
4454 (28) 2019 «Òèááè±òäà ÿíãè êóí» ISSN 2181-712X.

ÓÄÊ 616-007-053.1

ÊËÈÍÈ×ÅÑÊÈÉ ÑËÓ×ÀÉ ÏÀÖÈÅÍÒÀ Ñ ÑÈÍÄÐÎÌÎÌ ÌÀÐÔÀÍÀ

Óðàêîâ Ø.Ò., Ðèçàåâà Ì.Æ.,

Áóõàðñêèé ãîñóäàðñòâåííûé ìåäèöèíñêèé èíñòèòóò.
Ðåñïóáëèêàíñêèé íàó÷íûé öåíòð ýêñòðåííîé ìåäèöèíñêîé ïîìîùè, Áóõàðñêèé ôèëèàë.

ü Ðåçþìå,
Ñèíäðîì Ìàðôàíà (ÑÌ) - çàáîëåâàíèå ñ àóòîñîìíî-äîìèíàíòíûì òèïîì íàñëåäîâàíèÿ, îòíîñèòñÿ ê

ãðóïïå íàñëåäñòâåííûõ ïàòîëîãèé ñîåäèíèòåëüíîé òêàíè. Îêîëî 75% ñëó÷àåâ ÑÌ íîñèò ñåìåéíûé õàðàêòåð,
25% - ìóòàöèè de novo. Çàáîëåâàíèå îáóñëîâëåíî íàëè÷èåì ìóòàöèé ãåíà FBN1, ðàñïîëîæåííîãî íà äëèííîì
ïëå÷å 15 õðîìîñîìû (15q21.1), êîäèðóþùåãî îñíîâíîé êîìïîíåíò ìèêðîôèáðèëë - ôèáðèëëèí-1. Êîìïëåêñû
ìèêðîôèáðèëëà ñ ýëàñòèíîì ïðåäñòàâëÿþò ñîáîé ýëàñòè÷åñêèå âîëîêíà. Äåôåêòîì ìèêðîôèáðèëë
ñïåöèàëèñòû îáúÿñíÿþò ðàçíîîáðàçíûå ïðîÿâëåíèÿ ÑÌ. Äîêàçàíî, ÷òî ïîâûøåíèå óðîâíÿ TGF-β ñïîñîáñòâóåò
ñêëîííîñòè ñòåíêè àîðòû ê ðàññëîåíèþ.

Êëþ÷åâûå ñëîâà: Ñèíäðîì Ìàðôàíà, àðàõíîäàêòèëèÿ, àíåâðèçìà àîðòû.

MÀRFAN SINDROMI BILAN OG‘RIGAN BEMORNING KLINIKAVIY ISHI

Urakov Sh.T., Rizaeva M.J.,

Buxoro davlat tibbiyot instituti.
Respublika shoshilinch tibbiy yordam ilmiy markazi, Buxoro filiali.

ü Rezyume,
Marfan sindromi (CM) - otosomal dominant meros turiga ega bo‘lgan kasallik, irsiy biriktiruvchi to‘qima

patologiyalari guruhiga kiradi. SM holatlarining 75 foizi oilaviy, 25 foizi yangi mutatsiyalardir. Kasallik xromosoma
15 (15q21.1) ning uzun qo‘lida joylashgan FBN1 genida mutatsiyalar mavjudligidan kelib chiqadi, bu mikrofibrillalarning
asosiy tarkibiy qismi - fibrillin-1ni kodlaydi. Mikrofibril va elastin komplekslari elastik tolalardir. Mutaxassislar SM
ning turli xil ko‘rinishlarini mikrofibrillardagi nuqson deb tushuntirishmoqda. TGF-an darajasining oshishi aorta
devorining tabakalanish tendentsiyasiga yordam berishi isbotlangan.

Kalit so‘zlar: Marfan sindromi, araxnodaktiliya, aorta anevrizmasi.

CLINICAL CASE OF A PATIENT WITH MARFAN SYNDROME

Urakov Sh.T., Rizaeva M.Zh.,
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ü Resume,
Marfan syndrome (CM) - a disease with an autosomal dominant type of inheritance, belongs to the group of

hereditary pathologies of connective tissue. About 75% of CM cases are familial, 25% are de novo mutations. The
disease is caused by the presence of mutations of the FMR1 gene located on the long arm of chromosome 15 (15q21.
1) encoding the main component of microfibrils - fibrillin-1. Complexes microfibrillar with elastin represent elastic
fibers. Experts explain the defect of microfibrils various manifestations of SM. It is proved that the increase in TGF-
β contributes to the tendency of the aortic wall to delamination.

Key words: Marfan Syndrome, arachnodactyly, aortic aneurysm.

 èíäðîì Ìàðôàíà (ÑÌ) - çàáîëåâàíèå ñ àóòîñîì-
 íî-äîìèíàíòíûì òèïîì íàñëåäîâàíèÿ, îòíîñèò-

ñÿ ê ãðóïïå íàñëåäñòâåííûõ ïàòîëîãèé ñîåäèíèòåëü-
íîé òêàíè. Îêîëî 75% ñëó÷àåâ ÑÌ íîñèò ñåìåéíûé
õàðàêòåð, 25% - ìóòàöèè de novo. Çàáîëåâàíèå îáóñ-
ëîâëåíî íàëè÷èåì ìóòàöèé ãåíà FBN1, ðàñïîëîæåí-
íîãî íà äëèííîì ïëå÷å 15 õðîìîñîìû (15q21.1), êî-
äèðóþùåãî îñíîâíîé êîìïîíåíò ìèêðîôèáðèëë - ôèá-
ðèëëèí-1 [1; 2]. Êîìïëåêñû ìèêðîôèáðèëëà ñ ýëàñòè-
íîì ïðåäñòàâëÿþò ñîáîé ýëàñòè÷åñêèå âîëîêíà. Äå-
ôåêòîì ìèêðîôèáðèëë ñïåöèàëèñòû îáúÿñíÿþò ðàç-
íîîáðàçíûå ïðîÿâëåíèÿ ÑÌ. Äîêàçàíî, ÷òî ïîâûøå-
íèå óðîâíÿ TGF-β ñïîñîáñòâóåò ñêëîííîñòè ñòåíêè
àîðòû ê ðàññëîåíèþ [3].

Ìàòåðèàë è ìåòîäû

Ïðåäñòàâëåíû ìàòåðèàëû èñòîðèè áîëåçíè ïàöè-
åíòà Î., 48 ëåò, êîòîðàÿ îáðàòèëàñü â Áóõàðñêèé ôè-

ëèàë Ðåñïóáëèêàíñêîãî öåíòðà ýêñòðåííîé ìåäèöèí-
ñêîé ïîìîùè, ñ æàëîáàìè ñèëüíûå ðåæóùèå áîëè çà
ãðóäèíîé, óäóøüå, ÷óâñòâî íåõâàòêè âîçäóõà, îäûø-
êó, äèñêîìôîðò â îáëàñòè ñåðäöà. Èç àíàìíåçà çàáî-
ëåâàíèÿ èçâåñòíî, ÷òî ñî ñëîâ áîëüíîé â òå÷åíèå
ìíîãèõ ëåò ñòðàäàëà ñèíäðîìîì Ìàðôàíà. Ìàêñèìàëü-
íî àðòåðèàëüíîå äàâëåíèå ïîâûøàëîñü äî 200/110
ìì.ðò.ñò. Â ñåíòÿáðå 2018ã íà ýõîêàðäèîãðàôèè âûÿâ-
ëåíî ðàññëàèâàþùàÿ àíåâðèçìà âîñõîäÿùåé ÷àñòè
àîðòû. Â íîÿáðå 2018ã ïåðåíåñëà îñòðîå íàðóøåíèå
ìîçãîâîå êðîâîîáðàùåíèÿ (ÎÍÌÊ). Áîëüíóþ ïåðèî-
äè÷åñêè áåñïîêîèëè ðåæóùèå áîëè çà ãðóäèíîé, ñ
îáåçáîëèâàþùåé öåëüþ ïðèíèìàëà äèêëîôåíàê. Äîìà
ïðèíèìàëà äèãîêñèí, òðîìáîàññ, êîíêîð, íî íå ðå-
ãóëÿðíî. Ïîñëåäíåå ñòàöèîíàðíîå ëå÷åíèå â ÐÍÖÝÌÏ
Áô 20.11.2018ã. 09.02.2019ã 16:00 äîìà ñîñòîÿíèå áîëü-
íîé óõóäøèëîñü, áåñïîêîèëè ÷óâñòâî íåõâàòêè âîçäó-
õà, ñåðäöåáèåíèå, óäóøüå. Â ñâÿçè ñ ÷åì áîëüíàÿ ïî
ëèíèè ñêîðîé ìåäèöèíñêîé ïîìîùè äîñòàâëåíà â ïðè-
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åìíûé ïîêîé Áóõàðñêîãî ôèëèàëà Ðåñïóáëèêàíñêîãî
öåíòðà ýêñòðåííîé ìåäèöèíñêîé ïîìîùè. Èç-çà òÿ-
æåñòè ñîñòîÿíèÿ áîëüíàÿ çàâåäåíà â øîê-çàë. Íà÷àòà
òåðàïèÿ êóïèðîâàíèÿ îòåêà ëåãêèõ. Íà îáçîðíîé ðåí-
òãåíîãðàôèè îðãàííîé ãðóäíîé êëåòêè îòìå÷àëîñü
ãðóäíàÿ êëåòêè äåôîðìèðîâàíà çà ñ÷åò ëåâîñòîðîí-
íåãî ñêîëèîçà ãðóäíîãî îòäåëà ïîçâîíî÷íèêà, ðàñøè-
ðåíèå òåíè ñîñóäèñòîãî ïó÷êà âïðàâî è âûáóõàíèå è
âûáóõàíèå ïðàâîé ñòåíêè âîñõîäÿùåé àîðòû, äâóõñòî-
ðîííèé ãèäðîòîðàêñ. Íà óëüòðàçâóêîâîì èññëåäîâàíèè
â îáåèõ ñèíóñàõ ñïðàâà äî 1 ëèòðà, ñëåâà äî 800 ìë
æèäêîñòè. Ïîñëå êóïèðîâàíèÿ îòåêà ëåãêèõ è ñòàáè-
ëèçàöèè ãåìîäèíàìèêè áîëüíóþ ïåðåâåëè â êàðäèî-
òåðàïåâòè÷åñêóþ ðåàíèìàöèþ.

Ðåçóëüòàò è îáñóæäåíèå

Ïðè îñìîòðå: Îáùåå ñîñòîÿíèå òÿæåëîå. Ñîçíà-
íèå ÿñíîå. Ðîñò 1 ì 80 ñì, âåñ 50 êã, àñòåíè÷åñêîãî
òåëîñëîæåíèÿ, àðàõíîäàêòèëèÿ êèñòåé è ñòîï, êèôî-
òè÷åñêàÿ îñàíêà. Ïîëîæåíèå ïîëóîðòîïíîý. Äûõàíèå
ó÷àùåííîå. Êîæíûå ïîêðîâû áëåäíûå, òóðãîð êîæè
ñîõðàíåí. Òîíêèå, äëèííûå âåðõíèå è íèæíèå êîíå÷-
íîñòè (àðàõíîäàêòèëèÿ). Êîñòíî-ìûøå÷íàÿ ñèñòåìà
ñ äåôîðìàöèåé. Îòìå÷àåòñÿ ñêîëèîç ãðóäíûõ ïîçâîí-
êîâ. Îòåêè â íèæíèõ êîíå÷íîñòÿõ. Â ëåãêèõ âûñëóøè-
âàþòñÿ íà ôîíå îñëàáëåííîãî âåçèêóëÿðíîãî äûõà-
íèÿ âëàæíûå è ñóõèå æóææàùèå õðèïû, â íèæíèõ îò-
äåëàõ äûõàíèå íå ïðîâîäèòñÿ. Äûõàíèå 28 â ìèíóòó,
ÀÄ 110/70 ìì.ðò.ñò. ×ÑÑ 120 â ìèí. Ïóëüñ 120 ìèí.
Ñåðäå÷íûå òîíû ïðèãëóøåíû, ðèòìè÷íûå, òàõèêàð-
äèÿ. I òîí íà âåðõóøêå îñëàáëåí, âî âñåõ òî÷êàõ âûñ-
ëóøèâàåòñÿ ñèñòîëè÷åñêèé øóì. Â ýïèãàñòðàëüíîé ÷à-
ñòè îòìå÷àëàñü ïóëüñàöèÿ. Æèâîò ìÿãêèé, áåçáîëåç-
íåííûé. Ïå÷åíü +2 ñì. Â ðåçóëüòàòå ïðîâåäåííîãî èñ-
ñëåäîâàíèÿ áûë âûñòàâëåí äèàãíîç: Îñíîâíîé: Ñèíä-
ðîì Ìàðôàíà: âûðàæåííîå òå÷åíèå, ïðîãðåññèðóþ-
ùàÿ ôîðìà. Àíåâðèçìà âîñõîäÿùåé ÷àñòè àîðòû. Ðàñ-
ñëàèâàþùàÿ àíåâðèçìà àîðòû ïî ÄåÁåéêè II òèï. Îñ-
ëîæíåíèå: Ðàçðûâ àíåâðèçìû àîðòû. Ãèïîâîëåìè÷åñ-
êèé øîê. Ïîñòãåìîððàãè÷åñêàÿ àíåìèÿ. Äâóõñòîðîí-
íèé ãèäðîòîðàêñ. Ñîïóòñòâóþùèé: Ïîñëåäñòâèå ïåðå-
íåñåííîãî ÎÍÌÊ 2018ã, íîÿáðü. Ñêîëèîç. Ìèîïèÿ.

ÎÀÊ: ãåìîãëîáèí 98, 4 ã/ë, ýðèòðîöèòû 3,4 õ 1012
/ë, ëåéêîöèòû 5,6 õ Ýëåêòðîêàðäèîãðàôèÿ: Ðèòì ñè-
íóñîâûé, ðåãóëÿðíûé, ñ ×ÑÑ 100 â ìèíóòó, ýëåêòðè-
÷åñêàÿ îñü ñåðäöà â íîðìå. Ñèíóñîâàÿ òàõèêàðäèÿ. Áèî-
õèìèÿ: ãëþêîçà 10,4 ììîëü/ë, ìî÷åâèíà 10,3 ìîëü/ë.

Â äèíàìèêå: ãåìîãëîáèí 88 ã/ë, ýðèòðîöèòû 2,67 õ
1012 /ë, ëåéêîöèòû 10,2 õ 109 /ë, ÑÎÝ 12 ìì/÷. Áèîõè-
ìèÿ: ãëþêîçà 11,6 ììîëü/ë, ìî÷åâèíà 12,1 ììîëü/ë. Â
íàñòîÿùåå âðåìÿ îòìå÷àåòñÿ ðîñò íàñëåäñòâåííûõ è
âðîæäåííûõ çàáîëåâàíèé ñîåäèíèòåëüíîé òêàíè âî
âñåì ìèðå [5]. Áëàãîäàðÿ ñîâåðøåíñòâîâàíèþ ìåäèêî-
ãåíåòè÷åñêèõ çíàíèé ìû ìîæåì ðàñïîçíàâàòü íà ðàí-
íèõ ýòàïàõ íàñëåäñòâåííóþ èçìåí÷èâîñòü, âåäóùóþ ê
âàðèàöèÿì íîðìàëüíûõ ïðèçíàêîâ ëèáî ê íàñëåä-
ñòâåííûì áîëåçíÿì, â òîì ÷èñëå è ñèíäðîìà Ìàðôà-
íà. Â ñòàòüå ïðåäñòàâëåí êëèíè÷åñêèé ñëó÷àé ïðîãðåñ-
ñèðóþùåé ôîðìû ñèíäðîìà Ìàðôàíà. ÑÌ âñåãäà âû-
çûâàë èíòåðåñ êàðäèîëîãîâ, ò.ê. ïðîãíîç çàáîëåâàíèÿ
ïîëíîñòüþ îïðåäåëÿåòñÿ ñòåïåíüþ èçìåíåíèÿ ñåðäå÷-
íî-ñîñóäèñòîé ñèñòåìû. Ðàíåå âûÿâëåíèå äàííîãî çà-
áîëåâàíèÿ, ñîâðåìåííûå ìåòîäû äèàãíîñòèêè è ñâî-
åâðåìåííûå ïðîâåäåííûå ìåòîäû äèàãíîñòèêè è ñâî-
åâðåìåííî ïðîâåäåííîå õèðóðãè÷åñêîå ëå÷åíèå, âîç-
ìîæíî, ïîçâîëèëè áû óâåëè÷èòü ïðîäîëæèòåëüíîñòü

æèçíü íàøåãî ïàöèåíòà. ÑÌ äèàãíîñòèðîâàëè ó ïàöè-
åíòà â ïîäðîñòêîâîì âîçðàñòå, îíà íàõîäèëàñü ïîä
ïîñòîÿííûì íàáëþäåíèåì ïåäèàòðà, êàðäèîëîãà äåò-
ñêîé, à çàòåì è âçðîñëîé ïîëèêëèíèêå. Çàáîëåâàíèå
ïàöèåíòà ïðîãðåññèðîâàëî, â âîçðàñòå 30 ëåò. Îò îïå-
ðàòèâíîãî ëå÷åíèÿ áîëüíàÿ îòêàçàëàñü â ñâÿçè ñ ìà-
òåðèàëüíûìè òðóäíîñòÿìè. Ñâîåâðåìåííî ïðîâåäåí-
íûå õèðóðãè÷åñêèå âìåøàòåëüñòâà ïîçâîëèëè áû ïðî-
äëèòü æèçíü ïàöèåíòêè è óëó÷øèòü åå êà÷åñòâî. Áîëü-
íàÿ íàõîäèëàñü ïîä ïîñòîÿííûì êîíòðîëåì êàðäèî-
ëîãà. Òàêîé ìîíèòîðèíã îáóñëîâëåí âåðîÿòíîñòüþ
ïðîãðåññèðîâàíèÿ çàáîëåâàíèÿ. ×åðåç ãîä çàáîëåâàíèå
íà÷àëî ïðîãðåññèðîâàòü, îò ÷åãî ïàöèåíòêà ïîñòóïà-
åò ê íàì â ôèëèàë ñ äèàãíîçîì ñ ðàçðûâîì ðàññëàè-
âàþùåé àíåâðèçìîé àîðòû âîñõîäÿùåé ÷àñòüþ. Ñìåðòü
íàñòóïèëà ÷åðåç 22 ÷àñà ïîñëå ïîñòóïëåíèÿ. Òðóï ïå-
ðåäàëè íà ïàòîëîãîàíàòîìè÷åñêîå âñêðûòèå. Ïàòàëî-
ãîàíàòîìè÷åñêèé äèàãíîç: îñíîâíîé: Ñèíäðîì Ìàð-
ôàíà: Ðàññëàèâàþùàÿ àíåâðèçìà àîðòû (íà÷àëî âîñ-
õîäÿùåé ÷àñòè) â ãðóäíîì îòäåëå ñ äâóìÿ ïîïåðå÷-
íûì íàäðûâîì (ðàçìåðû 0.4õ 0,6 ñì). Îñëîæíåíèå îñ-
íîâíîãî çàáîëåâàíèÿ: Êðîâîèçëèÿíèå â ëåâóþ è ïðà-
âóþ ïëåâðàëüíóþ ïîëîñòü ñ ðàçâèòèåì ìàññèâíîãî
ãåìîòîðàêñà (2200 ìë); îñòðàÿ ïîñòãåìîððàãè÷åñêàÿ
àíåìèÿ; îñòðîå îáùåå ìàëîêðîâèå. Õðîíè÷åñêàÿ çàñ-
òîéíàÿ ñåðäå÷íàÿ íåäîñòàòî÷íîñòü. ×àñòè÷íûé àòåëåê-
òàç ëåãêèõ. Ñîïóòñòâóþùèé: Ìóñêàòíàÿ ïå÷åíü. Îáðà-
çîâàíèå ñðàùåíèé ìåæäó êàïñóëîé ïå÷åíè è îêðóæà-
þùèìè åå îðãàíàìè, î÷àãîâîå óòîëùåíèå êàïñóëû,
ðàçðàñòàíèå ñîåäèíèòåëüíîé òêàíè ñ ïðîäóêòèâíûì
âîñïàëåíèåì êàïñóëû. Ïîñëåäñòâèå ïåðåíåñåííîãî
ÎÍÌÊ 2018ã, íîÿáðü. (ïî äàííûì êëèíèêè).

Âûâîä

Âåäåíèå áîëüíûõ ñ ñèíäðîìîì Ìàðôàíà òðåáóåò
êîìïëåêñíîãî è ìóëüòèäèñöèïëèíàðíîãî ïîäõîäà. Ðàí-
íÿÿ äèàãíîñòèêà è ñâîåâðåìåííàÿ òåðàïèÿ ñîñóäèñ-
òûõ îñëîæíåíèé ÿâëÿåòñÿ ÷ðåçâû÷àéíî âàæíûì ïðî-
öåññîì è îïðåäåëÿåò ïðîãíîç æèçíè ïàöèåíòîâ.
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