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M.B. I'y6anosa, JI.A. Jloopeinnna, JI.A. Kanamuukosa
OIBHY «Hayunviii yenmp nesposoeuu» (Mockea)

Cundpom Inepca—Janno (CIA) 1V (cocyducmoeo) muna — pedkoe HacredcmeerHoe aymocoMHo-00MUHAHMHOe 3a001e8aHUe COLOUHUMEAbHOU MKAHU, B03HU-
Katoujee 6 pesyavmame mymayuu 6 eete npoxossacena-III (COL3AI). Ilayuenmot ¢ 3mum cuHOPOMOM CKAOHHbL K paspoiéam apmepuii u noavix opearos. Cpedu
ecex sapuarmos CII IV mun cocmasasem npumepro om 5 do 10% cayuaes. Cocyducmbie 0cA0XcHeHUS MOZYM POSBUMDCS 80 8CeX AHAMOMUUECKUX 00acmsx,
¢ meHOeHyuell K nopasceHuro apmeputi Kpyntoeo u cpedreeo duamempa. TUnuuHbLMU 0CAOJICHEHUAMY S6AAOMCA: OUCCEKYUS NO3BOHOUHBIX U COHHbIX APMEPUl HA
IKCMPA- U UHMPAKPAHUANBHOM YPOGHSX, KAPOMUOHO-KABEPHO3HAA (ucmyna, awespusma. Juacos cmasumes Ha 0CHOBAHUY GOABULUX U MAABIX KAUHUHECKUX
Kpumepues u Moicem 0bimb noomeepicder AG00PAMOPHO — BbIAGACHUEM KOAUUECTIBEHHOR0 UMY KAYECIBeHH020 HAPYUeHUs cunme3a koandeera I muna Kynb-
musupyemvimy gubpodaacmamu unu udenmugpurauueii mymauuu 6 eene COL3AI K unsazuenbim memooam OuazHocmuxy u Xupypeuseckum eMeuiamenscmedam
caedyem npubeeamd 6 CAY4asX B03HUKHOBEHUS NOMEHYUANBHO ONACHbIX 045 JCUSHU 0CA0XNCHeHUTL. B Hacmosiuee 6pems He cyuecmeyem cheyuquteckoeo AeHeHus
COIL. Pesynvmamsl uccaedosanus ¢ ucnoab3osanuem [-0.10Kamopa yeaunpoaoaa npooeMoHCmpuposant chudicerue cocyoucmoix ocaodicrenuti npu CA IV muna.
Hreubumopbi peHuH-aneuomen3UHo80l cUcmeMbl U cpeocmea, YMeHbliarujie KOHUeHmpayuo mpancopmupyiouezo (akmopa pocma-f, omxpbleaiom Hovie
NepCneKmUGHI KOHCEPBATMUGHO20 AeueHus OAHHOT NAMOA0RUY U YIYHUIAHM RPOCHO3 HA Gaudicatiee Oydyuee.

Kmiouessie ciioBa: cunapom Dnepca—danio IV tuma, cocymucTslit Tvi,
reH COL3A1, xonnareH, MyTauusi, AMCCEKIIMSI, aHEBpU3Ma.

Bsenenne BBIIEICHUEM 6 €ro TUIIOB: KJIACCUYECKUIA, TUIIEPMOOMIbHBIMA,
COCYIMCTBIN, KU(DOCKOIMOTHIECKUI, apTpoxanasus, nepma-
Cunnpom Bnepca—/lanio (COJl) — reTeporeHHas rpymma pei- Tocnapakcuc. JanHag xiaccudukaiys, 0ojee N3BeCTHAS KaK
Kux (ophaHHBIX) HACTENCTBEHHBIX COCAMHUTEbHOTKAHHBIX BunbbpaHiickue AuarHocTU4ecKue KpUTepyuu, peanonaraet
3a00J1eBaHUIA, 00YCIOBIEHHBIX ME30[epMaIbHON AUCILIA3UEii. MocTaHOBKY ArarHo3a CHOJ Ha ocCHOBaHMM OOJBIIMX M MaJbIX
CuHIpOM XapaKTepu3yeTcsl BApuaOeIbHOCThIO Bo3pacTa e01o- JIVAaTHOCTUYECKUX KpUTepHeB. DBojbIiue KpUTepund HMEIOT
Ta ¥ BBIPAXXEHHBIM KIMHAYECKUM ITOJTMMOP(HU3MOM, 00yCIIOB- BBICOKYIO JIMAaTHOCTMYECKYIO CTIEHU(PUIHOCTb, TaK KaK PeaKo
JIEHHBIM BOBJIEYEHMEM 3JIEMEHTOB CTPOMBI Pa3HbIX OPTaHOB U BCTPEYAIOTCS MPU APYTUX BapHaHTaX TaHHOTO 3a00JIeBaHMS U
TKaHeii opranu3ma. OH Ha3BaH B YeCTb I€PMATOJIOTOB DIIBap- B oOmIeit momyasimy. Hammuue aByx uin 6osiee 00JbIINX KPU-
na Dnepca (Janust) u [enpu Anekcannpa danno (®pannus), TepHeB SIBISICTCS OCHOBAHMEM JISI TOCTAHOBKY KIIMHUYECKOTO
BIepBble B Hauaje XX BeKa HauboJiee MOJTHO OMUCABLIMX COOT- nuartosa C3/1, KoTopblit Ipy BO3MOXKXHOCTH HEOOXOAUMO IO~
BETCTBYIOIINE KITMHMYecKMe posiaeHust. COJl n3BecTeH B M- TBEPIUTD TabopaTopHO. Masble KpUTeprn 00J1a1al0T MEHbIIEH
TepaType TakKe IO/ Ha3BaHUSIMU «TUIIEPATaCTIIECKasT KOXKay, JIVATHOCTUYECKOM CITEIM(PUIHOCTHIO U B OTCYTCTBUE OOJBIIO-
«anactuyeckas (GpuoOpomuciasusi», «KaydyKOBBIN YeNOBEK», ro TpM3HAKa He SIBJISAIOTCS JOCTATOYHBIMM JUISI TTOCTAHOBKHU
HeCOBepIleHHbII necMoreHe3 PycakoBa, cuHapoM YepHory- orarHo3a. VX Hammume 1mo3BoJseT MperosaraTb ompeneaeH-
06oBa—3dnepca—/lannoca, cuHapoM Sack—Barabas u ap. B ote- HBII TUIT COEIUHUTETbHOTKAHHOM AUCIIIA3MU U YKa3bIBaeT Ha
YEeCTBEHHOM JIMUTEpPaType OCHOBHbIE KJIMHUYECKME MPU3HAKK HeoOX0IMMOCTh HabMoAeHUs 3a nauueHToM [1—4]. Hapsnay ¢
cunapoma onucaHbl B 1891 1. A.H. YepHOryooBbIM. BunbdpaHickumMy KpuTepusMHy 10 HACTOSIILIETO BpeMEHU paB-
HOIIEHHO HCIOMb3yeTcs U Kiaccuukaims 1986 r., B KoTopoii
[epBas xnaccuduxanus COJl ¢ BbAENCHUEM KJIACCHYECKO- cocyauctoiii T CHJ] obo3HaveH kak [V tur.
r0, YMEPEHHOTO (BapMKO3HOTO) W BACKYJISIPHOTO (apTepu-
aIbHOT0) TUTIOB Oblna mpemoxeHa A. Psick. Barbas B 1967 r. Cocyducmuiii 6apuanm C3HJ] 3apervcTpupoBaH B 0a3e MaHHBIX
B nanbHelieM oHa mpeTepreBaga HEOAHOKPATHbIE UBMEHEHUSI, OMIM (Online Mendelian Inheritance in Man) mox HoMepoM
OTpakasl dTaIlbl HaKarumBaeMbIX 3HaHMit. P. Beighton (1970) 130050. PenxocTb maToa0ruu, TPYAHOCTH TOCTAHOBKY TMAarHO-
u V.A. McKusick (1972) suinenunu 11 tunos CO/1. [Tosxe, Ha 3a, HECMOTPS Ha 3HAUNTEILHOE YMCIIO KITMHUYECKUX OTTMCaHWIA
MexxmyHapoTHOM KOHTpecce 10 HacJIeNCTBEHHBIM 3a00JieBa- C MOJIEKYJISIPHO-TEHETUYECKON BeprdUKalueii, orpaHInBa-
HUSIM coequHuTebHol TKanu (bepiuH, 1986) Gblia mpoBeme- 10T BO3MOXHOCTH CHCTEMHOTO aHajaW3a CHHApoMa. JlmartHos
Ha (popmam3anmst HoMeHKIaTyphl, ¥ Tiibl IX u X1 pactienum JIOBOJIBHO YacTO CTaBUTCS TOJBKO TOCNIE Pa3BUTHUS TSXKEIO-
KaK caMOCTOSITeJIbHbIE HO30JIOTHMYeCKUe (DOPMBI, HE OTHOCS- TO OCJIOKHEHWSI, XapaKTepPHOTO [UIsI 3TOTO 3ab0NIeBaHuUS, WU
muecs Kk COJI [1]. Takum obpa3oM, ObUTO BbIAEIEHO 9 TUIIOB nocmepTHO [5—7]. Cpenu Bcex BapuantoB COJl cOCymUCTHIi
CUHJIpOMa, 0003HAUYeHHBIX pUMCKUMU I paM oT I 1o X ¢ mpo- THI cocTapisieT oT 5 10 10% [3, 6]. 1o JaHHBIM OTAEIbHBIX
nyckoM IX tTumna. B naHHO# KnaccuduKaluy COCYAUCTBINA TUTT MCCIIENOBAHUI, PaCIIPOCTPAaHEHHOCTh COCYIMCTOTO BapHaHTa
CB/1 0603HaveH Kak [V tun. O6o611eH1e KTMHUYECKOTO OMbI- CO cocrasmsier ot 1/10000—1/25000 mo 1/90000—1/200000
Ta Ha OCHOBE BHOBD IOTyYCHHBIX OMOXUMUYECKMX U MOJIEKY- TIPY OTCYTCTBUYM 3THUYECKO MpeapacionokeHHOCTH |3, 3, §8].
JIIPHO-TEHETUYECKUX 3HAHUI MO3BOJIMJIO TPYIIe HCCIenoBa- CpenHss MpodoKUTEbHOCTh XKU3HU — 48—51 rox [3, 8]. OHa
Tesielt pa3paboTaTh 1 B 1997 T. B ropone Bumbdpani-crop-Mep 3aBKMCUT OT MoJ1a (MEHbIIIE Y My>XYMH) W OT TUMA MyTaluH [5].
(®paniysa) IpUHATL 0OHOBIEHHYIO Kiaccudpukanmio CO] ¢ [Mposenennsiit G.P. Melanie ¢ coaBropamu (2014) aHamm3 mo-
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KasaJi, 4yTo B TeueHue mepBoix 20 jgeT Xu3Hu 18% netanpHbIX
MCXOMIOB MIPMXOAUTCS Ha MYXCKOI 1oJ U 7% — Ha XEHCKWIA,
a ¢ 20-1eTHEro Bo3pacTa KpUBbIE MPOXOKUTEIbHOCTH XKU3-
HU JUTSI MyXXUMH U KEHIIMH BHIPABHUBAIOTCS. Y JeTeli 0CioX-
HEHMsI Pa3BUBAIOTCS KpaliHe penko, B Bo3pacte 10 20 jer —
y 25%, B Bo3pacte 10 40 net — y 80% nauueHToB. Y B3pOCIbIX
OCHOBHBIM TSDKEJIBIM OCJIOKHEHHEM, OOYCTIOBIEHHBIM HECO-
CTOSITEJIbHOCTBIO KOJIIATEHA, SIBISETCS Pa3pbiB KUIIEYHUKA.
XapakTep MOBTOPHOTO OCJIOXHEHMsI, KaK TPABUIO, HE 3aBUCUT
OT Xapakrtepa nepBoro [4, 9]. IpyruMu XU3HEYTPOKAIOIINMA
OCIIOXHEHMSAMU M IPUYMHAMU CMEPTH IIPU COCYIMCTOM THUIIE
CO]1 aBnsioTCs pa3phiBbl apTEPUil KPYITHOTO U CPETHETO I1a-
METpa, a TAKXe Pa3pbIBbl APYTUX IMOJBIX OPraHOB, B IEPBYIO
oyepenb bepeMeHHOI MaTKu [2, 3].

DTHOJIOTHS W IATOreHe3

Cocynuctoiii T COJ1 uMeeT ayToCOMHO-IOMMHAHTHBIN TUIT
HACJICNOBAHMS M CBSI3aH C TETEPO3UTOTHBIMU MYTAllMIMHU B
reHe COL3A1 na xpomocome 2q24.3-q31, 4To IPpUBOIUT K TIPO-
nykuuu nedektHoro ol-mpotemHa mpokomtareHa III tuma
[4, 8, 10—12]. CnencTBUAME MyTalUil MOTYT OBITh KaK CTPYK-
TYpHBbIi nedekT, Tak 1 aeduuut KoanareHa I11 tuna. Tenetu-
yeckuii necekT KomnareHa I11 Tuna u ero mpemmyIecTBeHHast
MPeICTaBICHHOCTD B KOXeE, apTepHsIX, IIOJBIX OpraHax orpee-
JISTIOT JIOKAJIM3AINIO M XapaKTep OCJIOXHEHUI IPH COCYANCTOM
BapuanTe CBJI — paccioeHme/pa3phiB apTepuil, mepdopanum
KUIIIeYHUKA U IPYTUX MOMbIX OpraHoB [6, 13—16].

Komnaren III Tuma npuHAmIeXUT K TOMOTPUMEPHBIM (hU-
OpWIIIpHBEIM KojutareHaM. OH (hopMUpYeTCs IPHU COYeTAHUHN
Tpex MOHOMepoB Wi o-Liereil [15—19]. KomnareHn cuHTe3u-
pyetcs B (hopMe TIPEIIIeCTBEHHIMKA — MaKpOMOJEKYJIBI IPo-
KoiutareHa. Jlo TOSIBIEHUS BO BHEKJICTOYHOM IIPOCTPAHCTBE
CHHTe3 o-Liereil MpoKolareHa MpOMCXOIUT ¢ MOMOIIbIO TM0-
JIMpUOOCOM TPaHYJSIPHOTO 3HIAOIIA3MATUYECKOTO PETUKYJY-
Ma (DIIP) u xommekca Tonpmku. BHekneTouHoe CBSI3bIBaHUE
Tpex crupaneBUAHbIX noaunenTuanbix ol (I11)-ueneit, crabu-
JIM3MPOBAHHBIX BOIOPOIHBIMU CBSI3SIMHU, TIPUBOIUT K 00pa3o-
BaHMIO GUOPWILI C UX TIOCIENYIOIIMM CO3PEBAHUEM B BOJIOKHA
IIT Tuma xomnarena [3, 13, 20]. IMocnemoBaTenbHOCTH aMu-
HOKUCJIOT TPOMHON CIHpald XapaKTepU3yeTcs ITOBTOpaMU
rmuuH-X-Y nocnenoBarenbHocTel, rae X 1 Y yacto sIBisi-
I0TCSI, COOTBETCTBEHHO, aMMHOKHCIOTAMH IIPOJMHOM W TH-
JIPOKCUITPONUHOM. Il TOTO 4TOOBI 00ECIeUnTh MpaBUIbHOE
CBSI3BIBAHME 0-MOHOMEPOB, HE IOJDKHO OBITH IIEpEPHIBOB B
noBTopax IMUUMH-X-Y TPUILJIETOB, W AJMHA TPOMHON CIuU-
paim JOJDKHA OCTaBaThCAd OAMHAKOBOM TS KaXIOW o-LEMH
[3, 20]. ITocne cOOpKM MOMMIMENTHIHBIX LieTel criermduye-
CKMe€ MOJIEKYJIBI TPOJIMHA TUApOoKcuaupytorcs. HegoctatrouHoe
TUIPOKCUINPOBaHME TIPOJIMHA BeeT K POpMHUPOBAHIIO HECTA-
OMJIbHBIX KOJIJTareHOBBIX BOJOKOH. [t TMAPOKCUIMPOBAHUS
HEOOXOMMMBI pa3TNYHbIe KOPAKTOPHI M MIPUCYTCTBHE Psiaa Be-
wects (O,, Fe**, utamun C, a-KeTormyrapar).

K Hacrosimemy BpeMeHu omnucaHo 6onee 570 MyTaluii B TeHe
COL3AI 4, 16, 21, 22]. Haubonee pactpocTpaHeHHBIMU SIBJIS-
JOTCSI MUCCEHC-MYTAllMU ¢ 3aMEHOM IIMIMHA Ha IPYTYI0 aMU-
HOKHCJIOTY BO BCEX MECTaX TPETMIHOM CIIMpPaTd. DT MyTalluu
MPUBOAST K CHUXKEHUIO CMHTE3a HopMajibHOro kosuiareHa 11
tuna 10 10—15% [23]. BropeIMu 10 4acToTe BCTPEYAaEMOCTH
SIBJISTIOTCST MyTAIIWH C ITOTepell caiiTa CINTaiicHHTa, 9TO IPHBO-
JUT K MPOIYCKY 3K30Ha [4, 12, 18, 24—26]. Pexe BcTpeyarotcs
TeHOMHBbIE JieIeliny 1 null-MyTaiuu ¢ 00pbIBOM TPAHCIISIIIUY.
MyTaiy co CHIDKEHMEM CHHTe3a HOPMAJIbHOTO KOJIIareHa
MeHee yeM Ha 50% conpsikeHbl ¢ 6oJiee MATKAM KITMHUYECKUM
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(beHotunoM (HampuMep, MPUCYTCTBUE TOJNBKO OIHOTO 0OJb-
II0T0 ¥ MJIOTO AUArHOCTUYECKOTO KPUTEPHsl), 3aIEPXKKOM CO-
CYAUCTBIX OCIOXHEHUIA B cpeHeM Ha 10—15 siet, oTcyTcTBHEM
KUIIEYHBIX OCTOXHEHUI U YBETMYEHUEM MPOIOIKUTENbHOCTH
xu3Hu [21, 23, 27-29]. Takum 00pa3oM, xapakTep MyTalluid B
reHe COL3A1 BnuseT Ha (peHOTUIMYECKUE TIPOSIBIIEHNS U TeYe-
Hue 3a00jeBaHus y 00mbHBIX COJI.

MexaHu3zmamu, yepe3 KOTOpbIE peanu3yeTcs OeiCTBUE MyTa-
11U, SIBISIOTCS HapylleHue OMOCHHTe3a W (ubpuiIoreHesa
KoJUlareHa, HapylleHHe B3aMMOOTHOIICHMN C KOMIIOHEHTA-
MU MEXKJIETOYHOro MaTpuMkca (IpOTeOrIMKaHaMKM M 3J1aCTH-
HOM), MI3MEHEHHSI (rOPOOIACTOB M IMIAAKOMBIIIEYHBIX KIIETOK,
BKJIIOUEHME MMMYHHBIX PeakiMii ¢ yyacTheM Makpodaros,
JIUM@OLUTOB, TIa3MaTUYeCcKuX KieTok [13, 21, 30].

Mopddonornuyeckie M3MEHEHUSI apTepHabHOM CTEHKHM IIpU
COJI cXomHBI C TAaKOBBIMU TIPH (PUOPO3HO-MBIIICYHOM IUC-
mnasuy [6]. B KoXHBIX GMoNTaTax BBIBISIOTCS pa3pekeHHas
JepMa M pefKue TPYIIITEI KOJUIareHOBBIX BOJIOKOH HEMpPaBUIIb-
HOI1 ()OpPMBI ¢ HEYNOPSIIOYEHHBIM pacrojoxeHueM [3]. Ipu
AJIEKTPOHHOM MMKPOCKOIIMM OOHApyXWBAeTCsl pacIIMpeHue
rpanynsapHoro DITP ¢ubpobdracToB KOXM, HapyLIEHUE CTPYK-
TYpPBI 3JIaCTHHA, CHIDKEHUE ceKpellny mpokojuiareHa 11 tuma,
n3MeHeHre (POpMBI, IUaMeTpa M HapylIeHHe pacIpeneTeHIs
MYYKOB KOJUIAT€HOBBIX (PMOPUJILI, MCUE3HOBEHUE MM Hapy-
HICHWE TUIMMYHOM D-TieproanJecKoil IOIepeyHoil mcdep-
YEHHOCTH, (DUOPUILIIPHO-TPAHYISIPHBIE OTJIOXEHUS BHYTPU
BHEKJIETOUHOTO MaTpMKCa M HAKOIICHNE B HEM MUKPOKaJIb-
U(pUKaTOB. MUTOXOHIPUY BBITJISIAAT OTCUHBIMU, HEKOTOPHIC
UMEIOT 3JIEKTPOHHO-TUIOTHBI MAaTpUKC, paspyLIeHHbIE KpU-
ctol [17, 22, 31]. Pan yasTpacTpyKTypHBIX M3MEHEHUI CXONIEeH
C HaxolKaMH, KOTOpbIe ObUTH ITOJYYEHBI MPU UCCISIOBaHUY
apTepuil KOXu y OOJBHBIX CO CIOHTAHHOM AMCCEKLUe Lepe-
OpaslbHBIX apTepuii 6e3 COeAMHUTEILHOTKAHHOTO 3a00/1eBaHNs
B aHamHe3e [32]. [Ipu3HaeTcst, 4TO Opyrue TUITBI KJIETOK, KO-
TOpPBIE TIPOAYIIMPYIOT 3JIEMEHTHI SKCTPAKJICTOYHOTO MaTpHKCa
(BKM), HampuMep, rIagKoMbIlLeuHble KIETKU COCYIOB, MpU
CB]I MoryT MMeTh U3MEHEHUSI, OTJIMYHBIE OT TAKOBBIX B (pU-
Opobmactax. BrionHe Bo3MOXHO, YTO M3yyeHHE UMEHHO 3THX
KJIETOK MIOMOXET JIyullle TOHATh OCHOBBI KoJulareHonatuii [33].

B nocnenHue roapl NpoOBOAUTCS aKTUBHBIN MOMCK OMOMapKe-
POB 3a00JIeBaHUS Cpedy TOKa3aTeseil, CONMPSLKEHHBIX ¢ BEMy-
HMIAMY MEXaHU3MaMM MaTOJOTHM. 3HAYUTEIbHOE YUCIIO MCCIIe-
JIOBAaHWH TIOCBSIIIIEHO YTOYHEHUIO POJIM TPAaHC(HOPMHUPYIOIIETO
takropa pocta-p (TGF-p) npu HacnencTBeHHBIX 32001€BAHUSX
COCIMHUTEBHON TKaHU. BBISIBIIEHO MOBBIILIEHNE YPOBHS JaH-
HOTO IUICHOTPOITHOTO IUTOKKMHA IpH cocymuctoM ture COJI
[34—36]. TIpenmomaraercsi, 4To B YCJAOBMSAX Ae(ULIATA KOJI-
nareHa 11 TGF-B ctumynupyet nerpagauuio KM B nepsyio
oyepenb Omaromapsi MOBBIIEHUIO 3KCIIPECCHM TEHOB MaTpUy-
HBIX METAJIONPOTEMHA3, YTO MPUBOAUT K TPOTEOTUTUYECKOMN
nectpykuun 9KM. He uckimogaercsi, 9To MOBBIIIEHUE YPOBHS
TGF-B sBnsieTcss KOMIIEHCATOPHBIM 110 OTHOLIEHUIO K Ae(ek-
Ty komnareHa I11 [36—38]. C aTuM cornmacyeTcst U yTOYHEHHAs
K.T. Ong c coaBropamu (2010) pors TGF-B1 u TGF-B2 B cun-
Te3e KoJuiareHa, a Takxe ponb TGF-B3 B opranuzanuu pyoiio-
BOI TKaHU, YTO MO3BOJISIET paciieHnBath osbienue TGF-f B
KayecTBe (hPM3MOJIOTMYECKOTO OTBETAa OpraHM3Ma Ha Hapyle-
HUS CUHTE3a KOJUTareHa M TeKyIIUe perapaThBHBIE MPOLECCH
B KOX€ WJIM apTepUabHON CTEHKE.

R. Morissette ¢ coaBropamu (2014) mpu cocyaucToM BapuaHTe
CO]I BbISIBUIM MTOBBIILIEHKE B TJ1a3Me (PAKTOPOB BOCMANEHUS U
anruorene3a — TGF-p1, TGF-p2, 6enka xemorakcuca MOHO-
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mutoB-1 (MCP-1), C-peaktuBHoro 6enka (CPB), momexyn
MexkieTouHoii anre3un-1 (ICAM-1) u MoseKy: aare3uu cocy-
nucroro aupotenusi-1 (VCAM-1), npu CHUXEHUM YPOBHS MH-
tepieiikuHa-8 (UJI-8). He Ob1o HalineHO M3MeHEHUii YpOBHS
TGF-Bl n -2 y naumentos ¢ CO/I 1 uX poACTBEHHUKOB C Ha-
JIMYreM IpU3HAKOB 3a00JIeBaHMsI, HO 0€3 COCYAMCThIX OCI0X-
HeHM. ABTOpaMU ObLT CHENaH BBIBOJ, YTO yKazaHHbIe OMO-
MapKepbl MOTYT KOPPENUPOBATh C MPUCYTCTBUEM COCYIMCTON
MATOJOTUHU, HO He 00513aTEbHO C TSIKECThIO UM aKTUBHOCTBIO
3a0o0meBanus. B otmuue ot atoro yposHu ICAM-1 1 VCAM-1
KOppeaupyioT ¢ TsekecTbio CH/I.

Kiunnveckue mpossieHus

Kiunnueckue nposiBaenus C3OJl BKIIOYAIOT MPU3HAKH, CO-
OTBETCTBYIOLIME OOJIBIIMM M MajibiM BuibdpaHIIcKum auar-
HOCTHYECKMM KPUTEPHSIM, YKA3BIBAIOLIMM Ha CUCTEMHOE I10-
paxeHue. JI1g9 MOCTAaHOBKM AMAarHo3a HEOOXOOUMO HaIM4yKe
IBYX M 00jIee OONBIINX TMATHOCTHUECKUX KpUTepreB. Mabie
KPUTEPUH CAMOCTOSITEJIbHOTO AMATHOCTUYECKOTO 3HAYECHUST HE
umeior [2].

Boabiiie muarHocTHYeCKHe KPUTEPHH:

1. Tonkas mpocBeuuBaroIas Koxa ¢ MpOCTyNaoUUM BEHO3-
HBIM PUCYHKOM.

2. TlpeapacnonoXeHHOCTb K COCYAUCTbIM, KUIIEUHBIM U Ma-
TOYHBIM pa3pbIBaM WU CJIA00CTH.

3. Jlerkoe oOpa3oBaHKMe CHMHSKOB, PAHUMOCTb U KPOBOTOUM-
BOCTb.

4. XapakTepHble YepThl JIUILIA.

Majible IMATHOCTHYECKHE KPUTEPHHM:
1. IpexneBpeMeHHOE CTapeHUE KOHEUHOCTEl (aKporepust).

2. [umepMOOMIBHOCTD TIPEUMYIICCTBEHHO MAJBIX CYCTaBOB
(Mex(hanaHTOBBIX U MSICTHO-(DaTaHTOBBIX CYCTABOB KUCTH).

3. Pa3pbiB CyXOXMIMIA ¥ MBILILL.

4. DxBUHOBapycHas IepopMalys CTOIbI (KOCOJIANoCTh).

5. PaHHee BapvKO3HOE paclIMpEeHUE BEH.

6. ApTepHOBEHO3HAs KAPOTHAHO-KAaBEPHO3Has (DUCTYIA.

7. TIHeBMOTOpaKC/ITHEBMOTEMOTOPAKC.

8. Perpakuus (ocemaHue) OeceH, UX HeIOPa3BUTHE.

9. OTArolIeHHBI CeMEHHBI aHaMHe3, BHE3amHas CMEpTb

OIM3KUX POOCTBEHHUKOB.

Oco00oro BHMMaHUS! Y O0JBHBIX C MOI03PEHUEM Ha COCYIUCThIi
i COJl 3aciyXuBalOT HEKOTOPHIE BHEITHUE OCOOEHHOCTH
MalUeHTOB, OTIMYAIOLINE JaHHOE 3a00J1eBaHKE OT IPYTUX TH-
TIOB MCTIIa3MiA. XapaKTepPHBIM SIBJISIETCS U3MEHEHNE Pa3MEPOB
u dopMmbl Juma (mucMopdus). JIMio u3-3a HemocTaTKa IMOA-
KOXXHO-XXMPOBOTO CJIOSI BBITJISITUT MCTOIIEHHBIM C BBICTYIIAI0-
IIMMU CKYJIaMU U BOATBIMU LIEKaMHU, TJIa3a — 3aMaBIIMMU WU
BBITTYKJIBIMU, YACTO C TEMHOW MUTMEHTALIMEN U TOHKUMU Telie-
AHTUAKTa3usIMU Ha BeKax. Hoc ToHKMiA, KaK 1 ry0bl, 0COOEHHO
BEPXHsIsl, Kpasi KOTOPOii 4yacTo He onpenensitorcs. MoryT ObiTh
CJIeTKa OTTOTBIpeHHbIe yIin. Ha Koxe uiia n pyk oTMevaroTcst
MPU3HAKU PAHHETO CTAPEHUsI, YTO MO3BOIUIO TIPU OTMUCAHUU
MCIIONBb30BaTh TEPMUH «akporepusi». CUHAPOM MOXET Takxke
TIPOSIBIISITHCST O€3 XapaKTepPHBIX YepT aKPOTEPHUH, YTO, TIO MHE-
HMIO PsALia MCCIIENOBATENEH, 3aTPYAHAET KIMHUYECKYIO IUAarHO-
ctuky [3, 11]. Koxa aHoManbHO TOHKas U OjiefHas, Taakas,
Mmsirkast u 6apxatucrasi. [Tockonbky oHa o4eHb Mpo3payHasi, To
TIOJIKOXHbBIE BEHBI OTYETIMBO BUIHBI, OCOOEHHO Ha TPYIHOMI
KJIETKe, TIeYaX, MHOTAA Ha KUBOTE, HA HIDKHEH YacTh CIIMHBI
MpY HakJIOHe TyJoBuINa Brepen. OfHAKo sSIBHOH rumepaia-
CTUYHOCTHU KOXU Tipu cocymuctom tune CHJ] He oTMevaeTcs,
B OTJIMYME OT KJIACCUYECKOTO M TUTIEPMOOMILHOTO BApUAHTOB
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COJI. HabnroaeTcst XpynmKOCTh M pAHUMOCTh KOXM, XOTSI Me-
Hee OTYET/IMBAs, YeM TP KIaCCUYECKOM BapHUaHTe. DTO MpHU-
BOIUT K 00pa3oBaHMIO CHHSIKOB, KPOBOTOUMBOCTH, paHaM C
AQHOMAJIbHO JUTUTELHBIM MPOIIECCOM pyOlieBaHMs. TUMMIHBI-
MM SIBJSIIOTCSL BTOPMYHOE PACHIMPEHUE PYOLIOBOM TKaHHU, OT-
JIOKEHUST OCTaTOYHOTO TeMOCHIEPHHA U (hOPMUPOBAHUE KeJIo-
UIOHBIX pyOLOB. OTIMYMTENBHOM 0COOEHHOCTBIO COCYAUCTOIO
tna COJI Mo cpaBHEHHUIO C APYTMMU BapUaHTAMU CUMTAETCS
HepUoarYecKas AUCIOKaLus mieyva |3, 8].

Hesponoruueckue npossnaenus COJl cocyaucToro Tumna, B co-
OTBETCTBUH C €r0 Ha3BaHUEM, OOYCIOBICHBI TOPAXEHUEM CO-
cynoB. Haubonee yacto BCTpeyaroTcst AUCCEKIIMU BHYTPEHHUX
COHHBIX U TTO3BOHOYHBIX apTepHii, KaK 3KCTpa-, TaK ¥ MHTpa-
KpaHUaJbHBIX OTAENOB [3, 39], pexke — KapOTUAHO-KaBEPHO3-
Hble huctynsl v aHeBpu3MbI [40]. B Habmonennu K.N. North u
coaBTopoB (1995), cpenn 202 malMeHTOB ¢ TeHETUYECKM 1 OUO-
XUMHUYECKH TIOATBEPKICHHBIM COCYINCTHIM BapruanToM COIl y
19 (9%) nmaiuenToB B Bo3pacte ot 17 1o 48 (cpeaHuii Bo3pact
— 28,3 11eT) pa3BUIUCh LiepeOpabHble COCYAUCTHIE OCIOXHE-
HUS — aHEBPU3MEI ¢ BTOPMIHBIM BHYTPUUYEPEITHRIM KPOBOU3-
JIMSIHUEM, KapOTUIHO-KaBePHO3HbIE (DUCTYJIBI U AUCCEKIMU
MAaruCcTpaIbHBIX apTepHii TOJOBHI, OCITOXHCHHBIC HAPYIICHM-
€M MO3roBoro kpoBoobOpamieHus. B Hadomonenun M.G. Pepin
u coaBtopoB (2014) cpean 630 GONBHBIX C COCYIUCTHIM TH-
oM COJl 'y 27 (5 MyxXumH, 22 XeHIIUHbI, CPEIHUI BO3PACT —
30,9 ner) oTMeYaNIUCh KapOTUIHO-KABEPHO3HBIE (UCTYIbI
1y 58 manueHToB (26 MyXuMH, 32 XEHIIMHbI) — JUCCEKLIMU
BHYTPEHHUX COHHBIX MJIM TO3BOHOYHBIX apTepHii, KOTOPHIC
B 8 ciydasx 3aBepUIMIUCH JIETAIBHBIM UCXomoM. JlaHHbIE Ha-
omoneHust mo3BostioT paccMatpuBath COJI IV tnma B Kave-
CTBE BO3MOXHOM MPUYMHBI MHCYJIBTAa B MOJIOIOM BO3pacTe
[3, 9, 60]. PanHee yrouHeHue NPUYMHBI MHCY/IBTA Y 9TUX IIa-
LIUEHTOB SBJISETCS KpaiiHe BaxkKHbIM WM3-3a MOTEHLMAIbHOTO
PYICKa, CONPSIKEHHOTO ¢ HalbHEHIINMK HeOe30MacHBIMU HC-
CIIeIOBAaHUSIMU U XUPYPTMYECKUMHU BMeIIIaTeIbcTBAMH [8].

LlepeOpanbHBIe aHEBPU3MBI TIpH cocymucToM Bapuante COJI,
M0 JIAaHHBIM HEKOTOPBIX MccieaoBateneil, Bctpevatorcs B 4%
CIly4yaeB, IPUYEM Y TIOJOBUHBI M3 3THX IAlIIEHTOB aHEBPU3-
MBI CTAHOBSATCS MPUYMHON BHYTPUUEPETHBIX KPOBOUIIUSHUIMA
[3, 40]. Yka3aHHas pacrpocTpaHEHHOCTb LiepeOpabHbIX aHEB-
pu3Mm ripu CO]], BulllIe, 4eM B OOLIEH MOMYISLNH, TIe YacToTa
HepasopBaBIIMxcs aHeBpyu3M cocTasiset 0,5—1% [3]. OnHaxo,
COIJIaCHO JPYTMM HCCIICHOBAHMSAM, JAHHAS JacTOTA OTpaxka-
€T BCTPEYaEMOCTb HE TOJBKO <«UCTUHHBIX» ((y3udOpMHBIX)
AHEBPU3M, HO, TJIABHBIM 00pa30M, JIOXXHBIX U PACCIauBAIOIIIX
[41—44]. Hanpumep, auccekiys UMeeT TeHIEHLIUIO K TICeBI0-
AHEBPM3MATUYECKOMY DACIIMPEHMIO COCYNa, KOTOPOE MOXeET
BBI3BIBATh CTEHO3 CAMOI apTepHHM 1 CIABTMBaHKE OKPYXAIOIINX
TKaHe!, a Ipy MHTpaKpaHUAIbHOM JJOKAIU3aLUu — CTaTh IPU-
YMHOU Cy0apaXHOMAAIBHOTO KPOBOM3IMSHNS; IPUCTEHOIHbIE
TPOMOBI MOTYT CITY>KUTb UCTOUHUKOM 3MO0muu [45]. MHorue
aBTOPHl PEKOMEHIYIOT Meproanyeckoe (eXeroqHo wiu 1 pas
B 2 Tofia) MCCIEI0BAaHWE COCYIOB Y OOJBHBIX ¢ YTOUHEHHBIM
C3/[ [3, 47]. HennBa3uBHbIE METOIbI (KOMIbIOTEPHAsE TOMO-
rpadudeckas aHTHorpadusi, MAarHUTHO-Pe30HAHCHASI aHTHO-
rpaus, OymniaeKcHOe YIbTPa3ByKOBOE MCCleq0BaHUE) Y Mallu-
€HTOB C TIONTBEPKICHHBIM THAaTHO30M COCYAMCTOTO BapHaHTa
COJl mpuMeHSIOTCS ISl paHHE TUarHOCTUKU apTepuabHbIX
ocnoxHeHuii [3, 47]. IlpoBeaeHre OUIMTAIbHON CyOTpaKLIM-
OHHOIi aHTHOTpaUy TAHHBIM OOJIEHBIM ITPOTHBOIIOKA3AHO M3-
3a BBICOKOI 4acCTOThI OCJOXHEHUI HEMOCPEeACTBEHHO B TOUYKE
MIPOKOJIA WJIN Pa3pbiBa/paccIOeHHUST apTeprUaIbHOM CTEHKU KaK
B MeCTe e¢ IMyHKIIMH, TaK 1 Ha ynaneHuu [39]. CooTHoleHue
MEXIy PUCKOM U TI0JIb30H JIT000T0 IMarHOCTUYECKOTO BMeIIa-
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TEJIbCTBA JOJDKHO ObITh TIIATEIbHO OLEHEHO, a MHBA3MBHBIE
JIMATHOCTUYECKUE MPOLIELYPHI BBITIOJHEHBI TOJIBKO B CIIy4asix,
KOTIa IUTAHUPYETCS JalbHEIIee XUPyprdecKoe BMEIIaTe h-
cTBO [6, 44]. Haxonka paHee He IMarHOCTMPOBAHHOMN MM ObI-
CTPO pacIIMPSIIONIEcs aHeBPU3MBI TPEOYeT TINATeTEHOTO MO-
HUTOpHUHTA [3].

Jlpyriie HeBPOIOrMYECKKe MPOSBISHUS TIPU COCYAUCTOM THUIIE
CO]1 BKJII0YAIOT TOJIOBHYIO 00JIb, SMUIEITUYECKIE TTPUCTYIIBI,
HEBPOIATHH OTIETBHBIX HEPBOB YJIM LIENBIX CINICTCHHI, MUAJI-
T'MH, MBILIEYHYIO TMIIOTOHMIO U ¢1abocTh [48].

HeuepebpanbHble cOCyTUCTbIE OCTOXHEHUST MOTYT OBITh K13~
HEYrpoXaloIMMH, 3aBePINAIOIIUMUCS JIETAIbHBIM HMCXOIO0M
B MonogoM Bo3pacte. Tak, cpeau 630 manueHTOB, HabIIOAAB-
mmxes M.G. Pepin u coaBropamu (2014), y 22% oTMmedeHbI
AHEBPU3MBI, IUCCEKLINH WU Pa3pBIBEI A0PTHI, KOTOPHIE B 00JTh-
LIMHCTBE cl1ydaeB (68 %) 3aKOHYMIUCH JIETaIbHBIM MCXOI0M, a
y 4% — aHeBPW3MEI, TUCCEKLINHU WIM Pa3phbIBEI KOPOHAPHBIX
aprepuii. CpeqHMI BO3pacT OOIBHBIX IIPH PA3BUTHH OCJIOXHE-
Huit coctaBui 30,8 et (25 net — anst MyxuuH u 33,5 et — and
SKEHIIVH).

IMopaxeHne BHYTPEHHMX OPraHOB B OCHOBHOM IPOSIBJISIETCS
MX KIMHUYECKW 3HAYMMBIMK paspbiBaMu. CrielMaabHBIC HC-
CJIEIOBAHMST OPTAHHOM «C1abOCT» BCIEACTBUE HECOCTOSITENb-
HOCTH KOJIIar¢Ha He TIPOBOAMINCE. BOMbIIMHCTBO Iepdopammii
MIPOUCXOIUT B CUTMOBUIHOM OT/ENE TOJCTOTO KUILEYHUKA, HO
MHOTIAa OHM MOTYT 3aTparvBath M TOHKMI KuinedHUK. Cremy-
€T OTMETHTb, YTO CMEPTHOCTh M3-3a KUIIEYHBIX Mepdoparmii y
nanueHToB, crpagatoiimux CH/I cocyaucToro TUmna, SBASETCS OT-
HOCHUTEJIbHO HU3KOM 1 orieHuBaeTcs B 2% [4]. CyluecTByeT BbI-
cokuii puck (50%) MoBTOPHBIX Tepdopalinii 060I0UHOM KHIII-
KU U HECOCTOSTENTFHOCTM aHACTOMO3a B CITy4ae CErMeHTApHOU
PE3EeKIIMU ¢ BOCCTAHOBJICHUEM ITPOXOAUMOCTY KHUIIEYHUKA TI0
THITy «KOHEII-B-KOHEIl». B CBA3M ¢ 3TMM TpPenoYTUTEbHBIM
TIOIXOIOM B JICUCHUHM SIBISIETCS] YACTHIHAST KOJISKTOMUS C YCTa-
HOBKOM KOJIOCTOMbBI, BO3MOXHO, C MOCJIEIYIOIMM BTOPUYHBIM
BOCCTAaHOBJICHMEM HETPEePHIBHOCTH KUIeyHMKa [3]. MMetotcs
eMMHUYHbIC OITMCAHMUSI CIIOHTAHHBIX Pa3pbIBOB CEJIE3EHKH U Te-
yeHu y nauueHToB ¢ COII [49]. UccnenoBaTeny yKa3blBalOT Ha
BBICOKMIA PUCK Pa3pbiBa MAaTKM B TPETbEM TPHMECTPE U Cpasy
rocJie pofoB y xXeHIuH, crpagatomux CAJ1 IV tuna. Ilo paH-
HBIM Pa3IMYHBIX MCTOYHNKOB, MATePMHCKAs CMEPTHOCTD Y Ta-
KHX MaLMEeHTOB cocTaBsieT okoo 12% |3, 4]. KoHTtpoupyeMbix
MCCNEIOBAHMI C OIIEHKON TPEMMYINECTB KecapeBa CEUeHMs,
MIPOBOIMMOTO C LIEbIO CBEICHUS K MUHUMYMY PHCKa pa3pbiBa
MaTKHU TIPY €€ COKpAleHWH B MPOIIECCe POIOpa3peleHus, He
MIPOBOMMIOCE. BBITO TIpemioxeHo MPOpMIaKTUIECKOE TIPHME-
HEHUE NEeCMOIPECCHHA TSI KOHTPOJIS MEePBMYHOIO TeMocTasa
[50]. BepeMeHHBIX XXeHIIUH ¢ cocymucThiM BapuanToM CO/I pe-
KOMEHIOBAaHO OTHOCMTD K TPYIIIE pHCKa U HAOIIOOATh B CIIEIM-
aIM3UPOBAHHBIX LgHTpax [3, 51, 52].

JIuarnocTuka

JIunarao3 CO]I cocymmucToro THITa OCHOBBIBAETCSI HA TUITMIHBIX
KJIMHUYECKUX TIPOSIBJICHUSIX, PA3BUTUM XapaKTEPHBIX TSKEIIbIX
OCJIOKHEHUI W HACIEACTBEHHOI OTATOIIEHHOCTU. 3abosieBa-
HHE MOXET ObITh 3aM0N03PEHO MPU HATMYMM TOHKOW PAaHUMOIA
KOXH, TUTIEPMOOUIBHOCTHU CYCTaBOB B COUETAHUU C KOCOJAIO-
cTeio [3, 9].

JlabopaTopHast nuarHoctuka CO/I TpedyeT crienuanu3upoBaH-
HOro 000pyIOBaHUsI U HE SIBISIETCS] LIMPOKoAocTynHou. OHa
3aKJII0YaeTcs B BblAeAEHUM GrOP0o0IaCcTOB U3 OMONTATOB KOXU
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C MX MOCTEAYIONMM KyIbTUBUPOBAHUEM, KOITUIECTBEHHON 1
KayeCTBEHHOI OLIEHKON CeKpeTupyeMoro umu Kojutarena I11.
Jlnarto3 noaTBepXKAAETCS 10 BhISIBIEHUIO aHOMAIbHOM MUTPa-
muu ol (I11)-1eneit mpokosareHa mpu 3jekTpodopese 0eNKoB
B TIOJMAKPWIAMUIHOM rejie B IPUCYTCTBUMU JOAELMICYIbdaTa
Hatpus o Metony Jlammiu [3, 9, 16].

Tennenuus K kpopouanusiHusaM mpu COJI IV tuma obycnos-
JieHa ¢1aboCThI0 COCYIMCTOM CTEHKU, a He KOaryIssuOHHbIMU
HapyuieHusMH |3, 8]. XpoHUYeCKoe MOBPEXIEHUE COCYIUCTOM
CTEHKH MOXET OCIOXHHUTBCS CHUCTEMHBIM BOCHATMTEIbHBIM
oTBeTOM ¢ noBbllieHHeM CPB, 4To CIyXUT MapKepoMm aKTHB-
HOCTH 3a00jIeBaHMS. DTO OOOCHOBHIBAET IIEIECO0OPA3HOCTh
MoHuTopuHra ypoBHst CPb npu COJI IV tuna [35, 33].

ITpu reHeTMyeckolt MMATHOCTUKE CIEAYeT YUUTBHIBATh, YTO B
ceMbsix, oTsaroiieHHbIX CO]I, BelnKa BEpOSITHOCTD BhISIBICHMUS
HOBBIX MyTauuii [21, 26]. Ha myrtauuu, Bo3Hukiuue de novo,
MIPUXOOUTCA OKOJIO ITOJIOBMHBI BCEX CIIyJaeB 3a00JieBaHUS
[3, 7, 8, 23, 46]. OOHapyxenue myraunu B rene COL3A1 obe-
CreYrBaeT TOUHOCTh AMarHocTUKU CHJI, 0MHAKO YyBCTBUTEb-
HOCTb CTAHIAPTHOTO MYTAIIIOHHOTO CKPHMHMHTA JaHHOTO TeHa
cocTaBJIsIeT TOJbKO 61% [7], MO-BUAMMOMY, BCJIEACTBUE IeHE-
tryeckoit rereporeHHocTd CO/I. Tlocne moaTBepxkaAeHUS Ana-
rHO3a Ha TeHETMYECKOM YPOBHE CJIeAyeT IPOBOIUTH CEMEIHBII
CKPUHUHT Y OJIM3KMX POACTBEHHUKOB.

Jleuenne

Crneuuduueckoe jneyeHue CIJ] cocyauctoro Tuma B Ha-
crosiiiee BpeMsi OTCYTCTBYeT. [loMMMO CHMMTOMAaTHYecKOTo
JICYCHUS TIPOBOMSITCS MPOPUIAKTHYECKUEC MEPONPUATHS U
reHeTMYeCKoe KOHCY/IbTpoBaHue. [lalmeHTaM cremyer peko-
MEHIOBaTh HOCUTDH C CO00I MUCHMO WJIM KapTy C yKazaHHEM
XapakTepa ux 00JIe3HHU, TPYIIbl KPOBU M KOHTAKTHBIX TAHHBIX
Bpava [3]. [anveHTaM W uUX CeMbsIM JOKHA OBITh OKazaHa
MICUXOJIOTHYECcKas TMOMOIIb U moaaepxkka. CiemyeT m30eraTh
MpreMa aHTUArPETaHTOB, aHTUKOATYJISTHTOB U ITPeTIapaToB, Mo-
BBIIIAIOIINX apTepuanbHoe AaBieHue [3, §].

P. Boutouyrie u coastops! (2004) mokasamy, 4T0 aHOMAJIBEHO
Majasl TOJIIMHA KOMILUIeKca MHTMMa—MeauMa apTepuil 3ja-
cTryeckoro tuna y manuveHToB ¢ COJ IV tuna ompenensier
TOBBILICHHBIA TEMOAMHAMUYECKUI COCYIUCTBIA CTPECC, 4TO
MOXET YBEJIUYUTh YACTOTY apTepUalbHON AUCCEKIIMU BO Bpe-
MS TeMOTVMHAMMYECKMX TMepenanoB. McciaemoBaHMSME ITO-
CIIeIHUX JIET YCTaHOBJIEHO, YTO MCIIOJIb30BaHUE OioKaTopa
B1-ampeHOpeIenTOPOB IEMUITPONIONA, @ TAKXKE MHTHOUTOPA pe-
HUH-aHTUOTEH3UHOBOM CUCTEMBI JI03apTaHa CHUXAET PUCK CO-
cymucThix ocioxHeHui pu CH/ IV tuma [53—56], uto MoxeT
OBITh CBSI3aHO KaK pa3 ¢ YMEHBIICHNEM COCYINCTOTO TeMOIM-
HaMUYeCKoro ctpecca. KpoMe TOro, ”HrMOMTOPBI PELIEITOPOB
aHruoreH3uHa Il (lozaptaH W Ap.) MOTYT YMEHbIUATb CUHTE3
TGF-p [55]. [MocnenHee 0OCTOATENBCTBO OTKPHIBAET HOBBIE
TIePCIIEKTUBBI KOHCepBaTUBHOTO JeueHus: COJI Ha ocHOBe 1c-
MOJIb30BaHMs (PAPMAKOIOTMIECKUX CPEICTB, YMEHBIIAIOIIUX
koHueHTpauuio TGF-B [43, 53]. B akcneprMeHTax Ha MbILIK-
HBIX MOIENISAX COSTMHUTETbHOTKAHHBIX AUCILIA3UI MCIIONb30-
Banue antuten K TGF-f npenoTspaiiano pa3BuTue cepbe3HbIX
COCYIUCTBIX OcoXHeHMH [57]. OTHOCUTENbHO HEIaBHO aHTa-
ronuctuyeckuii adexr B orHomeHun aktuBHocTd TGF-B u
MaTPUYHBIX METALTONPOTENHA3 OOHAPYXEH Y NOKCULIMKINHA
[30, 33, 57].

Ellie onHMM epcrieKTUBHBIM HAPaBIeHUEM B pa3paboTKe IIep-
COHU(ULIMPOBAHHBIX MeTONOB JieueHUs1 CHJI MOXKET CTaTh MpH-
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MeHeHMe ajenb-crenuduyeckoir PHK-unTepdepenym, mo-
JAaBJISIONLIEH SKCIpeccuio MyTaHTHoro ajtessi reHa COL3A1 [58].

B ci1yyae BOSHUKHOBEHMS apTePUATbHBIX, KUIICYHBIX WM Ma-
TOYHBIX OCIIOXHCHUI TpeOYIOTCS HeMeIIeHHast TOCTIUTAIN3a-
1S ¥ TIPU HEOOXOAUMOCTU — XMPYPrUYeCKOe BMELIATEILCTBO.
OOBIYHO TIPH Pa3BUTHY apTePHATBHOM TUCCEKIINHN PEKOMEHIY-
eTcsl KOHCepBaTUBHOE sieueHue [3, 23, 59].

CepbesHble apTepuaibHbie ocioxHeHus npu COIl TpeOyioT
MPOBENCHNUS PEKOHCTPYKTUBHBIX OTIEPALIUi ¢ UCTIOIb30BAHIEM
COOTBETCTBYIOLIETO MaTeprania (CTEHThI, TPOTE3bl, MUKPOCTIM-
panu Uit SMOOIM3auK aHeBpH3M). HecMoTpst Ha Bce Mephl
MPeNOCTOPOKHOCTH, Y YacTW MallMEeHTOB BO3HUKAIOT MOCIe-
OIlepAllMOHHBIC TeMOpPpParmIecKhe OCIOXHEHHUSI, HEeCOCTOS-
TeJbHOCTh AHACTOMO30B MJIM TPaHCILIaHTAaTOB. B HacTosiee
BpeMs UMEETCS HEeI0CTaTOYHO MH(bOpMaluU 00 MCIOIb30Ba-
HUY CTEHTOB JUIS JICUCHUS COCYIMCTHIX ocoxHeHui mpu COJI
IV tuna. Puck aprepuanbHoro pa3pbiBa WK IMCCEKIIMHM Ha OT-
JaJeHUN OT TOYKHU MYHKIWH SIBJIgeTCs BRICOKUM [3, 39, 43]. Bo
BCEX Clyyasx 00s3aTesieH MPOMIECHHBIHA MOCIe0NepalMOHHbIA
MOHUTOPUHT ¥ MOBTOPHBIA KOHTPOJb C MOMOILIbBI0 HEUHBA-
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CocymmcTbiit TvN cuHmpoma Inepca—LlaHno

3WBHBIX METONOB BU3yalIu3allMd. BaxHO, 4TOOBI HallMeHTaM,
crpagatorium COJI IV tuma, He MPOBOAWIMCH XUPYPTUUECKUE
KOCMETIUYECKHUE TIPOLICAYPhl WM ONepallii 0e3 JOCTaTOUHBIX
OCHOBAHMH, HANpUMep, YAaleHNEe BAPUKO3HO PACHIMPEHHBIX
BeH [41].

CeMbsIM C YCTAaHOBJICHHOMU MyTallMel MOXET ObITh MPELTIOXKEHA
MOJIEKYJISIpHAs TIpeHaTtaibHas quarHoctuka COJI.

[TocraHoBka auarHosa cocyaucroro BapuaHta CO]l BbI3bIBa-
€T 3HAYUTENbHBIC TPYIHOCTH, OCOOCHHO B OTCYTCTBME IIaTOT-
HOMOHUYHbBIX OMOMapKepOB MPK CTEPThIX U HeCTeLUDUYHBIX
KIMHUYECKUX MPOSIBICHMSX, OOILIMX C APYTMMU HO30JI0THYE-
cKuMHU (hopMaMK COeTMHUTEIbHOTKAHHBIX AucIiazuii. OqHa-
KO TIPEANONOXKEHNE O HATMYMK Y OOJIbHOTO 3a00/€BaHUS Ha
paHHEM KJIMHMYECKOM 3Tare JaeT BO3MOXKHOCTb IPOMHGOp-
MUPOBaTh MalMEHTA O BEPOSITHOCTU OCJIOXHEHUH, a TaKKe O
JOCTYITHBIX M HEOOXOMMMBIX MPO(PMIAKTHICCKIX Mepax, 4To
MO3BOJIUT OTCPOYUTh MOTEHLMATBHO KU3HEYTPOXKAIOLIME CU-
Tyalluu WK 00eCreynTb BEICOKYIO CTeTEHb TOTOBHOCTH K HUM.
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The vascular type of Ehlers—Danlos syndrome
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Ehlers—Danlos syndrome (EDS) type IV (vascular type of EDS)
is a rare inherited autosomal dominant connective-tissue disorder
caused by a mutation in the procollagen III gene (the COL3A1
gene). Patients with this syndrome are prone to rupture of arteries
and hollow body organs. Among all types of EDS, type IV involves
~5-10% of cases. Vascular complications may develop in any
anatomical region; large and medium-sized arteries are affected
most frequently. Typical complications include dissection of the
vertebral and carotid arteries at the extra- and intracranial levels,
carotid-cavernous fistulas, and aneurysms. The diagnosis is based
on major and minor clinical criteria and can be confirmed by labo-

ratory tests: by detecting a quantitative and qualitative disruption
of type III collagen synthesis by fibroblast culture or identifying
the mutation in the COL3A1 gene. Invasive diagnostic techniques
and surgical intervention should be used in case of life-threatening
complications. Today, there is no specific technique for treating
EDS. Our findings demonstrate that vascular complications in pa-
tients with EDS type IV were reduced by using p-blocker celipro-
lol. Inhibitors of the renin—angiotensin system and the agents low-
ering the concentration of transforming growth factor-beta open
up new prospects for conservative treatment of this pathology and
improve the future outlook.

Konrakrhbiii agpec: Jo6pbinuHa Jlapuca AHaTolbeBHA — JOKT. MeJl. HayK, pyK. 3-ro Hespou. otd. ®TBHY HIIH. 125367, Mocksa,
Bonoxonamckoe ., 1. 80. Tex. +7 (495) 490-22-17; e-mail: dobrla@mail.ru;

Iyoanosa M.B. — acm. 3-ro HeBpoi. otn. ®T'BHY HIIH;

Kanamnukosa JI.A. — . Hayy. cotp. 3-ro "Hespoa. otn. ®TBHY HIIH.

o1



	Tom 10-4-2016



