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to a greater extent, and to determine the factors that determine the decline of visual functions. The presence of
a cataract or a high risk of its development after vitrectomy was the reason for the development of a combined
lens and vitreous removal procedure. A significant advantage of the combined operation is the possibility of full
access to the front part of the vitreous body and the periphery of the retina. In the presence of a natural lens, it is
impossible to completely remove the vitreous body. Residual vitreous often leads to the development of anterior
proliferative vitreoretinopathy, the formation of peripheral tears and retinal detachment. 64 patients (64 eyes) with
rhegmatogenous retinal detachment in combination with age-related cataracts were under observation, who were
subjected to CSV with tamponade of the vitreous cavity with silicone oil, endolaser coagulation of the retina and
Phaco with I0L implantation. Before surgical treatment and in the postoperative period, visual acuity, intraocular
pressure, Humphrey perimetry, field of vision studies based on screening tests, optical coherence tomography of
the retina, and sonography of the optic nerve were performed on patients. The observation period is 1 year. 1 year
after surgery, OCT was performed in 60 patients (60 eyes). The average thickness of the neurosensory retina in
the foveolar zone was 279.12+1.6 um, and the thickness of the choroid was 251.742.41 pum. When examining the
integrity of the pigment epithelium and choriocapillary complex, it was established that in 32 eyes (53.33%) there
was a decrease in its optical density, an increase in optical density in 13 eyes (21.67%), in 15 eyes (25.0%) there were
no changes fixed The IS/OS layer was preserved in 51 eyes (85.0%), its disorganization was noted in 9 eyes (15.0%).

Key words: rhegmatogenous retinal detachment, age-related cataract, closed subtotal vitrectomy,
phacoemulsification, optical coherence tomography.
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Among rare genetic diseases, Wilson's disease attracts considerable attention from scientists due to the damage
to many human organs and systems in this disease and the possibility of the disease's debut both in childhood and
in adulthood. Wilson's disease has an autosomal recessive type of inheritance caused by mutations in the ATP7B
gene, which is identified on the long arm of the 13th human chromosome (13q14.3-q21.1). Determined by genetic
changes, disorders of copper metabolism play a significant role in the development of Wilson's disease and cause its
accumulation mainly in the liver, nerve tissue, and peripheral parts of the cornea. In practice, modern doctors often
encounter clinical cases requiring a complex diagnostic search. Wilson's disease also belongs to such conditions that
are difficult to diagnose. The purpose of our work was to study the possibilities of conducting a diagnostic search in
the case of an atypical course of Wilson's disease in a comorbid patient using the example of a clinical case. The com-
plexity of this clinical case was the debut of the disease against the background of comorbidity, the initial absence of
damage to the nervous system, and characteristic ophthalmological signs, such as Kaiser-Fleischer rings and changes
in the content of "free" copper, serum ceruloplasmin, and the level of copper in daily urine. The importance of de-
termining these biochemical parameters in blood and urine when excluding Wilson's disease in a patient with liver
cirrhosis, even without damage to other target organs that are pathologically affected by copper, has been proven.
Timely appointment of diagnostic markers of Wilson's disease and appropriate specific treatment can help prevent
further progression of the disease and the appearance of complications in such patients.
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Connection of the publication with planned re-
search works. The work is a fragment of the research
work “Peculiarities of the course, prognosis and treat-
ment of comorbid conditions in internal organs, taking
into account genetic, age and gender aspects” (state
registration number 0118U004461).

Introduction. In a doctor’s practice, there are often
clinical cases that require a complex diagnostic search.
Rare congenital diseases that occur in patients can have
an atypical onset, occur against the background of co-
morbid pathology, which is often an aggravating factor
that complicates the diagnosis and management of such
patients, and require a complex approach in confirming
the detected disease. Such genetically determined con-
ditions that are difficult to diagnose include Wilson’s dis-
ease (WD), which leads to the accumulation of copper
in various organs and systems, causing a wide range of
clinical manifestations of the disease [1].

WD is caused by P-type mutations of the ATP7B
gene, which is identified on the long arm of the 13th
human chromosome (13q14.3-g21.1) and leads to dys-
regulation of cytoplasmic copper, its transport, prompt-
ing the deposition of copper, which is a physiological
component many different enzymes in different human
tissues. In addition to the most common manifestations
of WD, such as neurological and hepatic disorders, other
less common signs are also crucial for diagnosis [2]. Un-
fortunately, there is currently no single examination that
could unequivocally exclude or confirm WD. Also, most
doctors do not consider WD when diagnosing diseases
of the nervous system and liver, thinking it is quite rare.
That is why it is so important for doctors to be fully
aware of the manifestations of this hereditary disease,
taking into account the early symptoms and signs of the
disease, especially when it is detected at an older age,
which may appear against the background of comorbid
pathology [3].

Clinical manifestations of WD can appear at any age,
most often between the ages of 5 and 35 [4]. Among
the clinical signs and symptoms of the disease, which
can vary significantly, the most common are neurologi-
cal, psychiatric, hepatic, and ophthalmological disorders
(Kaiser-Fleischer rings) and the appearance of hemolysis
against the background of acute liver failure [5]. Due to
the significant heterogeneity and variety of clinical man-
ifestations, some scientists call WD “a great masker” [6],
which is due to the pathological accumulation of copper
in various organs and constitutes a significant diagnostic
problem, even at the initial manifestations of the dis-
ease. Therefore, timely identification of characteristic
symptoms of WD and conducting diagnostic studies to
confirm the diagnosis on time, following international
and domestic recommendations, can help prescribe
suitable individual treatment for the patient, improve
the further prognosis of the course of the disease, and
determines the relevance of our research.

The purpose of the study — on the example of a clini-
cal case of a patient with Wilson’s disease, to determine
the possibilities of conducting a diagnostic search for
atypical manifestations of the course of the disease in a
comorbid patient.

Object and research methods. The object of our
study was the data of a patient with Wilson’s disease,
who had the onset of the disease against the back-
ground of comorbid pathology and required a long diag-

nostic search at the beginning of the disease. The study
was conducted following the principles of biomedicine
and the provisions of the relevant laws of Ukraine, the
Helsinki Declaration on the Protection of Human Rights,
and the Council of Europe Convention on Human Rights.
At the beginning of the study, the patient’s informed
consent was obtained for collecting and processing rel-
evant data.

Research results. We present the clinical case of
patient V., 39 years old, a resident of Poltava, who was
hospitalized in our clinic with complaints of yellowing of
the skin and eyes, itching of the skin, bleeding gums, ab-
dominal enlargement, constant aching, dull pains on the
right and left under the rib, weakness, fatigue, impaired
vision, darkening of the urine and a decrease in its
quantity. From the anamnesis of the disease, it is known
that the patient considered herself sick for three years
when she noticed minor swellings on her lower limbs
for no reason. She underwent an examination abroad,
where signs of liver cirrhosis were detected. As a result
of the investigation, viral factors of liver damage were
excluded, LKM1, ANA, AMA, SLA, and ASMA antibodies
were absent, and alpha-1-antitrypsin and screening for
celiac disease were performed without deviations. Dur-
ing the examination of the patient, Wilson’s disease was
suspected. But the indicators did not have significant
deviations when examining blood for ceruloplasmin and
free serum copper. In addition, an ophthalmologist’s
slit-lamp examination did not confirm the presence of
Kaiser-Fleischer rings and sunflower-type cataracts. The
patient categorically refused the proposed liver biopsy,
so a repeat examination in the clinic was recommended
after three months. After being in outpatient treatment
for several weeks, the condition suddenly worsened;
she noted an increase in the size of the abdomen, and
increased swelling in the lower limbs, so the patient was
urgently hospitalized in the clinic at her residence.

From her life history: since the age of 4, she was
in the dispensary register for congenital bilateral glau-
coma, and surgical intervention was carried out. Sub-
sequently, the eye disease progressed; during an addi-
tional examination, a recurrence of glaucoma and the
appearance of a mature cataract were determined,
which required repeated surgical treatment, which was
successfully performed. He has been suffering from vit-
iligo since childhood. The patient had no bad habits,
denied contact with toxic substances, and did not take
hepatotoxic drugs. In the family history: the twin sister
was diagnosed with acute hepatitis C, which had been
transferred about ten years ago, and was cured. In the
future, the sister constantly underwent examination
and treatment for chronic cholecystitis; no manifesta-
tions of any changes on the part of the liver were de-
tected during the last years.

During an objective examination, the general condi-
tion is considered closer to severe. Abnormalities: pale-
icteric skin, moderate edema on the lower extremities,
blood pressure 90/60 mm. Hg, PS 92 in 1 min.; during
auscultation of the cardiovascular system, weakening of
heart sounds is determined; a moderate increase in the
volume of the abdomen due to ascites was detected.
The lower edge of the liver was determined by palpation
3 cm below the edge of the costal arch; on palpation,
it was painless, smooth, the edge was rounded, and of
moderate density.
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Considering the detection of ascites, the absence of
a cause of liver damage according to previous examina-
tions, and the suspicion of WD, the patient was com-
prehensively examined in the clinic. Abnormalities were
found inthe clinical blood analysis: a decrease in the con-
tent of platelets 106x109/I, hemoglobin — 110 g/I, lym-
phocytes — 10%. Examined by a hematologist, the con-
clusion: mild thrombocytopenia against the background
of the underlying disease. In the biochemical analysis of
blood, an increase in the level of bilirubin 69.4 — 40.1
— 29.3 umol/l was determined; ALT — 56 units/I; AST —
88 units/l; GGT 106 units/l; CRP — from 6 to 12 mg/l;
decrease in albumin indicators — 22.3 g/I; total protein
—62.1 g/l, and deviations in the coagulogram results:
fibrinogen — 1.7 g/I, PTT — 40.0”, % according to Kwik
—24%, aPTT — 37", INR -3, 74, which confirmed signifi-
cant disturbances in the functioning of the liver, primar-
ily its protein-synthetic function. She was re-examined
for viral factors of liver damage, including HIV infection,
and negative results were obtained. Hemolytic anemia
to rule out, a Coombs test was performed (which is in-
cluded in the patient’s examination standards when
anemia is detected and WD is suspected) — the test was
negative. The content of thyroid hormone levels had no
deviations.

According to the instrumental data, the pathology of
the thyroid gland was also not determined (according to
the ultrasound examination). According to electrocardi-
ography, a horizontal position of the electric heart axis,
sinus tachycardia, a decrease in the QRS voltage in V4-6,
an increase in the load on the right parts of the heart, a
violation of the processes of repolarization of the ante-
rior membrane of the ventricle, ultrasound of the heart
—no abnormalities were detected, the ejection fraction
of the left ventricle was preserved (EF — 70%). Cirrhotic
changes in the liver, enlargement of the splenic and por-
tal veins, and ascites were determined according to the
ultrasound of the abdominal organs and computer to-
mography (CT). Fibroscan of the liver F-4 (METAVIR), the
average value of the elasticity of the liver is 13.5 kPa.
According to fibrogastroduodenoscopy, gastropathy not
associated with Helicobacter pylori infection was deter-
mined.

Taking into account the suspicion of WD, the pa-
tient was re-examined by an ophthalmologist, who did
not reveal any data for WD (Kaiser-Fleischer rings and
“sunflower” type cataracts are absent). Considering the
frequent damage to the nervous system in WD, the pa-
tient was consulted by a neurologist. Conclusion: conse-
quences of organic damage to the central nervous sys-
tem with scattered microsymptomatics, a symptom of
vegetative-vascular dystonia of a mixed type, asthenic
syndrome, vertebrogenic — muscular — tonic syndrome.
At the time of examination, no neurological symptoms
of Wilson’s disease were detected. Treatment of the un-
derlying disease is recommended.

Later, during a CT scan of the pelvis, the patient was
diagnosed with the formation of the right ovary, uterine
fibroids, and ascites. Given the detection of an ovarian
tumor and ascites, the patient is examined by an on-
cologist. On the oncologist’s recommendation, a punc-
ture of the posterior vault was performed to investigate
the ascitic fluid (result: structureless substance, single
mesothelial cells, no atypical cells were found, and pro-
liferating mesothelial cells were determined). Analyses

for tumor markers were taken: CA125 — 660.8 units/
ml; tumor marker HE4 — 98.8 pmol/Il. Conclusion of the
oncologist: Cystoma of the ovary. Nodular fiboromyoma
of the uterus. Ascites. It is recommended to continue
examination and treatment in the regional clinical dis-
pensary to clarify the diagnosis.

Since the beginning of the examination, tests for
“free” copper, serum ceruloplasmin, and copper from
daily urine were taken to confirm the patient’s WD. Still,
the result has not yet been obtained; taking into account
the data of the oncologist’s examination, the increase in
the indicators of oncological markers, ascites, and liver
damage in patients was considered possible manifesta-
tions of oncological pathology. Therefore, the patient
was transferred for further diagnosis to an oncology
clinic with a recommendation for a repeat examination
after receiving the results of tests for WD. In the future,
malignant formation of the ovaries was excluded. The
results of tests for copper were obtained: “free” copper
in blood serum — 14.9 (norm — 12-24.0) umol/I, copper
from daily urine — 692 mg/24 hours (norm — 10-60) —
daily amount of urine — 700 ml, serum ceruloplasmin
— 0.1 (normal for a woman — 0.16-0.45) g/I. The diag-
nosis was established: Cirrhosis of the liver associated
with Wilson’s disease, stage C according to Child-Pugh
(Fibroscan F-4 METAVIR) with moderately expressed ac-
tivity, portal hypertension (dilation of the splenic, portal
veins, ascites), stage of decompensation (hepatomega-
ly, hypoalbuminemia, thrombocytopenia ). Appropriate
treatment is prescribed.

Discussion of research results. Scientists consider
WD as a rare genetic disease. According to the authors,
the most characteristic initial manifestations of the
disease are neurological disorders and changes in the
hepatobiliary system, which are detected in about 40-
60% of cases [7]. It is known that the beginning of WD
can be either asymptomatic, in which only changes in
biochemical parameters are determined, confirming
liver damage, or it can debut with the manifestations
of liver cirrhosis, which is similar to our case. The onset
of the disease is also possible due to the manifestations
of acute liver failure. In addition, scientists determine
the presentation of WD at any period of life, defining 40
years as the upper age limit. Among the oldest patients
with newly registered signs of WD, a patient aged about
80 years was found, and the youngest patient was only
three years old [8]. After 40 years, WD begins in only
3% of patients [9], so doctors from the very beginning
had significant doubts about the possibility of WD in our
patient, who was 39 years old at the time of admission
to the clinic. In addition, at the same time, no liver dam-
age was detected in the twin sister, which also indirectly
refuted this genetic disease. In our clinical case, the
unusual onset of the disease also draws attention. The
patient considers herself sick since the beginning of vi-
sual impairment in childhood, when congenital bilateral
glaucoma and cataracts of both eyes were detected,
which are not characteristic manifestations of Wilson’s
disease, even in the advanced phase. Since childhood,
skin changes such as vitiligo have had a negative, dis-
tracting effect on the diagnosis of the disease. It is
known that comorbid conditions [10] often complicate
the diagnosis of diseases in such patients, slowing down
the timeliness of prescribing specific therapy. During the
diagnostic search, a neoplasm of the small pelvis was
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found in the patient. The diagnostic signs found in the
patient, data from the CT scan of the small pelvis, and
the rise in the level of oncological markers gave doctors
doubts about the presence of WD in the patient. They
required additional examination to rule out oncologi-
cal pathology. Although according to the literature, the
appearance of deviations from oncological markers is
possible against the background of severe hepatobiliary
pathology [11, 12], which is WD and can indicate a high
degree of disease activity and correlates with the sever-
ity of liver fibrosis.

The lack of Kaiser-Fleischer rings and «sunflower»
type cataracts when examined by an ophthalmologist,
which usually appears quite late, in the advanced phase
of the disease, also led to the initial false diagnostic
path. It is clear that this may be due to the patient’s re-
peated surgery for glaucoma and cataracts, which made
it difficult to verify these pathognomonic symptoms of
WD. In addition, according to scientists, the detection
of Kaiser-Fleischer rings, which are manifestations of
copper accumulation in the form of golden-brown and
green pigmentation on the periphery of the eye’s cor-
nea, is not a definite sign that is always found in this dis-
ease. Thus, with isolated liver pathology, Kaiser-Fleisch-
er rings may be absent in 50% of patients with WD, and
cataracts of the «sunflower» type are noted in about 1%
of patients with newly detected WD [3]. In addition, the
conclusion of the neurologist, which excluded the lesion
of the WD in the patient, also did not prompt the timely
establishment of a diagnosis. It is known that neurologi-
cal manifestations are the second most frequent after
hepatic manifestations in patients with WD [5, 6]. But
most cases of abnormalities on the part of the nervous
system arise against the background of already formed
liver pathology [3]. Therefore, it is essential for a prac-
ticing doctor, even in the absence of lesions on the part
of the nervous system and characteristic ophthalmologi-
cal signs of copper deposition on the periphery of the
cornea of a patient with cirrhosis of the liver or when
abnormalities are detected in biochemical liver tests of
unknown etiology, at any age of the patient it is neces-
sary to conduct a study of “free” copper, ceruloplasmin
in the blood serum and the daily amount of urine, to
exclude WD.

Taking into account the detection of WD in the pa-
tient, which is a hereditary genetic disease, a family
screening was carried out for the twin sister, who was

examined at the Kyiv Scientific Research Institute of
Infectious Diseases, named after LV. Gromashevskyi
(taking into account chronic stoneless cholecystitis that
appeared after viral hepatitis C). The presence of WD
was confirmed in the patient, and the diagnosis was
established: Cirrhosis of the liver, as a consequence of
Wilson’s disease, stage A according to Child-Pugh (Fi-
broscan F-4 METAVIR) with moderately expressed activ-
ity, compensation period (hepatomegaly, hypoalbumin-
emia). The asymptomatic WD course in our patient’s
twin sister draws attention. In addition, the discovery of
incomplete Kaiser-Fleischer rings on the corneas of the
sister, against the background of congenital glaucoma of
both eyes (optometrist examination), confirmation of
the diagnosis by a geneticist: WD, hepatolenticular de-
generation A/R type of inheritance, cirrhosis of the liver,
stage A (hepatomegaly, hypoalbuminemia ) and the de-
tection of an increased amount of copper in the urine
per day — 189 mg/24 hours (norm 10-60), substantiated
the diagnosis of WD, confirming the hereditary genesis
of this disease. Therefore, in the future, the patients
were prescribed therapy following current international
recommendations: exclusion from the diet of products
that contain a significant level of copper, pills cuprenil
250 mg, with a gradual increase in the dose to 1.5 g/
day and constant supervision, if necessary, correction
of treatment to achieve remission of the disease and
possible subsequent transfer to a maintenance dose,
zincteral 124 mg/day, symptomatic therapy, which were
effective.

Conclusions. Thus, Wilson’s disease remains diag-
nostically difficult and requires considerable attention
during the diagnostic search. The rarity of detection of
this disease is often due to insufficient vigilance of doc-
tors regarding the possibility of this hereditary disease,
especially at an older age, against the background of
comorbid pathology. Timely appointment of diagnostic
markers of Wilson’s disease and appropriate specific
treatment can help prevent further progression of the
disease and the appearance of complications in such
patients.

Prospects for further research. In the future, it is
planned to analyze the possibilities of detecting Wil-
son’s disease in patients with liver pathology against the
background of comorbid conditions in adulthood and to
study further ways of providing timely medical care to
such patients.
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XBOPOGBA BIJIbCOHA TA CK/IAAHICTb AIATHOCTUYHOTO MOLUYKY: KIHIYHWUIA BUNALOK

XpaH B. M., Kup'aH O. A,, babaHiHa M. 10., Kitypa €. M., TkKaueHko M. B.

Pe3tome. Y cTaTTi HaBeAeHO NPWKAAA, PiAKICHOTO reHeTUYHOTO 3aXBOPIOBAHHA — XBOpobu BinbcoHa. 3axBopto-
BaHHA MA€ ayTOCOMHO-PELECMBHUI TUN CNaZKyBaHHA Ta NPMBEPTAE 3HAYHY yBary HayKoBL,iB, Lo 06yMOBeHO ypa-
YKeHHAM 6araTbox OpraHiB i cMCTemM NOAUHU NPU JAaHOMY 3aXBOPHOBAHHI Ta MOXAMBICTIO AeboTy xBopobu fAK B
OUTAYOMY TaK i B Aopocaomy Bilj. XBopoba BinbcoHa, Wwo 3ycTpiyaeTbca 3 04HAKOBOK YaCTOTOK Y BCbOMY CBITi,
3yMoB/ieHa MyTalismu B reHi ATP7B, akuii ineHTUdiKoBaHW Ha gosromy nsedi 13- xpomocomu ntoamumn (13q14.3-
g21.1) Ta BNIMBOM reTEPO3UrOTHOrO HOCIMCTBA. MopyLweHHA 0BMiHY Mifi, AKi 4eTepMiHOBaHI reHETUYHUMM 3MiHa-
MW, BigirpatoTb ro/IoBHY posib y PO3BUTKY XBOPO6M BinbcoHa, 06yMOB/IOIOTL i HAKOMMYEHHA Y NapeHXiMi MeYiHKu,
HepBOBIl TKaHWHI Ta NepudepiiHUX Biadinax poriskM oka (popmyBaHHA Kineub Kaisepa-®neiiwepa) 3 nocnigyto-
UMM MOLIKOAMKEHHAM MiA A0 BiANOBIAHUX OPraHiB Ta CUCTEM.

BiacyTHicTb eguMHOro obcTekeHHn, Ake Moo 6 0A4HO3HAYHO BUKIOUUTM abo NiaTBepAuTM XBOpoby BinbcoHa,
notpebye rMMOBOKMX 3HAHb NiKapiB, LLLOAO NPOABIB AAHOr0 CNaZKOBOro 3aXBOPOBaHHA. TOMy CBOEYACHE BUABIEHHSA
XapaKTePHWUX CUMMTOMIB Ta NPOBEAEHHA AiarHOCTUYHUX AOCAIAMKEHb ANA NiATBEPAXKEHHA AiarHo3y, MoXe Nokpa-
LWMTM NoanblUnii NporHo3 nepebiry xsopobu.

MeToto Haloro A0CNiAKEHHA CTano BM3HAYeHHA AebtoTy XBOpo6bu BinbCoHa, WO BUHMKAA Y XBOPOi 39 pOKiB Ha
¢doHi KomopbigHOoT naTosorii Ta aHani3 ckNaAHOCTI BeAEHHA TaKMUX NaLLIEHTIB HAa NPUKANAZA} AaHOTO KNiHIYHOro BMNag-
KY, i3 ypaxyBaHHAM MeXaHi3miB PO3BUTKY Pi3HOMAHITHUX O3HAK 3aXBOPIOBAHHA Ta 0COBAMBOCTEN AiarHOCTUYHOrO
MOLWYKY NPU HETUNOBMX NPOSABAX XBOPOOM, i3 BUKOPUCTAHHAM MiXKHAaPOAHUX PEKOMeHaL,i Ta NpoToKonis. Cknag-
HiCTb [L@HOTO KNiHIYHOrO BMNAAKY NoAArana y HETMNoBOMY NMoYaTKy 3aXBOPHOBaHHA Ha GOHi KomopbigHocTi, Nnoyat-
KOBIiW BiACYTHOCTi yparKeHHA HePBOBOI CUCTEMM, XapaKTEPHMX ODTaNIbMONOFIYHNX O3HAK Ta 3MiH Yy BMICTi «BiNIbHOT»
Migj, uepynonaasmiHy CMPOBATKM KPOBi Ta piBHA migi y A060Bil ceuvi.

JoBeaeHa BaXK/IMBICTb BU3HAUYEHHA AaHMX BiOXIMIYHMX NOKA3HMKIB y KPOBI Ta cedi, NpU BUKIOYEHHI XBOPOHU
BinbCcoHa y XBOPOTO 3 LMPO30OM MeYiHKM, HaBiTb NPW BiACYTHOCTI ypaXKeHHs iHWMX OPraHiB — MilleHew, AKi 3a3HatoTb
naTo/I0riYHOro BMN/MBY i3 60Ky Migi. CBOEYACHE NPU3HAYEHHS AiarHOCTUYHUX MapKepiB XBopobu BinbcoHa Ta Bia-
noBigHoro cneuymiyHOro NikyBaHHA MOXKe AOMOMOITM NonepeanT nogasablue NporpecyBaHHa XxBopobu Ta NosBy
YCKIaZHEeHb y Takunx xBopux. MpeacTaBneHi gaHi 4OCNIAXKEHHA MOXKYTb 3aL,iKaBUTM raCTPOEHTEPO/IOriB, HEBPOMATO-
0riB, CiMeMHMX NiKapis Ta NiKapiB iHWKX cnewuianbHOCTEN.

KntouoBi cnoBa: xBopoba BinbcoHa, KomopbigHicTb, AiarHocTuKa.

WILSON’S DISEASE AND DIAGNOSTIC CHALLENGES: CLINICAL CASE

Zhdan V. N., Kyrian O. A., Babanina M. Yu., Kitura Ye. M., Tkachenko M. V.

Abstract. This article covers a case of a rare genetic disorder — Wilson’s disease. It is an autosomal recessive
inherited disorder that attracts the close attention of scientists since the disease affects many organs and systems of
a patient and can develop both in children and in adults. Wilson’s disease occurs with similar frequency throughout
the world. It is caused by mutations in the ATP7B gene identified on the long arm of the 13th chromosome, as well
as by the heterozygous carriage.

The copper metabolism disorder determined by the genetic changes plays a major role in the development of
Wilson’s disease. The excess copper accumulates in the liver parenchyma, nervous tissue and in the peripheral cornea
(so-called Kayser-Fleischer rings) which results in subsequent organ damage. Since there is no unified examination
that could confirm or rule out Wilson’s disease, it is necessary that doctors are able to define the symptoms of this
disease. The early detection of symptoms and diagnostic studies can improve the disease prognosis.

The aim of our research was to study the debut of Wilson’s disease in a 39-year-old patient with comorbid
pathology. We also analyzed the difficulties of managing patients with Wilson’s disease in the example of this
clinical case. We considered different mechanisms of the disease development and peculiarities of the diagnosis
of atypical symptoms using international recommendations and protocols. The difficulty of our clinical case was
that the symptoms of the disease with a comorbid pathology were atypical at the early stage of the illness. We did
not detect damage to the nervous system, as well as ophthalmological features, and changes in the amount of free
copper, ceruloplasmin levels and rate of 24-hour urinary copper excretion.

It was proven that detection of these biochemical markers in blood and urine is important in ruling out Wilson’s
disease in a patient with cirrhosis of the liver even if the other organs that were usually affected by copper were
not damaged. Prompt diagnosis of the markers of Wilson’s disease and corresponding treatment can prevent the
progression of the disease and its complications in such patients. Our research can be useful for gastroenterologists,
neuropathologists, family physicians, and doctors of other specialties.

Key words: Wilson’s disease, comorbidity, diagnosis.
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MoaH B. M., Kup'saH O. A., babaHiHa M. 10., Kimypa €. M., TkayeHKo M. B.

XBOPOBA BI/IbCOHA TA CK/IAOHICTb AIATHOCTUYHOIO NOLLYKY:
KNIHIYHUU BUTNTAOOK

NonTaBCcbKuUi gepaBHU meauuHuii yHisepcuteT (m. MonTaea, YKpaiHa)
hel_kirjan@i.ua

Ceped pidkicHUX 2eHemUYHUX 30X80PHOBAHbL, X80p0oba BinbCOHA Npusepmae 3HA4YHY ysa2y HAyKosuis, W0
06yMOB/EHO ypaxeHHAM 6a2ambox opeaHie i cucmem AOUHU Mpu OAHOMY 30XB0PHBAHHI MA MOMCAUSICMIO
debromy xgopobu K 8 dumaYomy mak i 8 dopocsomy siui. Xeopoba BinbcoHa mae aymocomHo-peyecusHuli mun
CraoKy8aHHA ma 3yMosseHa Mymauiamu 8 2eHi ATP7B, akuli ideHmugpikosaHuli Ha doszomy nnedyi 13- xpomocomu
Mo0uHU (13q14.3-g21.1). MopyweHHs 06miHy Midi, AKi OemepmiHO8aAHI 2eHeMUYHUMU 3MIHAMU, 8i0iepatome 20/108HY
ponb y po38umMKy xeopobu BinbcoHa i 06ymossnoromes ii Hakonu4yeHHA 30ebinbuio2o y neviHyi, Hepeosili MKAHUHI
ma nepugbepiliHux 8i00inax pozieku oKa. B npakmuyHili disanbHOCMI, Cy4acHi nikapi docume yacmo 3ycmpiyaromecs
i3 KniHiYHUMU eunadkamu, fKi nompebyrome CKAAOHO20 0iae2HOCMUYHO20 MowyKy. o makux 3ax80pHoO8aHb,
AKi 8aMKo diaeHOCmMyromecs, 8i0HOCUMbCA MAKOMC | xeopoba BinbcoHa. Memoto Hawio2o 0ocnioweHHA 6yno
8UBYEHHA Moxcausocmeli nposedeHHA 0iaeHOCMUYHO20 MOWYKY npu Hemunosomy nepebiey xeopobu BinbcoHa
Yy KoMopbiOHO20 X80pP020 HA MNPUKAAdi KniHiYHo20 sunadky. CKAadHicme 0aHO20 KiHiYHO20 e8urnadKy rnoaseana
y O0ebromi 3ax80ptOBAHHA HA (POHIi KOMopbiOHOCMI, noyamekosili 8idcymHocmi ypaieHHs Hepsosoi cucmemu i
XapakmepHUX oghmasnbmos02iYHUX 03HAK, MAaKux AK Kinoeua Kalizepa-®aeliwepa ma 3MiH y emicmi «8inbHoi»
MiOi, yepynonaasmiHy cuposamku Kposi, pigHa midi y 00608il ceui. [JogedeHa 8amcauUBiCMb 8U3HAYEHHA OQHUX
bioxiMiYHUX MOKA3HUKI8 y Kpo8i ma ceyi, Npu BUKAOYEHHi x8opobu BinbCoHA y nayieHma 3 yupo30M MeyviHKu,
Hasimb npu 8i0CymMHOCMIi yparceHHA iHWUX opaaHie-miwieHel, AKi 3a3HaMb Namos02iYHo20 8riausy i3 6oKy mioi.
CeoeyacHe rpu3HayeHHA 0iaecHOCMUYHUX MapKepie xeopobu BinbcoHa ma 8idnosioHO20 crneyugiyHo20 NiKy8aHHSA
Moxce dorromoamu nonepedumu nodasbule NpPo2pecysaHHs Xxaopobu ma nossy yCKAAOHEHb Y MAKUX X80P UX.

Knrouoei cnoea: xeopoba BinbcoHa, KomopbioHicme, diazHOCMUKa.

38’A30K ny6niKauii 3 n1aHOBMMMU HAayKOBO-A0CAIA-
HUMK poboTtamu. PoboTa € pparmeHTOM HayKOBO-40-
cnigHoi pobotn «OcobamnsocTi nepebiry, NporHo3y Ta
NiKyBaHHA KOMOPOIAHMX CTaHIB MpM 3aXBOPHOBAHHAX
BHYTPILLUHIX OpraHiB 3 ypaxyBaHHAM reHeTUYHUX, BIKOBUX
i reHOEPHUX acneKTiB» (HoOMep AeprkaBHOI peecTpauji
0118U004461).

Bctyn. B npaKTWuHiA AianbHOCTI Nikapa [0CUTb
4acTo 3yCTpiYatoTbCA KNiHIYHI BUNAAKK, AKi NOTpebyoTb
CKNagHOro AiarHOCTUYHOrO NowyKy. PiaKicHi BpoasKeHi
3aXBOPIOBAHHA, AKI BUHUKAIOTb Y XBOPUX, MOXKYTb MaTuh
HETMMNOBWMIN MOYATOK, BMHMKATU Ha ¢GOHi KomopbigHoi
naTonorii, AKa YacTo € 0bTAXKYBaNbHUM GAKTOPOM, LLO
YCKNAZHIOE AiarHOCTUKY Ta BeZ,eHHA TaKMX NaLLEHTIB, Ta
notpebyBaT KOMIMIEKCHOro Nigxoay y NiATBepAKeHHi
BMAB/IEHOI XBOPO6MU. 10 TaKMX reHETUYHO 06YMOBNEHMX
3aXBOPIOBAHb, AKi BaXKKO AiarHOCTYIOTbCA, BiAHOCUTLCA
xBopoba BinbcoHa (XB), ska npuBOAUTL A0 HaKOMUYEH-

HA MiAi B Pi3HWMX OpraHax i cMCTemax, BUKAMKaAOUN LWKn-
POKWI KNiHIYHMI CNeKTp NposBiB xBopobu [1].

XB obymoBneHa nosBot MyTaui P-tuny ATP7B
reHy, AKMi igeHTndikoBaHM Ha posromy naedi 13-i
Xpomocomu noanHu (13q14.3-q21.1) Ta npuBoAUTL A0
NOpyLUEeHHA perynauii uutonaasmaTnyHoi migi, ii TpaH-
CNOPTYBaHHA, CMOHYKAlOYM A0 BiAKNALEHHA Mifi, WO €
di3ionoriyHo CKNaLOBOK YACTMHOK 6araTbox pi3HO-
MaHITHUX GEPMEHTIB Yy Pi3HUX TKaHWHAX NtogMHKU. Kpim
HalbiNbLW NOWMpPEHNX NPOABIB yparkeHHA Npu XB, Takmx
AK HEBPOJIOTiYHI Ta NEYiHKOBI NOPYLUEHHA, iICHYIOTb iHLWI
MEHL NOLIMPEHI 03HAKM, AKI TAaKOX BaXnuBi onA Aia-
rHOCTUKM [2]. HaxKab, EAMHOrO 06CTEXKEHHSA, AIKE MO0
6 04HO3HAYHO BUKNOUYNTM abo nigTBepanTM XB Ha cbo-
rOAHIWHIA AeHb He icHye. TakoK, BiNbLicTb NiKkapis He
BpaxoByloTb XB npu nposeaeHHi andepeHuinHoi gia-
FHOCTUKM XBOPOH HEPBOBOI CMCTEMM Ta MEYiHKM, BBaXKa-
toum ii gocuTb pigKicHol. Tomy Tak BaxkamBa BcebiuHa
06i3HaHicTb NiKapiB, WOA0 NPOABIB A4aHOrO CMagKoBOro
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3aXBOPIOBAHHSA, i3 BpaxyBaHHAM PaHHIX CMMNTOMIB Ta
03HakK xBopobu, 0cobAnBO Npu BUABAEHHI Y Bibl cTap-
LLOMY BiLLi, AKA MOXKe NposABUTUCA Ha GOHi KomopbigHoi
nartonorii [3].

KniHiuHi npossn XB mMoOXyTb 3'sBUTMCA B Ntobomy
BilLi, HaMBiNbL YacTo vy BiLi BiA 5 Ao 35 pokis [4]. Cepen,
KNHIYHUX O3HaK i CMMNTOMIB 3aXBOPIOBAHHA, fAKI MO-
KYTb 3HAUHO Pi3HUTUCA, HaNBINbLI NOWUPEHUMM € He-
BPOOTiYHI, NCUXiaTPUYHI, NeYiHKOBi, 0PTaNbMONOrIYHiI
nopyweHHn (Kinbusa Kaiisepa-®neliwepa) Ta nossa re-
MOJIi3y Ha QOHI rocTpoi neviHKoBOI HegocTaTHOCTI [5].
Yepes 3Ha4YHy reTeporeHHiCTb i PiSHOMaHITHICTb KAiHiY-
HUX NPOABIB, AEAKI HAYKOBL,i Ha3nBaloTb XB «BeAUKUM
MaCKyBa/ibHUKOMY» [6], W0 06yMOBNEHO MaTONOTYHUM
HAKOMWYEHHAM Migi B Pi3HMX OpraHax Ta CTAHOBMUTb
3HaYHy AiarHOCTUYHY Npobaemy, HaBiTb Ha NOYATKOBUX
NnposBax 3axBOPHOBaHHA. TOMYy CBOEYACHE BUABIEHHA
XapakTepHux cumntomis XB Ta npoBeaeHHA aiarHoc-
TUYHUX OOCNIAMKeHb, AN CBOEYACHOIO NiATBEPAKEHHA
OiarHo3y, BignNOBiAHO MIXKHAPOAHMM Ta BITYU3HAHUM
pekomMeHAaLiAM, MOXKe AOMOMOITA NPU3HAYUTK KBaNi-
¢dikoBaHe iHAMBIAyasbHE NiKyBaHHA XBOPOMY, NMOKpa-
WMTW NoAaNbWNIM NPOrHO3 nepebiry 3axBoptoBaHHA Ta
06YMOB/IOE aKTYaIbHICTb HALLOTO AOCAIAKEHHS.

Meta pocnigyXeHHA — Ha NPUKAAALI KNiHIYHOro BU-
nafky naujieHTa i3 xBopobow BinbcoHa, BU3HAYUTK
MOK/IMBOCTI NPOBEAEHHA AiarHOCTUYHOIO MOLUYKY Mpu
HeTUNoBMX NponABax nepebiry xsopobu y komopbigHoro
XBOpPOro.

06°eKT i meTogu pgocnigyeHHA. O6 eKTOM HaLoro
[OCNIAXKeHHA Bynn AaHi nauieHTKM i3 xBopoboto Binb-
COHa, WO Mana NosBy 3aXBOPHOBAHHA Ha GOHI KOMop-
6igHOi naTonorii Ta noTpebyBana TPUBANOro AjarHoc-
TMYHOTO MOWYKY Npu aebtoTi xBopobu. [ocniaKeHHA
NpoBOAMNOCA 3rigHO i3 NpMHUMNamMu BiomeguuMHU Ta
NONOXKEHHAMM BiANOBIAHUX 3aKOHIB YKpaiHu, [enbCiH-
CbKOI AeKapaLlii OXOPOHM NpaB NOAUHU Ta KOHBEHL,T
Pagn €sponn npo npasa AwAnHWU. Ha noyatky gochni-
OXKeHHA byno oTprmaHo iHGopMoOBaHy 3rogy XBOpOi Ha
36ip Ta 06po6Ky BiANOBIAHMX AAHUX.

Pe3synbratv pocnigkeHHA. [peactaBneHO KAiHiy-
HUI BUNaZOK xBopoi B., 39 poKiB, mewwKaHKkK m. MonTa-
BW, AKa bya rocnitasnisoBaHa B HalUy KNiHiKy 3i CKapramm
Ha NOXOBTIHHA LWKipPK Ta o4ein, cBepbixK LWKipKU, KPOBOTO-
UMBICTb ACEH, 36i/bLUEHHSA }KMBOTA, NOCTIMHI HMIOYI Tyni
6oni cnpaBa Ta 3niBa nig pebpom, cnabKicTb, yTomatoBa-
HiCTb, NOPYLUEHHSA 30pY, NOTEMHIHHA CeYi Ta 3MEHLIEHHA
il KiNbKOCTI. I3 aHaMHe3y 3aXBOPHOBAHHA BiAOMO, LLO Na-
LiEHTKa BBaXKae cebe XBOPOI Ha NpoTA3i 3 poKis, KoK
6e3 npuumMHM novana Bigmiyatm y cebe noaBy HesHa-
YHUX HAabPAKIB Ha HUXKHIX KiHLiBKax. Mpoxoguna obcTe-
YKEHHA 33 KOPAOHOM, Ae 6ynY BUABAEHI 0O3HAKU LIUPO3y
neviHkn. B pesynbraTti 06CTeXKeHHA BUKIKOYEHO BipycC-
Hi YWHHWKN ypaKeHHA nediHku, aHTuTina LKM1, ANA,
AMA, SLA, ASMA 6ynu BiacyTHi, anbda-1-aHTUTPUNCUH
Ta NPOBEAEHMUI CKPUHIHT Ha Leniakito — 6e3s BiaxuneHso.
B npoueci ob6cTexkeHHs NaLieHTKU, BUHMKAA Nigo3pa Ha
XBOpoby BinbcoHa. Ane npu obcTexkeHHi KpoBi Ha Le-
pynonnasmiH Ta BifibHY Migb CMPOBATKU NMOKA3HUKKU He
Manu CyTTeBUX BiaxmneHb. Ornag okynicta 3a 4ONOMO-
rot0 LWiIMHHOT IaMNKU He MiATBEPAMB HAABHICTb Kineub
Kansepa-®neiepa Ta KaTapaKTu 3a TUNOM «COHSAL-
HUKa». Big 3anponoHoBaHoi 6ioncii neyYiHKM naLieHTKa
KaTeropmM4Ho BiAMOBMAACL, TOMY BY/10 peKOMeHA,0BaHO
NOBTOPHWI OrNsA4, B KNiHiLi yepes 3 micaui. MNicna nepe-

6yBaHHA Ha aMbynaTopHOMY NiKyBaHHI Ha NPOTA3i Kifb-
KOX TUXHIB CTaH panTOBO Pi3KO NOripWMBCA, Bigmivana
36i/NbLLEHHS PO3MIipiB KMBOTA, NiACUIEHHA HAabPAKIB Ha
HUXHIX KiHLiBKaX, ToMy XxBopa byna TepMiHOBO rocnita-
Ni30BaHa B KNiHIKY 32 MicLeM NPOXKMBAHHA.

3 aHamHe3y XuTTa: i3 4-x poKiB nepebyBana Ha
amcnaHcepHomy o6niKy 3 Nnpusoay BpoAKeHOi ABO6IY-
HOI FN1ayKOMM, NMPOBOAMNOCH OMepaTvBHE BTPy4YaHHA.
B nopanbliomy, 3axBOPHOBAHHA O4Yel Mporpecysasno,
npv [A04ATKOBOMY OOCTEXeHHI BM3HAa4yeHO peuunaus
rNaykoMu Ta MpPOSBW 3pifoi KaTapaKkTu, Wo noTpeby-
Ba/I0 MOBTOPHOIO OMEPATUBHOIO NiKYBaHHA, AKe Byno
npoBeAeHO yCniWwHO. XBOpPIi€ 3 AUTUHCTBA Ha BITINIroO.
MauieHTKa WKIiAAMBUX 3BMYOK HE Masia, KOHTAKT i3 TOK-
CUYHUMM PEYOBMHAMM 3anepeyvyBana, renaToToOKCUYHI
npenapatn He npuiimana. B cimeliHomy aHamHesi: y
cecTpu-61M3HIOKa BUABAEHO nepeHeceHun 6amsbko 10
pokiB Tomy roctpuit renatut C, Akuii 6ys BUNiKyBaHuWiA. B
noAanblWOMy CecTpa NocTiMHO Npoxoauna obcTexeHHn
Ta NliKyBaHHA 3 MPUBOAY XPOHIYHOIO XONEUUCTUTY, NPOo-
ABIB OyAb-AKMX 3MiH 3 6OKY NeYiHKM Ha NPOTA3i OCTaHHIX
POKiB He BUABNANN.

Mpn 06 eKTUBHOMY OBCTEXKEHHI 3arasbHWiA CTaH
PO3UiHEHUI AK BAMXKYE 40 BaXKKOro. I3 BigxuneHs: 6ni-
[O0-IKTEPUYHICTb LWIKiPKW, MOMIpHI HAaBPAKM Ha HUMKHIX
KiHuiBKkax, AT 90/60 mm. pT.cT., PS 92 3a 1 xB.; npu ayc-
Ky/bTaLil cepueBo-CyaANHHOI CUCTEMM BU3HAYEHO OCNa-
61eHHA cepUEBUX TOHIB; BUABNEHO 36iNblUeHHA NOMip-
He 06°emy XKMBOTa, 3@ PaxyHOK acumTy. HWKHIN Kpak
NneyYiHKM BU3HAYaBCA NasbNaToOpHO Ha 3 cMm i3-nig Kpato
pebepHoi ayrv, npu nanbnadii 6e36onicHUA, raakuii,
Kpan 3a0KpYr/eHnI, MOMIpHOI LLiNbHOCTI.

BpaxoBytoun BUABNEHHA aCUUTYy, BIACYTHICTb npu-
UYMHW ypaXKeHHSA NeYviHKKW 33 JaHMMK nonepesHix obcTe-
YKeHb Ta Niao3py Ha XB, nauieHTKa 6yna pisHO6iYHO 06-
CTe)KeHa B KANiHiLi. B KniHiuHOMY aHanisi KpoBi BUABNAEHO
BiAXMNEHHA: 3HMMEHHA BMICTY TpombouuTis 106x10°/n,
remornobiny — 110 r/n, nimdoumtis — 10%. OrnaHyTa
remaTo/IoOroM, 3aK/IIOYEHHA: TPOMOOUUTONEHIA nerko-
ro cTyneHto Ha GOHi OCHOBHOrO 3aXBOPIOBaHHA. B 6io-
XiMiYHOMY aHani3i KPOBi BU3HAYMAM NiABULLEHHA PIBHIB
6inipy6iHy 69,4 — 40,1 - 29,3 mkmonb/n; ANT —56 Oa/n;
ACT — 88 Oa/n; I'TT 106 Oa/a; CPN — 8ig 6 go 12 mr/n;
3HUMKEHHA NOKa3HWUKIB anbbymiHy — 22,3 r/n; 3aranbHo-
ro 6inky — 62,1 r/n, Ta BiAXMneHHA B pe3synbTaTax Koa-
rynorpamu: ¢ibpuHoreH — 1,7 r/a, NTY — 40,0"°, % 3a
Keikom —24%, A4TY — 37", MHB -3,74, wo niaTsepaxy-
BaN0 3HAYHi NOpyLwWweHHA Y GYHKLIOHYBAHHI NeYiHKK, B
nepuuy yepry ii 6iIKOBO-CUHTETUYHIN GyHKLT. OBTOPHO
obcTexkeHa Ha BipYCHI YNHHWMKKM ypaXKeHHA MNeYiHKK, B
TOoMY Ymncni BIJ1 iHdeKuito, OTpMMAHO HeraTUBHI pesyib-
TaTW. [NA BUKIOYEHHA reMoNIiTUYHOI aHeMmii, npoBeae-
Ho nNpoby Kymbca (Lo BXOoAWUTb B CTaHAAPTU 06CTEXKEH-
HA XBOPOro, Mpu BUAB/MEHHI aHeMmii Ta nigo3pi Ha XB)
— npoba HeraTMBHa. BMicT piBHiB rOpMOHIB LWMTOMNOAiI6-
HOIi 331031 HE MaB BiAXWNEHb.

BignoBigHO IHCTPYMEHTANbHUX LAHMX, NATONOTIi
3 6OKY WMTONOAIOGHOI 3a103M TaKOXK He BM3Ha4anocs
(3a gaHMmuK ynbTpassykosoro gocnigxeHHs (Y34)). 3a
OAHUMK eneKTpoKapaiorpadii BUABNEHO rOPU3OHTaNb-
He nonoxeHHA EOC, cMHycoBYy TaxikapAaito, 3HUMXKEHHA
Bo/ibTaxKy QRS y V4-6, nigBuLLIEHHA HaBaHTA)KEHHA Ha
npasi BigAinn cepua, NOpPyLWEHHA NPOLECiB penoiapu-
3auii NnepeAHbO-NEPETUHKOBOI AINAHKM WAYHOUKA, Y3/,
cepusA — BiAXWNeHb He BM3HaYanocs, Gpakuia BUKMAY
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NiBOrO LWAYHOYKa 36eperkeHa (PB — 70%). 3rigHo AaHMX
Y3/ opraHiB YepeBHOI MOPOXKHUHM Ta KOMM HOTEPHOI
Tomorpadii (KT) BUSHAYEHO LMPOTUYHI 3MIHM NEYiHKMK,
PO3LIMPEHHA CeNe3iHKOBOI Ta BOPOTHOI BeH, acumT. Fi-
broscan neuviHkn F-4 (METAVIR), cepeHE 3Ha4eHHS
enacTtuyHocTi nediHku 13,5 kMa. 3a gaHumu ¢ibpora-
CTPOAYOAEHOCKONIi BU3HAUYEHO racTponarTito, He acou,i-
nosaHy i3 xenikobakTep ninopi iHdpeKuieto.

3 ypaxyBaHHAM Nifo3pu Ha XB, naLieHTKy MOBTOPHO
OINIAHYB OKY/ICT, AKWUI He BUABMB AaHuMX 3a XB (Kinbus
Kalisepa-®neliwepa Ta KaTapakTa 32 TUNOM KCOHALIHK-
Ka» BiAcyTHi). BpaxoByloumn yacTe yparKeHHs HepBOBOI
cuctemn npu XB, xBOpa MPOKOHCY/bTOBAHA HEBPOJIO-
rom. 3aKOYEHHA: HACNIAKM OPraHiYHOro ypaxKeHHsa
LLeHTPaNIbHOI HEPBOBOI CUCTEMM 3 PO3CIAHHOK MIKpPO-
CMMNTOMATMKOK, CMMMTOM BEreTo-CyAUHHOI AUCTOHIT
33 3MilLAHMM TUMOM, aCTEHIYHUI CMHAPOM, BepTebpo-
reHHO — M‘A3eBO — TOHIYHMI CMHApPOM. Ha yac ornagy
HEBPOOTYHOT CUMNTOMATUKM XBOPObWU BinbcoHa He
BUABNEHO. PeKOMeHA0BAHO /NliKyBaHHA OCHOBHOTO 3a-
XBOPIOBAHHA.

B noganbwomy, npu nposegeHHi KT manoro Tasy,
Yy NaALiEHTKM BM3HAYEHO YTBOPEHHA NPABOro AEYHMKA,
dibpomiomy maTKu, fBMLLA acuuTy. Bpaxosywouu Bu-
ABNEHHA NYXJIMHW AEYHUKA Ta acCUMT, XBOPY OrNAAaE
OHKONOT. 3a peKOMeHAALLIED OHKoJIora, NpoBeaeHo
NYHKL,i0 3a4HbOro CBOAY ANA AOCNIAMKEHHA aCUUTUYHOI
piavHK (pesynbTaTt: 6e3CTPYKTypHa peyoBUHA, OANHWNY-
Hi KNITUHW Me30Tenito, aTUNoBi KAITUHW He 3HalAeHi,
BM3HAYanuUca KANITUHWU nponidepyroHoro mesoTenito).
B3saTo aHani3n Ha oHKoMapkepwu: CA125 — 660,8 Oa/mn;
OoHKOMapkep HE4 — 98,8 nmonb/n. 3aKNo4eHHA OHKO-
nora: Kicroma feyHuKa. Bysnosata ¢pibpomioma maTku.
AcumnT. PeKOMeHZ0BaHO, AN1A YTOYHEHHA AjarHo3y npo-
[OBXEHHA 06CTeXKEeHHA Ta NiKyBaHHA B 061acHOMY Kni-
HiYHOMY gMcnaHcepi.

TaK ik Ha NoYaTKy 06CTEXKEHHS, ANA NiATBEPAKEHHS
XB xBOpili B3ATO aHaNi3M HA «BiNbHY» Miab, Lepy/ionias-
MiH CMPOBATKM KPOBI, Migp i3 #060BOI cevi, ane pesynb-
TaT We He 6yB OTPUMaHUM, 3BaXKalouM Ha AaHi ornagy
OHKO/10ra, NiANOM MOKA3HUKIB OHKOMOTYHUX MapKepiB,
ACLUT, YPaXKeHHA NeYiHKN y NaLiEHTKN PO3MAHYTO, AK
MOXK/IMBI MPOAB OHKO/OriYHOI naTosnorii. Xsopa 6yna
nepesegeHa 414 NOAANbLIOI AiarHOCTUKN B OHKO/OTIY-
HY KNiHiKy i3 peKomeHAaLieto NOBTOPHOro ornagy nicna
OTPMMaHHA pe3ynbTaTiB aHanisie Ha XB. B noganbLuo-
MY 3/105IKiCHE YTBOPEHHA AEYHWKIB OYNO BUK/IOYEHO.
OTpMMaHO pe3ynbTaTh aHanisie Ha XB: «BinbHa» migb
cupoBaTkM Kposi — 14,9 (Hopma — 12-24,0) mKmonb/ 1,
Miab 3 4ob6osoi cedi — 692 mr/24 roamHun (Hopma — 10-
60) — noboBa KiNbKicTb ceyi — 700mA, LepynonaasmiH
cupoBsatkm Kposi — 0,1 (Hopma *iHku — 0,16-0,45) r/n.
BbyB BCTaHOB/EeHMI AgiarHo3: LiMpo3 neyiHKu, acouiiio-
BaHWI i3 xBopoboto BinbcoHa, ctaais C 3a Yannbag-Mbto
(Fibroscan F-4 METAVIR) 3 TOMipHO BMPa*KeHOH aKTMB-
HiCTIO, MOPTaNbHO TiNepTeH3IE (PO3LWMPEHHS cene-
3iHKOBOI, BOPOTHOI BEH, acUuT), CTadia AeKomneHcauii
(renaTomeranis, rinoanbbymiHemis, TpombouuToNEHiIA).
Mpu3HaveHo BiANOBIAHE NiKyBaHHA.

O6roBopeHHA pe3ynbratiB gocnigxeHHA. XB pos-
rNALAETLCA HAYKOBLAMM AK PifKiCHE reHeTUYHe 3axBo-
ptoBaHHA. 3a AaHMMM aBTOPIB, HaNBiNbLL XapaKTepHUMM
NOYaTKOBMMM NPOABAMMW 3aXBOPIOBAHHA € HEBPOOTIYHI
NopyLLeHHs Ta 3MiHM B renaTto-6iniapHii cuctemi, siKi
BUABNAOTb Y 621n3bKo 40-60% Bunazakis [7]. Bigomo, wo

noyaTok XB moxe ByTv AK aCUMATOMHWUM, NPU AKOMY
BM3HAYalOTbCA NNLWe 3MiHM B BIOXIMIYHUX MOKa3HMKaX,
WO MiATBEPAMKYIOTb YPaXKEHHS MediHKM, TaK i AebtoTy-
BaTK i3 NPOABIB LMPO3Y MEYiHKKU, LLO MAE CXOXKICTb i3
HaWKWM BMMAAKOM. MOXAMBUIA TAaKOXK MOYATOK 3axBO-
PHOBaHHA i3 NPOABIB rOCTPOI NEYiHKOBOI HEAOCTATHOCTI.
Kpim Toro, nposasu maHidecTauii XB HaykoBLi BU3Ha-
YaloTb B ByAb-AKUIN nepiod *KUTTA, i3 BU3HAYEHHAM 40
POKiB, fIK BepxHbOi BiKOBOi Mexi. Cepes, HalcCTapLImx
NaLUieHTIB i3 BNepLlle 3apeecTPOBaHUMM O3HAKamu XB,
BUABW/IM XBOPOrO Y BiLi 6/113bKo 80 poKiB, Halimonoa-
Wwomy naujieHTy 6yno nvwe 3 poku [8]. Micna 40 pokis,
XB mae nouvatok smwe y 3% xBopux [9], Tomy nikapi i3
CaMOro No4YaTKy Manu 3Ha4Hi CYMHIBW, LLOAO MOXKAN-
BocTi XB y Hawoi xBopoi, AKiN Ha Yac NOCTyn/eHHA B
KNiHiKy 6yn0 39 pokiB. Kpim Toro, B TOM e Yac y cectpu-
6/IM3HIOKA, HE BUABNANN YPAXKEHHA NEYiHKM, LLLO TAKOXK
onocepeaKoBaHO CNPOCTOBYBANO AaHe reHeTUyHe 3a-
XBOPIOBaHHA. B Hawomy KAiHIYHOMY BMMAAKy TaKOX
3BepTaE Ha cebe yBary He TMMOBWUI NOYATOK 3axBOpIO-
BaHHA. MaLieHTKa BBaXKae cebe xBopoto 3 nepioay no-
YaTKy NOPYLUEHHA 30pYy B AUTUHCTBI, Koan byno BuAB-
NIeHO BPOAKEHY ABODIYHY r1ayKoMy Ta KaTapaKTy 060x
oueM, WO € He XapaKTepHUMM NPOsSBaMMK A1A XBOPOOHU
BifibcoHa, HaBiTb Y PO3ropHyTy pasy xBopobu. 3 ANTUH-
CTBa BMAB/IEHI 3MiHM Ha LWKIipi, TaKi AK BIiTiNirO manu B8
noganblWoMy HeraTMBHWMI, BiABONIKAOYMA BNAMB Ha
AiarHocTuMKy xBopobu. Bigomo, wo kKomopbigHi cTaHm
[10], yacTo yCKNagHOTL AjarHOCTMKY 3aXBOPHOBAHb
Yy TaKUX XBOPUX, YMOBIZIbHIOOUYN CBOEYACHICTb NMPU3Ha-
YyeHHA crneumdiyHoi Tepanii. Mpu NnpoBeaeHHI AiarHoc-
TUYHOTO MOLUYKY, Y XBOPOi BMABJEHO HOBOYTBOPEHHA
masioro Tasy. [liarHOCTUYHI O03HaKWU, AKi bynun BUABNEHI
y nauieHTkM, gaHi KT manoro Tasy, nianom piBHA OH-
KONIOMYHUX MapKepiB, Hagann CYMHIBM NiKapaMm, LWOoA0
HaABHOCTI y xBopoi XB Ta notpebyBann 40OaTKOBOro
0obCTeXKeHHA, AN BUKNHOYEHHA OHKOMOTYHOI NaToorii.
Xoua 3a gaHumuK nitepaTypu, NoaABa BiaxuaeHb 3 HOKY
OHKOJIOTIYHUX MapKepiB, MOX/MBa Ha GOHI BaXKoi re-
nato-6iniapHoi natonorii [11, 12], skoto € XB Ta moxe
CBiZAYNTM NPO BMCOKMI CTYMNiHb aKTUBHOCTi 3aXBOPIOBAH-
HS Ta KOPEesOE i3 BUparkeHicTio Gpibpo3y neyiHku.

[Jo no4yaTKoBOro MOMWJIKOBOTO AiarHOCTUYHOTO
LWNAXY TAKOXK CMOHYKA/o BiACYTHICTb Kineub Kaisepa-
dneiwepa Ta KaTapakTU 3a TUMNOM KCOHALUHMKA» NpU
ornaAi OKynicTom, fAKi 3'ABNAIOTbCA 3a3BMYaAN AOCUTb
Ni3HO, B PO3ropHyTy ¢asy 3axBOPIOBaHHA. 3p0O3ymino,
LLLO MOXK/MBO Lie 0byMOBNEHO HEOL4HOPA30BUM Onepa-
TUBHWUM BTPYYaHHAM 3 NPMBOAY [N1aYKOMU Ta KaTapaKTu
NaLLiEHTKK, WO YCKNaAHOBANO BepudiKaLito gaHUX na-
TOFHOMOHIYHMX cumnTomiB XB. [Jo TOro K, 3a AaHMMMU
HayKoBLiB, Npu XB BuABneHHA Kineup Kalizepa-dOnein-
Lwepa, AKi BU3HAYalTbCA, AK NPOABU HAKOMUYEHHA Mifi
Yy BUrNAAj nirmeHTau,ii 3010TUCTO-KOPUYHEBOTO Ta 3ene-
HOro Ko/ibopy No nepudepii poriBkM oka, He ABNAKTLCA
KaTeropM4yHOK 03HAKO, AKA 3aBXKAM BUABNAETHCA NPU
OaHOMY 3axBOptoBaHHI. Tak Npwu i301b0BaHil NeviHKOBI
naTonorii, Kinbua Kansepa-®neliwepa moxKyTtb 6yTH Bia-
cyTHiMKM y 50% xBopux Ha XB, a BUABNEHHA KaTapaKTu
33 TUMNOM «COHALWHMKa» BiA3Ha4yaloTb y 64mM3bko 1%
XBOpMX i3 Bneplwe BuasneHoto XB [3]. Kpim Toro, 3a-
K/IIOYEHHA HEBPOJIOra, AIKe BUKAOYANO yparkeHHA XB
Yy XBOPOIi, TAKOX He CMOHYKaJIo 4O CBOEYACHOrO BCTa-
HOBJ/IEHHA AiaHOo3y. Bigomo, wo HeBpooridyHi nNpossu
€ APYrMMM 3a 4acTOTO, MICAA MeYiHKOBUX MPOABIB Y
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XBOporo Ha XB [5, 6]. Ane 6inblwicTb BMNAAKIB NosBu
BiAXM/ieHb 3 BOKY HEPBOBOI CUCTEMM, BUHUKAIOTb BXKe
Ha ¢oHi chopmoBaHoi natosorii nedyiHkm [3]. Tomy
BA*K/IMBO /iKaplo-NPaKTUKY, HaBiTb MNpW BiACYTHOCTI
ypaxeHb 3 6GOKy HepBOBOI CUCTEMM Ta XapakTep-
HUX OQTANbMOHO/ONYHMX O3HAK BiAKNAAEHHA Migi
no nepudepii poriBkKM oyen y nauieHTa i3 UMpO3OM
neyviHkn, abo Npu BUABNEHHI BiaxuneHb B BioXimiuHMX
neviHkoBMx npobax, Hes'sacoBaHoOi eTiosorii, B 6yab-
AKOMY BiLi nNauieHTa 060B’'A3KOBO MPOBOAUTU AOCHI-
OXKEHHA «BiIbHOT» Migji, LepynonnasmiHy B cMpoBaTu,i
KpoBi Ta B 060Bii1 KiNbKOCTI ceyi, Ans BUKAOUYEHHS XB.

BpaxoBytoun BUSABAEHHA Y MauieHTKM XB, wo €
CNaKOBMM FeHEeTUYHUM 33aXBOPIOBAHHAM, NPOBEAEHO
CiMEMHUI CKPUHIHT cecTpi-6n3HIOKY, AKa byna [006-
ctexkeHa B KuiBcbkomy HZI iHdeKUiiHUX xBOpo6 im.
N1.B. TpomaweBcbKoro (i3 BpaxyBaHHAM XPOHIYHOrO
6e3KaM’sIHOr0 XONeUUCTUTY, AKUI 3'ABMBCA Mnicaa ne-
peHeceHoro BipycHoro renatuTy C). XBopii 6yno nia-
TBEPAKEHO HaABHiICTb XB, Ta BCTaHOBNEHO AiarHos:
LiMpo3 neuviHKK, AK HacnigoK xBopobu BinbcoHa, cTagin
A 3a Yannba-MNeto (Fibroscan F-4 METAVIR) 3 nomipHo
BMPAXKEHOIO aKTMBHICTIO, Nepiod KomneHcauii (rena-
ToMeranis, rinoanbbymiHemisn). 3BepTae Ha cebe yBary
acMMNTOMHiCTb nepebiry XB y cectpn-6amn3HOKa Haloi
xBopoi. Kpim TOro, BMABNEHHA Yy CECTPM HA pPOriBKax
HenoBHUX Kineub Kalizepa-Pnenwepa, Ha GOHI Bpo-
OKeHoi rnaykomm 06ox oueit (ornag, okynicta), niaTeep-
OXKEeHHA AiarHosy nikapem-reHeTukom: XB, renatoneH-
TUKyNApHa aereHepauia A/R TN ycnagKyBaHHsA, LMpo3
neyviHku, ctagia A (renatomeranis, rinoanbbymiHemis)

Ta BUSABJIEHHSA NiABULLEHOT KiIbKOCTI migi B cedi 3a Aoby
— 189 mr/24 roauHn (Hopma 10-60), obrpyHTOBYBaAM
ApiarHos XB, niaTBepaKytouM CnagKoBUIM reHes3 AaHoro
3aXBOPIOBAHHA. B noganbliomy, naLieHTKam npu3Have-
Ha Tepanif, BiANOBIAHO CY4aCHUM MiXKHAapOAHUM peKo-
MeHZaLiAM: BUKNHOUYEHHSA i3 XapyyBaHHA NPOAYKTIB, AKi
MIiCTATb 3HaYHUI piBeHb Mmiai, Tabn. KynpeHin 250 mr, i3
noctynosum 36inbwerHHam aosmn ao 1,5 r/goby ta no-
CTIMHMM HarA40M, NPU HEOobXiAHOCTI KOpEeKLIE Niky-
BaHHA ANA JOCATHEHHA PeMicii XBOpobUu Ta MOXKANBUM
B NOJA/IbLUIOMY MepeBefeHHAM Ha NiATPUMYIOYY 403y,
UuHKTEepan 124 mr/poby, cumntomatuyHa Tepania, Aki
b6ynn edpekTnBHOLO.

BUCHOBKU. TakMm 4uMHOM, xBOopoba BinbcoHa 3a-
NIVIAETLCA AjarHOCTUYHO CKAaZHOW Ta noTpebye 3Ha-
YHOI yBarn Npw NpoBeAeHHI AiarHOCTUYHOrO MOLUYKY.
PigKicTb BMABNEHHA AAHOro 3aXBOPIOBAHHA YacTo 0by-
MOB/IEHA HEeAOCTAaTHbOK HACTOPOrok JiKapiB, LWOAO
MO/INBOCTI BUHMKHEHHA [AaHOro CMafKoBOro 3axBO-
ptoBaHHA, 0cobanso y binblw cTapwomy Bilj Ha GOHI
KomopbiaHoi natonorii. CBOEYacHe MpU3HAYeHHs Aia-
FHOCTMYHUX MapKepis xBopobu BinbcoHa Ta Bignosia-
HOro cneundiyHOro NikyBaHHA MOKe AOMOMOITM Mo-
nepeanTy nofasblle NPorpecyBaHHA XBOpobU Ta noasy
YCKNaAHEeHb Y TaKNUX XBOPUX.

MepcnekTnBM NoAanblUMX AOCAiAMKEHb. Y noaanb-
LWOMY MNAHYETLCA NpPOaHanilyBaTM MOMK/AMBOCTI BU-
ABNEHHA XBOPOOW BinbCOHA y XBOpPMX i3 NEYiHKOBOMO
naTosorielo Ha ¢oHi KoMopb6iAHNX 3aXBOpPIOBaHb Y A0-
poC/iIOMY Billi Ta BUBYMUTM NOAA/bLLUI LUAAXN CBOEYACHOTO
HaJaHHA MeANYHOI AOMOMOrM TaKMM MaLiEHTaM.

Nitepartypa

N

Med. 2019 Apr 7;2:62. DOI: 10.21037/atm.2019.03.30.

N

10.1016/j.jhep.2011.11.007.

w

Oct 30;10(21):5097. DOI: 10.3390/jcm10215097.

S

10.1038/s41572-018-0018-3.

I

. Dziezyc-Jaworska K, Litwin T, Cztonkowska A. Clinical manifestations of Wilson disease in organs other than the liver and brain. Ann Transl
European Association for Study of Liver. EASL Clinical Practice Guidelines: Wilson’s disease. J Hepatol. 2012 Mar 56(3):671-85. DOI:
Kasztelan-Szczerbinska B, Cichoz-Lach H. Wilson’s Disease: An Update on the Diagnostic Workup and Management. J Clin Med. 2021

Poujois A, Woimant F. Challenges in the diagnosis of Wilson disease. Ann Transl Med. 2019 Apr 7;2:67. DOI: 10.21037/atm.2019.02.10.
Cztonkowska A, Litwin T, Dusek P, Ferenci P, Lutsenko S, Medici V, et al. Wilson disease. Nat Rev Dis Primers. 2018 Sep 6;4(1):21. DOI:

Cleymaet S, Nagayoshi K, Gettings E, Faden J. A review and update on the diagnosis and treatment of neuropsychiatric Wilson disease.

Expert Rev Neurother. 2019;11:1117-26. DOI: 10.1080/14737175.2019. 1645009.

Pfeiffer RF. Wilson Disease. Continuum (Minneap Minn). 2016 Aug 22;4:1246-61. DOI: 10.1212/CON.0000000000000350.

© N

Wilson DC, Phillips MJ, Cox DW, Roberts EA. Severe hepatic Wilson’s disease in preschool-aged children. J Pediatr. 2000 Nov 13;7(5):719-

22. DOI: 10.1067/mpd.2000.108569.

Ferenci P, Czionkowska A, Merle U, Ferenc S, Gromadzka G, Yurdaydin C, et al. Late-onset Wilson’s disease. Gastroenterology. 2007 Apr

13;2(4):1294-8. DOI: 10.1053/j.gastro.2007.02.057.

10.Zhdan VN, Tkachenko MV, Babanina MYu, Kitura YeM, Kyrian OA. The most common causes of comorbidity in patients with rheumatoid
arthritis. Family Medicine. 2021;4(96):79-83. [in Ukrainian].

11.Hou Y, Li F, Chen J, Zhao J, Li D, Chen H. Clinical significance of serum human epididymis protein 4 in liver fibrosis: An experimental study.
Medicine (Baltimore). 2020 Nov 25;99(48):e23428. DOI: 10.1097/MD. 0000000000023428.

12.Edula RG, Muthukuru S, Moroianu S, Wang Y, Lingiah V, Fung P, et al. CA-125 Significance in Cirrhosis and Correlation with Disease

Severity and Portal Hypertension: A Retrospective Study. J Clin Transl Hepatol. 2018 Sep 28;6(3):241-6. DOI: 10.14218/JCTH.2017.00070.

©

XBOPOGBA BIJIbCOHA TA CK/IAAHICTb AIATHOCTUYHOTO MOLUYKY: K/IHIYHWUIA BUNALOK

XpaH B. M., Kup'aH O. A., ba6aHiHa M. 10., Kitypa €. M., TkaueHko M. B.

Pe3stome. Y cTaTTi HaBeAEeHO NPUKNAZL PiAKICHOTO reHETUYHOIO 3aXBOPHOBAHHA — XBOPO6M BinbcoHa. 3axBopto-
BaHHA MA€ ayTOCOMHO-PeLEeCMBHUIA TUN CNaZKyBaHHA Ta NPMBEPTAE 3HAYHY yBary HayKoBL,iB, Lo 06yMOBEHO ypa-
YKEHHAM 6araTbOX OpraHiB i cMCTemM NOAUHW NPU AAHOMY 3aXBOPHOBAHHI Ta MOXKAMBICTIO AebloTy XBopobu fAK B
OMTAYOMY TaK i B Jopocsiomy Biui. XBopoba BinbCcoHa, WO 3ycTPiYaeTbCA 3 OAHAKOBOK YacTOTOK Y BCbOMY CBITi,
3yMOB/NeHa MyTaLisaMmu B reHi ATP7B, aKkuii ineHTUdiKoBaHWI Ha aoBromy naedi 13- xpomocomu ntoguHn (13q14.3-
g21.1) Ta BNANBOM reTEPO3UTOTHOIO HOCINCTBA. MopyLleHHA 06MiHY Mmigi, AKi AeTepMiHOBaHI reHeTUYHUMMK 3MiHa-
MW, BigirpatoTb ro/IoBHY pPoJib Y PO3BUTKY XBOPO6U BinbcoHa, 06yMOB/IOIOTL I HAKOMUUYEHHA Y NapeHXiMi NedviHKu,
HepBOBIl TKaHUHI Ta nepudepiliHMX Bigainax poriBku oka (GopmyBaHHsA Kineub Kalisepa-®neiiwepa) 3 nocnigyto-
YMM MOLKOAMKEHHAM MIAAK0 BigMNOBIAHMX OPraHiB Ta cucTem.
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BifcyTHICTb €AMHOro 06CTeXKEeHHS, AKe MOrNO 6 0AHO3HAYHO BUKAOUYUTK abo NigTBEepAuTM XBOpObY BinbcoHa,
notpebye rMMBOKMNX 3HaHb iKapis, WOAO NPOABIB A4AHOIO CNafKOBOro 3aXBOPOBaHHA. TOMy CBOEYACHE BUABNEHHSA
XapaKTePHMX CMMMNTOMIB Ta NPOBEAEHHA AiarHOCTUYHMX AOCNIAKEHb ANA NIATBEPANKEHHA AiarHO3Y, MOXe MOKpa-
LWMTM NoAanblunii nporHo3 nepebiry xsopobu.

MeToto Haloro AOCAiANKEHHA CTaNo BU3HAYEHHs AebtoTy XBOopobu BinbCoHa, WO BUHMKAA Y XBOPOT 39 pOKiB Ha
¢doHi KomopbigHOoT naTosorii Ta aHani3 cCKNaAHOCTI BeAEHHA TaKMX NaLLiEHTIB HAa NPUKAAA] A4aHOTO KNiHIYHOro BMMaA-
Ky, i3 ypaxyBaHHAM MeXaHi3MiB PO3BUTKY Pi3HOMAHITHMX O3HaAK 3aXBOPIOBaAHHSA Ta 0CO6/MBOCTEN AiarHOCTUYHOTO
NOLYKY NPU HETUNOBUX NPOSABAX XBOPOOU, i3 BUKOPUCTAHHAM MiXKHAPOAHMX peKomeHAaLil Ta npoTokonis. Cknaa-
HiCTb A@HOrO K/iHIYHOro BMNAAKY NosiArana y HETMNOBOMY NOYaTKYy 3aXBOPIOBAHHSA Ha GOHi KoMopbigHOCTI, noyaT-
KOBI BifICYTHOCTi yparKeHHA HEPBOBOT CMCTEMM, XapaKTEPHUX 0PTasIbMONOFIYHMX O3HAK Ta 3MiH Y BMICTi «BifIbHOT»
Migj, uepynonnasmiHy CMPOBaTKM KPOBi Ta piBHA miai y 4060Bil ceuvi.

[oBeaeHa BaK/IMBICTb BU3HAUYEHHA AaHMX BiOXIMIYHMX MNOKA3HMKIB Yy KPOBI Ta cedi, NPU BUKIOUYEHHI XBOPOHU
BinbCcoHa y XBOPOro 3 LIUPO30M MeYiHKK, HaBiTb NPW BiACYTHOCTI YPaXKEHHA iHLLMX OPraHiB — MilleHel, AKi 3a3HalTb
naTo/IoriYHOro BN/MBY i3 60Ky Mifi. CBOEYACHe NPU3HAYEHHA AiarHOCTUYHUX MApKepiB XBOpobu BinbcoHa Ta Bia-
noBigHoro cneuymdiyHOro NikyBaHHA MOXe AOMNOMOITM NONepPeaAnTn Nnoaasblue NPorpecyBaHHA XxBopobu Ta NosBy
YCKNaZHEHb Yy Takunx XBopux. MNpeacTaBneHi gaHi 4OCNIAXKEHHA MOXKYTb 3aL,iKaBUTU raCTPOEHTEePO/IoriB, HEBpPOMNaTo-
JI0riB, CiMEMHMX NiKapiB Ta NiKapiB iHWKMX cnewianbHOCTEN.

Kntouosi cnoBa: xsopoba BinbcoHa, KomopbigHicTb, giarHocTuKa.

WILSON’S DISEASE AND DIAGNOSTIC CHALLENGES: CLINICAL CASE

Zhdan V. N., Kyrian O. A., Babanina M. Yu., Kitura Ye. M., Tkachenko M. V.

Abstract. This article covers a case of a rare genetic disorder — Wilson’s disease. It is an autosomal recessive
inherited disorder that attracts the close attention of scientists since the disease affects many organs and systems of
a patient and can develop both in children and in adults. Wilson’s disease occurs with similar frequency throughout
the world. It is caused by mutations in the ATP7B gene identified on the long arm of the 13th chromosome, as well
as by the heterozygous carriage.

The copper metabolism disorder determined by the genetic changes plays a major role in the development of
Wilson’s disease. The excess copper accumulates in the liver parenchyma, nervous tissue and in the peripheral cornea
(so-called Kayser-Fleischer rings) which results in subsequent organ damage. Since there is no unified examination
that could confirm or rule out Wilson’s disease, it is necessary that doctors are able to define the symptoms of this
disease. The early detection of symptoms and diagnostic studies can improve the disease prognosis.

The aim of our research was to study the debut of Wilson’s disease in a 39-year-old patient with comorbid
pathology. We also analyzed the difficulties of managing patients with Wilson’s disease in the example of this
clinical case. We considered different mechanisms of the disease development and peculiarities of the diagnosis
of atypical symptoms using international recommendations and protocols. The difficulty of our clinical case was
that the symptoms of the disease with a comorbid pathology were atypical at the early stage of the illness. We did
not detect damage to the nervous system, as well as ophthalmological features, and changes in the amount of free
copper, ceruloplasmin levels and rate of 24-hour urinary copper excretion.

It was proven that detection of these biochemical markers in blood and urine is important in ruling out Wilson’s
disease in a patient with cirrhosis of the liver even if the other organs that were usually affected by copper were
not damaged. Prompt diagnosis of the markers of Wilson’s disease and corresponding treatment can prevent the
progression of the disease and its complications in such patients. Our research can be useful for gastroenterologists,
neuropathologists, family physicians, and doctors of other specialties.

Key words: Wilson’s disease, comorbidity, diagnosis.
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