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‘Anomalies of arterial vessels with heredltary connective tissue disorders

~ Pestome. CocyaucTsie aHomasmi, hopMUpYIOLINECS B PesyrbTare Mopcponorwec;fou 1IepECTPOKY COBAUHUTENIBHOM TKaHY MDY HACIEACTBEHHBIX
Hap)/LUGHMHX COG‘AMHMTeﬂbHOM TKaHn, MPOAB/IAIOTCA NOCTENEHHbIM PacLUUPEeHNEM, PasBUTUEM aHEeBPU3MBl, AUCCEKLNN Wil CIIOHTaHHO BO3-
HMKaIO[LII/IM PaspeiBOM CTeHKU cocyga. Hepegko 1aTONIOTNHECKINE UBMEHEHNA OTMEYAIOT B CTEHKE a0pThl, KOPOHaPHBIX i MO3IOBBIX apTepuax.
CBOGB,DeMeHHaﬂ AnarHocTnka ciurLgpPoMOoB, OCHOBaHHaA Ha BblsiBrIeHIm NPn3HaK( 08 ﬁMCMOdeOf eHesan Pesysibratax MHCTPYMEHTa/TbHbIX MeTOAZOB
unecnegoBarHia, No3BONT NPeayrnpeauTb CepbesHbIe 0C/IOXKHEHUA.
. KnioyeBbie crioBa: HacnefCcTBenHHble HapyLLieHnA COe[[MHMTeﬂbHOM TKaH, MOHOIreHHbIe CMHAPOMH COCyauCTbIe aHOMasTN.
MenunuHCKHE HOBOCTH. — 2019, — Ne7. — C. 13-19.

. Summary. Vascular anomalies that are formed as a result of the morpholog/ca/ reorganization of the connective t/ssue in hered/tary disorders
of the connective tissue are manifested by a gradual expansion, development of aneurysm, dissection, or spontaneously arising rupture of the
vessel wall. Often, pathological changes are noted in the wall of the aorta, coronary and cerebral arteries. Timely diagnosis of syndromes, based
on identifying signs of dysmorphogenesis and the results of instrumental methods-of research, will prevent serfous complications.
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epLeYHo-cocypucTHie 3abonesa-

HUA"ABASIOTCA OCHOBHON NPYNHNHON

CMEPTHOCTY HacesieHUs BO' BCEX
cTpaHax mupa. CornacHo paHHem Bce-
MUPHON Oprann3aliiy “34paBoOXpaHeHNs,
B 2016 rogy OT CepAeUHo-COCYAUCTHIX
3aboneBaHuii ymepno 17,9 MiH uenoBex,
uTo cocTaBuno 31%.0T BCEX: Cny4aes
cMepTy B ¢Tpanax mupa. K sabonesaHuam
C BbICOKOU CMEPTHOCTbIO OTHOCAT WLLIEMU=

yeckylo Boneans -cepaua (MBC) 1 uHeymst, -

thakTopamm pucka KoTopbiX. ABNAITCS
apTepuarbHas runepTeHsus i aTepockne-
pOTIYECKOE MOpaXeHue COcYaoB cepaua
It roriosHoro Moara [1], Bmecte ¢ TeM pe-
3YRbTATH UCCNEAOBAHUS NPUUIH BHE3ArHOM
cepreuHoit cMeptn (BCC), BosHukaioLelt
B 25% cnyvaeB BCEX CMepTell 0T cepaey-
HO-COCYAMCTBIX 3ab0MeBaHIl, YKa3bIBaoT
He TOMbKO ‘Ha aTepPoCKepOTUYECKYIO
MPUPOLY NOPaXeHWA CepaLa U COCYLoB
[2]. Cpequ 3a60oneBaHuil 1 COCTOSHMIA, Nput-
sogaumx Kk BCC, otMevertl cocyaucTble
M3MEHEHUA He aTepOCKNePOTUIECKOI
npupoasl, a 0BYCroBsieHHEIE CMa3MOM,
aHOMaNUAMIN PasBUTUSA, BOCTIATIEHUEM,
[UcceKLel apTepii, oubpomycKynapHoit
aucrinasueit (puc. 1). :

MHorue 13 nepeUncrieHHbIX COCTOSHIAN
BCTpeYaioTca Nnpu HACNeACTBEHHLIX Ha-
DYLLIGHUAX COBAMHUTENBHOM TKaky (HHCT).

CoefiHuTeNbHas TKaHb SBNIAETCA OC-
HOBHbIM TURIOM TKaHU, oBecneuuBaiotLieit
CTPYKTYPHYIO 1 METB0MM4ECKYIO NOLAEPX-

'Ky BCeX Opl'éHOB yeroBeka, YHUKaIbHOCTb

COSANHUTENBHON TKaHN N0 CPaBHEHMIO
C gpyrimn TKaHAMIA 3aKMioyaeTca. B TOM,
4TO OHa COCTOWT U3 pa3HbiX KOMMOHEH-

TOB — KNETOK, BOJIOKOH, KPOBEHOCHBIX .

COCYROB, pacCeaHHbIX BO BHEKNIETOUHOM
MaTpukce, obbeM KOTOPOro 3Ha4YUTESIbHO

borbLue no CPaBHEHMO C YACNIOM KNeTOK

.[3]. UameHeHus perynsuni cuHTesa Ui

KaTabonmama, COOTHOLUEHNA KOMMOHEH-
TOB COBAVHUTESbHOM TKaHU B pesyrbrare
FEHETUYECKUX HAPYLUEHUIA, BAUAHIAA MHOTAX
HebnaronpuATHLIX hakTopoB BO BPEMS BHY-
TPUYTPOBHOrO PasBUTYUA NOKA NPUBOKAT K
CUCTEMHBIM TPOABNEHUAM, XapaKTepHbIM
gna HHCT. Mpu mHorux HHCT uamereHus
CEePAEUHO-COCYAUCTOl CUCTEMbI SBISIOTCS

{"—“—“—‘ﬂ 25% cnwaes pHesanuas cepgequaa cvepTh }
CmepTHOCTL OT nmwmcxas - Apyme
cepAeiHo- ‘6onesuHb FIPWYMHDI —
COCYRUCTBIX cepgua— 80% C20%
saboncsanni — - 1
17 mnn | He-arepocknapoTIueckos Sa60s8aHYE KOPOHAPHEI
, % i _Bprepuii
{31@ BCex cmep?eys} apre -
HaceneHmn 3eMHOre 336wxesa;«ma MuoKapaa nTH
wapa » IBAKTENbHbIE, MHPUABTD: f
“ | Hapywietue pUTMa BLASACTBME HeHpOryMOpPanbHbiX
anvaani BHC
CoTpsicenue cepaya
.| Paccnoensie aoprot i
Yinroxcrrauns i merabonnueckue ﬂapymeﬁm
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CUHEPOMHbIE aHEBDU3MBI/UCCEKLMN a0DTH

CuHppom Mapdana

Mytauum B rese FBN1, TGFBR1 um TGFBR2

Curigpom Anepca — Aanno [V Tuna — cocyan-
CTBIA TUN

MyTauum B reHax COL3A1, COL1A2

CuHpgpom floiteca — dutua

Myraum B resax TGFBR1 wm TGFBR2

Curppom WnpuHTiieHa — [onbabepra

Cropaguueckue mytauum de novo B rexe SKI

CI/IH,D,pOM aHeBpu3Mbl — 0CTe0apTPUTa

Myravum 8 rese SMAD3

Cunpom Cutis laxa ¢ arespuamoii

Myrauum 8 reqax ELN, EFEMP2, FBLN4

He cuHapoMHble aHEBPU3MBYUCCEKLIMY a0PTH!

CeMeiiHasi aHeBp3Ma/BUCCEKLMA a0pThl

MyraLum B reHax TGFBR1/2, ACTA2, MYLK,
SMAD3, TGFB2, MYH1
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OCHOBHOI MPUUUHOIA CHINKEHMS Ka4ecTsa
WA MPOROIKUTENbHOCTY XI3HI YesloBeKa
[4].

CornacHo pexomeHpaLusam, paspabo-
TaHHbIM B Poccim n Pecnybrke benapycb
(HECKOMbKO OTNMYAIOLLMXCA BAPUAHTOB, HO
BMECTE C TeM C eAUHON OCHOBHOI KOHLEN-
umeit), HHCT npeacrasnieHs AByMA rpyn-
namu 3a6oneBaHuiA i COCTOAHIA: MOHOTeH-
HbIMIA CUHEPOMAMU 1 MHOTO(haKTOPHbIMU
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HapyLUeHUAMU COeSURUTENbHOR TKaHU
w gucnnasuu [5—7]. Tipit MOHOTEHHBIX
CUHApPOMAX, BKIIOYEHHBIX B KATasIor reHoB
1 reHeTU4eckux GonesHell McKusick VA.
(OMIM - Online Mendelian Inheritance in
Man), B 6OMbLUIMHCTBE CIly4aeB UBBECTHbI
reHeTuuecKue gedekisl, 06yCnoBUBLLME
U3MeHeHUa cUHTe3a unn katabonmama
6enKoB BHEKNETOYHOrO MaTpuKca 6o
HapylueHue mopdoreHesa. [iris MHoro-

hakropHbix HHCT unu gucnnasuii xapak-
TepHb! BHELUHIE W14 OpraHHble NpU3HaKK
aucmopdoreHesa, COBOKYMHOCTb KOTOPBIX,
nogo6Has MpU3HaKam MOHOreHHbIX CUHIPO-
MOB, NO3BONSET 06BERUHUTS UX B (heHOTH-
net [6]. PacnpocTpaHeHHOCTb MOHOTEHHBIX
CUHAPOMOB HEBENMKa, a heHOTUMb! MHOTO-
(haKTOpHLIX ‘HapYLLEH i COeAUHUTENBHOI
TKaHM BCTPEYAIOTCA B MOMYMALMA YacTo.
Mopdonorudeckue 0coBeHHOCTI cocyau-
CTOI CTEHKI BCTPEYaloTeA B 06euX rpynnax
HHCT u conpoBoxpaioTcs U3MEHeH/eM
reoMeTpuu cocyaa, HapyLLEHUAMN remo-
OUHaMUKL DYHKLIMOHANBHOO XapakTepa,

. BbI3LBAIOLLUMI YMEHbLLEHMe KPOBOCHAG-

XEHUA opraua.
Haunbonee yacTbiMu cepp,equ cocyau-
CTbiMW aHOMaJTUAMI ABNAIOTCA USMEHEHNA

KPYMHBIX COCYA0B — pacluMpeHue BOC-

Xogsueil aopTbl, aHEBPUSMbI, PA3PLIB U
AMCCEKLIAA, PeXe pacLLpeHue/ AUCCEKLIMA
WM CTEHO3 NETOUHOIA apTepla, KOTopble
BCTPEYIOTCH NP1 MOHOTEHHbIX CUHAPOMAX

 (Bonee 30), 0bycrioBeHHbIX HapyLLIEHUAMA
~“CTPOEHNA U MeTabonmaMa COEMHUTESTb-
" Hoit TkaHu [8] (tabn. 1). B naronoruue-

ckuit npouecc npu HHCT BoBnekaloTes
COCY[ibl  CPEHEro U Menkoro kanmbpa,
B pEe3ynsLTate M3BUTOCTM, TMMOMasuu,
paspbiBa aHEBPU3M, JUCCEKLUMA KOTOPbIX
pasBuBaloT pernoHanbHeie HapyLleHus
KPOBOOGPALLEHUS B FONIOBHOM MO3Te,
CEpAUE, NapeHXIMATO3HIX OpraHax, Jxe-
NYZKE 1 KULLIEYHIKE.

XapakTep HacriefoBaHus aHomasnuii
a0pThl MO3EONISIET BbIAENUTD fiBE MPYMMb
3aboreBaHuii: B criyyae HacnefoBaHuA no
2YTOCOMHO-HOMUHAHTHOMY TUMY aHeBpUs-
Ma/EUCCEKLst TPYAHOIA a0pTbl ABIAETCS
CEMEIIHOMN, B OCTAsIbHBIX Cry4aax — cro-
papuuecKoil, He cemeiiHoit. B cBoOIo ouve-
pefp, cemeitHan aHeBpU3Ma/ANCCeKLIUA
TPYLHOI a0pThl BKOYAET HE CUHLPOMHELIE
thopwmbl (BukycnmganbHbii aopTansHbilt
KIanaH, OTKPLITLIA apTepuasibHsii MPOToK)
1 CUHOPOMHBIE. (hOPMBI C MPU3HAKaMU
CUCTEMHOTO BOBNEHEHIA COSTUHUTENHOI
TKaHi (curgpom Mapdpana un gp.). He cun-
LPOMHYIO CeMeliHyIo. aHeRpU3MY/BUCCEK-
MO TPYLHON 20pThl BLI3LIBAIOT MyTaLi
B FeHaX, KOAUPYIOLMX COKPaTUTENbHbIE
6Nk rnasKoMblLLIEUHbIX KIETOK, TAKUE KaK
ACTA2, MYH11 n MYLK [9]. CurgpomHble
hOpMbl @HEBPUMLI/AUCCEKLIMN TPYAHOI
aopThl Bbi3BaHb MyTaLuamu B rede FBN1
(cungpom Mapdana), B reHe TGFBR1
uwm TGFBR2 (cuHapom Jloiteca — JuTua),
B rede SLC2A10 (cuHapom W3BUTOCTM
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apTepuit), B rede FBLN4 (cuHppom Cutis
laxa) [10, 11].

[Ins Bcex CUMHAPOMOB XapaKTepHbiM
SIBIIAETCA MOBbILIEHUE AKTUBHOCTA CUI-
HanbHeix nyTeidl TGF -B, no-sugumomy,
3aHMMAIOLLMX LiHTpankHOe MEeCTO B pas-
BUTIW apTepuanbHbiX aHeBpuaM. CKopocTb
pOCTa aHeBpUaMbl FpyLHON a0pTh Bapbupy-
et 8 npegenax 0,03-0,22 cm 8 rof, npu
MOHOTeHHbIX FEHeTIeCKIX 3a60n1eBaHIAX
HabnopaeTcs 6onee GLiCTPLIA PocT
aHEeBPU3Mbl 11 BbICOKWA PUCK pasBuTUs
auccekuuin [11]. ‘

Hepepko HacnegCTBEHHLIE CUHAPOMBI
NPOABASIOTCA YacTUYHO COBNAAaIoL|u-
MU CUCTEMHLIMI TIpU3HaKaMW, U JnLb
TIaTenbHas KNMHUYECKas OLEeHKa no-
3BONAET AMArHOCTUPOBATb KOHKPETHOE
3abonesaHite, KOTOpoe MOATBEPXKEAETCS
reHeTYecKUM TECTUPOBaHUEM, -

Cunppom Mapdata (Marfan,
OMIM#154700) sBnsieTcs ayTOCOMHO-
AOMUHaHTHBIM 3abonesaHueM, o6ycos-
NeHHbIM. MyTaLyelt B reHe pubpunniHa-1
(FBN1) Ha xpomocome 15G21.1, Koaupy-
jolero 6enoK BHEKNETOUHOro MaTpukca
dubpunnura-1, u reve TGFRR1 unn
TGFBR2 Ha 9-11 1 3p24.2:P25 xpomocome.
PacnpocTpaxenHocTs cuiapoma Mapda-
Ha cocTaensieT 1:5000 Hacenenus [13].

[narHocTika ocHOBLIBaeTCH Ha rie-
PECMOTPEHHBIX [EHTCKUX KpUTepusx
2010 roga, paccmaTpuBaioLL X pacium-
peHile BOCXOAALLE aopThl KaK OCHOBHOA
K/Hu4eckui npuatak [13]. Mporpeccupy-
joLLiee pacLuMpeHne KopHA aopTsl; BOBJE-
YeHue BOCXOMALLEH W B pefKUX Crydasx

'HUCXOZALLEN aopThl, NPUBOAALLIME K AMC- -

CeKLIW 11 Pa3pbiBy, OTHOCATCA K OCHOBHOI
MpUYMHE CMepTHOCTM Mpu 3aBoneBaH
[14]. Pacwuupetue ctBonia nero4Hoii ap-
TEPUM MpU OTCYTCTBUM KNanaHHOro unm
nepucepudeckoro CTeHosa B Bo3pacTe
nocne 40 net BCTpeyaetcs PeAko no
CpaBHEHIIO C U3MEHEHUANI a0PThl.
MaTonoru4eckue u3mMeHeHus, NpUBO-
AALLME K PACLLIMPEHUIO ATPUOBEHTPUKYIIAP-
HOrO KorblLia, 0BpasoBanmMio aHeBpU3MbI
1t Pa3BUTUIO QUCCEKLIAM, MPOMCXORAT BO
BHEK/TETOYHOM MATPUKCE MEJI 1 afBeH-
TuluM cocyna u obycnoeneHsl notepeit
rMaaKOMbILISUHbIX KNETOK, pa3pyLUEHNEM
3/1aCTUHA U HAKOMIEHAEM KUCTONOZOOHbIX
CTPYKTYP, COAePXaLLIX MyKOnonucaxapu-
Abl. AnacTuyeckiie BONOKHA YTpaUnBaioT
CBOU OCHOBHbIE CBOWCTBA, pacrnona-
raloTcs XaOTU4HO, pasphiBaeTCs CeTb
MUKPOCHUEPIITIT, COEMUHAIOLLIUX BONOKHA

C UHTepCTULManbHBIMI KneTKamu. K Tomy
Xe HapyleHue dyHkumm dubpunnuta-1
BbI3bIBAET CEKBECTPALMI0 NATEHTHbIX
komnnekcos TGF-B, u B Bugy 6onblueii
LOCTYMHOCTU KOMMNEKCOB MOBLILLAETCS
aKTUBHOCTb curHansHbix nytet TGF -B
[14, 15]. Baaumopeitcteua TGF-B 1 us-
MeHeHHoro dpubpunnuHa-1 npu cuHgpome
MapdaHa nokasaHbl Ha pucyHke 2.
CuHapom Jloiteca — Jutua (Loeys —
Dietz), onucaHHbIll HeaaBHo, ABNSETCS
reHeTuyeckum sabonesaHuem c ayTo-
COMHO-AOMUHAHTHbIM HaCcnefoBaHueM u
KIMHUYECKUMY MpU3HaKaMm, NofoBHbIMY

curgpomy Mapdpana, [eTeposuroTHbie My-

Tauum B reHax, kogupyowmx TGFBR1 Ha
Xpomocome 9422.33, BoisensaioT npu | Tine
(OMIM#609192), kopupytowmx TGFBR2 Ha
Xpomocome 3p24.1 — ripu Il Tune cuHapoma
Toiteca — duta (OMIM#610168); myTaiv
reqa SMADS Ha xpomocome 15022.33 Bbisbl-

. BaroT it lit wm CUHAPOM aHEBPI3MbI — OCTEO0-

aptputa (OMIM#613795); mMyraumn rexa
TGFB2 Ha xpomocome 1041 BbiabisatoT T IV
(OMIM#614816); a myTauuu resa TGFR3
Ha xpomocome 14024.3 suibizalot TUn V
(OMIM#615582) [17, 18]. Takvm obpasom,
MyTaLWN B LUECTM F'eHaX MPUBOAAT K HapyLUe-
HYI0 0BPa30BaHIS BHEKIIETOYHOTO MaTPUKCa,

B3AUMOLEIACTBIAR BEMKOB 1 APYIAX MONEKY,
HEOBXOAUMBIX 11151 CO3AAHUS TPOYHOCTU 1
pereHepaLy COBUHATENBHON TKaHN.

B otnuune ot cutgpoma Mapdana,
MpK KOTOPOM MPOUCXOZHUT MOCTENEHHOE
(1-2 MM B rog) paciumpeHine KOpHA aopTbl,
npu cuHppome Jlolieca — JuTtua paspbis
WU AUCCEKLMA aopThl BCTPEUAETCA Mpu
HOpMaTbHbIX pasmepax 6es rpenBapuTerb-
HOTO pacLLpeHns unu 6biIcTPOM hopMUpo-
BaHUM aHeBpUaMbI (pacLUpeH e aopTbl Ha
10—11 MM B rop) [18]. Momumo M3MeHeHuA
CTEHOK a0pThl, OTMEYI0T UBBUTOCTb apTepuli
cpeaHero kanubpa, popmupoBaHie aHes-
PU3M W JUCCEKLMIA, CTIOHTAHHBIE Pa3pbiBbl
Ha MPOTAXEHUM BCETO KPOBEHOCHOTO pycria
[19]. fuar+os cuHapoma Jolteca — [uTua,
HECMOTPA Ha HaIUMe KIMHUMECKUX MPU3HA-
KOB (rUnepTenopiaM, pasasoeHHbili A3bIHOK
MAKOro Heba, KpaHMOCMHOCTO3, YepertHo-
JLIEBbIE MPUSHAKM, KOXHbIE U CKENETHbIS
0C0BEHHOCTY), GasupyeTes Ha pesyrsraTax
MOJTEKYNAPHO-TEHETUYECKOTO UCCTIEHOBaHIS.

Cunppom Snepea — anno (Ehlers —
Danlos) — reteporeHHas rpyrina cUCTEMHbIX
HacreAcTBeHHbIX 3aboneBaHi, 06ycros-
NeHHas MyTaunaMi B reHax KommareHa,
C KIMHUYECKMMI MPOABAEHUAMM B BURE
FUANEPPACTXUAMOCTI KOXIA, TUNEpMO6isTb-

Krnuueckuii nogrun C3J, Hacnepo- OCHOBHoM reH [potent
BaHUe
1 Knaccuueckuit . AD [naeHble; COL5AT, Tun. V KonnareHa
: i COL5A1 .
pegko: COL1A1
2 | MopobHbiit Knaccudeckomy AP TNXB TeracuuH XB
CepaguHo-KnanaHHbilt AP COL1A2 Tun | konnareHa
4 | CocymmcTiit AL TagHbie: COL3AT Tun Il konnarena
perko: COL1A1 Tun | konnareHa
5- | mnepMoBunbHIA - AL HeuasecTHo HensgectHo
6 | Aptpoxanasus Al COL1A1, COL1A2 Tun | konnareHa
7 | Oepmarocnapakcuc ’ AP ADAMTS2 ADAMTS2
8 | Kuchockomotuieckuli AP PLOD1 - I LH1
9 | CuHapoMm Xxpynkoit poro- . - AP ZNF469 PRDM5 ZNF469 PRDM5
BULIBI ‘ .
10 | CroHgunogucnnacTuye- AP BAGALT7 B3GALT6 b4GalT7
cKult ‘| SLC39A13 b3GalTé ZIP13
11 ] MblLUBUHO-KOHTPaKTYpHLIA | AP CHST14 D4STH
DSE DSE
12 | Muonaruueckuit Al AP | COL12AT Tan Xt
KosnnareHa
13 | MeprogoHTansHbIi : Al CiRC1S CirCis

fipumeyaHne: Al -ayTOCOMHO-AOMUHAHTHBLIA, AP — ayTOCOMHO-PELIECCUBHBIN.

Ne7 + 2019

MEAULUNHCKUE HOBOCTH




Nekyum

% — COCY,D,MCTbIe OCMNoOXHeHus, abc.4 — COOTHOLIEHVE NaLNEHTOB,

meEDS-DCE G7% (213}

EEDS-CHET 34 63% (27/43} -
ERS-THXB 53% £20/19}

VEGS-COEIAR 40% {275}

EOS-ADAMIS2 3% {5/25)

CEDS-LOLIAT 5% {3/22)

KEDS-FREPI4 20% {2430}

¥EDS-PLODE 15% {8/54}

SpELS-SCL3SALS 13% {178}

CEDS-COLSAY/2 phi Juriikh] -
SEDSLOLIAL/Z %6 (3/17) © nrpanpanke
oEDS.CIR/S ooy A
SPEDS-BIGALTS L hem sy

MpunmevarHue:

C COCYQUCTbIMK OCMOXHEHUAMU K o6|.uemy
KPOBOTEUYEHUA U3 XKenyaka uim KuedHnka.

KonuyecTsy nauueHToB nogtuna; M3 —

HOCTU CYCTaBOR, XPYMKOCTY TKaHell, usme-
HEHUAMU CEPLEHHO-COCYRNCTOM 1 ApYriX
CUCTEM OpraHn3ma.

CurHppom Jnepca — [laHno asnaetes
FeHeTUUECKY M KIMHUYECKM pasHoobpas-
Hoi rpynnoil 3abonesanuii, BKoUatoLLeil
13 NoATMNOB C pasHLIMK TUNAMKU Ha-
CrIef0BaHNA; ayTOCOMHO-FOMUHAHTHbII,
AYTOCOMHO-PELIECCUBHBIN 11 X-CLieTIeHHbI
(tabn. 2) [19, 20]. PacnpocTpaHeHHoCTb,
paccHUTaHHas Ha BCe NOATUNL, COCTaBAAET
1:5000 saceneHus, IV nogmun — cocygu-
CTblif, CBA3AHHLIA ¢ BLICOKAM PUCKOM OC-
TNoXHeruit, BeTpevaeTes pedko — 1:250000
HaceneHus. CocyameTbiil nogTun cuHapomMa
Anepca — [arno (OMIM#130050) BrisBaH
myTaumsmu B rede COL3AT (o-Liensb 1
kornarena tvna lll) Ha xpomocome 2q32.2,
peako COL1A1[21]. 3w myTavium cocTosT
B OCHOBHOM U3 MUCCEHC-MyTaL|Wli, KOTopble
MPUBOAAT K 3aMeHe OCTATKOB FULMHE .
B TPOIAHOM CTIMparibHOM OMeHe Lieri Kort-
nareHa Tvna lil. Y TpeTi ncenepoBaHHbIX na-
LMEHTOB onpeaensioT MyTauum TGFBR1/2,
BMECTE C TEM He OTMeualoT ycuneHua
curHansHoro nyt TGF -B, xapaktepHoro
Ens cuHppomMa Mapdhada unu cuHapoma
Jolieca — Jutua [19].

IdunarHocTuka cuHgpoma dnepca —
[laHno npoBoaWTCS Ha OCHOBAHMM COBO-
KyMHOCTU MPWU3HAKOB, yKasbiBAIOLUUX Ha
FUNepMOBIAILHOCT CYCTABOB, aHOMaTbHbIE
py6Libl, 1 TECTUPOBAHUA KOXU (MSArKOCT,
XPYMKOCTb, PACTAXUMOCTb), HANMUNA 0C-
JIOXHEHWI — paspbiBbl apTepuii B MONOAOM
BO3PACTE, Pa3pbiB MaTKW B TPETHEM TPUME-
CTpe GepeMeHHOCTH, CMIOHTaHHas nepdho-
paLyst CUrMOBUZHOMA UM [PYTORA KMLLIKW,
KapoTWIHO-KaBepHOSHsI CBuLL, 1t Ap. [19].
WNamereHus cocynos (aopta 6e3 npensapu-
TEMbHOTO PaCLUMPEHUs, apTEpU CPEAHEro

WMELWIUMHCKME HOBOCTU

[T

N MenKoro Kanmbpa) B BUZE ANCCEKLMM,
paspbiBa, hOPMUPOBAHUA aHEBPUSM UiA
apTepUoBEHO3HbIX UCTYN Pas3BUBAIOTCA
CrIOHTaHHO, HEPEKO Y XEHLLUWH BO BpeMs
6epementocTn [21, 22]. [ina xaxporo
fioaTna cunapomMa Snepea — [aHno pas-
paboTaHbl KIMHAYECKNE KPUTEPUA.

CocynucTbie OCTIOXHEH!A BCTPEHaloTeA
MpU BCEX, B TOM YNCTIe HE COCYAUCTBIX,
noaTUNax cuHgpoma dnepca —-[axno
(puc. 3) [23]. :

B uccnezosatmi S. D'hondt n coasrT.
MpYk aHaN3Ee OCHOXHEHWIA Y NaLNeHTOB
C He CoCyauMCTHIMIA MIORTUNaM CUHAPOMa
3nepca — [laHno 4acTo BHIABNIANIA remaro-
Mbl (53%) B pasHbIX COCYAUCTBIX PErMoHaX,
NHTpaKpaHuabHbie atespuambl (18%),
aHeBpU3MLl Nepudepuyeckmx. aprepuii
(5%), muccekumio aptepuii (16%), no-
cneoriepaumoHHble KposoteyeHus (5%),
KENYAOUHbIE UM KULLIEYHbIE KPOBOTEUEHUA
(1%) (puc. 3) [23]. C

CuHgpom LnpuHtuera — fonbabepra
(Shprintzen — Goldberg, OMIM#182212) ot-
HOCWTCA K PEfiKiAM (B MUpE ONCaHO OKOMO
60 cryuaes) reHeTU4ecKUM 3abonesaHuam
¢ ayTOCOMHO-AOMUHAHTHBIM. HACTIEHO-
BaHUeM, pasBUBaIoLLEMCA B pe3ynbrare
MyTauun reHa SKI, pacnonoxeHHoM Ha
xpomocome 1p36.33-p36.32. Ten kopu-
pyeT oHkonpoteuH SKI, y4acTsyiowiuii

B aktmBaum TGF - curHanbHoro nyTu

[24]. Cunapom MpakTUdecK Bcerga BO3-

HUKaeT B pesyrnsTate MyTaumii de novo u

BCTPEYAETCs Y Mofel, B CeMbAX KOTOPbIX

He BbISBNEHbI POACTBEHHINKIA C HOAOGHbIMM

HapyLLIEHUAMY. _

®eHotun cuHgpoma LWnpuHTleHa —
fonbabepra oTnnMyaeT NonMMOptHOCTb
C npusHakamu YepenHo-iuLesbiX, He-
BPOMOrUYECKMX, CKENETHBIX M CEpHeYHo-

cocyancTelx aHomanmii. KnuHuueckue
MpUsHaKN BKNioYaloT MapdaHousiHbie
yepThl (apaxHogakTumus, Aedopmaums
TPYAMHLI, MIIOCKOCTOMNE; CKOSMO03, FUnep-
MOBUAbHOCTb CYCTABOB), KPaHUOCUHOCTOS;
YMCTBEHHYI0 OTCTanoCTb, CKENeTHbIE
aHomanum, 6onesHs pLInpyHra, Auna-
TaLMIo KOpHS aopThl [24, 25]. Mockonbky
0o6LLVe Mpu3HaKK 0TMeYaloT PU CUHApPOME
Mapdana, cuHgpome Jlofteca — [uTua
1 OpyriX MoHoreHHbix cusapomax HHCT,
TPYAHOCTI Pacno3HaBaHua 06bACHAIOT
pegKoe BolfBneHmne cuHapoma LnpuHTe-
Ha — [orbabepra. :
CepieuHo-COCYIICTbIE OCTIOXHEHA —
nporpeccupyiollee pacluupeHine KopHs
a0pThI C pa3pbiBOM, MPOSIANC MUTPAIIbHOMO
KranaHa U sHauuTeNbHas MUTpasibHas pe-
ryprutauys — SBnsioTcs Haubonee 4acToil
MPUIKHOI CMepTy maveHTos [12].

. CuHApoM aHeBpU3Mbl — ocTeoap-
tputa (OMIM#613795, unu cuHapoM
TNoiteca — Qutua 3) onmcaH HeAaBHO
(2011 rog), pacnpocTpaHeHHOCTb Cpean
HaceneHus Heu3pectHa. CuHApoM aHes-
pUaMbl — OCTEOAPTPUTA HAC/EAyeTCA Mo
ayTOCOMHO-[LOMUHEHTHOMY . TUMY, OTHO-
CUTCA K CUHAPOMHbIM chopManm CeMeiiHOIl
aHeBpU3MbI/AMCCeKLMA 11 06YCTIOBNeH
reTepo3UrOTHEIMU . MYTaLWMAMU G BbICOKOM
(100%) nexetpaHTHOCTLIO B FeHe SMADS,
koaupytowero SMAD3, KoTopbili ABnseTcs
OfHIM 13 KFTlO4eBbIX 6/IKOB CUTHAbHOTO
nyT1 TGF - [26, 27]. XapaKTepHbIMy KiHu-
UECKMMI TIpU3HaKaMU CUHEPOMA ABNAIDTCA
arpeccuBHOE nopaxeHite COCYLOB B BiAe
NaTONOrM4eCckol U3BUATOCTY 11 aHEBPU3MBI/
AUCCEKLAN apTepuid, aHeBpU3Mbl/auc-
CEKLAM 20pThl, NIErKX YeperHo-N1LieBbIX
AMCMOPCHHIA, CKENETHBIX 11 KOXHBIX aHOMa-
TMiA, & TAKXKE 0CTE0apTPUTa, AereHepaim
MEXMO3BOHKOBbIX [JUCKOB, PACCEKAOLLEro
OCTEOXOHAPWUTA ¥ NATONOrMN MEHUCKE
B MOMOFIOM-BoapacTe [26].

CocyancTbie U3MEHeHUs BhIABMEHH
y BONbLLHCTBA OMUCAHHBIX MALMEHTOB:
aHeBpUaMbl 1. NATONOTMYECKaA M3BUTOCTb
BONbLUKX U CPeaHero Kanubpa apTepuit Ha
BCEM TIPOTAXEHUN apTepuarbHOro. pycra
C PEAKIAM PasBITUEM BHYTPUHEPENHBIX KO-
BOU3AMAHNNA [28]. BMecTe ¢ TeM B KopoHap-
HBIX apTEPIAX, a0pTe PaspblBbl 1t AUCCEKLIUA
MPOUCXOANAT HE3ABUCUMO OT BENNUMHBI
paciLupeHus cocyaa. Momumo n3MeHeHuMiA
a0pT, BBIABIAIOT pacLLIMpeHue CTBoa Jie-
rouHoii apTepuyt (10 50 MM), aHEBPU3MSI I
MATONOrU4ECKYIO U3BUTOCTb CENE3EHOYHON

apTepuu, BHYTPU- 1 BHEMePenHbIX apTepuli,
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4peBHOro CTBOA, NOAB3NOLLHLIX apTEpti,

apTepVM HaZMO4EYHNKOB, HO3BOHOHHbIX

rasHuHbIX [26, 29].
K cuHapomy Cutis laxa (snactonmauc)
OTHOCHATCA YeThIPE PEAKIX hopMbl 3abone-

BaHus (oncaHo 200 ceMeii B Mupe) ¢ ay-

TOCOMHO-BOMUHaHTHbIM (OMIM# 123700,
mytauun B reHe ELN, ALDH18A1 unu
FBLNS5), X-CLEnmeHHbIM peLeceuBHbIM
(OMIM#304150, CUHAPOM 3aTHII0YHOIO
pora, MyTauuu B reHe ATP7A) u gge
C ayTOCOMHO-peLeCcuBHbIM HacnefoBa-
Huem (OMIM#219100 inu #219200; onw-
caHo LecTb MOATIUMNOB; MyTalun B reHax
ATP6V1A, FBLN5, - EFEMP2, ATP6V0A2,
PYCR1, LTBP4, ATP6V1E1), xapaktepu-
3yloLLMecs PLIXITOi, pAbrioil, cBucaloLLei
CKNAZKaMI KOXEN 1 CUCTEMHBIMU MpOsiBIie-
Huamu [30]. Cumntombl GonesHir NosBNSA-
joTcA ¢ poxaeHus pebeHka wnu B nybep-
TaTHbIii nepitog, (ayTOCOMHO-AOMUHAHTHOS
HacnefioBaHIe), MOyT CONpOBOXAATCH
AUCTPOUUECKIIM NopaXeHneM KOCTEi,
YMCTBEHHOIA OTCTaNoCTbIO, SMAIU3EMOil
NErKNX, aHEeBPU3MOIl aopTbl, CTEHO30M
KnanaHa Wi CTBoMa fierouyHol apTepiin,
AHOMANUAMMN: MOYEBIBOJALLIMX NYTEl ©
KULLEUHIKa (ayTOCOMHO- peueccmsﬁoe Ha-
criepoatiie) [29]. '
OCHOBHBIMY TPUYIHAMIU 3a6oneBaHv|a
ABNAIOTCA HapyLLIeHe MeTabonnama ana-
CTUHa (CuHTes, CHOpKa 1 hyHKLitR) B CBSIBM

| Ta6nv|ua 3

¢ MyTatvelt B revax ELN, FBLN4, FBLNS,
EFEMP2, ATP6VOA2 nrm ATP7A 1 BnusHue
FONONHUTENbHBIX hakTopos (aeduuut
MeZl, KONM4YECTBO U CTPOEHUE 3MacTu-
YeCKUX BOJIOKOH, aMactasa, UHrnbutophbl
anactasbl), yUacTByLLMX B Aerpagauum
anactuHa [31].

[Tpy rUCTONOMMHECKOM UCCTIEZ0BaHUN

KOXU OTMEe4aioT YMEHbLLIEHNE KONTM4ecTBa

3NacTUYECKUX BOJIOKOH BO BCEX COAX
AepMbl, i3MeHeHne popMbl BOSTOKOH,
chparmerTaLuio 1 fedopmaLimio, IKTasmo
cocygos [32].

~ Ipu ayTocomHo-AoMUHaHTOI hopme
XapaKTepHble COCYAUCTbIE aHoManuu
(HapKnanaHHLIiA aopTarbHbIlt CTEHOS; pac-
LUMpeHIe, aHeBpU3Ma 1 BUCCEKLUA KOPHS
aopTbl; aHEBPU3MbI, UBBUTOCTL apTepulii)
MPUBOAAT K CEpbesHbIM OCOXHEHUAM.

[na oaHoOR 13 ayTOCOMHO-PELLeCCUBHBIX
¢hopM omMCaHsl nepucepuieckie CTEHO3b!

apTepuid, 8 TOM YiCsle Nero4Hoi, ubpo-
MYCKYNApHast AUCTIIa3WS, apTepuarbHsie:
aHeBpuawmbl [14, 30].

He cuHOpOMHLIe aHeBpuU3Mbl/pac-.

CIIOEHUS TPYLHON a0pTbl U ApYrUe Cocyau- -
CTble aHOMasI MOSBNAITCA Y MALMEHTOB, -

HE UMEIOLLIX OrpesieNieHHbIX NMPU3HAKOB,
COOTBETCTBYIOLLIX KPUTEPUAM SUarHOCTIAKM
MOHOTE€HHbIX FeHEeTUMECKUX 3aB01eBaHuii.
CewmeiiHan aHeBpu3Ma/guUcceKijns
rpyaHoit aoptel (OMIM#607086) sensetcst

TEHETUYECKN reTeporeHHbIM 3abonesa-
HueM, obyCnoBREeHHbIM MyTaLMaMIA B He-
CKOJIbKUIX FeHax, BbI3bIBAIOLLIX HApYLUEHUe
DYHRKLUUN TNASKOMBILIEYHBIX KSTETOK W
curHanbHoro nyTi TGF [33]. B HacToswee

- BpemA onucaHo ayTOCOMHO-AOMUHaHTHOE

HacriefjoBaHe 3abonesaHis ¢ H3KOI re-
HETPaHTHOCTbIO, FlePeMEHHOIA KCIPECClB-
HOCTbIO 11 MyTauuammn B reHax TGFBR1/2
(3-5%), ACTA2 (10~14%), MYLK, SMAD3
(2%), TGFB2, MYH1 [34].

[eHeTMYeCKaA reTeporeHHOCTb Bbibi-
BaeT pasHoobpasue KIMHUYECKUX NPOSB-
neHniz. B cnyvae MyTauum B reHax TGFB2

" BbIABNAIOT NPU3HaKK AucmopdoreHesa

nogobHsle cuHppomy MapdhaHa, nponanc
MUTPasbHOrO KnanaHa u MUTpabHYIo
peryprutaumio, 8 rerax MYH11 — passutue

‘aHeBpU3Mbl KOPHA aopThl B COYeTaHUK

C OTKPLITHIM ApTepUabHLIM POTOKOM [35].

- Mapdaroungrbiii rabutyc, livedo reticularis,

cbnoxkynbl pagyxHoii 060n0uKN rnasa,

. MOpaXeHne KOpPOHapHBIX apTepuit ¢ paH-
. HUM pa3BUTUEM ULIEMUYECKON 6Ofe3HM

cepgua wunu uepebpanbHelx aptepuii

-C MHCYIbTaMi OTMEYaIOT B Cllyyae MyTaLiin

B rene ACTAZ. [N NaLmeHTOR ¢ MyTaLueit
8 reHe SMAD3 xapakTepHo thopM1poBaHue

- aHEBPI3M apTEpUil MHTPaKpaHUasbHbIX 1
" cpepHero kambpa [36]. MyTauwi B rene

MYLK ripuBogsT K paspbiBy aoptsl ¢ He-
3HaUMTENbHBIM MPefBapUTENbHLIM pac-

Cunpom Maronorusa cocygos

PactumpeHvie, aHeBpuama, paspbiB, SUCCEKLWA a0pThl Ha YPOBHE CUHYCOB Banbcansebl (i1 Ha MpOTSXEHIM
FpYAHOIA 20PTH, PeAKO BPIOLLIHON aOpTbI), pacLuMpeHIe Tero4Hoil apTepui, CrIOHTaHHAA ANCCEKLMA KOPOHaPHSIX
apTepuit, oUBPOMYCKYNAPHAS BUCTINA3YS, AHEBPUSMB] MHTPAKPAHUASBHBIX, NePUEPUHECKIX aprepmm apTepvu/l
CMMHHOTO MO3ra

Cuapom Mapdpata

Cvrapom Onepca — flaHno | Paciuvpetie, aHeBpiama, [UCCEKLWA, Paspbie BOCXORALLEH a0pTsl, aHEBPU3MbI, AUCCEKLIM, Pa3pbisbl UHTPaKpa-
' - : HuasbHbIX, ipeepedparibHbiX, TOSBOHOUHBIX APTEPUiA, CIOHTAHHAA AUCCEKLVA KOPOHaPHLIX apTepu, apTepmoae-

HOBHBIE (OUCTYMbI, ChUBPOMYCKYNApHas AUCTINA3MA

Cungpom Moiteca — [urua . | AHeBprSMa, AMCCEKLWA a0pTbi Ha YPOBHE CUHYCOB Banbcarnbeei, auddysHan 13BUTOCTh, aHEBPU3MbI, Pa3pLIBHI

COCYA0B, CrnoHTaHHad ANCCeKLA KOPOHaPHbIX apTepM|71

Cuppom LinpuTiena — PaCLLMP&HIE, AUCCEKLIA KODHS a0pThI

lonbgbepra
CuHapom aHeBpI3Mbi — AHEBpI3Ma U BUCCEKLMA TPYAHON a0pThl, PACLUMPEHIE CTBOJIA NErouHON apTepus, aHeBPU3MbI 1 U3BUTOCTb
octeoaprpura” T apTepiit 60M1bLLIOrO 1 CPeHEro Kanubpa: KOPOHAPHbIX, UHTPaKpaHabHbIX U NpeLiepetpanbHbiX, MAasHUHHOIM,

Cee3eHO4HOI, YPEBHOTO CTBONA, HALMOYEUHUKOBOIA, NMOMB3AO0LUHOM

Cunrapom Cutis laxa ¢
aHeBpU3MOii

PacLuupeHye, aHeBpU3Ma aopTbl, CTEHO3 NepUIepUIECKIX BeTBeM NIErOYHOI apTepuL, aHEBPU3MbI, U3BUTOCTb
apTepuii

CewmeitHan aHespuama/
BUCCEKLINA aopPThl

PacluupeHie, aHeBpUaMa, ANCCEKLIUS, PaspbiB KOPHA a0pThl, aHEBPU3MbI apTepuii cpesiHero kanubpa, KopoHap-
HBIX, MHTPaKPaHUAbHBIX

ABycTs0pHaTLili aopTasbHbIA

PacmmpeHme aHEeBpU3Ma, AMCCEKLIMA, pas3pblB KOPHS a0PThl, BUCCEKLIUA COHHBIX, MO3BOHOUHBIX, MHTPaKpaHasb-

Kraras HbIX apTeleM
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Bbicokoe Hebo 1 pasfiBoeHHbIif A3bIMOK

| Opraribi spenus

 Bicokast cTeneHb Muoriam (-6,0 vonTpuii n Beiwe)

OKTOMMSA XpyCTANKE:

OtcnoeHune ceTyaTku
nonnasus 1 dnoKKyIbl panyx(Hom 060710uKI

Ceppue

Mponanc MATPaNbHOro Knanaxa
OTKpbiTbili apTepuanbHbii NPOToK
BpoxpeHHble NOpoKY SIEBOro cepaLia

MbiLLeUHO-CKeNeTHbIE °

HedopmaLius rpymuHbl (Pectus excavatum wnw-carinatum)

M3MEHEHUA INepMOBULHOGTS MM KOHTPAKTYpb! CYCTABOB
PeunauBupyioLLie MOABLIBUXIA/BBIBIXU CYCTABOB A
TaXeNbili 0CTE0APTPUT ¢ HaYasIoM B MOJIOAOM UM AETCKOM BO3pacTe
TAXenblil KNGO3 UM CKOMMO3

Koxa ToHKas, nonynpoapavHas Koxa ¢ XopoLLUo BUAUMBIMU-BeHaMU

[nepasnacTu4Han koxa Livedo reficularis :
CTpun Ha HeoBbiuHbIX yuacTKax / He CesidanHble ¢ Ha6op0M peca
Atpocbuseckuie umm-wipokne pydiipl .

Dpyrue nameHeHus

HnaKuiA u BBICOKMiA pOCT

HenponopLVOHANBHO AMMHHbIE KOHEUHOCTY (FORUXOCTEHOMENMA)
JnHHbie 1 TORKUE Marblibl (aanHonaKmnma) : '
CrioHTaHHBIl HEBMOTOPAKC : -

MepUOAMHECKY BOSHIKAIOLLIME FPLDXU BPIOLUHOI CTEHKI
CaMOrpOM3BOTbHEI pASPLIB BHYTPEHHIAX OPTaHos

LnpeHueM urn 663 Takosoro. Y Momnoasix
NaLiMeHToB OCTPbIi aopTasbHbIA CUHAPOM
(paspbiB, guUcceKwMs) NOSBASETCA Npu
. MyTaum B reqe PRKG1 [25].

MMpn aranuse cemeiiHOro aHamHesa
obHapyXUBaIOT yKasaHuA Ha CMepTb
POACTBEHHVKA B MONIOfOM BO3pacTe no

NpUYKMHE BHE3aNHON CepaeyHol cmepTh. -

WM NpusHaku pucMopchorerHesa. B 20%
CNy4aeB NaLWeHTh COOBLLAIOT O POKCTBEH-
HUKaX NepBOiA NHU ¢ aopTonaTuamm [37].
KnuHuueckyio MaHucbecTalmo 3abone-
BaHuUs HabmopjaloT B MONIOAOM BO3pacTe
B BMAE pacLUMpEHIs. aopThl, AUCCEKLMMN
W paspbiBa ¢ BHE3amnHON cepheyHoi
cMepThio. Miccneposateny otmesatoT 6onb-
LUYI0 CKOPOCTb paciUupeHus aopThl mpu
ceMeifHoli aHeBpU3Me/guccexLIn aopThl
Mo cpaBHeHuWIo ¢ cuHapomomM MapdhaHa u
CropaguHecKMy cry4asmu, 4to obycros-
NMBAET BBICOKUAIA PUCK OCTOXHEHUIA.
[BycTBOpUaTHIi aopTanbHbiii Knana
¢ aopTonatueit (OMIM#109730) oTHocuTcs
K HaCNeACTBEHHBM ayTOCOMHO-AOMU-
HaHTHBIM 3260NeBaHMAM G HUBKO MeHe-
TPEHTHOCTBIO 11 IEPeMEHHO SKCMpeccus-
HocTbio. [pegnonaraeTca reHeTuueckas
reTeporeHHoCTs 3abonesaHus, ogHaKo

m MEBULUHCKUE HOBOCTH
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B HaCTosiee Bpems MaeHTUdULMpoBaH
oamH red NOTCH1 Ha xpomocome 9934.3,
ABNAIOLLNIACA CUTHAMBbHBIM 1 TPaHCKpUM-
LIMOHHBIM PETyNATOPOM, Bbi3bIBAIOLLIM
Pa3BUTIE aHOMANI 20PTASIbHOO KiaraHa
M TAXENYIO KambLmdnkauuio [38]. )

PacnpocTpaHeHHocTs p,ByCTBopanoro
aopTasbHOrO Kranaxa coctaenser 1-2%
cpeau HacerieHWs, Y geTeii npu cTeHose
aopTht OH BeTpevaetcs B 70-85%, y B3poc-

TallbHblii KianaH orpefensioT npi Koapk-

Tauuu aoptht (50-80%), U30MMUPOBAHHOM

fiecheKTe MEXOKesTyA0HKOBOIA Neperopofki
(20%), paspoise aoptsl (36%) [25].
MCTONOrMHECKIE NCCIETI0BAHIS A0pThI

Yy NauueHToB ¢ [BYcTBOpYaThM .aopTasb-

HbIM KranaHoM Mnokasani U3MeHeHus

BHEKNETOYHOrO MaTpukca, nopobHbie -
BO3HUKAIOLLIM MpU cuHapome MapdaHa:
gereHepaumns Meguu ¢ parmerTaluein
3NaCTUHOBbLIX BOSIOKOH, MX XAOTUYHbIM

pacnonoxeHuem, 13BLITOYHBIM HaKome-

HUeM MPoTeorniiKaHoB ¥ NoNAMU, 069&‘

HEeHHbIMU TT1aJKOMbILLIEYHBIMI KITETKaMU,
BCNEACTBIUE YCKOPEHHOIO anonTosa KIeTok

11 BbiJeNeHua naToNornvecKnx Bugos
MaTPUKCHLIX MeTannonpotenHas [39].

VIMMYHOrMCTOXUMUYECKUMI METORAMMU
UCCMEfIOBaHUA CTEHKU aHEeBPU3Mbl a0PThi
BLISIBNIFIOT HapyLUEHUS BHYTPUKIIETOYHOTO
TpaHcnopTa benka, geduuut dubdpurm-
Ha-1, HakorneHne ubpoHeKTUHa, TeHac-
LIHA 14 TIOBBILLIEHHYIO SKCMPECCUI0 YPOBHS
METaIIONPOTENHASbI-2 MPU YCUITEHHOM
anomTo3e rMafKOMbILLIEYHbIX KITETOK [37].
[iBycTBOpYaThIit @opTasbHbIii KnanaH
YaCTo CuMTAIOT JOBPOKaYeCTBEHHbIM 3a60-
JIeBaHIEM B paHHeM BO3pacTe, BMECTE C Tem
OCFIOXHEHUA, KOTOPbIE PA3BUBAIOTCH B TEYE-
HUE XU3HIt — a0pTabHbIA CTEHOS, a0pTaribHas
perypriTaLiys; UHCEKLMOHHBIA SHIOKapauT,
AuUnatauys 1 PaccrioeHie aopthl, MPUBOLAT
K 3HauMTEfbHON 3a60M1EBAEMOCTY 1 CMEPT-
HoCTI B 6onee no3gHeM Bo3spacTe.
PacnpocTpaHeHHOCTb aopTonaTii npy
ABYCTBOPYATOM 20pTaSLHOM KranaHe co-
ctaensieT 50%, pasnuuHsie NOABILL NOPoKa
(MCTUHHLIA FBYCTBOpHATHIA KNariaH, pesynb- .
TaT CAMSHUA JIEBOI U NpaBoll KOPOHapHOI
CTBOPKI WA MPaBoii KOPOHAPHOU CTBOPKY
C HEKOPOHApPHOI CTBOPKONA) CBSI3aHbI C Ba-
pViaHTaMV pacLLpeHus aopThl. Mpu CruaHum
TIEBO 11 NPaBoii KOPOHAPHBIX CTBOPOK OTMe-
YaIOT PACLLIMPEHIE BOCXOAALLEN, PeXe KOpHA
a0pThl, MPY CAVAHIAM TIPaBOI KOPOHAPHOIA
It HEKOPOHAPHOIA CTBOPOK — pacLUMpeHie

BocxopsLeil aopThl 25, 39]. Peko BeTpe-

yaeTca nopaxeHne fyru aoptbl. CKOpoCTb
PACILPEHUS A0PThl OTIMIAETCS: Y HEKOTO-
PbiX MaLEHTOB NPOrpeccupyeT B TeueHue
2-3 NeT, [OCTUrast KPUTUHECKUX pasMepoB
Ha YpoBHe TybynapHOro otaena, 8 Apyrix
cryyasx He Habniogaior GLICTPOro TeveHUs

';SaﬁoﬂeBaHMﬂ, YTO CBMAETENIbCTBYET O HE-

OfIHOPORHOCTIA MCCITBAYeMbIX KOHTUHTEHTOB
MaLVEHTOB C fBYCTBOPYATHIM a0pTa/bHbIM

- Knanarom [33, 40].
nbix — B 50% cnyvaes. [gycTeopuarsii aop-

Aoproriaris, Mo-BufiMomy, — He ep,w-l-
CTBEHHas COCYAUCTasi MaTonorus npu [iBy-
CTBOPHATOM 20PTasbHOM KrlanaHe, MoCKoMb-
Ky VICCTIEfJ0BATE A COOBLLIAIA O CTIOHTAHHOM

' AVICCEKLIM LieliHbIX 11 BHYTPUYEPeMHBIX ap-
- Tepult, aHEBPU3MaX COHHbIX 1 LepedparbHbIX

aprepu [39]. VLieMuyecKuii UHCYMT BCTPe-
YaeTes PedKo, Mpearonaraor, 4to Tpombo3
pasBUBASTCH B pesyrisTaTe MOBPEeXaeHUs

- BHIOTENMA W QUCCEKLAA apTepuanbHOro

cocyga [41].

- B 6onbLUMHCTBE Cy4aes MaHudecTaLys
COCYAVCTBIX OCOKHEHMiA (ZUCCEKLMA, pas-
PbiB, KPOBOTEHEHIE) BOSHUKAET 663 NpefLLe-
CTBYIOLLIVX CMITTOMOB PaCLLMPEHis cocyza.

Takum oBpasom, ana mogeit ¢ HHCT
XapaKTepHbIMU ABASIOTCA COCYRUCTbIE U3~
MEHEHA B BUAE MOPCONOrYeCKoid nepe-




Nekyun

CTPOVKI CTEHKN apTepuit, U3MEHAIoLLe
aHaTOMUUECKUE XapaKTePUCTUKLA U BbI3bi-
BAIOLLIEN HAPYLLEHUS KPOBOTOKA, HEPETKO
BHE3anHO. [1pi MOHOreHHbIX CiHApOMaX
BCTPEYAETCS NOPAKEHUE COCYHOB OfHOIO
UNN HECKOMBbKIX peruoHos (1abn. 3).
PaHHee BblsIBNIEHE COCYAUCTBIX AHO-
MaJiuil IPOBOZAT B CITy4ae CBOEBPEMEHHOI
[MarHOCTUKM MOHOTEHHOTO Wi MHOTO-
thakTtopHoro cuHgpoma HHCT. UasecTHbie
MpUaHaKm AucMopdoreHeaa, BHIABNAEMbIE
MpU PU3UKATTEHOM U UHCTPYMEHTaNBHOM
o6cnefoBaH NnauueHTa, ykasbiaoTt
Ha COEQUHUTENEHOTKAHHbIE HapYLLEHUS
(tabs. 4). OpueHTUPYACH Ha AUarHoCTu-
yecKue Kputepiuu, paspaboTaHHsie s
MHOIUX OCHOBHBIX MOHOTEHHbIX CUHAPO-
MOB, BbIMOMHSIOT MOJIEKYTISPHO-reHeT e
CKOE UCCIIeHoBaHNe /A MOATBEPKAEHUS
amarHosa. Y fiofieil ¢ MHOroghakTopHbIMU
HHCT (aucnnasunamu) He BLIABNSIOT non-
HYIO KIMHUMECKYIO KapTUHy MOHOTEHHOTO
3a60neBaHus, BMecTe ¢ TeM MHorue Mpu-

3HaKN COOTBETCTBYIOT onpenesieHHoMY"

theHoTUry. YuuTbiBas NporpefneHTHOE
TeyeHue HHCT, Heobxopimo KrnHu4eckoe
HabniofieHve 1 MHCTPYMeHTaNbHoe obene-

JI0BaHUE CEpAEYHO-COCYAUCTON CUCTEMBI. -
B HacToALLiee BpeMA WaeHTUDMIMpoBa- -

Hbl reHsl FBN1, TGFBR1, TGFBR2, SMADS,

TGFB2, TGFB3, SKI, EFEMP2, COL3A1,

FLNA, ACTA2, MYH11; MYLK u SLC2A10
W Epyrite, AUCCHYHKLIA KOTOPLIX HapyLUaeT
TpaHchopMaLmio curHarsHbix nyteit TGF -B,
aTakKKe hYHKLIAO BHEKIETOUHOIO MaTpuKca

1 cokKpatuTesibHOro annapara rmafgkux MblLLL, -

4TO NPUBOAUT K NPOrpeccrpoBaHnio CTpyK-

TYPHOrO MOBPEXHEHIS KPYMHBIX COCYHOB,. -

BKJII04aA aHEBPUMbI 1 PACCTIOEHAA 20PThl.
Wccnenosans Fio BoiABNEHIIO MOSTEKY-

NAPHO-TEHETUYECKUX HapyLueHui npn HHCT

MPOKOTKAIOTCA, BMECTE C TeM AUarHocTika

3aboneBaHuii ocTaeTCA CIIOXHON 1 Mpearo-

Naraet Ha rnepsoM aTtarne KHu4eckKoe obo-
CHOBaHMe C KOHKPETHBIMUW XapaKTepuCTUKami

CUHaopoma. BombLloe 3Ha4eHre B LWArHO-

CTUKE OTBOAAT aHAMHECTMUECKIM AaHHbIM,
B ToM umcne BbisgneHuto npuatakos HHCT
Y POACTBEHHKOB NepBoi mHMA. . OLieHKa
AMCMOPOreHETUHECKOrO CTaTYCa NaLineHTa
ABIIAIGTCA LLIAFOM K OTPELESEHMIO MPUSHAKOB,
BK/TIOUEHHBIX B AMArHOCTUMECKUE KpUTEpUi
MOHOFeHHbIX CUHADPOMOB.

SakiioueHue

BaxHocTb McCnenoBaHAs ceppesHo-co-
Cymuctoit cuctemsl mpu HHCT obycrosneHa
PacnpocTpaHeHHOCTbI0 aHOMasiA 1 BNu-
AHVEM Ha MPOrHO3 XU3HU, B CBASN C 3TUM

BTOpO# atan obcriefoBaHnA MayueHToB
C NpefionaraeMbiv CYHZPOMOM Wi GheHo-
mnom HHCT BKJioYaeT UHCTpYMEHTaNTbHOE
1ccnenoBaHiie CepaeuHO-COCYaUCTOR cu-
cTemsl. [pu sxokapgmuorpadin oLgHUBaKoT
CTPYKTYPHbIE USMEHEHUS 1 Haru1e MastbX

aHoMarii CeppiLia, HauarbHbIX OTZETIOB KpyTT-

HbIX COCYZI0B € 0BA3aTENbHEM MHAMIHECKIM
HabriogeHinem. [Mopoku siesoro cepata, Mpo-
Flanc MUTPasIbHOrO Krarnana, AByCTBOpYaThI
a0pTasTbHbIll KranaH, OTKpbIThIA apTepuasib-
HblA TPOTOK 4YacTo aCCOLMMPOBAHL! G COCY -
CThIMY @HOMAJTAAMIA Y JIOZEI C MOHOrEHHbIMM
cuHgpomamu HHCT. MMpu nopgosperim Ha
cuHzpom Mapdpata wm Jlolteca — dumua
PEKOMEHIYIOT UCCTIef0BaHe aopThl Ha
BCEM MPOTAXEHN (MarHUTHO-pe30HaHCHas
TOMOrpacis), MOCKOMbKY aHeBpuaMa Uit
[VCCEKLIA a0PTl MOXET (POPMIPOBATECS
B HECKOTbKUX YYACTKaX cocyria.

CBOEBPEMEHHAS ZMArHOCTIKA COCYMCTHIX
aHOMaIil, UsMeHeH/e 00pasa XUSHI, Meauka- -

MEHTO3HOE N XUPYprAYecKoe NieueHe No3BONAT

* CHU3UTL PUCK pasBUTUA OCIIOXHEHUIA.
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