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Êë³í³÷í³ ñïîñòåðåæåííÿ

Ðåôåðàò
Õâîðîáà ¥îøå - îäèí ç ð³äê³ñíèõ ´åíåòè÷íèõ ðîçëàä³â ë³-
çîñîìàëüíîãî íàãðîìàäæåííÿ, ÿêèé õàðàêòåðèçóºòüñÿ
íåäîñòàòí³ñòþ ôåðìåíòó ´ëþêîöåðåáðîçèäàçè. Ó ë³çî-
ñîìàõ ìîíîíóêëåàðíèõ ôà´îöèò³â íàãðîìàäæóþòüñÿ íå-
óòèë³çîâàí³ ë³ï³äè, óòâîðþþ÷è õàðàêòåðí³ êë³òèíè ¥îøå.
Êë³í³÷íà êàðòèíà º íàñë³äêîì ñèñòåìíî¿ ïðîë³ôåðàö³¿
öèõ êë³òèí â ð³çíèõ îð´àíàõ. Òèï 1 õâîðîáè ¥îøå - íàé-
á³ëüø ïîøèðåíèé, éîãî ïðîÿâè âêëþ÷àþòü ãåïàòîñïëå-
íîìåãàë³þ, àíåì³þ, òðîìáîöèòîïåí³þ ç ãåìîðà´³÷íèì
ñèíäðîìîì, ëåéêîïåí³þ, óðàæåííÿ ê³ñòîê. Ïîä³áí³ ñèìï-
òîìè çóñòð³÷àþòüñÿ ïðè ³íøèõ çàõâîðþâàííÿõ, ùî ÷àñîì
ñòâîðþº òðóäíîù³ â ä³à´íîñòèö³.
Ìåòà. Ïîë³ïøåííÿ ä³à´íîñòèêè ³ ë³êóâàííÿ õâîðîáè ¥îøå.
Ìàòåð³àë ³ ìåòîäè. Ïðîàíàë³çîâàíî âèïàäîê õâîðîáè ¥îøå
1 òèïó ó õâîðî¿ â³êîì 30 ðîê³â, ïîäàíî ðåçóëüòàòè îá-
ñòåæåííÿ, ä³à´íîñòèêè ³ ë³êóâàííÿ.
Ðåçóëüòàòè é îáãîâîðåííÿ. Ó ïàö³ºíòêè Á.².Ñ., 1983 ð.í.,
ïðîÿâè õâîðîáè ç'ÿâèëèñÿ ó òðèð³÷íîìó â³ö³ (ãåïàòîñïëå-
íîìåãàë³ÿ), ÿê³ ë³êàðÿìè ñïî÷àòêó ðîçö³íþâàëèñÿ ÿê ãå-
ïàòèò, ïîðòàëüíà ã³ïåðòåíç³ÿ, à ï³ñëÿ ïîÿâè ãåìîðà´³÷-
íîãî ñèíäðîìó (ãåìàòîìè íà øê³ð³, ðÿñí³ òðèâàë³ ìåíî-
ðàã³¿) - ÿê ³ìóííà òðîìáîöèòîïåí³ÿ. Ó 2004 ð. ïàö³ºíòêà
áóëà ãîñï³òàë³çîâàíà â õ³ðóð´³÷íå â³ää³ëåííÿ 5-¿ ÌÊË ì.
Ëüâîâà ç ä³à´íîçîì: Ãåïàòîñïëåíîìåãàë³ÿ íåÿñíîãî ´åíåçó.
Ïðè îá'ºêòèâíîìó îáñòåæåíí³ âèÿâëåíî ìàñèâíó ãåïàòî- ³
ñïëåíîìåãàë³þ. Â àíàë³ç³ êðîâ³ - àíåì³ÿ (Hb - 98 ´/ë),
ëåéêîïåí³ÿ (1,3×109/ë), òðîìáîöèòîïåí³ÿ (46,6×109/ë). Ó
ñòåðíàëüíîìó ïóíêòàò³ âèÿâëåíî âåëèêó ê³ëüê³ñòü êë³òèí
¥îøå. Âèñîêèé ð³âåíü õ³òîòð³îçèäàçíî¿ àêòèâíîñò³ (7072
íìîëü/ãîä/ìë ïëàçìè) ï³äòâåðäèâ ä³à´íîç. Òðîìáîöèòî-
ïåí³ÿ ç ãåìîðà´³÷íèì ñèíäðîìîì º îäíèì ç îñíîâíèõ ïðî-
ÿâ³â õâîðîáè ¥îøå. Ó ïàö³ºíòêè Á.².Ñ. ãåìîðà´³÷íèé ñèíä-
ðîì áóâ ñïðè÷èíåíèé íå ò³ëüêè çíèæåíèì ð³âíåì òðîì-
áîöèò³â, àëå é äåô³öèòîì ôàêòîð³â ïðîòðîìá³íîâîãî
êîìïëåêñó âíàñë³äîê ïîðóøåííÿ ôóíêö³¿ ïå÷³íêè, ïðî ùî
ñâ³ä÷èëè çì³íè â êîàãóëî´ðàì³. Õâîð³é ïðèçíà÷åíà çàì³ííà
òåðàï³ÿ ðåêîìá³íàíòíîþ ́ ëþêîöåðåáðîçèäàçîþ. Ï³ä ÷àñ
ë³êóâàííÿ Öåðåçèìîì â äîñòàòí³é äîç³ (4200-2400 ÌÎ) ó
ïàö³ºíòêè ñïîñòåð³ãàëàñÿ íîðìàë³çàö³ÿ ïîêàçíèê³â êðîâ³,
çìåíøèëèñÿ ïå÷³íêà é ñåëåç³íêà. ßê â³äîìî, çàì³ñíà ôåð-
ìåíòîòåðàï³ÿ äî ³ ï³ä ÷àñ âàã³òíîñò³ çíèæóº ðèçèê óñê-
ëàäíåíü, îñîáëèâî êðîâîòå÷. Õâîðà Á.².Ñ. îòðèìóâàëà
ïðåïàðàò Öåðåçèì ïðîòÿãîì âñ³º¿ âàã³òíîñò³, çàâäÿêè
÷îìó âàã³òí³ñòü ³ ï³ñëÿïîëîãîâèé ïåð³îä ó íå¿ ïåðåá³ãàëè
áåç óñêëàäíåíü.
Âèñíîâîê. Ïîäàíèé îïèñ õâîðîáè ïàö³ºíòêè 30 ðîê³â ï³ä-
òâåðäæóº äóìêó áàãàòüîõ äîñë³äíèê³â ïðî òðóäíîù³ â
ä³à´íîñòèö³ Õ¥, ùî çóìîâëåíî ð³äê³ñí³ñòþ ïàòîëî´³¿, íà-
ÿâí³ñòþ íåñïåöèô³÷íèõ ñèìïòîì³â òà ð³çíîìàí³òíèõ ïà-
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òîïåí³ÿ, ãåïàòîñïëåíîìåãàë³ÿ, çàì³ñíà ôåðìåíòîòåðàï³ÿ

Abstract
GAUCHER DISEASE: A CASE REPORT

N.Y. TOMASHEVSKA
The Danylo Halytsky National Medical University in Lviv

Aim. Gaucher disease is a genetic lysosomal disease
characterized by deficiency in glucocerebrosidase, leading
to the accumulation of glucocerebrosides in the lysosomes
of mononuclear phagocytes, forming the specific Gaucher
cells. The clinical manifestations are the result of systemic
proliferation of these cells in various organs. Type 1 Gaucher
disease is the most common form, and its manifestations
include hepatosplenomegaly, anemia, thrombocytopenia
with hemorrhagic syndrome, leukopenia, and bone lesions.
Similar symptoms occur in other diseases, which sometimes
create difficulties in the diagnosis. The aim of this study was
to improve the diagnosis and treatment of Gaucher disease.
Methods. A case of type 1 Gaucher disease in a 30-year-old
female patient is presented, including the results of
examinations, diagnosis, and treatment.
Results. The manifestations of the disease
(hepatosplenomegaly) appeared in this patient, who was
born in 1983, at the age of three years, which doctors initially
regarded as hepatitis, portal hypertension, and, after the
onset of hemorrhagic syndrome (bruises on the skin, long
heavy menorrhagia), as immune thrombocytopenia. In 2004,
the patient was admitted to the surgical department of the
5th Lviv Clinical Hospital with a diagnosis of unexplained
hepatosplenomegaly. Examination revealed massive
hepatosplenomegaly. On blood analysis, anemia (Hb 98 g/L),
leukopenia (1.3×109/L), and thrombocytopenia (46.6×109/L)
were found. A large number of Gaucher cells was found in
the bone marrow. A high level of chitotriosidase activity
(7072 nmol/h/mL plasma) confirmed the diagnosis.
Thrombocytopenia with a hemorrhagic syndrome is one of
the main manifestations of Gaucher disease. The
hemorrhagic syndrome in the present patient was caused
not only by a low platelet level, but by prothrombin complex
factor deficiency due to the abnormal liver function, as
evidenced by changes in coagulation. The patient wanted
replacement therapy with the recombinant form of
glucocerebrosidase. Normalization of blood parameters and
decreased liver and spleen values during treatment were
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seen with cerezyme treatment in sufficient doses (4200-2400
IU) in the present patient. It is known that enzyme
replacement therapy before and during pregnancy reduces
the risk of complications, especially of bleeding. The present
patient received cerezyme throughout pregnancy, allowing
pregnancy and the postpartum period  to pass uneventfully.
Conclusions. The description of this 30-year-old patient
confirms the view of many researchers about the complexity
of the diagnosis of Gaucher disease due to the rarity of the
disease, the presence of non-specific symptoms, and its
various pathological manifestations. Bone marrow
aspiration or biopsy should be performed in the presence of
an enlarged spleen, liver, and peripheral blood cytopenia.
Keywords: Gaucher disease, glucocerebrosidase, cytopenia,
hepatosplenomegaly, enzyme replacement therapy

Âñòóï
Õâîðîáà ¥îøå (Õ¥) - îäèí ç ð³äê³ñíèõ ́ åíåòè÷íèõ
ðîçëàä³â ë³çîñîìàëüíîãî íàãðîìàäæåííÿ, ÿêèé õà-
ðàêòåðèçóºòüñÿ íåäîñòàòí³ñòþ ôåðìåíòó ë³çîñî-
ìàëüíî¿ ́ ëþêîöåðåáðîçèäàçè. Öå çóìîâëåíî íà-
ÿâí³ñòþ äâîõ ìóòàíòíèõ àëåë³â ́ åíó ́ ëþêîöåðåá-
ðîçèäàçè GBA, ðîçòàøîâàíîãî íà õðîìîñîì³ 1 ó
ðå´³îí³ q21 (1q21). ¥ëþêîöåðåáðîçèäàçà áåðå
ó÷àñòü ó äåãðàäàö³¿ ãë³êîë³ï³ä³â ìåìáðàí çðóéíî-
âàíèõ êë³òèí [2]. Ïðè ¿¿ â³äñóòíîñò³ àáî íèçüê³é
àêòèâíîñò³ íåóòèë³çîâàí³ ë³ï³äè íàãðîìàäæóþòü-
ñÿ â ë³çîñîìàõ ìîíîíóêëåàðíèõ ôà´îöèò³â, óòâî-
ðþþ÷è õàðàêòåðí³ êë³òèíè, ÿê³ ïðèéíÿòî íàçè-
âàòè êë³òèíàìè ¥îøå (Ê¥). Öå âåëèê³ êë³òèíè
îêðóãëî¿ ôîðìè ³ç ù³ëüíèì åêñöåíòðè÷íî ðîçòà-
øîâàíèì ÿäðîì ³ øèðîêîþ êîíöåíòðè÷íî ïîêðåñ-
ëåíîþ ÿñíî-ñ³ðîþ öèòîïëàçìîþ, ùî íàãàäóº
ãîôðîâàíèé ïàï³ð. Êë³í³÷íà êàðòèíà Õ¥ º íàñ-
ë³äêîì ñèñòåìíî¿ ïðîë³ôåðàö³¿ Ê¥ â ñåëåç³íö³, ïå-
÷³íö³, ê³ñòêàõ, ê³ñòêîâîìó ìîçêó (ÊÌ), ð³äøå - â
ëåãåíÿõ ³ ÖÍÑ [5].

Õ¥ óñïàäêîâóºòüñÿ çà àâòîñîìíî-ðåöåñèâ-
íèì òèïîì. Â øëþá³, äå îáèäâà áàòüêè º íîñ³ÿìè
äåôåêòíîãî ́ åíó, ñòàòèñòè÷íî øàíñ íàðîäèòè äè-
òèíó ç Õ¥ ñòàíîâèòü 25%, à 50% ä³òåé áóäóòü íî-
ñ³ÿìè ́ åíó. ßêùî îäèí ç áàòüê³â ìàº Õ¥, à äðóãèé -
çäîðîâèé ³ íå º íîñ³ºì, óñ³ 100% ä³òåé ó òàêîìó
øëþá³ íàðîäæóþòüñÿ íîñ³ÿìè [14]. Âèä³ëÿþòü
òðè êë³í³÷í³ òèïè Õ¥: õðîí³÷íèé â³ñöåðàëüíèé
(äîðîñëèé), íå-íåéðîíîïàòè÷íèé (òèï Õ¥1);
ãîñòðèé öåðåáðàëüíèé (³íôàíòèëüíèé) àáî ãîñò-
ðèé íåéðîíîïàòè÷íèé (òèï Õ¥2); ï³äãîñòðèé öå-
ðåáðàëüíèé (þâåí³ëüíèé) àáî õðîí³÷íèé íåéðî-
íîïàòè÷íèé (òèï Õ¥3). Òèï Õ¥1 º íàéïîøèðå-
í³øîþ ôîðìîþ, ïðîÿâè ÿêî¿ ç'ÿâëÿþòüñÿ ÿê â äè-
òÿ÷îìó, òàê ³ â äîðîñëîìó â³ö³ [11]. Ìàéæå 2/3 õâî-

ðèõ ç Õ¥1 ñêëàäàþòü ºâðå¿ àøêåíàç³, â ïîïóëÿö³¿
ÿêèõ ÷àñòîòà íîñ³éñòâà ñêëàäàº 1:15 [10], à ÷àñ-
òîòà çàõâîðþâàííÿ - 1:450 [18]. Ïåðåá³ã õâîðîáè
ìîæå áóòè ð³çíî¿ âàæêîñò³. Áåçñèìïòîìí³ ïàö³-
ºíòè ñêëàäàþòü â³ä 10 äî 25% ³ âèÿâëÿþòüñÿ ëèøå
ïðè ö³ëåñïðÿìîâàíîìó ñ³ìåéíîìó ñêðèí³í´ó. Ó
÷àñòèíè õâîðèõ ä³à´íîñòóþòü ìàñèâíó ãåïàòî- ³
ñïëåíîìåãàë³þ, çíà÷íó àíåì³þ ³ òðîìáîöèòîïå-
í³þ, ðîçâèòîê âàæêèõ, æèòòºâî íåáåçïå÷íèõ óñê-
ëàäíåíü (ãåìîðà´³¿, ³íôàðêòè ñåëåç³íêè, äåñòðóêö³ÿ
ê³ñòîê). Ì³æ öèìè äâîìà ãðóïàìè õâîðèõ çíàõî-
äÿòüñÿ ïàö³ºíòè ç ïîì³ðíîþ ãåïàòîñïëåíîìåãà-
ë³ºþ, ìàéæå íîðìàëüíèì ñêëàäîì êðîâ³, ç íàÿâ-
í³ñòþ, àáî áåç óðàæåííÿ ê³ñòîê. Ïîä³áí³ ñèìïòîìè
çóñòð³÷àþòüñÿ ïðè ³íøèõ çàõâîðþâàííÿõ (ëåéêå-
ì³¿, ë³ìôîìè, îñòåîì³ºë³ò), ùî ÷àñîì ñòâîðþº
òðóäíîù³ â ä³à´íîñòèö³ [5, 10]. Òîìó çà íàÿâíîñò³
çá³ëüøåíèõ ñåëåç³íêè, ïå÷³íêè, öèòîïåí³¿ â ïå-
ðèôåðè÷í³é êðîâ³ ñë³ä ïðîâîäèòè ñòåðíàëüíó
ïóíêö³þ é òðåïàíîá³îïñ³þ. Ñïåöèô³÷íîþ ³ äîñ-
òàòíüîþ îçíàêîþ Õ¥ º öèòîëî´³÷íà êàðòèíà
ïóíêòàòó ÊÌ, äå âèÿâëÿþòü âåëèêó ê³ëüê³ñòü Ê¥.
Àëå ÷àñòî ïîä³áí³ êë³òèíè - "ïñåâäî-êë³òèíè ¥î-
øå" - çóñòð³÷àþòüñÿ ïðè äåÿêèõ ñïàäêîâèõ ³ íà-
áóòèõ õâîðîáàõ: õâîðîáà Í³ìàííà-Ï³êà, ìíîæèí-
íà ì³ºëîìà, õðîí³÷íà ì³ºëî¿äíà ëåéêåì³ÿ, ë³ìôîìà
Ãîäæê³íà, òàëàñåì³ÿ [10, 15]. Òîìó ä³à´íîç ïîâè-
íåí áóòè ï³äòâåðäæåíèé á³îõ³ì³÷íèì ìåòîäîì,
øëÿõîì âèçíà÷åííÿ β-´ëþêîçèäàçíî¿ àêòèâíîñò³
(β-¥À) â ëåéêîöèòàõ àáî ó ô³áðîáëàñòàõ øê³ðè [2],
à òàêîæ õ³òîòðèîçèäàçíî¿ àêòèâíîñò³ (ÕÀ) ïëàçìè
êðîâ³ [9]. Äëÿ ï³äòâåðäæåííÿ àáî âèêëþ÷åííÿ Õ¥,
à òàêîæ äëÿ âèÿâëåííÿ íîñ³¿â âèêîðèñòîâóþòü ́ å-
íåòè÷íå äîñë³äæåííÿ - ñòðóêòóðíèé àíàë³ç ÄÍÊ
ç ìåòîþ âèçíà÷åííÿ ìóòàö³é [2].

Õ¥1 åôåêòèâíî ë³êóºòüñÿ çà äîïîìîãîþ çà-
ì³ñíî¿ òåðàï³¿ ðåêîìá³íàíòíîþ ́ ëþêîöåðåáðîçèäà-
çîþ. ²ì³´ëþöåðàçà (Öåðåçèì) ìàº ïîêàçàííÿ äëÿ âè-
êîðèñòàííÿ ÿê ïîñò³éíà ïîæèòòºâà ôåðìåíòîçàì³ñ-
íà òåðàï³ÿ â õâîðèõ ç ï³äòâåðäæåíèì ä³à´íîçîì õâî-
ðîáè ¥îøå 1-ãî òà 3-ãî òèïó, â ÿêèõ âèçíà÷àþòüñÿ
êë³í³÷íî çíà÷óù³ ïðîÿâè öüîãî çàõâîðþâàííÿ [1, 3,
4, 7]. Ó á³ëüøîñò³ âèïàäê³â òåðàï³ÿ ³ì³ãëþöåðàçîþ
çíà÷íî çìåíøóº ³íòåíñèâí³ñòü òàêèõ ñèìïòîì³â õâî-
ðîáè, ÿê ãåïàòîñïëåíîìåãàë³ÿ, àíåì³ÿ, ê³ñòêîâ³ çì³íè,
â³äíîâëþºòüñÿ ê³ëüê³ñíèé âì³ñò òðîìáîöèò³â, ïî-
êðàùóºòüñÿ ÿê³ñòü æèòòÿ õâîðèõ [17].

Ìåòîþ ïðàö³ áóëî ïîë³ïøåííÿ ä³à´íîñòè-
êè òà ðåçóëüòàò³â ë³êóâàííÿ Õ¥.
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Ìàòåð³àë ³ ìåòîäè
Âðàõîâóþ÷è ð³äê³ñí³ñòü çàõâîðþâàííÿ, îñîáëè-
âîñò³ ïåðåá³ãó òà ä³à´íîñòèêè, ââàæàºìî äîö³ëü-
íèì ïîä³ëèòèñü íàñòóïíèì ñïîñòåðåæåííÿì.

Îïèñ êë³í³÷íîãî ñïîñòåðåæåííÿ
Ïàö³ºíòêà Á.².Ñ., 1983 ð.í., óêðà¿íñüêî¿ íàö³îíàëüíîñò³,
ââàæàº ñåáå õâîðîþ ç òðèð³÷íîãî â³êó, êîëè âïåðøå áóëî
âèÿâëåíî ãåïàòîñïëåíîìåãàë³þ (+4-6 ñì), ðîçö³íåíó ÿê
ãåïàòèò, ïîðòàëüíó ã³ïåðòåíç³þ. Îäíàê, â òîé ÷àñ áàòü-
êè õâîðî¿ â³äìîâèëèñÿ â³ä îáñòåæåííÿ. Ë³êóâàííÿ íå
îòðèìóâàëà. Ç 01.09.2003ð. äî 08.09.2003ð. çíàõîäèëàñÿ
íà îáñòåæåíí³ é ë³êóâàíí³ â ãåìàòîëî´³÷íîìó â³ää³ëåíí³
5-¿ ÌÊË ì. Ëüâîâà ç ä³à´íîçîì: ²ìóííà òðîìáîöèòîïåí³ÿ.
Êðîâîâèëèâè íà íèæí³õ ê³íö³âêàõ, ãåïàòîñïëåíîìåãàë³ÿ.
Â àíàìíåç³ - íåðåãóëÿðí³ ðÿñí³ ì³ñÿ÷í³, åï³çîäè÷í³ ãåìîðà´³¿
íà øê³ð³. Òóáåðêóëüîç ³ âåíåðè÷í³ çàõâîðþâàííÿ çàïåðå÷óº,
³íøèõ õâîðîá íå ïðèãàäóº, øê³äëèâèõ çâè÷îê íå ìàº. Îá'ºê-
òèâíî: çàãàëüíèé ñòàí ñåðåäíüî¿ âàæêîñò³. Çâè÷àéíîãî
â³äæèâëåííÿ. Øê³ðà é ñëèçîâ³ áë³ä³, íà íèæí³õ ê³íö³âêàõ
íèæ÷å êîë³í - ãåìàòîìè. Æèâ³ò çá³ëüøåíèé â îá'ºì³, ì'ÿ-
êèé, íå áîëþ÷èé. Íèæí³é êðàé ïå÷³íêè ïàëüïóºòüñÿ íà 8 ñì
íèæ÷å â³ä ðåáåðíî¿ äóãè, ñåëåç³íêè - íà ð³âí³ ïóïêà. ²íø³
ô³çèêàëüí³ äàí³ áåç îñîáëèâîñòåé. Â çàãàëüíîìó àíàë³ç³
êðîâ³: - åðèòðîöèòè (åð.) - 3,49×1012/ë, ãåìî´ëîá³í (Hb) -
96 ´/ë, êîë³ðíèé ïîêàçíèê (ê.ï.) - 0,83, ðåòèêóëîöèòè -
38‰, ëåéêîöèòè (ëåé.) - 3,8×109/ë, òðîìáîöèòè (òð.) -
97,9×109/ë, ïàëè÷êîÿäåðí³ íåéòðîô³ëè (ï) - 9%, ñåãìåí-
òîÿäåðí³ íåéòðîô³ëè (ñ) - 48%, åîçèíîô³ëè (å) - 2%, ìî-
íîöèòè (ì) - 1%, ë³ìôîöèòè (ë) - 35%, ë³ìôî¿äí³ êë³òèíè
(ë/ô) - 5%, ØÎÅ - 8 ìì/ãîä., êðàïëåâèäí³ åðèòðîöèòè.
Á³îõ³ì³÷íèé àíàë³ç êðîâ³: öóêîð êðîâi - 3,86 ìÌ/ë, á³ë³ðóá³í
çàã. - 15,5 ìêÌ/ë, íåïðÿìèé - 12,4 ìêÌ/ë, ïðÿìèé - 3,1 ìêÌ/ë,
òèìîëîâà ïðîáà - 12,5 îä, ÀËÒ - 0,57 ìêÌ/ë, ÀÑÒ - 0,43 ìêÌ/ë,
ñå÷îâèíà - 5,5 ììîëü/ë, êðåàòèí³í - 80,0 ìêÌ/ë, Ñà - 2,2 ìÌ/ë, Ê
- 4,9 ìÌ/ë. Çàãàëüíèé á³ëîê - 82 ´/ë, àëüáóì³íè - 49,7%, ´ëî-
áóë³íè: α1 - 3,4%, α2 - 13,5%, β - 12,2%, γ - 21,2%. Ëóæíà
ôîñôàòàçà íåéòðîô³ë³â ïðè öèòîõ³ì³÷íîìó äîñë³äæåíí³
- 342 îä. Äëÿ äèôåðåíö³àëüíî¿ ä³à´íîñòèêè ì³æ ïîðòàëü-
íîþ ã³ïåðòåíç³ºþ, õâîðîáîþ íàãðîìàäæåííÿ (¥îøå) òà
ì³ºëîïðîë³ôåðàòèâíèìè çàõâîðþâàííÿìè áóëî ðåêîìåí-
äîâàíî ÓÇÄ îð´àí³â ÷åðåâíî¿ ïîðîæíèíè òà ñòåðíàëüíó
ïóíêö³þ. Ïðîòå â³ä ïîäàëüøèõ îáñòåæåíü õâîðà â³äìî-
âèëàñÿ. Â ñòàö³îíàð³ áóëî ïðîâåäåíî êóðñ ë³êóâàííÿ ïðåä-
í³çîëîíîì (30 ì´/äîáó) òà ãåìîñòàòè÷íèìè çàñîáàìè (Σ-
àì³íîêàïðîíîâà êèñëîòà, åòàìçèëàò), íîâèõ ãåìîðà´³é íå
ñïîñòåð³ãàëîñü. Çà âëàñíèì áàæàííÿì õâîðà áóëà âèïèñàíà.

Ó ëþòîìó 2004 ðîêó õâîðà áóëà ñêåðîâàíà íà
îáñòåæåííÿ é ë³êóâàííÿ â õ³ðóð´³÷íå â³ää³ëåííÿ 5-¿ ÌÊË
ì. Ëüâîâà ç ä³à´íîçîì: Ãåïàòîñïëåíîìåãàë³ÿ íåÿñíîãî ́ å-
íåçó. Ïàö³ºíòêà âèñëîâëþâàëà ñêàðãè íà äèñêîìôîðò ó
æèâîò³ ïðè ô³çè÷íîìó íàâàíòàæåíí³ òà ï³ñëÿ âæèâàííÿ
¿æ³. Îá'ºêòèâíî: øê³ðà é ñëèçîâ³ áë³ä³, ÷èñò³. Æèâ³ò
çá³ëüøåíèé â îá'ºì³, ì'ÿêèé, íåáîëþ÷èé. Íèæí³é êðàé ïå-
÷³íêè âèñòóïàº ç-ï³ä ðåáåðíî¿ äóãè íà 6 ñì, íèæí³é êðàé
ñåëåç³íêè - íà 3 ñì íèæ÷å â³ä ïóïêà, ïðè ïàëüïàö³¿ ïî-
âåðõíÿ ãëàäêà, íå áîëþ÷à. Ñèìïòîì³â ïîäðàçíåííÿ î÷å-

ðåâèíè íå áóëî. ²íø³ ô³çèêàëüí³ äàí³ áåç îñîáëèâîñòåé. Â
àíàë³ç³ êðîâ³ - åð. - 3,59×1012/ë, Hb - 98 ́ /ë, ê.ï. - 0,8, ëåé. -
1,3×109/ë, òð. - 46,6×109/ë, ï - 12%, ñ - 51%, å - 1%, ì - 5%,
ë - 27%, ë/ô - 2%, ØÎÅ - 8 ìì/ãîä., àí³çîïîéê³ëîöèòîç,
êðàïëåâèäí³ åðèòðîöèòè.

Êîàãóëî´ðàìà: ÷àñ çñ³äàííÿ êðîâ³ (Ë³-Âàéò) 10'40'',
÷àñ çñ³äàííÿ êðîâ³ â ñèë³êîíîâîìó ïîñóä³ 24'00'', ÷àñ ðåêàëü-
öèô³êàö³¿ 2'25'', ãåïàðèíîâèé ÷àñ 14'10'', ïðîòðîìá³íîâèé
÷àñ ïëàçìè 19,0'', ïðîòðîìá³íîâèé ³íäåêñ 73%, ïðîòðîìá³-
íîâèé ÷àñ ñèðîâàòêè 24,0'', ô³áðèíî´åí 5,69 ì´/ìë, àãðåãà-
ö³éíà àêòèâí³ñòü òðîìáîöèò³â ç ÀÄÔ 23,2'', ðåòðàêö³ÿ êðî-
â'ÿíîãî çãóñòêó íåïîâíà, ÷àñ ô³áðèíîë³çó ïîíàä 2 ãîä.

Á³îõ³ì³÷í³ àíàë³çè êðîâ³ áóëè áåç â³äõèëåíü â³ä
íîðìè. Ìàðêåðè â³ðóñíèõ ãåïàòèò³â Â ³ Ñ - â³ä'ºìí³. Ó
õâîðî¿ âèêëþ÷åíî öèðîç ïå÷³íêè òà â³ðóñíó åò³îëî´³þ ãå-
ïàòîñïëåíîìåãàë³¿.

Ïðîâåäåíî ñòåðíàëüíó ïóíêö³þ, äå áóëî âèÿâëåíî
âåëèêó ê³ëüê³ñòü Ê¥. Ó 2007 ð. ïàö³ºíòêà îáñòåæåíà òà
ïðîêîíñóëüòîâàíà â ²íñòèòóò³ ãåìàòîëî´³¿ òà òðàíñ-
ôóç³îëî´³¿ (ì. Êè¿â), áóëî âèçíà÷åíî β-¥À, âîíà çíàõîäèëàñÿ
â ìåæàõ íîðìè - 8 íìîëü/ãîä/ì´ á³ëêà (íîðìà 7,2±2,1
íìîëü/ãîä/ì´ á³ëêà). Ïðîòå âèÿâëåííÿ âèñîêî¿ ÕÀ - 7072
íìîëü/ãîä/ìë ïëàçìè (íîðìà 0 - 150 íìîëü/ãîä/ìë ïëàçìè)
ï³äòâåðäèëî ä³à´íîç Õ¥1. Ðåêîìåíäîâàíî ë³êóâàííÿ ïðå-
ïàðàòîì Öåðåçèì, à òàêîæ ï³äòðèìóàëüíà ñóïðîâ³äíà
òåðàï³ÿ (êàëüöåì³í, â³ò. Å, ïîë³â³òàì³íè, ãåïàòîïðîòåê-
òîðè, ïðåïàðàòè çàë³çà).

Ç 2007 ð. äî 08.2008 ð. õâîðà îòðèìóâàëà Öåðå-
çèì â äîç³ 4200 ÌÎ, à ç âåðåñíÿ 2008 ð. - â äîç³ 2400 ÌÎ
äîâåííî êðàïåëüíî 1 ðàç íà äâà òèæí³. Ñïîñòåð³ãàëàñÿ
íîðìàë³çàö³ÿ ïîêàçíèê³â çàãàëüíîãî àíàë³çó êðîâ³: åð. -
3,91-4,53×1012/ë, Hb - 106-122 ´/ë, ëåé. - 3,1-4,8×109/ë, òð. -
81,0-215,0×109/ë; çìåíøèëèñÿ ïå÷³íêà (íèæí³é êðàé - íà
1,5-2 ñì íèæ÷å â³ä ðåáåðíî¿ äóãè) é ñåëåç³íêà (íèæí³é
êðàé - íà 3-4 ñì íèæ÷å ðåáåðíî¿ äóãè). 18.07.2009 ð. ïà-
ö³ºíòêà íàðîäèëà äîíîøåíó ä³â÷èíêó, âàã³òí³ñòü ³ ï³ñëÿ-
ïîëîãîâèé ïåð³îä ïåðåá³ãàëè áåç óñêëàäíåíü. Ç ëþòîãî
2010 ð. ïàö³ºíòêà îòðèìóâàëà Öåðåçèì â äîç³ 1200-1400-
1600 ÌÎ, ùî ïîñòóïîâî ïðèçâåëî äî çíèæåííÿ Hb (118-87
´/ë), ê³ëüêîñò³ åð. (3,91-2,96×1012/ë), ëåé. (5,3-2,2×109/ë) ³
òð. (182,0-99,0×109/ë), íàðîñòàííÿ ãåïàòîñïëåíîìåãàë³¿
(ïå÷³íêà íà 3-3,5 ñì, ñåëåç³íêà íà 4-4,5 ñì íèæ÷å ðåáåðíî¿
äóãè). Ç 2011 ð. äîçà Öåðåçèìó ñêëàäàº 2400 îä, ïðîòå ó
çâ'ÿçêó ç íåðåãóëÿðíèìè ïîñòàâêàìè ïðåïàðàò ââîäèòüñÿ
ðàç íà 1-2 ì³ñÿö³. Ïîêàçíèêè àíàë³ç³â êðîâ³ êîëèâàþòüñÿ â
ìåæàõ: åð.-4,1-3,3×1012/ë, Hb-126-105 ´/ë, òð.-196,8-
104,0×109/ë; ð³âåíü ëåéêîöèò³â ó ìåæàõ íîðìè - 4,1-
6,8×109/ë. Íèæí³é êðàé ïå÷³íêè íà 2,5-3 ñì, ñåëåç³íêè íà
3-3,5 ñì íèæ÷å â³ä ðåáåðíî¿ äóãè. Íà ÷àñ íàïèñàííÿ ñòàò-
ò³ ïàö³ºíòêà çíàõîäèòüñÿ íà 22 òèæí³ äðóãî¿ âàã³òíîñ-
ò³. Õâîð³é ðåêîìåíäîâàíî îáñòåæåííÿ ä³òåé ó çâ'ÿçêó ç
íàÿâí³ñòþ ñïàäêîâî¿ ïàòîëî´³¿.

Ðåçóëüòàòè é îáãîâîðåííÿ
Òèï 1 õâîðîáè ¥îøå º íàéá³ëüø ïîøèðåíîþ ôîð-
ìîþ. ×àñòîòà çàõâîðþâàííÿ ñêëàäàº 1 íà 50 òèñ.
æèâèõ íîâîíàðîäæåíèõ. Ïðîÿâè õâîðîáè ç'ÿâ-
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ëÿþòüñÿ ÿê â äèòÿ÷îìó, òàê ³ â äîðîñëîìó â³ö³, ³
âêëþ÷àþòü ãåïàòîñïëåíîìåãàë³þ, àíåì³þ, òðîì-
áîöèòîïåí³þ ç ãåìîðà´³÷íèì ñèíäðîìîì, ëåéêî-
ïåí³þ, óðàæåííÿ ê³ñòîê [11]. Ïîä³áí³ ñèìïòîìè
çóñòð³÷àþòüñÿ ïðè ³íøèõ çàõâîðþâàííÿõ (ëåéêå-
ì³¿, ë³ìôîìè, îñòåîì³ºë³ò), ùî ÷àñîì ñòâîðþº
òðóäíîù³ â ä³à´íîñòèö³ [5, 10]. Òîìó çà íàÿâíîñò³
çá³ëüøåíèõ ñåëåç³íêè, ïå÷³íêè, öèòîïåí³¿ â ïå-
ðèôåðè÷í³é êðîâ³ ñë³ä ïðîâîäèòè ñòåðíàëüíó
ïóíêö³þ é òðåïàíîá³îïñ³þ. Â îïèñàíî¿ íàìè ïà-
ö³ºíòêè ïðîÿâè õâîðîáè ç'ÿâèëèñÿ ó òðèð³÷íîìó
â³ö³ (ãåïàòîñïëåíîìåãàë³ÿ), ÿê³ ë³êàðÿìè ñïî÷àòêó
ðîçö³íþâàëèñÿ ÿê ãåïàòèò, ïîðòàëüíà ã³ïåðòåíç³ÿ,
à ï³ñëÿ ïîÿâè ãåìîðà´³÷íîãî ñèíäðîìó - ÿê ³ìóííà
òðîìáîöèòîïåí³ÿ, îñê³ëüêè â³ä ïîäàëüøèõ îáñòå-
æåíü áàòüêè é õâîðà â³äìîâëÿëèñÿ. Ãåìîðà´³÷íèé
ñèíäðîì ïðîÿâëÿâñÿ ïåð³îäè÷íèìè ñïîíòàííè-
ìè ãåìàòîìàìè íà øê³ð³, à ï³çí³øå, ç ïîÿâîþ ì³-
ñÿ÷íèõ - ðÿñíèìè òðèâàëèìè ìåíîðàã³ÿìè. Ëèøå
â äâàäöÿòèð³÷íîìó â³ö³ ïàö³ºíòêà ïîãîäèëàñÿ íà
ñòåðíàëüíó ïóíêö³þ, äå áóëî âèÿâëåíî âåëèêó
ê³ëüê³ñòü Ê¥, ùî äîïîìîãëî âñòàíîâèòè ïðàâèëü-
íèé ä³à´íîç.

Îäíèì ç îñíîâíèõ ìåòîä³â ä³à´íîñòèêè
Õ¥ ââàæàºòüñÿ á³îõ³ì³÷íå âèçíà÷åííÿ β-¥À â òêà-
íèíàõ îð´àí³çìó [2]. Â îïèñàíî¿ õâîðî¿ àêòèâí³ñòü
β-¥À ëåéêîöèò³â ïåðèôåðè÷íî¿ êðîâ³ çíàõîäèëàñÿ
â ìåæàõ íîðìè (8 íìîëü/ãîä/ì´ á³ëêà). Ó âèïàä-
êàõ, êîëè ïðè íîðìàëüí³é àêòèâíîñò³ β-¥À íàÿâíà
õàðàêòåðíà êë³í³÷íà êàðòèíà é ðåçóëüòàòè ìîð-
ôîëî´³÷íîãî îáñòåæåííÿ, òðåáà âèçíà÷àòè ÕÀ [9].
Âèÿâëåííÿ âèñîêî¿ ÕÀ â íàøî¿ ïàö³ºíòêè (7072
íìîëü/ãîä/ìë ïëàçìè) ï³äòâåðäèëî ä³à´íîç Õ¥.

Äîïîì³æíèìè ä³à´íîñòè÷íèìè òåñòàìè º
ð³çí³ á³îõ³ì³÷í³ äîñë³äæåííÿ: âèÿâëåííÿ âèñîêèõ
ïîêàçíèê³â ëóæíî¿ ôîñôàòàçè, àêòèâíîñò³ òàðò-
ðàò-ñò³éêî¿ êèñëî¿ ôîñôàòàçè, ãåêñîçàì³í³äàçè,
ëþäñüêî¿ õ³òèíàçè [11]. Ó õâîðî¿ Á.².Ñ. áóëî âè-
ÿâëåíî âèñîêèé ïîêàçíèê ëóæíî¿ ôîñôàòàçè
íåéòðîô³ë³â - 342 îä. (íîðìà - 20-40 îä.), ùî çá³-
ãàºòüñÿ ç äàíèìè ë³òåðàòóðè.

Òðîìáîöèòîïåí³ÿ ç ãåìîðà´³÷èì ñèíäðî-
ìîì º îäíèì ç îñíîâíèõ ïðîÿâ³â Õ¥1 ³ ÷àñòî º
ïåðøèì àáî ºäèíèì ãåìàòîëî´³÷íèì ïðîÿâîì
õâîðîáè [13]. Âàæêà òðîìáîöèòîïåí³ÿ ìîæå ï³ä-
âèùóâàòè ðèçèê ñïîíòàííèõ, õ³ðóð´³÷íèõ òà ï³ñ-
ëÿïîëîãîâèõ êðîâîòå÷ ó õâîðèõ íà Õ¥ [19]. Êðî-
âîòî÷èâ³ñòü ïðè Õ¥ ìîæå áóòè òàêîæ ñïðè÷èíåíà
çíèæåííÿì àêòèâíîñò³ ð³çíèõ ÷èííèê³â çñ³äàííÿ

êðîâ³, çîêðåìà Õ² ôàêòîðà, ³ ï³äâèùåíèì ô³áðè-
íîë³çîì [6, 8]. Ùå îäíîþ ïðè÷èíîþ êðîâîòî÷è-
âîñò³ ó ïàö³ºíò³â ç Õ¥1 ââàæàþòü ïîðóøåííÿ
ôóíêö³é òðîìáîöèò³â - àãðåãàö³¿ òà àä´åç³¿ [8, 16].
Ïðè ïåðøîìó îáñòåæåíí³ â íàøî¿ ïàö³ºíòêè ñïî-
ñòåð³ãàâñÿ ãåìîðà´³÷íèé ñèíäðîì, õî÷à ð³âåíü
òðîìáîöèò³â íå áóâ äóæå íèçüêèé - 97,9×109/ë.
Ïðè íàñòóïíîìó îáñòåæåíí³ ê³ëüê³ñòü òðîìáîöè-
ò³â ñêëàäàëà 46,6×109/ë, ó òîé ÷àñ áóëî âèÿâëåíî
çì³íè â êîàãóëî´ðàì³. Î÷åâèäíî, ãåìîðà´³÷íèé
ñèíäðîì ó õâîðî¿ áóâ ñïðè÷èíåíèé íå ò³ëüêè
çíèæåíèì ð³âíåì òðîìáîöèò³â, àëå é äåô³öèòîì
ôàêòîð³â ïðîòðîìá³íîâîãî êîìïëåêñó âíàñë³äîê
ïîðóøåííÿ ôóíêö³¿ ïå÷³íêè.

Õ¥1 åôåêòèâíî ë³êóºòüñÿ çà äîïîìîãîþ çà-
ì³ñíî¿ òåðàï³¿ ðåêîìá³íàíòíîþ ́ ëþêîöåðåáðîçè-
äàçîþ. ²ì³´ëþöåðàçà (Öåðåçèì) ìàº ïîêàçàííÿ äëÿ
âèêîðèñòàííÿ ÿê ïîñò³éíà ïîæèòòºâà ôåðìåíòî-
çàì³ñíà òåðàï³ÿ â õâîðèõ ç ï³äòâåðäæåíèì ä³à´-
íîçîì õâîðîáè ¥îøå 1-ãî òà 3-ãî òèïó, â ÿêèõ âè-
çíà÷àþòüñÿ êë³í³÷íî çíà÷óù³ ïðîÿâè öüîãî çàõâî-
ðþâàííÿ [1, 3, 4, 7]. Ó ïåð³îä, êîëè ïàö³ºíòêà
Á.².Ñ. îòðèìóâàëà Öåðåçèì ðåãóëÿðíî â äîñòàò-
í³é äîç³ (4200-2400 ÌÎ), ó íå¿ ñïîñòåð³ãàëàñÿ íîð-
ìàë³çàö³ÿ âñ³õ ïîêàçíèê³â êðîâ³, à òàêîæ çìåíøè-
ëèñÿ ïå÷³íêà é ñåëåç³íêà. Íèæ÷³ äîçè ïðåïàðàòó
é á³ëüø³ ïðîì³æêè ì³æ ââåäåííÿì çóìîâèëè ïî-
ñòóïîâå çìåíøåííÿ ê³ëüêîñò³ êë³òèí êðîâ³, ÿê³ çà
îñòàíí³ ì³ñÿö³ êîëèâàþòüñÿ â ìåæàõ: åð. - 4,1-
3,3×1012/ë, Hb - 126-105 /́ë, òð. - 196,8-104,0×109/ë;
ð³âåíü ëåéêîöèò³â ó ìåæàõ íîðìè - 4,1-6,8×109/ë.
Íèæí³é êðàé ïå÷³íêè íà 2,5-3 ñì, ñåëåç³íêè íà
3-3,5 ñì íèæ÷å â³ä ðåáåðíî¿ äóãè. Ïðè ïðîâåäåíí³
àäåêâàòíî¿ çàì³ñíî¿ ôåðìåíòîòåðàï³¿ ïàö³ºíòè ç
Õ¥ ìîæóòü ñåáå çàäîâ³ëüíî ïî÷óâàòè é âåñòè
çâè÷àéíèé ñïîñ³á æèòòÿ.

Çà äàíèìè ë³òåðàòóðè âàã³òí³ñòü º ïîòåí-
ö³éíèì ôàêòîðîì äëÿ ìàí³ôåñòàö³¿ ïðîÿâ³â Õ¥, ùî
çá³ëüøóº ðèçèê óñêëàäíåíü ï³ä ÷àñ âàã³òíîñò³, ïî-
ëîã³â ³ â ï³ñëÿïîëîãîâîìó ïåð³îä³: ïîñèëåííÿ ï³ñ-
ëÿïîëîãîâèõ êðîâîòå÷, ï³äâèùåííÿ ðèçèêó ³í-
ôåêö³é, ñïîíòàííèõ âèêèäí³â. Çàì³ñíà ôåðìåí-
òîòåðàï³ÿ äî ³ ï³ä ÷àñ âàã³òíîñò³ çíèæóº ðèçèê òà-
êèõ óñêëàäíåíü, îñîáëèâî êðîâîòå÷ [12]. Õâîðà
Á.².Ñ. îòðèìóâàëà ïðåïàðàò Öåðåçèì ðåãóëÿðíî
â äîñòàòí³é äîç³ ïðîòÿãîì âñ³º¿ âàã³òíîñò³, çàâäÿêè
÷îìó âàã³òí³ñòü ³ ï³ñëÿïîëîãîâèé ïåð³îä ó íå¿ ïå-
ðåá³ãàëè áåç óñêëàäíåíü. Õâîð³é ðåêîìåíäîâàíî
îáñòåæåííÿ ä³òåé, îñê³ëüêè, çà äàíèì äîñë³äæåíü,
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â øëþá³, äå îäèí ç áàòüê³â ìàº Õ¥, à äðóãèé - çäî-
ðîâèé ³ íå º íîñ³ºì, óñ³ 100% ä³òåé íàðîäæóþòüñÿ
íîñ³ÿìè [14].

Âèñíîâîê
Ïîäàíèé íàìè îïèñ õâîðîáè ïàö³ºíòêè Á.².Ñ.
ï³äòâåðäæóº äóìêó áàãàòüîõ äîñë³äíèê³â ïðî
òðóäíîù³ â ä³à´íîñòèö³ Õ¥, ùî çóìîâëåíî ð³äê³ñ-
í³ñòþ ïàòîëî´³¿, íàÿâí³ñòþ íåñïåöèô³÷íèõ ñèìï-
òîì³â òà ð³çíîìàí³òíèõ ïàòîëî´³÷íèõ ïðîÿâ³â.
Ïðè íàÿâíîñò³ çá³ëüøåíèõ ñåëåç³íêè, ïå÷³íêè, öè-
òîïåí³¿ â ïåðèôåðè÷í³é êðîâ³ ñë³ä ïðîâîäèòè
ñòåðíàëüíó ïóíêö³þ àáî òðåïàíîá³îïñ³þ.
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