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Knunuueckue cheHotUnbl 6onesHu Pabpu
y 219 B3pocnbix nauueHToB

E.A. Tao', A.C. Moucees', H.M. bynaros', E.A. MepwuHa?, C.B. Moucees'

Lenb. N3yueHue kKnMHUUECKUX heHOTHNOB 3a60-
NIeBaHus1, BbI4E/IEHHbIX C YUETOM MOPAXKEHHUs nep-
BOrO OpraHa-MuLLEHH, B POCCUICKOW NONysLMUU
nauueHToB c 6onestbto Mabpu (BD).

Marepuan u metopabl. B vccnenosanve
BKJ/ItOUanu B3pocsbix (18 net u ctapiuie) naumex-
TOB ¢ B®D, nonTBEPKAEHHON NPU MONIEKYNSIPHO-
reHeTMYecKoMm uccrefosaHuu. B 3aBucumoctu ot
nopakeHusi NepBOro OpraHa-MULLEHHW BbILENSANM
KapAuanbHblv (runepTpodmsa Mrokapga > 15 mm,
KOTOpasi NepBOHaYasibHO pacLeHUBanach Kak
runepTpodHueckas Kapguomuonarus), Lepeo-
pasnbHbI# (MHCYbT) U NoYeuHbIM (anbbyMUHypUs
6onee 2 r/cyT U/Wnn XpoHHUeckas 6onesHb
nouek 36-5 craguu) peHoTunbl BD. MauueHTos, y
KOTOPbIX Hab/II0[aNMCb TOIbKO KlacCUYecKue
cumntombl BXD (HerponaTuueckas 6osb, aHrMoke-
paTombl U /WU/IM BUXPEBUAHAA KepaTonatus) u
CYOK/IMHUYECKME NPU3HAKM MOPAXKEHWS BHYTPEH-
HWX OPraHoOB, OTHOCHJ/IM K KOHTPOJIbHOM rpynne.

Pesynbratbl. KniMHUueckue npusHaku Tsxkeso-
ro nopa<eHusl CepaLa, no4YeK Uau roJloBHOMo
Mo3ra No3BOJIM/IM YCTaHOBUTb cheHoTun B y 94
(42,3%) w3 219 naumerTos c BD, B TO BpeMms Kak
octaswuecs 125 (57,7%) naumeHTos coctaBunm
KOHTpOAbHYtO rpynny. Hanbonee uactbim 6bist
noYeyHbId PeHOTHM, KOTOPbIA B OCHOBHOM Mpo-
SBJIANICS CHUXKEHWEM CKOPOCTH K/TyBOUKOBOW
unbTpauuu meHee 45 mn /mun /1,73 M2 1 pexxe
anbbymuHypueii 6onee 2 r /cyT v Habnoaancs y
57 (26,0%) 13 219 nauueHTOB, pexxe BCTpeya-
NMCb UepebpanbHbii U KapauanbHble PeHOTUNbI
—y21(9,6%) v 16 (7,3%), cooTBeTCTBEHHO.
lpynna nayMeHToB ¢ NOYeYHbIM (PeHOTHMNOM Bbiia
npeacTaBs/ieHa NPeUMyLLECTBEHHO MY>KUMHAMK
(91,2%) monogoro sospacta (MeguaHa 43 roga),
B TO BPeMsi KaK Cpefiu NauMeHTOB C KapAnasibHbIM
cheHoTunom npeobnaganu >keHwmHbl (68,7 %)
cTaplero BospacTa (Megnara 61 rog). Y 6onb-
LUIMHCTBA NaLMeHTOB Hab/Ilo[aNMCh paHHKe CUMI-
Tombl BD, B TOM uncne HelponaTtuyeckas 6osb,
rUMO- WJIM aHFMAPO3 U HECKOJIbKO PEXKE aHrMoKe-
patombl.

3aknioueHue. NonyyeHHble faHHble NOATBEP-
>KAAOT BaXKHYIO POJib HE(PPOJIOrOB B pacno3Hasa-

HWM HeMarHoCTMpoBaHHOW paHee B® y B3poc-
NbIX NaLUeHTOB.

KnioueBble cnoBa. bosesHos Pabpu, kauHu-
yeckue gheHomunel, OuazHOCMUKa.

onesup ®abpu (b®) — 310 penxas
JIM30COMHast  0OJIe3Hb  HAKOIUICHUSI,
XapakTepu3yrouasics OTJIOKEHUEM

TJTUKOC(UHTOIUIUIOB, B TOM YHUCIE TI000Tpu-
aosuicounrosnHa (LysoGL3), B kieTkax pas-
JUYHBIX OpraHOB M TKaHeil B pe3yJbTaTe
myTauun reHa GLA w mepunura depmeHTa
a-rajnakTo3ugassl A [1]. IlepBbie CUMNOTOMBI
b®, nosBasionecss B 1eTCKOM WX TOAPO-
CTKOBOM BO3pacTe, BKJIIOUAIOT B ce0s1 Helpo-
MaTUYECKYyl0 00Jb, AaHTMOKEPATOMbI, CHUXEHUE
WIW TIOJIHOE€ OTCYTCTBUE TIOTOOTHEICHUS W
KeJTyIOYHO-KUIIeUHble HapylieHus (0onau B
JKMBOTE, TOLIHOTA, PBOTA, ITOHOCHKI, 3amopkl). B
cTapieM Bo3pacTte y namnueHToB ¢ b® passusa-
€TCsl TIopaXeHue BHYTPEHHMX OPraHOB, B TOM
yucie movek (MpoTeMHypusl, CHUKEHUE pacueT-
HOI CKOPOCTM KIJIyOOUKOBOW (UIbTpallUUd —
CK®), cepaoua (runmeprpodusi muoxapaa) u
TOJJOBHOTO MO3ra (MHCYJbT U TPAH3UTOPHBIE
HIIEMUYECKHE aTaKh).

Huarno3 b®, kak u npyrux oppaHHbIX 3a00-
JIeBaHUI, YaCTO YCTAaHABJIMBAIOT MO3IHO, UHO-
raa CIyCcTSl HECKOJbKO JECSITWIEeTHI TMocie
MOSIBJIEHUsI TIEPBbIX CUMNTOMOB. B cBsi3u ¢
9TUM sl AuarHocTuku B® Bo MHOrux crpa-
Hax, BKkimoyas Poccuiickyto @eneparuio, mpo-
BOJISITCSI TIPOTPAMMbl CEJIEKTUBHOTO CKPUHUHIA
B Tpymnmax pucka, B KOTOpbIx yactora bd
BBIlIIE, YeM B OOILEH MOMYJIsILIUU, HAIpuMep,
cpeau OOJNBHBIX € XPOHMYECKON ITOYEUHOM
HEIOCTATOYHOCTbIO, TOJYYAIOUIUX JIEYEHUE
NMATU30M, TUIIEPTpOdUEil JTeBOTO Xeayaouka
HESICHOTO MPOUXOXIEHUsI WIX UHCYJIbTOM, pa3-
BUBIIMMCST B MOJIomoM BozpacTte (1o 50-60 ner).
Yacrora nuarHoctuku b® B yka3aHHBIX rpyr-
max oObIUHO He mpeBbiliaer 1% [2], omHakKo
CKPUHMHT B IPYIIaX BBICOKOTO PUCKA OTKPbI-
BaeT BO3MOXHOCTb CEMEHHOro CKpPMHUWHTA,
MO3BOJISIIONIETO YCTAHOBUTbH IMAarHO3 Yy pPOJI-
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CTBEHHMKOB OOJIbHBIX, B TOM uucie aeteil [3].

Lenbio uccaenoBaHus ObUIO M3yYyeHUE KIMHUYECKUX
¢eHoTUNOB 3a00JIeBaHUS, BBIIEJICHHBIX C YUECTOM ITOpaxkKe-
HMS [EPBOrO OpraHa-MUIIEHH, B POCCUIICKOI MOMYJISLIMI
nauyeHToB ¢ b®d.

Marepuanbl 1 MmeTObI

B uccnenoBanue BKIouaan B3pocabix (18 et u crapiie) nmamu-
eHToB ¢ b®, obciaenoBaHHbiXx B KinHUKe uM. E.M. TapeeBa ¢
2010 r. mo 2024 r. [luarno3 b® ycraHaBiuBaiK Ha OCHOBaHUU
Hanyus MyTauuu reHa GLA B cOUETaHUU C TIOBBILLIEHUEM KOH-
neHTpauuu LysoGL3 (y MyX4YMH M XEHIIWH), CHUXEHUEM
AKTMBHOCTU O-TaJIAKTO3MAa3bl A B BBICYLICHHBIX KaIlIsiX KPOBU
(y MYXYUH) W/WIK 1O KpaiHell Mepe OJHUM TUIUYHBIM MPO-
apneHrueM bBb® (Heiiponatuueckast 00Jb, AHTMOKEPATOMBI,
BUXpeBUAHAs KepaTomnaTusi). MOJeKyJIsspHO-TeHETUYeCKOe
HCCIIeIOBaHME U OTPe/ie/IeHUe COMePKAHUS 0.-TATaKTO3UAa3bl A
u LysoGL3 npoBonuiu B 1abopaTopusx MeanKo-reHeTu4eCcKo-
ro HayyHoro ueHTpa umenu akagemuka H.I1. BoukoBa u/wiu
HauuoHaibHOro MeAMIIMHCKOTO MccienoBareibeckoro LleHTpa
3n0poBbst Jlereil. AKTUBHOCTD ot-rajlakTo3uaa3bl A U YypOBEHb
LysoGL3 u3Mepsiii METOIOM TaHAEMHOI Macc-CIIeKTPOMETPUHN
B BBICYLIEHHBIX Karlisix KpoBu. HopMasbHBIM cuMTanu comep-
xanune LysoGL3 menee 2,0 Hr/mi.

Y Bcex OOJIBHBIX OMpPENeIsUIM CYTOYHYIO aIbOYMUHYPUIO TYp-
OMAMMETPUYECKUM METOJIOM, IPOTEUHYPUIO CTaHAAPTHBIM
METOJ/IOM, CHIBOPOTOUYHBII YPOBEHb KPeaTUHWHA U PacCUUTbIBA-
JI1 cKOpocTh KiyooukoBoii (uiabrpamu (CK®) o dopmyine
CKD-EPI. Dkckpenuio anpdOyMuHa,/6ejika ¢ MOYOi U (PYHKIIMIO
MoYeK OlIEHUBAJIM Ha ocHoBaHUM pekoMeHaaumit KDIGO 2020
rona u HayuHoro o6GiectBa HedposoroB Poccuu 2016 roma [4].
OuaroBble M3MEHEHUsI B OEJIOM BeLIeCTBAa TOJIOBHOTO MO3ra u
MPU3HAKU TIEPEHECEHHOTO MHCYJbTa omnpenesisiiu npu MPT
rojjoBHoro mosra (Siemens Magnetom Skyra 3 Tecna). MPT
cep/iia BBIMOJHUIA HA MarHUTHO-PE30HAaHCHBIX ToMorpadax ¢
HarnpsikeHHoCThIo 1ojisg 1,5 Tn Marnetrom ABanTo (Siemens
Healthcare, Germany) nimu Ontuma 450 (GE Healthcare, USA).

B 3aBucuMOCTH OT npeobiafaloniero MmopaxeHus: BHYTPeH-
HUX OPraHOB BbUICSUIM KapAMaJIbHbBIM, LepeOpalbHbIl U
noyeuHblit heHotunsl b®. KapauanbHelii peHOTUTT yCTaHABIU-
BaJlM y TAIIMEHTOB, Y KOTOPbIX B KJIMHUYECKOW KapTUHE Ipe-
00Jaja)IM TIPU3HAKK TTOpaXKeHMs cepla, a KapauoJoroM Obul
MePBOHAYAJILHO YCTAHOBJIEH TUArHO3 TUIepTpodUiYecKoil Kap-
muomuonatuu (FKMIT) wiu runeprpoduu jgeBoro xeayaouka
HesicHOro mpoucxoxaeHus. [lposBieHueM liepedpalbHOroO
(eHoTUMNA CITYKWIJI MHCYJIBT, @ TIOYEYHBI (DEHOTU AMAarHOCTH-
pOBaJI y TIALIMEHTOB C XpOHWYeCcKoi Oosie3Hbto Touek (XBIT)
30-5 craguu u/wim ansOymuHypueit 6osaee 2 r/cyt. [lpu Bbiae-
JIeHUU (eHoTUmna y4yuThIBAIMU, IMOpaxeHWe KakKoro opraHa
OTMEYaJIoCh B MEPBYIO ouepeab. Harpumep, B ciyyae pa3BuUTHs
WHCYJIbTa WJIM BBIPAXXEHHOM TUIepTpour MUOKapaa y Iaim-
eHra ¢ XBIl 5 cranuu, nosy4yaBilero Jie4eHUE reMOAUATN3OM,
(enotun cunrtanu noyeyHsIM. [lalMeHTOB, y KOTOPBIX HAOJIIO-
JJIUCh TOJBKO Ki1accuueckue cumnrombel b (HeiiponaTuue-
cKast 00JIb, aHTMOKEPATOMbl U/UJIM BUXPEBUAHAS KEPATOMATHSI)
U CyOKJTMHUYECKUE MPU3HAKHU MTOPaXKeHUs] BHYTPEHHUX OPraHOB
(anbOymuHypusi meHee 2 r/cyr, pacuyetHass CK® 45-59
Mi/MuH/1,73 M?, HeOoJbLIass OECCUMIITOMHAsST TUIIEPTPODUs
MuoKapaa, omnpenesstomasicss npu MPT, oyaroBsle u3aMeHeHUsI
Oesioro BellecTBa, BbIsiBIeHHbIe pu MPT romosBHoro mosra),
OTHOCWJIM K KOHTPOJIbHOM TpyIITIE.

CTaTUCTUYECKUIT aHaJIM3 TPOBOIMIU C MCIOJb30BAHUEM
s3bika Python Bepcuu 3.9.12 (PSF, CLLIA) B cpene pa3paboTku
Jupyter Notebook. Kcmonb3oBanum OMOJIMOTEKY scipy.stats.
HopmasibHOCTb pacrpesiesieHusl OTpeiesisuii ¢ TIOMOIIbIO KPU-
Tepust Llanupo-Yunka. YuuTbiBas, 4To OOJBIIMHCTBO MPU3HA-
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KOB MMEJIM pachpesie/ieHue, OTIMYHOe OT HOPMaJIbHOTO, AaH-
Hble IJIsI KOJUYECTBEHHBIX MOKa3aresei, MpuBeaeHbl B BUIE
MeJIMaHbl U MEXKBapTWIbHOTO pa3dmaxa. JlaHHble IJis1 Kave-
CTBEHHBIX MEPEMEHHBbIX TMPEACTaBIE€Hbl B BUIE aOCOJIOTHBIX
4YacToT U JOJM B MpolieHTaX. MenuaHbl KOJIMYeCTBEHHBIX TTOKa-
3aTesieil cpaBHUBaIU ¢ TMoMmolbio U-kputepuss MaHHa-YUTHU
(Tpu cpaBHEHUU ABYX Tpymn) u Kputepusi Kpackena-Yoinuca
(Npy CpaBHEHUM HECKOJIbKUX TpyIin). CpaBHEHUE TPYIIl MO
KaueCTBEHHBIM TpPU3HAKaM MPOBOAMIOCH C MOMOILBIO KPUTE-
pust *-TTupcoHa (rpu KoJmuecTBe HabaoAeHUI B rpyrie >10)
U TOYHOTo Kputepusi Ouiiiepa (nMpu KoauvecTBe HaOIIONCHUN B
rpynne <10). AHaJM3 BbDKMBAEMOCTH MPOBOAMIN C UCIOJIB30-
BaHnueM Mertona Karmana-Maiiepa (KaplanMeierFitter n3 6u6-
nmoteku lifelines). CpaBHeHMe BBIKMBAeMOCTH IIO TPYIIaM
MPOBOIMUIN C TIOMOILBIO JIOT-PAHTOBOroO Tecra. Pazmuuust cum-
TaJu 3HaYMMbIMU TIpu BeJamuuHe p<0,05.

Pe3ynbrarbl

3a nepuon ¢ 2010 o 2024 rox B Kiimnuke um. E.M. Tape-
eBa ObUTM 00OcenoBaHbl 219 B3pocbIX MmanueHToB ¢ b, B
ToM umcie 132 myxxuuHbl 1 87 XeHIIMH. MeauaHbl Bo3pac-
Ta MY>XYMH M XEHIIMH Ha MOMEHT 00CJIeI0BaHUsI COCTABU-
nm 36 (28; 46) net u 44 (32; 57) roma, COOTBETCTBEHHO.
KnuHuyeckre mpu3HaKU TAXKEJIOTO TMOpakeHUs Cepala,
MOYeK WJIM FOJOBHOTO MO3Ta MO3BOJUIM YCTAHOBUTD (heHO-
tun b® y 94 (42,3%) manueHTOB, B TO BpeMsl KaK OCTaB-
muecst 125 (57,7%) maumeHTOB COCTABUJIM KOHTPOJILHYIO
rpymy.

HawnbGonee yacTbiM KIMHUYECKUM BapuaHToM B® Obin
MOYeYHBI (DeHOTUI, KOTOphIi Habmonancs y 57 (26,0%)
13 219 manumeHToB, pexe BCTpevyaauch liepeOpalbHbIi 1
KapauanbHble peHotunsl —y 21 (9,6%) u 16 (7,3%), coot-
BeTcTBeHHO (Tabia. 1). MeamaHa Bo3pacTa Ha MOMEHT pa3-
BUTHA LiepebpaibHOTO (peHoTuma coctaBuia 36 (26; 45)
niet, moyeyHoro — 39 (34; 62) ner u KapauaabHoro — 57
(49; 62) ner. Ha puc. 1 mpuBeneHa 4acTOTa Pa3BUTHUS TSDKE-
JIOTO TOpPaXXeHUsi OPraHOB-MUILEHENH B 3aBUCHUMOCTH OT

1.0 || ==« LlepeBparibHble
= = KapawuanbHble
= [loyeyHble

0.8

0.6

0.4

0.2

KyMyJ'IFITIABHaﬂ 4YacToTa ncxogos

Boapacr, ner

Puc. 1. KymynatuBHas yactota nopa>keHUsl ronoBHOro Mo3ra,
cepAaua U Noyek B 3aBUCUMOCTH OT Bo3pacTa. [pu nocTpoeHuu
KPUBOW ANsi NOYEUHOTO (DEHOTUNA YUHUTbIBAIM ATy Hauyana 3amMecTu-
Te/IbHOM NOYEUHOM Tepanuu, Tak Kak TOUHbIE CPOKM NOSIBEHUS alib-
OYyMUHYPHUH WK cHuxenus CKD B GonblumHCTBE Cryyaes
YCTaHOBMTb OblI0 HEBO3MOXKHO

57



OPUIMHANbHBIE CTATbU

TABNIULIA 1. XapakTtepucTtrka nauueHToB ¢ B® B 3aBUCHMOCTH OT KNIMHMYECKOTO heHOTHNA

[TapameTpbl KapauanbHblit LepebpanbHblit IMoyeuHblit KonTponib
(n=16) (n=21) (n=57) (n=125)
Myxuutbl, n (%) 5 (31,3)*** 13 (61,9)*** 52 (91,2)*** 62 (49,6)***
Bospact Ha MOMeHT oGcienoBaHusl, JIET 61 (52; 67)*** 42 (34; S1y*** 43 (34; 50)*** 34 (25; 44)***
VYposenb LysoGL3, Hr/mi 11 (6; 24)** 23 (11; 53)** 67 (16; 95)** 10 (5; 46)**
Pannue cumnromsl, n (%)
Heiiporatnueckas 60Ib 8 (50,0) 16 (76,2) 42 (73,7) 85 (68,0)
AHTMOKEPATOMBI 4 (25,0) 7 (33,3) 23 (41,1) 41 (32,8)
T'uno-/anruapos 9 (56,3)*** 8 (38,1)*** 43 (75,4)*** 46 (36,8)***
ZKenynouHO-KHILIEYHbIE MPOSIBICHUS 1 (6,3) 4 (19,0) 13 (22,8) 29 (23,2)

BuxpeBuaHast keparornatust
[TopaxkeHne opraHOB-MUILEHe! Ha MOMEHT obcienoBanust, n (%)

10/15 (66,7)*

17/20 (85,0)* 19/42 (45,2)* 78/118 (66,1)*

Anpoymunypust >300 mr/in 3(18,8)*** 7/18 (38,9)*** 11/13 (84,6)*** 23 (18,4)***
Jlnanu3szaBucuMasi XpoOHUUYeCKast oYeyHasi HeJJOCTaTOYHOCTh QFx* 2 (9,5)*** 50 (87,7)*** Q***
Tuneprpodus Mmuokapaa 16 (100)*** 15 (71,4)*** 53 (94,6)*** 56 (44,8)***
KirHM4YecKn 3HaYMMble apUTMHUH 11 (68,8)*** 4 (19,0)*** 5 (8,8)*** 4 (3,2)%**
QOuaroBbie U3MEHEHUST TOJIOBHOTO MO3Ta 12/14 (85,7)*** 16/20 (80,0)*** 35/49 (71,4)*** 38/119 (31,9)***
WHcynbT 4 (25,0)*** 21 (100)*** 15 (26,3)*** 1 (0,8)***
HeiipoceHcopHast Tyroyxoctb 3 (18,8) 4 (19,0) 10 (17,5) 12 (9,6)
Katapakra ®@abpu 2/15 (13,3) 3/20 (15,0) 8/42 (19,0) 12/118 (10,2)

IMpumeuanue: * p<0,05; ** p<0,01; *** p<0,0001 Wit MEXTPYIITOBBIX PA3TAIUIA

Bo3pacTa. 3HAYMMOE YBEJWYEHHUE YacTOThl MHCYJIbTa
BbIsIBJIEHO B Bo3pacte ot 20 g0 30 jer, mopaxeHus moyex —
B Bo3pacte oT 30 no 40 ner. C Bo3pacta 40 jeT KyMyJISTHUB-
Hasl yacToTa TOpakeHMs! TOJIOBHOTO MO3Ta M MOYEK CTaHO-
BUTCSI COTIOCTaBUMOM, YTO CBSI3aHO C Pa3BUTHEM WHCYJbTa
y 4acTH MAlMEHTOB, MOJYYAIOIIMX 3aMECTUTENbHYIO TTOYey-
HyIO Teparuio. YBeJIMUeHUE YacTOThl BBIPAKEHHOW THUIIEp-
TpouK MUOKapaa HaOIogaeTcs y MallueHTOB ¢ 45 JeT.

TlouyeuHslii eHOTUN MPOSBISLICS aTbOYMUHYpHUEH Ooiee
2 t/cyt y 4 u3 57 nmaumentoB u/wmm cHkeHueM CK® mo
30-45 mn/mun/1,73 m* (XBIT 36) —y 1, 15-29 mun/mMun/1,73
M? (XBIT 4) —y 3 u <15 ma/mun/1,73 m? (XBIT 5) — y 50.
VY 45 u3 50 manueHToB, HYXIaBIIMXCS B 3aMECTUTEIbHOM
MOYEYHON Teparuu, MPOBOAMIOCH JICUSHHE MPOTPaMMHBIM
TreMOAMAIM30M, a Y 5 — OblIa BBIIIOJHEHA TPaHCIUIAHTALIMS
rouku. I'pymnma nmanueHToB ¢ MoYeYHbIM (DEHOTUIIOM ObLia
MpeicTaBlieHa MpeuMyllecTBeHHO MyxkunHamu (91,2%)
MOJIOJIOTO Bo3pacTa (MeauaHa 43 roja) ¢ BHICOKUM YPOBHEM
LysoGL3 (Menuana 67 Hr/Mit). Y GOJNBIIMHCTBA MMALMEHTOB
HaOTI0aINMCh paHHUE CUMIITOMBI, B TOM YKCJIe HeHporaTh-
yeckasi 00Jb, TMIO- WJIM aHTUAPO3 M HECKOJbKO pexe
aHrnokeparombl. [1pu 3ToM yacTtota BUXpEBUIHOMN KepaTo-
nmatuy ObUTIa HUXKe, YeM Ipu apyrux ¢deHotunax bd u B
KOHTPOJIBHOM TpyIlIie.

Cpenu manMeHTOB ¢ liepeOpaibHBIM (EHOTUIIOM, Y
KOTOPBIX TMEPBBIM BUCILEPAIbHBIM TposBieHrneM b® ObLT
MHCYJIBT, Mpeodnanand MyXunHbl (61,9%), XOTs UX A0S
OblJIa HIDKE, YeM Cpeay MallMeHTOB C MOYEYHBIM (PeHOTH-
oM. DTy TPYNIY TaKXe COCTAaBMJIM MAIlMEHTHI MOJIOIOTO
Bo3pacra (MeauaHa 42 roma), y KOTOPbIX OTMEUAIOCh yMe-
peHHoe moBbilieHUEe copepxkaHus LysoGL3 (menmana 23
Hr/mi). Y OOJbIIMHCTBA MALMEHTOB MMeJach Heilpomnaru-
yeckas 00Jib, a 4acTOTa BMXPEBUIHOM KepaTomaTuu ObLia
BbIIIIE, YeM B Apyrux rpymmax. [IpuMepHo y TpeTu mnanueH-
TOB ObLIA BBISIBJIEHBI AHTMOKEPATOMBI M TUITO- WJIM aHTHI-
po3.

CuMnToMbl KapauanbHoro ¢eHotuna b® Bkimovanu B
cebs Kapauanru y 9 u3 16 manmueHToB, ONBIILKY y 9, Tepe-
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Ooou B pabote cepaua y 9 u GuOpWILISLNIO TIpeacepauit y 5.
[Ipu sxokapauorpacuu y Bcex MalMeHTOB Obla BBISBICHA
CUMMETPUYHAs WIM aCUMMETPUYHAs TUIepTpodusi JeBOro
xenymouka (>15 MM), KoTopasi mepBoOHaYaJIbHO paclieHUBa-
Jlach KapauojoraMu Kak TUrnepTpoduueckas KapauoMuo-
natus (runepTpodust J1eBOro Keay1ouka HEsICHOTO TeHe3a).
B otmume ot apyrux peHOTUIIOB, B 3TOIi TpyIiNe Mpeoda-
nanu KeHIHBI (68,7%) Gonee cTapiiero Bo3pacra (Menua-
Ha 61 rom). Menuana ypoBHst LysoGL3 cocraBuia 11 Hr/mi
1 OblJIa COMOCTAaBUMOIA C TAKOBOI B KOHTPOJIBHOM TpyIre 1
HUXe, yeM npu apyrux ¢enorunax bD. B 3Toit rpymme
yacToTa HEHpONnaTUYecKoi 00JM M aHTMOKepaToMm Oblia
HECKOJIbKO MEHbIIIe, YeM Y TallMeHTOB ¢ APYTUMU (heHOTH-
ramu.

VYmepiu 19 (8,7%) u3 219 manuenToB ¢ b®, B ToM vucite
17 (29,8%) wu3 57 mManueHTOB ¢ TIOYEYHBIM (PEHOTHIIOM,
1 (4,8%) u3 21 mauueHTa ¢ LepedpaabHbIM (DEHOTUIIOB U
1 (0,8%) w3 125 mammMeHTOB KOHTPOJBHOMU Tpymibl. Cpean

10 (pl=b iR ekl dele e il bl
i p=0.666
0.9 :
0.8
0.7
0.6
=== KapauanbHbii
...... LiepebpanbHbii
0.5 | — Moueunbiit p<0.0001
— .= KoHTponbHas rpynna
0 1 20 30 4 5 60 70

Boapacr, net

Puc. 2. Bbi>kuBaeMOCTb NaLMEHTOB C pasniuHbIMU heHoTHNA-
mu b®
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MalMeHTOB ¢ KapauaJbHBIM (DEHOTHIIOM CIydaeB CMEpPTH
He Ob10. Xy/las BbDKMBAEMOCTb 3aPErUCTPUPOBAHA CPEAU
MalMEHTOB C TMOYEYHBIM (DEHOTUTIOM (puC. 2).

06cyxpaeHue

PesynbraThl Halllero MCCIeAOBaHUs MOKas3anu, uto y 42,3%
B3POCIBIX TTAMEeHTOB ¢ B, HecMOTpsT HAa MOJIOION BO3pacT
(MenmaHa 36 eT y MyXYMH ¥ 44 rofa y KeHIIWH, Oompe/e-
JISIOCH TSDKEJIOoe MOpakeHHWe BHYTPEHHUX OPTraHOB, B TOM
yucie nodek (anpoymunypust 6osnee 2 r/cyt u/unu XbII
30-5 cranum), cepaua (BbIpakeHHass TUNepTpodusi MUOKap-
lla, 4acTO COIPOBOXMIABIIASICS HApyLIEHUSIMU pUTMa,
npexie Bcero GuopmLIIIMeit mpencepanii) Ui TOJTOBHOTO
Mosra (MHCyabT). Cpeau 3THUX TMAUMEHTOB Ipeobsaganu
MYXUYUHBI (86,2%), 4TO oTpaxkaeT X-CLEMJICHHBIA THUITI
HacienoBaHust b®. YV xeHuuH myrtanTHbll reH GLA Ha X-
XpOMOCOMe BCeraa HaXOAMUTCSl B TE€TEPO3UTOTHOM COCTOSI-
HUU, a He B TEMU3UTOTHOM, KaK y MY>KYMH, YTO OMpeaessieT
Oosiee MeUIEHHOE TTPOTPEeCCUpOBaHme U OoJIee JIeTKoe Teve-
Hue 3abojieBaHUs Yy XEHIIMH. TeM He MeHee, B Halleil
BBIOOPKE YaCTOTa TSXKEJIOTro MOpaKeHUs MOYeK, Cepalia Uin
TOJIOBHOTO MoO3Ta Yy XeHIIH coctaBuiaa 11,5%. Dtu naH-
HbIE ellle pa3 MOATBEPKAAIOT, UTO XKEHIIMH He CAeIyeT CUM-
TaTh “3M0pPOBBIMU HOCUTEJIbHUIIAMM~ MYTaHTHOTO TeHa.
Pa3zButue kimHuuYeckux mposiBieHuit b® y rereposuror-
HBIX XXEHUIVH CUUTAIOT CJIEACTBUEM “CMELIEHHOI” WHAKTHU-
Ballui X-XpOMOCOM, COIPOBOXIAMOIIEICS yBEIUUYEHUEM
noJu Kietok (1o 75-80%), B KOTOPBIX 3KCIPECCUPYETCS
X-XpoMocoma, Hecylllasg MYTaHTHBII BapuaHT reHa GLA
[5].

Kak y MyXuuH, Tak ¥ y XEHIIMH 4acTOTa M TSKECTb
MopaxkeHus: opraHoB-muieHei nmpu b® yBeauuupaioTcs ¢
BO3pacToM. Y JieTeil M MOAPOCTKOB HAOMIOAAIOTCS TOJIBKO
TUTIMYHBIE pAaHHUE CUMIITOMBI, B TOM YUCIIe aHTHOKEpaTO-
MbI, Heliporatuueckasi 00Jb M/UAM CHWKEHUE WM OTCYT-
CTBUE TIOTOOTAEJCHUS, B TO BpeMs KakK TIpHU3HAKHU
MOopakeHMs MOYeK, cepia U/MIM TOJIOBHOTO MO3Ta OOBIY-
HO TosiBIIsIIoTCs Tocjie 20 JIeT U MocTereHHO HapacTaloT [1].
DTO MOATBEPXKIAETCS M pe3yJbTaTaMy HaIlero MccienoBa-
HHUS: TIAIIMEHThl KOHTPOJIBHOM TPYIIIBI, ¥ KOTOPHIX BBIpa-
JKEHHbIe M3MEHEHHUsI CO CTOPOHBI OpTaHOB-MMIIEHENH
OTCYTCTBOBAJIM, OBLIM 3HAUYMUTEIBHO MOJIOXE TMAIlMEHTOB C
BbIIeJIeHHBIMU Hamu (eHotunamu b (Memmana Bo3pacrta
34 nmpotuB 42-61 roma, COOTBETCTBEHHO). MBI OMpenensin
denoTnn 3ab60jIeBaHNS C YIETOM ITOpaXKeHMs TIEpBOTO Opra-
Ha-muineHu. OueBuaHO, uTo (peHoTuln B MoxeT co Bpe-
MEHEM MEHSITbCS 3a CUeT MPUCOEAMHEHUS TOpaXeHMUs
NIPYTUX OPTaHOB BCJENCTBHE MPOrPECCHUPYIOLIET0 HAKOTLIEe-
HUS TIIMKOC(HUHTOJUIMAOB B KJIETKAX Pa3JIMYHBIX TKaHEW.
Pazputie HeOGMAronmpusITHBIX MCXOAOB MOXET OBIThb
00YCJIOBJIEHO U IpyruMU MpuurHaMu. Hampumep, neueHue
TeMOIUAIN30M CIIOCOOCTBYET MPOTPECCUPOBAHUIO THUIIEP-
TpoduM JIEBOTO XeJNyaouyka U MOBBILIEHUIO pUCKa cepaed-
HO-COCYIMCTBIX OCJIOXKHEHUI, a (GUOPMIISALINS TIpeACepaMii
MOKET OCJIOXXHUTHCS KapIuodIMOOINUECKUM UHCYIBTOM.

HauGonee yacTbiM KIMHMYECKUM BapuaHtomMm bd B
Hallleil BBIOOpPKe ObUT TOYEYHBIH (PEHOTHUI, XapaKTepu30-
BaBIIMIICSA BBICOKOU anbOyMHMHYypueii (6oiee 2 T/cyT) Wiau
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qame croiikum cHkeHneM CK® mo 45 mu/mun/1,73 M> n
meHee (XBIT 30-5 ctaguu) ¥ pa3BUBILMIACS Y KaXIOTO YeT-
BEPTOro B3pOCJOro naiueHTa. B atoit rpynne npeobaaganu
Myx4auHbl (91,2%) monomoro Bo3pacta (MeauaHa 43 roja),
npuyeM OOJBUIMHCTBO M3 HUX HYXXIATUCh B 3aMECTUTENb-
HOI MOYevHOo# Tepanuu (TeMOAMaIu3 WM TPaHCIUIaHTALIMs
nouku). OcobeHHoctn Hedponatun Pabpu BKIHOUAIOT B
cebst pasBuTHe B MojiogoM Bospacte (20-30 ner), oTHOCHU-
TeJbHO MeJIEHHOE MPOrpeccupoBaHUe, OTCYTCTBUE Hehpo-
TUYECKOTO CUHIPOMA, BBIPAXXCHHBIX M3MEHEHUN MOYEBOTO
0Cajika ¥ BbICOKOM apTepuaibHOW TMIIEPTOHUU U HECIIELM-
(uvYHOCTH pe3yNbTaTOB TMCTOJIOTMUYECKOTO MCCIeI0BAHMUS
IMOYeYyHOro O6monTara (OOBIYHO OmpeneseTcs: (DOKaTbHBII
CerMEHTapHbBIN TIoMepynockiepos) [6]. st mopdonoruye-
CKOTO MOATBEPKICHUSI TUarHO3a HEOOX0MMa 2JIEKTPOHHAsI
MHUKPOCKOIHS HedhpoObuomnTaTa, MO3BOJIIONIAS BHISIBUThH
TUMHUYHBIC “3¢0pOBUAHBIC” BKIOUEHMS B KJIETKAX MOYeY-
HBIX KIyOO4KOB. Y yacTy maiueHToB ¢ b® ¢ mopaxkeHnem
MoYeK MbI HAOJIONAIM MUKPOTEMATypHUIO, KOTOpas Jalle
BCTpevaach Mpu JUTMTEJLHOM MPpUEeMe HECTEPOUAHBIX TPO-
TUBOBOCITAIUTEIBHBIX TPEapaToB MO MOBOAY HEMpPOMaTH-
yeckon 6on. XOTsd aabOyMHHYPHUIO OTHOCST K OCHOBHBIM
MPOSIBIEHUSAM MopaxeHust moyek npu b®, mporpeccupyro-
mee cHmkeHne CK® Bo3MOXKHO M TIPU OTCYTCTBUU TIPOTE-
nnypunr. Hanpumep, cpenu 1262 B3pOCIbIX MALIMEHTOB C
B®, BkioueHHbix B Fabry Registry, mporenHypusi Obuia
Mmenee 300 Mr/cyt vy 11% MyxuuH u 27% XeHIIWH ¢ pac-
yetHOU CK® <60 mi/mMun/1,73 m? [7]. CxomHble pe3yabTa-
Tl OBLJIM TIOJYYEHBI W B HalleM MCCAeIOBaHUM.
[MpakTuyecku y Bcex MalMeHTOB MOYEYHbBIN (DEHOTHUIT TIPO-
aBsuics cHxeHueM pacuetHoit CK®, B Tom uucie <15
Mi1/mMuH/1,73 M?, B TO BpeMsl KaK BbICOKasl abOyMUHYpPHUsI
(Gonee 2 r/cyr) omnpenensiiachk B @AMHUYHBIX ciaydasx. [1pu
9TOM MBI He HaOIomaau “pa3BepHYTOro” HedpPOTUIECKOIO
CUHJIpOMA JIaxe MPU HAIMYMU MPOTEMHYpUU HedpoTude-
CKOT'O YPOBHSI.

BropbiM 1o uyacToTe BapuaHTOM TeueHUus bD ObL1
LepeOpaabHblil (EeHOTUI, MPOSBISBUIMICS pa3BUTUEM
MHCYJIbTAa B MOJIOZIOM Bo3pacTe (MeanaHa 36 JieT) U HabJTo-
napuviics y 9,6% u3 219 nmammenToB. OKOJIO TPETH IMaIv-
€HTOB 3TOM TIPYMIbl COCTABUIM XEHIIMHBI, XOTS 4acToTa
WHCYJIbTa ObUIa OXHuAaeMo Bbile Yy MyxXunH. OcoOeH-
HOCTBIO TEPBOTO MHCYJIbTA NMPpU B® OBUIM OTHOCUTENBEHO
HETSIKeJIoe TeYeHHE M TMOJHOE WM MPAaKTUYECKU MOJHOe
BOCCTAHOBJIEHME HApYLICHHBIX HEBPOJOTUYECKUX (PYHK-
uuii. TeM He MeHee, TOBTOPHBIM MHCYJIBT, KOTOPBIA MBI
HaOJ0AaMM B OTAEAbHBIX CIydyasix, MOXET MPHUBECTU K
WHBaJMIM3alMK NallMeHToB. Haim naHHbIe coriacyroTes ¢
pesyabTaTaMyu MeXIYHapOIHOTO MCCIEN0BaHUS, B KOTOPOM
4yacToTa MHCYJIbTa, MPEUMMYLIECTBEHHO HIIEMUYECKOTO,
cpenyn 2446 mammentoB ¢ b cocraBuia 6,9% y MyX4uH 1
4,3% y XeHIIH, a MeIraHa Bo3pacTa Ha MOMEHT OCTPOTO
HapylleHus MO3ToBOro KpoBoooOpaiueHus — 39,0 u 45,7
JIeT, COOTBETCTBEHHO [8]. bonee uem y AByx Tpereil maiu-
€HTOB MHCYJIBT OBUI TEePBBIM HEOJArONPUSITHBIM HCXOIAOM
b®. Cnenyer oTMeTuThb, 4TO 0OoJiee YACTbIM MPU3HAKOM
MopakeHHsI TOJIOBHOTO Mo3ra Tipu B® sapysiiotcst GeccrumI-
TOMHBIE 0YaroBble U3MEHEHUS B OEJIOM BEIIECTBE, KOTOpPhIE
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omnpenensiorcs npu MPT OGonee 4eMm y ITOJIOBUHBI MYy>KYMH
M XeHLIMH [9].

OCHOBHOI1 TIpM3HAK TOpaxeHUs cepama mpu bd —
TUepTpodUst IEBOTO KeayaouKa, KOTopas 4acTo BCTpeva-
€TCsl KaK Y MYXXKYMH, TaK U XeHIIHUH. Y O0JIbIIMHCTBA 00JIb-
HBIX OTMEYaeTcsl yMEpPeHHOe CUMMETPUYHOE  WJIU
ACMMMETPUYHOE YTOJNIIEHUE MEXKEeTyI0UKOBOM TMepero-
POAKM W/WIM CTEHKM JIEBOTO XEJIydouKa, KOTOpoe He
COTIPOBOXIAETCS KIMHUYECKUMU CUMITOMaMu. TeM He
MeHee, B 7,3% ciydaeB Mbl HaOmomaau KapaualbHBII
(eHOTHII, UMUTUPOBABIINI KAPTUHY TUIIEPTPODOUUECKOIL
KapaIMOMUOIIATAU. B aTUX cliyyastx OCHOBHBIMM CHUMITTOMa-
MU OBLTN ONIBIIIKA, OOJU B CEPIIe U/WIM apUTMUM, TIPEXKIIe
Bcero uOpuUIsIMs Mpeacepanii, a mpu o0CIeI0BaHUU Y
BCEX MALMEHTOB OMpPEIesIach TUIIEPTPODUS JIEBOTO KeEJTy-
mouka (>15 mm) HesgcHoro mpoucxoxmeHus [10,11].
[IpuMepHO B MOJIOBMHE CIyyaeB HalMeHTaM Oblaa BBIIOJ-
HeHa KOopoHapoaHTHorpadus, MO3BOJIMBINAS WCKITIOUNUTh
HaJIM4YKe CTEHO3UPYIOIIETO KOPOHAPHOTO aTepockieposa. B
OTJMYME OT ApYyrux BapuaHToB B®, cpenu manueHTOB C
KapAualbHBIM ~ (EHOTHIIOM Tpeobiagaad  KEeHIIUHbBI
(69,7%), a mennana Bospacrta (61 Tom) 3HAYUTENBHO Ipe-
BbIllIaJIa TAKOBYIO MAallMEHTOB C MOYEYHBIM U LiepeOpaib-
HbIM (eHotunamu (42-43 ropa). [IpuBeneHHble NTaHHbIE
CBUJICTENILCTBYIOT O TOM, YTO Pa3BUTHE THUIEPTPODUN MUO-
KapJa HEesSCHOrO MPOMCXOXIEHHUs B CTapllieM BO3pacTe,
0COOEHHO y KEHIIH, MOXET pacCMaTPUBAThCsT KakK JAOMOJ-
HUTEJTBHBIM JIOBOM B TIOJIb3Y HEOOXOAUMOCTH MCKITIOUCHMSI
B®. IMoxoxue naHHbIE ObUIM TOJYYEHBl U B 3apyOEXHBIX
ucciaenopanusax. B mccnenoBanum B. Sachdev m coasr.
yactota B® cpeny MyX4nH ¢ runepTpodruecKoil Kapamo-
MHUONATHEl, IMarHOCTUPOBaHHOM B Bo3pacte >40 jet u <40
net, cocraBuwia 6,3% u 1,4%, coorsercTBeHHO [12], a B
WCCNeNOBaHUN Y 34 KEHIIWH, Y KOTOPBIX TMIepTpodude-
CKasl KapIMOMHOIaThs ObLla TUAarHOCTUPOBAHA B BO3pacTe
50£13,6 net, yacrora b®, nmoarBepKAeHHOI ITPU OGUONCUN
MHUoOKapaa U MOJIEKYISIPHO-TeHETUUECKOM HCCIIeNOBAHNH,
nocruriaa 12% [13].

Xots B® mporpeccupyeT MeaieHHee, YeM HEKOTOpHIE
Ipyrue JIM30COMHBIE OOJIe3HW HAKOIUICHWS, TaKue Kak
MYKOTOJIMCAXapua03bl WIM IIUCTMHO3, TeM He MeHee,
CMEpPTHOCTh B Hallleii BEIOOpKe cocTtaBuia 8,7%, mpuueM
OOJIBIIMHCTBO CITy4yaeB CMepTH OBbUIM 3apervMCTPUPOBAHBI B
TpynocrnocodHom Bospacte (40-50 ner). IlporHo3 mist
SKM3HU OBUT CaMbIM HEOJIaronpusaTHBIM CPEAN TMaleHTOB C
MMOYEYHBIM (PEHOTUITOM, BBIKMBAEMOCTb KOTOPHIX ObLIa
3HAYMTEIbHO HUXE TAKOBOM MAIlMEHTOB C APYIrMMU (heHO-
TUNaMU. B HalreM mccienoBaHuM GOJBIIMHCTBO YMEPIINX
MalMeHTOB HAXOMWINCh Ha JICUEHUM TeMOAMATU30M.
MeauaHa cpoka HacTYIUIEHUS JIETAIbLHOTO MCXOJa y Mallu-
enToB ¢ b® mocne Havama JieueHUsI TeMOIUATU30M COCTAB-
et 32 wmec [14]. CnemyeT OTMeTUTh, 4YTO Cpeou
MalKreHTOB, KOTOPbIM Obl1a MPOBEAEHA TPAHCIUIAHTALIUS
MMOYKHM, JIeTATbHBIX MCXOI0B MBI He 3aperucTpupoBanu [15].
PesynbTaThl 3apy0eXXHBIX UCCICTOBAHMIA TAKXKE CBUIETEIb-
CTBYIOT O TOM, YTO ONTHMAJIbHBIM METOIOM 3aMECTUTEb-
HOM TIOYEYHOW Tepamuu y MauueHToB ¢ bd gpiseTcs
TpaHcIUianTanus nouku. B uccnemosanum T. Shah u coaBr.
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MATUICTHSS BBIKMBAEMOCTb TMOUYEYHOTO TpaHCILIaHTaTa
cpenn 197 manuenToB ¢ b® Oblna aaxe Bblllle, YeM Cpeau
MAIMEeHTOB ¢ APYTUMU MPUUMHAMU XPOHUUECKON TTOYEUHOM
HenoctatouyHocTH (74% u 69%, cootBercTBeHHO, p=0,03)
[16].

B® — 310 opdanHHOe 3aboseBaHKMEe, KOTOPOE OOBIYHO
IUATHOCTUPYIOT TO3IHO, WHOTAA CIYCTS HeCATHIETHS
ocJie TOSBICHUS MEPBbIX CUMITOMOB. OCHOBHOI “Kitou”
K auarHocTnke b® — TunMYHBIE paHHHE CUMIITOMBI,
MTOSIBJISTIONIMECS] B IETCKOM MJIM TIOIPOCTKOBOM Bo3pacte. B
HallleM KCCIEeN0BaHUM OHW HaOII0JaMCh Y OOJBIIMHCTBA
MalMeHTOB C JI00bIMU (eHoTuaMu 3abosieBaHus. Tak,
4acToTa HelpomaTnyeckoil 00au (KKeHUe B KUCTAX U CTO-
rax, MHOTIa MHTEHCUBHOE, KOTOPOE OOBIYHO MOSIBIISIETCS] B
SKapKylo TIOTOy, TP (DU3NIECKO HarpysKe U/WIN MOBbI-
IIEHUX TeMIIepaTyphl TeJla ¥ TUI0XO KYIUPYeTCsl aHaIbIeTH-
KamMu) y 0OcCJeqOBaHHBIX TMAalMEHTOB C pPa3HbIMU
denorunamu cocrasuna 50,0-73,7%, aHrmokepatom —
25,0-41,1%, runo- wnu anruaposa — 38,1-75,4%. Euue
OITHUM KJIaCCMYEeCKUM Mpu3HakoM B® sBisieTcst BUXpEeBUII-
Hasl KepaTomnaTusi, KOTopas MOXeT ObITh BBISIBIECHA MPHU
OCMOTpE C TIOMOIIBIO IIEIEBOI JTaMITbl U, HApaBHE ¢ aHTHO-
KepaToMaMM M HelpornaTuyeckoii 60J1bl0, paccMaTpuBaeTcst
KaK KIMHUYECKUI KpUTepuil TuarHocTuku 6oje3nn Madbpu
[17]. B Hamem ucclienoBaHMM BUXpEBUIHAS KepaTOIAaTUsI-
MU ompenensuiack y 45,2-66,7% TallMeHTOB ¢ pa3HbIMU
denorunamu bO.

TMoarBepauts auarHo3 b® HecnoxHo. JlabopaTopHbIe
MPU3HAKKU ITOTO 3a00JeBaHUsl — CHUXEHHE aKTUBHOCTH
0-TaJTaKTO3UAa3bl A y MYXUYMH (Y XEHIIWH aKTHUBHOCTb
(epMeHTa Hepenko ocTaeTcsl HOPMATbHON WJIM CHUXKAETCSI
HE3HAuUTEeIbHO), MOBbIIeHUE comepxanusi LysoGL3 (B
GoJIbIlIel CTETMeHW Yy MYXYMH) M HaJu4uMe MaTOTeHHOM
myTtauuu reHa GLA. B Poccuu Bce HeoOXogumble HMccaeno-
BaHUSl MOTYT OBbITb BBIMOJHEHBI OECIUIATHO C MCIOJIb30Ba-
HMEM CYXUX TSIT€H KpOBHU, KOTOPbIE MOTYT OBITh
JIOCTaBJICHBI B J1a0OPAaTOPHUIO M3 JTI0OOr0 pernoHa CTpaHbl. B
nocjiefHue roabl Iisi auarHoctuku b®, B ToM uyucie B
CKPMHMHTOBBIX MCCIEIOBAHUSX, YACTO OIPENCISIOT Colep-
xaHne LysoGL3, KkoTopoe He TOJIbKO SIBISETCS HOCTATOY-
HO HameXHbIM MapKepoM 3abojeBaHUs, HO U
aCCOLIMMPYETCS] C PUCKOM HeOJIaronpusiTHbIX UcxonoB [18].
B namem uccnemoBanum comepxkanue LysoGL3 B BhICy-
IIEHHBIX MATHAX KPOBM ObLIO CaMbIM BBICOKUM Y TMallMeH-
TOB C TIOYEYHBIM (eHOTUIIOM. BeposiTHO, 3TO OBLIO
CBSI3aHO C MpeodIafaHueM B 3TOM TpyIie MyKYMH, Y KOTO-
poix comepxaHue LysoGL3 MHOrokpaTHO BbIlle, YeM Y
SKEHIIWH.

HeobxonuMocTh CBOeBpeMEHHOM AuarHocTuku bd
onpeessieTcsl HJOCTYMHOCThIO (hepMeHTO3aMeCTUTENbHOM
Tepany PeKOMOMHAHTHBIMU TIperapaTaMy o.-TaJaKTo3uIa-
3pl A — arajcupasoii aabda u araicupasoir 6era [19].
D heKTUBHOCTD ITUX MPENaparoB Bblllle, €CIU JeUeHHe
HaYMHAIOT BCKOPE TMOCIE MOSIBICHUSI CUMITTOMOB MJTH yCTa-
HOBJICHHUSI AMarHO3a Wi B Oojiee MosomoM Bo3pacte (1o 40
net). [lo maHHBIM MexayHapoaHoro peructpa Fabry
Outcomes Survey (FOS), depmeHTO3aMecTuTeNIbHAS Tepa-
IMsl arajcuua3oi anabga, HayaTas B TEUEHME IMEPBBIX 2 JIeT
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nocye mosiBieHus: cumnrtoMoB b®, mpuBena K CHUKEHUIO
PHCKa CePIEYHO-COCYIUCTHIX M TIOUCYHBIX MCXOI0B Ha 38%
1 43% 1o cpaBHeHMIO ¢ OoJiee mo3aHeit Tepanueit [20]. Tem
He MeHee, HaJIM4YKe TSKeJIOro MOpaXxeHWsl OpraHOB-MHUIIe-
Heil He MCKIIoYaeT He00XOAMMOCTh (hepMEHTO3aMEeCTUTENb-
HOW  Tepamuu, KOTopas TO3BOJSIET  3aTOPMO3UTh
MpoOrpeccupoBaHue 3a00JIeBaHUST W TIPENOTBPATUTh PAa3BU-
THE er0 HOBBIX MPOSIBICHMIA.

3aknioueHue

B uccnenoBanHoii BeiOOpKe maireHToB ¢ B® cambim pac-
MPOCTPAaHEHHBIM ObLT TOYEYHBIN (PeHOTUN (aTbOYMUHYpPHUS
6onee 2 r/cyt u/umm XBIT 36-5 ctaguu), KOTOpBIN HAOTIO-
JAJICsl TIPEMMYILIECTBEHHO Yy MYXUMH MOJIOAOTO BO3pacTa.
Pexxe BcTpeuanuch 1epeOpanbHbIil (MHCYJIBT) U Kapaualib-
HBII (heHOTUNBl (BbIpaXkKeHHas TUIEePTpodUs MHUOKapha,
MMUTUPOBABILIAs TUMEPTPODUIECKYIO KapAMOMUOIIATHIO).
B otimume ot ABYX ApYrMX BapMaHTOB TeYEHMSI, Kapaualib-
HBI (DEHOTUIT Yallle BCTpeyacs y XeHIUH CTapllero BO3-
pacra. [TonyuyeHHble TaHHBIE TMOATBEPXKIAIOT BaXKHYIO POJIb
He(dpoJOroB B paclo3HaBaHUM HEAMArHOCTUPOBAHHOM
panee B® y B3pocCibIX MAIMEHTOB.

KoHdnukT uHTepecoB: C.B. Mowucees npunuman yuactve B
06pa3oBaTeNbHbIX MEPONPUATUSX 4S8 BPaueH B KauecTse ieKTopa
npv nogaepkke komnanui Sanofi, Takeda, Chiezi 1 MeTpoBakc.
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Clinical phenotypes of Fabry disease
in 219 adult patients

E. Tao', A. Moiseev', N. Bulanov', E. Mershina?, S. Moiseev'

Tareev Clinic of Internal Diseases, Sechenov First Moscow State Medical
University, 2Lomonosov Moscow State University, Moscow, Russia

Aim. To evaluate clinical phenotypes of Fabry disease (FD) in
the Russian population.

Material and methods. All adult consecutive FD patients
were enrolled in our study. Clinical phenotypes, that is, cardiac
(hypertrophic cardiomyopathy), cerebral (stroke) and renal
(daily albuminuria >2 g and /or 3b-5 stage chronic kidney dis-
ease), were defined according to the first organ disease.
Patients with only early signs and symptoms (neuropathic
pain, angiokeratoma and/or cornea verticillata) and subclini-
cal target organs involvement comprised the control group.

Results. Severe heart, brain or kidney disease was detect-
ed in 94 (42.3%) of 219 patients with FD. Renal phenotype
manifested mostly by low estimated glomerular filtration rate
(<45 ml/min/1.73 m?) was the most common (n=57; 27.0%),
whereas cerebral (n=21; 9.6%) and cardiac (n=16; 7.3%)
phenotypes occurred more rarely. Patients with renal pheno-
type were predominantly males (91.2%) of young age (median
43 years), whereas most patients with cardiac phenorype
were elderly (median age 61 years) females (68.7%). Most
patients with any phenotype of FD presented with early symp-
toms from childhood or adolescence.

Conclusion. Our findings confirm the important role of
nephrologist in the identifying the undiagnosed FD in adult
patients.

Key words. Fabry disease, clinical phenotypes, kidney,
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