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The article analyzes the genetic aspects of Marfan syndrome, an inherited connective tissue
disease characterized by pathological changes in the heart and blood vessels, musculoskeletal system
and eyes.
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Cungpom Mapdana - reHernyeckoe 3ab0jeBaHHE CO 3HAYUTENBHOM 3a00J1€BaE€MOCTBIO U
cMepTHOCThIO. PacipocTpanéHHocTh cuuapoMa Mapdana cocrasisier mpumepro 1:5000. Cunapom
JIUAarHOCLUUPYETCsl IO BCEMY MHpPY B JIOOBIX JTHHYECKMX TIpylnmax ¢ pa3HOW 4acTOTOH
BO3HHKHOBEHUS

ean uccaenoBanusi

N3yunTh reHeTuyeckre aclekTsl cMHApoMa MapgaHa U paccCMOTpPETh €0 BO3HUKHOBEHHE,
4acTOTY BCTPEYAEMOCTH U PACIIPOCTPAHEHUE B MUPE

MatepuaJj 1 MeTOIbI

Meron aHanu3a M CHHTE3a, MHAYKLUUS M JACOYKLIHs, COLMOJIOTMYECKUH OIPOC Ccpenu
IIpenoJaBaTeliel U CTyIEHTOB

Pe3yabTatsl M 00CyxKIeHnE

Cunznpom Mapgana HacienCcTBEHHOE 3a00JIeBaHHE COEIUMHHUTEIbHON TKAHU C IIUPOKUM
CIIEKTPOM KJIMHUYECKHX IPOSIBICHUI, B UNCIIE KOTOPBIX CKEJIETHBIN aHOMaJIMH, aHEBPU3Ma a0pPThI U
MOJBBIBUX XpycTainuka. CuuTaercs, 4TO y MHOTMX H3BECTHBIX Jrojed Obul cuHapoM Mapdana.
Hanpumep y amepuxanckoro npesuzneHta Aspaama JIMHKoJIBHA, pycckoro kommnosutopa Cepres
PaxmanunoBa, nucarens Kopues YUykoBckoro n garckoro nucarens ['anca Xpucruana Anjepcena,
HO 3TO HE MEIIaJo UM JOOMBAThCs ycrexa.

1869 rony dpaniysckuii nenuatp AntyaH bepnant MapdaHn Ha 3aceaHUM METUIIMHCKOTO
obmectBa B [laprke npeacTaBuil KIMHUYECKHH citydail cBoel msTuieTHel manueHTku ['aGpuais.
OH HamMcan €€ acTEHMYECKOE TEJOCIOKEHUE C AMCIPONOPLHOHAIBHBIMU KOHEYHOCTAMHU U

JUIMHHBIE MAJIBLBI €€ PYK.



1902 romy TtepameBT OMuUIb AIlaH [UIsi ONUCAHMS TAaKUX TAJbLEB BeJl TEPMHUH
apaxHOJNAKTUIIMS, JOCJIOBHO MEPEBOASLIMICA Kak nayunil nanen. Hecmorps Ha TO, 4TO MO
COBPEMEHHBIM OIlGHKaM [aOpuanib cTpajana COBEPUICHHO JPYrMM 3a00JieBaHUEM, TaKue
KIIMHUYECKHE MPOSBIICHUS, KaK Y He€ CTallM Ha3bIBaTh MO (aMIIIMK OMUCABIICTO0 WX MEAuarpa -
cunapom Mapdana.

B 1914 roxmy Hemeukum BpauoM @puapuxom béprepom ObI0O OTMEYEHO, UTO
apaxXHOJAKTUIIMIO U JAPYryue CKEJETHbIE aHOMAJIMKM YacTO COMPOBOXKAAIOT MOJBBIBUX XPYCTAIHKA,
9TO BEAET K AaCTUTMAaTU3My, pa3BUTHIO OIWU30PYKOCTH U JUIUIONUM, TO €CTh JIBOHHOMY
nzobpaxenuto. Hunepnanackuii odrambmonor XeHpuk CBU(T BIEpBBIE MPEANOJIONKUI, YTO
OTIUCHIBAsI CUMITOM - KOMIUIEKC TMepefaaéTcsi Mo ayTOCOMHO-JOMHUHAHTHOMY THITy HAacCJI€IOBAHMS.
JIump B 1955 roay oren meauuuMHckod reHetuku Bukrop MaklOcuk BhIMycTHIT CTaThio MOJ
Ha3BaHUEM ''CepeUHO-COCYIUCThIE acleKThl cuHapoMa Mapdana. HacnencrBeHHbie 3a00IeBaHMs
COEIMHUTENIbHON TKaHU". B 3TOW cTaThe OTpa3uiMch U OCHOBHBIE OCJIOKHEHHS M MATOTE€HE3 U TO,
YTO 3a00JIEBAHNE SIBIISICTCS] HACJIC/ICTBECHHBIM.

Tounas npuumHa 3aboneBaHus Obuia HaiineHa aumb B 1991 romy AByMs Hay4dHBIMU
KOJUIEKTUBaMU TOJ, PYKOBOACTBOM bepHnmana Jlu m T'apumauna. OHM HanuiM MyTaluio B TEHE,
PaCIOJIOKEHHBIN B KOPOTKOM Iuiede 15 XpOMOCOMBI, KOTOPBIH KOAUPYeT OEIOK COCTUHUTEIHHOMN
TKaHu (puoOpunuH-1. ITOT OEMOK SIBIIETCS KOMIIOHEHTOM MHKPOQHUOpPHUI, KOTOpas 00eCreuynBaroT
CTPYKTYPHYIO MOJJEPKKY NIACTUYHOW M HEIACTUYHON COEIMHUTEIBHON TKaHU MO BCEMY TEIy.
Pa3Butne OCIOXHEHUI CO CTOPOHBI CEPJIEYHO-COCYIMCTOM CHUCTEMbI CBsi3aHa C MOTEpeu
MHTETPUPOBAHHOTO JIOMEHA MPU HEMpPaBHIbHOM cOopke Oesika. ITO MPUBOIUT K HEBO3MOXKHOCTHU
(dbopMHUpOBaHMS MTPOYHOTO KapKaca AJIACTUYECKHX BOJOKOH M UX KOJMYECTBO B CTEHKE AOPThI U
KJIalTaHax cep/ma ymeHbaercs Ha 15-20%

C 1990-x ronmoB s MpeaynpexIeHUs] CEpACUHO-COCYIUCTBIX OCJIOKHEHUN MPUMEHSIOT
npenaparsl JUisl CHM)KEHHMSI JIaBJICHUST OHU IO3BOJISIIOT KOHTPOJIMPOBATH IPOrPECCHPOBAHUE
aHeBpu3Ma aopThl. [IoMMMO MEIMKaMEHTO3HOTO JIEUEHUs MPUMEHSIOT MPOTE3UPOBAHUE KIIAIIAHOB
cep/ilia ¥ ONepaly N0 BOCCTAHOBJIEHUIO CTPYKTYPbI a0PTHI.

B 2018 rony B Kutae npoBOIMIMCH HCCIENOBaHMS IO BO3MOXHOCTH HIPUMEHEHUS
T€HOMHOTO peaKTHpOBaHUs cHHApoMa MapdaHna. DTH HcclaeIoBaHUS BENHUCh HAa KJIETOYHBIX
JUHMAX, a 3aTeM Ha 3MOpHOHAxX yeloBeKa ¢ MyTanued B rene ¢GuOpuinH-1. DMOpPHOHBI OBLIH
MOJIyuYeHBbl TYTeM BBEACHHUS CIEpPMAaTo30Haa OT JOHOpa OoJpHOTO cuHApoMma MapdaHnoMm B
SMIIEKIIETKY, TOMYYEHHYIO OT 3/JI0POBOH KEHIUHBI. 3aTeM 3TUM SMOPHOHOM BBOJWJIACH T€HHO-
WH)KE€HEpHasi KOHCTPYKIIUS, MO3BOJISIONIAs UCIPABUTh MYTaHTHBIN reH. OHaKko B JajbHEUIIEM 10

OTHUYCCKHUM COOGpﬂ)KCHI/I}IM O9TH 3M6pI/IOHBI HC pa3BHUBAJIIMCb U HEC ObLIN HUKOMY INOACAKCHBLI,
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HECMOTPS Ha 3TO 3PPEKTUBHOCTH UCIIPABIICHUS] MyTaHTHOTO reHa cocTaBmia 89%, 4To roBOpUT 00
YCIICUTHOM MOTBITKE KUTAWCKUX KOJUIET HAWTH TEOTPOIHOE JieueHue cuHapoma Mapdana.

Cunppom Mapdana - 3TO TEHETHYECKOE JETEPMUHHPOBAHHOE 3a00J€BaHUs, KOTOPOE
MIPUBOJUT K TOBPEXKJIECHUIO COEAMHUTEIBHONW TKAHU M TOPaXXKaeT CKEJIET, CepJle, KPOBEHOCHbBIE
cocyapl, IJla3a M Jerkue. B HopMe HMHTEpCTULHMAIBHOE IPOCTPAHCTBO PA3JIUYHBIX TKaHEH
YeJIOBEYECKOTO TeJld COCTOUT M3 MUKPO(MUOPHILUT - MPOYHBIX CTPYKTYpP, KOTOpBIE 00ECIeUnBaIOT
[EJIOCTHOCTh ¥ (POPMHUPYIOT COSAUHUTENBHYIO TKaHb. | JTaBHBI KOMIIOHEHT MUKpO(uOpmia - 310
TJIMKONPOTENH (UOPUIUIMH. B HEKOTOPBIX CTPYKTypax MUKpPOPUOPUILIBI POPMUPYIOT KapKac AJs
JIOTIOJTHUTENBHBIX OEJIKOB, HallpUMep, 1acTuHa. BolokHa snacTMHA MMEIT CBOMCTBO, KOTOPOE
MO3BOJISIET TKAHU PAcTATMBATHCS, a 3aTEM BO3Bpallathbes K npexHen ¢opme. Tkanu, coaepxaiine
AIIaCTUYHbIE BOJIOKHA - 3TO apTepHH, Koka M J€rkue. TkaHM, uMeromue MUKpouOpuiuisl 0e3
BBIIIEJNIEKAILEr0 CJIOS 3JACTHHA - 3TO CYXOXWJIHS U PECHUTYATHIE 30HBI, KOTOPBIE YIEP>KUBAIOT,
HampuMep, XpyCcTallu TJla3a Ha MecTe.

OTU TKaHU MEHEe PACTSKHUMBI, HO BCE K€ MMEIOT 3HAYUTENbHBIM 3amac MpOYHOCTH Ha
pactspkenue. [lomumo Toro, uto (GUOPMIUIMH BXOJAUT B COCTaB MHUKPOQHOPHI, OH TaKxke
perynupyet poct Tkanu. Oubpuna ynanser tpanchopmupytonuii pakrop pocra B win TGF-B
(6eta), KOTOpBIM CTUMYJIHUPYET POCT TKaHU. Takum oOpa3zomM (GUOPHUIUTMH CHMYKAET KOJIMYECTBO
noctynaoro TGF-B g ctumynsaumm pocra. Curzapom Mapdana pa3BuBaeTcs BCICACTBUE
mytaruu reHa FBN1 (umum dubpwmma 1) Ha matHammaroi xpomocome. Hacmemnyercs oH 1o
ayTOCOMHOJIOMUHAHTHOMY THUITYy, TO €CTh Ja)k€ I'eTepO3UTOTHAs MyTalMsl MPUBEAET K Pa3BUTHIO
3aboneBanus. FBN1 xogupyer 6enok ¢ubpumuma 1 - onun 3 Tpéx noasuaos Guodbpummna. [Ipu
cunapome Mapdana ¢ubpuuirHa 1 cTaHOBHUTCS JIMOO MEHBIIIE, JIMOO ero GYHKIMK HapYIICHBI, KaK
pe3yibTaT yMEHbIIAeTCS KOJUYECTBO (YHKIHMOHUPYIOUIMX MUKPOGUOPUIT MEKKIECTOYHOIO
MIPOCTPAHCTBA, 4YTO MPUBOJUT K TMOTEpPE ILEJIOCTHOCTH M JJNACTUYHOCTH TKaHel. Tak Kak
COEIMHUTENIbHAsA TKaHb MMEETCS BO BCEM TeJle YeNIOBEKa, 9TO MOXKET HEraTHMBHO OTPA3UThCSA Ha
moboii cucteMe opranuzMa. Bno6aBok ko Bcemy TGF-B He MoxeT 3(QPeKTUBHO yIamsIThCS.
[ToaToMy AKCIIpeCCUPYIOTCS B 3TUX TKAHSX B U30BITKE, IPUBO/IS K YBEITUYCHUIO POCTA.

Haubonee BoipaskeHsl (huznueckue u3MeHeHus mpu cuaapome Mapdana orobpaxkaroTcs Ha
CKeJleTe - JUIMHHBIE KOCTH PAacTyT Ype3MEpHO, MOATOMY WHOTAA JIOAEH BBICOKUX C IJTMHHBIMU
pyKaMH U HOTaMH Ha3bIBAIOT MapdaHougamMu. Y HUX JUTMHHBIE U TOHKHE MalbIIbl HA PyKaX M HOTaXx,
3TO TaK Ha3blBaeMas apaxHOAAKTWiIMs. Pa3pactanue pébep MOXKET NMPUBECTH K BOPOHKOOOpa3HOU
nedopmanuu rpyIHON KJIETKH, 1100 K KuieoOpa3Ho# Aedopmariiny, pu KOTOPOH IpyIHast KJIeTka
HAao0OpOT BhIMAYMBaeTcs. Jlpyrue KOCTHBIE M CyCTaBHbIE NPHU3HAKM BKJIIOYAIOT B ce0s CKOJIMO3
(OoxOBOE MCKpPUBJIEHUE CIHMHBI), HEBO3MOXKHOCTh pazrudanus joktei 1o 180°, HaoOopoT, rubkue

CYCTaBbl, CKOILICHHLIC BHU3 I'JIa3a U Y3KOC Hé60, YTO MPUBOJUT K CKYYHOCTHU SY6OB.
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Ha xoxe cunapom Mapdana MOXKET NPOSBIATHCS PACTSDKKAMH, a B JETKHUX MOTYT
dbopmupoBatbcst OyIbI - 3TO OOJNBIIME BO3AYIIHBIC IMOJIOCTH, W3MCHSIOINE HOPMAIBHYIO
CTPYKTYpPY JIETKHUX, KOTOPhIC BAOOABOK MOTYT CTaTh MPUYUHON IMHEBMOTOpakca. Takke CHHIPOM
Mapana ornaceH pucKoM OTCIOWKH CETYATKU U CMEUICHHUS XPYCTAJINKa, OOBIYHO 110 HANPABJICHUIO
BBEPX.

HauGonee cepr3nbie posiBIieHUS cuHIpoMa MapdaHa co CTOPOHBI CEPJICTHO-COCYIUCTOM
cuctembl. Co BpeMEeHEM aopTa pAcCUIMPSAETCS, YTO MOXET T[PUBECTH K AOpTaIbHON
HEJ0CTaTOYHOCTH, M3-32 YEro KPOBb MOMAAAaeT 0OpaTHO B JIEBBIM KENIyI0Y€K BO BPEMs TMACTOJIBL.
Aopra Taxke MOJBEpPraercs KUCTO3HOMY MEAMalbHOMY HEKpO3y, MPH KOTOPOM CpEAHsIsl 4acTb
AOpTaNbHOM CTEHKH pa3pyliaercs M JuilaTalus U KUCTO3HBIM MEAMANIbHBIA HEKpo3 ocialdiseT
aopTy, Jenas e€ MOABEPKEHHOW aHEBpU3ME, T.€. PACCIOCHHIO M pa3pbiBy. AHEBpH3Ma - 3TO
BBINISTYMBAHKE COCYJIa, KOTOpoe enié OoJblie ocnadiser ero creHku. [Ipu pacciioeHnn BHYTpeHHSs
CTEHKa COCy/Jla MHTUMAa pa3phIBaeTCsl U KPOBb MOMAAET B JIOKHBINA MMPOCBET B COCYIUCTOM CTEHKE.
OTO MOXKET MEPEKPHITh HOPMAIBHBIM KPOBOTOK. Pa3pbIB aOpTHI - 3TO MOJIHBIN pa3pblB BCEM CTEHKHU
CcoCyJia, KOTOpBIM ITO3BOJISIET KPOBH IOKMHYTH pYyCIIO cocyAa. Bce 3T OCI0XKHEHUsS MOTyT
MIPUBECTH K JIETAJIbHOMY UCXO.Y.

Hakonen cunnpom Mapdana - 310 ¢dakTtop pHcka mpoJiarica MUTPaJIbHOTO KjarnaHa, MpH
KOTOPOM METPaJIbHBIN KJ1anaH OTKPBIBAETCA B JIEBOE MIPEACEPAUE BO BPEMS CUCTOJIBI.

[Ipusnaku cuaapoma Mapdana MOTYT OBITH BBIPAKEHBI B Pa3HOM CTEMEHH TSKECTH. Takxke
cuapom Mapdana oOBIYHO MPOSBISIETCS HE C POXKACHUA, a MO Mepe pocra pebEnka. Ecmm
MIPU3HAKY MOSBISAIOTCS HPU POKIECHUH, TO TOBOPST O PAaHHEM Hayalle UM HEOHATAJIbHOM CHHIPOME
Mapdana.

3aKJI04YeHue U BbIBOJIbI

Cungpom Mapdana - 3TO ayTOCOMHO-JOMHUHAHTHOE TEHETHYeckoe 3abojeBaHUeE,
BbI3BaHHOe Mytanuedd reHa FBN-1. Dto mnpuBoauT K yMeHbHICHHIO (DUOPUITMHOBBIX
MUKpPOGUOPUIT B HEKOTOPBIX COCTUHUTENBHBIX TKAHAX, HApyIIas UX MPOYHOCTh U AJIACTUYHOCTb, a
TaKke 370 ycwiuBaeT 3kcnpeccuto TGF-B, kak pe3ynbTaT Mbl IOJIydaeM Y€IOBEKa C JIMHHBIM U
TOHKUM TEJIOM U CHUMITOMaMHU HapyIICHWH COEIMHUTENbHON TKaHHW, Hambojee 3HAYUMBIMU CO

CTOPOHBI aOPTHI.
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