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Pe3some

B cratpe mpmBOAMTCS OIMCaHME KAVHUYIECKOTO cAydasl Op¢aHHOIO HacAeACTBEHHOIO X-CLIILIeHHOTO 3a0oaeBaHyst — 6oaesan Pabpuy,
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BCTPETUTELCS B IIPAKTUKe Bpadell pa3ANYHBIX CIIeI[aAbHOCTel M OT paHHell AMaTrHOCTUKY 3aBUCHUT CBOeBpeMeHHas (pepMeHTO3aMeCTUTeAbHas

Teparnus U IIPOTHO3 IalliieHTa.

Lean craTby — ommcaTh KAVMHUYECKWIT CAydali KapAuoaorideckor Manndecrarym 6oaesan Pabpu y keHIUHLL B crathe paccMoTpen
natoreHes 604e3au ®abpu1, cuMIITOMEI 3a604€BaHIsT, 0COOEHHOCTH Teparnuy 1 KpuTepun ee 5¢GpGeKTUBHOCTIA.
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Summary

The article describes a clinical case of Fabry’s disease — orphan hereditary X-linked disease, characterized by the accumulation of
sphingolipids in various organs and the development of their dysfunction. This disease can occur in the practice of doctors of various
specialties, and the patient's prognosis depends on early diagnosis and enzyme replacement therapy.

The purpose of the article is to describe a clinical case of cardiological manifestation of Fabry's disease in a woman. The article discusses
the pathogenesis of Fabry's disease, the symptoms of the disease, the management and criteria for treatment effectiveness.
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BBeagenmne

boaesns ®abpm oTrHOCuTCA K OpdaHHBIM Ha-
CA€ACTBEHHBIM X-CI[eIIAeHHBIM 3a00aeBaHMIM,
AV30COMHBIM 00/A€3HAM HaKOIIAEHMS C Hapylle-
HUeM pacinenaeHns cpUHIOANIINAOB U3-3a I1aTO-
reHHBIX BapnaHTOB reHa GLA, KOTOpEIIT KOAMpPYeT
JepmenT aabpda-rasakrosngasy A. B 1898 r. Johann
Fabry and William Anderson Brnepsble onucaan
aHIMOKepaTOMBI y IaIjiieHTa — 9TO OBIA0 IIepBOe
omnycaHMe KAMHNYIECKOTo caydas 60ae3HH, KOTO-

pas mosaHee Oblaa HazBaHa 0oae3HBIO AHAepco-
Ha-Pabpu. B XX B. Ob141 OTKPBITH MOAEKYASPHBIE
MeXaHM3MBI pas3BuTus 6oae3au Padpu, cBsI3aHHBIE
C aKKyMyAs1iuell (HaKOI1eHleM) rA000Tpuasul-
nepamuaos (Gb3) m BO3HUKaIOIIee BCAEACTBUE
STOTO INOBpeXJeHMe Au3ocoM. B 1965 r. Owraa
yCTaHOB/AeHa reHeTHdecKas JdeTepMUHaHTa pas-
BUTHUS 3a004eBaHMs U X-CllelldeHHasl popMa ero
HacaegoBaHU:A. B 1967 r. m3yueH reHeTU4eCcKuil Ae-
dexrt B pepmenTe aapda-rasakrodugasza A, oTBeT-
CTBEHHBIN 3a pa3BUTIe JaHHOIO Te3aypucmo3sa [1].
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CAYYAU M3 TIPAKTUKI
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Fabry's disease (description of a clinical case).

B nacTosm1ee Bpems n3BecTHO, uTO 004e3Hb Pabpu
uMeeT pa3AndHble GpeHOTUIINYeCKIe IIPOsIBAEHNS,
3aBMCsAINMEe B TOM 4McCAe M OT I10Aa IaIlMeHTOB.
Cuntaercs, 4To 6041€3Hb paHbllle Ae0IOTUPYET Y
MY>XKUMH M IpOTeKaeT y HUX Doaee TiIXeAO IO
CpaBHEHMIO C KeHIuHaMu. JdaHHas y0AMKams
coAepXut onmucanue 6o0aes3un Pabpu y marmeH-
TKI )K€HCKOTO 11044 C OTATOIIeHHON HacAeACTBeH-
HOCTBIO II0 DTOMY 3a001eBaHUIO.

Onmcanme KAMHUYIECKOTO cay4dast

boapnas K., 35 aet, rociutaansuposaHa B I1aa-
HOBOM IIOpsAAKe B oTJeaeHue Kapauoaorun. Xa-
A00OBI: 0ABIIIIKA U AVICKOMQOPT B 001aCTH IPYAHOI
KAeTKHU IIpM yMepeHHOI (U3NIeCKOil Harpyske
(moaneM 1o aecTHMUIIe Ha 3-i1 9TaX), HacTO3HOCTD
roJeHel 1o Beyepam, IepuoAnIeCKM BO3HUKAIO-
IIjee TOA0BOKpYy>KeHne, runotonus (A 90/60 mm
pT. CT.).

Anamues 3aboaepanus: ¢ 16 2eT oTMeyada KKe-
HMe B CTOIlaX M TOAeHSIX, IIA0XYIO IIePeHOCHMOCTD
>Kaphl ¥ IOAHOE OTCYTCTBME IIOTOOTAeAeHUs JaKe
IIpY MHTEHCHBHBIX PU3NIEeCKUX HarpysKax (3aHsi-
Tre PU3KyABTYPOI B IIIKOAe), IePUOANIECKH 3a-
nopsl. C 25-2eTHero Bo3pacra HeyacTO BO3HMKa-
IOT ®IMU304bI TOAOBOKPY>KEHIs, TOAOBHbIe 00AaN,
nossimenne A/ ao 140/90 mm pt. cr. B 2017 1.
(manmeHTKe O6B110 28 aeT) y ee OpaTa 34-x aeT ¢
xpoHudeckoi 6oaes3npio nodek (XbBIIC5), moay-
9JaBIIero 3aMeCTUTEeAbHYIO IMOYeYHYIO Tepaluio,
1o AaHHBIM Hegpobuoncuu Oblda AMAaTHOCTUPO-
BaHa 0oaesnp Pabpu. B xoge cemelinoro ckpu-
HIHTa y POACTBEHHIUKOB IallieHTa (4ByX cecTep
U ABYX ILA€MIHHUKOB) BbIsIBA€Ha TeTepO3UToTHAA
myTanusa GLA ¢.227T>C, pM76T, uto nossoanao
AMarHoOCTUpoBaTh 004e3Hb Pabpu y maumMeHTKH,
ee cecTpHl U IIAeMsAHHUKOB. IIpu obcaegosanuu B
obaacTtHOI 60abHUIle T. EkaTepuHOypra AaHHBIX
3a mopa>keHue o4dek, cepAlia, IeHTpaAbHOI HepB-
HOJ CUCTeMBl U KeAy404HO-KMIIeYHOTIO TpakKTa
He BBIABAEHO. YUUTHIBAs OTCYTCTBME KAMHUYeCKUX
nposBAeHnIt 3aboaeBanns, nposejeHne pepMeH-
TO3aMeCTUTeAbHON Tepanuu ObA0 OTA0XeHO. B
2018 r. y maniMeHTKM mosABMAach oabimka, Ha OKI
Op1aa 3aperncTpuposasa GpuOPUAAANNUA IIpecep-
AU, MHUIMMPOBaHa Tepamnus KOHTPOAS 4aCTOThHI
CepAeuyHBIX COKpallleHNIi 1 aHTUKOaTyAsSHTHasl Te-
panus. C 2019 r. - nocrossHHas popma pudbpmna-
ASUU TIpejgcepanii. YpoBeHb AU30ra000Tpua-
suacpunrosusa (Lyso-Gb3) 8 2019 r. - 3,39 uHr/ma
(HOpMa 0,05 — 3,0 ur/ma). B 2022 r. oGcaeagoBaHa
B YHUBEPCUTETCKON KAMHUYIeCKO DoabHMITEe No3
r. Mocksnl (Kannuka pesmaroaornu, Heppoao-
run n npodnarosornu umenun E. M. Tapeesa),
MOATBEPXKAeH Auarnos 6oaesuu Padpu c mopaxe-
HIeM cepalla (MHTpaMUOKapAnaAbHbI Gudpos B
0azaabHOM, 3a4HeDOKOBOM CerMeHTaX MUoOKap4a

A€BOro XeAyAouKa 10 4aHHBIM MarHUTHO-pPe30-
HaHCHOU Tomorpadunu cepana (MPT)), nepude-
pHUYecKoil HepBHOI CUCTeMBI (HelipolaTuyeckas
0045p), >Xeays0uHo-KuIlneyHoro Tpakra. ITo gan-
HeIM MPT roaosnoro mosra B 2022 r. naToaorun
He BhIABJAeHO. PekoMeHjoBaHa (pepMeHTO3aMe-
CTUTeAbHas Tepanus IIperlapaToM araaciujasa
OeTa, KOTOpas 110 HapaMeAUIIMHCKUM NpUIMHaAM
He Oplaa HauaTa. B 2023 r. BEHITIOAHeHa 3AeKTpo-
Muorpadus HaKOXHasA: HpPHU3HAKU HerpyoOoi
CeHCOMOTOPHOI MOAMHEeNpOnaTUM BepXHUX KO-
HeYHOCTel IMpeuMyllecTBeHHO 10 aKCOHaAbHO-
My Tuny, 0o4ee 3HauuMble B 30He MHHepBaLlUU
A0KTeBBIX HepBoB. CMHAPOM 3aIlsICTHOTO KaHa-
Aa crpasa. /JaHHble 3a yMepeHHO BhIpa>keHHYIO
MOTOCEHCOPHYIO ITIOAMHepOonaTUIO HUKHMUX KO-
HEeYHOCTel IpeyMYyIIeCTBeHHO I10 aKCOHAaAbHOMY
tumy. IlpusHaku HapymeHns QyHKIIMM HEPBHBIX
Kopemkos ypoBHs L4-S1 ¢ 2-x ctopon. B 2023 r.
npu MoHurtopuposanuu IDKI: ¢ubpuaaanms
npegcepanii, MuanmaabrHas YCXK - 46, makcu-
MaabHasa — 150, cpeansasa — 72 8 MuH, 474 nayssl
C MaKCUMaAbHOM HPOAOAXKUTEABHOCTHIO 40 3
ceK, IpM3HaKOB MIIeMUN He BhIsABAeHO. B anpeae
2024 r. B cBA3M C Xaa00aMM Ha NMpPeCUMHKONAaAb-
HBle U CMHKOIIaAbHbIe COCTOAHMA B CBepAA0BCKOI
obOaacTHOI OoabHUIlE N024 mpoBeseHO MOHUTO-
puposanue DKI': ¢ubpuaasanus npeacepAuii B
TeYeHM! BCero BpeMeHl MOHUTOPUPOBaHMs, IPU
9TOM BBIsIBA€Ha CKAOHHOCTD K Taxu-OpaAncucTo-
aun — YKC ot 31 40 160 B 1 mun (cpeanss UCXK
— 66 B MIH), HapyllleHle aTPUO-BeHTPUKYAAPHOI
nposoauMocTH (679 nays 4AUTeAbHOCTRIO O01ee
2 ¢, MaKcuMaAbHas MPOAOAXKNUTEABHOCTD May3bl
— 4 c). Imnaantuposan DKC B pexume VVIR
05.04.2024 r. PexoMmeHA0BaHO NPOAOAXUTDL Tepa-
nuio anmukcabaHom 5 Mr 2 pasa B 4eHb. B anipeae
2024 r. mepe Havya/A0M Tepanuy araicujasa Oera
(npenapar ®abpasum) yposeHns lyso-Gb3 6,95 ur/
M4, Ha pone aeuenus — 2,09 Hr/ma (B npegeaax
pedepencHrix 3HaueHun). [Ipenapat Pabpasum
B Ao3e 1 Mr/Kkr 1 pas B ABe He4eAU BBOAUACS BHY-
TpuseHHO. B uione 2024 r. — sameHa npemnapara
araacugasa 6era ®abpasum Ha Pabaraa. B map-
Te 2025 r. lyso-Gb3 3.66 Hr/mMa — mosbileH. B
Mae 2025 r. o6caegosana: npu DxoKI - ppakius
BEIOpOCa AeBoro xeayAouka — 65% (Simpson),
AudaTtanus oboux mnpeacepamii, MHAEKC MacChl
Muoxapaa — 111 r/4, npu3HaKoB IMIIOKMHE3NU HE
BBISIBAEHO, AMacToAndecKas AucPyHKIU 1€BOTO
Keayaouka 3-i1 ctrenennu. KomnpioTepHas TOMO-
rpadpusi opraHoB IpyaHoON KaeTku B Mae 2025 r.
— 6e3 ouaroseIX 1 MHQUABTPATUBHBIX U3MEHEHMIA,
MpU3HaKM AerouHol runeprensun. Ilpojgoaxena
Tepamnus IpelnapaTtoM anmkcadban 5 mMr 2 pasa B
A€eHb, Ha3Ha4yeHBbl IpelrapaThl: Kapseaguaoa 12,5
MTI 2 pa3a B 4eHb, nepungonpua 1,25 mr, snae-
penon 25 mr, TopaceMud 2,5 MI, A€ BOTUPOKCUH
(112 mxkr), atopBactaTuH 40 MT.
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l'ocrimraansuposana 26.05.2025 r. B oTaeaenue
Kapauoaorun Nel TICII6IMY uwm. WM. I1. IlaBaosa
AAs 00caeA0BaHM U IIPY HEOOXOAMMOCTH, KOPPeK-
UMM Tepanuu.

HacaeacTBenHOCTD: y cecTphl, OpaTa U AByX Il1e-
MIHHUKOB AuarHocTupoBaHa 0oae3nnr Padbpu. Je-
AyIIKa IIaIlMeHTKN yMep B Bo3pacTe 36 AeT OT «3a-
DoaeBaHU: cepAalla», MaTh 1 TeTs HalIMEeHTKH (cecTpa
MaTepu) yMepAn B Bo3pacTe 48 aeT u 47 aeT, cooT-
BETCTBEHHO, 00e OT «3a001eBaHNUs cepalia».

ITepenecennsle 1 cONyTCTBYIOMINE 3a00A€BaHA.
Oxupenne 1 crenenn. Aucannumgemus. boaesHs
I'peiiBca (amarnoctuposanHa B 2019 r.), moaydaaa
tupo3oa 30 mMr B gens, B 2021 r. u B 2022 r. - pa-
auonogrepanusa. B 2024 r. oTMeTnAa COHAMBOCTD,
yBeAudeHle Macchl Teda Ha 26 KI, AMaTHOCTUPOBaH
TMIIOTMPeO3 ¥ HadaTa Tepalns AeBOTUPOKCHMHOM
HaTtpus (75 Mkr). Muoma marku FIGO 5, 6, xucra
A€BOTO AMYHMKa. MMOMDKTOMIS U pe3eK1Iys AeBOro
ssmgHyKa B 2016 r.

OOmBexkTuBHBIE JaHHbBIe: COCTOsIHME YA0BATBOPH-
TeAbHOe, pocT — 170 cM, macca Teaa — 98 xr, IMT —
33,9 xr/m? (o>xupenue 1 crerieHn), KOSKHBIE IIOKPOBBI
4ICThIe, aHTMOKePaTOMBI He OIIpeseAsIoTcs, Iepu-
Pepuueckne anMPoy3Abl He MaABIUPYIOTCA. TOHBI
cepalia apUTMUJHbBIEe 78 B MUH, IPUTAYyIIIeHb], ITyMOB

HeT, nyAbc — 78 B MuH, A/ — 125/70 mm pr. cT. U4 —
18 B 1 MuH, AbIxaHMe XKeCTKOe, XpUIIOB HeT. Kusor
MSTKNUI, 0e3001€3HeHHbI.

WMucrpymMeHnTaabHBIE U 1a00paTOpHBIE MCCAeJ0Ba-
HILT:

BKI 26.05.2025 1. (puc. 1, 4): pUTM 1€KTpOKapAU-
octumyaaTopa c YCC 75 B 1 MuH, COOCTBEHHBIN pUTM
pubpuaaanus npeacepanit UCXK - 90 B MuH, rutiep-
TpOQUS 1€BOTO KeAyAOUKa C MI3MEHEHVIMU ITPOIiec-
cos pentoaspusanun B suge (-) T IL, III, aVF, V4-Vé.
HenoaHnas 610Kaga mpaBoil HOXKKM ITydka ['mca.

Ox0KT 26.05.2025 r. (puc. 2, 3): PB — 64%, moaoctu
cepatia He pactupensl, VIMM /DK - 125 r/m2, MOKTT -
13,2 mMm, 3C/AK - 13,3 MM. O6BpeM aeBOTro IIpescepAnst
(AIT) - 110 ma, uaaexc oobema Al - 55 ma/m?, oGbem
npasoro npeacepaus (ITIT) — 90 ma, nHAeKCc 0OBeMa
I1IT - 45 ma/M?, B IIpaBBIX KaMepax cepalia AOLUpPY-
etcst 91exkTpog DKC, pacueTHOe gaBAeHIe B A€TOYHOI
aprepun 20 mm pT. cT., TAPSE 16 MM, S'9 cMm/c.

CM-BKT 28.05.2025 r.: pubpuaasuns npeacep-
AU, cTuMyAaanus B pexxume VVI obiieit gautean-
HOCTBIO 16,5 4, cOOCTBEHHBIE KOMILAEKChI OOIIeN AAM-
TeabpHOCTBIO 2 yaca YCC auem 80/67/131 B MuH, HOUBIO
- 70/69/89 B MuH, HeycToIUMBasi MOHOMOpP(]Has Ke-
AyAOYKOBas TaxuKapAys (7 ¢ BHOYHOe BpeMsI), UIIle-
Muueckye n3meHeHns: DOKI o11eHUTs HEBO3ZMOIKHO.

T dmnetp apedda, ueTp Tpemopa 40 Ny, GMmeTR ceTenol Hanaaxm
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Puc. 1. @pazmerm sanucu monumopuposanus IKI" 6orvroii K. om 28.05.2025 2.
Fig. 1. Fragment of the ECG monitoring recording of patient K. from 28.05.2025
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Puc. 2. Dxoxapduozpapus borvroil K. 26.05.2025 2. Kpacroii cmpeakoil nokasano ymoauierue cmeopox MUmparbHozo KAanand,
NYHKMUPHAsL AUHUS, 02pAHUNeHHAS KPeCUKaMu, 0003HALACT Y6EAUUEHHYI0 TMOAULUHY MEXKKeAydoUKO06oi nepezopodku
Fig. 2. Echocardiography of patient K. 26.05.2025. The red arrow shows the thickening of the mitral valve flaps, the dotted line, bounded
by crosses, indicates the increased thickness of the interventricular septum

Puc. 3. Dxoxapouozpapus 6orvroir K. om 26.05.2025. B napacmeprarvrom docmyne 1o Kopomoti 0CU 6U3YAAUSUPYIONICS. YMOAULeHHble
NANUANAPHDLE MOLULLbL

Fig. 3. Echocardiography of patient K. dated 26.05.2025. In parasternal access, thickened papillary muscles are visualized along the short axis
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Puc. 4. @pazmerm sanucu monumopuposarus IKI" 6oavroii K. om 28.05.2025 2.
Fig. 4. Fragment of the ECG monitoring recording of patient K. from 28.05.2025

Crpecc-OxoKI' 02.06.2025 T. (BBIIIOHEHA B CBSI3M € 605-
MI B TPYAHOI KA€TKe II0A03pUTeABHbIMI Ha aHTMIHAABHBIE):
AocturHyTa cyomaxcrMaabHas YCC 4451 gaHHOTO BO3pacTa
AocturHyT (88%), TecT OTpUIIaTEABHBI, TOAEPAHTHOCTh K
(pusIgeckoll Harpyske He CHYDKEHa, peakiyil Ha Harpy3Ky
HOPMOTEH3VBHasL.

CrmpomeTtprst 29.05.2025 1. (4451 OLIEHKY BKAa/a B TeHe3
OZPBIIIIKI BOSMOYKHOI ITatoaormm AeTkux): JKE/1 B mpesesax
HOPMAa/BHBIX 3HaueHm (3,44 2), yMepeHHBbIe OOCTPYKTVBHBIE
HapYIIIeHVsT BeHTVASIVIOHHOM crtoco0HOCTH AeTKix (OPB1
—2,41 2, ODB1/DXKE/-70,06%), yMepeHHBII1 OPOHXOCIIa3M
(rtpoba ¢ aTpoBeHTOM).

Y3 opraHos OPIOMIHONM MOAOCTY U 3a0PIOIIHHOIO
npoctpancTsa (05.06.2026 1.): pa3sMeps! ITedeHN Ha BepXHell
IpaHIie HOpMBI, AV y3HBIE M3MeHeHVI IO Ke Ay AOUHOM
>KeAe3bl, [T0YKI HOpPMaAbHBIX Pa3MepPOB, K AYHBIN ITy3bIPh
0e3 koHKpeMeHTOB. Cese3eHKa He yBeAIdeHa.

Y3AI' BLIA (30.05.2025 r.) - TaToAOrMIecKmX M3MeHeHU
COCY/I0B He BBISIBAEHO.

/labopatopHble gaHHBIE (26.05.2025 I.): KAVMHIMECKIIA
aHa/AM3 KpoBY 0e3 MaToA0TVY, OOIIMIA aHAA3 MO4M — Oe3
1aTOAOTVV, COOTHOILIEHVIE aAs0yMuH/KpeaTnHH 4,44 Mr/r
(HOpMa <22,00), cytounast mporerHypyst — 0,22 1/24q (HOp-
Ma <0,15), NT-proBNP — 142,7 mir/ma; Tporiormu T — 10,20
ur/ma (0,00 — 5,00); TTT - 21,437 MME/a, T4 — 8,0 mmoan/a,
TTIO artiTeaa—199,9 ME/244 (0,0-10,0); XC—6,34 MMoab/4,
XC /IHIT - 3,54 mmoay/a, TI' — 2,41 MMOAB/2, KpeaTHVH —
0,086 Mmmoav/a (pCK® 75,7 ma/mun/1,73 m?), ratokosa 4,70
mmoan/a, ACT -23,3 E/a, AAT -31,1 E/a, modeBast Kicaora
—409 mxmoan/a, CPBb—4,10 mr/a.

Koncyaprarmst odpraasmoaora (05.06.2025 r.): runepro-
HIgecKast aHrmonaTst cerdatkit. CrHApoM cyxoro raasa 1
crertern. Aucrpodust porosurisl Korana OD. Hesyc xopro-
naevt OU. PekoMmeHAAI NI OITHHOA IAYOOKOe YBAaKHEHIIe
1o 1 xar1 2-3 p/a e>xeAHeBHO B 00a r1a3a.

Koncyaprarms suaokprsoora (03.06.2025 r.): auddys-
HBII1 TOKCIIecKIii 300, 601e3Hb I'peliBea, cocTostHIe rTocae
paavorioareparv (2021 112022 1T.), pemriccist. AyTOMMMYH-
HBI THpeoranT? I umotipeos. Aucanmmiaemyist. OxxupeHne
1 c1. PekomeHaarm: 2eBOTHPOKCHH 125 MKT B Z€Hb.

Koncyasrariyest Hespo.ora (02.06.2025 1.): ceHCOMOTOpHast
HoAVHelporaTisl B paMkax 0o1esHn @adpn. Pekomenga-
vt Trokrarin 600 mr 1 11 p/a3a 30 My a0 eapr— 1 Mecsry,
HelipoMyAsTUBUT 1T 3 pasa B 4eHb — 1 Mecsil.

Koncyavrams aepmaroaora (05.06.2025 r.): gaHHBIX 3a
aHIVIOKepaTOMBbI HeT. PexoMenar: HabA104eH1e AepMa-
TO0Ta, YXOZ, 3a KOKeT1, POTOIPOTEKIVL.

Iocae saBepriieHiss 0OCAeAOBaHIS CAOXKIAOCH ITpeA-
CraB/€HIEe O HeAOCTaTOYHON ddeKTrBHOCTU PepMeHTO-
3aMeCTUTeAbHO TepaIiy IIperiapaToM araacrjasa OeTa,
0 94eM CBUAETeAbCTBOBAAO TIOBBIILIEHIe YPOBHS AM30IA0-
BorpuasnacurrosuHa (ot 2,09 20 3,66 Hr/mMa), HaavMVe
KAVIHUYECKVIX IIPOSBACHUI CePAEYHON HEAOCTaTOYHOCTIA
1 11oBbIITIeHHOTO YpoBHs NT-proBNP (142,70 11r/m4), 11OBBI-
ITIIeHHOTO ypoBHs1 TportonyHa T (10,2 Hr/M1), >KeAyAOUKOBBIX
HapyIIIeHniI pyT™Ma (HeyCTOIIMBasi MOHOMOPQHasI >Keay-
AOUKOBas TaXVIKapAyist), aap0ymymyprivt (220 mr/24 vaca). Pe-
KOMeH/10BaHa TepariyisI IeTVLAVPOBaHHON peKOMOMHAHTHO
¢Jopmoit yea0BedecKkor! aabda-ralaKTo3rAa3sl A, a TakKe
TIOCTOSTHHBII ITpVieM ITpellapaToB: arkcabaH 5 Mr 2 pasa B
JeHb, DILAepeHOH 25 MI B JeHb, METOIIPOA0A TapTpar 37,5 Mr
B ZeHb, AaniarAndAo3vH 10 MrB geHp, iepyHAorpya 1,25 Mrs
AeHb, 2eBOTMPOKCUH HaTpysl 125 MKT B A€Hb 1104 KOHTPOAeM
DHAOKPVHO/IOTa.

OOGcyxaenne

Boaesnp Pabpu — An3zocoMaabHOe PpepMeHTaTHBHOe 3a-
BoaeBaHIIe, BRI3BaHHOE HapyIeHyeM QpyHKIm pepMeHTa
azab(a-rasaxkrosnaassl A (Gal A). Myrarist rena GLA BbI3bI-
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CAYYAU M3 TIPAKTUKI
CASES FROM PRACTICE

Fabry's disease (description of a clinical case).

BaeT eyt ¢epMeHTa, OTBETCTBEHHOTO 3a HaKOILAEHVIe
ABYX HEMTPaAbHBIX IAVKOCVHIOANITVAOB, IA000TPHA03IAA-
nepamuga (Gb3) u aurazaxrosnanepamuga (GSL), B anzo-
CoMax KAeTOK Pa3ANIHbIX TKaHell OpraHi3Ma, 11 OCOOeHHO
B AM30COMax BHAOTeAMs1 cocyAoB. PesynTaToM sBAseTcs
IporpeccupyIomas MyALTCUCTeMHasl, KAeTOUHas 1 M-
KPOCOCYAVICTasT AVICPYHKIVS.

eyt rmapoANBUpPYIONIX (PepMEHTOB, B TOM UliCAe
aabga-TalaKTo31Aa3bl A, IPYBOAUT K HAKOILAEHIIO KOMIIO-
HEeHTOB [IUTOIL1a3MaTI4ecKol MeMOpaHsbI, B ToM unicae Gb3,
9TO MPUBOAUT K KAETOIHON AMCHYHKIIN U AeTpajariyi.
Myrtarm reHa GLA Hapy1aroT paboTy akTMBHOTO IIeHTpa
(pepMeHTa, OTpHUIIATEABHO BAVI Ha CTaOMABHOCTD Oeaka.
VIHBIe MyTal/y MOTYT IPMBOAWTE K yCE9eHHOMY 11 HepyHK-
LIMOHA/ABHOMY THITy OeAKa A100 K JaCTIYHOMY OTCYTCTBIIO
HOpMaAbHO (PyHKIMOHMPYIOLero ¢epmeHTa (puc. 5) [2].

B pesyasrare Hakoriennst LysoGb3 B xkapayoMuorin-
Tax IPOMCXOAUT aAbTepallisl I pa3BUTIe aceIITIYecKoro
BOCTIa/JeHIsl, KOTOpOe MOYKHO OIMVICAaTh HeCKOABKVMIA I10-
caeoBaTeAbHBIMM cTazviMit. Kackag peakiyit BKAIO9aeT
B3anMoJericTBre MeXK Ay petierrropamu 1 DAMP's (Damage-
Associated Molecular Patterns) — MozeKyAApHBIMY TIaT-
TepHaMH, aCCOLIMMPOBAHHBIMM C TOBpeKAeHyeM. Craavist
paspeleHIsT OCTPOIo BOCHAJeHM: (AaTeHTHas CTayL)
xapaxrepu3ayetcs HakorieHneM Gb3 n LysoGb3, koropsre
AEVICTBYIOT KaK IIOCTOSTHHBIV CTVIMY /1, aKTUBUP YOIV ITy TIA
s¢pepeHTHOTO 1MMTO3a (YAaleHVe allOITOTIYEeCKIIX Teer]
(paroruTapHEIMI KAETKaMI) M3-3a CHYDKEHVI KOAMIeCTBa
HelTpo¢rL10B. JaHHas CTaayis IpeACcTaB/AseT coDOoN He I1ac-
CIBHOE COCTOsTHIIE, BOSHMKAIOITIee B pe3yAbTaTe MCTOLLIeHVL
HeJTpo(IAOB B TKAHsIX I10C/€e TTepBOHaYa bHOI MHPUAB-
Tparyy, HO U sIBAAETCs aKkTBHOI ¢a3ori 004e3HM, KOTO-
pasi XapaKTepu3yeTcs yBeAdeH/eM YPOBHI CITeIaAbHBIX
AVIINAOB V1 IIPOTUBOBOCTIAAMTEABHBIX MeAMATOPOB B oJare
MepBIYHOMN aabTepalyy. XpoHIYecKoe BocIialeHne Xa-
PpaKTepusyeTcs AAUTeABHO IIPOTEeKaIOIIIIM BOCIIaleHIeM,
IpeobajaHyieM MOHOLMTapHO 1 T-anmMdorrapHor
VMHQUABTpALY, aKTuBaryel 1 mpoandeparyer pudpo-
64acTOB 1, KaK caeAcTBIIe, POpMIPOBaHIIEM MEAKOOYaro-
Boro ¢pubposza Muokapaa [3]. Pepmenr a-rasakrosngasa
A xoaupyercsa reHoM GLA, pacrioaoxeHHsIM B Xq22.1.
Cam (pepmeHT ITpeAcTaBAsieT cOOON ITOANUITENITIA, COCTO-
st u3 429 aMMHOKMCAOT. B anTepatype onmcaso 0o-
2ee 900 pazavanHbIx MyTaruii reHa GLA, 13 KoTopbIx 69%
HIpUXOAUTCS Ha MucceHC-MyTanuu [4]. Hanboaee yacto
BCTpeYalOIIecs] 11 KAVMHIYeCK) 3Hau/Mble MyTalliy ObLAN
ormicaHsl B pabore S. Pande et al. (2025) [1].

Haarrane y marinenTtku K. 604e3H1 @abpi He BBI3HI-
BaeT coOMHeHui. /liarHo3 OblA ycTaHOB/€H B IIpoliecce
CeMelTHOTO CKpMHIHTa — OpaTt 604bHOI yMep B 34 TOza
Ha (pOHe TepMIMHa/ABHON ITOYEYHON HeJ0CTaTOYHOCTH
(roayyaa IOYEYHYIO 3aMeCTUTEeABHYIO TepaIuio CIC-
TeMHBIM FeMOAMaAN30M), TOUHAsI IIPUYIMHA TaHaTOTeHe-
3a Hem3BecTHa. Y Opara 004e3Hb Pabpu Oblaa AM1arHO-
CTMpOBaHa I10 AaHHBIM Hedpobuoricuy (OOHapy>KeHO
HaKOIl1eHle B II0YKe AM30I1000TpHrasnicUHIO3MHa
(Lyso-Gb3). ITpu 06caes0BaHUM POACTBEHHIKOB YMEP-
1rero BeIsiBAeHa myTanyst reHa GLA ¢.227T>C,pM76T: y
MalVeHTKH, ee CeCTPhl M I1AeMsHHIKOB.

Puc. 5. Buoxumuueckoe obocrosarue namozenesa 6oresru Dadpu.
Adanmuposaro us cmamou [2]

Fig. 5. Biochemical substantiation of the pathogenesis of Fabry's
disease.

Adapted from the article [2]

Y 41eHOB ceMbM C BBIABAEHHON MyTallleli OOHapy>Ke-
HO nioBbIeHne Lyso-Gb3 B KpoBy, y HalMeHTKy MaKCH-
Ma/bHBI ypoBeHb — 6,97 Hr/ma. CeMeNHBIN CKPUHIHT
MMeeT BasKHeliIllee 3HaueHye AAs1 BBLIBAHIA OOABHBIX C
JAHHOI TIaTOA0T el Ha PaHHel CTaayiv 3a001eBaHILsT, KOTAa
nprMeHeHVe ¢pepMeHTO3aMeCTUTeABHO TeparIi MOXKET
IpeAyIIpeAUTD IIporpeccupoBaHye O0Ae3HN U YAYYIIIITh
riporsos. HegocrarouHocts aabda-raaakrosnaassl A BeaeT
K HaKOILAeHIIO IAVKOCVHIOANIINIAOB (TA000TpHao3ALie-
pamuHa — Gb3 u raoborpraosnacdunrosuna — lyso-GB3)
B AM30COMaXx KAETOK (9HAOTeANaAbHBIX 1 T1aaKOMBbIIIIeyd-
HBIX KA€TKaX COCYAOB, B KapAVIOMMOLIATAX, DIIATeANAABHBIX
KJ€TKaX pa3ANdHbIX OPraHOB, B LIeHTpaAbHON HepBHOI Cii-
creMe). Bee 9T0 onipeseser opaskeHue pasHbIX CUCTeM I
opraHoB I1pu 60.1e3H1 Padpir.
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boaesnr ®abpu (onmcanmne KAMHUIECKOTO CAyYast)

CAYYAU U3 TIPAKTUKI
CASES FROM PRACTICE

B saHHOM KAVHITMECKOM caydae IIpeo01a aeT ITaTOAOIVAST
cepatia: ocTostHHas popMa PUOPIAAALII IIpeACepAN,
HapyllleHe aTPUOBeHTPUKYASIPHON IIPOBOAMMOCTH, 4TO
TMIPOSIBASLAOCH BRIpaykeHHOM Opaaykapaueti (40 31 B MuH) 1
Tray3amM ITPOAO/KUTEABHOCTBIO A0 4 CeKyH/, CHHKOTIAAb-
HBIMJ COCTOSIHISIMI, 4TO IIOTpeDOBadO MMILAAHTALIN
9AEKTPOKap AVOCTUMYASTOPa, MAapOKCH3MBI 5KeAYA0IKOBOM
TaXMKap AV, XpOHIIecKast cepaedHast He4J0CTaTOYHOCTh CCO-
XpaHeHHO¥1 PppaKIer BRIopoca AeBoro xxeayaouka. Caeayer
TIOAYEPKHYTE, UTO TsDKeAas IIaTOAOINS cepalia y TTaLieHTKIA
MO.040TO BO3pacTa BO3HIKAa Oe3 yKasaHIIi B aHaMHe3e Ha
MUOKapAWUT, BPOXKAEHHBI VAV ITPHOOPETeHHbI IIOPOK
cepAa.

Panee camrasocs, 9to 13-3a X-CLIEILI@HHOTO HacAeA0-
BaHIs1 O0Ae3HM Pabpy TeTepO3UTOTHBIE JKEHIIMHEI — Oec-
CUMIITOMHBIe HOCUTeA! ITaTOreHHOTo reHa. Ecan y ganHoit
SKeHIIMHBI POKJAIOTCA  ChIHOBBS, MMEIOIe aIpropu
€AVHCTBEeHHYIO X XPOMOCOMY C IIaTOTeHHBIM IeHOM, OHM
HeITpeMeHHO 3a00.1eBaloT A4aHHOM natoaoruett. Co Bpeme-
HeM CTal0 O4eBMAHO, UTO Y SKEeHIIMH Tak’Ke MOTYT BO3HM-
KaTh KAVHIecKre IposiAeHmst 601e3Hn Padbpy, a 6oaee
cTepTast KAVHIIeCKas! KapTyHa Y SKeHIIH 10 CPaBHeHIIO C
MY>KIMHaMY OOBSICHAETC SIBAeHIEM AaifOHM3alM (MHaK-
THBaLIelT) O4HOM 113 X-XpOMOCOM B COMAaTIJeCKIX KAETKAX
y AWI] KeHCKOTO T104a (puc. 6) [5]. CyiiecTtByeT MHeHIe, UTO
Ha (EeHOTUIIYECKYIO SKCIIPECCHIO MyTaHTHOIO alleas Y
SKeHIIVH 3HauMTeAbHOe BAVSIHIE OKa3bIBaeT CTelleHb JHa-
KTMBaLuy X-XpoMOCOMBI [4]. B HeKOTOpPBIX 1ccaeAOBaHIIX
©Obl1a BbLABAEHA KOPPe AL MK AY TSLKECTBIO ITPOSIBACHIA
3a00.1€BaHIsT 1 CTeIIeHBIO MHAKTMBALM X-XPOMOCOMEI [6,
7], Apyruie viccaeAOBaHVs He TIOATBEP>KAAIOT 9T AaHHbIe [8].
CaezyeT OTMETIUTS, UTO Ha CTeTleHb KAMHITYeCKIIX ITPOsIB.e-
Hui1 601e3HM Padpy1 y SKeHITVH BAVSIeT He TOABKO CTelleHb
MHaKTHBALMI X-XPOMOCOMBI, HO 1 SITUTEHeTIHecKlie MOo-
Avipukariyvt ripomotopa reHa GLA. Tak, Hartpumep, MeTn-
nposanye CpG-caifToB (IIMTO3MHOBbIX CAlITOB) PETyANPYeT
CTeTIeHb SKCIpeccy reHa c MyTauyelt. [ Tostomy anaans me-
Tanposanyet JJHK MoskeT ToMoub B 0O bsICHe I CTeTIeHN
BaprabeAbHOCTI KAVHITYEeCKVIX ITPOSIBAEHIIA (KAVHITIeCKIAX
¢Penornios) y >xeHimH ¢ 6o4e3up10 Padpu [9, 10].

Bmecre ¢ Tem, caesyeT mpuHuMaTh BO BHVMMAaHMeE TOT
¢axr, uTo Hepeaxo 6o4e3HP PalOpy1 y JKEHITVH IIPOTeKaeT
He MeHee TsDKeA0, YeM Y MY>KUIH [5]. ¥ skeHIIH 601e3Hb
OOBIMHO TIPOSIBASIETCST (PeHOTUITIYECKN B OOJee TI034HeM
BO3pacTe, YeM Y MY>K4lMH, 1 XapaKTepuayeTcs: Ooaee Mea-
JeHHBIM TIporpeccrpopaHyeM. Bapuanr Goaesnn ®abpu
C TIperMYyILeCTBeHHBIM TIOpaskeHneM cepAlla XapaKTepeH
A1 JKEHITVH (TeTePO3UTOT) ¥ My>KUMH, Y KOTOPBIX IIepBble
IIpM3HaKY 3a004€BaHIs MOSBAIIOTCA B Bo3pacTe crapitie 30
et (Hekaaccyaeckuii peroryr). Takoit BapyaHT 3a0041€eBa-
HIS1 XapaKTepH3yeTcsl YMePeHHO ITOBBIIIIeHHBIM YPOBHeM
LysoGb3 1 2e610TOM KAMHIMEeCKIX IpOsIBAEHNI 00Ae3HM
nocae 3040 aer [11]. I Topaskenne cepAlia XapaKTrepu3yeTcst
CAeAYIOLIVMI KAVHIYECKV MM IIPOSIBAEHVAMIL: HApYLLIeHVAsT
pUTMa 11 IIPOBOAVIMOCTH CepALIa, XPOHIIecKas cepAedHast
He0CTaTOYHOCTh, BO3MOSKHO pasByTye MH(apKTa MIOKapJa
[12]. Miameneryis OKT tipy 6oaesHm Pabpi XapaKTepusyoT-
cs1ykopodeHueM Htepsada PQ(PR), HaarrayeM ITpr3HaKoB
IMIepTpOodII AEBOTO SKeAyA04Ka, 010KalaMI HOXKEK ITydKa

I'ica, vmBepcreit 3ydua T, sameaeHreM aTpyOBeHTPUKY-
ZSIPHOTO IIpoBeAeHyist 1 pubprassiiment mpeacepAnii [13).
ITpu sxoxkapavorpadu HepeAKO BBLABASIOTCS: TUIIEPTPO-
(st aeBoTO KeAyA0UKa, pesKast IMITepTpodyLt IarALIp-
HBIX MBIIII], AMacToAndeckas AMCYHKIN, aHOMaAu
MUTpPaJBHOIO KAallaHa, pervoHaAbHbIe HapyILeHsI COKpa-
Timoctu [13].

Hapsiay ¢ nopaskenuem cepAria y 00AbHBIX C HEKAACCH-
JecknM (peHOTUTIOM Ooae3HN Pabpy HabAIOAaeTCs HINPO-
KU1 CIIEKTP MOpasKeHIsI APYIVIX OPraHoB (KOKI, HEPBHOM
CUCTEMBI, 5KeAyAOUHO-KMIIIETHOTO TPaKTa, peske royek) [11].
VImenHo Takoli BapyaHT TedeHyts1 60Ae3HM HabDAI0AAeTCs y
naryeHTKy K. — Hapsay ¢ matoaoruelt cepAlia OTMedaeTcst
HopasKeHye KOXKI (aHIMAPO3), HEPBHOM CICTeMBbI (XpOHM-
Jeckasl akCOHa/AbHasl AMCTaAbHAsl CeHCOMOTOpHAs IIOAM-
HeJTpOorIaTIisl KOHEYHOCTel C YMePeHHBIMI AVI3eCTe3VIMIA,
MOAVHEeBPUTIYECK/MI HApyLLIeHVIMI UyBCTBUTEABHOCTIA),
KeAy04HO-KMILIeYHOTO TPaKTa (HapyIeH st MOTOPMKI Ki-
ITIeYHIKa), AeTKIX (OOCTPYKTMBHbIE HAPYITIEHIL).

B oTarare 0T SKeHITH 11 MY>KJIIH C HeKAaCCUYeCKIM Ba-
JPMaHTOM 3a00.1€BaHIL KAaCCHIeCKIii eHOTHUII XapaKTepy-
3yeTCsl OTCYTCTBIEM B KPOBH aab(a-TaaaKTo3/Aa3bl A man
O4YeHb HI3KIM YpOBHeM (epMeHTa (MeHee 5% OT HOpMBI) 11
BBICOKOW KOHIIeHTparwel LysoGb3, uro accormmpopaHo ¢
pasBUTIIEM TIOAMOPTaHHON IIaTOAOIVM, XapaKTepHOI A
60o2e3H1 Pabpy, B eTcTBe. Hepeakoy 00ABHBIX HAOAIOAAET-
1 AVXOpaaKa, HelfponaTiydeckye 004, TMIIOIMAPO3, aHIVi-
OKepaTOMBI, TIOTeps] CAyXa, HeIIPO3PayHOCTh KOPHeaAbHBIX
cdep, BUXpeBIAHas KepaToaTysl, CUMIITOMBI I1aTOAOTN
KeAyA04HO-KIIIIeqHOTo TpakTa. I JoAnopranHas maroaorvst
C BOB/leUeHeM B I1aTOAOTMUeCKII IIPOLIecC cepAlia, IoYek,
LIEHTPaAbHON HEPBHOI CHCTeMbI HepeAKO BOSHMKAET B ITOA-
POCTKOBOM AU B paHHeM B3pocaoM Bozpacre [11].

CaezyeT ak1ieHTHpOBaTh BHIIMAaHe Ha TOM, UTO HePeAKO
KAVHIIecKe ITposiBAeHIs1 601e3H1 Pabpu 4e010THPyIOT
HelporaTiJyeckux 60.eii (Krydre 00A1 B CTOTIaX, KUCTSIX,
aKporapecTesi) 11 CUMITTOMOB CO CTOPOHBI >Ke Ay AOUHO-KI1-
ITIEYHOTO TpaKTa (TTOHOCHI, 3aTI0pbl, 601 B >KIBOTE), ITO Ha-
0a104a20CH 1Y Harllel1 00AbHOI. B riocaeAyrorieM naroorvest
HEPBHOI CHICTEMbI MOJKET IIPOSIBUTLCS IMOpaykeHieM 6e10ro
BelllecTBa F'0A0BHOTO Mo3ra, MHCyAbToM [12]. Kak mpasiao,
HeCKO/IBKO I1035K€, 4eM I1aTOAOIVsI HEPBHOI CHCTeMBI BO3-
HIKAIOT I3MEHeHIs1 B cepAtie (T1epTpoduis A€BOTO SKeay-
AO4Ka, cepAedHast He40CTaTOYHOCTh, HAPYILIeHIs pUTMa cep-
AranyHapKT Myuokapa). I1aroaoris rodek postsAseTcs
aAR0OyMIHYypUeli, CHIDKeHIeM KAYOOIKOBON (prAbTparm
U pa3BUTIEM TePMIMHAABHOM ITOYedHOl HelOCTaTOYHOCTI
[12]. Vimenno TepmuHaabHast craayist XbI THabA104a1ach Kak
y Opata nmarentky K. Hapyrrenye pyskimm royek cunra-
€TCsI OCHOBHOM IPUYIHON ITPEXXACBPEMEHHOV CMEPT ITPU
002e3rn Pabpu [4]. B gactHOCTH, B pabote A. C. Moriceesa
C cOaBTOpaMM ITOKa3aHo, YTO y MY>KUMH Yallle BCero BCrpe-
JaeTcst TiodeuHslit ¢eHotun Soaesan (41,6%), B TO BpeMs
KaK JacToTa KapAMaAbHOIO U IiepedpalbHOIO (peHOTUIIOB
©ObL1a 3HauMTeABHO HYEKE (3,6% 11 5,8 % cootetcTBeHHO) [14].
Y >KeHITVH IOpasKeHVie OpraHOB-MIITIeHeT popMIpOBaOCh
rpyMepHo Ha 10 2eT 103 Hee, 4eM y My>KulH, a B KAVHIYe-
CKOJ1 KapTHHe ITpeo04alaan KapAuaAbHbIA 1 1iepeOpasin-
HBIi1 (peHOTHIIB], KOTOPBIE BCTpeJaArich 3HadMTeABHO Yallie
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Fabry's disease (description of a clinical case).

Puc. 6. Kauntuueckue npossaerus 6orestu @adpu. I'M — zor06n0ti mosz; TMA — mpansumopnas uniemudeckas
amaxa; pCKD — pacuemnas ckopocmo kAy60uko60il Ppurvmpayuu. Adanmuposaro us cmamou [12]
Fig. 6. Clinical manifestations of Fabry's disease. GM — brain; TIA — transient ischemic attack; eGFR — estimated
glomerular filtration rate. Adapted from the article [12]

(13,9% 1 13,9% COOTBETCTBEHHO), YeM TSDKEA0€e IOpasKeHe
11ouex (2,2%) [14]. K ApyriM 1mposis AeHysM 00Ae3H1 OTHO-
CATCSI XapaKTepHbIE M3MEHEHVIS KOXKU (TUIIO0/aHIMAPO3, aH-
TMOKepaTOMBI), TOpaykKeHIs1 OPraHOB UyBCTB (BXPEBIAHAS
KepaTorarusl, TYToyxocTs) [12].

VarHOCTIIeCKIi aATOPUTM IIPY ITOA03peHNn! Ha 60-
2e3Hb Pabpir:

Haavrane crierypraeckyx CMMIITOMOB M IIPU3HAKOB:
aHITIOKepaTOMBbI, HEOOBSICHUMOE APYTUMH ITPHYMHAMU
CHIDKeHNe (PYHKIIMM ITOYeK, aKpollapecTe3ny, TUITOIN-
Apo3, HeOOBSICHUMBIE TOAOBOKPY>KEHMS M HapyIIeHIsT
cayxa, cumrtoMsl nopakennst opraHos JKKT, a Taxke
I'/DK, ne cBsi3aHHas1 ¢ MHTEHCUBHBIMY (PU3MIECKVIMU Ha-
rpysKaMu 1 HeKOHTpoAupyemorit Al, To3BoseT 3a110403-
puth 0oae3Hn Pabp.

Y narmeHTa c mogo3peHreM Ha 60.1e3Hb Pabpy1 HeoOXo-
AVIMO TIIIaTeAbHO U3YIUTh HacAe/ACTBEHHbIN aHaMHe3. Aa-
TOPUTMBI, IIpeA10KeHHbIe crielinaarcTamu EBporietickoro
Kapayoaorideckoro oorriectsa (ESC), mpeaaararor orpese-
AVTH YPOBEHb aKTUBHOCTY (pepMeHTa aabga-ralaKTo3nuia-
3bI A B BBICYIIIEHHBIX ILITHAX KPOBU 1AM AeTikornTax. Ecan
YPOBeHb aab(a-TaJaKTO31Aa3bI A Y My>KUIH HOPMaAbHBII,
TO 3a00€eBaHIe Y HUX MCKAIOJaeTcs [2]. Y sKeHITH HeoO-
XOAVIMO IIPOBECTH AOTIOAHUTEABHO CeKBeHPOBaHIIe TeHa
GLA aas1 yckatoueHns1 3a004€eBaHIE JaKe TPV HaAIUI
HOPMa/bHOV aKTMBHOCTY (pepMeHTa aabga-Ta1aKTo31Aa3bl
A, TIOCKOABKY He VICKAIOYaeTCsI TeTePO3UTOTHOE HOCUTEAb-
CTBO TaToreHHOro BapuaHTa reHa GLA. Ecan mo gaHHBIM
cexpeHMpoBaHILs reHa GLA BbIsIB1€Ha paHHee Hel3BeCTHas
MYTaLVLs, TO HeOOXOAVIMO OIIpeAeANTb YpoBeHs lyso-Gb3 B

nieprepIIecKoN KpOBY VAV ITPOBECTI BHAOMIOKapAVaAb-
HyI0 Onoricuio [15].

B kauecTse 4010HITeABHOTO BU3YaAM3HPYIOIIETO METO-
Aa 00cae/0BaHIAs, COTLAacHO aATOpUTMaM, IpeAA0sKeHHBIM
crienyaaucraMiy AMepUKaHCKOTO KOAAeAKa Kap AVI00TOB,
teaecooOpasHo 1rposesennie MPT cepatia ¢ koHTpacTipo-
BaHVeM Ta/0AVHYeM TP/ HaA 41 HeOObsICHMMOI IIIep-
Tpodym /DK 11 B OTCYTCTBIM KapAVaABHBIX Vi 9KCTpaKapayi-
a/bHbIX CIMIITOMOB I ITPM3HAKOB [16].

B nacrosnee spems a4 auarHoctvku 6oaesHn Gabpu
B HaIllell CTpaHe JCIIOAb3YeTCs eAyHas AMarHocTydecKast
rzardopma —testfor life, ipeaHasHaueHHAs A/151 BBLIBASHVL
peaxvix (opdaHHbIX) 3aboaeBanmit. Ha crieraasHyio 6yma-
Iy cAeAyeT HaHeCT! KaIlAlo KPOBY IallyieHTa, BHICYIIATD I
OTHPABUTD B CIIEIVAABHBIA LIEHTP AAs OIlpeeAeHs] KOH-
tenTpar Lyso-Gb3 u akrisHOCTH aabga-TalaKTO3MAa3hI
A KenrHaM criogo3peHneM Ha 601e3Hb Pabput 1 My>Kait-
HaM C yMepeHHO CHVDKEHHOV aKTVBHOCTEIO aabga-TalaKTo-
3UAa3bL A 4451 TIOATBEP K AEHILS AVIarHO3a CAeAyeT ITPOBeCTI
cexkBeHMpoBaHe reHa GLA.

OCHOBHBIM METOAOM STUOTPOITHOM Tepary O0Ae3HU
Dabpu sBAseTcst depMeHT-3aMecTHTeAbHas Teparmit. K
IIperiaparaM IepBOTO IIOKOJEHNs OTHOCATC araicrjasa
aanda 1 araacujasa bera. B psiae rccaeao0saHNIT ITOKa3aHo,
9TO araacrAasa aabga MOXKeT 3aMeA/LSITh IIPOrpeccHpoBaHye
3a004€eBaHVLs1, BYaCTHOCTV, IMIIEPTPOPIIO A€BOTO SKeAy A04-
Ka [17]. I Iperapat Broporo riokoAeHus1 4151 pepMeHTO3aMe-
CTUTEABHOI Tepariiy — IIeTyHuraasyasa aabda. [Teryan-
raasujasa aabga — 5T0 XUMIIeCK! MOAVQIIIMPOBaHHBIA
|PeKOMOVHAHTHBI YeA0BedecKuii aabga-ralakrosngasza A
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CAYYAU U3 TIPAKTUKI
CASES FROM PRACTICE

(a-Gal-A) depmeHT €O 3HaUMTEABHO 0O/€e AAUTEABHBIM
IeproAoM IoAypaciiada B I1a3Me KpOBH II0 CpaBHEHMIO
C APyIUMI AOCTYIIHBIMI IIpeltapaTamMy IIepBOro IIOKOAe-
HIA. B psje KpyIHBIX paHAOMUBMPOBAHHBIX KAVHIYECKIIX
1iccAe/0BaHMIA ITOKa3aHb! 5¢pQeKTIBHOCTE 11 6e3011acHOCTh
IIpMMeHeHIIA IBTyHMTaA31 a3kl aabga. [ Tprmenenme dpep-
MEeHTO3aMeCTUTeABHON Tepalliii B TedeHye Toa 3Ha9MO
yayuitaao gyHkiym 1odek[18, 19]. Hapsay ¢ dpepment-
3aMeCTUTeABHON Tepariyiell MareHTaM IPOBOANTCA (IIpU
HaAV4VM TIOKa3aHII) Teparis cepAedHOl HeA0CTaTOuHO-
CTH, aHTHAPUTMIYecKas! Tepaliysl, AedeHrie XPOHITIeCKOI
00.4€e3H1 TTOYEK, HeITPOITaTIMEeCKON 00AM M T.A.

BHacrosiIiee Bpems sKcIiepTaMy BprTaHCKOI IPyTIIBI IO
U3y9eHIIO HacAe/CTBEeHHBIX MeTab0AMIeCKIIX 3a00.1eBaHII
paspabotanbl Kputepyn s¢pQeKTuBHOCT (epMeHT-3aMe-
CTUTeABHO Teparuy Ipu 6oaesHy Pabpit:

- cHIpKeHMe KoHleHTparym lysoGb3 Ha 20% mo cpas-
HEHUIO C MCXOAHBIM YpOBHEM uepe3 12 Mecsries Teparm
Y MY>KUIH C KAACCHYECKVM BapUaHTOM TedeHysI 60Ae3H;

- canpkerne pCKP menee 4 ma/mun/1,73M2 B roa ipu
€XKEero/HOM OIIpe/eAeHVI ITOKa3aTe s B TeUeHNe TPeX A€eT;

- OTCYTCTBME ITOKA3aHII A /151 TIOYEIHO 3aMeCTUTEABHON
Tepari ¥ TpaHCTLAAHTaIAY TIOUKI;

- IPMPOCT MHAeKca Macchl Myokapaa /DK o cpasHeHImo
€ UcxoAHbIM 3HaueHmeM Meree 10 r/m? (o aarrsivM MPT ¢
KOHTPaCTHpOBaHMeM) ITpU TpeX M3MepeHIsIX 3a 5 1eT;

- OTCYTCTBYIe TIOKa3aHMI AA5 MMILAAHTAI M DAEKTpOKap-
AVIOCTUMYASTOpa, KapAnosepTepa-Aedpubpnaadropa nan
YCTPOJICTBa A/l PeCHXPOHMBHPYIOIIElt Tepari;

- orcyrcrBue passutist XCH I man G6oaee BBICOKOTO
(YHKIMIOHAABHOTO KAacca B COYETaHIM C CUCTOANIECKON
AVCYHKIIMET A€BOIO >Keayaouka (10 JAaHHBIM global
longitudinal strain cayoxerne 6oaee 3%) 1AM B cOUeTaHVN C
IIpOrpeccrpoBaHIeM AMAaCTOANYECKOT AVICPYHKIVM € IO~
BBIITIEHVIEM AaBAEHIIS 3aTI0AHEHIS1 AeBOTO JKeAyA0UKa (TP
HaAu4VM ABYX ITPU3HAKOB 13 Tpex: E/e">14, mHaexc oopema
A€BOTO IpeAcepAytst >34 M4/M?2, CKOPOCTb TPUKY CIIAAABHON
peryprurarim >2,8 m/c);

- OTCYTCTBI€ TPaH3UTOPHON MITIEMITIECKOI aTaKil VAN
VHCYABTa;

- YMeHbIIIeHNe CYIMIITOMOB HelfpoIiaTiaecKor 604,

- yAydl1lleHye KadecTsa >KysHu [20].

IMarmeHTKe ¢ HeA0CTaTOUHON B(PPEKTUBHOCTHIO Pep-
MEHTO3aMeCTUTeABHON Tepalluy aralcujasa OeTa, peko-
MeH/0BaHa Tepallysl IerAPOBaHHON PeKOMOVHAHTHOIA
¢opmoit aabda-razakrozuiasst A ¢ orieHKOr 9dpPeKTIB-
HOCTH ITpel1apaTa B ITpoliecce AVHaMI4IeCKOro HabAroae-
HIIS1 B COOTBETCTBIM C HAITMOHAABHBIMY PEKOMEHAAIVIAMU
1o 601e3H1 Padpu.

3akaogeHve

Bozestb Pabpy oTHOCUTCS K OppaHHBIM X-CLIEILIEHHBIM
Hac/eACTBEeHHBIM 3a00.1€BaHIIsIM, XapaKTepy3yeTCs CYCTeM-
HBIMU ITPOSIBAEHVIIMY C pa3AVIHBIMI BapyiaHTaM MaHvie-
cTar 3a00eBaHIs], C KOTOPBIM MOXKET BCTPeTUTLCA Bpad
IIpaKTIYecKI1 AI000M CrielaabHOCTIL. Pasee camTaaocs, 9to
y >KeHITH 60e3Hb Pabpy ITpoTeKaeT 3HaulTeAbHO AeTde I10
CPaBHEHMIO C MY>KUVMHAMH, OAHAKO AAHHBIV KAVHIIIECKIIT

cAyJari AeMOHCTpUpYeT HeDAaroIpIsTHOe TedeHVe 00Ae3H!
CIIperMyILeCTBeHHbIM HopaskeHeM cepAtia. Parnmsas avar-
HOCTVKa 1 Ha3HadeHre pepMeHT-3aMeCTUTeAbHO Teparii
TI03BOAsIET 3aMeAAUTh ITporpeccuposanye 6oaesHn Padpu
1 YAY4IIATE ITPOTHOS.
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