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CepaeyHo-cocyancTble NPOABEHNUA
N OCNOXKHEHUA Npu cuHapomMax MapdaHa,
Jloneca - ntua, dnepca — aHno

Cardiovascular Manifestations and Complications in Marfan,
Loyes — Dietz, Ehlers — Danlos Syndromes

Pe3slome

[rarHocTrka HacneaCcTBEHHbIX HaPYLWEeHU COeANHUTENbHON TKaHM OCHOBbIBAETCA Ha OLIEHKe
beHoTUNa, KNMHUYECKUX MPU3HAKax U pesynbTaTax MONEKYNAPHO-TeHETUYECKOro UCCiefoBaHMs.
Insa cungpomoB MapdoaHa, Jlolieca — uTua 1 dnepca — [JaHno xapakTepHbIMU ABAIOTCA Nopaxe-
HWA CePAEUYHO-COCYANCTON CUCTEMbI, BAAIOLLME HA KAYeCTBO 1 NPOrHO3 *Kn3HW. OANH 13 OCHOBHbIX
KNMHNYECKNX NPU3HaKoB Npu cuHapome MapdaHa — paclumpeHvie/aHeBpr3mMa rpyAHON aopTbl, KO-
TOpPbIVi MOCTENEHHO NPOrpeccupyeT 1 6e3 XMPYPrnyeckoro IeYeHns NPUBOAUT K OCIIOKHEHUAM B
BUAE pa3pbiBa NN ANCCEKL MM cocyAaa. [lopaxeHre apTepuranbHbiX COCYA0B 1 aopTbl NPU CUHAPOME
Jloeca - inTua npoTeKaeT arpeccnBHee Mo CPaBHEHWIO C CMHAPOMOM MapdaHa, n He3HauuTenb-
HOe paclmpeHmne uau NaTonormyeckasn U3BMTOCTb ABNAIOTCA NMOKa3aHeM AN1A paHHero onepaTus-
HOrO NneyeHrs, MOCKOJbKY GbICTPO NPUBOAAT K Pa3pbiBy COCYAa U Cepbe3HbIM OCNOXKHeHMAM. Mpur
CuHApoMme dnepca - [laHno, NpenmyLecTBEHHO NPY COCYANCTOM TUMe, MOABAAIOTCA aHEeBPU3MbI U
AUCCEKUMA apTepuasibHbIX COCYAOB CPefHero Kannbpa u/unm pacwmpeHne/aHeBpr3mMa rpygHon
aopTbl, ONepaTUBHOE JleyeHne KOTopbiX 6e3 yueTa xapakTepa n3MeHeHNs COeIVHUTENbHON TKaH!
yacTto HeaddpekTMBHO. CBOEBPEMEHHOE pacrno3HaBaHVe CMHAPOMOB, MHCTPYMEHTabHan AnarHo-
CTVKa cepaevyHO-CoCyANCTbIX MPOABAEHN NO3BONIAT ONpeAeNvTb ONTUMASbHYIO TaKTUKY fleueHunA
1 NpegynpeanTb OCIOKHEHNA.

KnioueBble cnoBa: HacneCTBEHHbIE HapYyLIeHNA COeANHNTENBHON TKaHW, CepAEeYHO-COCYANCTbIe
npossneHus, cuHgpom MapdaHa, cnHgpom dnepca — fanno, cuHapom Jloeca — AuTua.

Abstract

Diagnosis of hereditary disorders of connective tissue is based on the assessment of the phenotype,
clinical signs, and results of molecular genetic research. For the syndrome of Marfan, Loyes — Dietz,
and Ehlers — Danlos, the lesions of the cardiovascular system are typical, affecting the quality and
prognosis of life. One of the main clinical signs in Marfan syndrome is the expansion/aneurysm
of the thoracic aorta, which gradually progresses and without surgical treatment leads to
complications in the form of rupture or dissection of the vessel. The lesion of the arterial vessels and
aorta in Loyes-Dietz syndrome is more aggressive than in Marfan syndrome, and slight dilatation
or pathological tortuosity is an indication for early surgical treatment, because it quickly leads to
rupture of the vessel and serious complications. In Ehlers-Danlos syndrome, mainly in the vascular
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type, the aneurysms and dissection of medium-sized arterial vessels and/or expansion/aneurysm of
the thoracic aorta appear, the surgical treatment of which without taking into account the nature of
changes in the connective tissue is often ineffective. Timely recognition of syndromes, instrumental
diagnostics of cardiovascular manifestations will help to determine the optimal treatment tactics
and prevent complications.

Keywords: hereditary connective tissue disorders, cardiovascular manifestations, Marfan syndrome,
Ehlers — Danlos syndrome, Loyes — Dietz syndrome.

B BBEJEHWE

Mpy HacneacTBEHHbIX HapyLleHUAX coeAunHuTenbHON TkaHu (HHCT),
npepctasnsoWmUx 6onee 250 reHeTYeCKMX 3ab60NeBaHNii, YacTo NpoTeKa-
IOLWMX C NPOABNEHUAMM B BUAE NOPAXKEHMA aOpTbl 1 ee BeTBEW, M1oKapaa,
BPOXJEHHbIX NOPOKOB cepAua, nNpedynpeKaeHne cepbesHbiX cepaeyHo-
COCYAUCTbIX OCNOXXHEHMI BO3MOXHO B C/lyyae paHHero pacno3HaBaHWA
3aboneBaHVA N CBOEBPEMEHHOIO MeAMKAMEHTO3HOro W XMPYPruyeckoro
nevenwua. finarnoctnky HHCT npoBoAAT Ha OCHOBaHWMW OLeHKN GeHoTMNa,
onpefeneHnsa CUCTEMHbIX MPOABEHN, BOSHUKLUNX B pe3ynbTaTe CTPYKTYp-
HOIl NepPecTporKkM U GYHKLNOHANBHBIX N3MEHEHWI COeAMHUTENIbHOWN TKaHU,
1N MOJSIEKYNIAPHO-TeHETNYECKOro TeCTUPOBaHNA.

HHCT npepactaBnAtoT reteporeHHyto rpynny 3abonesaHuin, o6ycnos-
NIEHHYI0 HapyLIEHNAMU CTPOEHMA BHEKIETOYHOIO MaTpuKca COepMHU-
TeNbHOW TKaHW, BCNefCTBUE reHeTnyeckux fedeKToB CUHTe3a wu/wnn
pacrnaga 6enkos nmbo HapyweHuin mopdoreHesa CoeAVHUTENBHON TKa-
HW, BO3HMKAMOLWMX B pe3ynbrate MyTauui 1 Nog BANAHMEM SHOO- U IK30-
reHHbIx pakTopoB [1]. PacnpocTpaHeHHOCTbO COeANHUTENBHOW TKaHU B
OopraHu3Me 4esioBeka W reHeTUYeCKoW reTeporeHHoCTblo obbAcHAeTCA
NAeNnoTPONHOCTb NATONOrNYECKNX N3MEHEHUI BO MHOTMX TKaHAX U opra-
Hax npy HHCT. K MOHOreHHbIM OTHOCAT cregytolime cMHapombl: MapdaHa,
Jloeca - AnTua, dnepca - JaHno.

MyTauunuy reHoB 1 peHOTUNUYECKE NPOABNEHUA HAXOAATCA B CJIOX-
HbIX OTHOLIEHUAX, BCNeACTBME Yero MyTaLun B pa3HbiX reHax NpuBoaAT
K NoA06HbIM beHOoTMMNaM, BbIABAAEMbIM NPY pa3HbiX cCMHApPoMmax [2]. Tak,
npu cuHapomax MapoaHa, Jloneca — intua n dnepca - faHno onpege-
NAT HEKOTOpoe KIMHMYeCKoe CXOACTBO CepAeYHO-COCYAUCTbIX, CKe-
JIETHbIX, YePEenHO-NNLEBbIX, FMa3HbIX U KOXKHbIX MpoABneHuin. CTpyKTyp-
Hble 1 QYHKLUMOHaNbHble N3MEHEHUS OCHOBHOW CMCTEMbI, BAUAIOLEN
Ha KauecTBO M NPOrHO3 XU3HU, CEpAEYHO-COCYANCTON, O6Hapy»KMBatloT
npn Bcex HHCT, BmecTe ¢ Tem cywecTBEHHaA pasHULA B NPOABAEHU-
AX, CKOPOCTW NMPOrpeccrpoBaHna n ncxofgax obycnosnmeaeT pasHyio
TaKTUKY MeAUKaMEHTO3HOro n xupypruyeckoro nevenus [2]. CoBokyn-
HOCTb 1 XapaKTep CMCTEMHbIX MPU3HAKOB MNOpaKeHUA COeaNHUTENbHON
TKaHU NO3BONAOT pacrno3HaBaTb onpefeseHHoe 3aboneBaHue. [lnarHo-
CTUYECKMM Npr3HaKaM U 0COBeHHOCTAM Nopa)keHna cepala u cocyaos
npu cnHagpomax MapdaHa, dnepca - JaHno un Jloieca — utua noces-
WeH HacToAwmn ob3op.
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CUHAPOM MAPOAHA

PacnpocTpaHeHHOCTb 1 AuarHocTuyeckne Kpurepum

CvHapom MapdaHa (OMIM - katanor Online Mendelian Inheritance in
Man #154700) otHocuTca K HHCT ¢ OCHOBHbIMM MPOABNEHNAMM B Cepaey-
HO-COCYAMNCTON U CKeNTETHO-MbILLEYHOI CUCTEMAX, B OpraHax 3peHus.

[JlaHHble 0 pacnpocTpaHeHHOCTU cuHapoma MapdaHa BapbupyloT oT
1:3000 - 5000 go 6,5/100 000 HaceneHNsA He3aBUCMMO OT NMOoJa, STHUYECKOWN
npUHagnexHocTy, reorpadpurueckon mectHoctu [3, 4]. BospacT yctaHoBne-
HUA guarHosa - ot 0 go 74 net (cpepgHun Bo3pacT 19,0 roga) [4]. OnarHo-
CTMKa cuHgpoma MapdaHa npoBOAMTCA Ha OCHOBaHWMM NEPECMOTPEHHbIX
[eHTCKMX KpuTepureB, OCHOBbLIBAIOLWKMXCA Ha CEMENHOM aHaMHe3e, KJIMHU-
YecKuMx Npu3HaKkax 3aboneBaHuA — paclMpPeHN aopTbl HA YPOBHE CYHYCOB
BanbcanbBbl (z-nokasatenb =2) /WM SKTOMWN XPYCTasiMKa, CUCTEMHbIX
nposBfeHnsX 3aboneBaHus, oLeHnBaembIx B 6annax (>7), 1 BOBNeYeHUn B
NaToNOrnyYecKnn NPoLecc ApYrnx CUCTEM U OPraHoB, FeHETUYECKOro uccne-
[OBaHUA ¢ noATBepXKAeHem MyTauuii B reHe FBN1 1 ogHoM 13 fByX reHOB
(TGFB R1 nTGFB R2), koTopble koampyioT peuenTtopbl LmutokuHa TGFf [5].

[JunaTaumio BOCXOAALLEN aopTbl ANArHOCTUPYIOT NPW 3XOKapauorpa-
duueckom nccnefoBaHMK, N3MEPAA LUNPUHY aopTbl Ha YPOBHE CUHYCOB
BanbcanbBbl U paccymTbiBasA z-nokasaTesib OTHOCMTENbHO NNIOLWAAMN NOBEPX-
HOCTM Tefna No Homorpamme [6]. B KnuHNYeCKOM NpaKkTrKe Z pacCYUTbIBAOT
KaK pasHuLy MeXZy MoslydyeHHbIM pe3ynbTaToM U JOMMKHOW BEUUYUHON Yy
nauneHToB B Bo3pacTte o 15 net, pasgenus Ha 0,18; 20-40 net — Ha 0,24;
B Bo3pacTe >40 net - Ha 0,37. Van Kimmenade R. et al. (2013) npegnoxunu
[Ba HOBbIX YpaBHeHVA Ana KoppeKkunn Gopmynbl pacyeTta z-nokasatens B
3aBMCMMOCTM OT BO3pacTa 1 Hanuumna oxmpeHunsa [71.

B cnyyae oTcyTCTBUS CEMENHOrO aHaMHe3a 06HAPYKEHME KITMHNYECKNX
NPU3HAKOB — AUnaTaLuy KOPHA aopTbl U SKTOMMW XPYCTanmKa — JOCTaTOYHO
ANA ONarHocTnkn cuHgpoma Mapdara. BmecTe ¢ Tem npu BbisiBNeHUY 0AHO-
ro U3 KJIMHUYECKNX NMPU3HAKOB ANA YCTaHOBMEHWA AMarHo3a Heobxoanmo
06HapyxeHne myTauumn B reHe FBN1 nnm nprn3HakoB CMCTEMHbIX NposBe-
HWI, HacuMTbIBalOLWMX =7 6annoB.. Mpu yKkasaHUM Ha CEMeNHbIN aHaMHe3 Anis
AnarHosa cvHapoma MapdaHa fOCTaTOYHO IKTOMWUW XPYCTanuKa, CUCTEM-
HbIX MPV3HAKOB =7 6anioB UMK pacMPEHUs KOPHsA aopThl [5].

MepecmoTpeHHble TeHTCKMe KpuTepun NpeaycMaTpuBaloT MakCUManb-
HOe MCMoNb30BaHMe NPU3HaKoB, KOTOPble OTAMYalT cuHapom MapdaHa ot
apyrmux HHCT.

CncTemHble M3MEHeHUsA, XapaKkTepHble ana cuHapoma MapdaHa, n ux
6annbHas oueHKa npefcTaBneHsbl B Tabn. 1.

leHeTuKa n natoreHes

MNaToreHes cnHgpoma cBA3aH C MyTaUMAMN B HECKONbKMX reHax: B 95%
cnyyaeB B reHe ¢pubpunnuHa-1 Ha xpomocome 15921.1, reHe TGFBR1 unu
TGFBR2 Ha 9-11 1 3p24.2-P25 xpoMocoMe, YTO 0OYCNTOBNMBAET KIMHNYECKYIO
BapurabenbHOCTb 3a6oneBaHus. B 5% cnyyaes npu cuHgpome MapdaHa onu-
CblBalOT MyTauuu B 02-uUenu KonnareHa tuna | [8]. MyTtauun reHa ¢ubpun-
NnHa-1 NoBbIWAKT BOCMPUUMUNBOCTb CTPYKTYPHOro 6enka dubpunnnHa K
NpoTeonn3y 1 Bbi3blBalT GpparmeHTaumio Mnkpodubpunn. GparmeHtaumsa
1 Ae30praHn3anma 3nacTuyecknx BOTIOKOH B CTEHKaX aopTbl MPUBOAAT K
NOABNEHMNIO AereHepauun Mefmmn, O4HOMY U3 OCHOBHbIX FMCTONOMMYECKNX
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Ta6bnuua 1
CuncremHble U3MeHeHUA npu cuHapome MapdaHa u nx 6annbHas oueHKa

MpusHakn

Bbannbi

MonoXunTenbHbIN TECT 3aNACTbA 1 TECT 6O/bLWIOro Nanbua

MonoXuUTenbHbIN TECT 3aNACTbA UK TECT 6ONbLLIOTO nanbua

KunesupHas rpyaHas Knetka

BOpOHKOO6p83HaH NN acCMMMETPUYHaA rpyaHana KneTka

BanbrycHasa gedopmauuma ctonbl (MefuanbHan poTauua NOAbIKKN)

MnockocTtonue

CnOHTaHHbIN NHEBMOTOPAKC

[ypanbHas sKTasua

MpoTpy3us Ta306egpeHHOro CycTaBa

OTHOLLEHNEe BEPXHEro CErMeHTa TYNIOBUILLA K H/KHEMY 11 pa3max pyK / pocTt

CKonunos nnm TopakontombasnbHblii KNpo3

OrpaHuyeHune pasrnbaHua nokTeBoro cyctasa (<180°)

3 13 5 nueBbIx Npu3Haka

KoxHble cTpun

Mwonua =3 gnonTtpun

I'Iponanc MUTpPanbHOro KranaHa

JEE [ N [N N N N T SR T SR N ST Y P i NG I e V)

Table 1
Systemic changes in Marfan syndrome and their scoring

Signs

Points

Wrist and thumb sign

Wrist or thumb sign

Pectus carinatum deformity

Pectus exacavatum or chest asymmetry

Hindfoot deformity

N

Plain flat foot

Spontaneous pneumothorax

Dural ectasia

Protrusio acetabuli

NN (N =

Reduced upper segment / lower segment and increased arm span/height

Scoliosis or thoracolumbar kyphosis

Reduced elbow extension (<180°)

3 of 5 facial features

Skin striae

Severe myopia (=3 diopters)

Mitral valve prolapse

npu3sHakos cuHapoma MapdaHra, Grbpo3y c HakomnaeHnem KonnareH

a, KOM-

NOHEHTOB aMOPPHOro MaTpUKCa U NoTepe KNeTouHblx agep [9]. Mpoteonns
drbpunnrHa nosbiwaeT 6uofocTynHOCTb TGFP, B pesynbtate nponcxogut
n36bITOUHAA nepefava CUrHAMIOB, N3MEHSAIOLWMX CBOWCTBA CTEHOK aopTbl —

NOBbIWAETCA XKECTKOCTb U CHMXKAEeTCA PACTAXKNMOCTb TKaHen cocyna.

B HacToAwee Bpemsa naeHTnduULmposaHo 6onee 1800 MmyTaumii € yyacTu-
em reHa FBN1 n Bbicokon neHeTpaHTHOCTbIo [10]. NpumepHo y TpeTn naum-
€HTOB MpUYMHOI 3aboneBaHua ABnAeTcA MyTauua de novo. B 6onblunHcTBe
cnyyaes 3aboneBaHune ABNAETCA ayTOCOMHO-LOMUHAHTHbBIM 11 06YC/IOBIEHO
reTepo3nroTHbIMK MyTauuamu B reHe FBN1, B pefiknx ciyyasx BbisBNEHbI

FOMO3UTOTHbIE NN CJTOXKHbIE reTePO3NroTHble MyTaunn [5].
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CepaeyHo-cocyancTble NPoABAEHUNA

Hanb6onee pacnpocTpaHeHHbIM NPOSABAEHNEM 1 OfHWM U3 IBYX OCHOB-
HbIX KMHNYECKMX NPU3HaAKoB cuHApoMa MapdaHa ABnsaeTca paclumpeHme
KOPHA aopTbl Ha YPOBHe CMHYCOB BanbcanbBbl, BbiAaBnsemoe y 95% nauu-
eHTOoB [5]. K npnunHam paclumpeHmna BocxoasaLen aopTbl OTHOCAT CTPYKTYpP-
Hble M3MEHEHUA CTEHOK COCYAa U reMoauHaMmmyeckme GakTopbil.

XapakTep M3MeHeHMUIN aopTbl, CKOPOCTb e pacluMpPEeHNA OTANYAIOTCA U3-
MEHUMBOCTbIO Yy Pa3HbIX NauueHTOB. BcneacTBre paclumpeHna KOpHA Wan
BOCXOZsALE aOPTbl MOABAECTCA aopTasibHasA HEAOCTaTOYHOCTb, aHEBPM3Ma
aopThl, OCNOXHAWLWaACA gnccekumert Tuna A (no CreHdopay) nnu paspbiBom
[11]. 3HaunTeNbHO pexe HabnoaalT PaCLIMPEHNE HUCXOAALLEN U OPIOLLHOWN
aopTbl (10-20% cnyyaeB), ocnoxHsAwLWweeca auccekumen tmna B (no CreH-
doppay), pa3BMBaOLENCA HepedKo Mocsie onepaunm Ha KopHe aopThl [11,
12]. Auccekuma nnu Kprtnyeckoe paclumpeHme BOCxXohaLlen aopTbl y 60nb-
LUMHCTBA Ntogen ¢ cuHapomom MapdaHa nponcxoant Ha 3—4-m fecaTnuneTuu,
BMeCTe C TeM NoJ00OHble OCNOXHEHNA HE UCKITIOYAIOT U B MOAPOCTKOBOM BO3-
pacte. CTpyKTypHble N3MEHEHNA BHEKJIeTOYHOrO MaTpuKCa CTEHKM aopThl,
npuBoAALLME K MOBbILEHHON XeCTKOCTU, ABNAIOTCA PaHHUM MapKepoM 3a-
6oneBaHuA, KOTOPbIN 0O6HaPYKKMBAIOT A0 pacmpeHua cocyaa [13].

B EBponenckmnx pekomeHAaumnax no XMpypruyeckomy neyeHmnio aHeB-
pu3Mbl BOCXoAsALLel aopTbl Npu cnHapome MapdaHa oTMeyeHo, YTo orne-
paumA NokasaHa Npu MakCUManbHOM AMaMeTpe aHeBPU3Mbl KOPHA aopTbl
>5,0 cm (Knacc |, yposeHb gokasaTtenbHocTn C). Xupypruyeckoe nevyeHuve
HeobX0AUMO PacCMOTPETb Y NaLMEHTOB C aHEBPY3MOI KOPHA aopTbl 1 MakK-
CUManbHbIM AVAaMEeTPOM BOCXOAALEN aopTbl 24,5 cM 1 pakTopaMmn purcka
(cemeiHbIN aHaMHe3 pa3pblBa aOPTbl U/UNK paclUMpPeHNa auameTpa aopTbl
>3 MM/rofl NO faHHbIM MOBTOPHBIX NCCIeAOBaHUI C UCMONb30BaHMEM OfU-
HaKOBbIX METOAOB BM3yanu3aLumn Ha TOM e YPOBHE aopThl, C MOLIAroBbIM
CpaBHeHMeM K NOATBEPXKAEHWEM APYrMM MeTOAOM, TAXenaa aopTanb-
Haa UM MUTPanbHasA peryprutaumsa, Wam nnaHvpyemasa 6epemMeHHOCTb)
(Knacc lla, yposeHb gokasatenbHoctu C) [14].

Mo pe3ynbraTtam MarHUTHO-pe3oHaHCHo Tomorpadpum (MPT) paclumpe-
HVie CTBONa NeroyHol apTepun 6onee 28 Mm BbIABAAIOT B 74% cnyyaes [15].
PaclwmpeHune cTBona neroyHom aptepum, Kak NpaBuso, He CONPoBoOXAaeTcA
Aamnccekumen unu paspbisom cocypaa [2]. Brouwer C. et al. (2019) otmetunuy,
YTO MPOrpeccrpoBaHmne pacluMpeHna CTBONA IErOYHON apTepumn accoumm-
pyeTca ¢ guccekumein aoptbl TUNa B (mo Crendoppay) [16].

Mponanc mutpanbHoro knanaHa (MMK) onpepensAioT y 60MbLWINHCTBA
nauveHToB ¢ cuHapoMom MapdaHa B oTnume OT NepBUYHOTO CMHAPOMA
MNMK; peiko BO3HMKAET HEOOXOAUMOCTb B €ro ornepaTuBHOM feyeHun [17].
OcnoxHeHuna npu NMMK, noasnaowmeca NnpenmyLecTBEHHO y NOAPOCTKOB
1 >KEeHLWMH MONOAOro Bo3pacTa ¢ cmHgpomoM MapdaHa, BKnovatT peryp-
rMTaLMio Ha MUTPaNbHOM KilanaHe, Bbi3blBaloLLYIO AuMnaTaLuio NeBOro Xe-
nypoyKa v npeacepana, CepaeyHyio HefoCTaTOYHOCTb, Pa3BUTUE NErOYHON
runepteHsun [11]. Kanbundukauus MUTpanbHOro KosblLa BCTPEYaeTcs B
MOJIOAOM BO3pacTe, B TOM Yncne y nogpocTkos [18].

K dyHKUMOHaNbHBIM N3MeHeHNAM ApPYrrX KanaHoB cepAla OTHOCATCA
peryprutauma Ha TPexcTBOpYaTOM U aopTasibHOM KnanaHe [2]. BpoxpaeH-
Hble MOPOKM cepAula, ABYCTBOPYATbI aOpTaNbHbI KfanaH BCTpeyaloTcA
peke No cpaBHEHMIO C cuHapomoMm Jloneca — iuTua.

"Cardiology in Belarus', 2021, volume 13, N¢ 4
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M3BMTOCTb apTepmanbHbIX COCYAOB, YacTO onpepenseMas npu CUH-
apome Jloneca - [uTua, He XapakTepHa AnA MauMeHTOB C CUMHAPOMOM
MapdaHa, BMecTe ¢ TeM B C/lyyae BbliBNIeHUA NaTONOrMYeCcKon U3BUTOCTM
apTepuanbHbIX COCY0B MOBbILLAETCA PUCK CEPAEYHO-COCYANCTbIX OCSIOXK-
HeHun [11].

Mpu3Hakn nopakeHna mMroKappaa, obycsioBieHHble KnanaHHbIM rfopa-
XeHuvem 1 6e3 TakoBoro, Npu cuHapome MapdaHa BapbupyioT No pesyib-
TaTaM UCCNeQoBaHMI Pa3NINYHbIMK MeTOAaMM U cocTaBnAlT 7-68% [11, 20,
21]. He3HaunTenbHble N3MEHEHNA (gunaTauuna) NonoCTn NEBOFO Xenyaouka
N CHUXeHne ¢dpakumm Bbibpoca nccnegoBaTeny oOTMeYan y nauneHToB ¢
NIerkon KnamnaHHow AnchyHKUMen. B cnyyasax 3HauuTenbHbIX remoavHamMu-
YecKnx KnanaHHbIX HapyLeHWi, NpeawecTByoLie onepaTBHON KOppeK-
UMM NopoKa MUTPaNbHOrO KfamaHa WM npoTe3npoBaHUA BOCXOAALLEN
aopPTbl OTMETUNM CYLLIECTBEHHOE NOPaAXKeHVE MUOKapAa U BbICOKYIO YacToTy
XKenyaoyKoBOW TaxXMKapAaum 1 skcTpacucronmm [21].

CUHAPOM JIOMECA - AUTLIA

PacnpocTpaHeHHOCTb 1 MPOrHO3 XU3HN

CvHppom Noneca — Autua (OMIM — Trn 1 #609192, Tun 2 #610168, Tn
3#613795, Tn 4 #614816, Tn 5 #615582, Tvn 6 #603109) onucaH B 2005 T,
y 60MbLIMHCTBA NAUMEHTOB C NMOAOOHBIM GEHOTUMOM CMepPTb HACTYMaeT B
CBSAA3U C pacCioeHreM aopThl, Pa3BMBAOLLUMCSA B BO3PACTe HEMHOMUM 6onee
30 ner.

PacnpocTpaHeHHOCTb cuHApPoMa Jloeca — AuTua HemsBecTHa. O Npeob-
nafaHuv 3aboneBaHnsA B reHAEPHOW NPUHAANEXHOCTY NN B KaKOW-HNOY b
STHUYECKOW UNM PacoBol rpynne, reorpadrueckon MeCcTHOCTU He cooblLua-
noco [22]. Mpegnonaratot, Yyto cnHApom Jloeca — [nTua OTHOCKUTCA K pes-
kum HHCT n BcTpeuaeTtca meHee yem B 1 cniyyae Ha 100 000 HaceneHuA.

MpPOrHo3 »M3HW nNayMeHToB C cMHApomom Jloneca — Outua Hebnaro-
npuaTHbIN. CpeaHAA OXnaaeman NPOAOIKUTENbHOCTb XM3HWN COCTaBnAeT
37 neT, uTO 3HauMTENIbHO MeHbLUe MO CPaBHEHMWIO C NeYeHHbIM CUHAPO-
Mom MapdaHa (72 rofa) 1 cocyauctbiMm TUMOM cHAPOMa nepca — [aHno
(48 nert) [23, 24]. CmepTb HacTynaeT BCNeACTBME PAaCcC/IOeHNA UK pa3pbiBa
aHeBpY3Mbl aopThbl (Hepefko 6e3 npeAwecTByOLWEro 3HAUYUTENIBHOIO pPac-
WMpPeHnsA cocyfa), ApYrux apTepuin CpeaHero 1 KpynHoro Kanvbpa c pas-
BUTVEM BHYTPUYEPENHbIX KPOBOU3AUAHUN.

leHeTnKa

Cunppom Jloiieca — AnTua OTHOCUTCA K 3a60N1eBaHNAM C ayTOCOMHO-0-
MWHaHTHbIM HacnefjoBaHVieM, 06YCIOBIEHHBIM MyTaLMAMU C BaprabenbHo
3Kcnpeccmen B reHax TGFB peuentopos | (TGFBR2) u Il (TGFBR2), reHa nu-
raHpa TGFB2, TGFB3, reHa gekaneHTtannernyeckoro romosnora 2 n 3 (SMAD?2,
SMAD3). MyTauun B yKa3aHHbIX reHax (ana reHos TGFBR1 n TGFBR2 onu-
caHo 6onee 200 MyTauuii, 6OMBLWIMHCTBO M3 KOTOPbIX NpeAcTaBieHbl MUC-
CeHC-MyTaumaMn) 00yCNOBAMBAIOT M3MEHEHNA CUTHaNbHbIX MyTen TGFp, Bbl-
3blBaloLLVIX NOABNEHME NAaTONOMMYECKMX HapyLLEeHWI cepAeYHO-COCYANCTON
CUCTEMDBI, YepPEeNHO-MLIEBble aHOMaNUK, CKeNeTHble N KOXKHble U3MeHeHUA
[24]. B 25% cnyyaeB o6Hapy»kuBaioT 3aboneBaHune y OfHOro 13 pogutenei, B
75% y nauneHToB ¢ cuHapomMom Jloreca — iutua HabntogatoT HacnefoBaHne
de novo [22].
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Ta6bnuua 2

MyTauum B reHax n foNA BCTPeYaemMocT TUNoB cuHapoma Jloneca - fiutuya

Tun cunpgpoma Jlomeca - finTuya

len

Hona cpean Bcex TMNOB CMHAPOMa

TGFBR1

20-25%

TGFBR2

55-60%

SMAD3

5-10%

TGFB2

5-10%

TGFB3

1-5%

Q|| s WIN|=

SMAD2

1-5%

Table 2

Mutations in genes and the proportion of the occurrence of the types of Loyes-Dietz syndrome

Loeys - Dietz syndrome type

Gene Proportion

1

TGFBR1 20-25%

TGFBR2 55-60%

SMAD3 5-10%

TGFB2 5-10%

TGFB3 1-5%

o|jlu|s lw|Nn

SMAD2 1-5%
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B HacTosWEee Bpems Ha OCHOBAHMU KIIMHUYECKUX U TEHETUYECKMX 0COo-
6eHHOCTEN onucaHo 6 TMNoB cuHgpoma Jloeca — [nTtua, nogpobHoe onu-
CaHue LecToro Tuna He onybnukoBaHo (Tabn. 2) [2].

Pe3synbraThl nccnegosaHuii Schepers D. et al. (2018) cBuaeTenbcTBytoT
0 6onee HM3KOIN MEeHeTPaAHTHOCTM 1 Gonee GNAroNPUATHOM TeYEHUN cep-
[EeYHO-COCYANCTbIX aHOMANNI y NaLneHToB C cnHapomom Jloreca — AnTua,
o6ycnoBneHHbIM MyTauusamu reHos TGFB2, TGFB3, SMAD2, SMAD3 (3, 4,
5, 6- TMNbI) NO CPaBHEHMIO C NauneHTamy ¢ MyTauuammu reHo TGFBR1 u
TGFBR2 (1-1 1 2-i1 Tynbl) [25].

MNaTtomop¢onorna

leHeTNYECKNe N3MEHEHUA CNOCOOCTBYIOT NMOBBILLEHWIO aKTUBHOCTU CHT-
HanbHbIx NyTei TGF-B n HapyweHnio mopdoreHesa BHEKNETOUHOIO MaTPYIK-
ca. B cTeHKe aopTbl U apTepUanbHbix COCYA0B OTMEYatOT N30bITOUHDBIN CUH-
Te3 Ko/nareHa, XxaoTU4YHOe PacrosioXKeHne 3M1acTUHOBbIX BOJIOKOH 1 NOTepto
anactuHa [26]. MNMpn mopdonornyecknx nccnefoBaHNAX B Clyyae MyTaLum
reHa TGFBR2 o6HapyxuBatoT feduunT 3nacTrHa, HapyLleHna CTPYKTypbl
3N1aCTUHOBbLIX BOJIOKOH B CTEHKAX aOpTbl, apTepUasibHbIX COCYAOB, HaKorle-
H/ie KOMMOHEHTOB aMOPPHOro MaTpMKca, NOAO6HbIE, HO Goree Bblipa)eH-
Hbleé U3MEeHeHUsIM Npu cuHApomMe MapdodaHa [2]. Mpu aHann3e oTMeYeHo oT-
CyTCTBUE TECHOW NMPOCTPAHCTBEHHOW CBA3W MEXAY OTIIOXKEHVAMM dNacTUHa
W rNagKOMbILLIEYHbIMN KNeTKaMy COCyAOB M M30bITOK KonnareHa B CTeHKe
aopTbl. ledbeKTbl 3nacToreHesa HabngaloT C paHHero Bo3pacTa npu oTcyT-
CTBVV NPU3HAKOB BOCMaJIeHWs, YTO MOATBEPKAAET NEPBMYHOE pa3pylueHne
3N1aCTNYECKUX BOTOKOH [25, 27].

KnuHunuyeckune nposiBneHus

[lo HacToAWero BpeMeHn He pa3paboTaHbl AMArHOCTUYECKNE KpUTe-
pvn cuHppoma Jloneca - Autua. NccnegoBatenn oTMeyvaloT pasnnyHble
KOMOUHALUWN KNMHUYECKUX MPU3HAKOB Y YIeHOB OAHOW CEMbU C CUHAPO-
Mom Jloneca — AnTua OT TAXeNbIX COCYAUCTbIX NMPOSBIEHUN, HaUMHanA C
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[eTCKOro Bo3pacTa, 0 He3HaUMTeNIbHbIX COCYANCTbIX aHOManuin B cpea-
Hem Bo3pacTte [28]. B AnarHOCTMKe CMHAPOMA YUYMTbIBAIOT CEMEWHbIN
aHaMHe3, CMCTeMHble HapyLUeHNWA, 0OYCIIOBIEHHbIE U3MEHEHVEM MOPGO-
reHesa coeflVHUTEeNIbHON TKaHW, N Pe3ynbTaTbl MONEKYNAPHO-TeHeTnYe-
CKOro aHanusa.

K OCHOBHbIM KNMHMYECKM NPY3HaKaM OTHOCATCA aHOManuu iMLeBoro
yepena — pPeTPOorHaTVA, MUKPOrHaTWA, TMNOMNAasmnaA CKyNoBOWN KOCTK; rnas —
runepTenopusm, ronybble CKnepbl, pacxofslleecs Kocornasme; paclenvHa
TBEpAoro Heba U/vnv pa3aBOEHHDBIM HEOHDBIN A3bIYOK; AHOMANUN CKeneTa n
rpyaHOW KNEeTKW — CKONMO3, apaxHOAAKTUINSA, KaMNTOLAKTUANA, BPOXKAEH-
Han KOCONanoCTb, KOHTPAKTYPbl CyCTaBOB, KUIEBUAHAA UM BOPOHKOOOpa3-
HaA rpygHas Knetka, KpaHWOCMHOCTO3, HeCTabnNbHOCTb B LUEHOM oTaene
NMO3BOHOYHWKA; HEPBHOW CUCTEMbI — aHOMaslbHOe COoefjJMHeHKe roNoBHOro
W CAWHHOTO Mo3ra, rugpouedannsa, yMCTBEHHasa OTCTanocTb (M3pefka);
KOXW — MOBbILEHHAA MPO3pPayHOCTb Ny GapxaTuUcTas TeKCTypa, Mioxoe
3aXKUBJIEHVE paH, aTpodurueckme CTpUn, NaxoBas, MynoYyHas rpbiXa, rpbixa
NULEeBOAHOro oTBepcTMA Anadparmol [2, 11, 22]. XapakTepHbIMK ANs nauu-
€HTOB C cMHApomoM Jloeca — AuTua ABNAITCA annepruyeckre CocToAHUA
(6poHxmanbHas acTMa, MULLEeBan aaneprud, 3K3ema, ainepruyecknii pUHNT),
BOCMANUTesbHble (303MHOGUIIbHBIE) 3a60NIEBAHNA XKENY[OUYHO-KULLIEYHOTO
TPaKTa, A3BEeHHbIV KonuT, 6onesHb KpoHa, BCTpeyalowmecs peako npu CuH-
npome MapdaHa [29].

K npu3sHakam, KoTopble onpegensoT npu cuHgpome MapdaHa 1 cuH-
apome Jloeca — iuTua, OTHOCATCA CKONMO3 FPYAHOIO MW MOACHNUYHOTO OT-
[lena No3BOHOYHMKa, MiockocTonue, fedopmauya rpygHom Knetku (pectus
excavatum unm carinatum), anvkanbHas GynnesHas sM¢u3emMa 1 CrOHTaH-
HbII THEBMOTOPAKC, AypaJibHaA SKTa3uA.

CeppeuyHO-cocyauCTblE NPOABNEHUA

OCHOBHbIMW CEPAEUHO-COCYANCTLIMA HAPYLUEHUAMU MPU CUHAPOME
Jloeca — [uTua ABnATCA paclmMpeHre (U aHeBpK3Ma) KOPHA aopTbl
Ha ypOBHe CMHYcOB BanbcanbBbl, pacnpocTpaHsAloLeeca Ha BOCXOAALLYIO
aopTy, U U3BUTOCTb apTepranbHbIX COCYAOB (NPerMyLLeCTBEHHO FONoBbI 1
wewn) ¢ obpasoBaHrem aHeBpu3Mm. Mo cpaBHeHMIO ¢ cuHapoMom MapdaHa
CcepaeyHo-coCyfmncTble HapyleHWUA MPOTeKaloT Taxenee, AUCCEKUMA UNn
pa3pbiB aHEBPV3MbI A0PTbI IPONCXOAAT MPU HE3HAUYNTENBHOM PacLUMPEHN
cocypa B 6onee monoaom Bo3pacrte [30].

PaclumpeHvie KOpHA aopTbl Ha YPOBHe CMHYCOB Banbcanbebl npu pas-
HbIX TUMax cuHgpoma Jloneca — AnTua o6HapyxunBaT B 95-98% cnyuaes,
nopaxeHue Hucxopslen 1 BGPIOWHOM aopTbl BCTPEYaeTCA 3HAUYUTENIbHO
pexe [30, 31]. UccnegoBaTten 0TMeYatoT, YTO ANCCEKLUMNA UK Pa3pbiB aopTbl
NPOVCXOAAT B N060OM BO3pacTe, B C/lyyae HENPOAOMKUTENIbHOIO (OT Tpex
MecALeB) neproAa paclMpPeHus, YTo CnocobCcTByeT BO3pacTaHUIO prcka
cmepTn npu cuHapome Jloneca — Owutua [23, 32]. Quccekunio n paspbis
aopTbl O6HapYXMBanu B AETCKOM BO3pacTe, UTO yKa3blBaeT Ha Heobxonu-
MOCTb TLaTeNbHOro HabnaeHVs 3a NauMeHTaMmn ¢ GeHOTUNOM CUHAPOMA
Jloeca — Outua [33]. MoBblWEeHWE }KEeCTKOCTN CTEHKM aopTbl, NOJ06HOE U3-
MEHEHUAM, XapaKTepHbIM AnsA cnHapoMa MapdaHa, yxyglaeT nporHos na-
LMeHTOB. PaclumpeHmne KOpHA aopTbl CONPOBOXAAETCA Pa3BUTEM a0pTaslb-
HOW HEAOCTaTOYHOCTK, AUNaTaLumn NeBOro »eyaouka.
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PaclumpeHne/aHeBpr3ma CTBONa NErovyHow apTepuu, pPacnpocTpaHeH-
Hble npu TMne 1 n 2 cnHgpoma Jloneca — nTua, Bbi3blBAlOT OCNIOKHEHNA B
[leTCKOM BO3pacTe CO CTOPOHbI PeCnpPaTOPHON CMCTEMbI 13-3a CAABNEHUA
6poHxoB [34]. C pocTom pebeHKa paclumpeHne CTBOMA JIEFOYHON apTepun
CTaHOBUTCA MeHee 3HaUUTENbHBIM.

MoMumo nopaxeHna BOCXOAALLEN aOpPTbl, OTMEYaoT NaToIorMyeckKyio
W3BUTOCTb apTepuii FOSIOBbI, Lew, Nerknx (MpoKcMMasnbHbIX apTepuit), KOpo-
HapHbIX, Me3eHTepuanbHbIX, HKHUX KOHeuHocTel [2, 23, 35]. Y naumneHToB
¢ cHapomom Jlovieca — iutua onuncaHbl 06pa3oBaHMA aHEBPU3M, Pa3pbiBbl
cocynoB 6e3 npeflWwecTBYOLEro pacluMpeHnsa ¢ pa3BUTUEM KPOBOU3NUA-
HWI B XXN3HEHHO Ba)kHble opraHbl [33, 36].

BpoxaeHHble NOpoKM cepaua (AByCTBOPUATbI aOpTaNbHbIN KnanaH, oT-
KPbITbI apTepuanbHbIii NPOTOK, AedeKT MeXKnpencepaHON neperopoaku),
NPYOGPETEHHDBIV CTEHO3 KlanaHa NeroyHol apTeprmn BCTpeYaloTcs valle y
naumneHToB C cMHapomoM Jloeca — [iMTua No CpaBHEHMIO C NaLUMeHTamu C
cmHapomoM Mapdana [2, 23]. NMK BcTpeyaeTcs pexe no CpaBHEHUIO C Ma-
LueHTamm ¢ cuHgpomom MapdaHa, Ho yalle, yem B nonynaumm [22].

KoHueHTpuueckaa runeptpodua (npm OTCYTCTBUM CTEHO3a aopTbl 1
apTepvianbHON rMnepTeH3nmn) n ANCPYHKLUA NEeBOro Xenyaouka, o6ycnos-
NeHHasA B TOM YMCIe Y MOPaXKeHNEeM COCYA0B MUKPOLMPKYIATOPHOrO pycsa,
apuTMun cepaua (rnbpunnauus npeacepanii B 25% cnyyaes) pa3BriBalOTCA
YacTo NperMyLLecTBEHHO Npw Tune 3, npu cuHapome MapdaHa oHu BCTpe-
yatoTca pegko [36].

M3-3a arpeccMBHOro TeyeHWA MaTonoOrMM aopTbl MpU CUHAPOME
JNoeca - nTua Xxnpypruyeckoe neyeHve paclimpeHnsa/aHeBpr3mbl BOCXO-
ZAulen aopTbl MPOBOAAT B paHHME CPOKM: B C/lyyae pasmepa KOpHA aopTbl
>4,2 cMm nnm ero 6oictporo (>0,5 cm/rofl) yBENMUYEHNS; HACXOAALWEN rpya-
Holi aopTbl — >5,0 cm nnun 6bicTporo pacwmpenus (>0,5 cm/rog); GptroLwHon
aopTbl — >4,0 cm nnu GeicTporo pacwmpenus (>0,5 cm/roa) [14, 37, 38].

Y B3pocnbix nogen ¢ cmHppomom Jloreca — Antua BbICOKUIN PUCK ANC-
ceKkuum aopTbl TMNa B co CKNOHHOCTbBIO K BBICTPOMY Pa3BUTUIO aHEBPU3MbI
Habnopganu npw Tvne |, I, Il npy HOpManbHOM MW He3HAYWUTENbHO pac-
LUIMPEHHOM KOpHe aopTbl (3,7-4,2 cm) [39]. YKazaHHble faHHble cBuaeTeNb-
CTBYIOT O TOM, YTO 3a NauUMeHTaMn HeOBXOAUM KOHTPOJb C BM3yanu3auu-
en aoptbl (MPT) uepes 1, 3, 6, 12 mecAueB nocne guccekuuu, ganee 1 pas
B 12 mecAues.

CUHAPOM 3NEPCA - JAHNIO

CnHgpom dnepca - [aHno - 3T0 reTeporeHHasa rpynna CUCTEMHbIX Ha-
CnefiCTBEHHbIX 3aboneBaHni, 0bycioBfeHHaa MyTaLUMsAMU B reHax Kosnna-
reHa, ¢ KNMMHUYECKMMI NPOABAEHNAMN B BUAE MMNeppacTaiKUMOCTU KOXN,
rMnepmMobmnnbHOCTY CYCTaBOB, XPYNKOCTW TKaHel, M3MEHEHUAMW cepaey-
HO-COCYAMCTON 1 APYrux cnctem opraHmsma [40]. CnHapom Snepca — laHno
OTHOCWTCS K MOHOTEHHbIM 3a60NeBaHUAM C Pa3HbIMU TUMaMU HacneaoBa-
HUA, BKIIOYAIOLWNMN ayTOCOMHO-AOMWHAHTHbIN, a8y TOCOMHO-PELIECCMBHDIN.
CornacHo mexxgyHapogHou Knaccudukauum, npeanoxeHHom 8 2017 r., Bbl-
fgensoT 13 TMNoB cMHAPOMA dnepca — [laHno (tabn. 3), AnsA KaX[Aoro 13 KoTo-
pbix pa3paboTaHbl 6onblune 1 Manble Kputepun (Tabn. 4) [41].
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Ta6bnuua 3
Tunbl cunapoma dnepca - [laHno, xapakTep Hacnef0BaHUA, OCHOBHbIE reHbl U I0OKYcbl, Homep B OMIM
N2 Knunuyeckuin Tun C34 Hacneposanue OCHOBHbIE reHbl Jlokycbl OMIM
MmasHble: COL5AT, 9g34.3 130000
1 Knaccuueckun Al COL5A2, 2932.2 130010
peako: COL1A1 17921.33
2 Mono6HbIN Knaccuueckomy | AP TNXB 22?323 606408
3 CeppeyHo-KnanaHHbIN AP COL1A2 7921.3 225320
. MmaBHble: COL3AT, 2g32.2
4 CocyancTbin Al penko: COLTAT 172133 130050
5 lMnepmo6usbHBIN Al HeunssectHo 130020
COL1A1, 17921.33
6 ApTpoxana3us AL COL1A2 179213 130060
7 [epmaTtocnapakcmc AP ADAMTS2 5g35.3 225410
. PLOD1 1p36.22 614557
8 Knockonunotnuecknin AP FKBP14 7p143 225400
CrHAPOM XpynKow poro- ZNF469 229200
7 | vl AP PRDM5 16924 614170
B4GALT7 5935.3
10 E;':;”"'"°’““c””a”””e' AP B3GALT6 1p36.33 ;?ggzg
SLC39A13 11p11.2
. CHST14 15g15.1 601776
11 MbileyHO-KOHTPaKTypHbIN | AP DSE 5q22.1 615339
12 Mwnonatnyeckunn Al nnn AP COL12A1 6q13-q14 616471
13 MepuopoHTanbHbIN Al (C:} E 12p13.31 130080
MprmeyaHna: All - ayTOCOMHO-AOMUHAHTHbIN, AP — ayTOCOMHO-peLieCCBHbIN.
Table 3
Types of Ehlers-Danlos syndrome, inheritance pattern, major genes and loci, OMIM number
Ne Types of Ehlers-Danlos syndrome Inheritance Genes Locus OMIM
9q34.3
! COL5A1, COL5A2 130000
1 cl | AD ' 2q32.2
assical COL1A1 1‘71q21_33 130010
2 Classical-like AR TNXB g‘z’fég} 606408
3 Cardiac-valvular AR COL1A2 7921.3 225320
4 Vascular AD COL3AT1, COL1A1 f‘;agﬁﬁ 130050
5 Hypermobile AD unknown 130020
6 Arthrochalasia AD ggH Q;’ } ;g%} ;3 130060
7 Dermatosparaxis AR ADAMTS2 5935.3 225410
- PLOD1 1p36.22 614557
8 Kyphoscoliotic AR FKBP14 Th1a3 225400
9 Brittle Cornea Syndrome AR ga‘gﬁ; 16424 é%ifgg
B4GALT7 50353
10 Spondylodysplastic AR B3GALT6 1236.33 g’ggzg
SLC39A13 11p11.2
1 Musculocontractural AR gl;éﬂ 4 ;33;511 g?;;;g
12 Myopathic AD or AR COL12A1 6q13-q14 616471
13 | Periodontal AD af 12p13.31 130080
Notes: AD - autosomal dominant, AR — autosomal recessive.
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Ta6bnuuya 4

Mpw onpeaeneHny pasHbix TUMOB CUHAPOMA dnepca — [laHno oTMeyvatoT
«MEPEKPbITUE» KIVHUYECKUX MPU3HAKOB, UTO OOYC/IOBIMBAET CIIOXHOCTU
KVHWYECKOW ANArHOCTUKM U HEOBXOAMMOCTb MOJIEKYNIAPHO-FEHETUUYECKO-
ro NoATBEPXKAEHVA AnarHo3a.

leHeTKa M 6onbliMe KAMHWYECKME NMPU3HAKN TUMNOB CMHAPOMA
Anepca - flaHno

Mpw Bcex TMnNax cMHapoma dnepca — [aHno, 3a UCKMIYEHMEM runep-
MOOMNIBHOrO, 06HapPY>KEHbI MyTaLUK B reHax, Kogupyowmx GubprnnspHble
KOMnareHbl Uu reHbl, yyacTeyowe B mogndmkauum konnareHa (tabn. 3).
Ha oCHOBaHWM reHeTUYeCKMX N NaToreHeTUYECKUX MEXaHN3MOB TUMbl CUH-
Apoma nepca — [laHno noapasaensaioT Ha cnegyowme rpynnbl: rpynna A —
HapyLeHMA NepBUYHON CTPYKTYpbl KonnareHa u obpaboTky KonnareHa;
rpynna B — nedeKkT cBopaunBaHmaA KonnareHa 1 CLUVBAHWSA KONareHa; rpyn-
na C — n3mMeHeHus CTPYKTYpbl 1 GYHKLMN BHEKNIETOYHOTO MaTPUKCa, Hapy-
LeHNA B3aMIMOCBA3M MeXAYy FMaflKOMbILEYHbIMM KIeTKaMU 1 BHEKIETOY-
HbIM MaTpUKcom; rpynna D — HapyLlweHna 6UOCMHTE3a FNKO3aMUHOMINKaHa;
rpynna E — usmeHeHua nyT KomnnemeHTa; rpynna F — HapylieHuna BHyTpu-
KNeTOUHbIX npoueccos (Tabn. 4) [41].

lpynnupoBKa TNoB cnHapoma dnepca — [laHn10 B 3aBUCMMOCTY OT FeHeTUYEeCKNX 1 NaToreHeTNYecKnx
MeXaHM3MOB 1 60/bluMe KNNHNYeCKne KpuTepunn

Tun cuHppoma dnepca - flaHno ‘ Bonbune Kputepun

lpynna A — fedeKTbl NEPBUYHON CTPYKTYPbI M 06PaboTKK KonnareHa

Knaccuueckni (ceDS)

[MneppacTAXMMOCTb KOXM 1 aTpoduyeckne pybLbl, reHepanm3oBaHHas
rMNepnoABIKHOCTb CYCTaBOB

CocyauncTbiii (VEDS)

CemeltHasA UCTOPMA COCYAUCTOrO TUMa CUHAPOMa Inepca — [laHno ¢ fo-
KYMEHTMPOBAHHbIM BapUaHTOM MyTaLMK reHa KonnareHa Tuna lll; paspbis
apTepun B MOSIOLOM BO3PacTe; CMOHTaHHaA nepdopaLmsa CMrMoBULHOW
KWLLKK; pa3pblB MaTKK B TPETbEM TPUMECTPE 6EPEMEHHOCTU; KAPOTUAHO-
KaBepHO3HbI CBLLY

ApTtpoxanasua (aEDS)

BpoxaeHHas ABYCTOPOHHSAA AMCNOKaLUMA Ta306e4peHHbIX CYCTaBOB; TA-
XKerbli rnepMoBMIbHbIN CUHAPOM C MHOXECTBEHHbIMM ArcioKaumsammn/
NOABbIBUXaMM; MMNePPacTAKUMOCTb KOXKM

Lepmatocnapakcuc (dEDS)

UYpesBblyaiiHaa XpynNKOCTb KOXW; XapaKTepHble YepenHo-NnLeBble npu-
3HAKM; U3MVLLHSAN KOXa CO CKNaaKaMu B 06/1aCTU 3anaCTUI U NOABIKEK;
MOPLLMHMCTas KOXa NafioHew; 06WMpHbIE KPOBOU3NUAHNWSA C 06pa3o-
BaHMEeM remaTom; NynoyYHas rpbika; 3aflepXKa NoCTHaTalbHOro PocTa;
KOPOTKME KOHEYHOCTH; MePUHATAsIbHbIE OC/TOKHEHS, BbI3BaHHbIE
XPYMKOCTbO HEPBHOW TKaHM

CeppeyHo-KnanaHHbin (cvEDS)

Cepbe3HbIe NOPOKKM KnanaHoOB cepAaua, reHepannsoBaHHaA nnm orpa-
HNYEHHaA MeNKuMu cyctaBamu FI/IFIepMO6I/U'IbHOCTb; NOBbIlWEeHHaA pac-
TAXNMOCTD, anOd)VIHeCKVIe py6leI, TOHKaA KOXa, Nerko noasnawLwmneca
KPOBOW3NNAHNA

I'pynna B- ,qed)eKTbI CBOpayvBaHUA HATEN KoMareHa v CLUMBaHMA KonnareHa

PLOD; FKBP14)

Kndockonnotuueckunin (KEDS -

BpoxaeHHasA MblLeYHAA rMNOTOHUSA; BPOXKAEHHbIN MW C PaHHUM Ha-
Yanom KnudocKonmnos; reHepanmn3oBaHHas rmnepmMobuIbHOCTb CyCTaBOB C
IMCNOKaLMAMI/NoABbIBMXaMM (NneyeBon, Ta306epeHHbIN, KONEHHbIN)

lpynna C - pedeKkTbl B CTPYKTYpe U GyHKLIMN MUOMATPUKCA, HapyLLEeHUA B3aMOCBA3N MeXAy rMajKombilley-
HbIMU KNEeTKaMy U BHEKIIETOUHBIM MaTPUKCOM

(clEDS)

Mopo6HbIN Knaccmyeckomy

[NoBbiWeHHaA 31acTUYHOCTb U 6aanTI/ICTaF| TEKCTYpPa KOXKn 6e3 aTtpo-
(I)I/Il-leCKVIX py6u0|3; reHepann3oBaHHaA FI/II'IepMOﬁVIJ'IbHOCTb CyCTaBOB;
nerkoe noasJieHne KpOBOI/I3J'WIFIHI/IVI Ha KOXe
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OKoOHuaHve Tabnumubl 4

MwuonaTtnyeckunin (mEDS)

BpokaeHHas MblleyHas FTMNoTOHMS /MW MblleyHas aTpodus, KoTopas
YMEHbLUIAETCA C BO3PaCTOM; MPOKCUMAsIbHblE KOHTPAKTYpPbl CyCTaBOB
(KoneHHbI Ta306eApeHHbIi, TOKTEBOW); FTMNepMOBUIbHOCTb AUCTabHBIX
CyCTaBOB

lpynna D - HapyleHuna 6uocrHTes

a MNKO3aMUHOIMNKaHOB

CnoHaunogucniacTuyeckni
(SpEDS — BAGALT7; B3GALT6)

HW3KUIM pocT; MblleYHaa runoToHUsA (OT TAXKENON NpY POXAEHUN A0
MATKOI); UCKPUBJIEHNE KOHEYHOCTEN

MblILLIEUHO-KOHTPAKTYPHBbIN
(mcEDS - CHST14; DSE)

BporkaeHHble MHOXeCTBeHHble KOHTPaKTYpbl (aAAyKLMOHHbIE) n/unu
KOCONanocTb; YepenHo-nuLeBble AUCMOpPPUN, NPOABNAIOLLNECA NPU
POXXAEHWUN UNW B AETCTBE; FMMNEPPACTAXKNMOCTb, XPYTNKOCTb KOXM, CKMOH-
HOCTb K N1erkomy nosB/IEHNIO KPOBOV3NNAHWN

[pynna E — gedekTbl nyTei KoMniemeHTa

MNepurogoHTanbHbIl (PEDS)

Taxkenbin n prJJ,HOpa3peIJJI/IMbII7I NePNOAOHTUT C PaHHEro AeTCTBa; OTCTO-
AlWlaA necHa; I'IpeTI/I6I/IaJ1beIe GNALWKY; cemeiiHas ncTopwmA, oteeyarowan
KNNHUYECKUM KpUTepmnam

[pynna F — HapylleHna BHYTpUKe

TOYHbIX NpoLeccos

CnoHaunogucniacTuyeckni
(cpEDS - CLK39A13)

HW3KUIM pocT; MblleYHasa rMnoToHUsA (OT TAXKENON NpY POXAEHUN A0
MATKOW); UICKPUBJIEHNE KOHEYHOCTEW

CrHAPOM XpynKoW porosuLbl
(BCS)

ToHKkas porosuLa c/6e3 pa3pblBOB; paHHee Hauasio MPOrpeccrpyoLLero
KepaTOKOHYCa; paHHee Hayano nporpeccrpyloLero kepatornobyca;
rony6ble cknepbl

HeyTouHeHHble Gopmbl

Tunepmo6unbHbin (hEDS)

rl/ll'lepM06I/U'IbHOCTb CyCTaBOB, rMNeppacTAXXMMOCTb KOXW, «BEJIbBETO-
BaA» TEKCTYPa KON

Table 4
Grouping of the types of Ehlers-Danlos synd

rome depending on genetic and pathogenetic mechanisms and large clinical criteria

Types of Ehlers-Danlos syndrome

Major criteria

GROUP A - Disorders of collagen primary structure and collagen processing

Classical (cEDS)

Skin hyperextensibility and atrophic scarring, generalized joint hypermobility

Vascular (VEDS)

Family history of vVEDS with documented causative variant in COL3A1, arterial rupture at a young
age, spontaneous sigmoid colon perforation in the absence of known diverticular disease or
other bowel pathology, uterine rupture during the third trimester in the absence of previous
C-section and/or severe peripartum perineum tears, carotid-cavernous sinus fistula formation in
the absence of trauma

Arthrochalasia (aEDS)

Congenital bilateral hip dislocation, severe generalized joint hypermobility, with multiple
dislocaions/subluxations, skin hyperextensibility

Dermatosparaxis (dEDS)

Extreme skin fragility with congenital or postnatal skin tears, characteristic craniofacial features,
which are evident at birth or early infancy, or evolve later in childhood, redundant, almost lax skin,
with excessive skin folds at the wrists and ankles, increased palmar wrinkling, severe bruisability
with a risk of subcutaneous hematomas and haemorrhage, umbilical hernia, postnatal growth
retardation, short limbs, hand and feet, perinatal complications due to connective tissue fragility

Cardiac-valvular (cvEDS)

Severe progressive cardiac-valvular problems (aortic valve, mitral valve), skin involvement: skin
hyperextensibility, atrophic scars, thin skin, easy bruising, joint hypermobility (generalized or
restricted to small joints)

GROUP B - Disorders of collagen folding and c

ollagen cross-linking

Kyphoscoliotic (kEDS - PLOD; FKBP14)

Congenital muscle hypotonia, congenital or early onset kypho-scoliosis (progressive or non-
progressive), generalized joint hypermobility with dislocations/subluxaions (shoulders, hips, and
knees in particular)

GROUP C - Disorders of structure and function of myomatrix, the interface between muscle and ECM

Classical-like (clEDS)

Skin hyperextensibility, with velvety skin texture and absence of atrophic scarring, generalized
joint hypermobility with or without recurrent dislocations (most commonly shoulder and ankle),
easy bruisable skin/spontaneous ecchymoses

Myopathic (mEDS)

Congenital muscle hypotonia, and/ or muscle atrophy that improves with age, proximal joint
contractures (knee, hip, and elbow), hypermobility of distal joints

GROUP D - Disorders of glycosaminoglycan bi

osynthesis

Spondylodysplastic (SpEDS - B4GALT7;
B3GALT6)

Short stature (progressive in childhood), muscle hypotonia (ranging from severe congenital to
mild later-onset), bowing of limbs

Musculocontractural (mcEDS - CHST14; DSE)

Congenital multiple contractures, characteristically adduction-flexion contractures and/or talipes
equinovarus (clubfoot), typical craniofacial features that are evident at birth or in early infancy,
typical cutaneous features including skin hyperextensibility, easy bruisability, skin fragility with
atrophic scars, increased palmar wrinkling
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Table 4 end

GROUP E - Disorders of complement pathway

Periodontal (pEDS)

Severe and intractable periodontitis of early onset (childhood or adolescence), lack of attached
gingiva, pretibial plaques, family history of a first-degree relative who meets clinical criteria

GROUP F - Disorders of intracellular processes

Spondylodysplastic (cpEDS - CLK39A13)

Short stature (progressive in childhood), muscle hypotonia (ranging from severe congenital to
mild later-onset), bowing of limbs

Brittle Cornea Syndrome (BCS)

Thin cornea, with or without rupture (central corneal thickness often <400 mm), early onset
progressive keratoconus, early onset progressive keratoglobus, blue sclerae

Unresolved forms of EDS

Hypermobile (hEDS)

Joint hypermobility, skin hyperextensibility, unusually soft or velvety skin
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PacnpocTpaHeHHOCTb

PacnpocTtpaHeHHOCTb cnHapomMa dnepca — [laHNo CcoCTaBnAeT OKOJO
1:5000 nonynAunm gNa BCeX TMNOB, NPX 3TOM KNacCUYeCKnin 1 rmnepmo-
6UNbHBIN TUNbI BCTpeYatoTca B 90% Bcex 3aperncTprpoBaHHbIX Clyyaes
[41, 42].

KnuHunyeckne npusHakmn

Ina 6onbWMHCTBA TMMNOB CMHAPOMa Jnepca — [laHno xapakTepHbIMU
npu3HaKamy ABNAIOTCA N3MEHEHNA KOXKU 1 cycTaBoB [41]. BmecTe ¢ Tem Ha-
pyLeHVA coeanHUTENbHOM TKaHW NPUCYTCTBYIOT BO MHOTMX OpraHax u u3-
MEHSAIOT GYHKLMOHANIbHOE COCTOAAHNE MHOTUX CUCTEM OpraHu3ma.

Cnepytowne KNMHUYeCKne 0cobeHHOCTN XapaKTepHbl ANiA BCEX TUMOB
CMHApPOMa dnepca — [JaHno B pa3nmyHbIX KOMOMHaLuusx [40, 41]:

B KO’Ka: NOBbILUIEHHAA PaCcTAXKMMOCTb U XPYMKOCTb, Ierkoe NoABfieHne Cu-
HAKOB, Pa3pblBOB KOXW;

B CyCTaBbl: FeHepann3oBaHHas rMnepmobubHOCTb, pes planus; crnoHTaH-
Hble AMCNOKaLUMM N NOABbIBUXY;

B CepAeyHO-COCyAMCTble: BEreTaTvBHble HapyLeHWs; NMOPOoKU KnarnaHoB
cepaua, paclimpeHne/aHeBpr3ma aopTbl, NPY COCYANCTOM TUMeE — pas-
pbiBbl apTepranbHbIX COCY0B;

B KeNny[OUYHO-KULIEYHDIA TPaKT: abAoMWHaNr1, CUHAPOM pa3apaKkeH-
HOrO KMLLIEYHNKA, 3aMnopbl, NPV HEKOTOPbIX NMOATUMNAX — AVBEPTUKYJIbI 1
pa3pbIBbl KULIEYHMKA, NPOANC NPAMOWN KALLIKK;

B CKeNleTHO-MbllleYyHasa CUCTEMA: FPbIXKK, CHUXKEHME TOHYCa MblLULL, 3aMef-
NeHHoe MOTOPHOE pa3BUTKE, NMPY HEKOTOPbIX TUMaxX KNMGOCKONMNO03, aHo-
Manum 3y6os;

B OopraHbl 3peHnA: NPV HEKOTOPbLIX TUMax aHOManMK rnasHoro A6soka u
poroBuLbl;

OpraHbl Ciyxa: WYyMm B yLlax (c1laboCTb KpenieHus ClyXOBblX KOCTOUEK);

yporeHuTasnbHble OpraHbl: Nponanc Bnaranuila u MaTku, akyllepckue

OCNIOKHEHNA — paHHWUA pa3pblB 060NOYKM MNNIofda, CTPEMUTESIbHbIE

pogbl, TPaBMbl MPOMEXHOCTY Y BaranuLia; npy COCyancTom Tune (pea-

KO) — pa3pbIB MaTKn BO Bpemsa 6epeMeHHOCTH.

CeppeyHo-cocyancTble HapYLLIEHUs B BUAE PacIVMPEHUs], aHEBPU3MbI,
MaTonornyeckon M3BUTOCTYM, Pa3pbiBOB apTepurarnbHbIX COCYAOB, pacliu-
peHun/aHeBpM3MbI TPYAHON MM OGPIOLIHON aopTbl BCTPEYAOTCA Npenmy-
LLIeCTBEHHO MpY COCYANCTOM TuMe cuHapomMa dnepca — [laHno BcnencTeme
YMeHbLUEeHNA cofepaHna HopmanbHOro KonnareHa tmna lll B cteHke cocy-
na[41,43].
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Mpwn Knaccmueckom Tune n3penka obHapyKMBaKOT aHEBPU3MbI 1 NCCEK-
LMo apTepuin cpeaHero Kannbpa. B ciyyae cocyguctoro Tvna, BCTpeyvatoLle-
roca pegko (1:90 000 HaceneHus, 5-10% cpenu Bcex TMNOB), ABAAIOLLEroca
CaMbIM TS>KeJSIbIM TUMOM CUHAPOMa 3nepca — [laHno, KatacTpoduyecknin nc-
xof obycnoBneH BHe3amnHbIM pa3pbiBOM NobOI apTepun Yenoseka [44, 45].
B nccnepoBaHMAx naumeHToB C CMHAPOMOM dnepca — [laHno cocyamcToro
TMNa OTMeYeHbl aHeBPU3Mbl W CMOHTAHHbIE Pa3PblBbl COHHbIX, MAEYEeBbIX,
NOAKMOUYNYHBIX, NOKTEBbIX apTepuii; apTepuanbHbIX COCYAOB CPEAHEro Ka-
nmbpa opraHoB OGPIOLIHON NMONOCTY — MOYEYHON, MEYEHOYHOW, CeNle3eHoY-
HOW; MOAB3AOLLHbIX 1 6eApPEHHbIX; ANCCEKLMSA KOPOHapHOW apTepun [44-46].

Mpwn cocygmcTom TUnNe AMCCeKUMA AN pa3pbiB aopTbl MO0 ee BeTBel
npouncxoaaT 6e3 NnpefBapuTeNbHOrO paclMpeHnsa/aHeBPM3MbI, YTO NPUBO-
OWT K BbICOKOI cMepTHOCTK [41].

MaTtonorua KnanaHoB cepAua NpeacTaBneHa ABYCTBOPYATbIM aopTasib-
HbIM K/lanaHoM, NposiabupoBaHreM CTBOPOK TPEXCTBOPYATOrO Y MUTPasb-
HOro KnamnaHa, 4acTo npu cepaeyHo-KanaHHOM, COCYAUCTOM 1 pexe npu
apyrnx mnax [11, 41, 46]. BpoxkaeHHble MOPOKM cepALia BCTPeYaloTCa peako
B BUJe CTeHO3a JIero4YHOoN apTepui, AedeKkTa MeXKeny[oUKOBOWN NN MeX-
npencepaHon neperopoaku [47].

lMnonnasunio apTepranbHbIX COCYA0B, TIOMKOCTb Kanuanapos, KPOBOTO-
YMBOCTb ieCEH, HOCOBbIE KPOBOTEYEHWS, BAPUKO3HYIO 60N1€3Hb BEH HUMHIX
KOHeuHocTel, deHomeH PeliHO 1 peTuKynapHoe NMBeso OGHAPYXMBAIOT
penko y B3pocnbix Nogen ¢ cuHapomom Inepca — [aHno [48].

CpeaHAa NPOJOIKNTENBHOCTb XMU3HWU Y MALMEHTOB C COCYANCTbIM TU-
nom cuHapoma dnepca - flaHno coctaBnsaet 48 neT, Npu 3ToM B 60SbLUINH-
cTBe cnyyaeB (79%) cmepTb HacTymnaeT OT pa3pbiBa/ANCCEKLUN aOPTbl UK
apTepuanbHbIX COCYA0B (MO3roBblX, BETBEWN rPyAHON aopThl, cepaua, neye-
HW, CeneseHKn) UIN OpraHoB — MaTKK (BO BpeMsi 6epeMeHHOCTI), XenyaKa,
KuweyHnka. CpegHuin BO3pacT NauyMeHTa C NepBbiM COCYANCTbIM OCSIOXHEe-
Huem coctasun 30 net [49].

[marHocTka cocyauctoro Tvna cMHApomMa dnepca — [laHno OCHOBbI-
BaeTcA Ha 60nbwyx (Tabn. 4) 1 ManbiX KIMHUYECKNX MPU3HAKaX: KPOBOW3-
JINSHUA Ha KOXXe B HEOObIYHbIX y4yacTKax (LieKu, CrvHa), He CBsi3aHHble C
TpaBMaMui; TOHKasa MOMynpo3payvHas Koxa C BUAVMOMN BEHO3HOWN CeTblo;
XapaKkTepHoe NnUOo: «IMLO MAAOHHbI», MArKME YLIHble PakOBWUHbI, Y3Kue
KpacHble rybbl, TOHKUI HOC, BbINYK/Ible rNna3a; CNOHTaHHbIA MHEBMOTOPAKC;
aKporepus; KOoConamnocTb 3KBUHOBapYCHasA; BPOXAEHHaA AUCNOKaLuA Ta-
306epEHHOr0 CycTaBa; rMnepmMobUIbHOCTb MENKMX CYCTaBOB; Pa3pbiBbl
MbILLL, M CYXOXMINI; KEPATOKOHYC; peLeccus n XpynkocTb 1eCeH; paHHee
pa3BuUTME BapMKO3HbIX BeH [41].

MonekynapHo-reHeTYeCcKMe WNCCNefoBaHMA C onpefefieHnemM aHo-
ManbHOro npokonnareHa lll Tuna B KynbType KoxHbIx ¢prbpobnactos mnu
BblIABNEHNeM MyTauumm B reHe npokonnareHa lll tuna (COL3A1) nogreepaa-
0T AnarHo3 cocyamctoro tmna [49].

C yenbio NPoGUNAKTUKM COCYANCTbIX OCNTOMKHEHWI NPY CUHAPOME nep-
ca - [laHno, TaK e Kak npu cungpome Jloreca — Autua, npoeogaat KT nnun
MPT-aHrnorpaduio ot ronosbl fo Ta3a Yepe3 6 MecALEeB OT YCTaHOBMEHMUSA
AnarHosa, ganee yepes 1-2 roga. CMepTHOCTb NOCNe XMpypruyeckoro sme-
LaTeNnbCcTBa Ha cocyaax npu cnHapome Jloeca — [inTua coctasnaet 1,7%
npotus 45% npu cuHagpome dnepca — Janno [24, 38].
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Ta6bnuua 5

MokasaHuA K XMpyprnyeckomy neyeHunto rpyaHoi aopTbl B 3aBMCMMOCTH OT AnaMeTpa npu CUHApoMax
MapdaHa, Jloieca - inTua, dnepca - laHno

CuHgpombli

[inameTp rpyaHoii aopThbl

B nonynauyun

>5,0 cm.
Pacwwnpenue >0,5 cm/rog

CuHpgpom MapdodaHa

>5,0 cm 6e3 paKkTopoB pUCKa;

>4,5 cm ¢ daKTopaMm prcKa: CemelriHan UCTOPUA ANCCEKLNM, paclumpeHne
>3-5 Mm/rog, TsKenas aopTalibHas peryprutauus, niaHupoBaHme 6epemeH-
HOCTU

CunHppom Jloneca — Autua

24,2 CM Npwn YpecnuiLeBOAHOI 3xoKapavorpadum,
>4,4-4,6 cm npw KT nnn MPT-aHruorpadum

CuHppom dnepca - [laHno BbICOKOV CMePTHOCTY MOC/1e XNPYPrYeckoro BMeLlaTeNnbCTBa U Anccekumnm/

Ponb I'IpOd)VIJ'IaKTI/NECKOI’O onepaTtnBHOro nevyeHnAa He yctaHOBNEHa 13-3a

paspbiBa aopTbl 6€3 NpeALecTByOLWEro pPacluMpeHs/aHeBPU3MbI

Table 5

Indications for surgical treatment of the thoracic aorta depending on the di in Marfan syndrome, Loyes-Dietz syndrome, Ehlers-

Danlos syndrome

Syndromes

Thoracic aorta diameter

In the population

25,0 cm.
Extension >0,5 cm /year

Marfan syndrome

>5,0 cm without risk factors
>4,5 cm with risk factors: family history of dissection, extension >3-5 mm/year, severe aortic
regurgitation, pregnancy planning

Loeys-Dietz syndrome

>4,2 cm with transesophageal echocardiography,
24,4-4,6 cm with computed tomography or magnetic resonance imaging - angiography

Ehlers-Danlos syndrome

The role of prophylactic surgery has not been revealed due to high mortality after surgery and aortic
dissection/rupture without prior enlargement/aneurysm
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B otnnuue ot cuHgpomos MapdaHa u Jloieca — AnTtua npegynpeautb
pa3BuTEe COCYANCTbIX OC/IOXKHEHUN Y MaLMEHTOB C CUHAPOMOM dnepca —
[laHno npaKTnYeckn HeBO3MOXHO (Tabn. 5).

MokazaHua K nNpodunakTUUeckomy XMpypruyeckomy JieyeHuio pac-
LUMPEHMA/AHEBPU3MBI aOPTbl He pa3paboTaHbl Mpu CUHAPOME dnepca —
NaHno [38].

B 3AKJ/TIOYEHNE

HecmoTpa Ha HeBbICOKYIO pacnpoCTpaHeHHOCTb cuHapomoB MapdaHa,
Jloneca - Autua n dnepca — [laHno, OCNOXHEHWA, BO3HMKAaOLWMWE B MOSIOAOM
TPYAOCNOCO6HOM BO3pacTe yenoBeka, 06ycnioBANBaIOT LiesieHanpaBaeHHbIN
noucK maTonorum cepaua u cocynos. [lnarHoctrka 3aboneBaHuii No Knu-
HUYEeCKUM Npri3HaKam, GeHOTMMy MO3BOANUT B GOMbLUMHCTBE CJlyYaeB CBO-
€BPEMEHHO BbIMONIHUTb MHCTPYMEHTaNbHble MCCNefoBaHuA (3XoKapamo-
rpadmnyeckoe, KT n MPT c aHrnorpadueir) ans MopGoMeTPUUECKOI OLIEHKN
COCTOAHMA cepAeUHo-cocyancTon cuctembl. Mpu TunuyHbix gna HHCT cnH-
apomax MapdaHa, Jloieca — Autua v dnepca — [aHno BbISBNAOT onpege-
NEeHHyo cTeneHb GeHOTUMNYECKOTO «MepeKpbITUA» CEPAEYHO-COCYANCTBIX,
CKENETHbIX 1 KOXHbIX NPU3HAKOB. BmecTe ¢ TeM TeyeHMe KnanaHHOro 1 Cocy-
JMCTOro NOpPaXeHns 3aBUCUT OT CTPYKTYPHbIX 0COBEHHOCTeN CoeaUHNTENb-
HOW TKaHW, CGOPMMPOBABLUMXCA B Pe3ysibTaTe reHeTMYECKMX HapYLUEHWIA,
PasnUUHBbIX MPY KaXaoM U3 OMUCAHHbIX CUHAPOMOB. OLeHKa COBOKYMHbIX

"Cardiology in Belarus', 2021, volume 13, N¢ 4



0630pbl 1 nekunn

NPn3HaKoB 3aboneBaHun, BKIKOYaOWMX pe3ynbTaTbl KIMHNYECKNX N MOoNe-
KYNAPHO-reHeTU4YeCKnX MCCrie[oBaHnin, ABNAETCA BaXKHOW AN Bbl60pa npa-
BUJIbHOW TaKTUKU NIEYEHUA N Ha6ﬂ|0ﬂeHI/I$| 3a nayneHTom.

KoHdnukT nHtepecos. ABTop 3aABnsAeT 06 OTCYTCTBMM KOHONNKTA UH-

Tepecos.
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