmrectsa nedpororos Poccun
2016 roaa [10, 11]. Cxopoctb kAyDOUKOBOM (DHABTPA-
mun (CK®) paccunrrssasn 1o gpopmyae CKD-EPIL

Crarucrudecknii aHAAU3 IIPOBOAMACH C HCIIOAD-
sosanueM rporpammer IBM SPSS Statistics 22. Hop-
MAABHOCTD PACIPEACACHHA OIIPEACASAH C ITOMOIIBIO
kpurepus Koamoroposa-CMuprOBa. AaHHbBIE AAS KOAH-
YECTBEHHBIX IIOKA3ATEACH C PACIIPEACACHIEM, OTAIYAB-
IITIMCSA OT HOPMAABHOTO, IIPUBEACHBI B BUAE MEAHAHBI
1 MEKKBAPTHABHOTO pasmaxa. AaHHBIE AAf KAYECTBEH-
HBIX ITEPEMEHHBIX IIPEACTABACHBI B BUAE ADCOAFOTHBIX
YACTOT U AOAM B IIPOIIEHTAX. MEANaHBI KOAMYECTBEH-
HBIX IIOKa3aTeACH CPABHIBAAH C IIOMOITIBIO U-Kkprrrepus
Manna-Yuran. CpaBHEHHE TPYIIT ITO KAYECTBEHHBIM
IIPU3HAKAM IIPOBOAUAOCH C IIOMOIIBIO TOYHOIO KPHU-
tepua Purrepa. AHAAU3 BBIKIBAEMOCTH IIPOBOAHAT
¢ ucroabsoBanueM Meroaa Karraana-Matiepa. Pazanans
CUHTAAM AOCTOBepHBIMU Iipu BeanmdnHe p<0,05.
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Pesyabrars:

Xapaxmepucmuka nayuenmos. 3a 1epHOA
¢ 2010 mo 2018 roa B Kaunnke nm. E.M. Tapeesa Ha-
6ar0aaA0Ch 100 B3POCABIX IAITHEHTOB € DOAE3HBIO
®abpu. B rpymmmy HACTOAIIETO MCCACAOBAHMSA BOIIAM
33 manmenta ¢ 6oaesupio Pabpwu, moaywarorne 31T,
B TOM uncAe 32 myxuuHbl 1 1 xenmwunaa. Meanana
Bospacra narenTos ¢ TXITH cocraBuaa 44 (35,5; 51)
roaa. Yersrpem u3 33 G0ABHBIX OBIAA BEIIIOAHEHA TPAHC-
naanTanus moukn. Ocraspubie manmentsr (29/33)
IIOAYYAAH AEYECHUE IIPOIPAMMHBIM T€MOAHAAH3OM.
3aAepiKKa B ITOCTAHOBKE AMATHO32 COCTaBHAQ DoAce
15 aer (Tabamma 1). V 27 (81,8%) marzerros 60Ae3HD
Dabpu AMArHOCTUPOBAAN ITOCAE HAYAAA ACIEHUSA IIPO-
rpaMMHBIM reMoanasusoM, v 3 (9,1%) — B pesyaprare
cemeiHorO CKpHHUHTA, ere y 3 (9,1%) anarnos 6suia
3AII0AO3PEH HA OCHOBAHUU KAMHHYECKUX IIPOSBAC-
uuit. ¥V 6 (18,2%) manuenTtos poseaeHO MopdoAOru-
9YeCKOE NCCAEAOBaHNE HEPPOOHONTATa, B TOM UHCAE
y 3 IpHMEHAAACH SIACKTPOHHAS MEHKPOCKOIIIA, IO pe-
3YABTATAM KOTOPOH OIIMCAHA KAACCHYECKas KAPTHHA
6oaeznu Pabpu, y 2 6uorncus 6b1Aa HenHMOPMATHBHA
1y 2 HCIIOAB30BAAACH CBETOBAS MEHKPOCKOIIHSA, ITO AAH-
HBIM KOTOPOIT OIICaHA KapTHHA (POKAABHO-CETMEHTAp-
HOTro raoMepyAockaeposa. Ha momenT obcaerosanms 5
(15,2%) manmeHTOB MOAY9IaAH (DEPMEHTO3AMECTHTEAD-
nyto tepanuro (P3T), B cpeanenm, B Teuenue 36 mecsAIes
(amarrazon ot 11 A0 59 mecsries).

Kaunuueckue nposssrennsa. Knaccuaeckue mpo-
asAeHus OoaesHun Padpu ormewaaucs y 30 (90,9%)
u3 33 manuenrtos. Bospacrt aebrora 3aboAeBanms co-
crasua 14 (10; 20,8) aet. V OOABIIMHCTBA ITAIIHCHTOB
OBIAO BBIBACHO IIOPAKEHIE CEPALIA H TOAOBHOIO MO3I4.
Bopaceuenne mmodek BrepBbie OBIAO 3aPETHCTPUPOBAHO
B Bospacre 31 (32,5; 49) roaa. Murepsaa BpemeHu
OT IIEPBOTO 3APETUCTPUPOBAHHOIO IIOYEIHOTO IIPOABAE-
uusA Ao TXITH cocraBua B cpeanem 8 aer (Tabania 1).
V GOABIIIMHCTBA TAIIEHTOB IEPBEIME YCTAHOBACHHBIMI
IIPU3HAKAMU ITOPAKEHUSA TTOYEK OBIAM AABOYMUHYPHA
oitire 300 mr/cyr (24 [72,7%)] manmenra) u cHimkeHue
CK® nyoxe 60 ma/mum/1,73 M2 (18 [54,5%] mauumentos).
V13 (39,4%) marmeHTOB IO AAHHBIM YABTPa3BYKOBOIO
HCCACAOBAHNSA BBIABACHBI KIICTEI ITOYCK, B TOM YHCAC
y 1 — mapameAbBHKaABHBIE, ¥ 7 — MAPEHXHUMATO3HbBIE
1y 5 IaIueHTOB HAOAFOAAAICH MHOKECTBEHHEIE KHICTHI,
PACITOAOKECHHBIC KAK B CHHYCAX, TAK U B ITAPCHXHME
noyek. Bropuunas aprepmaApHas runepTOHUA Ha-
6aropaanace y 24/30 manuenros (80%), sedpporenHas
anemusi —y 19/28 (67,9%), KocTHO-MUHEPAABHbIE HAPY-
wennst —y 15/23 (62,5%). Ao macrynaerns TXTTH cemu
marmenTam (21,2%) mpoBOAEAOCH HePPOITPOTEKTHBHOE
AEUEHHE.

Hcxodvt 3ab01e6anns. Meanana Bozpacra Hagaa
IIOYECUHOH 3aMECTUTEABHON TEparuu cocTaBuAa 39
(32,5; 44,5) aer. V 30 u3 33 manuentos (90,9%) 1o-
YCYHBIH HCXOA HACTYIIHA PAHBIIIE APYTHX THKEABIX OP-
FAHHBIX IIPOSABACHUH, TAKHX KAK HHCYABT, KAMHITICCKI
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Tabauua 1 |Table 1y remoamaansom. Meanana Ha-

CTYIIACHIS ACTAABHOIO HCXOAA ITOCAE
HAYAAd ACUCHHSA FEMOAHAAUZOM CO-
craBuaa 32 (6; 67) mecsna. Cpeanuit

Mokasatenu

Bospacr, net
Bo3spacT febtota 60ne3Hu Pabpu, net

BO3paCT Ha MOMEHT YyCTaHOBNEHUA AnarHo3a 60ne3Hn (Da6p|/|, net

Bo3pacT Ha MOMEHT perucTpaLum nepBoro NoYeyHoro NPoABAEHNA, IeT

Bo3pacT Hauana noyeyHom 3amecTUTeNIbHON Tepanuu, net
MakcrmanbHaa NpoTenHypus, r/n

Knaccuueckmne npossnenus, n (%)
HenponaTtnyeckas 60nb
AHrnokepaTombl
BrixpeBugHas kepatonatus
MMnornapos/aHrnapos

MNoparkeHne ronoBHoro mosra, n (%)
Ouaru B 6enom BeLEeCTBE Ha MAarHUTHOW Pe30HaHCHON Tomorpadumn
NHcynbt

MoparxeHwne cepaua, n (%)
MMneptpodusa mrokapaa
Ouaru ¢prbpo3a Ha MarHUTHO pe3oHaHCHOM ToMorpadun

Wcxop (cmepTb), n (%)

3HAYNMOE HAPYIIEHHE PUTMa cepala, a y 16 (48,5%)
narenTos TXI TH Gbraa mepBev HEOAATOIIPUATHBIM HIC-
xoaoM boaesuu Padpu. V 9 us 33 manuenros (27,3%)
3APETHCTPUPOBAHO OCTPOE HAPYIIEHHE MO3IOBOIO
kposooOparenud, y 3 (9,9%) — kannmueckn sHadnIMOe
HAPYIIIEHHE puTMa cepAna (ocrosunas dgopma du-
OPUAAAIINH IIPEACEPANIET), B TOM YHCAE IOTPeOOBaBIIICE
MMIIAQHTAIINE UCKYCCTBEHHOTO BOAUTEAA PUTMA C I10-
CAGAYIOIIIIM ITPOBEACHHEM PAAMOYACTOTHON aDAAITMH
y oaHoro narenTa. CpeAn Beex marperTos ymepAan 11
(33,3%0) MyK4IHH, BCE OHU IIOAYIAAH ACUCHIIC IIPOIPAMM-
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Puc. 1. BbiXnBaemocCTb NaLMeHTOB C TEPMUHANIbHOW CTagunen
XPOHNYECKOWN NOYEYHOIN HeJOCTaTOYHOCTM

Fig. 1. Survival of patients with end-stage renal disease

Bce (n=33) BO3PaCT YMEPIIUX ITAITMEHTOB CO-
44 (35,5;51) craBua 43 (37; 46) roaa (Pucynox 1).
14(10;20.8) OAMH yMepIIHI TAIUEHT MTOAYIAA
41(32,5;49) ®3T B reuenue 11 mecamnes. Oc-
31(32,5;49) HOBHBIMU IIPUYHHAME ACTAABHOTO
39(32,5; 44,5) HCXOAA OBIAM BHE3AITHAA CEPACIHAA
1,5 (1: 2,96) cMepthb (7=9), ocTpoe HapyIIeHUE
30 (90,9) MO3TOBOIO KpoBooOpartenus (7=1),
27(81,8) OCAOKHCHHE COIYTCTBYIOILEIO OH-
16 (48,5) KOAOTHYECKOTO 3200AeBanus (71=1).
10/19 (52,6) C . 5
27818) YMMapHBIH CPOK HaOAIOACHNA

HAITHCHTOB, IIOAYIAIOIINX ACUCHHE
22/26 (84,6) IIPOrpaMMHBIM I'€MOANAAN3OM, CO-
10(30,3) craBuA 149,1 manmenro-aer, cmeprt-

HOCTb ITAIIMEHTOB H4 TE€MOAHA-
26/28(92,9) amse —7,38/100 marmento-aer (95%
8/18 (44,4) N

AoBeputeApHbI mHTEpBaa [AL]
11(333)

7,33-7,42).

OGcyxaeHnE

ITpn ecrecrsernoM Teuenun b®P 3akoHOMEpHBIM
ABASICTCA HIPOIPECCUPYIONIEE CHIKEHHE (DYHKIIHH
1oveK. Y TPeTH BCeX 0OCAEAOBAHHBIX HAMH IAITHEHTOB
(33/100) ¢ 6oaesnpro Pabpu ObiAa AMATHOCTHPOBAHA
TXITH. Brrcoxkas pacnpocrpanennocts TXITH momxer
OBITH OOYCAOBACHA TEM, YTO ¥ MHOIUX OOABHEIX AHA-
rao3 b® OBIA yCTAHOBACH B PE3yABTATE CKPHHUHIA,
IIPOBOAMBIIIETOCA B POCCHICKUX I'€MOAMAAU3HBIX OT-
Aesenusx [12]. B macrosimee mccaeAOBaHIE BKAIOYEHO
33 manmenTa ¢ 6oAesupio Pabpu, moayuarormux 3I1T.
[IpakTHyeckn Bce HMAITMEHTH MMEAM KAACCHIECKHI
eroTnr 3a00AeBaHNA, OAHAKO 3aAEP/KKA B I10CTA-
HOBKe Anartosa cocrtaBuaa 6oaee 15 aer. B 6oapmms-
crBe cAaydaeB boresup Pabpu ObIAA AHATHOCTHPOBAHA
ugepes 10 AeT mocAe perucTpanuy mepBoro CHMITOMA
BOBAGYEHHSA IIOYEK U yepes 2 ToAa mocae Hagaa 3[1T.
V oanoro manunenra 60ae3up Pabpu AHATHOCTHPO-
BAAHN IIOCAE TpaHCIAaHTAIIK 1Toukn. [To AamHbIM pe-
rucrpa manueHToB ¢ Ooaesubio Pabpu (Fabry registry)
pacrpocrpanennocts TXITH Obraa HeckoAbko HITe:
IIOYEYHYIO 3aMECTHTEABHYIO Teparmio moAyuasn 14%
n3 1359 myscams u 2% ns 1353 xenmus. Caeayer oT-
METHTB, 9TO DOACE UEM Y IIOAOBHHBI MAIMCHTOB ¢ bP
©ObIA2 BEIIIOAHEHA TpaHCIAaHTanus o4k [13], kotopas
cumnraroT MeroaoM Bbroopa 3ITT y marmeHToB ¢ 91HMM
3aboaesanuem [14]. B mameit rpyre 60AbHBIX TpaHC-
ITAQHTAIINSA TTOYKH OBIAQ ITPOBEACHA B 4 CAyJafX.

TepMuHAABHAS CTAANA IOYEIHOH HEAOCTATOUHOCTH
YaIe Pa3BUBACTCA Y MY/KUHH, YEM Y KEHIIINH, YTO CBA-
3aHO ¢ X-CIEIACHHBIM XapaKTEPOM HACACAOBAHUA
3aboaeBanmda. Myranus rena GLA y myxunn Bceraa
HAXOANTCA B TEMH3UTOTHOM COCTOSIHUH, 4 Y KEHIITHH —
B T€TEPO3UTOTHOM, ITOITOMY § MY/KUHH 3200AEBAHIE
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LpoTeKaeT B DoAee THKEAOH PopMe, YeM Y AKEHIIUH.
B mammy rpyminy marpeHToB BOIIAA TOABKO OAHA JKEH-
mmHa ¢ TXITH.

Meauana sospacra Hacryaenus TXITH cocrasuaa
39 Aer, 9TO COTAACYETCH C PE3YABTATAMH APYTHX aB-
TopoB. Kax u 1o AaHHBIM perucTpa MaIHEeHTOB ¢ DO-
aesupio Pabpwu, B KOTOPEIT BorAu 2712 mareHTos,
IICPBEIM H CAHHCTBCHHBIM HCXOAOM 3200ACBAHUSA
y OoAbIIMHCTBA HAIIHX OOAbHBIX OpiAa TXITH [13].
AeTaAbHBIN NCXOA HACTYIIMA Y TPETH OOCAEAOBAHHBIX
manuenTos ¢ TXITH. CamMoii 9acTo IpuauHOI AeTaAb-
HOTO HCXOAA OBIAA BHE3aITHAA cepAedHasd cMepth. Cpean
HAIIUX IAITHECHTOB ¢ 60Ae3HBIO0 Padpu CMEPTHOCTD CO-
craBuaa 7,38/100 mammenro-aer (95% AU 7,33-7,42).
[Ipu cpaBHEHHH ¢ AAHHBIMU POCCHICKOTO PETHCTPA
manuenTos ¢ TXIIH moAyueHHBII HAME TTOKA32TEAD
CMEPTHOCTH OBIA HIKE, UM CPEAN OOABHBIX C AHA-
Hernaeckum Hedppockaepozom (13,1/100 manmenro-
aer [95% A 11,9-14,3]) u pu HEKOTOPBIX APYTHX
3a00AEBAHUAX, TAKAX KAK IMIIEPTEH3UBHBIN Hedpo-
CKACPO3 U IMOPAIKEHIE IIOYCK IIPH CHCTEMHEIX 3a00A€-
Banwsx (11,2/100 manmenro-aer [95% AU 10,2-12,2]).
B o e Bpems, ipu XpOHIYECKOM rAOMepyAOHepUTE
(5,4/100 manmenro-aer [95% A 5,0-5,7]) u moaunku-
crosuoit 6oaesan mouek (4,8/100 manmenro-aer [95%
A 4,2-5/4]) cMepTHOCTD ObIAA HECKOABKO HITAKE, YEM
npu sedpomarin Padpu, a mpu ueroHedpure u TyOy-
AOUHTEPCTUIINAABHOM He(DPHUTE COIIOCTABUMOI C TAKO-
Boit ipu B (7,8/100 manmento-aer [95% AU 7,1-8,5]).
Hanboaee gacToit IpHIHHON ACTAABHOTO HCXOAA AA-
AV3HBIX IIAIICHTOB OBIAU CEPACIHO-COCYAUCTBIC OCAOK-
uennd [15]. AaHHBIE APYTHX aBTOPOB IOATBEPIKAAIOT,
YTO PHUCK CMEPTH AHAAU3HBIX HarmeHToB ¢ b® Hinke,
9YeM IIALUEHTOB AHaOeTHIeCKON HepoIaTHe, i He-
CKOABKO BBIITIE, YeM IpH Apyrux rprrauHax TXITH [16].

B marmreit rpyrme marener ymupaan gepes 32 (6; 67)
MeCAIA IIOCAEC HAYAAd ACYCHUSA IIPOTPAMMHBIM I€MO-
Anaanzom. OAHAKO B APYTHX paboTax oTMedeHa Doaee
AAUTEABHAS BBLKUBAEMOCTD ImanuenToB ¢ TXITH. Tak,
10 AAHHBIM PEIUCTPa MAIHEHTOB ¢ 00Ae3HbI0 Pabpm,
Meamana Bpemenu o1 Hagaaa 3ITT Ao emepru cocraBuaa
11 aer [13]. XyAItas BBLKUBAEMOCTD HAIIHX HIAITUEHTOB,
IIOAYYAFOINUX ACUEHHE TPOTPAMMHEIM T€MOAHAAN3OM,
MOZKET OBITh OOYCAOBACHA HECKOABKHMU IIPUIHHAMY.
CyrectennsiM pakTopom mporpeccuposanud XbBIT,
B TOM uncae rnpu b®, asagerca nporeunypus [17].
Cpeanr 00CACAOBAHHOM HAMU IPYIIIIBI OOABHBIX MaK-
CUMAaABHBIN ypOBCHb HpOTCI/IHypI/II/I AO HaCTyHACHI/Iﬂ
TXTTH Aocturaa 1,5 1/, a HepporpoTekruBHOE AcUe-
HHE TIOAYYaAd TOABKO IIATaf 9acTh HarmeHTos. Kpome
TOTO, IIOCAC HAYAAA ACUCHIUS IIPOTPAMMHBIM TEMOAHA-
AM30M Y OOABIIHHCTBA OOABHBIX HE OBIA AOCTHUTHYTHL
IIEAEBBIE 3HAYEHUS APTEPHAABHOTO AABACHIS, TEMOTAO-
Ouma, mokasareaci kaaprnueBo-pocdopHOro oOMeHa.

OrpanmgeHueM HCCACAOBAHIA OBIAA OTHOCUTEABHO
neboabmaa Beroopka. OAHAKO HA HACTOANIUI MO-
MEHT OHA4 COOTBETCTBYET ICHEPAABHOHN COBOKYIIHOCTH
mareHToB ¢ boaesnpio Pabpu B Poccuiickoit Peaepa-
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1w, moaygaromux 31T, Apyrum orpasnderrem ObA
PETPOCIIEKTUBHBIN XaPAKTEP HCCAEAOBAHUA, B CBA3H
C 9EM IIPEACTABAAAOCH TPYAHBIM OOBECKTUBHO OLICHUTD
U CTAHAAPTU3UPOBATH OIIPEACACHHCE HEKOTOPBIX KAH-
HHKO-Aa0OPaTOPHBIX AQHHBIX.

3axArouyeHue

[TporpeccupoBanne XpOHHYECKON OOAE3HH ITOYEK
AO TEPMHHAABHOM CTAAHH BEIABACHO Y 33%0 IaIlueHTOB
¢ 6oaesupro Pabpu. Bercokas pacpocTpaHeHHOCTD
TXITH 00ycAoBACHA TeM, ITO ¥ MHOTHX OOABHBIX AHA-
THO3 YCTAHOBAEH B PE3YABTATE CKPHHUHIA CPEAH POC-
CHICKUX IFeMOAMAAN3ZHBIX OTACACHUH. AeTAABHOCTD IpHu
6oaeznu Padbpu ObIAA HITKE, YEM ITPH AHAOETHYECKOMH
HedpomaTHy, HO BBIIIC, YEM IIPH APYIUX IIPUIHNHAX
TEPMHUHAABHOM ITOUEUHOH HEAOCTATOYHOCTH. Beayrmei
IpranHON cMepTa mpu 6oAesru Padpu, Kak U IpH Apy-
rux 3a00A€BaHMAX, MPUBOAAIIUX K passuruio TXITH,
OBIAH CEPAEYHO-COCYAHCTEIE OCAOKHEHMA.

Hpogeccop C.B. Moucees npu noddepycxe xom-
nanuii TAKEDA u Sanofi-Genzyme npunumaem
yuacmue 8 00pPA30BAMENVHBIX MEPONPUAMUIX O3
spauei 8 xauecmee aekmopa. Ocmarvuvie asmoput
341645101 00 OMCYMCIMEUL KOHPAUKINA UHMEPECOB.
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