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KnuHnuyeckuit cnyyain anarHoctuku 6onesun ®adbpu B apuTMoNorn4eckon npakTmke

JparyHosa M.A.", Kuctenesa W.B.", Masniokosa E. H.", Hazaperko J1.M.2, Monos C.B.

Mopaxexue cepaua npu 6oneaHn @abpu (BP) sBnseTcs NPOrHOCTUYECKN He-
61aronpuUsTHLIM NPOSIBNIEHNEM U NPUYMHON CMepTU. YunTbiasi, 4To 3abonesaHue
penko BCTPeYaeTcs B KIMHWUYECKOW NPaKTUKe, HU3Kasi OCBEAOMIEHHOCTb Bpayei
0 [laHHOW NaTonoruy NPUBOAMUT K NO3AHEN AMarHocTuke 3aboneBaHus u OTCyT-
CTBUIO NATOrEHETUYECKON Tepanum.

Uenb. MpeactaButb KNMHUYECKYID KapTUHY Kapavonoruyeckoro dpeHotuna 6@
L5 NOBbILLEHUS 0CBEL,OMIEHHOCTY Bpayeli 0 AAHHOM 3a6011eBaHNM.

Martepuan u meTtoabl. B knvHuyeckoM cnyyae Habnioganm 6ecCUMNTOMHOE Te-
yeHve 3abonesaHus 0o 46 net n maHudecTaumio 601e3HU B BUAE HAPYLLEHWS pUT-
Ma cepaua. Mo pesynbratam axokapanorpadum BhisiBNeHa BbIPaXEHHas runep-
Tpodua Mrokapaa nesoro xenyaoyka (JIK) (MHaekc maccel Muokapaa 214 r/m?)
6e3 npu3HakoB 06CTPYKLMKM BbIBOAHOMO oTAena JIX, a Takxke BbisiBfieHa Aunataums
nesoro npeacepaua (JIM) (MHagKcupoBaKHbii 06bem JIM — 47 mn/m2). OueHeHa
cucTonuyeckas GyHkums npasoro xenyaodka (MX), JIK ¢ nomoLubio TexHonorum
Speckle Tracking Imaging-2D Strain, ycTaHoBNneHa CKpbiTas CyoKIMHMYeckas cu-
cTonnyeckas anchyHkumsa MK v JIX.

Pesynbratbl. [10 pesynstatam GEepMEHTHOro aHannsa MeToLoM TaHAEeMHOW
Macc-CnekTPOMETPUMN BbISIBNIEHO PE3KOE CHUXEHWE aKTUBHOCTU anbda-ranakro-
3upassl — 0,03 mkmonb/n/4 (Hopma 0,80-15,00 MkMOnb/f1/4), @ TakxKe MOBbILLEH-
Hasi KoHueHTpaums Lyso-GB3 — 95,18 Hr/mn (Hopma 0,05-3,0 Hr/mn). MposeneHo
MONEKyNIIPHO-rEHETUYECKOE UCCnenoBaHue 06pa3LoB KpoBy. MeToaoM npsMoro
aBTOMATUYECKOr0 CEeKBEHUPOBaHWS reHa GLA Obin BbISIBNIEH BApUaHT HyKNeOTUa-
Hoi1 nocnenosatensHocTy ¢.1229 C>T, npusoaswmii k 3ameHe p.Thr4101le B re-
MW3WUTOTHOM COCTOSIHUM.

Baknouenune. [laHHoe HabnioaeHne nokasbiBaeT BO3MOXHOCTb U Lienecoobpas-
HOCTb AnarHocTvkn B® B kapamMonornyeckoi NpakTuke y NaLMeHToB C runepTpo-
dueit mrokapaa JTK HesicHO 3Tvonorum, Npu 3TOM AVarHOCTUPOBATL aTUMUYHbIE
BapWaHTbl MOXHO TOJIbKO MyTEM MOJEKYNSPHO-reHeTUYECKOrO UCCNEA0BaHMS.

KntoueBble cnoBa: KnMHU4eckuit cnyyaii, 6onesHb ®abpu, MM30CcoMHble GonesHm
HaKOMNIEHVs, rMNepTPOdUS MUOKapPLA JIEBOIO Xeya04Ka, anbha-ranakrosnaasa.
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Diagnostics of Fabry disease in arrhythmology practice: a case report

Dragunova M.A.", Kisteneva |.V.", Pavlyukova E.N.", Nazarenko L. P.2, Popov S.V.!

Heart failure in Fabry disease (FD) is unfavorable prognostic manifestation and
cause of death. Given that the disease is rare in clinical practice, the low awareness
of physicians about this pathology leads to its late diagnosis and the lack of
pathogenetic therapy.

Aim. To present a clinical picture of the cardiovascular phenotype in FD in order to
increase the awareness of doctors about this disease.

Material and methods. In this clinical case, an asymptomatic FD course up to 46
years of age and manifestation in the form of arrhythmia were observed. According
to echocardiography, severe left ventricular hypertrophy (myocardial mass index,
214 g/m?) without signs of left ventricular (LV) outflow tract obstruction and left
atrial (LA) dilatation were revealed (LA volume index — 47 ml/m?). Right ventricular
(RV) and LV systolic function was assessed using two-dimensional speckle-
tracking strain echocardiography. Latent subclinical RV and LV systolic dysfunction
was established.

Results. Tandem mass spectrometry revealed a sharp decrease in alpha-
galactosidase activity of 0,03 umol/L/h (norm range, 0,80-15,00 umol/L/h), as well

as an increased Lyso-GB3 concentration of 95,18 ng/ml (normal range, 0,05-3,0 ng/
ml). A molecular genetic study of blood samples was carried out. By direct automatic
sequencing of the GLA gene, a variant of the ¢.1229 C>T nucleotide sequence was
identified, leading to the replacement of p.Thr4101le in the hemizygous state.
Conclusion. This case shows the possibility and expediency of diagnosing FD in
cardiology practice in patients with LV myocardial hypertrophy of unclear etiology,
while atypical variants can be diagnosed only by molecular genetic testing.

Keywords: clinical case, Fabry disease, lysosomal storage diseases, left ventri-
cular myocardial hypertrophy, alpha-galactosidase.
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KnioyeBble MOMEHTbI

* KiumHuueckuii ciiyyaili omucaH C LIeJblO Mpe.-
CTaBJICHUSI KIMHUIECKON KapTUHBI KapaUOIOT -
yecKoro heHoTura 6osesuu Padbpu 11t IOBHIIIE-
HHS OCBEIOMJICHHOCTH Bpadeil 0 JaHHOM 3a00J1e-
BaHWU.

* KnmHnyeckoe HaOJIOIEHUE ITOKa3bIBAET BO3-
MOXHOCTh U II€JIECOOOPa3HOCTh JAUATHOCTUKM
6ose3nn Mabpu B KapAMOJIOTMYECKON MPAKTUKE
y MaIlMEHTOB C ruImepTpodueil Muokapaa JeBOro
KEJIyI0YKa HESICHOM STUOJIOTUH.

* ATUIIMYHBIE BapHaHThI Ooyie3Hn Dabpu MOXKHO
BBISIBUTDH TOJIBKO ITyTEM MOJICKY/ISIPHO-TEHETHYE-
CKOTO MCCIeIOBaHUS.

bonesnp Padbpu (BD) — HacmencTBeHHOE 3a00JI€-
BaHME ¢ X-CIEIUICHHBIM TOMWHAHTHBIM TUIIOM Hacle-
IOBAHUS C HETIOJTHOM IIEHETPAHTHOCTHIO Y XKeHIIIWH, OT-
HoOcSIIIeecsT K TpyIIie TU30COMHBIX 00JIe3HEH HaKOILIe-
Hus. [lepBUYHBIM IMATOTEHETHYECKNM 3BEHOM SIBIISICTCS
medunuT dhepMeHTa a-rajgakTo3ungassl A (a-Gal A), yTo
MIPUBOINT K BHYTPUKIIETOYHOMY HAKOIUICHHIO TJIMKO-
CUHTOIUMHMAOB, B YACTHOCTH INIOOOTPHAO3MIIIICpaMUIA
(Gb3) u moborpraosmwinchuHrosnHa (Lyso-Gb3) B mu-
30COMax KJIETOK Pa3JIMYHBIX OPraHOB M TKAaHEH, BKIIO-
yag cepmue [1, 2].

IMopaxenue cepana npu bD saBasercs mporHo-
CTHMYECKH HEOJIATONPUSITHBIM IIPOSBICHUEM W TPUYM-
Hoit cmept [1, 2]. B Hacrogmee Bpems B Poccuiickoit
Denepaunn BoIsIBIeHO Bcero ~350 mammeHToB ¢ B,
BKJTIOUAsT B3POCIBIX M IETEH, XOTS 3TOT IOKAa3aTeIb CO-
CTaBIISIET, BEPOSITHO, He >15% OT UX UCTMHHOTO KOJINYe-
ctBa [3]. YuurniBag, uyro 3a00JieBaHIE PEIKO BCTpEUYaeT-
¢S B KIIMHUYECKOM ITpaKTUKe, HU3Kasl OCBEIOMIICHHOCTD
Bpadeil 0 JAaHHO IMaTOJIOTUH IIPUBOAUT K ITO3THEH IHa-
THOCTHKE 3a00JIeBAaHUSI W OTCYTCTBUIO ITaTOTCHETHYE-
cKoli Tepanuu [4, 5].

Llenb cTaTbyt — TpeacTaBieHNE KIMHINIECKOM KapTH-
HBI Kapauosiormdeckoro deHoruna b® my1st moBEIIICHMS
OCBEIOMJICHHOCTH Bpaueil 0 JaHHOM 3a00JIcBaHUM.

Knuhuueckuin cnyyai
IMamment T., 49 ner, 6bUT TUIAHOBO TOCITUTAIM3UPO-
BaH 06.04.2020 ¢ xanobaMu Ha ydalEHHOE HEPUTMUY-
HOe cepaieOneHne, Ha ONBIIIKY IIpA YMEPEHHOUN (hU3K-
YeCKOIt Harpy3Ke, OBICTPYIO YTOMIISIEMOCTD.

Received: 29.05.2022 Revision Received: 28.06.2022 Accepted: 02.07.2022

For citation: Dragunova M. A., Kisteneva I.V., Pavlyukova E.N., Nazarenko L.P.,
Popov S. V. Diagnostics of Fabry disease in arrhythmology practice: a case report.
Russian Journal of Cardiology. 2022;27(7):5080. doi:10.15829/1560-4071-2022-
5080. EDN WMTGAR

* The case report described with the aim of pre-
senting the clinical picture of the cardiovascular
phenotype of Fabry disease in order to increase the
awareness of physicians about this disease.

* Clinical observation shows the possibility and
expediency of diagnosing Fabry’s disease in car-
diology practice in patients with left ventricular
myocardial hypertrophy of unclear etiology.

» Atypical variants of Fabry disease can only be iden-
tified by genetic testing.

M3 anamMHe3a W3BECTHO, YTO HApYIICHHS PHUTMa
cepnma (HPC) B Bune ¢oubpmmisuuu npencepnuit (PIT)
BIIEpBBIC TOKYMEHTHUPOBAHHI ¢ ampeist 2017T Bo BpeMs
MEIUIIMHCKOTO OCMOTpPa. AHAMHECTUUECKHUX TaHHBIX
3a apTepHabHYIO TUIIEPTCH3NIO (aManTHUPOBaH K apTe-
puansHOMY maBineHmio (A) 110-120/70-80 MM pT.cT.),
WIIEMUAYECKYIO O0JIE3Hb cepala, XPOHUYECKUI MUOKap-
INUT He ObUTO. PaHee HEOMHOKPATHO MPOBOAMIOCH 3XO-
Kapauorpadudeckoe mcciaemoBanmne (OxoKI): B 1993,
B 2003 n 2011TT — 3HAYMMBIX OTKJIOHEHWI OT HOPMEBI He
BbIsIBIEHO (puc. 1). Tuneprpodus Muokapmaa JieBoro xe-
nmynouka (I'MJL2K) o pesyabratam OxoKI BIiepBbIe OBI-
JIa TOKyMeHTHpoBaHa B 2014r.

st olleHKM KPOBOCHAOXEHMS MHUOKapaa JIEBOTO
xkenymouka (JIXK) mpoBenmeHa cumHTHTpadus MUOKapma
¢ (apmakoornueckoit Harpy3o4Hoit mpo0oit (ameHO-
31H), BBISIBIIEHO He 6osiee 5% rumnomnepdysuu.

[IpoBemeHoO yABTPa3BYKOBOE HCCICHOBAHME IIHTO-
BUITHOM XeJIe3bl — ITaTOJOTUYCCKUX U3MECHCHMIT HEe BhI-
SIBJICHO, TIPY JIAOOPAaTOPHOM TECTE CHIBOPOTOUYHEINA ypO-
BEHb TUPEOTPOIHOro ropmoHa — 2,89 MkME/mi (Hop-
ma: 0,38-5,33 MKME/mir).

B mrone 2017r mamueHT MOCTYIIAI B KapIUOJIOTHIEC-
ckoe otaeneHme ¢ mepcuctupyomieir ®I1 mrsg Boccra-
HOBJICHUSI CHHYCOBOTO puTMa. CHHYCOBBIM PUTM OBLI
BOCCTAHOBJICH 3JICKTPUUYECKON KapaUOBEpCHUEi, Tocie
BO3HUKJIA KIMHUYECKY 3HAUMMasl CHHyCcOBasI OpagnuKap-
IWSI ¢ MUHAMAJIBHOM YaCcTOTOM CepOeYHBIX COKPAIICHUMA
(YCC) B maeBHOE Bpemst 28 yu./mMuH (cpenHsiss YCC 38-
40), oHa COIIPOBOXIAJIACH CIA00CTHIO, TOJIOBOKPYKCHM -
eM. bblna BeisgBIeHa c1abocTb cuHycoBoro y3na Il Tuna.
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KITMHNYECKWE CNYHAN

Peunnus @I,
OKI: TMJLXK. npusHaku XCH,
OxoKT*: OxoKT': TMJLXK. PUA
HOpMa. UMM 214 r/m? 9HIOKAPAUATBHBIN
XKanob Her. IHeoror OIT MAZE
BoccraHoBienue JlnarHocTrka 60Je3HI
OxoKT', DK DxoKT: CUHYCOBOTO PUTMa, ®abpu, Havano
HOpMa. I'MIJLXK. CCQy, (bepMeHT3aMeIIaIOIIEi
XKano6 Her. XKanob Her. umrtantauust OKC Tepanuu
0 0 0 0 (0] 0 0
1993-2011rr 2012r 2014r 04.2017r 06.2017r 04.2020r 05-09.2020r

Puc. 1. MaumeHT T.: XpoHONOrus Te4eHns 601e3HU, KNIOYEBLIE COBLITUS.

CokpauweHus: F'MJIX — runeptpocdus mmokapaa nesoro xenynoyka, UMM — unpekc maccbl Muokapaa, PHA — papmoyactoTtHas abnaums, @I — dubpunnsums npea-
cepauin, CCCY — cuHapom cnabocTtu cuHycoBoro yana, XCH — xpoHuyeckas cepaeyHas HenoctatodHocTb, KM — anekTpokapamorpamma, 9KC — anekTpokapamocTu-

mynsitop, IxoKI — axokapauorpadus.
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Puc. 2. OKI naumnenta T.

IIpoBenmena TepBUYHAS WMILIAHTAIIUS IBYXKaMEPHOTO
snekTpoKapauoctumysTopa (3KC).

Bo BpeMs rocnuTtammsanuy no mgaHHBIM DxoKT
MOATBEPXAEHO Hanuuue BbIpaxeHHoW [JIXK (nHmekc
Maccel Muokapnaa 190 r/m?) 6e3 mpU3HAKOB OOCTPYK-
uy BeIBogHOTO otaena JIK (ITMKOBBIN TpagueHT 2 MM
PT.CT.), a TakKXe BBISIBJICHA OWJIATAIlAS JICBOTO IIpel-
cepmust (JIIT) (mHmexkcupoBaHHBI 00beM JIIT — 47 mi/
M?) — Kak HauboJsiee BepoOSATHAas MPUUYMHA PA3BUTUS
HPC. Pazutue I'JIZK He 6BITO CBSI3aHO ¢ MOBBIIIICHHOI
Harpy3Koil Ha MHOKapH (3HAYMMO¥ KJIaITaHHOM ITaTojI0-
TUH, apTePUATBHON TUIIEPTECH3NU, PETYISIPHBIX TPCHM-
pyoOIINX GU3NIESCKNX HATPy30K B aHAMHe3¢ He OBLIO).
s ucKiIoYeHus KOpOHApHOTO aTepoCKiIepo3a IPOBO-
IIach KOpoHaporpadus — MmopaxkxeHne KPYITHBIX COCY-
IIOB HE BBISIBJIICHO. I1py BHITTMCKE OBUIN PEKOMEHIOBAHBI
amuomapoH 200 mr/cyT., Bapdapus 6,25 mr/cyt., 6uco-
MIPOJION 2,5 MT/CYT., HECMOTPSI Ha PeTyISIpPHBIA IIpHeM
IIpernapaToB, MAIlMeHT MOCTEIICHHO CTaJ OTMeYaTh CHH-
JKEHHE TOJICPAHTHOCTHU K (PU3MIECKOI HAarpy3Ke.

Puc. 3. OxoKTI 6onbHoro T.

Mpumeyanne: A — Buayanusaums JDK no AAMHHON OCW M3 MapacTepHanbHOro
noctyna; B — nyxmepHoe n3obpaxeHne cepaua Ha YpoBHe 4 kamep 13 anvkab-
Hol moaviumm; B — nByxmepHas Buayanusauvs MK v npasoro npeacepans u3 anui-
KanbHOWM No3uuum.

Cokpatuenus: JDK — nesblii xenypouek, MK — npasbiii xenynodek.
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A B

Puc. 4. MonsapHble kapTbl gedopmaumm (Strain) n noctcuctonmyeckon aedop-
mauumn (Post-Systolic Strain) cermeHToB no cxeme “Obiumin a3’ v rnobanbHas
nedopmaums JX 6onbHoro T.

MpumevaHue: A — nonapHas kapta aedopmauumn (Strain) cerMeHToB No cxeme
“Oblunii rna3” u rnobanbHas pedopmauus JDK 6onbHoro T; B — nonsipHast kapTta
nocteucTonunyeckor fedopmayu (Post-Systolic Strain) cermenTtos JIK 6onbHoro T.
CokpaueHue: JDK — neBbiii Xenymoyek.

IMaumeHT paboTaeT JO3MMETPHUCTOM Ha XUMUIECCKOM
koMbuHate. 2KeHar, mMeeT J0Yb M ChiHA (OT OBYX Opa-
koB). CeMEHHBIN aHAMHE3 IO CEePACYHO-COCYIUCTHIM
3a00JICBaHUSAM OTATOIICH. BpemHbie MTPUBBEIYKU: KYPUT
B TeUeHHUE IMTEIbHOrOo BpeMeHHM (1/2 mayku/meHb).

IIpu ocMoOTpe: cOCTOSTHUE TTAaIlMeHTa YIOBJICTBOPH-
TEIbHOE, KOXHBIC TIOKPOBBI OOBIYHOI OKpacKm, 0e3 ma-
ToJIormYecknx m3MeHenuii. Poct 185 cMm, Bec 72 Kr, UH-
nekc Macchl Tena 21 kr/m2. TIpy aycKy/lsTauuy AbIXaHUe
BE3UKYJISIDHOE, XPUMBI He BHICAyIIMBamOTCI. YacTora
nbixanus 16 B MuH. SatO, — 98%. ToHBI cepalia SICHBIE,
aputMuaabie, YCC 90-94 yun./muH. JeduIUT Iyab-
ca — 4 yn./muH. ALl 125/70 MM pr.ct. Ilynmbcarus mepu-
deprueckux aprepmii coxpaHeHa. Pasmephl TieueHH 110
KypmoBy: 10X9%8 cm. CHUMIITOM MOKOJIAYMBAaHUS OTPH-
aTeNbHEIN ¢ 00enx cTopoH. IlepudepnaecKx OTeKOB
HET.

Ha »saextpokapamorpamme (BKI) mpu mocty-
mwiennn: OI1, YCC 87-98 yn./muH, npuzHaku [JIK
(puc. 2).

I[IpoBemeHB KOHCY/IBTALIMM OKYJINCTa, HEBPOJIOTa,
Hedpojiora — IaToJIOTUH He BHISIBIICHO.

ITo pesynbratam OxoKI BEIIBIIeHa auiaTamust 000-
ux npencepauit (o6sem JIIT 101 mu, 51,26 mi/m%; 06b-
eM IpaBoro npeacepaus 93 mi, 47,2 Mi/M2), yToJlLeHue
MexmpencepaHoit neperoponku. Crenku JIK yronme-
HBI. ToNIMHA MEXSKETyIOYKOBOM IIEPETOPOIKH B BEIBO-
mHOM otaene JIK B muactomy 19 MM, B cuctoy 19 mm.
WHnexc Macchl Muokapaa 214 r/m?. ®pakuus BuGpoca
JIK (B-pexxum) — 60%. Iunacronudeckas quc@yHKLIMS
(HeoIpeneIeHHBINM BapuaHT). [pagueHT naBlIeHUs B BbI-
BonHOM otaene JIZK B mokoe 5,79/2,47 MM pT.CT., TIpA
mpob6e BambcanbBer — 4,02/2,13 MM pr.cT. CBOOOITHAS
creHka mpasoro xenynouka (IT2K) runeprpodupoBana.
TommuHa cBobomHoit creHku 12K 9 MmMm. BripaxkenHas
TUTIepTPO (DU NAMMIIIPHBIX MBI (pHC. 3).

OxoKI' BBITIOJHEHO C MPUMEHEHUEM TEXHOJIOTUH
Speckle Tracking Imaging-2D Strain. OueHeHa miIo-
b6anpHasg medopmanusa U nedopMmanum Kaxmoro u3 18

Youme

B

Puc. 5. OueHka cuctonuyeckoin dyHkumm MK 60nbHOrO T. ¢ NOMOLLbIO TEXHONOT K
Speckle Tracking Imaging-2D Strain.

Mpumeuanune: A — TexHonorus Speckle Tracking Imaging. Mo6ansHas nedop-
Maums (Strain) MX B npogonbHOM HanpaeneHun; B — TpexmepHas Bu3yanusaums
B peasbHOM MacluTabe BpemeHu MXK 1 TpexmepHasi PEKOHCTPYKLMW €ro nosiocTy.
KpviBast nuumst 6enoro ugeta — rnobansHas aepopmaums MX. Kpusble xentoro,
rony6oro 1 3eneHoro Lugeta — aepopmauys cBoboaHoM cTeHku MX, kpyBble kpac-
HOrO, CMHEro 1 PO30BOro LBeTa — aedopmaLms NPaBoi YacTy MEXKENYA04KOBOM
neperopoaku. LiBeTHoe n3obpaxeHune [OCTYMHO B 3N1EKTPOHHO BEPCUM XypHana.
CokpaueHue: MK — npasblil Xenypoyek.

cermeHTOB JI2K B IIpOmobHOM HaIpaBiICHUN B CUCTONY
¥ B TICPUOI M30BOIIOMHYCCKOTO pacciiabneHust (puc. 4).

I'moGansHas pedpopmanust JIZK B cucToily CHUXXeHaA
1o -10,5% (ripu HopMe -18% B aGCOTIOTHBIX 3HAYECHUSX).
B Gonbmieit crenenu aedopmMalusi CHUXXKeHa B 0a3alib-
HBIX CEeTMECHTAaX, IPHUCYTCTBYET MX ITOCTCHCTOIMICCKAS
nedopmanms (puc. 4).

[Ipu olleHKEe CUCTOMMYECKOM (DYHKIIUH aHATH3MPO-
BaJlMCh BpalleHue u ckpyyuBaHue JIZK. BrisiBiaeHO Ha-
pylieHue pusroaornyeckoro BpaueHus JIK, a uMeHHo,
HaIlpaBJICHUE IBMKCHUS BEPXYIIKHU 10 YaCOBOM CTpEIKe.

[IpoBeneHa TpexMepHasl BU3yaIM3allis B pealbHOM
MacmTabe BpeMeHU M peKOHCTpyKuusi nojoctu JIII,
ollcHeHa nedopMalus B MPOMOJILHOM HamNpaBJIeHUU
¥ TI0 OKPYXHOCTU B Tiepuop Tpex das dpynkium JIIT.
3apeructpupoBaHo yBeamdeHne oobema JIIT (98 mur),
(dpaxuust Beiopoca JII 6bu1a cHukeHa (29%), cHIKEHMe
nedopmartum JIIT Bo Bce Tpu a3sl B IIpONOJIBFHOM Ha-
TIPaBJICHUH 1 TI0 OKPYKHOCTH.
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KITMHNYECKWE CNYHAN

Puc. 6. PekoHcTpykums JIM 1 yCTbeB NIeroYHbIX BEH.

OneHeHa cucronmueckass pynkums 12K ¢ momoripio
texHojmorunm Speckle Tracking Imaging-2D Strain
(puc. 5). Xotst ¢pakuus Beiopoca 12K coorBeTcTBOBA-
n1a HopMe — 50%, nedpopmanust 12K B mpomoibHOM Ha-
MIpaBJICHU OblIa CHIDKEHA. To ecTh y IMalreHTa nMesa
MECTO CKpBITasl CYOKIIMHUYECKAsT CUCTOJIMIECKas IHC-
dyukums 12K,

ITo maHHBIM TaOOPATOPHBIX TECTOB OTKIIOHCHUU OT
HOPMEI He BBISIBICHO. CKOPOCTh KIIYOOUKOBOI (PHITB-
tpauuu no dhopmyiae CKD-EPI =71 mun/mun/1,73 M2, o
dbopmyine MDRD =68 mi/mun/1,73 M2,

IIpenBaputenbHbiii guarHo3: Iuneprtpoduyeckas
KapauoMuoIriaTusi, HeoOcTpykTuBHast ¢opma. Ilepcu-
ctupytomiast popma DI1. CuHIpoM CITabOCT CHHYCOBO-
ro y3na 2 tuma. [lepBrudHass IMITIAaHTALIAS AByXKaMEPHOTO
DKC Sorin Espirt DR (21.06.2017). XpoHuueckast cepae4Hast
HemoctatouyHOCTh (XCH) II A, dyHKmoHanpHEI Kitace 1.

08.04.2020 BBITOJTHEHO BHYTPUCEPICUYHOE IJIEKTPO-
u3MoIOTHYECKOE NCCIICNOBAaHNE, a 3aTEM OIIePaTUBHOE
neuenne — CARTO pamnogacToTHas adaanvst SHOOKAp-
manbHeiii MAZE ¢ ucnonb3oBaHneM HedII00POCKO-
mMYecKoi HaBMTanmnmoHHOI cucrteMbl (EnSite Velocity)
(puc. 6). IlocaeonepallMOHHbBIA MMepuro MpoTeKan 6e3
OCJIOXKHEHUM, PETUCTPUPOBAJICS CHHYCOBBIN PUTM, WH-
tepBast PQ 120 mc (puc. 7).

C y49€TOM 3XOCKOIIMYECKON CTPYKTYpPhl MUOKapma
n Kopotkoro OxoKI-anmamuesa I'JIK (¢ 2014r), a tak-
XKe TIOSIBJICHMS OoJiee paHHMX m3MeHeHU Ha DKI (aMm-
mmTynHbix Kputepues I'JIXK), onHol 13 o06CcyKaaeMbIx
MIPUYNH TUNEPTPO(PHUISCKON KapIMOMHUONATHN OBIIa
60JIe3Hb HAKOIUICHUSI. Bo BpeMsI TOCITUTATU3aIUN B3SITHI
mpo0OkI KpoBu Ha B® MeTomoM cyxoro msITHa.

ITocne BEIMMCKM W3 CTAallMOHApa MAIMEeHT IIPOIOJI-
KW IPUEM aHTHApUTMUYECKOit (coTtamon 160 mr/cyr.)
W aHTUKOATYISTHTHOH (puBapokcabaH 20 Mr/cyT.) Tepa-
mu, Teparm XCH (cmupoHonakToH 50 Mr/cyT.).

Puc. 7. 3KT nauueHTa T. B nocneonepaumoHHbIii Nepuoga,.

ITo pesympraTamM (hepMEHTHOTO aHaIM3a METOIOM
TaHIEeMHOM Macc-CIEeKTPOMETPHUU BEISIBICHO DPE3KOE
cHmXeHne aktuBHocTH a-Gal A — 0,03 MKMoOIb/n/4
(mopma 0,80-15,00 MKMOITB/71/4), a TaKKe TTOBBIIIICHHAST
koHneHTpanus Lyso-GB3 — 95,18 ur/min (sopma 0,05-
3,0 ur/™Mia). IIpoBeneHO MONEKYISIPHO-TEHETUUECKOE
HCccliefoBaHUEe 00pa3oB KPOBU. MeTOOOM IIPSIMOTO
aBTOMATUYECKOTO CeKBeHMpOBaHMS reHa GLA OBLT BHI-
SIBJICH BapWaHT HYKJIEOTUIHOM IIOCIEIOBATEIBHOCTH
¢.1229 C>T, npuBogsmmii K 3ameHe p.Thr4101le B re-
MHU3UTOTHOM COCTOSTHWM, ONMCAHHBIA B MEXIYHAPO-
HOIT 6a3e maHHBIX Mo MmyranusM HGMD (CM118194).
YuuTteiBasg KIMHUICCKUE TIPOSIBICHUS, a TaKKe OMOXH-
MHWYECKHE U MOJIEKYJISIPHO-TeHeTUICCKIE TaHHBIC, Ia-
LUEHTY OBbLI YCTAaHOBJIEH KIMHWYECKUI nuarHo3: bd,
Kapauojorndeckuii eHorut. Ilepcuctupyiomast op-
ma ®IT (EHRA 2, CHA,DS,-VASc 1, HAS-BLED 0).
CARTO panuouacTtoTHag abjanus 3HIOKapAUaTbHBIN
MAZE (08.04.2020). CuHOpoM c1aboCTH CHHYCOBO-
ro y3na 2 tuma. [lepBUyHass MMIUTAHTAUS IBYXKaMep-
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Horo DKC Sorin Espirt DR (21.06.2017). XCH 1I A,
¢dyHKUMOHANBHBIHM Kiacc 11.

IIpoBeneHO MeIUKO-TeHETUUECKOE KOHCYIBTUPOBA-
HHUE, aHaJIn3 ponocioBHOM. O0caemoBaHue ¢ UCIIOIb30-
BaHMEM OMOXMMHUYCCKNX W MOJICKYISIPHO-TEHETIIECKIX
TECTOB POMHOI CecTphl MAaIlMeHTa U ABYX €€ mouepeii,
HEe MMEIOIINX Ha MOMEHT OOCIIeIOBAaHUS XKalo0, TaKXKe
rmoaTBepnwiio y Hux Hamnmune b®. Ob6cienoBaHme Heco-
BEPIIICHHOJICTHE HOUYepH IMAlliCHTa HEe ITPOBOIMIIOCH,
ObLIa IIpOBeIeHa Oecena ¢ pOIUTEIIMU O BaXKHOCTH THA-
THOCTHKM 3a00JICBaHUSI, OMHAKO MaTh modepu (ee odu-
IMATBHBINA OTIEKYH IIOCJIe pa3Boma) ObUIa IIPOTUB U IO~
mcajaa MHGOPMHUPOBAHHEINA OTKA3 OT MOJICKY/ISIPHO-TE-
HETUIECKOTO MCCICIOBAHMS.

IMaumeHT BKIIIOYEH B PETHMOHAIBHBIN IIepeUeHb Pel-
KHX 3a00JIeBaHMIT ¥ B HACTOSIIEe BpeMs ITOIyJaeT (ep-
MEHTHYIO 3aMellalllylo Tepanuilo peKOMOWHAHTHBIM
npenapaToM Arajacuaasa 6era.

OGcyxpeHne

Haxkormurenre mmMKOCHUHTONNITAIOB B KIETKAX CEPI-
IIa Ha9MHaeTcs emé B paHHeM Bo3pacte. Ha panHei
(acMMNOTOMHO) cTaauu HAOJI0JAIOTCSI U3BMEHEHUS Ha
OKI: usmeHeHus mimHBI MHTEepBaioB PQ n PR, Opa-
IVKapousl B ITOKoe, Mo maHHBIM DXoKI — HapymeHne
nractoiandeckoro HamoaHenus JIXK [1]. 3aTteM nipu mpo-
BenedHuu DxoKI Beigsngrorca 'MJIK 6e3 kakux-a1mbdo
KJIMHWYECKNUX MPOSABICHUN [4, 6]. YXe mo3mHue Impo-
spreHus: npusHaku XCH, manudecranus HPC (PI1,
XKeJIyoouKoBasl TaxXWKapOusd), BHeE3aIllHAs cepacdHas
cMepTh. JaHnHble pu3Haku orMmevaiorcs y 40-60% na-
muenToB ¢ b [1, 2].

B mipencraBieHHOM ciydae HaOJromaeTcss 0eCCUMITTOM-
HOe TedeHue 3abojieBaHUs 10 46 jeT U MaHMbecTalus
6omesnn B Bume HPC. Xots mamenennst Ha DK (amromm-
tynable kKputepuu ['MJIK mokymenTtupoBanbl ¢ 2012r)
n OxoKI' (mpuznaku I'JIK peructpupoBammchk ¢ 2014r)
B paMKax AVCIaHCePU3alNi BRISIBISUINCH U paHee, OmHa-
KO JAJIbHEMIINI TUATHOCTUYECKUIA IIOMCK B OTHOIIECHUN
STUOJIOTUY JAHHBIX N3MEHECHUA He TTPOBOIIICS.

Kapmuonormaeckuit herornn b® mmeeT mo3mHee Ha-
yaJi0 (ITocjIe CpemHero Bo3pacTa), 0e3 KaKMX-JIM0O0 IPYTUX
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Tak, y maumenToB ¢ I'MJI2K HesICHOIT 3THMOJIOTUM 1ieJie-
coobGpasHo uckimouats b® [8, 9].
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3aknioyeHme
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