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O6ocHoBanme. CruppoM Jloeca — [InTiia — pefKoe ayTOCOMHO-JOMMHAHTHOe 3a00jIeBaHMe COENVHUTENbHON TKaHM,
XapaKTepy3ylolieecs aTOMIOTMeEl CO CTOPOHBI CEPAEYHO-COCYAMUCTON CUCTEMBl B COYETAaHUM C Pas/IMYHBIMM aHOMAJINU-
SAMM OIIOPHO-IBUIATE/IbHOIO alllapaTa. B coBpeMeHHOII /UTepaType HeT JaHHBIX O 4aCTOTe BCTPEYAeMOCTU IIATOJIO-
TU, @ TAKXKe He OMMCAH ATOPUTM OOC/Ie[OBAHMSA I JIEYeHNUS MALMEHTOB C JAHHBIM CUHIPOMOM.

Knuunyeckoe Habmrogenne. [IpencraBreHo KnnHMYeCcKoe Hab/IIOfeHMe TaleHTa 7 eT ¢ cuugpomoM Jloeca — Iutiia
C TeHeTUYeCKY MOATBEP)KAEHHBIM [1MarHO30M.

O6cyxpenue. IIpuBeneH 0630p MUTepaTypsl, paCCMOTPEHBI BOIIPOCH AMATHOCTUKY U AuddepeHInanbHoil a1arHo-
CTMKM, a TaKKe KIMHMYecKass KapTuHa cuHfpoMma. OCHOBHBIMM cuMITOMaMmy cuHppoma Jloeca — [Jutma ABIA0OTCA
aHeBPU3MBI apTepumii (Yalle BCero KOPHS aOpThl), U3BMIMCTOCTb apTepuil (IpeMMYI[eCTBEHHO COCYHOB Ileu), Ii-
HepTe/IOpMU3M ¥ paclleIUIeHHbI VIN IMVPOKMIL A3bIM0K. OfHAKO JaHHBIe MPU3HAKY He BCErfa IPUCYTCTBYIOT y BCeX
[IALMEHTOB C 9TUM 3a00JIeBaHMEM.

3akmiouenne. [eHeTuyeckass Bepudukanysa 3abomeBaHms, a TakKKe MYIbTUAUCUUIUIMHAPHBIN MOAXOJ K JT€4eHUI0
¢ 00s13aTeNIbHBIM AMHAMUYECKVM HAOJIOfleHMeM TaKUX CIIELMaIiCTOB, KaK KapAMOJIOL, HeBpPOJIOT, OPTOIeH, Iefuarp,
IIO3BOJIAIOT NPERYNpeX/aTh PasBUTHE OCTOXXHEHUII M YBEIMYMBATh IPORO/DKUTENIBHOCTD XXVSHY ITAIVIEHTOB C CYH-
npomoM Jloeca — [Iutna.

KnroueBbie cmoBa: cuuppoMm Jloeca — [JuTia; aHeBpu3Ma M pacCiOeHMe aoOpThI; reHepannM3oBaHHas M3BUTOCTb apTe-
puit; Tpanchopmupyowuit pakTop pocra .
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Background. The Loeys-Dietz syndrome is a rare autosomal dominant connective tissue disorder characterized by the
pathology of the cardiovascular system in combination with various anomalies of the musculoskeletal system. In modern
literature, there is neither any information about the frequency of pathology nor any algorithm of examination and
treatment for patients with this syndrome.

Clinical case. The article presents a clinical observation of a 7-year-old patient with Loeys-Dietz syndrome with
a genetically confirmed diagnosis.

Discussion. This article provided a literature review, examined diagnosis issues and differential diagnosis, and presented
the clinical picture of the syndrome. The main symptoms of Loeys-Dietz syndrome are artery aneurysms (most often
in the aortic root), arterial tortuosity (mainly the vessels of the neck), hypertelorism, and bifid (split) or broad uvula.
However, the combination of these symptoms is not found in all patients with this disease.

Conclusions. The article emphasized the importance of a genetic verification of the disease, as well as a multidisciplinary
approach to treatment with mandatory dynamic monitoring by specialists such as a cardiologist, neurologist, orthopedist, and
pediatrician, which help prevent the development of complications and increase the life expectancy of this group of patients.

Keywords: Loeys—Dietz syndrome; aneurysm and dissection of the aorta; generalized tortuosity of the artery;

transforming growth factor-p.

Cunppom Jloeca - Iutua (Loeys-Dietz) — pep-
KOe ayTOCOMHO-JIOMMHAHTHOe 3a00jIeBaHMe COefu-
HUTEJIbHOM TKaHM, XapaKTepU3yIollleecs MaTONIOoTeNn
CO CTOPOHBI CepfieYHO-COCYUCTON CUCTEeMBbI (aHEeB-
pU3MaTH4ecKoe pacilyMpeHye U pacCloeHye a0pPThI
U JpYTUX apTepuil CpefHero U KpyImHOTo Kaauopa,
reHepa/M30BaHHasl M3BUTOCTb apTepUil C arpeccus-
HBIM XapaKTepoM IIPOTPeCcCHpPOBaHNA) B COUYETAHUMN
C Pa3sINYHBIMYM aHOMA/INAMM ONOPHO-IBUTATENTbHO
cucremsl [1].

BriepBble faHHOe 3aboneBaHMe OBIJIO OMMCAHO
6enpruiickuM BpadoM Bart L. Loeys u aMepukaHCKUM
BpayoMm Harry S. Dietz B 2005 1. [2, 3]. ITo MHeHuI0
aBTOPOB, KOHKPETHBIX KIVMHNYECKUX KPUTEPUEB JjaH-
HOTO CMHZIpOMA He CYIeCTBYeT, a KJIMHWYeCKUI Ana-
THO3 JOJ/DKEH OBbITh IOATBEPXK/EH MOJIEKY/ISIPHO-TeHe-
TUYECKUM TECTOM C OOHapy)XeHMeM CIen(puecKnx
myTtanuit [1].

BepoATHOCTD poxkpeHMs peGeHKa C JaHHOI IIa-
TOJIOTMEN, eCV OfMH U3 PORUTeNell CTpajfiaeT CUH-
npomoM Jloeca — Jutna, cocrasnseTr 50 %. Okoino
25 % manueHTOB MMEIT OMM3KUX POACTBEHHUKOB

Tabanua 1

Tunbl cuHapoma Aoeca — Autua

Tun Xpomocoma Ten
Cunppowm Jloeca - [Intua 9q22.33 TGFBRI1
1-ro Tuma
Cunppowm Jloeca - [Intna 3q24.1 TGFBR2
2-ro THIIa
Cunppowm Jloeca - [Intia 15q22.33 SMAD3
3-ro tuma
Cunppowm Jloeca - [Intua 1q41 TGFB2
4-ro Tuma
Cunppom Jloeca - Iutna 14q24.3 TGFB3
5-ro Tuma
Cuappowm Jloeca - [Intna Hert SMAD?2
6-TO THUIIA TTAHHBIX

C TAaKMM K€ JMarHo3oM, B 75 % cny4aeB 3aboneBaHNe
BO3HUKaeET de novo [4].

[IpumepHO Tpu 4YeTBEPTM IALMEHTOB C CUHIPO-
moM Jloeca — [Iutia 06/magar0T XapakTePHBIMU Kpa-
HUAJIbHBIMM ¥ JIUIIEBBIMU MIPU3HAKaMU 3a00/IeBaHNs
(paciuenuua HEGA, TUIIEPTENOPU3M /MM KPAHUOCK-
HOCTO3) [4]. KnuHuvecku cMHAPOM OOBIYHO HPOSB-
JI5IeTCsl B TeYeHVe TIePBOTO Tofa >KM3HM, B TOM YMCIIe
U Cpasy IOC/Ie POXKIEHNs, HO IlepBble NPU3HAKYM MO-
TYT MOSBUTHCS U B 3pesioM Bospacte [5-7]. V3Bect-
HbI COOOIEHNA O BBIABAEHUM CUMIITOMOB 3TOTO CUH-
npoma y mropa [8-10].

3abojeBaHMe XapaKTepusyeTcs HeOIarompusir-
HBIM IIPOrHO30M. JlaHHbBIE O CpefHell IPOJO/LKUTEIb-
HOCTU >KVM3HU IMALMEHTOB C cuHApoMoM Jloeca — [Jut-
I1a pasnu4yHble — OT 26 1o 37 net [2, 11]. JleranbHblit
JICXOJ], 0OBIYHO HACTYIIAeT U3-3a PACCIOCHNS WU Pa3-
pbIBa aHEBPM3MBI A0PTHI, APYIUX apTepuil KPYHMHOTo
Kajmubpa U BHYTPUYEPEIHBIX KpOBOM3MUAHMIT [12].

leHeTuvyeckuMu npuumHamu cuHzpoma Jloe-
ca — JluTna SABIAIOTCA MyTaluy B TeHaX, KOAUPYIO-
VX peLenTopbl TpaHcopMmupylolero gpakropa po-
cra B, u B, (TGFBRI u TGFBR2) [1]. BnocnenctBun
65110 omnpefeneHo, 4To Myrauuu B rene SMADS3,
B IeHax-JIUraHfax TpaHcpopmupymoiero ¢pakropa
pocra B, u TpaHcopmupyowero gpakropa pocra B
(TGFB2 u TGFB3) Taxke cBs3aHbl ¢ (eHOTUIINYe-
CKUMM OCOOEHHOCTSIMU, OOYC/IOB/IEHHBIMU CUHJIPO-
moM Jloeca — [Imrua [1, 13-17]. Takum ob6pasom,
MyTalXM BO BCEX ITUX ILATH TeHAX AEMOHCTPUPYIOT
M3MEHEHHYI0 Ilepefiady CUTHA/IOB TpaHCHopMupyo-
mero ¢akropa pocra B (TGF-B), 4T0 KIMHMYECKU
HPOSIB/ISIETCS CXOHBIMU M3MEHEHMSIMM CO CTOPOHBI
CepAeYHO-COCYIUCTOM CUCTEMBI, a TaKXe YeperHo-
JIMLIEBBIMA U CKEJIETHBIMM aHOManusaMu [2, 3, 13-16].
Josephina A. N. Meester et al. (2017) coobuiunm
0 Hajmuumy Lecroro tmma cuHpApoma Jloeca — [lutna
¢ nedexToM B reHe SMAD2 6e3 yTOUHEHNA KIMHIYe-
ckux ocobennocren [18] (tabmn. 1).
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Mbl He OOHapyXunM B JIUTepaType ONMCAHUSA
K/IVHVYECKUX TNPU3HAKOB, XapaKTepPHBIX I KOH-
KPeTHOTO TUIIa CMHApOMA. [l OATBep>KAeHN ya-
THO3a 1 ero BepuduKanuy HeoOXOAMMO IIpOBefeHNe
MOJIEKY/IIPHO-TEHETUYECKOTO MCCIIEOBAHNA C IIE/IbI0
BBISIBIEHNs CIIelnPUIeCKIX MYTaLUIL.

J1OCTOBEpHO OIIeHUTHh YACTOTy BCTPEYaeMOCTHU
cuHgpoMa Jloeca — [lutna B mONyIALMM B HACTO-
sAlllee BpeMs He HpPeCTaBIAETCS BO3MOXHBIM BBI-
Iy OTCYTCTBUA MAacCIITaOHBIX SIUIEMMOIOTMYECKUX
MCCIeJOBaHMIA.

KAMHMueckoe HaDAOAEHHE

[Tox HammM HaOMIOfeHNMEM HAXOAUTCA Ma/lb4MK
7 7eT ¢ HMOpPOKaMM Pa3BUTUA BEPXHUX M HIDKHUX
KOHEYHOCTEN, IaTONOTuel CepedHO-COCYJUCTON
U HepBHOII cucreM. VI3 aHaMHe3a M3BECTHO, YTO pe-
0eHOK OT IATOJ OepeMeHHOCTH, NMPOTEeKaBIIel Ha
¢doHe TOKCMKO3a. Popbl TpeTby CpOYHBIE OlepaTUB-
Hbple. HacnencTBeHHbII aHaMHe3 10 OCHOBHOMY 3a-
6oneBaHuio He oTAromeH. B I Tpumectpe Gepemen-
HocTu MaThb nepeHecna OPBJ, a Takxke monydvana
aHTMOAKTepUATbHYIO TePANNIO IPOTUB XTAMIUAVITHON
nHpexnun. IIpn CKPMHMHTOBOM YIbTPa3BYKOBOM
obcnenoBanum Ha 32-33-11 Hefene GepeMeHHOCTH
y IUIOfa BbIABJIEHBI IIPU3HAKM BPOX/IEHHON KOCO/a-
noctu. Bec pebenka npu poxxpenuu — 3500 1, aymmHa
Tena — 54 cM. Ilpy nmepBoM KIMHMYECKOM OCMOTpe
oOHapy>KeHbl BPOXKJIeHHas KOCOJANOCTD, Aedopma-
UM KNUCTeH, MPU3HAKM YepenHO-INIeBOT0 TVMOP-
¢usma, rugpouedanus. C Bozpacta 2 MeC. B OHOM
U3 JIedeOHBIX yupexeHuit Poccuy mpoBoamiocs je-
yeHMe Kocomanoctu 1mo Meronauke IloHcetu. B 2 roma
Ma/Ib4MKy OblIa BBINIOJIHEHA ONlepauys — 3afHMil
penn3 TO/IEHOCTOIIHOTO ¥ IOATApaHHOIO CYCTABOB,
TPAHCIO3UIVA CYXOXWINI IepefHeil 6onbliebepro-
BoJi MpImpl Ha III KIMHOBMAHYI0O KOCTb Ha JTE€BOIN
CTOIIE, TEHOTOMUA CYXOXWINI JJITHHBIX crubarenen
I-V nanbues nesoit cronsl u II-1II manbnes npapoil
CTOIBL

IIpy KIMHMYECKOM OpTONEAMYECKOM OCMOTpeE
pebeHKa Ipy IOCTYIUIEHN! YCTAaHOBJICHO CIefyIolee
(cM. pucyHOK). TemocnoxeHue rumoCTeHUYECKOe.
XOomuT CaMOCTOSATE/NbHO, IPUXPaMbIBasd Ha JIEBYIO
HOTY, C/IerKa crubaeT HOTM B KOJEHHBIX CYCTaBaXx,
IepeKaT CTOIl HapylleH, BapyCHOe I10JI0)KeHJe CTOIL
Yepen pedopmupoBan — ckadoredanus B codera-
HUYM C IPaBOCTOPOHHEN 3aTBUIOYHON Iiarmouneda-
nMei, BBIpakKeHHbIe 0OHbIe OYrpbl. Boicokoe HEGO.
Muxpornarus, perporenus. Koporkas cnmHka Hoca
U TMIIOIIa3usA KpblabeB Hoca. Ivmeprenopusm. Tomy-
Oble cknepbl. Huskoe pacronoxeHne yUIHBIX pako-
BUH. IloBBINIEHHAsA 3MaCTUYHOCTD KOXU. IpymHad
KJIeTKa y3Kas, KiIeBugHasA geopMaiys, OTMedaeTcs

IapacTepHajTbHOE CMMMETPUYHOE BJIaB/IeHMe pebep.
AcuMMeTpMsA HafIIeduii, yrios nonartok. Ocp mo-
3BOHOYHIKA OTKJIOHEHA BIIPABO B IPY/ONOACHUYHOM
oTzene. ACUMMeTpusA IapaBepTeOpaTbHBIX MBIIIIL.
IIpaBocTOpOHHMII TPYRONOACHUYHBIN CKO/MMo3 I cre-
neHn (yron ckommormdeckoin myrm — 9°). OTMeua-
I0TCA IPU3HAKY AMCIVIA3UM COENUHUTEIbHON TKaHM:
U30bITOYHOE pas3rubaHye B JIOKTEBBIX U IIACTHO-
(danaHroBbIX, KOMEHHBIX CycTaBax. PasrmbartenbHble
KOHTPaKTYphl B JIy4e3alACTHBIX CYCTaBaX IACCUBHO
Koppurupymootcsa. Ilepple myd4m KucTeil HaXomATCA
B IOJIOXEHUNM Ommosunuu. Ha mpaBoit KucTu: Cru-
OaTe/IbHbIe KOHTPAKTYPhI B IPOKCUMA/IbHBIX MexXda-
nmaHroBbIx cycrasax III u IV manpues mpaBoit KucTu
nof, yrinom 145°, He Koppurnpyorcs; V manen — Cru-
OaTebHasA KOHTPAKTypa B IIPOKCHMATbHOM Mexda-
JTAHTOBOM CycTaBe Iof yraoM 90°, He KOppurupyer-
ca. Ha neBoit kuctm — crubarenbHble KOHTPAKTYPhI
B IIPOKCUMAaIbHBIX MeX(amaHrosbix cycrasax II, III
IV, V nanbues nop yrioMm 160°, 4acTMYHO KOPPUTHU-
pyloTCcA. YIbHapHas feBuanys V IanblieB 00eux Ku-
creit. OyHKUMs BYCTOPOHHETO CXBaTa 00eMX KUCTeil
coxpaHeHa. B KojleHHBIX cycTaBax crubanme — 30°,
nepepasrubanne — 25°. BambrycHas gedopmanysa
B KOJIEHHBIX CycTaBax: cmpasa — 20°, cmeBa — 10°.
BuyTpeHHAA TOpcuA KocTeil ronmeHu: cnpasa — 20°,
cneBa — 10°. ITpaBas cToma: KaBycHas jedopMarsa
C IpMBeJeHMeM IepeHero OThesna, Bapyc MATOYHON
koctu. JleBas croma: mATo4HasA gedopmanus, YIUIO-
IleHNe MPOJOIbHOTO CBOAA.

ITpy peHTreHONOrNYEeCKOM MCCNIENOBAHUN KUCTEN
U CTOI BBIABJIEHO Crefyloliee. YMEPEHHOE yMEHb-
LIEHMEe pasMepOB KOCTEN JIeEBOM KUCTH, NPUBENEHNE
I manbues xucreit (S > D), BolpakeHHasl yIbHapHaA
IeBMALMA B ISICTHO-(aJaHTOBBIX CycTaBax V IIajb-
neB obeux Kucreil, crubarenbHble KOHTPAKTYpPBHI
U yIbHapHas fieBUalMA B IPOKCUMATbHBIX Mexda-
maHroBbix cycraBax III u IV mampreB obenx Kucreil.
MHoromnockoctHaa aedopmanusa oboux cror. Ilpa-
Bad CTOIA — IIepefHMII OTHEN IPUBENEH, IPU3HAKU
CYNMHALNMY, TafibeBUJHAsA KOCTb B IOJIOXKEHUM BbIpa-
JKEHHOJI HapY)XHO! TBUIbHON HeljeHTpanuu, gedop-
MalysA IPOJONbHOIO CBOIA C JIOKALlMell BepPIIMHBI Ka-
yOANbHO, MPU3HAKM 3KCKaBallMM IIPOJOJIBHOTO CBOJIA,
YMEpEHHBIII 0CTeonopos. JleBas CTOIa — IpUBEJEHA,
IPOMIONBbHBIN CBOJ, 3HAYUTEIbHO YIUIONIEH, BbIpa-
>K€HHas TBIIbHO-BapyCHad JELleHTPalMs JIafbeBU -
HOJ KOCTM (Ha TpaHuIle C IOABBIBUXOM), YMEpeHHOe
yKopoueHne I ImIocHeBO KOCTH, YMEPEHHBII OCTEO-
HOpOo3.

IIpu peHTreHorpa¢uy NO3BOHOYHMKA OTMEYEHO
peskoe BHIIpAM/IeHME (PU3MOTOTNYECKUX U3TUOOB
B CarUTTa/lbHONM IIOCKOCTU, YMEPEHHOE TIOPHO3UPO-
Banue Ha ypoBHe Th,-Th,. Ilepexoc Tasa Bmpaso.
Spina bifida posterior displastica mo3Bonkos S,-S, 6e3
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M3MeHeHNUs pasMepoB II03BOHOYHOTO KaHanma. [Ipm-
3HaKV HeCTaOWIbHOCTU Ha ypoBHe L.-S; (cMejeHue
Te/la NMO3BOHKA Ly kmepenn fo 4 mMm). BeprukanpHoe
HOJIO>KeHNe KpecTIa.

[Tpu axoxkappmorpaduyu ¢ LIBETHBIM IOIJIEPOB-
CKVM JCCIefloBaHMeM ObUI0 0OHapy»eHO HebosblIoe
pacimipenue KOpHs aoptel (go 15 mm). [TaumeHT 6611
KOHCY/IbTMPOBaH KapAamonaorom. 3axmodenne: «Ilato-
JIOTUM Cepflja He BBIABIEHO, HEOOIbIIOE pacIipeHne
KopHA aopTel, HK-0».

Manpunk OB OCMOTpPEH HEeBPOJIOTOM. 3aKIIio-
yeHne: «PesupyanbHas sHiedanonatus, peKoHBa-
NeCleHT BHYTPUXKETYHOYKOBOIO KpPOBOTEYEeHM,
NepUBEHTPUKY/IAPHAsA JIeIKOMalALs, CMellaHHas
coobuarommascs ruapouedanus, ncesgobynbbapHas
DU3apTpusl, MUOIATUYECKUI CHMMITOMOKOMIITIEKC
B CTPYKType IeHeTUIEeCKOTO CHHIPOMa».

[Ipu ocmotpe odranbmosnora ObIM BBISBIIE-
HBl TUIIEPTEIOPU3M, TUIIEPMeTponus cnaboit cTe-
IIeHY, V3MEHEHNUA CO CTOPOHBI IVIA3HOTO JHA OTCYT-
CTBOBAJIN.

C uenbio Bepubukanum 3abomeBaHns ObIIO BBI-
IIOJIHEHO MOJIEKY/ISPHO-TeHeTHu4ecKoe 00cIenoBa-
HI€ METO[JOM TapreHTHoro cexBectpuposanua [JHK
¢ ucronb3oBanueMm mnaHenu «Cumuapom Mapodana
1 MapdaHOnOoZoOHbBIe CHHAPOMBI». VccmemoBaHue
IpOBEIEHO II0 METOAMKE CelIeKTMBHOTO 3axBaTa
yuyactkoB [THK, oTHOcAmMXCcs K KopMpymoommm obmia-
CTSIM T€HOB C M3BECTHBIM KIVHUYECKUM 3Ha4YeHUeM,
B ToM umcie ACTA2, COL3A1, COL5A1, COL5A2,
FBNI, FBN2, MYHI11, SLC2A10, SMAD3, TGFB2,
TGFBR1, TGFBR2. BoisiBNieHa paHee He OIMCAHHAsA
reTepo3UroTHass MyTalusA B 5K30He 6 reHa TGFBR2
(chr3:30715721G>C), npuBopsIas K 3aMeHe aMMHO-
Kucnotrsl B mosunun 485 6enka (p.Arg485Pro,
NM_001024847.2). leTepo3uroTHble MyTallM B IeHe
TGFBR2 omnucaHpl y HaleHTOB ¢ cuHApomoM Jloe-
ca - Iurma 2-ro tuna (OMIM:610168). B manbHeii-
meM peGeHOK ObII KOHCY/IBTMPOBAH I'€HETHKOM U Ha
OCHOBAHUM Pe3y/IbTaTOB 00CIeoBaHNusA ObIT AMarHo-
ctupoBaH cuHpapoM Jloeca — [lutya 2-ro THIA C ayTO-
COMHO-JTOMMHAHTHBIM TUIIOM HAaC/IeOBaHMA.

O0cyxaeHune

OcHoBHBIMU cUMITOMaMu cuHApoma Jloeca —
Hutna sSBIAIOTCA:
* aHeBPU3MBI apTepmit (Jalle BCETO KOPHS aOpThI);
* U3BWINCTOCTb apTepuil (IpeMMYI[eCTBEHHO CO-
CYJOB 1Ien);
* TUIEPTEIOPU3M;
®  pacUIeIUIEHHBIN MM WIMPOKUIA A3BIYOK.
OpHako cregyeT IOMHUTD, YTO JaHHbBIE NpU3HA-
K COYETAIOTCS He Y BCeX MAIVIEHTOB C 9TUM 3aboe-
BaHueM [19].

ITaTonorusa cepaevHO-COCYAMCTON CUCTEMBI
npu cuagpome JIoeca — [lutma

Y maunumentoB ¢ cumHApomoM Jloeca - Jurtna
1-ro M 2-ro TUNA C TSKEJIBIM 4YepelHO-IUIeBbIM
AMMOp(GU3MOM 0COOEHHO BBICOK PUCK paspbiBa aHEB-
pU3M B paHHEM BO3pacTe U IPY MEHBIINX pa3Mepax,
YeM y MAIVeHTOB C M3OMPOBAHHBIMIU aHEBPU3MaMU
COCY[OB WM C IPYTUMM CUHIPOMAaMM, B KIMHNYE-
CKOJl KapTMHe KOTOPBbIX IPUCYTCTBYyeT IaTONOIU-
JyecKkoe pacimimpeHnme aprepuit [2, 3]. B muteparype
€CTb COOOIeHNsI O AMATHOCTMPOBAHHBIX PAcC/IOeHM-
AX aOpTHI y /UI] B Bo3pacTe 3 MeC. U O Iepebpab-
HOM KPOBOM3NUSIHUU B Bo3pacte mo 3 met [20, 21].

Y 6onpubix ¢ curgpomoMm Jloeca — utia 1-ro
U 2-TO TUIIOB 00JIee YaCTO BCTPEYAIOTCS BPOXKIEHHBIE
MOPOKM CepAlia, TaKue KaK JBYCTBOPYATHIN aOpTaslb-
HBIII K/IalaH, fedeKT MeXIpPeCepaHOl eperopoiKu
VI OTKPBITBIN apTepuabHbII IPOTOK, YeM B 001Ieit
nonyynsAuuu [4, 22]. Ilponanc u/mm HeZOCTaTOYHOCTD
MUTPaJbHOIO KjallaHa OT JIETKOM JO TSAXKENOW CTe-
MeHY MOYXHO HaOJII0faTh MPU BCeX TUIAX CUHAPOMA
[13, 22, 23]. MepuarenpbHyI0 apUTMUIO U TUIIEPTPO-
¢uro 1eBOro >Kenmyfodyka Hambojee 4acTo perucTpu-
pyoT y muy, ¢ cunpgpomoM Jloeca — [Iutna 3-ro Tuma
(B24 % cmy4aeB), OfHAKO OHV MOTYT HAO/TIOAThCA y T1a-
IIVIEHTOB U C APYTMMM TUIIaMJ JaHHOTO CMHApoMa [1].
HexoTopble aBTOpBI COOOLIAIOT, YTO IUIIepTPODUA Jie-
BOTO JKeJTy/I04YKa y JIOfeil C 3TUM CHHAPOMOM OOBIU-
HO ObIBaeT JIETKOJl MM YMEPEHHO CTelleHM TSKECTHU
Y BO3HMKAeT IIPM OTCYTCTBUM A0PTaTbHOTO CTEHO3a
VIV apTepuanbHO runepTensun [21, 24]. B.M. Loeys
et al. (2006) u PM. Eckman et al. (2009) omnmcamm
HapylleHye CUCTOMNYECKON (PYHKIMM JIEBOTO YKemy-
mouka y 6onbHbIX cuHpgpomoM Jloeca — [Iutna [3, 25].

ITo muenmno M. Arslan-Kirchner et al. (2011),
BCeM MalueHTaM ¢ cuHapomoM Jloeca — [lutua HeoO-
XOZIMMO TIPOBOIUTD 9XOKapauorpaduieckoe uccieno-
BaHNe KaK MUHMMYM 1 pa3 B TOf [/IA HaOMIOJeHNUA
3a COCTOSAHMEM KOPHS AO0PThbI, BOCXOZAIIEN aOpThI
U KJIaIlaHOB ceppua [26].

Pemenne o mpoBefeHMM oOIepanMy Ha aopTe
OOBIYHO OCHOBBIBAETCSA Ha aHa/IM3e KOMIUIEKCA [laH-
HBIX: JMHAMUYECKOM OIIpefie/IeHNI aHATOMUYEeCKUX
HIOKa3aTesIell aOpThl, PYHKIVM K/IAllaHOB, BBIPAXKEH-
HOCTM HeKapAMaAbHBIX OCOOEHHOCTE, CeMeiTHOM
aHaMHe3e U nHbopMauuM o reHorue (3, 27].

BBy aKTMBHOIO XapakTepa NporpeccupoBa-
HUS aHeBPM3MBI aOpThI M BBICOKOTO pUCKa ee pas-
pbIBa IIOKa3aHMeM K XMPYpPrU4ecKOMY BMeIIaTesb-
CTBY Ha aopTe CIYXXUT pasMep ee KOpHS, PaBHBIN
4,0 cM y B3pocnbix [1]. ¥ mereil omepamuio oTKIa-
OBIBAIOT [0 TeX IOp, IIOKa [MaMeTp KOPHA aopTHI
He yBenmuunrca po 2,0-2,2 cm. Opnako ecnmm pac-
MYpeHNe aopThl NMPOUCXOAUT MefIeHHO, TO B He-
KOTOpBIX C/Iy4asAX y fieTell ollepaliyio BBHINONHAIOT,

B OpTOoneAms, TPABMATOAOTMS M BOCCTAHOBUTEABHAS XMPYPIMI AETCKOrO BO3PACTA.

Tom 8. Beinyck 1. 2020



88

KAMHUMHECKME CAYHAM

KOIZIa pa3Mep KOpPHS aOpThl IPUOIKAETCA K IIOPOTY
4,0 cm [1]. BeicTpoe yBenmmueHne pasMepa AymameTpa
KOpHs aoptel (>0,5 cM B roj) JO/DKHO TaKXe CTaTb
IIOKa3aHMeM K PaHHeNl XUPYyPIrU4ecKol KOppeKLNMU.

OTKpbITOE BOCCTAaHOB/IEHME HUCXO[AMIMX M TOPa-
KOaOJJOMIHA/IbHBIX aHEBPU3M ABJIACTCA IPENIOYTH-
TE/IbHBIM, IIOTOMY YTO SHIOBACKY/LIPHOE BOCCTAHOB-
JIeHVe MO>KeT IPUBECTU K IO3[JHUM OCTOKHEHUSAM
13-32 IPOMIO/DKAIOMIENICA AMIATAllMM 30HBI MM IO-
CTOsIHHOI mepdysum oxHOro mpocsera [20, 26].
CTeHTMpOBaHME MOXeT OBITh ONpaBJaHO IPY HIC-
XOJifillleM pas3pbiBe TPYAHOTO OTHe/Na aOPThl VM LA
o0JeryeHnst CMHAPOMOB runeprnepysnn, Takux Kak
peUMAVBYUPYIOIAsA TUIIEPTEH3UsA VU HelpaBUIbHAS
nep¢ysns NOYEYHON apTepyuy, BTOPMYHAA IO OTHO-
IIEHNIO K OCTpo Amccekiyuy. OnmcaHbl Caydan mon-
HOJ IIO9TAIHO 3aMeHbl aOpThl Yy MALMEHTOB C CUH-
npomoM Jloeca — [Tutia [28]. ITocmeonepannoHHy0
3XOKapAyorpaduio ¢ MHTEpPBAJIOM OT 3 0 6 Mec. pe-
KOMEHJIYIOT BBIIIOJIHATD B T€YeHe Tojia IOC/Ie oIepa-
U U 3aTeM pa3 B 6 mec. [29].

[ToMyMoO AMHAMMYECKOTO HAOMIONEHUA U XUPYp-
TMYECKOM KOPPEKUMM aOPThI ¥ ITOPAYKEHHBIX apTEPUIl
He0oOXOAVIMO MCIIOIb30BATh JIEKAPCTBEHHbIE IIperapa-
TBI, CHIDKAIOLIVe apTepuajlbHOE HaBjIeHMe, 130eraTb
npueMa IeKapCTB, KOTOpble NeICTBYIOT KaK CTUMYIIA-
TOPBI W/IM Ba3OKOHCTPUKTOPBI, a TaKKe OTPaHMYNUTD
¢usnyeckne Harpysku. ITanmeHTaM Cc ZaHHOI IarTo-
JIOTMeNl 3allpeleHbl 3aHATUA crioproM [1]. B cioydae
DVarHOCTUKM cuHApoMa Jloeca — [Iutna y pmereit fo
rofja IMOKAa3aHO Ha3HAa4YeHMe paHHell Tepanmum VHIU-
OuTOpaMy aHTMOTEH3UMH-TIpeBpalianiero GpepmeH-
Ta win Gerta-610KaTopaMy Jisi KOHTPOJISA CKOPOCTU
IporpeccupoBaHMA JUIaTalyuy aopThl [1].

[TaTomornyeckast U3BUTOCTb apTepUil MOXeT OBITh
reHepa/M30BaHHOI, HO Yallle BCero Habimopaercs
B COCY/Jax IIey ¥ TOJIOBBI IPU BCEX TUIIAX CHMHpOMa
Jloeca — lutna [3, 4, 13]. [l IMarHOCTUKM COCTOSI-
HMSL apTepUl CYUTAIOT 1[e/IeCO0OpasHbIM IIPOBEeHIe
MarHUTHO-PE30HAHCHON MM KOMIIBIOTEPHOV aHIMO-
rpaduy C IOCTPOEHMEM TPeXMEpPHBIX M300pa>keHmit
COCYIOB TOJIOBBI, LIIeM, IPyAM, >KMBoTa 1 Tasa. Ilo-
CKOJIBKY IPY MarHMTHO-PE30HAHCHOI ToMorpadumn
OTCYTCTBYeT /IydeBas Harpys3ka, MIMEHHO 3TOMY Me-
TOZLy OTAAIOT npepnoyTeHue. [lomHyo Busyanmsannio
COCYLOB Y fieTeil HeOOXOAMMO OCYILIeCTBIATh IpU
IepBOHAYA/IbHOM [IMATHOCTMKE ¥ 3aTeM C MHTepBa-
JIOM OKOJIO 2 JIeT, e/ He OOHapy>KeHbl aHEeBPU3MBI
u guccekuum [2, 3].

OpTonegnyeckas NaTONOINA PU CHHZPOMe
JIoeca - [Iutma

AnoMmanuu ckeneta npu cuagpome Jloeca — Tutna
BK/TIOYAIOT AedopMaunio TPyAHON KIeTKy (dame —
BOPOHKOOOpasHasi M pexe — KUIeBUJHAsA), IIO-

3BOHOYHUKA (CKOMMO3), KOHEYHOCTel (BpOXKAeHHAas
KOCOJIAIIOCTD, APAaXHOMAKTU/INS, KAaMITONAKTUINS,
BBIBUXM B IISICTHO-(AJaHTOBBIX CYCTaBaX, BBIBUXU
KOCTell IpeAIiedbs, pasrubare/bHble KOHTPAKTY-
pBI CYCTaBOB), a TaK)Ke aHOMa/IMM 4epera. 3aperu-
CTPUPOBAHBI CIyYau TUIEPMOOUTBHOCTY CYCTaBOB,
MHO>XeCTBEHHbIE IIOABBIBUX) CYCTaBOB, BPOXK[eH-
Hble BBIBUXM Oefjpa y maumeHToB ¢ cuHppomoM Jloe-
ca - [lutua [3]. Ha nepBoM ropy »XusHu y Takux jie-
Teil OOBIYHO HAOMIOaeTCs CHVDKEHHBI MBbIIIEeYHbIN
ToHyc. ITpy 3TOM Ba)XHO NMOMHUTD, YTO IIPM BBINOJI-
HEeHUM YIPKHEHUN IS CTUMY/IALUYM TOHYCA MBIIII]
HeoOXO/[ MO MCK/II0YaTh IPUEMbl C IMIIEPIKCTEH-
sueit [5].

V3 medopmaumit CTOI BCTpedaeTcsi KOCOTANOCTD
VIV TJIOCKOCTONMeE. Bpoyk[ieHHass KOCOMANOCThb y Ta-
KIX MAIMEeHTOB XOPOIIO MOALAeTCs KOHCEPBATUBHOIM
Tepanuu, ecnu pedopManus He CUIBHO BbIpaXKeHa.
Xupyprudeckoe BMeELIATeIbCTBO, KaK IPaBU/IO, He
PEKOMEH/IyeTCsl, IIOCKO/IbKY OHO, KaK IPaBUJIO, IIPU-
BOJUT K Ype3MepHOIl KOppeKLuu (Bajbryc 3ajjHero
otpena crombl) [30]. OmeparnBHOe BMeIIATETbCTBO
OpM IJIOCKOCTONMM TAaKXKe He IMOKa3aHO 3a MCKIIIO-
YeHMeM C/Ty4aeB BOSHMKHOBEHMUs CUIBHOTO 60/1eBOrO
CMHZIpOMa, OTpaHMYMBaOIIero Xoanby [1].

ITaTonmorus IIeHOTO OTHeNa IIO3BOHOYHIU-
Ka SIBJISIETCS XapaKTePHBIM HPU3HAKOM CUHAPOMa
Jloeca - Jlutna 1-ro m 2-TO TUIIOB M BCTpedaeTcs
B 51 % cnyyaeB [3, 31]. Hanbonee yacTo BBIABIAIOT
fedeKThl AYT LIEMHBIX TO3BOHKOB, MOABBIBUXY II0-
3BoHKOB C, u C,, mpuBopsIine K HeCTaOUIbHOCTI
IIENTHOTO OTHeIa MTO3BOHOYHMKA [32].

M3 maronoruy mo3BOHOYHMKA Haubojee 94acTo
PasBUBAIOTCA NPOTpecCUpYIOlINe CKOMMOTUYEeCKIe
u kudorudeckue gepopmanun, a TakKe CIOHIUIO-
nucre3. B atoMm cnydae Heo6XomuMoO AuHAMMYeCKOe
HaOJIIofleHNe He peXke OJHOTO pasza B of [0 HACTy-
TUTEHUSA 3PEeNOCTU cKemeTa [3, 29].

OcTeoapTput U 0CTE0APTPO3 SIBIAITCA XapakK-
TEPHOIl 0COOEHHOCTHIO MAIMEHTOB C CUHAPOMOM
Jloeca — Tutna 3-ro Tuna. O6bIYHO apTpO3 MOpaKaeT
KOJIEHHbIe, Ta300elpeHHbIe CYCTaBbl, MEJIKME CyCTa-
BBl PYK M HOT, CyCTaBbl IIO3BOHOYHMKA y>Ke B IOJ-
POCTKOBOM BO3pacTe, B CBA3M C YeM IPOBOASAT KOH-
cepBaTuBHOe eyeHne [13, 21].

B nuteparype mpencTaBneHbl COOOIIEHNs O HU3-
KOVl MMHEPaJAbHON IUIOTHOCTM KOCTHONM TKaHU
Y O YacTBIX Ilepe/ioMaX y MOJIOABIX JIIOfiell ¢ CUHAPO-
MoM Jloeca - Tutia [2, 30, 31].

Jpyrue KIMHM4YecKue MpoOABIeHNA CHHEPOMA
Jloeca - [Iutma

Y nmaumenTos ¢ cungpomoM Jloeca — [Jutia gacto
OTMeYalOT MPU3HAKU YeperHO-TULEeBOT0 AUMOPPU3-
Ma. CYUTAIOT, YTO TUIEPTENOPU3M U aHOMAINU HeoO-
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HOTO A3BIYKA ([IBYNOIbHBIN, IINPOKUI WV I/IHHBIN
SI3BIYOK) SIBJISAIOTCS XapaKTePHBIMM MPU3HAKaMU, Off-
HaKO y MHOTMX IAIVIEeHTOB C JaHHBIM CHHJPOMOM
3TV CHMIITOMBI OTCYTCTBYIOT [1].

Pacmennua HéOGa M KpaHMOCMHOCTO3 Habmmopa-
I0TCSl y NMALIeHTOB C IIePBBIMU ABYMs TUIIAMU CUH-
gpoma. Yalme Bcero oTMevaeTcsl MpeXXAeBpeMeHHOe
3aKpbITHE CAarUTTAJbHOTO LIBa ¢ GopMupoBaHKEM
ponuxonedannuy, HO MOTYT OBITb 3a/lelICTBOBAHBI
U Opyrue MmBHI yepema [1].

Ipyrue depemHo-nauieBble 0COOEHHOCTM CUH-
npoma Jloeca — [luTija mpeacTaBieHbl MUKDPO- VN
peTporHaryueli, YIUIOLIeHMeM CKYJI, BBICOKUMM U IIN-
POKUM 160M C BBICOKOII IlepefiHell TMHMEN POCTa BO-
noc [18].

Bonpuble cunpgpomom Jloeca - [lutua nmopsepske-
HBI BBICOKOMY PMCKY PasBUTHS aJIeprMYeCcKUX pe-
aKLMit, BKIIOYas OpPOHXMAJbHYI aCTMY, HUIIEBYIO
QJUIePTHUIO, aJUIePTUYeCKNii PUHUT, aTOINYeCKU fep-
MatuT u 9k3emy [33]. Ilo manueiM G. MacCarrick
et al. (2014), y manueHTOB € JaHHBIM CUHJPOMOM
B 31 % cny4aeB HaOmojaeTcs NIUIeBas ajlIeprusd
(o cpaBHeHMIO ¢ 6-8 % PacHpPOCTPAaHEHHOCTU Cpeny
HaceneHys B 1emoM). CTeneHb TsDKECTM ajuiepriude-
CKMX peakIuil pasauyHa. AHTUTUCTAMUHHBIE IIpe-
napaTbl PEeKOMEH/IOBAHbBI /IS JIeYeHNUsT KOXKHBIX MK
Oosee JETKMX aIePIMYeCKUX peaKlnil; IpuMeHeHue
aJ[peHO- U CYMIIaTOMJMETMKOB Y JINI] C JAHHBIM CVH-
APOMOM OTPAaHMYEHO M3-3a UX IIPecCOpHOro sddex-
Ta Ha COCYABI, B CBA3U C ITUM UX UCIIO/Ib3OBaHUE
OIIPaBJIaHO JIMIIb B C/TyYasX TsDKETbIX a/JIePrUYecKux
peakumit [1].

Y maunumentoB ¢ cuHApomoM Jloeca - Jurna
2-ro TuIa Ko)ka 6apxaTHas, TOHKas, MOJYIpO3pay-
Has [3], mO3TOMY 3aXMBJIeHMe paH OOBIYHO IIPOVC-
XO[IUT AJIUTENBbHO, a PyOIbl OOBIYHO (OPMUPYIOTCS
arpodudeckue [25].

G. MacCarrick et al. (2014) ormeuarT 605ee
YaCTYI0 BCTPEYaeMOCTb IAXOBBIX, NMYNOYHBIX I'PBIK
y mereit ¢ cuHgpomoM Jloeca — [IuTtna, 4eM B IOMY-
aAnuu B 1enom [1].

B nureparype npepcraBieHsl COOOIEHNs O CIIOH-
TAaHHOM pa3pbIBe KUIIEYHUKA U Cele3€HKY Y MallyieH-
TOB C 3TUM CHMHApoMoM [18].

YMCTBEHHast OTCTa/lIOCTh, HECIIOCOOHOCTD K 00y-
YEeHNMI0 — pefKoe SBJICHNUE Yy JIOfell C JaHHBIM CUH-
IPOMOM U, BEPOSITHO, CBSI3aHO C KPAaHMOCHHOCTO30M
wmu rugpouedanneir. HeT JaHHBIX O HapylleHUM
MEHTa/IbHBIX QYHKUMIT y mul npu cuHpgpome Jloe-
ca - Iutna 3-ro tuma [1].

Manbdopmanusa Apnonbaa — Knapu nmpu stom
CUHJIpOMe HabOIIofaeTcs pefko. MokeT pasBUBaTh-
cs1 ruapouedanus, HO OHa 0OBIYHO He CBsI3aHA C I10-
poxom Kmapu. [lypanbHyo sKTasmio B HacToslee
BpeMs BCe Yallle 0OHAPY)KMBAIOT y MALVIEHTOB C CUH-

npomoM Jloeca — [Iutija, 4TO 0OYCIIOB/ICHO LIVPOKUM
IpUMeHEeHNMeM COBPEMEHHBIX METOMIOB JIy4eBOI [ua-
rHOCTUKHU [29].

Odranpmonorndeckue mpo6aeMsl Ipu CUHIPOME
Jloeca - J[Iutija BK/IIOYAOT Kocormasue (Jaige 5K30-
TponusA), aMOIMONNIO, KaTapakTy. Y /NIl C 3TUM
CHHPOMOM HepefIKO HAaOJIIOfAI0TCs TOyOble CKIIepHI.
brusopykocTb BcTpedaeTcs pepko [3].

Cunppom Jloeca — JIuTija accoMmMpoBaH C BbICO-
KOJI pacpOCTPaHEHHOCTHIO 903MHO(UIBbHOI 60/Ie3HN
xenmynouHo-kumeyHoro tpakra (EGID — eosinophil-
associated gastrointestinal disoders) [32]. ITo jaHHBIM
G. MacCarrick et al. (2014), y manueHToB ¢ JaHHOII
IIaTOJIOTHEll Pa3BMBAIOTCSA S03MHOQUIBHBIN 330(a-
TUT, 903MHOQIbHBIN TaCTPUT U/WIN 303MHODUIb-
HbIIT KomuT [1].

Hetu ¢ cungpomom Jloeca — [IuTLa 4acTo IIOXO
npnbaBysioT B Bece [32].

OcHoBHBbIe cuMnTOMBI cuHApoMma Jloeca — [Iutma
npefcTaBeHsl B Tabm. 2 [19].

[Tpn nedeHNy MAIEHTOB C 3TUM CUHPOMOM He-
00XO¥MO IIOMHUTb O BOSHMKHOBEHUM TaKUX I'PO3-
HBIX OCTIO)KHEHUII, KaK:

1) cMmepTb B pe3ynbraTe pa3pblBa aHEBPU3MbI A0PTHI;

2) MHCY/IBT BCIEACTBUE pa3pblBa aHEBPU3MBI apTe-
puit 1iew;

3) CIIOHTaHHBIN ITHEBMOTOPAKC;

4) TeMONTU3NC;

5) OTCIOVIKA CeTYaTKM;

6) paspbIB HO/IBIX OPraHOB (KMIIEYHMKA, MATKN), Ce-

nesenku [19].

InddepenunanpbHy0 AMATHOCTUKY CUHAPOMA
Jloeca — [lutija ciepyeT MPOBOJUTD C TaKUMM 3a00-
JIeBaHUAMMY, KaK cuHApoMbl Mapdana, buca, Onep-
ca - lanro.

Cunppom Mapdana (Marfan syndrome) nmeer
ayTOCOMHO-JJOMUHAHTHBIN TUII HAC/IeTOBAaHMS U BbI-
3BaH MyTanuaMu rea pubpummmaa-1 (FBNI). Kmoye-
BbIMM IIEPBUYHBIMM MPOSIBJIEHUMU CUHApoMa Map-
daHa ABIAIOTCA AMIaTalus KOPHS aOpThI M 9KTOIMS
xpycramuka. ITo cpaBHeHuIo ¢ cuHApoMoM MapdaHa
y manmeHToB ¢ cuagpomoM Jloeca — [Iutija Habmona-
eTCs 37I0KauyeCTBEHHOE U IIporpeccupylollee TeyeHre
aHeBPM3MbI A0PTHI U U3BWIMICTOCTY COCY/IOB apTepu-
aJIBHOTO PYyC/Ia; aHEBPU3MBI aOPThI MMEIOT TEHJEH-
LU0 PacClalBaTbhCsl U Pa3pblBaThCs NMPU MeEHbIIEM
ArameTpe M B 60/ee MOOLOM BO3pacTe; AaHEBPU3MBI
npu cuHpapoMe Jloeca — [IuTiia He OrpaHMYMBAKOTCA
KOPHEM WJ/IM BOCXOJSIIEl 4acTbI0 aOpThI, YacTO 3a-
TParuBalOT Apyrue KPYIHbIE COCYABI M COCYHBI TO-
noBHOro Mosra [18]. BpoxxjieHHBIe OPOKM cepplia
npu cuHApoMe MapdaHa BCTpedarTcst Topasmo peske
no cpaBHeHUIO ¢ cuHApoMoM Jloeca — [utna [34].
[MnepMoOUIBHOCTD CYCTaBOB HabIOfaeTcst y 60b-
IIMHCTBA MALMEHTOB C CMHApoMoM MapdaHa, B TO
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Tabamua 2

OCHOBHbIE CUMMTOMbI CMHAPOMa Aoeca — AuTua

Jlokanusanus

CHUMIITOMBI

Cepﬂe‘{HO-COCYlU/ICTa}I CuUCTEMA

BposxeHHbIe MOPOKM Cepyilia: OTKPBITHI apTepualbHbI IPOTOK, AedeKT
MEXIIPEICEPAHON MM MEXOKENYL0YKOBOI MEPErOPONKY M ABYCTBOPYATHIN
AOpTa/IbHbII KIallaH

Opran 3peHns

Muomusa (6mM30pyKOCTD)
ITaTomorns rmasHbIX MBI
OTcroeHne ceTyaTkm

YepemnHo-nmuieBas 06/1actb

ITmockme ckymbi

He6ornp1oit HaKIOH BHM3 K I/IasaM
Kpanmnocunocros

Paciiennna néba

Tomy6ple ckepst

Muxkpornatus u/unyu peTporHaTus

IInuHHBIE TMaJbIIbl KUCTEN U CTOIT

OmnopHo-ABUTaTeNIbHBIN anmapaT

Kocomnamoctp
Ckonnos

OcteoapTpur

KoHTpakTypsl manblieB

HecTabumbHOCTD IIETHOTO OT/eNIa MO3BOHOYHNMKA

[MnepMOOMIBHOCTD CYCTaBOB

BoponkoobpasHast fedopmarius IpyfHO KIeTKH/KuieBufHasa gedopma-
Vsl TPYJHOI KIIeTKI

Hopmanbnbiit poct

Koxka

INonynpospaunas

Msrkas mwim 6apxarucras

Jlerko TpaBMUpYeTCs
Atpoduyeckue pyOrpl

IpbDKY IepenHeli OPIONIHOM CTEHKM

ITpoyee

[InmeBass MM 3KOJIOTMYecKas anmeprus
BocnamurenbHble 3a00/1eBaHNSA XKETYLOYHO-KNMIIEYHOTO TPaKTa
ITonble opraHbl (KMIIEYHNK, MaTKa) U Celie3eHKa CKJIOHHBI K Pa3pbIBY

BpeMs Kak mpu cuHApome Jloeca - [IuTma Hamm4dme
3TOrO IpM3HAKa 3aBUCUT OT jedeKTa OIpefesieH-
Horo reHa. IlanuenTtos ¢ cuapgpomom Jloeca - [Iut-
na 3-ro THUIIa Yale BCEero OTINYaeT TUIIePMOONIIb-
HOCTb CYCTaBOB C JleTeHEpaTMBHBIMYU M3MEHEHMSIMU
B HUX [21]. ApaxHomakTmnms 6o/ee BbIpakeHa y Ia-
IVIEHTOB ¢ cuHpoMoM Mapdana. KoHTpakTypsl cy-
CTaBOB y HalMeHTOB ¢ cuHApoMoM Jloeca — [Iutma
ompepensaoTcsa vame. OOLMMU CKeJIeTHBIMU 0CO-
6enHocTsamu cungpoma Jloeca — [lutia u cMHApOMa
MapddaHna SBIAIOTCA CKOMMOTHYECKUe fedopMannn
IIO3BOHOYHVKA, IJIOCKOCTONNe, fehopMannum Ipya-
HOIl KJIeTKY, AypanbHas sKTasus. OTCYTCTBYIOT JaH-
Hble 00 9KTOIMM XPYCTA/INKA y MAIVIEHTOB C CUHAPO-
MoM Jloeca - [luTia, B TO BpeMsA Kak IpU CUHpPOME
Mapdana 3T0 OCHOBHasA OT/INYNTENIbHAA yepra [18].
brusopykocts npu cuHApoMe MapdaHa BcTpedaet-
Cs HaMHOTO 4Yallle, 4yeM Ipu cuHpapoMe Jloeca — [Jut-
na [1]. Tomy6ble ckiepbl ONMMCaHBI y HAI[MeHTOB
¢ cunapomoM Jloeca - [Iutia u 06BIYHO He HaOIIO-
HaloTcsA y /I ¢ cuHapoMoM Mapdgana [3]. Y Heko-
TOpBIX nwofeit ¢ cungpomoM Jloeca — Jutia 6e3 ye-
PENHO-/INIEBBIX 0COOEHHOCTEN KOXXHBbIE NMPU3HAKU

(ToHkas, GapxaTHas, NMOTYIpPO3pavyHas KOXKa) MOTYT
OBITh 3aMETHOJ OT/IMYUTETbHOIN YepTOil B CpaBHe-
HUM ¢ cuHAapoMoM Mapdana [4, 13]. Tuneprenopus-
Ma ¥ aHOMa/IMii HeOHOTO A3bIYKA y MAIVIEHTOB C CUH-
npomoM Mapdana He ommcaHo [18].

Cunppom Onepca - Janno (Ehlers-Danlos syn-
drome — EDS) npepcraBnsier coboit rpymmny 3abo-
JIEBAHMII COENVHUTEIbHON TKaHW, KIVHIYECKU U Te-
HeTHYEeCKM HeOJHOPOAHbIX. [Ipy 3TOM Bce IOATUIIBI
XapaKTepU3yIOTCA aHOMAa/IUAMU KOXM, CBA3OK M CY-
CTaBOB, KPOBEHOCHBIX COCY/IOB, BHYTPEHHMX Opra-
HOB, CKeJICTHBIMU IATO/NOTMAMHU (BOPOHKOOOpas3Has
medopmanusa IpygHON KJIETKM, IVIOCKOCTOINE, KU-
¢dockomnos) [18]. unepMoOMIBHOCTD CYCTaBOB, I'M-
HEePYYBCTBUTEIBHOCTD KOXXU U «XPYIKOCTb» MSATKUX
TKaHell — Hauborsee TUNMYHBIE NposiBneHus. [Jo
YyeTBepTM INAIMEHTOB C CMHApPOoMoM Onepca — JlaHmo
CTpajialoT aHeBpu3Moil aopthl [35]. Cunzpom dnep-
ca — JlaH/mo BBI3BIBAeTCSA MyTalMsAMMU B TeHaX, KOAM-
pyoumx Guépuibl KoareHa mim 6enKu, y4acTBy-
I0I/e B MpOLeCCHHTe 3TUX KoymnareHoB [18]. Ilpu
3KUBJIEHNN Y TALIMEHTOB C CHMHAPOMOM Jepca —
Janno GopMupyoTCA «HaNMPOCHbIE» VINM KeIOUJ-
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Hble pyOupl [36] B oTmmume oT aTpoduueckux pyo-

1noB npu cuHppome Jloeca — Jutna.

Cunppom bunca (Beals syndrome) — penkoe
ayTOCOMHO-JJOMV/HAHTHOE 3a00/IeBaHMe COeITHNUTEIb-
HOJl TKaHMU, XapaKTepusylollieecss apaxHOJaKTUNMeN,
BPOXKAEHHBIMI KOHTPAKTypaMy CyCTaBOB, CKO/IMOTH-
Jeckoil medopmanmeil MO3BOHOYHNUKA, AedopManiy-
el TPYJHO KJIETKM, IVIOCKOCTOIIMEM U M3MEHEHHO
¢dbopMoIl YIIHBIX pakoBUH («MATOe yX0»). 3abore-
BaHMe OOyC/IOB/IIeHO MyTaumeil reHa ¢puébpumm-
Ha-2 (FBN2) [36]. Cunpgpom bunca B oramume ot
curppoma Jloeca — [JuTua cunraror 1o6poKayecTBeH-
HBIM 3a00JIeBaHMeM, IIPU KOTOPOM OCOOEHHOCTY Cep-
IeYHO-COCYAVICTON CUCTeMBI B OOJIBIIMHCTBE CIyda-
€B OTpaHMYeHBbI NPOIANCOM MUTPaNTbHOIO KiIAIlaHa.
Opnako nmpuMepHo y 15-20 % mauneHTOB C CMHAPOM
Busica perncTpupyioT aHeBpU3MY aOpPThI; BCTPEYAIOT-
cA ¥ Apyrye BpOXKAEeHHbIe IIOPOKY cepAaLa. B ornmune
oT cuHppoma Jloeca - Iutna npu cuHpgpome bunca
BpOXK/IEHHbIe KOHTPAKTYPBI CYCTAaBOB C BO3PacTOM
UMEIOT TeHJIeHIIMI0O K 00paTHOMY pasBuTHio [36].

I. Valenzuela et al. pekoMeHAYIOT IpPOBOAUTH
muddepeHINaNbHY0 AUATHOCTUKY crHApoMa Jloe-
ca - [luTia ¢ BpOXXIEHHBIM MHOXKECTBEHHBIM apTPO-
rpunosoM. OfHAKO IIpM ApTPOTPUIIO3e OTCYTCTBYIOT
M3MEeHEeHMSI CO CTOPOHBI CepleYHO-COCYAUCTON CU-
CTeMBbl, XapaKTepHBbIe JI/IA JAHHOTO CMHAipoMa [37].

IIpn nmopmospenun Ha cuHApoM Jloeca — [Jutua
NaIVIeHTy HeOOXOAMMO BBHIIIONHATh BeCh KOMIUIEKC
IOOIOTHUTETbHBIX 00C/IeNOBaHMIT, BKIIOYATOIIIIIT:

1) ynpTpa3ByKOBOE MCCIEHOBaHNUE CepAla C Iocie-
AyIoliell KOHCY/IbTalyel KapAuomnora;

2) KT-anrmorpadmio mim MarHUTHO-pPe30HAHCHYIO
TOMOrpaduIo I OLlEHK! apTepuaabHOTO pycia
TOJIOBBI, IlIe), TPYAHON KJIeTKM, OPIOIIHOI I10JIO-
CTV U Ta3a;

3) KOHCY/IbTAaLMIO HEBPOJIOTa;

4) KOHCYIbTaMIO OKY/INCTA;

5) KOHCY/IbTallMIO F€HEeTUKA;

6) TpoBefeHUE MOJIEKY/ISIPHO-T€HETUYECKOro 06cre-
MOBAaHMSA MAI[MeHTa U €ro pojuTeneil A1d BbI-
ABnenud myTtauuit B reHax TGFBRI, TGFBR2,
SMAD3, TGFB2 n TGFB3.

3akAueHnue

Takum obpasom, cunppom Jloeca — Jutna mpen-
cTaBjsieT coboil 3aboneBaHue, IpU KOTOPOM HeOO6-
XOMMO AVHaMM4ecKoe HabiofieHMe 3a pebeHKOM
CO CTOPOHBI MHOTMX CIIEL[MaIUCTOB, IPeXJe BCEro
KapAMonora, HeBpojiora, oprounena, neguarpa. PaH-
HsASA [MarHOCTMKA NaHHOTO CUHJPOMa, TPaMOTHOE
BefleHNe Tal[JieHTa MO03BOJAT IIPEeAYIpeauTh pa3Bu-
THE OCTOXHEHUI ¥ YBEINIUTDh IPOFO/DKUTETbHOCTD
JKVM3HU TAIeHTOB C 9TUM CUHAPOMOM.

CregyeT NMpORO/DKUTH M3y4eHNE CPAaBHUTETbHO
HEJJABHO OTKPBITOTO T€HETMYECKOr0 CHHAPOMA C IO-
MMMOpPU3MOM KIMHMYECKNX TPOSIBIEHNIT 1 1IyO/In-
Kaluyl HOBBIX K/IMHUYECKUX HAOIIOfeHIIL.

AonoAHuTeAbHast Mg opmaums

Victouynnk ¢pmHAHCHMpPOBAaHMA. ABTOPBI 3asABJIA-
10T 00 OTCYTCTBMM (PUHAHCHPOBAHUSA IIPU NIPOBefe-
HUM MCCTIefIOBaHMUA.

KoH¢nukt nHTepecoB. ABTOpPHI [eKIapUpPYIOT
OTCYTCTBME ABHBIX U NOTEHIMATbHBIX KOH(IMKTOB
VHTEPECOB, CBA3AHHBIX C IyO/NMKaluell HacToALLei
CTaTbIL.

9THyecKkas 3KcmepTu3a. ABTOPHI HOMYUMIN
IICbMEHHOE COI/Iaclie 3aKOHHBIX IpeJCcTaBUTeNeN
IalJMeHTa Ha aHaau3 M MyOMMKAIUIo MegVIIMHCKUX
JQHHBIX.

Bxnanm aBTOpOB

O.E. Aepanosuy — Xupyprumieckoe jaedeHyue Ia-
IVIeHTa, 0030p JMTepaTyphl, cOOp M aHAIU3 NUTEpa-
TYPHBIX MCTOYHMKOB, HAIMCAHVe TEKCTa U PENAKTH-
pOBaHMe CTaTbH.

C.I0. Cemenos — 0630p nureparypsl, cb6op
Y aHa/IN3 JIUTEPATYPHBIX MCTOYHMKOB, NOATOTOBKA
Y HallMCaHVe TeKCTa CTAaTbH.

E.®. Mukuaweunu — Kypalus, Xupypruieckoe
JledeHue TaleHTa, COOp 1 aHaMN3 TUTEPATYPHBIX MC-
TOYHUKOB, IIOATOTOBKA U HANMCaHUe TEKCTa CTaTbhU.

C.B. Capanuesa — 0630p nureparypsi, cO6op
Y aHaJM3 JTUTEPATYPHBIX MCTOYHUKOB, HANMCAHNE
TEKCTa M PeJaKTUPOBAHUE CTATbU.

Bce aBTOpBI BHEC/IN CYIIECTBEHHBIN BKJIAJl B IIPO-
BeJleHMe JMCCIelOBaHNA U MOATOTOBKY CTaTbl, NPOY-
m ¥ ogobpuny ¢uHANIbHYI0 BepCUIO Iepex Imy6mu-
Kaluerii.
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