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AnnoTtanusi. CuangpoMm MapdaHa SBJIsSI€TCS ayTOCOMHO-IOMUHAHTHBIM 3ab01eBaHueM C
IpepnImojaraeMoy pacIpocTpaHeHHOCThI0 ogHoro u3 10 000-20 000 uenoBeK. DTO pegKoe
HacJIeICTBEHHOE 3a00JIeBaHNE COeOQUHUTENbHON TKaHU MOpaXkaeT MHOTHE YacTH Tejna. [[uartHos
cuHapoMa MapdaHa ycTaHaBIUBAETCS B COOTBETCTBUM C 0030POM OUATHOCTUYECKUX KPUTEPHUEB,
M3BECTHBIX KaK I'eHTCKas HO30JI0THS, IIOCPEeACTBOM KOMIIJIEKCHOM OIIeHKY, B 3HAYUTEJIbHON CTeleH!U
OCHOBAHHOU Ha COYETAHUU OCHOBHBIX U BTOPOCTEIIEHHEIX KJIMHUYECKUX IIPOSIBJIEHUY B PA3TUYHEBIX
CHUCTeMaXxX OPTaHOB M CEMeNHOM aHaMHe3e. [lumaTanusa KOPHS AOPTHL U IIPOJIaliC MUTPAJIbHOTO
KJIallaHa SIBJISIIOTCSI OCHOBHBIMU IIPOSIBJIEHUSIMU CEPIEYHO-COCYOUCTHIX IIOPOKOB PA3BUTHUS ITPHU
cunppoMe Mapdana. ITaTorerne3 cuagpoma MapdaHa o0 KOHIA He BeIsiCHEH. OIHAKO CUUTAETCS,
YTO MyTalluu B reHe puOpUInmHa-1 oKa3bBal0OT JOMUHUPYIOWNE HeraTUBHEIN addekT. [TosaTomy
cuHgpoM MapdaHa Ha3bBalOT GUOPMIUIMHONIATHEN, HAPSAOY C IPYTrUMU 3a00JIeBaHUSIMU
COEIVHUTEJILHOM TKaHU C He3HAUUTEJIbHBIMU PAa3/IUYUsIMU B KIIMHUYECKUX IPOSABIeHUSX. JleueHue
MOIKeT BKJII0OYaTh NpodumakTudeckue B-6710KaTOPhl M 6JI0KATOPHI PEIeNITOPOB aHTHnoTeH3uHa 11,
4TOOHBI 3aME[IJIUTh PaCIIUPEHNE BOCXOISAIIEH aOPThI, ¥ MPO(PUIaKTUYECKYIO OTIepaliiio Ha aopTe.
BaxXHO OTMETUTH, UTO Tepanus B-610KaTopaMu MOXKET CHHUXKaTh akTuBanuio TGF-B, koTopas Oblia
mpu3HaHa (aKTOPOM, CIIOCOOCTBYIOIIMM PAa3BUTHIO CUHAPOMa Mapdana. Llenb HacTOSAIEH CTAThH -
maTh 0030P 3TOT0 PEIKOr0 HACIEeOCTBEHHOTO 3a00IeBaHUsI.

Abstract. Marfan syndrome is an autosomal dominant disease with an estimated prevalence of one
in 10,000-20,000 people. This rare hereditary connective tissue disease affects many parts of the
body. The diagnosis of Marfan syndrome is established in accordance with a review of diagnostic
criteria known as Ghent nosology, through a comprehensive assessment, largely based on a
combination of major and minor clinical manifestations in various organ systems and family history.
Dilation of the aortic root and mitral valve prolapse are the main manifestations of cardiovascular
malformations in Marfan syndrome. The pathogenesis of Marfan syndrome has not been fully
elucidated. However, it is believed that mutations in the fibrillin-1 gene have a dominant negative
effect. Therefore, Marfan syndrome is called fibrillopathy, along with other connective tissue
diseases with minor differences in clinical manifestations. Treatment may include prophylactic beta-
blockers and angiotensin II receptor blockers to slow the expansion of the ascending aorta, and
preventive aortic surgery. It is important to note that beta-blocker therapy may reduce the
activation of TGF-B, which has been recognized as a contributing factor to the development of
Marfan syndrome. The purpose of this article is to give an overview of this rare hereditary disease.

KnroueBnIe cjIoBa: AHeBpu3Ma AOPTHI, ApaXxHOOAKTHUINsI, 3a00/IeBaHUsI COeMUHUTEIbHON TKAHH,
cuHapoM Mapdana, IIpoialnc MATPaIbHOT O KilalaHa.
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BBeoeHnue

CunppoMm MapdaHa SBISIETCS ayTOCOMHO-IOMUHAHTHBIM 3a00JIeBaHUEM C TIPEONOoIaraeMou
pacnpocTtpaHeHHOCTBIO ogHOTO 3 10 000-20 000 4esioBeK. DTO pedKoe HacledCTBEHHOe
3aboieBaHNE COEIUHUTEIbHON TKaHM, KOTOPOe MopaxkaeT MHOTHue dyacTu Tejna. (1) OH Takxke
M3BECTEH KaK apaXHOOAKTHUJINS, TTIOCKOIbKY 3TO OOUH M3 TPU3HAKOB CUHApPOoMa MapdaHa, KOTOPHIU
XapaKTepu3yeTCsi aHOMAJIbBHO OJIMHHBIMY, TOHKUMU HUJIN IIOXO2KUMU Ha IIAyTUHY IIaJIbllaMU PYK U
HOT.

BrIy1o 00HapyKeHo, YTO ceMelHass UCTOPus cuHAapoMa MapdaHna npucyTcTByeT B 49% cemelr monen
c aTuM 3abomeBanueM. (2) IIpumepno y 25-30% marueHTOB 3a00IeBaHue TPOTeKaeT 6e3
ITOJIOKUTENBHOTO CEMEMHOT0 aHaMHe3a. (3) BOoIbIIMHCTBO TaKUX TAXKEJBIX CJIydaeB, II0-BUOUMOMY,
BBI3BaHBI CIOPagUYeCKON MyTalyel B OOMHOU 3apPOIBIIIEBOM KJIETKEe OOHOI0 U3 ponuTeneu. MHorue
ceMeUHbIe ClIy4au MOTYT UMeTh 00jiee MITKHe IIPOsSBIeHUs (HaopuMep, perypruTalus
MHUTPAJILHOTO KJjlallaHa BCTPeYaeTCs pexke) U JIYUIIUN IPOTHO3, HO UX MOXKeT OBITh TPyOHee
00HapPYXUTH B MITageH4YecTBe. (4) Briyto 06HapyKEeHO, YTO IUaMeTpPhl KOPHS U OYTU aOPTH
3HAYUTEIbHO 0OO0JIbIe y TAllMEeHTOB C CEMEeMHBIM aHaMHEe30M, YeM Y ITallieHTOB 6e3 TaKoro
aHaMHe3a, 1 ObINT0 00HAPYXKEHO, YTO OKUOaeMasi IIPOIOIKUTEIILHOCTEh XKU3HU Kopoue. (5) Tekyiiee
PYKOBOZCTBO I10 TPOMUIaKTUIECKON 3aMeHe KOPHS aOpPThl y MAllMEeHTOB C II0JIOKUTEIbHBIM
CeMeMHBIM aHaMHEe30M 3aKJ/II0YaeTCs B TOM, YTO Pa3HHUIla B qUaMeTpPe KOPHS aOPTHI IOJIKHA OBITh
oosbizie 5 MM. (6)

Kinuaugyeckue IIPOsABJIIEHHUA

Knuangeckue nposiBierus: cuagpoma Mapdana ctaHoBATCS 60JIee 0YEeBUOHBIMU C BO3PACTOM.
BosnbpHBIE BEICOKOTO POCTA, KOHEYHOCTH (0COOEHHO AUCTAJIbHBEIE OTHENIBI) OJIMHHBIE U TOHKHE. YacTo
BCTpeuaroTcsa cKonuo3 (60%), kudo3, BOpoOHKOOOpa3Has WM KUJIeBUOHAS IPyOHas KJIeTKa,
monuxoledanus, y3Koe JIUI0, BEICOKOe Ayroodpa3Hoe Hebo, IIockocTonue. ITopaxkeHue ria3
BKJTI0YaeT IBYCTOPOHHMM MOABLIBUX XpycTanuka (75%), coueTaomuics 0ObIYHO C UPUI0A0HE30M
(mpoxkanue panyxku), chepodakuio (mrapoBugHas popma XpycTannKka) 1 MUKPOhaKUio
(yMeHblIIEHNE pPa3MepoB xpycTanuka). OTMedaeTcss MUONUS BEICOKOM CTEINeHM, OTCJIOMKa CeTYaTKH,
TeTepoOXpPOMHUS PaAyKKU, MeraJIoOKopHea U roy0sie cKiephl. (7) Haubonee omacHbBIMU
IIPOSIBJIEHUSMU [JI JKU3HU SBJISIOTCS IOPOKU Pa3BUTHUS CEPHEYHO-COCYIUCTON CUCTEMEHI. (8)
XapaKTepHHI IOpaXkeHusi KPYIHEIX COCY[IOB Cepfla: Jalle BCero 00HapyKMBAT pacCIIupPeHne
BOCXOMSIIIIEN YaCTU aOPTHI (pexke TPYOHOT0 UM OPIOIIHOTO ee OThesa). Takke KOpeHb aOPThl UMEET
TEHOEeHUINIO K PacCIINPEHNI0, aHeBpU3Me U pacciioeHuo. Kpome Toro, Takke MoKeT HaOIIIOOaThCS
IIpoJlaliC MUTPAJIbHOTO KilanaHa. (9) PaccnoeHue aopTh, KOTOPOE YacTO BCTpPedYaeTCs IIPU CUHAPOME
Mapdana, 0OBIYHO IPOUCXOOUT U3-3a PA3PbIBA UHTUMEI B TPOKCUMAJIBHOM OTHEJIE BOCXOOSIIEHN
QOPTHI, IPU 3TOM PACCIOEHUE 3aTPAaruBaeT CUHOTYOYIsIpHOE COEQUHEHNE U CUHYCHI, YTO TPUBOOUT
K BBHITIQIEHUI0 OMHOM MJIM HECKOJIbKUX cliaeK. Hepenko nmeoTcs 6eipeHHble, TaX0Bhle U
nuadparMasbHble TPHIZKY, TUIIOIIa3Us MBI U ITOAKOXKHOU KJIeTYaTKU, MBIIIIeYHasA TUTIOTOHUS,
HepoITO3, aMpu3eMa JIETKHUX, THEBMOTOPaKC.

ITlaTorenes

[MTaTorenes curpgpoMma MapdaHa [0 KOHIIa He BEIICHEH. OIHAKO CUMTAaeTCs, YTO MyTallul B TeHe
¢ubpunnuHa-1 oKa3bBalOT TOMUHHUPYIOMINY HeTaTUBHEIA 3¢ eKT. (10) ®udbpuiiuH - 3T0 6eJI0K
BHEKJIETOYHOT'O MaTPHUKCa, KOTOPHIM 00pa3yeT OCHOBHOM KOMIIOHEHT MUKPOGUOPUIIIT
BHEKJIETOYHOTO MaTPUKCa KaK 9J1aCTUYHEIX, TaK ¥ HE3JTaCTUYHBIX COENVHUTENbHBIX TKaHel, U
KOTOPHIM HEOOXOOUM [IJIS HOPMaJIbHOTO 3JIaCTUYHOTr0 ¢ubpunnorersesa. (11) 'en pudpunnuHa-1
COTEepKUT 65 9K30HOB, PACIIOJIOKEHHBIX B XpoMocoMe 15g-21.1. MyTanus ¢ubpunnura-1 Hapymaet
dopMmupoBanre MUKPODUOPUIII, YTO IIPUBOOUT K aHOMaIusIM O6ejlka U ITOCIEeayIoneMy ocabIeHno
COeIUHUTEJIbHOM TKaHu. (12)

IJIuarHoCTHKa

PanHee mposiBjieHrMe cuHAPOMa MapdaHa BKITIOYaeT BEICOKUHN POCT, XPYCTATUKOBYIO 9KTOIIHIO,
CKOJTMO03, TIPOJIAlIC MUTPAJIBHOTO KJlallaHa, PacIlupeHre KOPHS aOPTHl M PACCJIOEHHUE aoOPTHI.



Iuarno3 cuagpoMa MapdaHa HoJKeH OBITh IIOCTABJIEH B COOTBETCTBUU C IEPECMOTPEHHBIMH
OUATHOCTUYECKUMHU KPUTEPUSIMU, U3BECTHBIMH KaK I'€HTCKasi HO30JIOTHsI, KOTOpas BKITIOYaeT
OCHOBHBIE U BTOPOCTEINIeHHBIe THAaTrHOCTUYeCcKue naHHble (13) 1 B 3HAYUTENbHON CTEIIeHW OCHOBaHAa
Ha KJIMHUYECKUX MPOSIBIIEHUSIX CO CTOPOHHI PAa3JIMYHBIX CHCTEM OPraHOB M Ha CEMEMHOM aHaMHe3e.
BBICOKMI POCT, XyIOOIIaBOe TeJI0CI0XKeHNe, IINHHbBIe KOHeYHOCTH, apaxHOOaKTUIINsI, HedhopMalluu
TPYOHBIX MEIIII] ¥ HHOTA CKOIKMO03 MIPH IIOJI0XKUTEILHOM CEMEMHOM aHaMHe3€e y MOJIOZOT0 YejloBeKa
MOTYT YKa3bIBaTh Ha OUArHO3 CHHOpoMa MapdaHa.

Ha aoptorpammax MozKeT OBITh ITIOKAa3aHO PacCIIiupeHre KOPHSA aopThH uinu nuddy3Hoe paciimpenne
QHEeBPU3MEBI BOCXOISIIEN aOPTHL B TAKEJIBIX CIIydasx

IOxokapauorpadusi MOXKeT BEIIBUTH AUjIaTalli0 KOPHS aOpPTHI U IIPOJIAlIC MUTPaIbHOTO KilalaHa.
OTO [Ba OCHOBHEIX ITPH3HAKa MaHHOrO cuHApoma. (14) V manumeHToB ¢ cuHOpoMoM MapdaHa
pacmupenue KOpHSA AOPTHL MOXKeET IIPUCYTCTBOBaTh ¥ 60%, Impoanc MUTPaIbHOTO KianaHa - ¥ 91%
U aopTanbHas peryprutaius - y 23%. (8) LiBeTHast mommniepoBcKas sXoKapauorpadus siBIsIeTCs
CUHEePTruYecKH MO0JIe3HOU NPU OUATrHOCTUKE PACCIOEHUS aOPTHI U 00/IerdaeT OIeHKY TSKeCTHU
Q0PTaJbHOM ¥ MUTPAJILHON PerypruTaluy, KoTopas 00LIYHO OCJI0XKHsIeT CuHOpoM Mapdana. (15)

Puck paccioeHusi AOPTH, KOTOPOe SIBJIIETCS Haubojiee Cepbe3HBIM MIPOSBIIEHNEM CUHOPOMA
Mapdana, Bo3pacTaeT 10 Mepe paclIupeHus aopThl. [loaToMy IjlaHOBas omlepalys o Iepecagke
KOMIIO3UTHOT0 TPaHCIUIaHTaTa PEKOMEeHOyeTCs, Koraa pa3Mep KOPHS aopThl gocturaet 60 My,
HEe3aBUCHUMO OT CTaTyCa CUMIITOMOB, UJIX 55 MM IIPU HAJIW4YUU TIKeJION aOpTajlbHOU perypruTaliiu.
XprerquKas{ 3aMeéHa KOPHA aOPThl KOMIIO3UTHEIM TPAHCIIJIAHTATOM HE OCTaHaBJIMBaAET
ImporpeccupoBaHue 3abomeBanus. (16)

JIeyeHHE MOXKET BKJIIOUYATh IPOPHUIaKTHUYECKHE B-0I0KATOPHI OJI 3aMeIJIeHUs PaCIIUPeHUs
BOCXO[SIIEN aOpTH ¥ MPOoPUITaKTUYECKYI0 OIepallnio Ha aopTe. Pe3ynbTaThel KPaTKOCPOYHOT'O U
CpeqHeCpOYHOro HaOJIIoOeHUs MoKa3aliy, YTo B-0JI0KATOPHI ITOIEe3HEI IJI TPEeNOTBPAaIlleHU A
MIPOTPEeCCUPYIOIIel auiaTauuy aopThl. (17)

OcHOBHBIE HallpaBJIeHUS nedyeHusa namueHToB ¢ ICT:

1. KOHCY/IbTUPOBaHUE U 0OYUEHUE;

2. Tog0op aJeKBaTHOTO pPexRuMa OHS U OBUTATeJIbHOM aKTUBHOCTH;

3. paliuoHaIbHas AMEeTOTEePaIus;

4. BOCCTAaHOBUTENbHOE JIeUyeHUe: neuebHass Gu3KyIbTypa, JIeueOHbIN Maccaxk,
dusmoTepanus, ncuxoTepanus, Mmetabonuueckas MeIUKaMeHTO3Has Teparus;
5. TeyeHMe BHISIBIEHHBIX CUHOPOMOB [3-6, 35].

BeiBoa CunpgpoMm MapdaHa - pekoe HacjaencTBeHHOoe 3a00eBaHe COeIUHUTEILHON TKaHu,
rmopazkarolllee MHOTHE YaCTU Tejla. YCTaHOBIEeHNe qUarHo3a cuHapoMa MapdaHa oCHOBaHO Ha
HO3050TUM ['eHTa, KOTOpas BKJII0YaeT BCECTOPOHHIOIO OIIEHKY OCHOBHHIX U BTOPOCTEIIEHHBIX
CHCTEMHBIX IPOsiBIeHUU. [laToreHe3 JaHHOTO CUHAPOMA [0 KOHIIa He BRISICHEH, HO MyTalluMl B TeHe
dubpunnuHa-1, Kak mojaraiT, OKa3hbIBalOT JOMUHUPYIOINIUN HETAaTUBHBIM 3¢ eKT uepes
u30sITOYHLIE cuTHaNTbHEIE TyTH TGF-B. [Topoku pa3BUTUSI CEPOEYHO-COCYOIUCTON CUCTEMEI, B
OCHOBHOM pacIlIupPeHre KOPHS aOPThI U ITPOJIATIC MUTPAJIPHOTO KJlallaHa, SBJISIOTCS Haubomee
OITIaCHBIM OJId 2KWU3HW CUMIITOMOM CHHIPOMa Map(baHa, HOCKOJ’Ibe 9THU IMAallMEHTHI IIOBEPZKEHEIL
PHCKY OCTPOTO paccioeHus aopThl. [IpodunakTrnyeckas 3aMeHa KOPHS a0OPThl KOMIIO3UTHBIM
TPaHCIJIAaHTaTOM PEKOMEHYyeTCs, KOTOa pacClIupPeHHbIN KOPEeHb aOPThHl UMeeT TEHOEHIUIO K
Pa3pBIBY U ITOTEHIIMATbHOE PACCIIOEHNE aOPTHI TEOPETUYECKHN MOIKHO OBIJIO IPEIOTBPATUTh. [Toce
ITOCTAHOBKY OHATHO3a WJIM IOCJIe Ollepallud PEKOMEHOYETCs PeryIsipHoe HabOIoIeHne 3a CePaevYHo-
COCY[OHCTOM CUCTEMOM, TJla3aMU U KOCTSIMU C IIOMOIIIbIO 3X0Kapauorpaduu, uCcciaeoBaHus rjia3a
I1IeIeBOM JITaMIION M MarHUTHO-PE30HAaHCHOM ToMorpaduu.
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