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Mockoscknin HUW neguaTtpun n AeTckom xmpyprum

B 0030pe H3/10K€HbI COBPEMEHHBbIE B3IISIBI HA MHKCOMATO3HYIO J€r€HEPANMI0 KIANAHHOTO AMNAPATA CEPIANA, HACIEMAYIONLYIOCS
X- cuemieHHo peneccuBHo. IIpuBeaeHbl cBeeHNs 0 KIMHMYECKOH CMMITOMATHKE, TUATHOCTHKE M T€HETHIECKHX MCCJIENOBAHMAX
npy yKasanuoM 3a6osiesanun. Ha 0CHOBAHMHM JAHHBIX AHAJIN3A NPEICTABJIEH Nepedenb (PeHOTUNHYECKHX NPU3HAKOB, MO3BOJISAIONINX
3an0103pUTh X-CHEILUIEHHYI0 MUKCOMATO3HYIO KJIANAHHYI0 JHCTPOdHUIO cepaua.

Knroueswie crosa: ducmpoghusi kaananog cepoya, X-cuyenaeHnoe peyeccugHoe Hacaedoganue, xpomocoma Xq28.

The review describes the present views of myxomatous valvular degeneration inherited in an X-linked recessive fashion. It gives infor-
mation on its clinical symptoms, diagnosis, and genetic studies in this disease. Based on the analyzed data, a list of phenotypic signs
is compiled, which enables X-linked myxomatous valvular dystrophy to be suspected.
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-CLIETIJIeHHas: MMKCOMATO3Hasi KjiamaHHasi JUCTPO-

duss (OMIM 314400) sBasieTcsl o4eHb PEeIKON Ha-
cJeACTBeHHOI (hopMoit AucTpoduur KiIamaHHOro arnnapa-
Ta cep/ua, kotopas obuia onucaHa 6ojee yeM 30 JieT Ha3az
P. Monteleone u L. Fagan [1]. Cunapom xapakTepu3syeTcst
TIPOTPECCUPYIONTUM TTOPAXKEHUEM MUTPATIBHOTO W/MJTN
A0PTAIBHOTO KJIAMIAaHOB, 0OBIYHO B BUJIE KJIaMIaHHOM HEl0-
crarouHocTu. OH HaAOJII0AAETCsl TONBKO Y JIMIL MYXCKOTO
MoJjia, y XEHIIMH (HOcUTesell reHa) aHaJOTMYHOro Mo-
paXKeHUs KJIanmaHoB cepila He ObIBaeT. ABTOPbI OMUCAIN
7 ciydaeB MopakKeHus KjIanaHoB Cep/lia y JIUILL My>KCKOTO
TToJIa ¢ XapaKTepHBIM X-CIETUICHHBIM PEIIECCBHBIM TH-
ITOM HacJieoBaHus. YeTBepo MalMeHTOB MMETA MATPAITh-
HYIO U a0pTAJIbHYIO PETypruTaiuio, U3 HUX 2 G0JbHbBIX —
HEJ0CTATOYHOCTh TPUKYCIUIATBHOTO KJlanaHa.

R. Newbury-Ecob u coaBt. [2] HaOmomanu cemblo,
B KOTOPOIi 3 poicTBeHHUKA (2 pOJHBIX OpaTa U ChbIH J10-
Yepu OJHOTO M3 OpaThbeB) UMEIU MUKCOMATO3HYIO KJla-
MaHHy0 aucriasuio cepata. CblH 104epy yMep B IEPBbIE
CYTKM XW3HM OT TSDKEJIOW CepAedHON HeIOCTaTOUHOCTH
13-3a MTOpakeHMsT BCeX YeThIpeX KianaHoB. [Ipu mopdo-
JIOTUIECKOM WCCJICIOBAHUM KJIallaHbl OBUTM MUKCOMa-
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TO3HBIMM U yToJIeHHbIMU. OnHOMY Opaty Ha 41-M romy
SKM3HM TTOTpeboBajlach 3aMeHa a0PTaTLHOTO ¥ TPUKYCITH-
JNAJTBHOTO KJIAMaHOB M3-3a MMKCOMATO3HOM JereHepa-
LMW, PYTOM OpaT MMeJT TSDKEJTBIN TPOJIaTic MUTPAIBHOTO
KJanaHa.

B 1998 r E Kyndt u coaBt. [3] oOHapyXuiu JIOKyC
X- LIeTJIeHHON MUKCOMATO3HOM KJIallaHHOM AucTtpoduu
(XMVD) Ha xpomocome Xq28 (cM. pUCYHOK) Tipy o0cJie-
JIOBaHMM OOJIbILION PpaHIly3cKoi ceMbU. [EHOMHBIIT aHa-
JIN3 MO3BOJIWJI KAPTUPOBATh pacroiokeHue reHa XMVD
mexay DXS1108 u Xqter.

ITpu X-cluernieHHOl MUKCOMATO3HOW KJjanaHHOM
IUCTpO(PUU YCTAHOBJIIEHO NOCTOBEPHOE CHUXEHUE aK-
TUBHOCTU aHTUreModuinyeckoro @akropa (pakTop
VIII) [4]. Ero akTUBHOCTb Y MY>KUMH C IaHHBIM 3a00J1e-
BaHUeM cocTaBuia 3219%, a y HeOOICIOIMIMX YWICHOB Ce-
M — 051+35% (p<0,001). [eH aHTUTEMODUITNIECKOTO
dakTopa pacronoxeH B obiactu reHa XMVD. OnHako
HeT JaHHBIX, CBUIETEIBCTBYIOIINX O TOM, YTO TIPHU Te-
Moduauu A HabIoaaeTcs mopaxeHue KianaHHoro am-
napara cepaua. JJiss HOpMaJbHOTO reMOCTa3a YPOBEHb
dakTtopa VIII nomkeH ObITh HeMeHee 25%, CUMIITOMBI
reMoGUIN OOBIYHO TIOSIBJISTIOTCS TIPU €TI0 CHIDKEHWH
1m0 5% v Hwxe. [ToaToMy CHUXXEHUE aKTUBHOCTH (hakK-
topa VIII y GonbHbIX X-ClUEMIeHHOIH MHUKCOMATO3HOM
KJ1araHHOM AUCTpodueil He COMPOBOXAAETCS KIMHUYE-
CKVMM TIPOSIBICHUSIMUA TeMOMDUITIN.

CraHgapTHOe TO3ULIMOHHOE KJIOHMPOBaHWE TIeHa
XMVD no3zsoawio F. Kyndt u coasr. [5] yctaHOBUTb MuUC-
ceHC MyTauuu, komupytouiue Filamin A (actin-binding
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protein 280 — ren FLNA). U3BecTHO, uTO (prstaMuH npu-
HMMaeT y4yacThe B OCYUIECTBJICHWWM MHOTUX DPEryJsITOp-
HbIX MTPOLIECCOB B KJIETKE. B 4MC/I0 €ro MHOrOUMCIEHHBIX
byHKIIMIT BXOIAT: ygacTre B (hOPMUPOBAHUY U TIPOCTPAH-
CTBEHHOI OpraHU3allid aKTUHOBBIX CTPYKTYP, OCYILECT-
BJICHUE CBSI3U LIUTOCKEJIETA C TOBEPXHOCTHBIMU PELICITO-
pamu, peryJisilivsl B3auMOAEUCTBUS aKTMHA C MUO3UHOM.
[ToMuMO OCHOBHOIA pOIM CTPYKTYpHOTO Oesika LIUTOCKE-
Jieta GUIaMUH CITYXKUT TaKXe MaTpULIeH 17151 COOPKU KOM-
IJIEKCOB pa3HOOOPA3HbIX CUTHATBHBIX MoJIeKyJa. OH B3a-
MMOJEMCTBYET C PSIIOM TPaHCKPUITIIMOHHBIX (haKTOPOB 1
HETMOCPEACTBEHHO BOBJIEUEH B ITPOLIECC Mepeaun CUTHaIa
OT TUTa3MaTU4YeCKO MeMOPaHbI B apo [6].

XpOMOCOMHBII peroH Xq28 BKIIIOUaeT O0JIbIIOE YUCIIO
T€HOB, OOYCJIOBIMBAIOIIUX X-CLEIUIEHHbIE 3a00JIeBaHUsI,
HO TOJIBKO TIPU JBYX MaTOJOTMYECKUX COCTOSIHUSIX HAOJIO-
JTaeTcsl opaxkeHue cepiia — npu daTtaabHoi X-ClereH-
HOU KapaAMOMMOIIaTUX HOBOPOXKIEHHBIX U cuHApoMe bapTa
[7, 8]. OnHako st 3TMX 3a00JIeBaHUIT HE XapaKTepHa acco-
LIMAIusI C KJIallaHHOM TucTpoduei.

M. Fernex u C. Fernex [9] nepBbiMU ornuvcaiv aHaTOMU -
YeCKYI0 KapTHHY IPU MUKCOMATO3€ MUTPAJIbHOTO KJlarnaHa,
TIPUBOIISAIIIEM K TSDKEJIOM MUTPATTBHOM perypruTaiu. Boi-
SIBIEHHbIE WU3MEHEHHsI BKJIIOYAIOT: OOBEMHYIO U30bITOY-
HOCTb, I0JIbYATOCTh 1 YTOJIIIIEHHOCTb CTBOPOK; JWJIATALIMIO
JIEBOTO aTPUOBEHTPUKYJISIPHOTO KOJIbIa; MUKCOMATO3HYIO
TpaHchOopMalMIo KJIAMAaHHBIX CTPYKTYP; OTCYTCTBUE BOC-
NIUTEJIbHBIX U3MEHEHMIl. MaKpOoCKONMUYECKH CTBOPKU
MUTPATTHBHOTO KJTaTlaHa BHITTISIIAT M30BITOYHBIMM, TTAPATITio-
TOOOPa3HBIMU M UMEIOT XapaKTePHbIii OJ1eIHO-CEPhIil OTTe-
HOK. B mporuiecc BoBiiekaroTcst 00e CTBOPKU € MPEUMYILECT-
BEHHBIM ITOPaXeHWEM 3aIHel. XOpIbl OOBIYHO YITMHEHBI
Y WCTOHYEHBI, MOXET TPOMCXOIUTh WX (ubOpoTHuecKast
TpaHchopmalus u yromeHue. Guopo3Hoe KOMbIIo 00bII-
HO pacillMpeHo, OJHAKO HE JOCTUraeT OOJIbIIMX BEJIUYWH,
Kax 1pu 6oje3Hn Mapdana.

Tucronornyecku npu MUKCOMATO3HON KJIaraHHOM ie-
reHepalyy B CTBOPKaX MUTPAILHOTO KJlaraHa orpeaessieT-
cs1 60JIBIIOE KOJIMYECTBO MUKCOMATO3HOTO MaTepraa, Ko-
TOPBIiA BBISBJISIETCS MIPY OKpacke alcian blue wiau apyrumu
KpacuTessIMU, crieuuduuecku pearupyroummMmu ¢ MyKoro-
Jicaxapunamu. MukcomarosHasi TpaHcopmalimsi xapak-
TEpU3YeTCsl MOBBIIIEHHBIM CONECPXKAHWEM T'MaTypOHOBOM
KUCJIOTbl M XOHJIPOUTUHCY/Ib(aTa B CTpOME CTBOPOK MU-
TPaJIbHOIO KJanaHa, Mpy 3TOM BOCTIAIMTENbHBIN Mpoliecc
orcyTcTBYeT. Hapsiiy ¢ M30bITOYHBIM HAKOTIJIEHUMEM KUCJIBIX
MYKOITOJIMCAXapuIOB B CTPOME KJlaraHa OnpeiesisieTcsl 3Ha-
YUTEIbHOE CHIXEHUE CONEPXKaHMS KOJUIAr€HOBBIX CTPYK-
TYp.

MukcoMaTo3Hasl JiereHepalusl aopTaIbHOIO KjlarnaHa
MaKpOCKOMUYECKU XapaKTepU3yeTcsl UICTOHYEHUEM MOJTy-
JIYHWIA, KOTOPbIE TPOCBEUMBAIOTCS P OCMOTPE; a0pTab-
HOE KOJIBLIO PACIIMPEHO U TakXKe UMEET MUKCOMATO3HbIE
U3MEHEeHMSI. MUMKPOCKOIIMYECKU OIpeAessieTcsl 1e30pra-
HU3aLMs GUOPOTUUECKOM 30HbI U3-3a (DparMeHTaluu KO-
JIATEHOBBIX BOJIOKOH M HAaKOIUIEHUSI KMCIIbIX MYKOITOMCa-

KAPAQUWOJ10MNs

XapuzioB B crioHruose [10].

OCHOBHYIO pOJIb B Pa3BUTUM MHMKCOMATO3HOMW [ere-
Hepalmy KJIallaHOB OTBOIST TTATOJIOTMH 3KCTparlesiTio-
JsipHoro Matpukca [11]. TIpy MMMyHOTHCTOXMMUYECKOM
aHaJIN3e CTBOPOK MUKCOMATO3HBIX KJIAITaHOB, YIATICHHBIX
TIPY OTIepallii, OOHAPYKEeHO HapyIIeHHOe pacrpeeieHre
¢GubpuuMHa, 35acTuHa, KojutareHa I u 111 turos no cpas-
HEHUIO ¢ HOPMAJIbHBIMK KJTarlaHaMu. B aKcriepuMeHTab-
HBIX HCCIICIOBAHMSIX YCTAHOBJICHO YBETMUICHIE aKTUBHOCTH
NADPH-nnadopassl B MUKCOMAaTO3HBIX CTBOpPKax [12].

KinnnHuueckasi kaptuHa X-CUETUIEHHOM MUKCOMATo3-
HOM KJIaItaHHOM MUCTPOGUN 3aBUCUT OT JIOKATU3AIMKA 1
CTETIeHW TTOpakeHWsT KJTallaHHOTO armapara cepima. Ha-
nboJIee YacTo MMeeT MECTO OTHOBPEMEHHOE BOBJICUCHUE
B TIATOJIOTUYECKUI TIPOLIECC MUTPATHHOTO M a0PTAILHOTO
kimaraHoB. CoveTaHHOEe TTOpakeHHe JIEBOCTOPOHHUX Kila-
TTAaHOB TIPUBOIWUT K PAa3BUTHUIO TSLKEION CepleyHoi Hemo-
CTaTOYHOCTH, TPEOYIONIel IPOBEICHHS XMPYPTUYECKOTO
nporte3upoBaHus [13, 14]. Pexe Habmonaercs: u3onupo-
BaHHOE MOPaXXeHNe MUTPAILHOTO KJlallaHa WM B codyeTa-
HUU C MUKCOMATO3HOM NereHeparyeil TpUKYCITIATEHOTO
knanaHa [15]. MMetorcst emMHUYHbBIE MyOJIMKALIMU O MUK-
COMAaTO3HOI JereHepaliuy Bcex KiiaraHoB cepana [13]. Xa-
PaKTepHO, YTO BHEITHKME (HDeHOTUITMIESCKIE TIPU3HAKA COe-
JUTHUTETbHOTKAHHOW JMCIUIA3UN OTCYTCTBYIOT.

JIMarHOCTMKAa MWKCOMATO3HOM KiTallaHHOW JereHe-
pamyy  OCYIIECTBIISIETCS] ¢ TTIOMOIIBIO 3XOKapauorpabun
B IByXMEPHOM peskrMe. BrIcOKOMH(MOPMATUBHBIMU METO-
TTAMJ STBJISIFOTCSI UPECTIMIICBOTHAS W TPEXMEpHAs 3XOKap-
nuorpadus [16].

DxokapmuorpaduuecKUMU KPUTEPUIMU MUKCOMATO3-
HOTO MUTPAJTLHOTO KJIaTlaHa SIBJISIOTCS: 1) TOJIIMHA CTBO-
POoK 3 MM U GoJiee; 2) U30bITOYHAS TIOABMXKHOCTD CTBOPOK;
3) MOHMXEHHasl SXOTeHHOCTb KJamaHa IO CPaBHEHUIO
C aopTaibHBIM KJ1anaHoM [17]. BenuunHy MUTpaibHOM pe-
TYPTUTAIIMA OTIPEIEIISIFOT TI0 OTHOIICHWIO MaKCUMAaTbHOMN
IUIONIANM PETYPTUTAHTHOTO TIOTOKA K TUIOIIANN JIEBOTO
npencepaust (RIA/LAA) B mpoueHTtax. K jierkoii MuTpasib-
HOI1 HEIOCTaTOYHOCTU OTHOCST 3HaueHust RJA/LAA meHee
20%, x ymepeHHoi =20 n <40%, k Tsoxenoit >40% [18].

KputeprsiMiu MUKCOMAaTO3HOM IeTeHepaiii aopTaTb-
HOTO KJIallaHa SIBJISIFOTCSI: AMJIaTaIusl (hbUOPO3HOTO KOJIb-
113, TIPOJIATIC TIOJYJIYHUIA; (hbeHecTpalys TOTyTyHui, de-
HecTpalusi (puOPO3HOro KOJblia B 001aCT CTBOPOK [19].
BemmumHy aopTabHON perypruTaliid - OTIPEIEeISTIOT 110
OTHOIIICHWIO JMaMeTpa PETyprUTaHTHOTO TIOTOKa K Tua-
METPY BBIXOJHOTO OT/ea JieBoro xenynouka AJD/LVOTD
B mpotieHTax. K jierkoii aOpTaIbHOM perypriuTaiiii OTHOCST
snaueHust AJD/LVOTD <25%, k ymepenHoii >25 u <40%,
K TspKenon >40% [20].

OCHOBHBIMU OCJIOXKHEHUSIMU MUKCOMATO3HOM KJTartaH-
HOM MUCTPOGhUNH SIBIISTIOTCS OCTPast MM XPOHUIECKast Kia-
MaHHas HEeIOCTaTOYHOCTh, OAKTepUATBHBIN SHIOKAPIWT,
TPOMOO3MOOIUS, XKU3HEYTPOXKaeMble apUTMUM, BHE3aITHAsI
CMEpTh.

Jleuenue 3aboneBaHust He paspadbotaHo. [lpu paHHel
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JIMATHOCTUKE, OCOOEHHO Y IeTeit, BOBMOXKHO, OynyT adhdek-
TUBHBI TIperaparthl, MPeayNpeXIaloNIe nereHepaTiBHbIC
TIPOIIECCHl B COCIMHMTEIIBHON TKAaHW (XOHIPOUTHUHCYIhb-
(ar). Takke 0600CHOBAaHO Ha3HAYEHUE MPENapaTroB, YIyd-
IIAIOIINX OMO3HEPTETUIECKIE TTPOIIECCH B TKAHAX (MarHe-
POT, JIEBOKapHUTUH, KOoH3UM Q10).

Takum ob6pa3oM, X-clielIeHHas MMKCOMAaTO3Hasl Kjia-
MaHHasl IUCTPOdUST MOXKET ObITh 3aIT003peHa TP CIIeTy-
1o111eM (heHOTHTIE:

— 3a0o0JieBaHrEe HAOIOMACTCST TOJIBKO Y JIUIT MY>KCKOTO
1nosna;

— XapaKTepHO COYETaHHOE TOpakeHWE HECKOIBKUX
KJTaITaHOB CepIIia, UMEIOIIee IPOTPEeCCUPYIoIee TeUCHNE;

— OTCYTCTBYIOT (heHOTHITMIECKHE TIPU3HAKK COCTUHM-
TeTbHOTKAHHOM TMCIUTA3UH, XapaKTePHBIC UTST ayTOCOMHO-
JMOMUHAHTHBIX U PEIIECCUBHBIX (POPM MUKCOMATO3HOTO TI0-
paxkeHus1 KJjlaraHoB cepalia (6osne3Hbr Mapdana, cuHapom
Bnepca—/laHno);

— 9XoKapauorpaduyecku MOATBEPKIAETCSI MUKCOMA-
TO3 CTBOPOK, COTIPOBOXKIAIOIIUICS KIIATTAHHON perypruTa-
L1e;

— B KPOBM CHITKEHa aKTMBHOCTb aHTUTeMOMITIC-
ckoro ¢akropa (pakrop VIII) npu oTcyrcTBUY NMPU3HAKOB
reMouiInu.
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