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Pesiome. BonectTa Ha AHgepcoH-Pabpu e psiako reHeTMYHO 3abonsiBaHe Ha HaTPyNBaHETo, NpeaaBaHo Ypes X-xpomo3omara ¢
MHOXeCTBO MPOSIBY OT PasnuyHu opraHn u cuctemu. [lebrota Ha 3abonsiBaHeTo 0OWMKHOBEHO € B AETCKA Bb3pacT KaTo
onpegenswy 3a KNMHUYHUS XO4 W MPOrHO3a ca 3acsiraHeTo Ha cbple, 6bOpeun n Mo3bk. CbpAeUHOTO 3acsraHe ce
13pa3siBa B Pa3BUTIE HA XMNEPTPOdMYHA KapaNOMUONaTHs, MPOBOAHN HapYLLEHNs!, NO-psiaka U3siBa Ca KnarnHuTe 3acs-
raHus. Cpep naumeHTuTe ¢ xunepTpodunyHa kapamomuonatus okosno 0,5-1% ce gbmkat Ha 6onectTa Ha Anderson-Fabry.
[MpencTaBsme KMMHUYEH Cydan Ha MbX, AuarHoctuumpaH ¢ bonect Ha AHgepcoH-®abpu no nosog 6bp3a nporpecust
Ha 6bOpeyHo 3abonsiBaHe, JOBENO [0 kpaeH CTaauii Ha 6bOpeYHa HeJoCTaTbYHOCT M HANOXWUMIO ANanU3HO NeYeHwe,
MO3BYHO-CbOBW MHLUMAEHTW U XunepTpocniHa kapavomuonatus. Ipn naumeHTa e ycneluHo npoeegeHa 6b6peyHa
TpaHCnnaHTaLus, npunaraHo € CUCTEMHO EH3MMO-3aMeCTBALLO NTeYeHIe, HO BLMPEKW TOBA CbPAEYHOTO yBpeXaaHe npo-
rpecupa, HanoXumno NoCTaBSHETO Ha UMMNNaHTUpyeM kapanosepTep fedubpunatop (ICD) n M3BbpLUBAHE Ha ankoxonHa
cenTanHa abnauus Ha MbpBU CENTaneH KNoH, Nopaau BUCOK NOAKNaNeH rpagueHT.

Kntouosu gymu:  GonecT Ha AHgepchH-Gabpu, XunepTpodhuyHa kapauoMUonaTIs, CenTanHa ankoxonHa aénauus
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Abstract. Anderson-Fabry disease is a hereditary, X-linked disorder with multiorgan impairment. The debut of the disease is
usually in childhood, the clinical course and the prognosis are determined by the degree of the heart, kidney and brain
dysfunction. Cardiac involvement includes the development of hypertrophic cardiomyopathy, conduction disorders and
less common - valvular disease. Among patients with hypertrophic cardiomyopathy, about 0.5-1% are due to Anderson-
Fabry disease. We present a clinical case of a man diagnosed with Anderson-Fabry disease, the clinical suspicion of
which was raised based on rapid progression of renal disease, lead to end-stage kidney failure, cerebrovascular disease,
and hypertrophic cardiomyopathy. The patient underwent a successful kidney transplantation, and systemic treatment with
enzyme replacement therapy, but despite this, the cardiac involvement progressed, necessitating the placement of an ICD
and alcohol septal ablation of the first septal branch due to a severe subvalvular gradient.

Key words: Anderson-Fabry disease, hypertrophic cardiomyopathy, septal alcohol ablation, ICD

Address
forcorrespondence: Maria Dimova, MD, e-mail: mdimovabg@yahoo.fr

This is an open access article distributed under the terms of the Creative Commons Attribution License (CC BY 4.0), which permits unrestricted
use, distribution, and reproduction in any medium, provided the original author and source are credited.



Psabk KNMHWYEH crny4dar Ha ankoxofiHa cenTasnHa abnauus...

103

BbBEOQEHMUE

Bonectta Ha Anderson-Fabry e HacneactseHo,
X-CBbp3aHO, NPOrpecmMBHO, MYNTUCUCTEMHO NM3030M-
HO 3abofsiBaHe Ha HaTpynBaHETO, Ab/KAaWo ce Ha
mMyTaumm B GLA reHa [1], KonTo Kogmnpa npon3BoaCcTBo-
TO Ha eH3MMma anda-ranaktosvgasa A, pasrpaxgaly
MeXOUHEH cybcTpaT Ha MMUKOCHOUHIONUMUAHUSA Me-
TabonnsbMm, No-To4HO rmoboTpuaosunuepammg (Gb3).
Vima MHOrobporiHum MyTaumm Ha reHa, Kouto BogsaT go
HenpaBuITHO (PYHKLUMOHMPAHE Ha eH3MMa W Brocnea-
CTBWE — YBEINUYEHO KONMMYECTBO Ha HepasrpageH Mex-
anHeH metabonut Gb3 [2].

MbpBUTE CMMNTOMW Ce NOsIBABAT B paHHa AeTcka
Bb3pacT M Nporpecupar B OHOLLEeCKa 1 Mraga Bb3pacT
00 KIMHWYHM NposiBY, n3nckealLm nedverue [3]. ima ase
OCHOBHM hopMM Ha 3abonsaBaHETO — Krnacumyecku e-
HOTWM, C NO-Manko oT 5% akTMBHOCT Ha eHsuma GLA
W paHHa nosiea Ha CUMMTOMMUTE U HEKIMacu4eckn eHo-
TMN ¢ noseye oT 5% aKTMBHOCT M CUMMTOMM, MPOSABSI-
BalLM ce npe3 TPETOTO M YETBbPTOTO AECETUrETUE Ha
XunBoTa [4]. HaBpeMeHHOTO pa3no3HaBaHe Ha CUMMTO-
MUTE U ONarHOCTULMPAHETO Ha NauMeHTUTE B PaHEH
CTaui, Korato MPOMEHUTE ca NOTEHLMANHo obpaTnmu,
€ OT KIN4YoBO 3HadeHue 3a nporHosaTta [3]. YectoTarta
Ha knacuyeckara dopma e 1 Ha 117 000 B obwiata no-
nynauust unn 1 Ha 40 000 npu mbxeTte [2]. OctaBeHu
6e3 neveHne, MpxeTe nmat npubnuantenHo 20 roguHu
no-marika NPOAbIMKUTENHOCT Ha »KMBOTa OT OOLLOTO Ha-
cernenne, a xenute 10-15 roguHun no-manko [5].

PerynsapHoTo npocnegsiBaHe M eH3MMO3aMecTu-
TENHOTO JleYeHne Ha naumeHTuTe ¢ 6onect Ha Pabpu
B bbnrapus, ce pvkoBoan oT ,HaumoHaneH ekcnepTeH
LeHTbp 3a bonecTt Ha Pabpu“. Pa3paboTeH e Ha Obn-
rapcku esuk cuctemartumanpaH ,KoHceHcyc 3a amnarHo-
CTMKa, npocregsBaHe U NeyeHne Ha naumeHTu ¢ 6o-
nect Ha ®abpu” [6].

OMNUCAHMUE HA KINIMHUYEH CNYYAH

MpencrtaBsame criyyas Ha MbX, kKoMTo KbM 2010 T.
€ Ha 37 roguHun, Korato € XocnuTtanuampaH B Kapamo-
MIOrMYHA KIMHMKA CbC CUMMTOMW Ha aHrMHa MeKTopuc
N puUCKOBM hakTopu TIOTIOHOMYLLEHE W apTepuarnHa
xunepToHusi. HanpaBeHa e kopoHaporpadusi, KOSTO
He nokas3Ba OOCTpPyKTMBHA KOpoOHapHa OomnecT, HO e
nocTaBeHa AmarHosa xunepTpoduyHa Kapavomuona-
Tnsl. 3a MbPBY MbT € YCTaHOBEHa HapyLleHa 6LopeyHa
dyHKUMS ¢ HMBO Ha KpeaTuHuH 188 pmol/l, eGFR 37
ml/min. Yetupn meceua Mo-KbCHO, MOPagM BHE3arnHo
nosisuna ce 6ubpevHa AnsapTpms U KOOPAMHALMOHHU
HapyLleHNs1, € XOCNUTanM3MpaH B HEBPOOrMYHa Knu-
HMKa, KaTO MarHUTHUSIT PE30HaHC NoKasBa Marsku 30HU
Ha XWMEPUHTEH3NTET Ha 6ANOTO MO3BYHO BELLECTBO,
KOETO MOXe [a ce OAbIMKM Ha OCTPU eMOOMNYHN CbO0BU

INTRODUCTION

Anderson-Fabry disease is a hereditary, X-linked,
progressive, multisystem lysosomal storage disorder
due to mutations in the GLA gene [1]. This gene en-
codes the production of the enzyme alpha-galactosi-
dase A, which breaks down an intermediate substrate
of glycosphingolipid metabolism called globotriaosyl-
ceramide (Gb3). There are numerous mutations of the
gene leading to malfunction of the enzyme and subse-
quently increased amount of not degraded intermedi-
ate metabolite Gb3 [2].

First symptoms of the disease appear during ear-
ly childhood. It progresses in adolescence and young
adulthood to clinical manifestations that require treat-
ment [3]. There are two main forms of the disease —
classical phenotype, with less than 5% of activity and
early in life onset of symptoms and non-classic phe-
notype with more than 5% activity of the enzyme GLA
and symptoms evident in third and fourth decade of life
[4] Timely recognition of symptoms and diagnosis of
patients in early stages, when the changes are poten-
tially reversible is of great importance for the progno-
sis of patients [3]. The incidence of classic form is 1
in 117,000 in the general population or 1 in 40,000 in
men [2].

Left untreated, men have approximately 20 years
less life expectancy than the general population and
women 10-15 years less life expectancy [5].

The regular follow-up and enzyme replacement
treatment of patients with Fabry disease in Bulgaria
is managed by the “National Expert Center for Fabry
Disease”. A detailed and systematic “Consensus for di-
agnosis, follow-up and treatment of patients with Fabry
disease” has been developed in Bulgarian [6].

CLINICAL CASE

Here we present a case of a man, 37 years old in
2010 when he was admitted in Cardiology Clinic with
symptoms of angina pectoris and risk factors of smok-
ing and arterial hypertension. Coronary angiography
was performed, revealing no coronary obstructive
disease but the diagnosis of Hypertrophic cardiomy-
opathy was set. Renal function was for the first time
detected to be impaired, creatinine level 188 pkmol/l,
eGFR 37 ml/min. Four months later due to dysarthria
and coordination disturbances of sudden onset he
was hospitalized in Neurology clinic and the cerebral
magnetic resonance imaging showed small areas of
hyperintensity in the white matter that could be due
to either acute embolic vascular accidents or demye-
linating process. His family history is significant of his
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WHUMOEHTU UN Ha AeMUenuHM3npaL npouec. Pamun-
HaTa aHaMHe3a paskpvBa BHe3arnHa CbpAevHa CMbpT
Ha Mankarta Ha 35-roguwiHa Bb3pact. [1pes cneasalumte
rogvHM MauMeHTLT He e NpocneasiBaH, He e n3sicHasiBa-
Ha npuynHaTta 3a 6bLOPeYHOTO yBpEeXadaHe, He e u3cnen-
BaHa npoteunHypus. [Npe3 2016 . ce npeacTass B KpaeH
cTtagmn Ha 6L6peyHo 3abonsiBaHe, NokasaH 3a AuanunsHo
neveHve. ToraBa e HanpaBeH eH3UMEH TecT 3a bonec-
TTa Ha AHgepcbH-Pabpu 1 pe3ynTaTbT € NONMOXUTENEH.
[eHETUYHNAT TECT MOTBbpPXKAABa AuarHosata. Pesynra-
TbT e cnegHuaT: Lyso Gb3 44,7 ng/ml (pedepeHTeH <
1,8 ng/ml), anda-ranakrosmgasa 0,2 ymol/l/h (ped. > 2,6
pmol/l/h), GLA — xomoaurotHa myTtaums ¢.491T > G (pVal
164 Gly). MNaumMeHTbT € Ha pPeqoBHU AManuM3HN npoLe-
AypW, a eH3nMHa 3aMecTuTeNnHa Tepanusi 3a bonecT Ha
Anderson-Fabry e ctaptupaHa npes aBryct 2016 .

Exokapavorpacusata, paskpuBa m3paseHa neBoka-
MepHa XxMnepTpodms, 3acsarallia BCUYKU CTEHUN Ha nsiBaTa
kamepa, aebenuHata Ha centyma e 18 mm. Habntogaea
ce xvneptpodus M Ha ceobogHaTa CTeHa Ha gscHaTa
Kamepa — 7 mm, ,3bpHUCTa“ CTPYKTYpa Ha Muokapaa v
nexkocreneHHa mutpanHa peryprutaums. EKI n exokap-
anorpadusita ca nokasaHu Ha cur. 1 n cowur. 2.

Mpe3 mapT 2017 r. ycnewHo e ocbllecTBeHa OLO-
peyHa TpaHcnnaHTaumsi OT pPoACTBEH OMnM3bK. [auuneH-
TbT NpOAbIDKaBa €H3MMO3aMecTBallata Cu Tepanus,
©eTa-bnokep 1 nevyeHne No NPOTOKON 3a OpraHHa TPaHC-
nnaHTaums.

[MeT rogMHM NO-KbCHO MaUMEHTBLT ce NpeacTaBs C
OnnakBaHUs OT CBETOBBbPTEX U cbpuebueHe. Mpu du-
3uKanHus nperneq ce ycTaHoOBsiIBa CUCTONMYEH peryp-
rMTaLVOHEH WyM 4/6 Ha Bbpxa Ha CbpLETo C upagua-

mother’s pass suddenly at the age of 35. In the follow-
ing years the patient was lost to follow-up, until 2016
when he presented with an end stage renal disease in-
dicated for dialysis treatment. At that time, he was test-
ed for Anderson-Fabry disease with an enzyme assay,
and the result turned out positive. The genetic test con-
firmed the diagnosis. The results were as follows: Lyso
Gb3 44.7 ng/ml (reference < 1,8 ng/ml), alfa-galactosi-
dase 0.2 ymol/l/h (ref. > 2.6 uymol/l/h), GLA — homozy-
gous mutation ¢.491T > G (pVal 164Gly). The patient
was started on regular dialysis procedures and enzyme
replacement therapy for Anderson-Fabry disease was
commenced in August 2016.

Echocardiography revealed marked left ventricu-
lar hypertrophy affecting all walls of the left ventricle,
the septum thickness was 18 mm. There was also
hypertrophy of the right ventricular free wall — 7 mm,
“granular” structure of the myocardium and mild mitral
regurgitation. The ECG and the echocardiography are
shown in Fig. 1 and Fig. 2.

A kidney transplantation from the patient’s relative
was successfully carried out in March 2017. The pa-
tient continued with the enzyme replacement therapy,
beta-blocker and additional treatment according to the
protocol for transplantation.

Five years later the patient presented with dizzi-
ness and palpitations. The physical exam revealed
systolic regurgitant murmur 4/6 at the apex of the
heart with propagation to the left axilla. Echocardio-
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®ur. 1. EKI Ha naumneHTa npes 2016 r. — CMHYCOB pUTBLM, BOM-
TaxHu kputepumn 3a JIKX, NMNXB, abnboku T-BbMHU B NPEKOpAu-
anHuTe OTBEXAaHWs; HanNn4Yne Ha NpeacbpAHN eKCTPacUCTonu ¢
abepaHTHO NpoBeXxadaHe, KakTo M Ha kamepHa ekcTpacucTona

Fig. 1. ECG of the patient with Anderson-Fabry disease in 2016 —
signs for left ventricular hypertrophy, left anterior fascicular block,
deep negative T-waves in the precordial leads, ventricular extra
beat and supraventricular extra beats with aberrant conduction

®ur. 2. Exokapgurorpadusa 2016 r., AeMOHCTpuMpaLLa n3paseHa xunepT-
podusi Ha cenTyMm, natepanHa cTeHa Ha NnsiBata kamepa v cBoboaHa
CTeHa Ha gscHata kamepa — XKMI

Fig. 2. Echocardiography of the patient 2016, showing hypertrophy
of the interventricular septum — up to 18mm, lateral wall of the left
ventricle, hypertrophy of the right ventricle
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unst KbM nisiBa akcuna. Exokapavorpadumsata otkpusa
BMCOKOCTENEHEH noaknaneH rpagneHT — pV — 4,88 m/s,
PG 95 mm Hg (dwur. 3), cUCTONHO ABMXEHME Ha npea-
HOTO MuUTpanHo nnatHo (SAM) n ymepeHa KbM Texka
MUTpasiHa peryprutaums ¢ gunatmpaHo nsiBo Npeachp-
ane — 43 ml/m? (dur. 4, hitps://10.3897/bgcardio.31.
e149169.suppl.1). debennHata Ha ngBata kamepa e
yBENuM4eHa B CpaBHEHWEe C NpeaxogHOTO u3cnenBaHe
— po 30 mm 3a mexaykamepHata nperpaga. Enusogm
Ha HENPOABLIMKUTENHA KaMepHa Taxukapausa ca peruc-
TpupaHu Ha 24-yacos EKI™ 3anuc (dur. 5). BrbpeyHaTa
YHKUMA Np €3 roAnHUTE € HopMariHa, HUBaTa Ha Kpe-
aTUHWH ca ctabunHm — 130 umol/l n eGFR 52 ml/min.
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®dur. 3. Exokapgunorpadus, AemoHCTpupalla yBenuyeH nogknaneH
rpagueHT npes 2022 .

Fig. 3. Echocardiography with increased subvalvular gradient,
performed in 2022

graphy detected a severe subvalvular gradient — 4,88
m/s PG 95 mm Hg (Fig. 3), systolic anterior motion of
the anterior mitral leaflet and moderate to severe mi-
tral regurgitation with dilated left atrium — 43 ml/m? (Fig.
4, https://10.3897/bgcardio.31.e149169.suppl.1). The
thickness of the left ventricle was increased compared
to the previous exam, up to 30 mm for the interventricu-
lar septum. Episodes of unsustained ventricular tachy-
cardia were recorded on a 24-hour ECG recording (Fig.
5). The kidney function remained normal during the
years, creatinine levels were stable — 130 ymol/l and
eGFR 52 ml/min.
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®dur. 4. Exokapgunorpadus, 4eMOHCTpMpaLLa CUCTONHO
nBwkeHve Hanpep (SAM) Ha npegHO MuTpanHo nnatHo 2022 r.

Fig. 4. Echocardiography with SAM, performed in 2022
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®dur. 5. Ennsoa Ha kamepHa Taxukapaus npu 24-vyacos EKI™ 3anuc 2022 r.

Fig. 5. Episode of VT on 24-hour ECG recording, performed in 2022
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KankynvpaHmaT puck 3a BHe3anHa CbpAaevHa
CMBPT 3a 5 roguHu npu xuneptpoduryHa Kapgmomu-
onatusa (HCM puck SCD) e 14,1% un TpsbBa aa ce nma
npensua MocTaBsHE Ha WMNMIAHTUPYEM KapauoBep-
Tep pedmbpunatop (ICD) [7] (tabn. 1). PeweHuneto
Ha MYNTUAMCLMNIMHAPHUS €KUM, BKIOYBALY, KIUHWY-
HU Kapauonoswu, MHBa3vBEeH Kapguonor u Hedporor
OT KomucusiTa no 6onectra Ha Anderson-Fabry, e ye
nauneHTbT € nokasaH 3a nMmnnaHtTupaHe Ha ICD kaTto
nbpBuYHa npeseHums Ha BCC n 3a ankoxonHa abna-
LMS KaTo cregpalla CTbrka ¢ Len HamanssaHe Ha ge-
fenvHa Ha MexaykaMepHWsi CEMTYM W rpagveHTa Ha
N3XOOHUSA TPaKT Ha nsiBaTa kamepa.

AMP Ha cbpueTo 0e3 m3non3BaHe Ha KOHTpaAcT
npeguv npouegypaTta e cbC crnegHus aHanms: T1 Bpe-
METO 3a pernakcauusi B MMoKapga Ha nsisata kamepa
Bapupa — npeaumMHo B 6asanHuTe cermeHTn Ha nsaearta
Kamepa ce OTKpUBaT OrpaHU4eHu y4acTblM CbC CKb-
ceHo T1 Bpeme 3a penakcauus (850 ms) B pesynrtar
BEPOSTHO Ha HanuuMe Ha MasHVHUW; B AbnboYMHa Ha
MuoKapga, npeaMMHo no ceobogHaTta CTeHa Ha nssara
Kamepa cpefHo ca Hanuue NeTHUCTU yYacTbLu C Bapu-
paLlo yabimkeHo T1 Bpeme 3a penakcaums (1120-1200
ms) — 30HM Ha ¢mbposa. HabnogaeaTt ce gereHepa-
TMBHM MPOMEHM B MriatHaTa Ha MuTpanHaTta knamna c
MUTpanHa uHcymLmeHums.

Mpe3 gekemBpu 2022 1. ycrnewHo 6elle nMmnnaHTu-
paH ICD Medtronic Mirro MRID DDD. Ha BTopu etan
npe3 siHyapy 2023 r. Gelwe wm3BbpLIEHA anKkoxosiHa
abnauusi Ha NbpBW cenTarneH KMoH — BbBeAEH N0 BodaY
6anoH OTW — 1.5/6 mm, BnpbckaHu obwo 2 ml anko-
xon. U aBete npouenypv ca nposegexHn 8 YMBAIJT ,Cs.

Hypertrophic cardiomyopathy risk-sudden cardiac
death (HCM risk SCD) score turned out to be 14,1%,
and in those cases ICD should be considered [6] (Ta-
ble 1). The decision of the multidisciplinary team, in-
cluding clinical cardiologists, invasive cardiologist and
nephrologist from the Anderson-Fabry disease com-
mittee stated that the patient was indicated for ICD
implantation as a primary prevention for SCD and for
alcohol septal ablation as a next step in order to dimin-
ish the septal thickness and the outflow tract gradient.

Cardiac MRI, performed without contrast, pre-
ceding the procedure showed as follows: The T1 re-
laxation time in the myocardium of the left ventricle
varies: mainly in the basal segments of the left ven-
tricle, limited areas with a shortened T1 relaxation
time (850 ms) were found, probably as a result of the
presence of excessive fat; in the depth of the myo-
cardium, there were spotted areas with varying pro-
longed T1 relaxation time (1120-1200 ms) — areas of
fibrosis. There were degenerative changes of mitral
leaflets as well.

In December 2022, ICD was successfully implant-
ed — Mirro MRI DR/DDD (Medtronic Inc, Minneapolis,
MN, USA). Alcohol ablation of first septal branch was
performed in January 2023. OTW balloon |.5/6 mm was
used, and the volume of alcohol introduced in the first
septal branch was 2 ml. Both procedures were per-
formed in “Sveta Anna” University Hospital — Sofia. The

Ta6bnuua 1. CTOMHOCTM Ha Noka3aTenuTte B Kankynaropa 3a puck ot BCC npu naumeHTn ¢ XKM [6]
Table 1. HCM-SCD risk calculator and the values of the patient with Anderson-Fabry disease [6]

Mokasarten CToMrHOCT
Risk Factor Value
Bb3pact

49 roanHn
Age
MakcumanHa gebenvHa Ha MexaykamepHaTa nperpaga 30

mm

Maximum LV wall thickness
Pa3amep Ha nsBoTo npeacwpave

52 mm
Left atrial size
LVOT rpagmeHT

95,5 mm Hg
LVOT gradient
damunnHa aHamHesa 3a BCC

Oa /I Yes
Family history of SCD
HenpogbrmxkutenHu KT

Oa /I Yes
Non-sustained VT
HeobsicHum cuHkon

He // No
Unexplained syncope
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AHHa"— Codousi. MogknanHUAT rpagueHT crieq abnaum-
saTa e HamaneH — pV 1,75 m/s, PG 12,3 mm Hg. Npn
nocneaealLmTe exokapavorpadckn nscrnenBaHus rpa-
OWEeHTBLT OCTaBa B TO3M AuanasoH, pasMepbT Ha NABOTO
npeacbpane e 3Ha4MmMo HamarneH (4o 24,6 ml/m?), kakto
W MuTpanHara peryprutauus (cur. 6, cur. 7). Mo Bpeme
W cnepn MHBa3WBHUTE MpoLEeaypy He ca pernctpupaHm
PUTBMHU 1 NPOBOAHM HapYLUEHWsI NPy NalmeHTa.

MaumMeHTbT MMa Obluepsi, YANTO reHEeTUYEH TecT
noTBbPAM cblata mytaums Ha GLA reH. Tbi kato T4
e ,Mo3aevyHa“ popma Ha reHuTe B X-xpomosomara 1
1“Ma U3BECTHa eH3MMHa akTuBHoCT Ha Gb3, gocera He
ce Habntogaeart npusHaum Ha 6b06peyHa unm cepaeyHa
ancdpyHkums. MommnyeTo e nog, CTPUKTHO HabnoaeHne
3a HeobxoOUMOCT OT 3ano4vBaHe Ha EH3UMO3aMecTu-
TenHa Tepanus.

KbM MOMeHTa nauueHTsT ce YyBCTBa Aobpe, HAMa
npusHauM Ha OWUCMIHEs, CBETOBBbPTEX UK cbpLebue-
He. Ton e coumanHo akTmMBeH, paboTocnocobeH, yn-
pakHsiBa npodhecmsita CM Ha aBTOMOHTBOP.

®dur. 6. Exokapanorpadus 8 meceua cnef nposeaeHaTa ankoxosnHa
abnauus, HamaneH WHOeKcupaH obem Ha nsBOTO MNpeacbpave —
24,6ml/m?

Fig. 6. Echocardiography 8 months after the alcohol ablation, showing

diminished LA size — 24,6 ml/m?

OBCBHXAOAHE

MpenctaBeH e NauMeHT C PSOKO FeHETUYHO 3abo-
nsiBaHe, Npy KONTO GLOPEYHUTE, CbPAEYHUTE U MO3bY-
HOCBLOOBUTE CUMMMNTOMW ca Bogeww. PasnpocTtpaHe-
HMETO Ha neBokamepHa xuneptpodwus npu GornecTTa
Ha Anderson-Fabry HapacTBa ¢ Bb3pactta — 37% nop
40-rognwHa Bb3pacT 1 79% Hapg Ta3m Bb3pacT [8]. Cpen
naumMeHTUTe C XnnepTpodmnyHa KapamoMmonaTnusa okono
0,5-1% ce gbmxat Ha 6onecTtTta Ha Anderson-Fabry [4].
Mpun Hawwma NaumeHT xunepTpodusTa Ha nsasara kame-
pa HapacHa C BPpeMETO, BbMPEKN Ye naumeHTsT 6e 3a-
noyHan eH3umo3amecTBalla Tepanus. BeposaTHo ToBa

subvalvular gradient after the ablation was decreased
—pV 1,77 m/s, PG 12,6 mm Hg. In the follow-up echo-
cardiography exams, the gradient stayed at that range,
the left atrial size diminished — 24,6 ml/m?, and so did
the mitral regurgitation (Fig. 6, Fig. 7). There was no
rhythm or conducting disturbances during or after the
invasive procedures.

The patient has a daughter, whose genetic test con-
firmed the same mutation of the GLA gene. As she has
a “mosaic” form of the genes in the X-chromosome,
she has some enzyme activity of Gb3, and no signs of
kidney or heart dysfunction have been observed so far.
She is under watchful regular exams for the need of
starting enzyme-replacement therapy.

At present, the patient is doing well, with no signs
of dyspnea, dizziness or palpitation. He is socially ac-
tive, currently occupied as a car mechanic.

Canon

®dur. 7. Exokapguorpadus, 8 Mecela crief, ankoxonHarta abnauus,
nokasealla 3agbpXKaHeTo Ha peayunpaHus nogknaneH rpagueHT

Fig. 7. The subvalvular gradient 8 months after the alcohol ablation

DiscussION

Here we presented a case of a patient with a rare
genetic disorder with kidney, heart and cerebrovas-
cular symptoms. The prevalence of left ventricular
hypertrophy in Anderson-Fabry disease increases
with age — 37% below 40 years of age and reach-
ing 79% thereafter [7]. Among patients with hypertro-
phic cardiomyopathy around 0,5-1% is attributed to
the Anderson-Fabry disease [4]. In our patient the left
ventricular hypertrophy worsened with time, although
the patient was started with enzyme replacement
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€ CNneAcTBMe OT KbCHOTO AMarHoCTMUMpaHe Ha 3abonsi-
BaHETO N KbCHOTO 3arno4yBaHe Ha eH3MMHaTa 3aMecTu-
TenHa Tepanus. [pyro Bb3MOXHO 00sicHeHMe 6y Morno
4a e, CbMbTCTBaLLAa MyTauuMs M 3a Krnacudeckara cap-
KoMepHa popMa Ha xmnepTpodmyHa kapanoMmonaTtus,
3a KOATO NaumMeHTLT He e u3creasaH. Lo ce oTHacsa o
Hackopo ogobpeHoTo cneundunyHo neyerHne 3a HCM —
MWO3MHOBU MHXMBUTOPKU, mavacamten — nunceaTt AaH-
HY 3a ynotpebata um npu naumeHTn ¢ Anderson-Fabry un
KbM MOMEHTa He ce NpernopbyBaT 3a fieYeHne npu Tesm
naumenTn [9, 10]. Bbnpekn ye HCM puck SCD ckop He
e BanuaupaH npu naumeHTtn ¢ Anderson-Fabry, cunTa-
Me, Ye MMa MHAMKaums 3a umnnadtupaHe Ha ICD, Tbi
KaTo MacuBHaTa cenTanHa xvneptpodus, pubposarta B
MUoOKapAa M HeNpoabIMKUTENHA KamepHa Taxukapaus,
ycTaHoBeHa Ha npoabmkutenHus EKIT 3anuc, npea-
CTaBnsiBaT M3KIMIOYUTENEH PUCK 3@ BHEe3anHa cbpaeyHa
cMbpT. ToBa € MbpBUAT NauUMeHT ¢ bonecT Ha AHaep-
CbH-®abpu B Bbnrapus, nekysaH ¢ ankoxornHa cenrarn-
Ha abnauusa 3a xunepTpodmyHa obcTpykTMBHa KMIT,
umnnaHTupaH ICD 3a mbpBuyHa npodunakTrka Ha BCC
n 6L6peyHa TpaHcnnaHTaums.

NU3Bop

B Hawarta cTpaHa uma Ha pasnornoxeHue neceH
JOCTBLM [0 BCUYKU TECTOBE 3a TOBA PAOKO FEeHETUYHO
3abonasaHe. KapavonosuTe Tpsabsa akTMBHO Aa TbPCAT
1 TecTBaT 3a 6onect Ha AHOepcbH-Oabpu BCMYKM Naum-
€HTU C XunepTpodunyHa kapamoMmonaTua 1 apyru cbp-
[AE4YHM 1 HeCbpAEYHN NpU3Hauy Ha 3abonsBaHeTo. Toa
LLIe OCUTYpY paHeH OOCTbM A0 EH3MMHa 3aMecTuUTeNHa
Tepanus 1 Wwe 3abaBu NporpecusTa Ha CbpaeYHO-CbIO-
BUTE YCIOXXHEHUS, KOUTO onpenensT 3abonsemMocTTa u
CMBPTHOCTTa NpY Taau nonynaums nauueHTu.

He e deknapupaH KOHAUKM Ha uHmepecu
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