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caffeine effect on echocardiographic parameters in an experimental model of doxorubicin-induced cardiomyopa-
thy in female rats to explore its potential cardioprotective effect and its role in regulating the autonomic nervous
system. The study involved 36 white sexually mature female rats, which were randomly divided into three groups
(12 animals per group): Group | — control group of female rats receiving saline (1 mg/kg) via gastric gavage, Group
Il — group of female rats treated with 1 mg/kg of doxorubicin via gastric gavage, Group Il — group of female rats
treated with caffeine (25 mg/kg per day) and doxorubicin (1 mg/kg) administered intragastrically. Echocardiography
was performed using the MyLab Gamma ultrasound system by Esaote with a linear transducer (SL 3235). The results
indicate that doxorubicin causes the DICM development, while caffeine exerts a pronounced cardioprotective effect,
preventing the deterioration of heart function. These findings may be of significant value for future studies exploring
the use of caffeine and its derivatives for myocardial protection during doxorubicin-based chemotherapy.

Key words: cardiotoxicity, oxidative stress, organism, cardiovascular diseases, effect of stimulants, pharmacolo-
gy.
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The article describes the clinical observation of a case of a cardiac variant of Fabry disease (FD) in a 73-year-old
patient diagnosed at the terminal stage. The features of the development and course of the disease, as well as the
clinical symptoms and results of instrumental and laboratory studies, are described. FD is a rare genetically deter-
mined pathology that can affect men and women and manifest itself at different ages, regardless of race. FD is an
X-linked storage disease that leads to impaired glycosphingolipid metabolism due to a deficiency of lysosomal a-ga-
lactosidase. In the absence of pathogenetic treatment, FD has a progressive course and leads to death, shortening
the life of patients. FD is quite difficult to diagnose, as it has no specific signs and can pose particular problems for
the initial diagnosis in the practice of doctors of any speciality, including cardiologists, as changes can develop first
in the cardiovascular system and then in other organs and systems. The atypical course of FD can also be associated
with isolated damage to one organ: the heart, kidneys, or central nervous system (CNS). The first step in the diag-
nosis of FD should be an assessment of clinical manifestations, including cardiovascular manifestations, namely left
ventricular hypertrophy (LVH), myocardial fibrosis, rhythm and conduction disturbances, including atrioventricular
blocks and coronary artery disease. LVH in FD is mostly reversible with enzyme replacement therapy and accelerated
diagnosis.

Key words: Fabry disease, coronary heart disease, hypertension, hypertrophic cardiomyopathy, heart failure, left
ventricular hypertrophy, enzyme replacement therapy.
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Introduction.

In the clinical practice of every specialist, including
cardiologists, there are cases of quite rare diseases that
may have certain signs inherent in common pathologies,
such as coronary heart disease (CHD), hypertension
(HT), cardiomyopathy, thereby creating problems in di-
agnosis. After all, patients come with typical complaints
of shortness of breath, chest pain, swelling of the lower
extremities, high blood pressure, palpitations, a feeling
of “interruptions” in the heart, increased fatigue, etc.
And, as a rule, rare diseases are not taken into account
by doctors when conducting differential diagnostics, and
before establishing the correct diagnosis, such patients
are examined by many specialists of different profiles. It
is the professional competence of the cardiologist that
determines the timeliness of the correct diagnosis and
the timeliness of the treatment prescription, which al-
lows to prolong the patient’s life.

One of these rare pathologies is Fabry disease (FD).
Asyou know, FD is a rare genetically determined disease,
a lysosomal storage disease caused by mutations in the
GLA gene that lead to insufficient activity of a-galacto-
sidase A (a-GAL A). This leads to accumulating a par-
ticular type of lipid — globotriaosylceramide (GL-3) — in
cells throughout the body, including the heart. This can
cause various problems in its functioning and lead to
life-threatening complications [1, 2].

Fabry disease is a rare hereditary disease, with a
prevalence of 1:40000 to 1:117000 among men and
1:20000 among women [3]. The disease is characterized
by a severe progressive course with a fatal outcome.
Fabry disease reduces life expectancy by 15 years in
women and 20 years in men [4].

The final diagnosis of FD is made by genetic screen-
ing. However, the timeliness of referring a patient for
genetic testing depends on the ability to recognize FD in
cardiac pathology.

Classical FD is characterized by the following mul-
tiorgan manifestations: chronic neuropathic pain with
episodes of severe pain crises, growth retardation, psy-
chological features, depressive disorders, sweating dis-
orders, intolerance to heat or cold, angiokeratomas on
the skin, corneal opacities, hearing impairment; gastro-
intestinal disorders such as abdominal pain, diarrhoea
or vomiting [2]. In addition, the kidneys, central nervous
system, and myocardium are affected, with the devel-
opment of hypertrophic cardiomyopathy (HCM) and the
heart valve apparatus [5]. In some cases, the patient may
first develop pathological phenomena from the heart
and then from other organs and systems [4], including
changes in the nervous system (strokes), genitourinary
system, and skin manifestations. FD has a progressive
course and eventually leads to more severe damage to
the body. The classical form begins in childhood or ad-
olescence, but the atypical form can manifest itself in
older age with isolated lesions of only one organ, which
creates diagnostic difficulties [3]. Heart damage can also
be the only manifestation of FD [6].

In FD, heart wall thickening occurs — concentric myo-
cardial hypertrophy exceeding 12 mm develops due to
the accumulation of neutral glycosphingolipids, mainly
globotriaosylceramides (GL 3) in the lysosomes of car-
diomyocytes, in the endocardium, conduction system,
coronary vessels, and autonomic nervous system, which
eventually leads to the replacement of healthy myo-

cardium with fibrous tissue [7, 8]. The more significant
the myocardial hypertrophy, the more pronounced the
diastolic myocardial dysfunction, which leads to the de-
velopment of symptoms of congestive heart failure. In
addition, angina pectoris, myocardial infarction, valvular
insufficiency, life-threatening rhythm disturbances in the
form of ventricular arrhythmias or atrial fibrillation and
conduction in the form of atrioventricular blocks and
bundle branch block, sinus node dysfunction, and in the
worst case, sudden cardiac death are possible [9]. How-
ever, left ventricular hypertrophy (LVH) in FD is revers-
ible with enzyme replacement therapy prescribed in the
early stages of the disease [4, 8]. Therefore, timely rec-
ognition of this pathology is of great importance today,
as it allows doctors to help people suffering from such a
rare disease.

The aim of the study.

To describe the features of the course of a separate
clinical case of cardiac type of Fabry disease.

Object and research methods.

The study was conducted on a patient, a 73-year-old
man with end-stage disease and isolated heart damage.
Instrumental examination methods were used: ECG,
ECHO-CG, chest radiography, coronary ventriculography
(CVG) and laboratory methods of examination: complete
blood count, biochemical blood count, coagulogram,
and general urinalysis.

The study was conducted in compliance with ethical
standards. The patient provided written informed con-
sent to the processing of personal data.

Research results and their discussion.

Patient A., a 74-year-old man, was an inpatient in the
cardiology department of St. Michael’s Hospital of Kyiv
with a diagnosis of Fabry disease. Hypertrophic cardio-
myopathy. Aneurysm of the basal part of the posterior
wall of the left ventricle. CAA (19.01.2024) intact coro-
nary vessels. Paroxysmal ventricular tachycardia (par-
oxysm on 01/18/2023). Complete AV blockade. Implan-
tation of an ICD (2023). Hypertension stage Il, grade |,
risk 4 (very high). Hypertensive crisis. HF Il B stage with
reduced left ventricular systolic function (LVEF — 37%),
NYHA FC lll. Out-of-hospital bilateral lower lobe pneu-
monia, mild course. CLASS 3. Pulmonary lung disease,
CKD grade Il (GFR —40.6 ml/min).

The patient was admitted with complaints of short-
ness of breath with minimal physical activity and at rest,
severe generalized weakness.

Objectively, a severe general condition was detect-
ed. The severity of the condition was due to acute left
ventricular failure. The position in bed is orthopnea.
The body structure is asthenic. The skin is pale pink
and moist, with no skin rash. Subcutaneous fatty tissue
is moderately developed, and there is swelling of the
lower extremities up to the knee. The bone, joints, and
muscular apparatus have not been changed.

There is no visible vascular pulsation. Heart sounds
are weakened and rhythmic, and there is a systolic mur-
mur at the apex. Heart rate 86 beats per minute. BP
140/80 mmHg. The chest is normosthenic and partici-
pates in the act of breathing. The respiratory rate is 22/
min. Breathing is vesicular, weakened in the lower parts,
mainly on the right, with fine bubbly rales in the lower
parts to the angle of the scapula. SpO2 — 86%, without
02 insufflation, with 02 insufflation — 97%.
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Figure 1 — ECG of Patient A. with signs of left bundle branch block and right bundle branch block.

No pathology was found in the digestive and genito-
urinary systems. The neurological status is unaffected.

ECG: The ventricular assist device rhythm is in DDDR
mode, and the heart rate is 85/min. Signs of left bundle
branch block and right bundle branch block (fig. 1).

ECHO-CG: Mitral valve: thickened, severe grade Ill re-
verse leakage. The aortic valve is compacted, with mini-
mal grade | reverse leakage and a pressure gradient of 5
mm Hg. 3.2 cm aorta, 3.7 cm ascending aorta. Tricuspid
valve: grade Il reverse leakage. The pulmonary artery
valve is unchanged. Pulmonary hypertension — 48-51
mmHg. Inferior vena cava — 2.5 cm. Pulmonary trunk —
3.4 cm.

Left atrium —5.0 cm. EDV —232.0 ml, ESV —146.2 ml,
EF — 37%. SV — 85.8 ml. E/A — 1.5. Right ventricle — 2.9
cm.

Interventricular septum — 1.7 cm (normokinesis);
Posterior wall — 1.7 cm. Aneurysm of the basal segment
of the left ventricular posterior wall, akinesis in other
segments. Hypokinesis of the apical region. Lateral wall,
anterior wall of the left ventricle — normokinesis.

Figure 2 — Echo-CG of patient A..

Conclusion: dilatation of all heart chambers. Ex-
pressed hypertrophy of the left ventricular myocardium.
Aneurysm of the basal parts of the left ventricular pos-
terior wall with sharply reduced systolic function of the
left ventricle (fig. 2).

X-ray of the chest: signs of bilateral pneumonia.

Complete blood count: erythrocytes — 4.5 x 10%? /I,
haemoglobin — 136 g/I, leukocytes — 9.6 x 10° /I, eosin-
ophils — 3%, rods — 3%, segmented — 70%, lymphocytes
—14%, monocytes — 10%. ESR —9 mm/min.

Biochemical blood test: creatinine — 147 mmol/L,
urea — 8.1 mmol/L, ALT — 51, AST — 58, glucose 7.01
mmol/L, potassium —4.5 mmol/L, sodium — 143 mmol/L,
chlorine — 104 mmol/L, total bilirubin — 26.3 pmol/L,
albumin —41.

Coagulogram: APTT - 22.0 s;
prothrombin by Quick — 95.4%.

General urinalysis: light yellow colour, slightly turbid,
specific gravity 1015, pH — acidic, leukocytes 0-2 in the
field of view, protein — not detected, glucose — not
detected, erythrocytes — not detected, bacteria — not
detected, mucus — not detected, salts — not detected.

Particular attention should be paid to the patient’s
medical history. He was first diagnosed with FD in 2023
after genetic screening during hospitalization at the
Amosov National Institute of Cardiovascular Surgery.

It should be noted that this patient did not have
extracardiac manifestations typical of the typical form
of FD, such as muscle pain, paresthesias, and skin
angiokeratomas. The patient was mainly engaged in
physical labour. No changes in the central nervous system
were detected due to the impossibility of performing an
MRI of the brain at that time. The patient had an eye
injury at a young age, which led to retinal detachment, so
the visual impairment that occurred could not be related
to FD. Chronic kidney disease (CKD) was developed in
parallel with the progression of cardiovascular disease.
No renal biopsy was performed, so the etiopathogenesis

INR — 1.11; %
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of CKD remains unknown, whether there was a primary
lesion of the renal structure typical of FD or secondary
to the progression of heart failure. The duration of the
period during which the disease was subclinical is not
known. The first manifestations were probably single
episodes of loss of consciousness, which appeared in
2006. Syncope lasted about 20 minutes and resolved on
their own. The epileptic nature of the seizures was ex-
cluded after some additional examination in the neurol-
ogy department. Due to low adherence to treatment, he
did not seek medical care. Syncopal states reappeared in
2018 when the emergency medical service was called.
Ventricular tachycardia and a decrease in blood pressure
were recorded during the ECG recording. After emer-
gency care, the patient was recommended for hospital-
ization, which he refused. Similar episodes of syncopal
states on the background of ventricular tachycardia were
repeated several times between 2018 and 2023. Only the
first manifestations of chronic heart failure (CHF) in early
2023 forced the patient to agree to inpatient treatment,
and he was hospitalized at his place of residence. Due to
the first manifestations of the disease in the form of ar-
rhythmias, which were accompanied by syncopal states,
the patient was treated as an arrhythmic patient. He un-
derwent coronary ventriculography (CVG) (intact coro-
nary arteries), ECHO-CG, and a two-chamber cardiovert-
er-defibrillator was implanted. LVEF in 2023 was 40-43%.
Since mid-2024, there has been an increase in creatinine
and urea levels. In 2024, LVEF decreased to 28-30%, and
CHF progressed. In connection with the detected rhythm
and conduction disorders and changes in ECHO-CG and
general condition, he was referred for examination at
the Amosov National Institute of Cardiovascular Surgery.
The reason for suspecting the disease and conducting
genetic screening was the specific changes detected on
ECHO-CG (namely, severe LVH). MRI was not performed
due to the installed non-MRI-resistant device (ICD). In
the anamnesis, the maximum blood pressure did not ex-
ceed 140-150/80-90 mm Hg, which does not correspond
to the level of LVH (IVS, PWLV — 1.7 cm). In addition, se-
vere dilatation of the left ventricle and left atrium was
detected. Also, in contrast to ventricular disorders, HCM
is not characterized by abnormalities of AV conduction,
which were present in the patient.

After analyzing this clinical case, it can be noted
that this patient has a cardiac variant of FD with severe
myocardial hypertrophy [3, 5], the symptoms of which
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manifested themselves at the terminal stage with the
development of heart rhythm disturbances and rapid
progression of congestive heart failure. We draw atten-
tion to the possible first manifestations of FD in the form
of heart rhythm disturbances, namely ventricular tachy-
cardia. Also, the presence of atrio-ventricular block,
which, unlike ventricular arrhythmias, is not typical for
HCM [9]. The patient’s severe myocardial hypertrophy
(PWLV, IVS — 1.7 cm) developed without a previous hy-
pertensive history; significant dilatation of the left atri-
um and left ventricle (LA — 5.0 cm, EDV — 232.0 ml, ESV
—146.0 ml) and a decrease in myocardial contractility (EF
— 37%), which were found in this patient, are more typ-
ical for dilated cardiomyopathy. Unfortunately, due to
the implanted non-MRI-resistant ICD, it was not possible
to confirm the morphological changes in the myocardi-
um with MRI. MRI, according to the recommendation of
the European Society of Cardiology, is mandatory for the
examination of patients with LVH greater than 1.2 cm
[4, 10]. However, a thorough analysis of the anamnesis
and the results of ECHO-CG became the basis for genet-
ic screening, which brought final clarity to the patient’s
diagnosis.

Conclusions.

In FD, pathological changes in the form of HCM can
develop first on the side of the heart and then on the
side of other systems. Clinical manifestations can include
not only ventricular arrhythmias but also sinus node dys-
function, deterioration of atrioventricular conduction,
conduction along the branches of the bundle of His,
development of congestive heart failure. Patients with
diagnosed HCM with a wall thickness of more than 1.2
cm, according to the recommendations of the European
Society of Cardiology, should undergo MRI, which allows
the determination of transmural lesions, more often
the basal part of the posterior-lateral wall, the presence
of replacement fibrosis. Such detected morphological
changes should be the basis for confirming FD by genetic
screening. After all, the sooner the patient is diagnosed,
the better the prognosis of life expectancy since myo-
cardial hypertrophy in this disease is currently reversible
with timely administration of enzyme replacement ther-
apy.

Prospects for further research.

Practitioners can consider the results of the analysis
of this clinical case to reduce the complexity of the diag-
nosis of FD.
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KNIHIYHUWA BUNAAOK XBOPOBWU ®ABPI
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lposedeHuli onuc KniHiYHO20 criocmepexeHHs nepebiey sunadKky KapdiasnbHo20 sapiaHmy xeopobu dabpi
(X®) y xeopozo 73 poKie, susaeneHoi HA mepmiHanbHili cmadii. OnucaHo ocobausocmi po3sumky i nepebicy
30XB0PHOBAHHSA, KAIHIYHI CUMMIMOMU ma pe3ynbmamu [iHCMPYMeHMasnbHo-1abopamopHux 00cnioreHb. X
g8iOHOCcUMbCA 00 PIOKICHUX 2eHeMU4YHO 0OYMOoBseHUX namosoe2il, W0 MOXe 8PaHamu 4Y0s08iKie ma MHIHOK i
nposenamuca 8 pizHomy 8iui, He3asnemHo 8i0 pacosoi HasnewHocmi. X® sidHocumsca 00 X80pP0b HAKOMUYEHHS,
3yYerisieHa 3 X-XxpoMoCOMOI0, AKA Mpu3800UMs 00 nopyweHHa memabosniamy enikocgiHeoninioie yHacniook degpiyumy
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Ni30COMHOI a-eanakmo3sudasu. llpu 8idcymHocmi namozeHemu4Ho20 nikyeaHHA X® mae npoepecyroquli nepebie i
npu38o0umMb 00 1eMasnbHO20 BUXO00Y, CKOPOYYHYU MUMMSA nayieHmis. X® € docume cKknadHoto 014 0iaeHOCMUKU,
OCKiflbKU He MAE crieyuiyHUX 03HAK | MoXce cmaHosumu neeHi npobaemu 011 nepsuHHoi diaeHoCMuUKU 8 Npakmuuyi
nikapie 6ydb-gKoi cneyianbHOCMi, 8 MOMy Yucsi AiKapie-kapoionoeaie, OCKiAbKU 3MIHU MOXYymb po38USaMUCSA
crnoyameky 3 60Ky cepuyeso-cyOUHHOI cucmemu, a 8xce nomim 3 6oKy iHwux opaaHis i cucmem. Amunosuli nepebie X
Moxe 6ymu MaKox< 3 i30/1608AHUM YPaHEeHHAM 00HO020 0p2aHy: cepus, HUPOK, UeHmMpanbHoI Hepsosoi cucmemu
(UHC). Mepwum emanom diazHocmysaHHA X® mae 6ymu oyiHKa KAiHIYHUX poAesis, 8 momy Yucsi 3 6oKy cepuyeeso-
CyOUHHOI cucmemu, a came 2inepmpodgpia nisozo wnayHo4ka (I71LL), ¢ibpo3 miokapda, nopyweHHA pummy ma
npogidHoCMi, 8 MOMy YuCAi ampio-8eHMPUKYAAPHI 6710Ka0U ma ypaxiceHHs KopoHapHux apmepil. 71U npu X®
rnepesaxcHo 060poOMHa 3a yMOBU BUKOPUCMAHHSA thepmMeHmMo3amicHoi mepanii ma npuweudweHHs it diaeHoCmuKu.

Knw4oei cnosa: xsopoba @abpi, iwemiyHa xsopoba cepys, einepmoHiYHa xeopoba, einepmpoiyHa
Kapdiomionamis, cepyesa HedocmamHicme, 2inepmpogis 71i8020 WiYHOYKA, hepMeHMO3aMICHA mepartis.

3B'A30K ny6nikauii 3 nhaHOBMMM HAayKOBO-A0CNig-
HUMMK poboTamu.

PoboTta € dparmeHTom HIAP «CTpyKTypHO-bYHKLiO-
Ha/NbHi 3MiHW CepLeBO-CYAUHHOI, CeYOBUAINBHOI i KiCT-
KOBOI CUCTEM Y XBOPUX 3 PEBMATO/IOTIYHUMM Ta Kapgio-
NOrYHMMM 3aXBOPIOBAHHAMM Nig, BNAIMBOM iHOEKLiMHUX
Ta HeiHdEeKUiHUX YMHHUKIB». HOMep AeprKkaBHOI pee-
cTpauii 0123U101004.

Bcryn.

Y KNiHIYHIN npaKkTULi KOXKHOro creuianicta, B Tomy
4ucni NiKapiB-Kapaionoris matoTb Micue BMMNAgKW AO-
CUTb PiAKICHUX 3aXBOPIOBAHb, AIKIi MOXYTb MaTW MeBHi
03HAKM, NpUTaMaHHi MOWMPEHUM NATONOTIAM, TAKUM AK
iwemiyHa xsopoba cepus (IXC), rinepToHiuHa xBOpOb6a
(FX), kKapaiomionarii, TUM cammum cTBOptOOUM Npobiemun
B AjiarHocTuui. AgrKe nauieHTn 3BepTatoTbCA 3 TMNOBMMM
CKapramu Ha 3aguLUKy, 6inb y rpygax, HabpAKM HUMKHIX
KiHLIBOK, NiABULLEHHA apTepiasibHOro TUCKY, MpUCKope-
He cepuebutTs, BiauyTTa «nepeboie» B pobOTi cepus,
nigBuLLLEHY BTOMJIEHICTb, TOWO. |, AK NpaBunno, piagKicHi
3aXBOPIOBAHHA He BPAXOBYHTbCA JliKapAMM NpU Mpo-
BeAEeHHI aAndepeHLinHoi iarHOCTUKK i nepes, BCTAHOB-
NIEHHAM MNPaBU/IbHOTO AjiarHO3y TaKi XBOpPi MPOXO4ATb
ornsapg y 6aratbox cneuianictie pisHoro npodinto. Came
Bif npodecinHOi KOMNETEHTHOCTI Kapaionora 3aneXnTb
CBOEYACHICTb BCTAHOBJIEHHA MPaBW/AbHOrO AiarHo3sy Ta
CBOEYACHICTb MPW3HAYeHHA /iKYBaHHA, WO [A03BOJAE
NoAOBXKUTU KUTTS XBOPOTO.

OpfHieto 3 Takux pigkicHMX naTonorin € xsopoba
dabpi (XP). Ak Bigomo, X — ue pigkicHe reHeTuyHo
06yMOBNIEHE 3aXBOPOBAHHA, N1i30COMHa XBopoba HaKo-
NMUYEHHA, AKA BUKNMKAETbCA MyTaLiasMn B reHi GLA, wo
npu3BOAATbL A0 HEAOCTAaTHbOI AKTUBHOCTI O-raslaKTo-
3maasu A (a-GAL A), ke Nnpu3BoguTb 0 HAKOMUUYEHHSA
neeBHoro TMny Ninigis — rnobotpiaosmnuepamigy (GL-3)
B K/NiITMHAX BCbOrO OpraHiamy, BKAKOUYAOUM cepLe, Wo i
MOXe BUK/NKATK Pi3HOMaHITHI npobaemu B 110ro poboTi
3 BUHUMKHEHHAM Hebe3neuyHux ANA KUTTA YCKAALHEHb
[1, 2].

XBopoba ®abpi HanexuTb A0 PiAKMX CnagKoBMX
3aXBOpPOBaHb, i MOWMPEHICTb cepen, YONO0BIKIB Bif
1:40000 pgo 1 : 117000 cepeg yonosikie Ta 1 : 20000
cepep, *KiHokK [3]. Ana XP nputamaHHUI BaXKKMIN nporpe-
Cytounii nepebir 3 netasbHUM BUXoAOM. XBopoba Pabpi
CKOPOYYE KUTTA Ha 15 pokKiB y XKiHOK i Ha 20 poKiB y Yo-
nosikis [4].

OcTtaToyHa AgiarHoctnka X BinbysaeTbca 3a Agono-
MOFOK TEHETUYHOrO CKPUHIHTY. Ane CBOEYACHICTb Ha-
npaB/ieHHA NaljieHTa ANA NPOBeAEHHA TeHEeTUYHOTo
06CTeXXEHHSA 3aN1eXKNUTb BIACHE Bif, MOXIMBOCTI po3ni3-
HaHHA XP cepes KapaionoriyHoi naTonorii.

Ona knacnyHoi X®, nputamaHHi HacTynHi noniop-
raHHi MNPOABM: XPOHIYHMIA HeBponaTUYHWUIN Binb 3 eni-
300aMN TAXKKUX 6ONbOBUX KPM3iB, 3aTPMMKa POCTY,
NCUXONOTiYHI 0COBNMBOCTI, AeNPECUBHI po3naan, no-
pYLEHHA NOTOBUAINEHHSA, HENEPEHOCUMICTb CreKkn abo
XON0AY, aHTIOKEeTaTOMM Ha WKipi, NOMYTHIHHA POTiBKM,
NOPYLUEHHA CNYXY; LWAYHKOBO-KULLUKOBI MOPYLUEHHSA TaKi
AK abaomiHanbHUI 6inb, Aiapes um 6aoBaHHA [2]. Kpim
TOro, BPaKatoTbCA HUPKMK, LieHTpanbHa HEPBOBA CUCTe-
Ma, MioKapA, —p0o3BMBAETbLCA rinepTpodivyHa Kapaiomio-
natia (TKMM), knanaHHui anapaT cepusa [5]. B yacTuHi
BMMAAKIB Y XBOPOro MOXYTb NEPLIMMM PO3BMBATUCA Na-
TO/IOTiYHI ABMLA 300Ky cepus, a NoTimM BXKe 3 HOKY iHLWKX
opraHis i cuctem [4], 30Kpema 3MiHM 3 BOKY HepBOBOI
cuctemu (iHCyNbTH), CeYO-CTaTEBOI CUCTEMMU, LWKiPHI Npo-
aBu. XP mae nporpecytounii nepebir i 3 yacom npmsBo-
ONTb BiNbll BaXKOro ypaxKeHHA opraHiamy. KnacuuHa
dbopma mae noyaTok B AUTAYOMyY abo nianiTkoBomy Billi,
a oT atunoBa GopmMa MoKe MPOABAATUCA B CTapLIOMY
Billi 3 i30/1bOBAHMMM YPAXKEHHAMM NMLLIE OLHOrO Opra-
HY, L0 CTBOPIOE AiarHOCTUYHI cKnaaHolui [3]. YpaskeHHsA
cepus Mmoxe byTn TakoXK eguHUm npossom X [6].

Mpn X® BigbyBa€TbCs MOTOBLLEHHA CTIHOK cepus —
KOHUEHTpUYHa rineptpodia miokapay, WO MnepeBuLLyE
12 mm, pO3BMBAETLCA BHACNIAOK HAKOMMUYEHHSA B Ni30CO-
Max KapgiomiouuTiB, B eHAOKap4i, NpoBigHiin cuctemi,
KOPOHaPHWX CyAMHAaX, BEreTaTUBHIA HEpPBOBIM cUCTEMI
HEeNTpanbHUX rnikochiHroniniais, nepesaxkHo roboTpi-
aosuauepamigis (GL-3), wo 3 yacom npusBoaMTL A0 3a-
MilLEHHA 340p0OBOro MioKapaa ¢ibpo3HO TKAaHMHOM
[7, 8]. Yum 6inbw 3HauHa rinepTpodia miokapaa, TMM
6inblu BUparkeHa ajactoniyHa AncdyHKLia MioKapaa, Wwo
NpPW3BOAMUTL A0 PO3BUTKY CUMNTOMATUKM 3acTiiHOT cep-
LeBOi HegoCTaTHOCTI. Kpim TOro, MoXKivMBuiA po3BUTOK
CcTeHoKapAji, iHbapKTy mioKapaa, KnanaHHoOi HegocTaT-
HOCTI, }KUTTEBO-HEHE3NEYHUX NOPYLUEHb PUTMY Y BUINA-
Ai WAYHOYKOBUX apuUTMIii abo ¢ibpunauii nepeacepapb
Ta NPOBIAHOCTI Y BUMNALI aTPio-BEHTPUKYNAKHUX Ba0KaL,
Ta 6/710Ka4 HixKOK nydKka [ica, gmchyHKLii cMHycoBoro
BY3/713, @ B HaWriplwomy Bunaay A0 pPanToBOi cepueBoi
cmepTi [9]. Ane rinepTpodis niBoro wayHouka ([/1LW) npu
X® € 060pPOTHOIO 33 YMOBM BUKOPUCTAHHA pepMeHTO3a-
MicHOI Tepanii, NpM3HaYeHoi Ha PaHHiX CTagiax XBopobu
[4, 8]. Tomy Ha CbOTOAHIWHIM AEHb aKTyaNbHUM € Came
CBOEYACHE PO3Mi3HAHHA AAHOI NaTo/Orii, WO 403BONAE
OOMOMOITU NOAAM, AKI CTParKGaltoTb Ha TaKe piakicHe
3aXBOPIOBAHHA.

MeTta gocnigXeHHs.

OnucaTtn ocobamBoCTi Nepebiry oKpPemoro KaiHiYHo-
ro BUNaAKy KapaianbHoro Tuny xsopobu ®abpi.
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O6’eKT i meTOaU AOCNiAXKEHHA.

[ocniaskeHHa 6yno NpoBeAeHO Ha NaljieHTi, Yyono-
BiKYy 73 pOKiB 3 BMAB/JIEHMM 3aXBOPIOBAHHAM HA TEPMi-
Ha/bHIM CcTagji Ta i301bOBaHUM ypaXKeHHAM cepus. Bu-
KOPUCTaHi iIHCTPYMEHTaNbHI MeToau obcTexkeHHsA: EKT,
EXO-KT, peHTreHorpadia opraHiB rpyaHoi NOPOXKHUHW,
KopoHapoBeHTpuKynorpadia (KBl ta nabopaTopHi me-
TOAM OBCTEXKEHHA: 3arasibHUIA aHai3 KpoBi, BioximiuHuMI
aHani3 KpoBi, Koarysorpama, 3arajibHuii aHani3 ceui.

JocnigkeHHs 6yno npoBefeHO 3 AOTPMMAHHAM
€TUYHUX HOPM. MaLieHT Hagas NUCbMOBY iHGOPMOBAHY
3rofy Ha 06po6Ky NepcoHaNbHUX AAHUX.

Pe3ynbTatu gocnigyKeHHA Ta ix 06roBopeHHs.

XBOpUIA., 4onoBiK 74 pOKiB 3HaxXoAMBCA Ha CTau,i-
OHAPHOMY NiKYBaHHI Yy KapaionoriiHomy BigaineHHi
CeATOo-MuxanniBcbKoi nikapHi m. Kuesa 3 giarHosom:
XBopoba ®abpi. FinepTpodiyHa Kapaiomionatia. AHe-
Bpu3ma 6a3anbHOro BiaAiNy 3aiHbOT CTIHKM NiBOTO LUAY-
HouKa. KAT (19.01.2024) iHTaKTHi KOpPOHapHi CyaMHM.
MapoKcmM3masibHa LWAYHOUKOBI Taxikapaia (napokcmsm
18.01.2023). MosHa AB-6nokaga. ImnnaHTauia IKA4
(2023). TinepToHiyHa xBopo6a Il cTagii, | cTyneHb, pU3nK
4 (py»e BMcoKnin). FinepteH3mBHUIA Kpus. CH Il b cTagii
3i 3HMIKEHOI CUCTONIYHOI PYHKLLIEID NIBOrO LWAYHOYKA
(PB-37%), 1l ®K 3a NYHA. MosarocnitanbHa AB06IYHA
HUXHbOZO/NbOBA MHEBMOHIA, HETAXKUA Nepebir. K/ 3.
JIH | c1. XXH lll cT. (LUK® — 40,6 mn/x8).

MocTynue 3i CKapramm Ha 3aAMULLKY NPU MiHIMaIbHO-
My di3MYHOMY HaBaHTaXKeHHi Ta B CTaHi CNOKOtO, BUPa-
YKEeHY 3arasibHy cnabkicTb.

O6’€EKTMBHO BUABNEHO Ba*KKWU I 3ara/ibHUI CTaH, BaXK-
KiCTb CTaHy 0OymOB/ieHA FOCTPOH JiBOLU/YHOUYKOBOO
HepocCTaTHiCTIO. [oN0XKeHHA B NixKKy opTonHoe. bygosa
Tina acTteHiyHa. LUKipHi nokpueM 6niao-poxesi, Bonori,
BiACYTHI WKipHi Bucmnun. MigWwKipHO-KMPOBa KNITKOBUHA
pO3BMHEHA NOMIPHO, HABPAKN HUMKHIX KiHLIBOK A0 KO-
Ha. KicTKoBO-cyrnob60oBuMiA, M A30BMIA anapaT He 3MiHeHi.

BigcytHA BuamMma nynbcauia cyguH. ToHW cepusA
ocnabneHi, pUTMIYHI, CUCTONIYHUI LWYM Ha BepXiBLi.
YCC 86 ya/xs. AT 140/80 mm.pT.cT. MpyaHa KAiTUHA HOp-
MOCTEHiYHOI GOPMMU, NPUINMAE Y4acTb B aKTi AMXAHHSA.
YAP — 22/xB. AuxaHHA BE3UKYNAPHE, ocnabneHe y HUK-
HiX BigAdinax, nepesarkHO cnpasa, APi6HO nyxupyacri
XPUNU B HUXKHIX Bigdinax Ao Kyta nonatku. Sp02 — 86%,
6e3 iHcybnauii 02, 3 iHcydnauieto 02 —97%.

3 OOKy TpaBHOI Ta cevyo-CTaTeBOI CMCTEMM MATONOTIT
He BUsABNEHO. HeBposioriyHui cTaTyc 6e3 nopyLeHsb.

EKT: putm LLUBP B pesxxkmumi DDDR, YCC 85/xB. O3HakKu
6710KaaM NiBOI HiXKKM Ny4Ka lica Ta NpaBoi HiXKKM Ny4Ka
lica (puc. 1).

EXO-KT: MiTpanbHuit KnanaH: yuiNbHEHUN, BUparKe-
HUW 3BOPOTHIN BUTIK Il cTyneHA. AopTanbHWIA KnanaH
YLWiNbHEHWUI, 3BOPOTHIN BUTIK MiHIManbHUI | cTyneHs,
rpafieHT TUCKY 5 mm pT cT. AopTa 3,2 c™m, BUCXiAHa aopTa
— 3,7 cm. TpUCTYNKOBMI KianaH: 3BOPOTHI BUTIK Il cTy-
neHs. KnanaH nereHeBoi apTepii — 6e3 3miH. JlereHeBa
rinepteHsia — 48-51 mm.pT.CT. HKHA NOPOXKHUCTA BEHA
— 2,5 cm. Ctosbyp nereHesoi apTepii — 3,4 cm.

Nlise nepeacepaa — 5,0 cm. KAO — 232,0 mn, KCO —
146, 2mn, ®B — 37%. YO — 85,8 ma. E/A — 1,5. Mpasuit
LYHOYOK — 2,9 cMm.

MiXKLNYHOUKOBa NepeTuHKa — 1,7 cm (HOpMOKiHes);
3aaHA cTiHka — 1,7 cm. AHeBpM3ma 6a3asibHOro cermeH-
TY 3a[HbOI CTIHKM NiBOrO WAYHOYKA, B iHLWNX CErMeHTax
— aKiHe3. inokiHe3 BepxiBKOBOI AiNAHKM. BiYHA CTiHKa,
nepeaHA CTiHKA NiBOro LW/YHOYKA — HOPMOKIHE3.

3aKNYEeHHA: gunaTtauia BCiX Kamep cepua. Bupaxe-
Ha rinepTpodis Miokapaa NiBoro WayHo4Ka. AHeBpM3ma
6a3anbHUX BiAAINIB 3a4HbOT CTIHKM NIBOrO LWYHOYKA 3
Pi3KO 3HUKEHOI CUCTONIYHOW QYHKLE NiBOro wWy-
HouKa (puc. 2).

PeHTreHopadia OlM: 03HakKM ABO6IYHOI MHEBMOHIT.

3aranbHUI aHani3 Kposi: epuTpoumTn 4,5 x 10*2 /n,
remorno6iH — 136 r/n, neitkountn — 9,6 x 10°/n, eo3un-
Hooinn — 3%, nanunykosaepHi — 3%, cermeHTOALEPHI —
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PucyHok 1 — EKT nauieHTa A. 3 o3Hakamu 610Kaam NiBoT HidXXKKKM nyyka Fica Ta npaBoi HiXKKM nyuka lica.
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PucyHok 2 — EXO-KT naujieHTa A..

70%, nimdoumntn — 14%, moHoumntn -10%. LUOE — 9 mm/
XB.

BioxXiMiYHMIA aHaNi3 KPoBi: KpeaTUHIH—147MKMONb/ A,
ceyosmHa —8,1 mmons/n, ANIT — 51, ACT -58, rioKo-
3a 7,01 mmonb/n, Kanih —4,5 mmonb/n, HaTpin — 143
MMonb/n, xnop — 104 mmonb/n, 3aranbHuin GinipybiH —
26,3 MKMOonb/n, anbbymiH — 41.

Koarynorpama: A4TH — 22,0 ¢c; MHO - 1,11; % npo-
TpombiHy 3a KBikom — 95,4%.

3aranbHWUIN aHani3 cedi: KONip CBITNIO-*KOBTUIA, clabo
MyTHa, nMToMa Bara 1015, ph — Kucna, neikoumtn 0-2 B
noni 3opy, 6iI0K — He BUABNEHO, [NOKO3a —He BUABNEHO,
epuUTPOLUTU — He BUABNEHO, BaKTepii — He BUABNEHO,
C/IN3 — He BUABIEHO, COJi — HE BUABNEHO.

OcobnuBy yBary cnif, 3BepHYTU Ha aHaMHe3 XBopobu
[aHoro nauieHTa. Bnepwe X iomy 6yno giarHoctoBaHo
B8 2023 poui nicna npoBeAeHHA reHETUYHOTO CKPUHIHTY
nig vac rocnitanisauii 8 HICCX im. M.M. Amocosa.

Cnipg, 3a3Ha4YnTK, WO Y A4AaHOro XBOPOro He cnocrepi-
ranocb no3acepLesux NPOABIB, NPUTAMAHHUX ANA TUNO-
Boi dopmu XP, Takmx K m’a308Bi 6oni, napecTesii, WKipHi
aHriokepaTtomu. XBOpui 3alimaBcsi nepeBarKHO ¢i3ny-
Hoto npaueto. 3miH 3 60Ky LLHC He Byno BusBieHo Yepes
HEMONUBICTb NPOBeAEHHA Ha Tol Yac MPT ronosHoro
MO3Ky. Y nauieHTa 6yna TpaBma OKa B MOJ0AOMY Billi,
AKa Npu3Bena [0 BiflIapyBaHHA CiTKiBKM, TOMY Mnopy-
LLUEHHSA 30pY, AKi Manu micle, He morv 6yTv NoB’A3aHi 3
X®. XpoHiyHa xBopoba HMpok (XXH) po3suBanack napa-
NIeNbHO i3 MPOrpecyBaHHAM CepLeBo-CyAUHHOI NaTono-
rii. bioncii HUPOK He NPOBOANNOCH, TOMY OCTAaTOYHO U-
LIAETbCA HeBigOMUM eTionaToreHes XXH, 4n mano micue
NepBUHHE YPAXKEHHA CTPYKTYPU HUPOK, NMpUTaMaHHe
ana X abo BKe BTOPMHHE BHACNILOK MpOrpecyBaHHA
cepLeBoi HegOCTaTHOCTI. TPUBANICTb Nepioay, NPOTArOM
AKoro xsopoba nepebirana cybKNiHIYHO, LOCTOBIPHO He-
Bigoma. Mepmmmn npoasBamu, BiporigHo, CTaiv OANHOY-
Hi enisogn BTpaTK cBigomocTi, Wwo npoasuamca s 2006
poui. TpuBanu cMHKoONanbHi cTaHu 6ina 20 XBUAWH, Npo-
XOAMNM CamMOCTiliHO. EninenTMYHMI xapakTep Hanapgis
6yN0 BMKNOYEHO MiCAA NEBHOTO A00OCTEKEHHA B He-
BPOJIOTIYHOMY BigdineHHi. Yepes HU3bKy NPUXMUABHICTb
0,0 NiKyBaHHA 33 MeAUYHOI AOMOMOrO0 He 3BepTaBCA.
MOBTOPHO CMHKONasNbHI cTaHu 3’asuanca B 2018 poui,
Konu byna BUKNMKaHa bpuraga EMA. Mig vac peectpauii
EKT 3adikcoBaHO WNYHOYKOBI Taxikapaito, 3HMKeHH:A AT.
Micna HagaHHA HeBigKNaLHOT AONOMOrM NaLieHTy byna
peKoMeHA0BaHa rocnitanisauia, Big AKOI BiH BiAMOBMB-
cA. MNopaibHi enisoan cCMHKOMNaNbHMX CTaHIB Ha GOHI LWy-

HOYKOBOI TaxiKapAii NOBTOPIOBANNCA e AeKi/lbKa pasiB
B nepiog mixk 2018-2023p. MNMorogmMtnck Ha CcTaLiOHapHe
NiKyBaHHA NaLjieHTa 3Mycuaa AunLIe Nosea NepLunx npo-
ABIB XPOHIYHOI cepueBoi HepocTaTHOCTI (XCH) Ha no-
yaTky 2023 poKy, Toai b6yB rocnitanisoBaHui 3a micuem
NPOXUBAHHA. B 38’A3Ky 3 Nepinmm nposasamm Xeopobu
Yy BUIAAAI apUTMIl, AKi CynpoBOAKYBAINCA CUHKOMA/b-
HUMWKN CTaHaMW, XBOPOTO JliKyBasin AK apUTMO/OTIYHO-
ro. byna nposegeHa KopoHapoBeHTpukynorpagin (KBI)
(iHTaKTHI KOopoHapHi apTepii), EXO-KI, imnnaHTOBaHO
OBOKaMepHUI KapgaiosepTep-aedibpunatop. ®B nisoro
WwAyHo4yka B 2023 poui ctaHosuna — 40-43%. 3 cepegm-
HM 2024 poKy BigMiIYaNOCh NiABULLEHHA PiBHIB KpeaTu-
HiHy, ceyoBuHK. ®B JILL B 2024 p. 3HM3MNachb o 28-30%,
nporpecysana XCH. B 38’A3Ky 3 BUABNEHUMU NOPYLLEH-
HAMM PUTMY | NPOBIAHOCTI Ta 3MiHamK Ha EXO-KT Ta 3a-
raJbHMM CTaHOM 6yB HanpasAeHUI Ha [0 O6CTEKEHHA
B HICCX im. M.Amocosa. ligcTaBoto 3anifo3puTn xBo-
poby Ta MPOBECTU FEHETUYHUI CKPUHIHF CTaAu cneum-
divHi 3miHK, BuABNeHi npu EXO-KI (a came BupaxkeHa
rNw). MPT nposefeHo He 6yno yepe3 BCTAHOBNEHUM
He MPT-pe3ncteHTHUI npunag (EKC). B aHamHesi mak-
cuManbHi umdpn AT He nepesuulysanm 140-150/80-90
MM PT CT., WO He Bignosigae pisHio 1L (MLLUM, 3CALU
— 1,7 cm).Kpim Toro, 6yno BUABNEHO BUPaXKeHy aunarta-
LLit0 NiBOrO LWAYHOYKA Ta NiBOro nepeacepan. A Takox,
Ha BiAMIHY Bif, WAYHOUYKOBMX nopyweHb, ana FTKMI He
npuTamaHHi nopyweHHa AB-nposigHocTi, Aki 6yan y
XBOPOroO.

MpoaHanisyBaBWW  AAHWIA  KAIHIYHUA  BMNAZOK,
MOMHA 3a3HAYMTK, WO Y LAHOr0 MNauieHTA MAaeE micue
came KapgianbHui BapiaHT X® i3 BuMpakeHoto rinep-
Tpoodieto miokapaa [3, 5], cumnTommn AKoi NpoABMAMCH
Ha TepMiHaNbHIN cTaaii i3 pOo3BUTKOM MOPYLUEHHA cep-
LLEeBOro pUTMY Ta LIBUAKMM NPOrpecyBaHHAM 3acTiMHOI
cepuLeBoi HeAOCTAaTHOCTI. 3BEPTAEMO yBary Ha MOXK/UBI
nepuwi nposeu xsopobu X® y Burnaai nopylueHs ceple-
BOro pMTMy, @ CaMe LUTYHOYKOBOI Taxikapaii. Takox Ha-
ABHICTb aTPiO-BEHTPUKYNAPHOT BN0OKaAM, AKA Ha BiAMIHY
BiZL LUNYHOYKOBMX MOPYLUEHb PUTMY, He MnpuTamaHHa
ana FTKMNM [9]. BupaxkeHa rineptpodia miokapaa y xso-
poro (3C/ILW, MLUM — 1,7 cm) po3BuHynaca 6e3 none-
pefHbOoro rinepTeH3nBHOrO aHamHesy; 3HavyHa AunaTa-
uis nisoro nepeacepas i niBoro wayHouka (/1N —5,0 cm,
KOO — 232,0 mn, KCO — 146,0 mn) Ta 3HUKEHHA CKOPOT-
NMBOI 3aaTHOCTI miokapaa (PB — 37%), ski bynn suasne-
Hi y AlaHOro XxBOpOro, 6ifbl NpUTaMaHHi Ana gunatali-
MHOI Kapaiomionarii. Ha Xanb, yepes iMNNaHTOBaHWUI He
MPT-pe3ucteHTHU EKC He Byno moxnuBocTi nigTeep-
OKeHHA MopdOonoriYHMX 3MiH MioKapga 3a A40NomMo-
roto MPT. Came MPT 3a pekomeHaaLieto EBponencbKoi
CNiNIKN Kapaionorie € 060B8’A3KOBUM A5 0BCTEXKEHHA
nauieHTis 3 M1l 6inbwe 1,2 cm [4, 10]. Ane petenbHui
aHani3 aHamHesy Ta pesynbraTis EXO-KI ctanum nigcra-
BOIO A1 MPOBEAEHHA reHETUYHOTO CKPUHIHTY, SKUI BHIC
OCTaTO4YHY ACHICTb B MOCTAaHOBKY [iarHO3y XBOPOrO.

BucHoBKM.

Mpu X® natonoriyHi 3miHn came y surnagi FTKMIM
MOXKYTb pPO3BMBATUCA Breple 360Ky cepud, a noTim
3 BOKy iHWKX cuctem. KniHiYHMMM NposiBaMU MOXKYTb
OYTW He TiZIbKKU WAYHOUYKOBI MOPYLUEHHA PUTMY, 3 TaKOXK
ANchYHKLIA CMHYCOBOro By3na, MOFipWeHHA aTpio-BeH-
TPUKYNAPHOI NPOBIAHOCTI, MPOBIAHOCTI MO HiXKKax ny4ka
lca; po3BMTOK 3acTiliHOi cepLeBoi HegocTaTHOCTI. MMa-
LieHTam 3 pgiarHoctoBaHo KMI1 3 TOBLUMHOK CTIHOK
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binbwe 1,2 cm, 3a peKkomeHAauismu EBponeincbKoi
CninKK Kapaionoris 060B’A3KOBO mMae byt npoBeseHO
MPT, 0 f,03BONIAE BU3HAYUTU TPAHCMYpPA/IbHE YPaXKeH-
HA yYacTilwe 6a3anbHOro BiAAiny 3a4HbO-60KOBOI CTiH-
KM, HasABHiCTb 3amicHoro ¢ibposy. Came TaKi BUABNEHI
MopdOoNOoriyHi 3MiHM MalTb ByTW MigcTaBoto Ana nig-
TBEpAKeHHA XP 32 LOMOMOror reHeTUYHOTO CKPUHIHTY.
AZrKe, Yyam WBMALLEe NauieHTy byae BCTaHOBAEHUN Aia-

rHO3, TUM KpaLLili NPOrHo3 TPMBANOCTI KUTTSA, OCKINbKK
rineptpodia miokapaa npu AaHOMYy 3aXBOPIOBAHHI Ha
CbOTrOAHILWHIN AeHb € 06OPOTHO 33 YMOBM CBOEYACHO-
ro NpM3HaYeHHs pepmeHTo3amicHoi Tepanii.

MepcnekTMBM NoAANbLUNX AOCNIAMXKEHD.

Pe3ynbraTi NpoBeaeHoro aHanisy AaHoro KAiHiYHoro
BMMNAAKY MOXYTb OYTM BpaxoBaHi NPaKTUYHUMM NiKaps-
MU ANA 3MEHLWEeHHA CKNAAHOCTI B AiarHocTuui X.
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KNIHIYHUIA BUNALOK XBOPOBU DABPI

Osuyaposa O. M., Makyxa 0. M.

Pestome. B KNiHiYHil NpaKTULi NiKapa-Kapaionora HeobxigHO Nam’ATaTi NPO HasABHICTb PiAKICHMX 3aXBOPIOBaAHD,
AKi MOXYTb MaTV NepLi NPOABM 3 yparKEHHAM CepLLEeBO-CYyANHHOI CUCTEMM | € NeBHOIO NPobBAEeMOI0 ANA AiarHOCTUKM
Ta BUMKMBAHOCTI XBOPMX NPU BiACYTHOCTI came NaTOreHeTUUYHOro NiKyBaHHA. Came Hanbinbll paHHE po3ni3HaHHA
piAKiCHOI naTonorii MoXKe BNANHYTU Ta CBOEYACHICTb NMPU3HAYEHHA NATOFeHETUYHOro NiKyBaHHA Ta BMAMHYTU Ha
TPUBAJICTb }KUTTA XBOPOrO 3 TaKMMM xBopobamu. [lo Takux pigKicCHMUX NaTonoriv BigHOCUTbCA | XP, AKa € reHeTUYHO
06YMOBIEHNM 3aXBOPIOBAHHAM, NiI30COMHOIO XBOPOOOIO HAaKOMUYEHHA, BUKNMKAETLCA MyTaLliamm B reHi GLA, wo
nNpu3BOAATbL 40 HEAOCTAaTHLOI aKTUBHOCTI O-raflakTo3nAa3n A, AKe B CBOO Yepry NPU3BOANUTb A0 HAKOMUYEHHSA NeB-
HOro TUNY NiNiAiB — rnoboTpiao3mnLepamify B KNiTUHAX BCbOrO OPraHi3my, BK/AOYAOUM CepLE, LLLO 1 MOXKE CNPUATU
NOpYyLUEHHAM B MOro poboTi 3 BUHUKHEHHAM Hebe3neyHnx ANA KUTTA YCKNa4HEHb

MeTolo Halworo AocniaKeHHA byno npoaHanisyBaTh OKPEMUIA KNiHIYHUIA BUNAAOK KapaianbHoro Tuny X4 y xso-
poro 73 pokiB.

JocnigrkeHHs 6yn0 NpoBeAeHO Ha NALLiEHTI, YOM0BiIKYy 73 POKiB 3 BUSIBIEHMM 3aXBOPIOBAHHAM Ha TEPMiHaNbHIl
CTaAii Ta i301bOBaHUM ypaXKEHHAM cepLsa. BUKopUCTaHi iIHCTpyMeHTanbHi meToam obctexkeHHs: EKI, EXO-KT, peHTre-
Horpadis opraHis rpyaHoi NOpoXxKHUHK, KBI; nabopaTopHi meToan obCcTeXKeHHS: 3arafibHUIA aHani3 KpoBi, 6ioximiu-
HUWI aHani3 KPOBI, Koary/siorpama, 3arajsibH1i aHani3 ceui.

Y obcTexKyBaHOro XBOPOro MmaB Micle KapAianbHuii BapiaHT X®, Aka nposBuaaca Ha TepMiHanbHil cTagii. Mep-
WMMM CUMATOMaMMU XBOPOOM Byan LWIYHOYKOBI NOPYLUEHHA PUTMY Ta NopylleHHA AB-NpoBigHOCTI, pO3BUTOK Ta
nporpecysaHHA XCH, W0 3Mycna0 3BepHYTUCA 32 MeANYHOI0 gonomoroto. 3a gonomoroto EXO-KI BuasneHo supa-
ey MW (MLUM, 3CNLW — 1,7 cm, annarauia nisoro nepeacepan. AHeBpmama 6asanbHUX BiaAiNiB 3a4HbOI CTIHKM
NiBOTO LL/TYHOUKA 3 Pi3KO 3HUMKEHO CUCTONIUHO QYHKLiE NiBOTO LAYHOUKA). IHTAaKTHI KOpOHapHi apTepii npu KB,
B aHamHesi makcumanbHi undpu AT He nepesuutysanu 140-150/80-90 mm pT CT., WO He Bignosigae pisHio M1LL.
Kpim Toro, 6yno BMABNEHO BUpPaXKeEHY AnnaTalito iBOro LWAYHOYKa Ta NiBOro nepeacepan. A TakoxK, Ha BiaAMiHY Big,
LUYHOUYKOBUX nopyweHb, ana FTKMI He npuTamaHHi nopylweHHa AB-nposigHocTi, Aki 6ynu y xsoporo. MPT npo-
BeAeHo He Byno yepes BcTaHOBNEHUM He MPT-peauncteHTHMIA EKC. OcTtaTouHo ajarHos 6yno niarsepaskeHo B 2023
poui nicna NnpoBeAeHHA reHETUYHOTO CKPUHIHTY.

B aaHilt poboTi npeacTtaBneHU KNIHIYHUI BUNAAO0K KapAiaibHOro BapiaHTy X® y XBOpOoro 3 AeTa/lbHUM ONMCOM
nepebiry, CMMNTOMATUKM Ta [iarHOCTUKM, pe3y/bTaTu AKOrO MOXYTb ByTVW BpaxoBaHi Kapaionorammu Ta CnpocTUTm
BCTAHOB/IEHHA AiarHO3y, OCKiIbKM BCTAHOB/IEHHA AiarHo3y npu Xd morke 3aMmMaTu AeKinbka pokiB. Bcim naujiex-
Tam i3 FTKMI HeobxigHo BMKAOUYaTM XP 3a ponomoroto nposBeaeHHA EXO-KI Ta MPT. Mpu HaasHocTi rinepTpodii
MiXKLI/YHOUYKOBOI NepeTuHKK cepus binbwe 13 mm, nauieHTr 3 TKMI matoTb 6iT 060B A3KOBO Hanpas/ieHi Ha npo-
BeaeHHA MPT cepus, nicns 4oro XxBopux HeobxigHO HaNPaBAATM Ha NPOBEAEHHA FTEHETUYHOIO CKPUHIHTY ANs ocTa-
TOYHOTO NiATBEPAKEHHSA AiarHo3y.

Kntouosi cnosa: xsopoba Pabpi, iwemiyHa xBopoba cepus, rinepToHiYHa XBopoba, rinepTpodivuHa Kapaiomiona-
Tif, cepueBa HeAOCTaTHICTb, rinepTpodia NiBOro WAyHOYKa, depmeHTo3amicHa Tepanis.
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CLINICAL CASE OF FABRY DISEASE

Ovcharova 0. M., Makukha Y. M.

Abstract. In clinical practice, cardiologists must remember the existence of rare diseases that may initially pres-
ent with cardiovascular system involvement and pose significant diagnostic and survival challenges, especially in
the absence of pathogenetic treatment. Early recognition of rare pathologies is crucial for timely initiation of tar-
geted therapy, potentially influencing the life expectancy of patients with such diseases. One such rare condition
is Fabry disease (FD), a genetically determined lysosomal storage disorder caused by mutations in the GLA gene.
These mutations result in reduced a-galactosidase A activity, leading to the accumulation of globotriaosylceramide
in cells throughout the body, including the heart, which may contribute to cardiac dysfunction and life-threatening
complications.

The aim of our study was to analyze a specific clinical case of the cardiac variant of FD in a 73-year-old patient.

The study was conducted on a 73-year-old male patient with a terminal stage of the disease and isolated cardi-
ac involvement. Instrumental examination methods included ECG, echocardiography (ECHO-CG), chest X-ray, and
coronary angiography (CAG). Laboratory tests included a complete blood count, blood biochemistry, coagulogram,
and urinalysis.

The examined patient presented with the cardiac variant of FD at the terminal stage. The initial symptoms were
ventricular rhythm disturbances and atrioventricular (AV) conduction disorders, along with the development and
progression of chronic heart failure (CHF), prompting the patient to seek medical attention. ECHO-CG revealed sig-
nificant left ventricular hypertrophy (interventricular septum and posterior wall thickness — 1.7 cm), dilation of the
left atrium, and a basal aneurysm of the posterior wall of the left ventricle with severely reduced left ventricular
systolic function. Coronary arteries were found intact on CAG. In the patient’s history, maximum blood pressure
readings did not exceed 140-150/80-90 mmHg, which did not correspond to the degree of left ventricular hypertro-
phy. Furthermore, marked dilation of the left ventricle and atrium was detected. Unlike hypertrophic cardiomyop-
athy (HCM), ventricular rhythm disturbances in FD are accompanied by AV conduction abnormalities, which were
present in this case. Cardiac MRI was not performed due to the presence of a non-MRI-compatible pacemaker. The
final diagnosis was confirmed in 2023 following genetic screening.

This paper presents a clinical case of the cardiac variant of FD in a patient with a detailed description of the dis-
ease course, symptoms, and diagnostic findings. The results may help cardiologists simplify the diagnostic process,
as the diagnosis of FD can take several years. All patients with HCM should be screened for FD using ECHO-CG and
MRI. In cases where the interventricular septal thickness exceeds 13 mm, patients with HCM should be referred for
cardiac MRI and subsequently for genetic screening to confirm the diagnosis.

Key words: Fabry disease, coronary heart disease, hypertension, hypertrophic cardiomyopathy, heart failure, left
ventricular hypertrophy, enzyme replacement therapy.
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