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1. NPEOUCNOBMUE

B Pexomenmammsx o0000IieHa W MpoaHAIU3UpOBaHA JoOKaszaTelbHas U
JOCTYITHasT Ha MOMEHT HalKWCaHUs Hay4YHas M MEIUIMHCKas HHoOpMaIms,
Kacaromascss aopTOMaTHil MPU HACIEIyeMbIX HApYIICHHUSIX COCIMHUTEIBLHON TKaHU
(HHCT) c¢ nenpt0o MmOMOIIM MPAKTUKYIOIAM paOOTHHUKAM 3JpaBOOXPAHCHHUS B
BBIOOPE ONTUMAJIBHBIX CTPATETUi BEICHUS MAllMeHTa C JaHHBIMU COCTOSHUSMH.

Jlanubie PexomeHmanuu mpeacTaBisioT co00il oQUIMATIBHYIO TIO3UIUIO TPEX
coobmecTB mo o0o3HaueHHOW mpobieme. Unensl [IpobrmemHoOl KomMuccHUU ObUTH
otoOpanbl EBpaszuiickoii accornmanuerr TepaneBToB (EAT), bemopycckum HaydHBIM
oobmectBom KapauonoroB (BHOK) wu PoccuiickuM HaydYHbIM MEIUIIMHCKUM
obmectBom TepaneBToB (PHMOT) ¢ menpto co3maHust MOpeaCcTaBUTENIbCTBA
po()eCCUOHATIOB, BOBJICYEHHBIX B OKa3aHUE MTOMOIIM TAIMEHTaM JTaHHOTO MTPOQHIISL.
brima mpoBeneHa BCECTOPOHHSISI OIlEHKA JOCTYIHOW JOKa3aTeIbHOM 0asbl 0
BEJICHUIO (BKJIIOYas JMATHOCTUKY, JEYCHHE, NPOOUIAKTHKY W PEabHIUTAIIUIO)
MAILMEHTOB C JAHHOU IaTOJIOTHUEM.

HpI/I HOI[60p€ N HU3JIOKCHHUH MAaTCPpHUAJIOB Mbl CTPCMHIIUCh PYKOBOJACTBOBATHCA
OCHOBOIIOJIararommuMmn I[MIpUHOUIIaMH, MpCaABABIIACMBIMHA K KIIMHHYCCKHUM
PYKOBOJACTBAM, 06[[Ieﬁ KOHCUYHOU HCJIBIO KOTOPBIX ABJIACTCA COBCPHICHCTBOBAHHC
KJIMHUYECKOM IMPAKTUKH U ITOBBINICHUC KAaUCCTBaA MGIIHI.[PIHCKOﬁ IIOMOIIIN IMalImMCHTaM
KapaInOJOTUICCKOI' O HpO(bI/IHH.

BripaGoTanHble MHEHUS TPU3BAHBI CIYKUTh OPUEHTUPOM JIJIsI TIPAKTUUECKUX
Bpauel B BONpOcax NMpo(UIAKTUKHU, TUATHOCTUKHU U JICUCHUS CEPJICUHO-COCYAUCTHIX
3a00JIeBaHUN C MPUHATHEM ONTHUMAJIbHBIX KJIMHUYECKUX PEHICHUM, OCHOBAaHHBIX Ha
MPUHIMIIAX JOKA3aTeJIbHOM MEIMIMHBI, BKJIOYas OTHOUIEHHE ‘‘PUCK-TOJIB3A”
(Tabn. 1.1; Tabn.1.2) L.

DKCHepThl U PELIEH3EHTHI 3al0JHWIN “NIeKJIapalui KOHPIMKTAa UHTEPECOB” M0
BO3MOXXHBIM HMJIM HUMEIOUIMMCS KOH(DJIMKTaM HWHTEpecoB. JIOMOIHUTENbHO is
DKCIEPTU3bl  HALMOHAJIBHBIX PEKOMEHJALMKW  HCIOJb30BAICA  ONPOCHUK  IIO
Okcneptuze U Atrectanuu PykoBoactB (The AGREE Collaboration). O mro0bix
VU3MEHEHMX B JEKJIapalHsIX UHTEPECOB, BOSHUKABIIMX B IIEPUOJ HAIIMCAHUS TEKCTA,
ob10  HeoOxomumo mnpouHpopmupoBath bOK ¢ mocnenyrommm  BHeECEHHEM
COOTBETCTBYIOIMHUX JomnoiaHeHui. [locne momydenus: oo0peHnid TEKCT yTBEpkKaalics
BCEeMM BXoIAmMMU B Pabouyio rpynmy skcnepramu. OKOHYATENbHBIA JOKYMEHT
yTBepxKaaics OkcrneptHo komuccuedt EAT nns ogHOBpeMEHHOW mNyOJuKaluy B
xypHaiie EAT, «Kapauonmorus B benopyccum». ABTOPCKHI KOJUIEKTUB IUIAHUPYET
peryisipHoe OOHOBIIEHUE JaHHBIX PEKOMEHAAIIHIA.

T http://www.scardio.ru/rekomendacii/rekomendacii_rko/polozhenie_o_nacionalnyh_klinicheskih_r
ekomendaciyah
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Tabauna 1.1 - Kinacesl pexomenaaruit

Knacchbl OnpepeneHue Mpepnaraemasn
pekoMmeHaaummn copmynupoBka
KnacyBopocc | | aHHble n/unu Bceobuiee cornacue, 4to PekomeHayeTca /

KOHKPETHbIV METOA NeYeHnsa unum npoueaypa nokasaH
nonesHbl, 3¢pPeKTUBHLI, UMEIOT
npevmyLiecTBa.

Knacc Il MpoTuBopeUmBbIE AaHHbIE /UM PACXOXOEHNE MHEHUN O
nonb3e/atHEKTUBHOCTN KOHKPETHOrO METOAA NEYEeHUs Unm
npoueaypsl.

Knacc lla BonbWNHCTBO AaHHbBIX/MHEHWIA TOBOPUT O Nosibae/ LlenecoobpasHo
3PPEKTUBHOCTU. NPUMEHATb

Knacc llb [aHHble/MHEHNS He cToNb Y6eanTenbHO roBopsT Mo>kHO
0 Nonb3e/3pPEKTUBHOCTM. NPUMEHSATb

Knacc Il [aHHble n/vunu Bceobulee cornacue, 4Yto He
KOHKPETHbI METOA NeYeHnsa unm npouenypa He pekomMmeHayeTcsa
ABMAITCA NONE3HON U ahPEKTUBHON, a B
HEKOTOPbIX Cry4asix MOryT NPUHOCUTbL Bpes.

Ta6auna 1.2 - YpoBHU 10Ka3aTeITbHOCTH

[laHHbIE MHOrOYMCNEHHbIX paHAOMU3INPOBAHHbLIX KITMHNYECKNX
nccnegoBaHum Unn MeTa-aHanu3os.

YpoBeHb
AoKasaTtenbHocTu A

[laHHble 04HOro0 PaHAOMU3NPOBAHHOIO KIMHUYECKOro
nccnegoBaHna NN KPYnHbIX HEpaH4OMU3NPOBAHHbIX
nccnegoBaHUN.

YpoBeHb
AoKasaTtenbHocTu B

CornacoBaHHOe MHEHME 3KCNEPTOB U/nnu HebonbLume
nccnenoBaHnsi, PeTPOCneKTUBHbIE UCCNeN0BaHNS, PErUCTpbI.

YpoBeHb
AokasatenbHocTtn C

2. DBBepneHue

Ha mnpoTshkeHun mMoclHeqHUX ABYX JECATHICTHH TpoOjieMa HacleIyeMbIX
Hapymenud  coenuuutensHot  Tkanu (HHCT) aktuBHO  paspabatbiBaetcs
KIMHUYECKUMH W Hay4YHBIMH IIKOJAMH TIOCTCOBETCKOIO IIPOCTPAHCTBA C
JUTUPYIOITUMH ITO3UITUSIMH POCCUMCKUX YUCHBIX.

O6 aKTyaJIbHOCTH JaHHOTO HANpPaBJICHUS  KIMHUYECKONM  MEIUIIMHBI
CBUJICTEIBCTBYIOT BBIIEAIINE B cBeT poccuiickue (2009, 2012, 2016 rr.) wu
oenopycckue (2014r.) HallMOHAJIbHBIC PEKOMEHAITNHN, B KOTOPBIX MTPHUBEICHBI 00IITHE
MPUHITUIIBI JUATHOCTUKA M JICYCHHS] HACJCACTBEHHBIX HAPYIICHWH (JIHCIUIa3Hil)
COE€IMHUTEIBHON TKaHHU.

B 2014-2015r. BemiM pexkoMeHmanuu  EBpomelickoro — oOmiectBa
KapIMOJIOTOB TT0 TMarHOCTHKE M JICYCHUIO 3a00JICBaHUI aOpTHI (BKIIFOUAs pasfen 1o
HACJICICTBEHHBIM aopTonatusaM) [1], a Taxxke menwlid psii OOHOBJICHHBIX PYKOBOJCTB
10 BEJCHUIO MAlMCHTOB C KJIAITAHHBIMU 3a00JICBaHUSMHU CEPJAIa, MOITBEPKITAFOIITIC
BBICOKHW PUCK CEPIAEYHO-COCYIUCTHIX OCIIOKHEHUN.
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B nenom, HeCcMOTpsT Ha WIMPOKUM CIEKTP MOJUOPTAHHBIX M MOJIMCUCTEMHBIX
KJIMHAYECKHX MIPOSIBJIICHU, MIMEHHO MaTOJIOTUS A0PTHI OnpeaeseT
TPYJIOCIOCOOHOCTh M KU3HEHHbIM mporHo3 y mnamueHtoB ¢ HHCT. Ilostomy
0000111eHre UMEIOIUXCS JaHHBIX MPECTaBISETCS BAXKHOW M aKTyaJIbHOM 3ajaueil, B
TOM YHCJIE C TO3UIUN TPOPHUIAKTUYECKON MEIUIIUHBI.

B noxymeHTe mnepeuducieHbl OCHOBHBIE MpOOENbl B J0Ka3aTelIbCTBAX U
MMEIONIUXCS TAHHBIX C LEJbI0 OYEPTUTh OCHOBHBIE HAMPABJICHUS I JAIbHEHIINX
HCCIIeOBaHUM.

3. OnpeaeneHna n TepMUHONOINA

Hacaenyemble (HacjieCTBeHHbIe) HAPYLIEHHUSI COEAMHHUTEJbHOH TKAHU
(HHCT) — rereporennasi rpyimna 3a0ojieBaHUN, OOYCIIOBICHHBIX T€HETHUYECKUMU
nedekTaMu CUHTE3a W / WM pacnaaa OEIKOB BHEKJIETOYHOTO MAaTPHKCa JHOO
HapyleHussMu Mopgdoreneza coequnutenbHo TkaHu (CT). B Hacrosmee Bpems
ornucano 6osiee 250 cuaagpomoB HHCT [2].

Boiensitor cunopommvle monozennvie oopmul C COrIaCOBaHHBIMU KPUTEPUSIMU
¥ HeCUHOPOMHbBLE (hopMbl MyTbmupaxmopuanbHoii npupoodst > (puc. 1).

HACNEAOCTBEHHbBIE HAPYLLEHWNA }

COEVMHUTENILHOM TKAHM
|
MOHOTEHHBIE HACNEACTBEHHbIE '
CUHIPOMBbI C COTTACOBAHHbIMM MYNbTUGAKTOPUAJIbHBIE
KPUTEPASMU HECUHAPOMHbIE GOPMbI
y
\ 4
K CUHAPOM MAP®AHA (FeHTCKMeE KpUTepumn Loeys\ 4 N )
AE et al, 2010) = MAP®AHOMO/JOBHbI
= CMHAPOM 3MEPCA AH/O (Villefranche criteria, ®EHOTUN 5
Beighton P. et al.,1998) " 3/IEPCONOAOBHbIN
»  CMHAPOM MMNEPMOBM/IbHOCTM CYCTABOB PEHOTUN 5
(Brighton-Grahame criteria, 2000) " HEKJACCUOULINPYEMBIV
»  HECOBEPLUEHHbI OCTEOTEHE3 PEHOTUM
= MPOJIANC MUTPABHOTO K/AMAHA - j

=  CEMEMHbIN CUHAPOM MAP®AHOMAHOM
BHELUHOCTU (cMHOHUM Loeys-Dietz syndrome,
type 2B, kputepum Loeys B.L., 2005)

= MASS-CMHOPOM u np.

/

Pucynok 1 — CoBpemMeHHBIE MPEICTaBICHHUS O CTPYKType HaCIeIyeMbIX HapyIIeHUN
COE€IUHUTEIHLHON TKaHU.

2 CuHoHum: «[ucnnasus coeduHumesnsHol mkaHu» ([CT), noa KOTOPOW CErofHsi MOXeT CKpbIBaTbCs
3HaAYNTENBbHOE KONMYECTBO FEHETUYECKU HEOOHOPOAHbIX MOHOreHHbix HHCT, 0OycrioBneHHbIX «MSrKUMUNY
MyTaumnsiMu, MPOTEKAILLMX CO CTEPTOMN KIMHNYECKOW KapTUHOW NMbO eLle He AMarHOCTMPOBaHHbIE (POPMBbI.
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MoHoreHHbIe HacjaeayeMmbi€ CHHIAPOMBI - CHHIAPOMBI C HM3BCCTHBIMU
COIIaCOBAHHBIMHU THUAIrHOCTUYCCKUMH KPUTCPUAMH, OONBIIMHCTBO W3 KOTOPBIX
HMCCT MOJICKYJLIPHO-TCHCTHYCCKOC  IIOATBCPXKACHHUC W 49aCTO O6YCJIOBJ'I€HO
IMCPBUYIHBIMU MYyTallUAIMHU I'CHOB.

JAucniiazus, Ui MHOT0O(paKTOPHbIC HAPYLIEHUS COCTUHUTEIbHON TKAHU —
reTeporeHHas rpynmna 3a0oJjieBaHHM, OOYCIOBJICHHBIX BOBJICYEHHEM B IATOTEHE3
o0mux (PEepMEHTHBIX CHUCTEM W PA3IUYHBIX CTPYKTYPHBIX OEJIKOB BHEKJIETOUYHOIO
matpukca CT, molureHHoi MHOTO(AKTOPHOMN MPUPOIBI, 00BeAMHEHHAS B (DEHOTHUIIBI
Ha OCHOBE OOIIHOCTH BHEITHUX W/WJIH BUCIICPATLHBIX MPHU3HAKOB.

[ToMuMO TpPaIWIIMOHHO CJIOKUBIIUXCS TOAXOJOB C BBIICIICHUEM TpPEX
KJIACCUYECKUX (GheHOTUIOB (MapdaHono00HbIN, AJIEPCOINOI00HBIH 151
Hekaccupuupyemsiid) (puc.1.1), pacemampusaiomes mapganouonas snewnocme,
000pOKa4ecmeeHHas 2unepmMoOUlIbHOCMb — CYCMABO8 U  NOSPAHUYHbIL  NPOJANC
(npocub) MumpanrbHoO20 K1anaud.

AHeBpu3Ma aoprtbl — pacummpenne ee Ha 50 % MO CpaBHEHHIO C HOPMOW,
KOTOpasi ONpeNeNsaeTcsl, UCXOAsl U3 BO3pacTa, IUIOMIAIA MOBEPXHOCTH TeEla, METOAA
HCCIIEIOBAHUS U U3MEPSIEMOTO YUACTKA A0PTHI.

Kopensb aoptsl (KA) - BHyTpHCcepAeUHas CTPYKTypa ¢ 0coboii mopdoioruei,
KOTOpasi MPUHUMAET y4yacTue B (QopMupoBaHuu (GUOPO3HOrO Kapkaca cepaua u
ABJISIETCA MPOJOJIKEHUEM BBIHOCSIIETO TPAKTA JIEBOTO KETY10UKA.

TyOynsippasi 4acTh BOCXOASIIEd a0PThl — YacTh BOCXOJAILIEH AOPTHI OT
CUHOTYOYJISIPHOTO IPeOHS O TyT'H aOpPThI

Jlyra aopThl — 4acTh BOCXO/IAILIEH a0pThI OT YCThs OpaxuoredaibHOro CTBOJIA
110 MOJKJIFOYNYHON apTEpHH.

Octpsliii aoptanbhblii cuHapoM (OAC) (ocTpble CUHAPOMBI TPYIHON a0PTHI)
- OmIpejeNsieTcsd Kak BHE3AlTHO BO3HUKILIKE CUTYallMd C MOXOXKUMH KIMHUYECKUMU
XapaKTEepUCTHKaMHU, C TMOPAKEHHEM aopThl. B ero ocHoBe MOryT Jexarb
uHTpamypaibubie rematombl (MMI'), nenerpupytomas aopransHas s3Ba (ITAS) um
pa3/ielieHHe CJIOE€B CTEHKU aopThl, MPUBOISIICH K paccedeHuto aoptel (PA) wmm
pa3pbIBY TPYAHOU AOPTHL.

Pacciioenue aoptbl (cun. JUcceKuMs) - ONPENETSETCS KakK pa3pylIeHUE
CPEIHETO CJ0SI CTEHKU aOpThl, CIIPOBOLIMPOBAHHOTO BHYTPUCTEHOUYHBIM MONAJaHUEM
KPOBH, C PE3YIbTUPYIOUIMM Pa3/ICICHHEM CIIOEB CTEHKU a0PThl U TOCIEAYIOIIUM
(GhopMHUPOBaHNEM MCTUHHOTO WJIH JIOXKHOTO MPOCBETA, C WKW 0€3 COOOIICHUS MEXKITY
HUMH.

Pacciioenue Stanford tunm A (Bocxoasiiee paccedenue — Crindopackuii
Tun A, tun I-II mo DeBakey) — nucceknus, BOBJIEKAOIIasi BOCXOIAUIYIO aOpTy
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MEXAy aopTaJbHBIM KJIamaHoM U Opaxuone@albHbIM CTBOJIOM (BOCXOJSIIEE
pacceuenue - Ctandopackuii Tun A)

Paccaoenne Stanford Tunm B (Hucxoasimee paccedyenue - Crandopackmii
tun B, Tun III mo DeBakey) — nuccekuuss B HUCXOMSIICH TpyaHoW aopre (HE
3aTparvBaroiias BOCXOJSAIIYI0 aopTy), PacCIOoKeHHas AUCTAIbHEE OTXOXKJICHHS
JIEBOM MOJKIIIOYMYHON apTepuu (HUcxoasIiee paccedenue - Ctandopackuii tum B).

OcTpoe, mogocTpoe M XPOHUYECKOE PACCHO0EHHE AOPThI — COCTOSHHE
TeueHus 6oiae3nu <14 nueit, 14 — 90 gueii u > 90 nHEN COOTBETCTBEHHO.

CuHapOMHBIE aHEBPU3MbI M paccjoeHusi rpyaHod aoptbel (CAPT'A) —
aHEBPU3MBI, UMEIOINE TEHETHIYECKYIO TTPEAPACIIONIOKEHHOCTh M BRICTYIAIONINE KaK
9acTh TEHETUYECKOTO CHHApOMA (Harpumep, npu cuaapome Mapdana (CM), Jlyuca-
Hutma (JIJIC), Dnepca-lanno (3C) cocyaucToro TUIa M Jp.) Wik IISHOTPOITHOIO
MPOSIBIICHUS. TIPH  JIPYTUX  KJIACCH(HUIIMPOBAHHBIX 3a00JCBAaHUAX MOHOTECHHOM
npupoasl. OTMedaeTcs NPEUMYIICCTBEHHOE BOBJICYCHHE BOCXOSIIETO CErMEHTa
TPYAHOTO OTAENAa aopThl y JIMI[ MOJIOAOTO BO3pacTa Ha (POoHE MHOKECTBEHHBIX
aHOMAJIMI CTPOCHUS M HapylIeHUs QYHKIMHU JAPYTUX OPraHOB M CHUCTEM, HA OCHOBE
KOTOPBIX CPOPMHUPOBAHBI UX JUATHOCTUYECKUE KPUTEPHUHU.

Cemeiinble (HeCMHAPOMHBIE) aHEBPU3MbI H PACCJIO0EHUsI TPYIHOI a0PTHI
(ncAPT'A) / Familial Thoracic Aortic Aneurysms and Dissections, fTAAD -
KJIMHUYECKM W T€HETUYECKU TeTepOreHHas rpymmna 3a00leBaHuid C ayTOCOMHO-
OOMUHAHTHBIM (AJ]) - TUOOM HacienoBaHUsA, OOIIEH XapaKTEPUCTUKOW KOTOPBIX
ABJISIETCSI CUCTEMHAs NAaTOJIOTHUS COEIMHUTEIbHON TKaHW, IpeapacroJiararomas K
OTPaHUYECHHOMY MOPAXEHUIO TPYAHOU aopThl. J[MarHOCTHPYIOTCA Ha OCHOBAHHUH
MOJIOKUTENBHOrO ceMeiiHoro anamue3a API'A Gosiee yeM y oHOTO ujieHa CEMbU B
OTCYTCTBUE KIIMHUYECKHUX CUHAPOMHBIX IPU3HAKOB M3BECTHBIX
muddepennmpoanasix HHCT [3].

Cnopaanueckue cemeiinbie popmbl API'A (cmAPI'A) — u3onmupoBaHHBIC
APT'A B oTcyTCcTBHE CUHAPOMHBIX Mpu3HaKkoB kiaccnueckux HHCT npu enMHUYHBIX
Clly4asix aHEBPU3MBI B CEMBE.
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3.1. MpobneMHble N akTyanbHble BONPOCHI

Pacmipenne oOnacTd NPUMEHEHUS MEIMIIMHCKOW TEHETHKM B 00JacTH
KapJIuOJIOTHH 0003HAa4YWiI0 MpobjieMy paHHEro (HOPMHUPOBAHMS TTOTPAHUIHOTO
pacIMpeHusi, aHEBPU3MBI W/WIHM paccioeHus TpymaHor aopTtel (API'A), mmeromue
OTJIMYUTEHHBIC OCOOEHHOCTH OT APYTUX (pOopM aopTOTaTHI.

M3HavyalbHO HMCKYCCTBEHHOE pa3JIeJIeHUE aOpThl HAa TPYJHON M OpPIOMIHOW
OTAENBl COXPAHSJIO PALMOHAIBHOE 3B€HO C TPAAUIMOHHOW KIMHUYECKOW TAKTUKOU
X BEJCHUS KapAHO- M AaHTHOXMPYypraMH COOTBETCTBEHHO. Bmocienctsuu, B
eBponerckux pekomenganuax 2014 roga noguepkuBaeTcsl IEHHOCTh KOMILIEKCHOTO
NOAX0Ja K HM3YYEHHUIO aOpThl KaK LEIOCTHOTO OpraHa [1], OAHAKO CaMH aBTOPbI
pPEKOMEHAAMN YTBEPXKAAKOT, YTO JAMUXOTOMHUYECKOE BBIJICJICHUE HW30JUPOBAHHON
NaTOJIOTUM TPYJHOTO OT/ENIa a0pThI B PSJIE CIydaeB COXpaHSAET LEIeco00pa3HOCTh,
KaK C akKaJeMHUYeCKOW, TaK M C IPAKTHYECKOW TOYKM 3peHus. Bo-nepBbIX,
U30JIMPOBaHHbIA (OKYC B3I[VIAJOB Ha TPYIHOM aopTe SBISIETCS CIEICTBUEM
oOnmuratHoro pucka paHHero QopmupoBanuss API'’A  mpu  omnpeaesneHHbIX
cunapoMubix popmax HHCT. Kak pesynbrar, Hanuuue API'A 510XKUTCS B OCHOBY
OMOPHOr0 AUArHOCTUYECKOTO KPUTEPUS PsAJa TEHETHUYECKUX CHHIPOMOB — CUHAPOMA
Mapdana (CM), Jlyuca-Tutna (JIIC), MASS-dernoTrna (akpormm: Mitral valve,
Myopia, Aorta, Skeleton, Skin) u apyrux wmapdanomomobusix (‘“Mafan-like”,
“overlap”) cocrosnuii. IlocnegHue B HacTosIiee BpeMsl pPacCMaTPUBAIOTCS Kak
«cunopomnvley Gopmbl APT'A. Bo-BTOPBIX, OTHOCUTEIHHO HEJABHO CTAJIM BBIICISIThH
BTOpyl0 Oonbiryto kateroputro AI'A, mpu KOTOphIX aopTa MOpa)KaeTcs
M30JIMPOBAaHHO, HE MMEsI YETKO O0O3HAUYEHHBIX KIMHUYECKHX XapaKTEPUCTUK. DTO
«HecunHopommbley unu «cemetnviey @opmoi API'A (Familial Thoracic Aortic
Aneurysms and Dissections, fTAAD), koTopbie TpeOyIOT crielinpruIecKux 3HAHUH 110
TaKTUKE BEJICHUS, TMPOBENCHUS CIOXHONW audQepeHnanbHOl  TUarHOCTUKU.
OcoOeHHO TpYIHBI U1 JTUATHOCTHKU €AMHUYHBIEC CIy4dau BBISBICHUS aHEBPHU3MBI B
CEMbE — MPHU T.H. KU30IUPOBAHHBIX) AHEBpU3MaxX. YKazaHHble reHetuueckue APT'A
3a4acTyl0 MOTYT IPOSBISTHCS W30JMPOBAHHO, M, YTO OCOOEHHO Ba)KHO, Ha (hoHE
«HEMOT0» TEYEHUsS B OTCYTCTBUE pPACIIO3HABAEMBIX 3THUOJIOTMYECKUX, KIMHUKO-
(hEeHOTUNMUYECKUX U TeHETUYECKUX (PaKTOPOB PUCKA.

[Io coBpeMEHHBIM NPEACTABIEHUAM, B KOXKIOM /4 ciaydae pazButue API'A —
TO pe3ynbTaT TeHEeTWYECKOW mpenpacnoyiokeHHoctn [4,5,6], Omm3kmii K
a0COJIOTHOMY MOKa3aTeNI0 y JIUIl MOJIOZOTO BO3pACTa.

Bmecte ¢ Tem, Ha TpakTHKE Bpad OPUEHTUPOBAH Ha BBISBICHUE
TPaJAUIIMOHHBIX (DAaKTOPOB PHCKA aTEPOCKIECPOTUYECKOTO MOPAKEHUsS AOPTHI, MPHU
ATOM 3a4acTyl0 YyIyCKas WJIM, 4TO OBIBaeT daile, HEJOOIECHUBAs ATHOJOTUUYECKYIO
MIPUHAIJICKHOCTH aHEBPU3MBI K HACJIEACTBEHHBIM (pOpMaM.
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YHYI]_IGHI/IC TCHCTUYCCKOI0O KOMIIOHCHTA IIPUBOAWUT K HGCBO@BpeMeHHOﬁ
AUArHOCTUKEC HAYAJIBbHOTO IIPOABJICHHA AHCBPU3MBI — JAWJIATAOMKM, KOTOpas
HAaYHUHACTCA IIPHU 3HAYUTCIIbHO MCHBIINX pasMCpax aOpThbl, YCM B IIOITYJIAIINH.

Ilpu «uacneocmeennvlx aopmonamusx», He cyujecmgyem 06€30NACHO20
pasmepa aopmei. Paccioenne uiu pa3pbiB MOTYT IMPOUCXOAUTH YXKE MPU JUAMETPE
40-45 MM, 4TO ropas/io MEHbIIE MPEACIbHO JOMYCTUMBIX pa3MEPOB a0PThI - 55 MM U
0onee, MO TIOCTHXKEHUH KOTOPBIX OOBIYHO MPUHSTO MPUTJIALIAThH ISl KOHCYJIbTAlluU
KapIuoXUpypros [7].

Kpauine axmyanona cumyayusi pucka paccnoenus (Ouccekyuu) aopmuvl 0e3
Qopmuposanus  nepeuuHOl  AHEEPU3MbL  NPU  ONPEOeNeHHbIX — MYMAayusx 6
enaoxkomviueunvix xkiemkax aopmol [8]. Ilomumo yrpossr API'A, y mammeHTOB, K
npumepy, ¢ MmyrauusiMu  ACTA2, TOBBILIEH PUCK  JPYyTUX  PaHHUX
KapJIUMOBaCKYJISIpHBIX ~ COObITMM  Ha  QoHe  3a00J€BaHMII  COCYyIOB B
1epeOpoBacKyIsipHON  cucTeMe (paHHUE MIIEMUYECKUE HHCYJBThI, OOJIe3Hb
«MOSIMOSD», @aHEBPU3MBI COCYAOB TOJIOBHOTO MO3ra), paHHEE MOPaKeHHE KOPOHAPHBIX
apreputii [9].

Hapsiny ¢ mopaxkeHweM KOpPOHApHbIX U Nepudepuydeckux apTepui,
3a00€BaHusl AOPThl BHOCAT BKJIaJ B IIMPOKHUM CIEKTP COCYJIMCTOM IaTOJOTHH,
BKJIFOYAIOIIUN HE TOJIbKO XPOHUYECKHE aHEBPU3MBI a0pThl, HO M Pa3HOOOpa3HbIC
dbopmbl octporo aoprainbHoro cuuapoma (OAC). YuuthiBas MHOTOIUIAHOBOCTH U
OTJICJIbHOE HAMNpAaBJICHHE MO W3YYEHUIO COCYAUCTBIX KaracTpod, B JaHHBIX
PEKOMEHJIAIUSAX PACCMATPUBAIOTCS TOJBKO UX KIMHHYECKHE XapaKTePUCTUKH Oe3
JeTaau3aluy TAKTUKYA BU3yaIu3alliu U BEJICHMUS.

B nocnennue mecarwietus ortMedaercsl yBenmueHne cmepTtHoOcTH oT APTI'A B
MOJIOJIBIX BO3pacTHBIX TIpymnmax a0 45 ner, ocobeHHo cpeaun MyxuuH. I[lo
COBPEMEHHBIM JAHHBIM CEPACYHO-COCYAUCTBIM PUCK PACCIOEHUS U Pa3pbiBa aOpPTHI
npu CM u OIM3KUX eMy COCTOSHMU cocTaBisieT 1-2 % OT BceX CMepTeNIbHBIX
HCXOJ0B B POMBIIUIEHHO Pa3BUTHIX CTPaHAaX, SIBISAACH MPUUUHOW cMepTh B S50 ThIC.
ciyyaeB B rox [10].

[[upokas pacnpoctpaneHHocTh (> 40%) HHCT cpenu HaceneHus OoTATOIIacT
TEUEHHE CEpPACHYHO-COCYAUCTON TMATOJIOTUH M yXYIWAET KapAUOBACKYJSPHBIN
nporuo3 [11]. [TosTomy npobsema npoduIakTUKN KapAUOBACKYIISIPHON MATOJIOTHH Y
nanueHToB ¢ paznuuabiMu popmamu APT'A, accoruupoBanasivu ¢ HHCT, crout
ocobenHo octpo. Kpome Toro, AI'A, Bce yaiie SBisStOTCS CIydalHBIMA HAXOKaMH, B
CBsI3U ¢ 4yeM B EBpome mporpeccMBHO pacHpoOCTPaHSIIOTCS MPOTPaMMbl IEPBUYHOTO
CKpUHHMHTA U TPOPUIAKTUUECKUX MEPOIPHUATHI, KOTOPhIE UIPAIOT BaXKHYIO POJIb B
MPEOTBPAICHUH MTOCIEAYIOIIUX OCIOMKHEHUM.

[Tyomukamuss 2001 roma PaGoueit rpynmbel  EBpomeiickoro oOruiectBa
kapauosioroB (ESC) mo paccioenuto aoptel (PA) crama omHOM U3 MEPBBIX
JOKYMEHTOB B MHpE, KacaBIIMMCSl 3a00JieBaHUIl aopThl, W Obula 0/100peHa
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Awmepukanckoit Kapamonormueckoii Komnernein (ACC) [12]. Haumnas ¢ Ttoro
BPEMEHU TPOU3OINIO CYIIECTBEHHOE YIyUYIIEHHE METOJOB BU3YyaJIW3aIMH AOPTHI,
OCOOEHHO BCIIEJICTBUE PA3BUTUS MYJIbTHUCHHUPAIBLHON KOMIBIOTEPHOW ToMorpaduu
(MCKT) u marautHo-pe3onancHoi Tomorpaduu (MPT). Poct o6bema nundopmanuu
O HOBBIX JHJIOBACKYJISIPHBIX U XMPYPTUYECKUX TMOJX0/ax Habromaercs OoJblien
gacThio B TeueHue mnocieaaux 10 jer [13]. OnyGiaukoBaHBI JTaHHBIE MHOXKECTBA
perucTpoB, BkiIrodas MexayHapoaubiii Peructp octporo PA (International Registry
of Aortic Dissection — IRAD) [14] u I'epmanckoro Peructpa octporo PA tuma A
(German Registry for Acute Aortic Dissection Type A — GERAADA) [15],
dKCIepTHhIE cormamenus [16, 17], Bxmowas mnociaeaHue PEeKOMEHIAUUA —I10
JTUATHOCTUKE W BEICHHUIO TAIIMEHTOB C 3a00JEBaHUSIMH TPYIHOH aOpTHI,
BBIMYIICHHBIE PsiioM amepukanckux [13, 18] u eBpomeiickux [1] oOmiecTs, a Takxe
00IIEeMHPOBBIC M JIOKAJIbHBIE MOMYJIAIMOHHBIE uccaeaoBanus u crateu [19, 20, 21,
22]. B BbIIICTIEpEYUCIICHHBIX JOKYMEHTaX akKIEeHT cIejlaH Ha OBICTphIE U
3¢ (pEeKTUBHBIE CTPAaTETUW JAMATHOCTUKA W JICUCHUS aHEBPWU3M aoOPTHI, BKIIIOYAS
MEJIMKaMEHTO3HbIC, DH/IOBACKYJISIPHBIE U XUPYPrUUYECKUE MOX0/IbI, KOTOPHIE YaCTO
KOMOUHUpPYIOTCS.  JlomonHuTensHO, 0OCyXmaroTcss aHeBpusMbl U PA  mpu
BPO’KJICHHBIX aHOMAJIUSX ¥ T€HETUYECKUX 3a00JIEBAHUIX a0PTHI.

[TpucranbHOE BHUMaHHE MEAMIIMHCKOW OOIIECTBEHHOCTH K HACJIEICTBEHHBIM
AOpTOIIATUAM CYLIECTBEHHO BO3pPOCJIO TOJIBKO B IIOCIEIHHME TOIBI, B CBI3H C
pacHIMPEHHEM BO3MOXHOCTEM MOJIEKYJISPHO-TEHETUYECKOro ckpuHuHra. B 2013
rogy B Montaneunno (Wranusi) coBmectHo ¢ Kananckoil accouuanueit cCUHApoOMa
Mapdana paccMaTpuBaeTcs HOBas KjlacCu(HUKalMs HACIEICTBEHHBIX CUHAPOMHBIX U
HeCHHAPOMHBIX AT'A.

B pesynprare co3zmanums B EBpone peructpa manumeHtoB ¢ CM, ATl'A,
OpraHM3allMii WX HAOJIOJCHUS, CBOCBPEMEHHOW JUArHOCTHUKE U  JICUCHHUIO
OCJIO)KHEHUH, YAaJlOCh JOCTHYb YBEIWYCHHS CPEIHEH MPOIOJIKUTECILHOCTH YKU3HU
MAIMCHTOB C TPYAHBIMH aHEBPHU3MaMH 10 CPEIHECTATUCTUYCCKUX. B Pecnybnuxe
benapyco u Poccuiickoti @edepayuu 6azvl oannvix ¢ cunopomuvimu HHCT, 6 mom
yucne nayuenmos ¢ CM omcymcmeyiom.

Hapsiay ¢ mMpokuM BHEAPEHHWEM B TEPANIEBTUYECKYIO TAKTHKY JieueHuss AI'A
B-agpeHoOIOKAaTOPOB, NPAKTHUUECKUNW Bpad pENKO HallelleH Ha M[pUMEHEHHE
WHTHOUTOPOB  PEHUH-AaHTHOTEH3UH-albAocTepoHOoBO  cuctembl  (PAAC), B
YaCTHOCTH, CapTaHOB. PaccMarpuBaeTcs BO3MOXHAs MOJb3a OT JOMNOJHUTEIBHOTO
Ha3HAYCHUS J103apmana - aHTaronucta penentopoB | Tuna anruorensuna II (APA),
KOTOpbI€ BOBJICYEHHBI B OOILIME MYTH TPAHCIYKUHMHU BHEKJIETOUHBIX CHUTHAJIOB OT
TaKUX JIMTaHJIOB, Kak aHruoteH3uHa Il — Menuaropa mporpeccupoBaHusl AaHEBPU3MBI
aoptel U TpaHchopmupyromero ¢aktop pocta-f (TGFP), uro mnpemonpenenser
HOBbIE€  TOTEHIUAJIbHBIE  TEPANEBTUYECKHE  MOJIEKYJSPHbIE  MHUILIEHU  TIpU
HACJICJICTBEHHBIX aopromartusix [ 23, 24, 25].
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Jlo HacTOSIIEr0 BPEMEHH HE PEIICH BONMPOC 00 OTHOIIEHWU K PACIIUPEHUIO
BOCXOJSIIIEr0 OTJIeNla aOpThl C JABYCTBOPUYATHIM (OMKYCIUJIATbHBIM) aOpTalbHBIM
knanaHoM  (JAK). Mauorumu  kapauosioraMu, BpadyaMud — (DYHKIIMOHAJIBHOM
muarHoctuk  JIAK pacuenuBaercss kak W30JIMpOBaHHBIM moOpok cepaua. Kax
CIEICTBHE — Ha TNPAKTUKE OTCYTCTBYET OIPEACIICHHAas HACTOPOKEHHOCTh B
OTHOUIEHUU BEPOSATHOTO PACHIMPEHUs TPYIHOUN aopThl y manueHToB ¢ JJAK.

B Hacmosawee e6pemsa npumamo  paccmampusamev — ACCOYUUPOBAHHOE
pacuiuperue socxoosauei aopmol ¢ /J[AK kax omoenvnoe 3abonesanue, umeroujee
2eHemu4ecKyr0 0emepMUHUPOBAHHOCHb U C80U OmauYHbll npoeno3. He ciydaitHo
KpUTEPUH, PEKOMEHIyEMbIE B HACTOSIIIIEE BPEeMsl K MPUMEHEHUIO JJIsl ONpeAeIeHuUs
MOKAa3aHUM K XUPYPruyeCKOMY JICUYEHUIO JaHHOM KAaTeropuu MalMeHTOB, Oolee
AKECTKHE, 4YeM IpU aHEBpU3MaxX BOCXOJAIIEH aopThl ¢ TpexcTBopuarhiM AoK.
[Ipobnema accouuupoBanHoro ¢ JIAK pacumupeHus aopThl paccMOTpeHa ¢
pPa3JIMUHBIX TOYEK 3PEHUs EBPOINEUCKOTO U aMEPUKAHCKOrO0 PYKOBOJCTB C
BBIHECEHUEM OOOOIIEHHBIX KJIIOUEBBIX MMOJIOKEHUM, HAMPABJICHHBIX Ha YIIYy4IICHUE
OKa3aHWsg IOMOINM JAHHOMW KAaTeropuy IMAIlMEHTOB C IMO3MIMU KapAuoJiora u
KapIHOXUpypra.

OnelT BeIEHUsS NAUUMEHTOB HACJIECACTBEHHBIMU AOPTONMATHSMHU JIOKA3BIBAECT
BO3MOXXHOCTb JOCTW)KCHHUS 3HAYUTEIBHBIX IIOJIOKUTEIbHBIX PpE3YyJIbTATOB IIPU
aJICKBaTHOM KypallMu pacCMaTpUBAaEMOW KAaTETOPUMU IAl[UEHTOB. YUYWUTBIBAas, 4TO B
KIIMHUYECKOM IIPAKTUKE BBIIICYKA3aHHBIE TEPANlCBTUUECKUE CTPATETHH  Yallle
HEJOOIICHUBAIOTCS,  CBOEBPEMEHHAass  IIOCTAaHOBKAa  JWarfHo3a  (BBbISBJICHUE
HacneactBeHHbIX CAPI'A u HCAPI'A), yrounenue (axkTopoB pucKa, ageKBaTHOE
TEPANEBTUYECKOE U CBOEBPEMEHHOE XUPYPTHUECKOE JIEUEHUE JAOT IIAHC MalleHTaM
c BbicOkMM puckoM API'A Ha ymydnieHue S>KW3HEHHOTO mporHo3a [26,27,28].
JIOCTMKEHME  yKa3aHHBIX €€ BO3MOXKHO IIpU  JOBEACHUM 3HAHUM O
HacseacTBeHHbIX popmax APT'A 10 mmpokoro kpyra Bpauen.

3.2. OCHOBHbIe nNUTepaTypHble UCTOYHUKN

Jnsg HamucaHus PYKOBOJCTBA HCIOJIB30BAJIUCh CJIEAYIOIINE OCHOBHBIE
myOJIMKaIu:
1. PykoBoJICTBO TI0 JUArHOCTUKE M JICUEHHIO 3a0oJjieBaHWi aopThl EBpomeiickoro
obrmrectBa kapauosoros 2014 rona [1].
2. PykoBoACTBO TIO BENEHHIO TMAIMEHTOB C KIAMAaHHBIMH 3a00JICBaHUSMU cepla
AMEpUKaHCKOT0 KOJIJIETUU KapAUOJIOTMU U AMepHKaHCKoM accounanuu cepaua 2014 roxa
[13].
3. PykoBoncTBO 10 JedeHHI0 KiIamaHHBIX 3abosieBaHmii  cepana EBporeiickoro
obmectBa kapauonoros / EBponeiickoil acconumanuy kapauoropakanbHoi xupyprun 2012
rona [29].
4, PexoMennanuu mo 3xokapauorpaduueckoi OIMEHKE CTPYKTYp CepIlla y B3POCIBIX:
oOHOBNIeHHasi uH(popManKs AMEPUKAHCKOTO OOIIecTBa IO 3XoKapauorpadhuu U
EBpomneiickoii accorualiiy cepaeqHo-cocyaucton Busyanusanuu 2015 roxa [30].
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5. PykoBoactBo mo  cepmeuHomy Y3M  mnpu  BBINOJNHEHMM  KOHTPAaCTHOM
sxoKkapauorpaduu: choKyCHpOBaHHOE Ha OOHOBJIIEHMHM AMEPHKAHCKOro oOOIIecTBa IO
sxokapauorpaduu 2014 roma [31].

6. PykoBOACTBO MO JMArHOCTUKE U JIEYECHHIO OOJIbHBIX C 3a00JIeBaHUSAMH TPYIIHOM
aoptel 2010 roma [18].

1. MexayHapoaHble PEeKOMEHJAlMU JAUArHOCTUKU cuHiapoma Mapdana — I'entckue
kputepuu (B pesusuu 2010 roga) [32].

8. bepnuHckas HO3010THs HACIEICTBEHHBIX HAPYIICHUH COCAMHUTENbHON Tkanu 1988
roga (Beighton P. et al., 1988).

Q. MexayHapoaHble PEKOMEHJAIMU JMArHOCTUKH CHHApoMa OJiepca-llaHino —

Bumnsdpanmckue kpurepun 1998 roga [33].

10. MexnayHapogHble pEKOMEHIAIMM JHATHOCTHKH CHHIPOMA THIIEPMOOMIBHOCTH
cyctaBoB — bpaiitonckue kputrepuu 1998 roma B mocnenyromei ux pepusueit R. Graham
2000 roma [34].

11. HacnenctBeHHBbIC HAPYIICHUS] COCTMHUTEIHHON TKAHU B KapAuOJOoruu. [luarnoctrka
n gnedeHue. Poccuiickue pexomenmanuu (I mepecmotrp) 2012 roma. Paszpabomatnvl
KOMUMemom 35KCnepmos cekyuu «/[ucniazuu coedunHumenvrou mxauu cepoyay @PIBY
QL[CKD um. axadoemuxa B.A. Anmazoea npu Poccutickom kapouonocuueckom obujecmee
[11].

12. HamumoHaimbHBIE PEKOMEHIAIIUU POCCUHCKOTO HAYYHOTO MEIHMIIMHCKOTO OO0IIecTBa
TEpareBTOB IO JHWAarHOCTUKE, JICUCHUIO M peadWIMTAIMM MAlHeHTOB C AUCIUIa3UAMH
coenuHUTENbHOM TKaHu 2016 roma. Paspabomanvl 2epynnoi cneyuaiucmos cexKyuu
«ducnaasus coeounumenvrou mxanuy PHMOT [35].

13.  Poccmiickme pexomenmanmu — «HacineactBeHHble W MyJIbTH(AKTOpUATBHBIC
HaApYIICHUSI COCTUHUTEIILHON TKAHU Y JETe. AJTOPUTMBI TUArHOCTUKH. TaKTUKa BEACHUS
(Yacte 1, Ipoekt 2014 roma) [36]. «I[lommopraHHble HApyIICHWS TPU JIUACIUIA3UAX
COC/JIMHUTEIIPHON TKaHU. AJITOPUTMBI JMArHOCTUKA M CTaHIAPThI BeACHUs». [Ipoekt
poccuiickux pexkoMeHnauuii (Yacts 2, Ilpoext 2015 rona). Paspabomanvl komumemom
9KCnepmos neouampuieckou epynnol  «/ucniasus coeOuHUmMenbHOU MKAHU» Npu
Poccutickom nayunom obwecmee mepanesmos.

14.  benopycckue HalMOHAJIbHBIE KIMHWYECKHE peKoMeHaarun «J/lmarHoctuka WU
JIeueHUE HACIICJICTBEHHBIX H MYJIbTH(PAKTOPHUAIBHBIX HAPYIICHUH COCTUHUTEILHOU TKAaHW»
2015 rona. Paspabomanvl komumemom 3xcnepmos npu beropycckom nayunom obwecmese
kapouonozos [37].

15.  3emuoBckuit 3.B. u coaBr. L{ukn pa®oT MO HACIEICTBEHHBIM HapyILICHUSIM
COCJMHUTEIBHON TKaH| [38].

16.  MaprtsiHoB A.H., [STkosnes B.M.
coeuHUTENbHOM TKanu [39, 40].

, Heuaesa I'.1. u coaBt. [{ukn pabot no gucrniazuu

17. PykoBOACTBO Il Bpayeil MO AWCIUIA3HMM COCAMHUTENbHOW Tkanu 2012 roma /
Kanypuna T.U., Topbynosa B.H. [2].

18. HammonanbHOE PYKOBOJACTBO IO HacjaeACTBEHHBIM Oosie3nsM 2012 roma / mox pen.
H.I1. Boukoga [41].

19. bBonesnu kimamaHoB cepana, MoHorpadus 2012 roma / ‘F.I/I. CTOopokaKoB
I'enyun, O.A. Musutep [42].

. T.E.
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4. TlorpaHM4yHOe paclLuupeHune, gunartauus,
aHeBpM3Ma M paccrioeHne rpyaHoro otaersna aopThbil

4.1. dnnpemunonorus

ONUAEeMUONIOTHYECKUE  JaHHBIE O  HACIEICTBEHHBIX  aOpTOMaTHsIX
HEMHOTOYMCJIEHHBI M HeogHopoAHbl.  Kak  pe3ynbrar  reHeTH4eCKOU
MIPEAPACIIONIOKEHHOCTH MOTYT cocTaBiATh 20-25% oT Bcex ciaydaeB, U3 HuUX < 5%
cuaapomMabix API'A [5, 4, 6, 43, 44]. I'ennepHble W STHHYSCKHE PA3IMYHS II0
PacCeUYCHHIO U Pa3phIBY aOpTHI i reHeTndeckuX popm API'A He ycTaHOBIIEHBI.

3aboseBaeMocTh AI'A nipubnmm3utensHo coctanisger 10,4 va 100 000 yen. / rox
[45], ucTuHHBIE TMOPBI KOTOPOH MOTrYT OBITH BBINIE, T.K. OCTpas aopTajbHas
JMCCEKIIUS MOXKET OBITh 3aMacKHPOBAaHHON OCTpPbIM HH(pApKTOM MHOKapnaa [46].
ExeronHoe unciio BHOBB BBIABICHHBIX AI'A coctaBisieT mpuOIu3uTeNnbHO 3,2 — 5,3
ciyqaeB Ha 100 000 Hacenenwusi, ¢ mpeodsaJaHuEM JOKaIU3allud B BOCXOJSIIEM
OTJeJIe M yTe aopThl — 110 67% [47].

3aboneBaHusi aopThl BXOJAT BO BTOPOM JECATOK B coucke Beaymmx 113
IPUYUH cMepTenbHBIX Hcxo0B [48]. B 0030pe Global Burden Disease 3a mepuoj ¢
1990 o 2010 rr. oTMEYEH POCT CMEPTHOCTH OT AHEBPU3MBI U PACCIIOEHUS A0OPTHI C
2,49 no 2,78 ciyuaeB Ha 100 000 wen. / rox, ocodbeHHO cpeau Myk4uH [1]. B 1iemom,
aHEeBPU3MBbI OPIOITHOTO U TPYAHOTO OTIIEJIOB A0PThI SBJISIIOTCS NPUYUMHON CMEPTH OT
1% mo 2% Bcero Hacencuus [49].

AKTyaJIbHBIX JTaHHBIX II0 AMUAEMHUOJIOTHH PACCEYEHUM TOPAKAIBHOW a0PTHI
(PA) orpannueno u onecHuBacTcss B 6 cimydaeB Ha 100 000 e /rom.
3a00J1eBaeMOCTh U CMEPTHOCTH OT PA BbImie cpenu MmyxunH [50].

KNKOYEBbIE MOJIOXKEHUA

= Yoenvuoiii 6ec cenemuuecku obycaosnenuvix API'A cocmasnsem 20-25%, umo
npeononazaem 0ojee 8blCOKYIO PACHPOCMPAHEHHOCb, YeM NPUHAMO CUUMAamsv HA
npakmuxe.

4.2. HopmanbHasi aHaToMuUsi U MOpPONIornsa KOpHA U
BOCXOASLero otaena aopThbl

Kopensb aoptsl (KA) O6epétr Hauano B 00JaCTU «BUPTYAJIBHOTO» KoJiblia (TIpU
OxoKI" uccnenoBanny HazbiBaeTCsl (PUOPO3HBIM KOJIBLIOM aopTaibHOTO KinanaHa (PK
AoK)) u sBisercss cBO€OOpa3HBIM MOCTOM MEXAy JieBbIM JkenymodkoM (JIK) wu
Bocxosmier aoproi (puc. 3.1) [51]. Anatomuueckue yactu KA Brmogaror: ®K
AoK, CcTBOpKM aopTajpbHOTO KJjamaHa, CHUHYChl BanbcalbBbl, TpPEYTroOJbHBIC
IpPOCTpPaHCTBA  (MEXKCTBOpUYaThle  TPEYrojibHUKH) ['eHne,  CHHOTYOyJspHOE
coenunenne unu rpedbersr (CTI) m umeroT MOpQoJOTHUECKHe OTIMYUS KakK OT
TyOyJIIpHOM YacCTH aOpThl, TaK U APYT OT ApyTa.
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I

Kopens aoptsl Bocxoasmuii otaen aopTsr

J\

CrBOpka

CunoTyOynsapHoe coeiuHeHHE Kommuccypa

I

Cunyc BanscanbBsr
Ipukpenyienne CTBOPKH

MexcTBOpYATHI# TPEYTONBHUK

Konsno

Pucynok 3.1 - AopTanbHblil KllanaH: TPU CTBOPKU; KOPEHb aOPThl — BCE KOMIIOHEHTHI: CUHYCHI
BanbcanbBbl, CHHOTYOYIsIpHOE coenuHEHHe, (HOPO3HOE KOJIBLO, MPUKPEIUICHHE CTBOPOK,
CTBOPKH, MEKCTBOPUYATHIE TPEYTOJIbHUKU

VY 310pOBBIX B3pPOCIBIX JIMI] JTHAMETP KOPHS aOpPThl OOBIYHO HE mpeBbimacT 40
MM M 3aBHCHUT OT IpymIbl (DaKTOPOB, BKJIFOYAIOIINX B CeOs TOJI, BO3PACT, IUIOIIAIb
MOBEPXHOCTH TeJIa, apTepuaiibHOe aaBienue [52, 53, 54, 55, 56, 57]. IIpu cpaBHeHUH
pa3JIMUHBIX  OTIEJIOB AaOpPThl HAOJIOMAETCS MPOTPECCUBHOE / TOCTENEHHOE
KOHycoOoOpa3HOE yMEHbIICHHE € auamMeTpa OT CHHYCOB BanbcanbBbl (camas
IIUPOKAs 4acTh) K OudypKaiuu.
I'ucrosiorusi creHKH aopThl. [ UCTOJOTMYECKH CTEHKA aOPThI COCTOUT M3 TPEX
CJIOCB. UHTUMBI, TYHUKH MEJUU M aBCHTHUIIUH.

Hnmuma BBICTIIaHA CIUIOIIHBIM CJIOEM 3HJIOTEIHAIIBHBIX KJIETOK. B oTCyTCTBHE
dbopManbHOM BHYTPEHHEH DJacTUYECKOM MeMOpaHbl, OTPOCTKH OTHUX KJIETOK
COCAMHSIOT MHTUMY CO cpeaHeit obosoukoit. Cpemnsist o6omouka (medus1) — caMblid
ITPOYHBIA KOMIIOHEHT aOPTAJIBHOW CTEHKH, CTPYKTYPHBIMM KOMIIOHEHTAMU KOTOPOU
SBIIAIOTCS  DJIACTHUECKHE M KoJulareHoBble BojiokHa (coctaBisiror  20-30%
COOTBETCTBEHHO OT O0IIEro 00beMa CTCHKH aopThl). Jlpyrue coCTaBISIONINE MEIUN —
rinaakoMeimeunbie  kietkn (MK) (5%) u muxpodubpumuiel. MK sBustoTcs
HMCTOYHMKOM BCEX COCTABJISIOIIMX MEIUU W (PYHKIMOHAJIBHO B3aMMOCBS3aHBI C
ANACTUYECKUMU IJIACTUHAMU, UrPasi POJb KPYTOBBIX MbIIII. | JTaBHbIE KOMIIOHEHTHI
MUKpOQUOPWIT — TIMKONPOTEMH W (UOpWIUIMH, 00pa3yroluidl CeTh OTAEIbHBIX
BOJIOKOH,  OKpYXalouMxX amMop(HBIM  3JIaCTUH.  DJIACTUYECKHE  IJIACTHUHBI
IPEJCTaBISIIOT COO0OM  KOHLEHTPUYECKH PACIOJIOKEHHbIE (PEHECTPUPOBAHHBIC
MeMOpaHbI (mamernebr), yIep>K1UBaeMble BMECTE MeKIJIaMeJUIIPHBIMU
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COCMHUTEILHBIMA BOJIOKHAMHU M OKPY>KEHHBIE CEThI0 TOHKHMX KOJUIAr€HOBBIX
BOJIOKOH. COTJIACHO KOHYenyuu «1ameiiapHoli eOuHuysl», CpeaHsis 000JI0YKa aopThI
COCTOMT W3 [IByX MapaJUICIbHBIX 3JIACTUYECKUX IUIACTHH, COEOUHSAIONIMX HX
anactuueckux BosiokoH, I'MK, a Ttaxke kosutareHoBbiXx BosiokoH | u Il TumoB u
IPOTEOTIIMKAHOB, 3aMOJHAIONIMX NPOCTPAHCTBO MEXKIY IJIACTUHAMM.

Cambie HapyKHbIE AJACTUYECKUE JaMEJUISIPHBIE TUIACTUHKH OTIEISIOT MEJIUIO0
aopThl OT TOHKOTO A08EHMUYUAILHO20 C105, KOTOPBIA COCTOUT U3 PHIXJION
COCIMHUTEITLHON TKaHM C HEOOJBIINM KOJUYSCTBOM JJIACTUYECKHX BOJIOKOH,
MBIIIEYHBIX KJIETOK M MakpodaroB. B agBeHTunmm OepeT Hadaio CEeTh COCYNIOB —
vasa vasorum, mpoHHM3bIBAIONINE HAPYKHYIO TpeTh Menuu. PaccioeHnue pa3BuBaeTcs
B MECTE pa3BEeTBJIEHUA Vasa Vasorum Mexxay Hapy>KHbIM U CPEIHUM CIOSIMHU.

TyOymsipHas 49acTh BOCXOJSIIETO OT/AENAa AOpPThl, OTHOCUTCA K apTepHsIM
AIaCTUYECKOTO THUIIA.

KINKOYEBbIE NMOJIOXXEHUA

«  Kopenv aopmvi — cobupamenvhviii mepmMuH, HaAubOLee NOIAHO OMPANCAIOWUL
MOpPopyHKYUOHATIbHbIE 0COOEHHOCMU OUCANTBHO20 CE2MEHMA 8bIXOOHO20 MPAKMA
JDK, AK u npoxcumanvho2o ceemenma 60cxodsujeco omoena aopmol. JlanHast
CMPYKMYypa A61Aemcsi  3anupanuum dJ1eMeHmoM 6blxooHozo mpakma JDK u
paccmampusaemcst Kak eOUHblil aHamomo-@yHKYUOHATIbHbIL KOMNLEKC.

4.3. dtnonorusa, chaktopbl pucka

Boigensitor gaxTopbl pucKa Kiaccuueckue W CBS3aHHBIE C HAC1€0CMBEHHbIM
KOMnoHenmoMm 3a00JIEBaHMUS.

Knaccuueckue: aprepuanpHas THIIEPTEH3UsI, aTEPOCKIEPO3, TPaBMbI aOPTHI,
BOCTIAJIUTENbHBIE 3a00JIeBaHUsl, OEPEMEHHOCTh. J[OMOJHUTETHFHO pPacCMAaTPUBAIOT
paHee CylIecTByoIKe 3a0oeBaHust aopThl Wi AoK, mepeHeceHHble onepanuu Ha
cepJilie, KypeHue, Tylble TPaBMbl TPYIHOM KJIETKU U MCIOJIb30BAHHE HAPKOTHYECKUX
npernaparos (Hampumep, ynorpeOieHne KOKanHa U aM(peTaMiUHOB).

Hacneocmeennuvie:

— HaJU4Me HACJIEICTBEHHOM MpeApaclonOKEHHOCTH (CeMEHHbI aHamHe3
3a00€BaHUM a0pThI);

— conyrcrByromue HHCT;

— COIYTCTBYIOIINE BPOXKICHHBIC MOPOKH / CTPYKTYpHBIC aHOMAJIUH CEPJICUHO-
cocymuctoi cuctembl (JIAK, OTKpbITBIH aopTayibHBIA MPOTOK B aHamueze, AMIIII,
MHOYKECTBEHHAs apTepuanbHas u3BUToCcTh, [IMK 1 mp.);

— paHHEe Hauajo 3a00JeBaHUs KOPOHAPHBIX U IIEPEOPOBACKYIISIPHBIX apTEPHIA;

AT'A, B omiimume oT ABA, pexe mokas3pIBalOT OOJUTaTHBIC aCCOLMAIIUU C
KJIACCUYECKUMH CEPJICYHO-COCYIUCTHIMU (AaKTOpaMU pHUCKA. Y JIMI MOJOJO0TO
BO3pacTa MpH OTCYTCTBUU KJIACCHUECKHX ATHUOJIOTHYECKuX (akTopoB pucka Al'A, B
NEpPBYI0 Ouepelb JIOJDKEH paccMaTpUBaThCS  HACJEJCTBEHHBIH  KOMITIOHEHT
3a0oneBanusi. COOTBETCTBEHHO TOJTBEPXKAAIOTCS W/WIM  MCKIOYAIOTCA  JIBE
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kateropud API'A — cunopommnwie (céazanmvie ¢ anomanusmu Opy2ux Op2aHo8 u
cucmem) W ceMelHble UAU HECUHOPOMHBIE (C O02PDAHUYEHHBIM NOPAdCEeHUeM
2pyoHo2o omoena aopmul) (CM. pazaen 3.)

Cunapomubie ¢opmbl API'A (cAPT'A). B ocHoBe cAPI'A nexar, kak
MpaBujI0, MOHOTeHHBIC AedekThl OenkoB BKM, HacnexyeMbie MpenMyIiecTBEHHO 10
A/l-tuny u, pexe, AP-tuny HacinenoBanusi. CUMTAETCs, YTO F'€HETUYECKUI MATTEPH
cAPI'A mnpenmomaraer AJl-tunm wHacnemoBanust B 38%, X-cBszamubii - 23%,
penieccuBHbIi — 27%, npyrue — B 11,5% cnyvaeB. bompmmucTBO nui ¢ cAPTA
UMEIOT OOJIbHBIX poAUTENeH, aeTh KoTopbix umeroT 50% maHc yHacnenoBaTh
T€HETHUYECKYIO MPEIPacoiOKEHHOCTb.

®opmupoBanue cAPI'A npu monoreHHsix HHCT comnpsbkeHHO ¢ MyTanuein
T€HOB BHEKJICTOUYHBIX OenkoB BKM (kommareHsl pa3iudHBIX THIOB, (hHOPHUILINH,
TEHACKUH U TIp.), TPAHCMEMOPaHHBIX MPOTEUHOB (PEIENTOPOB POCTOBBIX (HaKTOPOB,
MATPUYHBIX  METAJUIONPOTEHHA3 (MMII) 151 np.), BHYTPHUKJIETOUHBIX
(muTormazMarndeckux) OenkoB (Smad-0enku, puaaMuH U 1Ip.).

B tabnuie 4.1 npuBOAATCSA NMPUMEPHl OCHOBHBIX T'€HETHUCCKUX CHHIPOMOB /
HHCT, npu kotopeix API'A sBisieTCss ONOPHBIM JHATHOCTHYECKUM KPUTEPUEM
W/WTY HAIIPOTHUB, OOJIMTATHBIM aCCOIMUPOBAHHBIM MPOSBICHUEM.

Tabauna 4.1 - OcaoBasie HHCT, nposBistomuecs: popmupoBanueM cuHIpoMHBIX APT'A (TeHbl n
JIOKYChI, MyTalliH, KOTOPBIE UX BBI3BIBAIOT)

Beaku Xpomo-

Tun Hacye- | T'eHbl ., [PeHoTHII
3a0oseBanne (cmeuuduyeckne | COMHBIN
J0BaHUAA | (3K30HBI) « | OMIM
JIOMEHbI) JOKYC
BHekJieTouHbIe 0eJKH
FBN 1 pubpuwmH-1;
Cunnpom Mapdana ALl COL1A2 o2 nenu koyutarena | | 15921.1 | 154700
THTIA
CunzpomM atpodu (BSUIOH) KOKH / )
Cutis laxa, Trm1B AP EFEMP2 budynna-4 11913.1 | 614437
Cunnpom Dnepc-/anio, [V tun ALl COL3A1 ol nem konarena [T 2g32.2 | 130050

THIIA

TpancMeMOpaHHBbIE IPOTEUHBI

JIAC, tum 1A TGFB-R 1
(6ome3np DeproHra) Al TGFERL (TGF-B penentop Tuna 1) 2922 | 609192
JIAC, i 2A AJl TGFBR1 TGFB-R 1 9022 | 608967
Cumzpont lyuca-llumua, Al | TGFBR2 TGFB-R 2 3p22 | 610168
JIAC, tun 2B* AJl TGFBR2 TGFB-R 2 3p22 | 610380
JIAC, tun 4 AJl TGFB2 TGFB2 1941 | 614816
JIAC, tun 5 AJl TGFB3 TGFB3 14924.3 | 615582
CHHIpOM apTepuaIbHON AP SLC2A10 KO-TPaHCIIOPTEP h0q13.12| 208050
HW3BUIIMCTOCTH TJIHOKO3bI, TUI 10
17390
[TonukrcTo3 movek AJl PKD2 MOJIMIUCTHH-2 4921 0

BHyTpuKjIeTOYHbIE (IUTOMIA3MATHYECKHE) OeTKH
JIJIC ¢ octeoaprpuTom, Tri 3° | All | SMAD3 | MADG |15q22.33| 613795
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http://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/genetic-predisposition/
http://omim.org/geneMap/15/174?start=-3&limit=10&highlight=174
http://omim.org/entry/154700
http://www.omim.org/entry/614437
http://omim.org/geneMap/2/709?start=-3&limit=10&highlight=709
http://omim.org/entry/130050
http://www.omim.org/geneMap/1/1412?start=-3&limit=10&highlight=1412
http://www.omim.org/entry/614816
http://www.omim.org/geneMap/14/334?start=-3&limit=10&highlight=334
http://www.omim.org/entry/615582
http://omim.org/geneMap/20/292?start=-3&limit=10&highlight=292
http://www.sciencedirect.com/science?_ob=RedirectURL&_method=externObjLink&_locator=omim&_issn=00029297&_origin=article&_zone=art_page&_plusSign=%2B&_targetURL=http%253A%252F%252Fomim.org%252Fentry%252F208050
http://omim.org/entry/173900
http://omim.org/entry/173900
http://www.omim.org/geneMap/15/272?start=-3&limit=10&highlight=272
http://www.omim.org/entry/613795

JIJIC ¢ 6071€3HBI0 MUTPATIBHOTO

! AJl SMAD4 MADG 18921.2 | 175050 -
KJIanaHa
KomOnHUpOBaHHBIE
KapIHOJOTHIECKUE U AJl FLNA dunamua-A i i

HEBPOJIOTHIECKUE HAPYIIEHHUS

Ipumeuanue: * - unpopmanus B TabIMIax MoJaeKyIsipHoi reHeTukr 1 OMIM MokeT OTiIn4aThCs B IPyTrux
GeneReview ¢ conepskanueM 6ojiee akTyanbHOI mHpOopManuy; * - Panbie Obu1 u3secten Kak 2-it tun CM; °
" CHHIPOM aHEBPH3M-OCTEOAPTPHUTA, ACCOLMUPOBAHHBIE co SMAD3; * - uacTHBIM BapuUaHT TeYEHUS
IOBEHAJIBHOTO TOJIKTIO03a / CHHAPOMAa HACIECICTBEHHBI TeMOPPArHyeCKOr TEICAHTUIKTA3UH (CM. IO TEKCTY);
T - CHeKTp KIMHMYECKUX NpOSBICHHH HACTOIBKO pPa3HOOOpa3HEH, YTO 3aTpyAHSET pasTpaHuuYeHHUE
KOHKPETHBIX MPUYNHHO-CIICACTBEHHBIX CBSI3€H M BKIIIOYAET: MEPUBEHTPUKYISIPHYIO Y3JIOBYIO T€TEPOTOIIHIO,
X-CLEIUIEHHYI0O MHUKCOMATO3HYIO KJIamaHHYI0 TUCTPO(QUIO, HEHPOHHYIO MCEBAOOOCTPYKLHUIO KHUIICYHHKA,
TEPMUHAIBHYIO KOCTHYIO AucIuasuio, cuaapomusie API'A. Coxpawenus: AJl — ayTocOMHO-TOMUHAHTHBIN;
AP - ayrocomuo-peneccuBnbiii; JIJIC — cungpom Jlymca-/Iutuna; COL3A1 — Collagen Type IlI, Alpha 1
(vomnaren tun III Tuma, ansga 1; EFEMP2 — ren EGF (3muaepMaiibHOrO (hakTopa pocTa) - COJepIKaliui
¢uOyTUHO-IOTOOHBIN AKCTPALCIUTIONAPHBI MaTpUKCHBIH Oenok 2; FLNA — TeH, KOOUPYIOIIMHA aKTHH-
cesi3bIBatonuii Oenok unamuH (filamin A); PKD 2 — ren, komupyromuii 6enok nonuiuctiH-2 (polycystin) -
MpeaCcTaBuTeNh cemeiictBa TRP1 (transient receptor potential) monubIX KanamoB, MADG (mothers against
decapentaplegic homolog 3) - 6enok mpeamiecTBeHHNUK MpoTHB 3 Tomosora Decapentaplegic; SLC2A10 — rew,
KOJMPYIOIIUNA  COJIIOTA0CNIbHBIM CEeMEHHBIM O€NoK TMepeHocunka riroKo3el, Ttunm 10;_ SMADs —
BHYTPUKJIETOUHBIC OENKH, CIyKallie AJsl TPAHCIYKIIMK BHEKJIETOUHBIX CUTHAJIOB OT JIMTAH/OB B S/IPO, I/Ie
OHH aKTHBHPYIOT TPAaHCKPUIILIMIO TeHa (KaHOHHYeckuid kKackaa Smad 6enkoB); TGFB — TpaHchopMupyromumit
pocToBoii hakTop-f.

Cemeiinbie (Hecunapomubie) popmbl API'A (HcAPI'A) auarHoCcTHpYIOTCS B
OTCYTCTBUE KJIMHUYECKUX IMPHU3HAKOB Kiaccuueckux cunapomusix HHCT, T.e. B
OTCYTCTBHE HW3BECTHBIX TeHeTmueckux cuuapomoB (CM, JIJIC, D/1C cocyauctoro
tima W ap.) [3] ¢ moxarBepxkaeHHBIM 3a0oineBaHueM | cTemeHW pojacTBa WM
nokaszareiabcTBOM AJl-tuna HacnenoBanus [44]. Ilpu eounuunwix cayuasx anespuzmol
6 cemve, cemeunvle @opmul API'A  pacyenusaromcsi Kak cnopaouuecKkue.
CootHecenune mocneaHeil kareropuu kK HCAPT'A 00ycioBieHO MX OrpaHUYEHHBIMH
MIPOSIBIICHHUSIMU B A0pTe.

CemeliHas CBSI3b C NOPAKEHUEM AOPTHI y POACTBEHHUKOB MEPBOM JIMHUHU
BCTpedaeTcs ¢ yactoToi 10 19 %.

YacTelMH M JIETKO pacro3HaBaeMbIMH (hakTopamMu pucka mpu HCAPT'A,
ABIISIFOTCSL ACCOYUUPOBAHHBLE CEPOCUHO-COCYOUCTbIE NOPANCEHUSL:

e Ogycmeopuamvlii (OUKycnuOanbhblil) aopmanvhulli kianau ([{AK),
o omxpuimblil apmepuanvisiii npomok (OAII),
® paHHUe OKKII03UBHbLE YepeOPOo8ACK)IApHbIE 3A001e6aHUA.

Mytanuu B reHax, orsevaromue 3a kommnaptMeHT BKM u oTBeTCTBEHHBIE 32
passutie cAPT'A (FBN1, TGFBR1 u TGFBR2 u np.), peako BCTpedaroTcs IMpH
CeMCHHBIX M criopagnyeckux Gopmax APT'A [58, 59]. DTromornyeckuM MOMEHTOM
HCAPI'A mnpenMyIIecTBEHHO SBISAIOTCS MYTallMd B TeHaX, OTBETCTBEHHBIX 32
KOMNOHeHmbl cokpamumenvhozo annapama cocyoucmvix I MK aopmwvi. HCAPT'A
3aHUMAIOT 3HAYUTENIbHBINA YACIbHBIA BEC U €IIe HEAaBHO PACCMATPUBAINUCH Kak
npobiiemMa aereHepaTHBHbBIX (aTepockieporndeckux) popm APTA.

B pyopuky HCAPI'A c u3BECTHOW MOJEKYJISIPHOW OCHOBOWM BKIIIOUAIOT [
3a00JIeBaHMi M, COOTBETCTBEHHO, 7 OTBETCTBEHHBIX (IIENICBBIX) 7 TCHOB.
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http://www.omim.org/geneMap/18/163?start=-3&limit=10&highlight=163
http://www.omim.org/entry/175050
http://en.wikipedia.org/wiki/Protein
http://en.wikipedia.org/wiki/Ligands

JIOTIOJTHUTEIHPHO OIMHMCHIBAIOTCS JBA HEOHOPOIHBIX JIOKyCa Ha JIPYTHX XpOMOCOMax
5013-14 (AAT2) u 11923.3-24 (AAT1), onHaKO UX IICJIEBBIC T€HBI HE YCTAHOBJICHBI
[60, 61, 62] (Tabx. 4.2).

Tabonunma 4.2 - T'eHbl U JOKYCHI, CBSI3aHHBIC C CEMCHHBIMH PACCIOCHUSMH W aHEBpHU3MaMU

TPYAHOH aOPThI

(HecUHAPOMHBIE  (OPMBI

AT'A ¢ W3BECTHOH MOJICKYJISIDPHOM OCHOBOW),

KJ'IaCCI/Id)I/IKaLII/Iﬂ M THUII HACJICJOBAaHUA

O003HauYeHHe reHa Hoast fTAAD, | XpoMocoMHbI | PeHOTHIT Benok Tun
(anTbTepHATHBHBIE OTHEeCEeHHadl K i OMIM HacJIe/
Ha3BaHMsA; CHMBOJIbI) MYTalMsIM B JOKYC * OBAHHUS
OMIM JIAHHOM reHe
HewmspecTsbrii (AATL, HJI 11923.3-24 | #607086 AJl
FAAL) # 607086 HI
Hewnssectusrii (AAT2, HJI 5q13-14 # 607087 HIT Al
FAA2) # 607087
3p24.1 #610168 TGFB-R 2 AJl
TGFBR2 (AAT3, MFS2, ~ 3-4% (TGF-6era-
LDS2B) # 190182 5-9 % pELEnTOp THIIA
MYH 11 (AAT4, FAA4 + ~1-2% 16p13.11 # 132900 B-MHC - AJl
PDA) # 160745 muo3ua [ MK
TGFBR1 (AATS5, ALKS5, ~1-2% 9g22.33 # 609192 Al
LDS1A, MSSE) # 190181 TGFB-R1
ACTA 2 (AAT6, ACTSA, 10-14% 10g23.31 #611788 Al
MYMY5) # 102620 a-axin 'MK
MYLK (AAT7) # 600922 ~1% 3021.1 # 613780 MLCK Al
PRKG1, PRKG 1B, H/T 10911.2-921.1 | #615436 AJl
PRKGR 1B (AATS8) cGKl-alpha
# 176894
MFAP (AAT9) HJI 12p13.31 # 616166 ALl
# 601103 MAGP2

Ilpumeuanue: * - uadpopmanus B Tabnuiax MOJEKyIIpHON TeHeTnkn u OMIM MOXeT OTINYaThCS B
npyrux GeneReview ¢ cojiepaHueM 00Jiee akTyallbHOW HH(GOPMAIUH.

Cokpawenus. TMK - rnagkoMsliednble KIeTkd; HA — Her maHHbix; AAT, aortic aneurysm thoracic —
rpy/AHbIe aHeBpuU3Mbl aopThl; ACTSA (alternative titles / symbols: actin, alpha-2, smooth muscle aorta,
ACTA2) - anbTepHATHBHBIC Ha3BaHMs: aKTHH, ajib()a-2, TJIQJKOMBIIICYHbIC KJIETKA aopThl, ACTA2; ALKS,
activin receptor-like kinase 5 - aktuBuH penentopcBs3biBatoias kunHasa; FAA, familial aortic aneurysm —
ceMeitnble aHeBpu3MbI aopThl; fTAAD - familial aortic aneurysm & dissections — cemeiinbie aHeBpU3MbI U
paccnoenust rpyaHoi aopter; LDS, Loeys-Dietz syndrome — cummpom Jlymca-Jlutiia; MFS2, Marfan
syndrome — cunapom Mapdana 2 tuma; MFAP, microfibrillar-associated protein 1 - mukpoduOGpumi-
accouMUpoBaHHbIN TimKonpoTtenH; MLCK (myosin light chain kinase) - kuna3a, KoOHTposUpyrOIias
KOHTpakTHiIbHYIO (yukinio ' MK serkux reneir muozuna; MAGP2, microfibril-associated glycoprotein-2 -
MuKpohuOpuILI-acconnupoBannbiii rmkonporenn; MSSE, multiple self-healing squamous epithelioma -
MHOKECTBEHHAsI CaMOBOCCTAaHABJIMBAIOMIASCS IUIOCKOKJIETOYHas snurenmnoma; MYMY 5, Moya-Moya
disease — Gose3nb «MosMOs»; PDA, patent ductus arteriosus - oTKpsITHIil apTepHaibHbIi POTOK; PRKG1,
protein kinase, cgmp-dependent, regulatory, type | - xommpyromme 1l M®-3aBHUCHMBIE DPETYISATOPHEIE
MIPOTEUHKUHA3BI, THII I.

Haun6Gomee gacto BcTpeuarorcs mytanuu B reHe ACTA2 — 14% u TGFBR2 — B
5-9% [63]; B apyrux renax — He yaiie 1-2% ciaydacs.
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http://omim.org/entry/607086
http://omim.org/entry/607086
http://omim.org/entry/607087
http://www.omim.org/entry/607087
http://www.omim.org/entry/190182
http://www.omim.org/entry/190182
http://omim.org/entry/190182
http://www.omim.org/entry/610168
http://www.uniprot.org/uniprot/P36897
http://www.uniprot.org/uniprot/P36897
http://omim.org/entry/160745
http://www.ncbi.nlm.nih.gov/projects/mapview/maps.cgi?taxid=9606&chr=16&query=MYH11&qstr=MYH11&maps=snp,genes-r,pheno&zoom=2
http://www.omim.org/entry/132900
http://www.omim.org/entry/190181
http://www.omim.org/entry/190181
http://omim.org/entry/190181
http://www.ncbi.nlm.nih.gov/projects/mapview/maps.cgi?taxid=9606&chr=9&query=TGFBR1&qstr=TGFBR1&maps=snp,genes-r,pheno&zoom=2
http://www.omim.org/entry/609192
http://www.omim.org/entry/102620
http://www.omim.org/entry/102620
http://omim.org/entry/102620
http://www.ncbi.nlm.nih.gov/projects/mapview/maps.cgi?taxid=9606&chr=10&query=ACTA2&qstr=ACTA2&maps=snp,genes-r,pheno&zoom=2
http://www.omim.org/entry/611788
http://omim.org/entry/600922
http://www.omim.org/entry/613780
http://www.omim.org/entry/176894
http://www.omim.org/entry/176894
http://www.omim.org/entry/176894
http://www.omim.org/entry/176894
http://www.omim.org/geneMap/10/168?start=-3&limit=10&highlight=168
http://www.omim.org/entry/615436
http://www.omim.org/entry/601103
http://www.omim.org/entry/601103
http://omim.org/entry/601103
http://www.omim.org/geneMap/12/105?start=-3&limit=10&highlight=105
http://www.omim.org/entry/616166
http://www.omim.org/entry/613780
http://www.omim.org/entry/613780
https://ghr.nlm.nih.gov/condition/loeys-dietz-syndrome
http://www.omim.org/entry/190182
http://www.omim.org/entry/190182

Cewmeitapie HCAPI'A  memonctpupyror AJl-myte mepenaunm ¢ OonbIIoi /
BapuabenbHONW SKCIPECCUBHOCTHIO (KIMHUYECKONW BapUaTUBHOCTHIO), OCOOEHHO Y
KEHIIMH, W CHIWKEHHOW IICHETPAHTHOCTBIO (YacTOTOM TMpOsBIEHUS Te€Ha B
MpU3HAKaX).

O¢ddexTr MyTaruit B ocHOBHBIX reHax npu HCAPI'A uaeHTHdUIIMPOBAHBI
cleIyIouuM 00pazom:

e Mytarmuu B MYH11 (kogupyromieM TsSKETyr Lenb MHO3WHA, 00pa3yIoIIyrocs B
I'MK) acconmupoBansl ¢ API'A 1 OTKpPBITBIM apTepHalbHBIM MPOTOKOM [64].

e Myraruu B ACTA2 (xkomupyromeM ['MK-cnenuduunsiii  anbda-akTvH)
BCcTpevaroTcss y OompHBIX ¢ API'A, mMmeromux paHHee HAvalo HIIEMHUYECKON
6ose3nu cepamna (MBC), nacynsToB 1 600s1e3Hb «MosiMosh» [9, 86].

e Mytaruu B MY LK (koaupyromeM KuHa3y JIETKOU 1IeMu MUO3UHA) TPUBOAAT K PA
C He3HAYUTEIHHBIM PACIIUPEHUEM a0PThI WK O€3 TakoBOTO [65].

e Mytaniun B PRKG1 (xommpyromem PKG I, nfI M®-3apucumyro mpoTEHHKHHA3Y
tuna |, koropas ympasiser paccinadinennem ['MK) mpossisitorcs npu AI'A u
ocTpbiX PA y OTHOCHTEIBHO MOJIOABIX JiHIL [66].

e Mytatuu B  MFAP  (xoaupyromieM  MHUKPOPUOPUILII-aCCOIUUPOBAHHBIN
[JIMKOMPOTEMH 2 - KOMIIOHEHT 3JIaCTUH-ACCOIMUPOBAHHBIX  ((puOpmInH-
conepxammx) wmukpopubpun BKM) mpossastores  dopmupoBanuem Al'A
(paccimoeHne pa3BUBAETCS PEIKO) CO CXOXUMHU CKEJIETHBIMH IPOSIBICHUSIMH,
xapakTepHbiMu 111 CM [67].

e Mytatiuu B MAT2A  (xoaupylomeM  KaTaJuTHYECKyI0  CyOBbeTUHUILY
BHEIIEYCHOYHOH METHOHUHTpaHC(]epasbl, KOTOpas KaTalu3upyeT OMOCHHTE3 S-
aneHosnametronnHa (AdoMet wm SAM) n3 metnonuna u AT® [68] — penkuii
reHernueckui Bapuant API'A, Bctpeuarommiics B cempsax ¢ JJAK.

eMyramu B TGFBR1 /  TGFBR2 (KogupyoomieM  perenTopbl
Tpanchopmupymomero (akropa pocra-oera 1 (TGFB-R1) wm 2 (TGFB-R2),
ACCOIIMMPOBAHBI C TPEUMYIIECTBEHHO OTPAHNYCHHBIM MTOPAKCHUEM - aHEBPU3MOK
IpyaHON a0pThI 0€3 KIacCHYeCKUX KIMHUYeckux mposieienuit JIJIC [69].

B cembsax ¢ myrammusamu B8 ACTA2, MYH11, TGFBR1, TGFBR2, MYLK u
SMADS3 u B cembsix ¢ MmyTanusiMu B Jiokyce AAT2, B epByro ouepenb y KEHIUH.
Ha0II0AaeTCsl CHUKEHUE TIeHETPAaHTHOCTHU. [1oTHast IEeHEeTPaHTHOCTh OTMEYAETCs TIPH
MyTarusax B jokyce AATL.

Ha cerognsimaunii neup 10 20% cpean HCAPT'A mpuxoauTcss Ha MyTaluu B
M3BECTHBIX TEHAaX, YTO MOJYEPKUBAET JOBOJBHO IMIUPOKUN UX (PEHOTUITHYECKHI
criektp [43].

KIMIOYEBBIE NMOJIOXEHUA

. V' auy monoooco eospacma ¢ AI'A npu omcymcmeuu udeHmuguxayuu
KIACCUYeCKUx IMuUoI02U4ecKux ¢hakmopos pucka, 6 nepeyio ouepeodb OO0JHCEH
paccmampusamsbcsi Hacle0CMBEeHHbll KOMNOHEHM 3A001e8aHUsl C NOOMEEPHCOCHUEM
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http://enzyme.expasy.org/EC/2.5.1.6
http://enzyme.expasy.org/EC/2.5.1.6
http://enzyme.expasy.org/EC/2.5.1.6
http://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/locus/
http://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/penetrance/

w/unu  uckmoueHuem 08yx kKameeopuui AI'A — CcuHOpOMHBIX U  CeMEeUHbIX
(HeCUHOPOMHBIX).

* B ocnose unuyuupyiowux codovimuii cAPI'A nexcam, xax npasuno, 2eHOMHbvle
Ooehexmol, moeoa Kaxk 6 ocHose HCAPI'A — monexynapmuvie HapyuieHus, 6 yeiom
oemoncmpupyiowue A/l-mun wnacneoosanus. Bmecme c¢ mem, Ha npakmuke
eenemuyeckas ochosea AI'A yacmo ocmaemcs Hepacno3HaHHOU.

4.4. TlaToreHes, MOJEKYINAPHO-reHeTU4eCKue OCHOBDI
CUHAPOMHbIX U HECUHAPOMHbIX (ceMmenHbIx) APTA

[TaTtorenetnuecknue mexaHu3mMbl API'A MHOXXECTBEHHBI W COIPSDKCHBI C
MyTallieii TEHOB, YYaCTBYIOIIUX B CIOXKHBIX Mporeccax cOOpKHM H pacmajaa
koMroHeHTOB BKM  (KoJij1areHoBBIX M HEKOJUIAreHOBBIX OenKkoB ((hubpuiinHa,
¢bubOpoHEeKTHHA, TEHAClIMHA W Tp.), HACIEJICTBEHHBIMH HApYIICHUSIMU CHHTE3a
(nedurutom) pepMeHTOB UX OMOCKHTE3a (MaTpUuHbIX MeTaionpoTenHas (MMII) u
WX WHTHOUTOPOB, ITOCTTPAHCISAIMOHHBIX JSH3WMOB KOJUIArGHOBOTO CHHTE3a),
TCHETUYCCKUMHA W MOJICKYJSIPHBIMUA ~ Je(heKTaMu OCNKOB, YYacTBYIONIUMHU B
perymsaiun  Mopgorere3a CT (dbakTopsl pocTa, WX peHENTOpPHl, AHTArOHHCTHI,
TPaHCKPHITIUOHHBIE (haKTophI) [2].

N3BecTHBIE MOJIEKYIJISIPHO-TEHETUYECKUE OCHOBBI HapyuieHud mpu HCAPT'A u
cAPI'A B niesoM npeAcTaBisOT TPU OCHOBHBIX HHUIIMUPYIOIIUX COOBITHS:

— J1e(peKT COeTMHUTENBHON TKaHU (MOJIEKYJI BHEKJIETOYHOIO MATPUKCA);
— cHwkeHHbI [ GF-6eta curnanunr B Tkausax (« TGFp-napamokcy);

— HapylIeHHWs B KOMIIOHEHTaX COKPATUTEJIBHOTO ammapara COCYAUCTBIX
I'MK.

[Ipy BceM mepeuyncICHHOM MHOrOOOpa3MM T'EHOB, BOBJEKAEMbIX B
BBIIICTIEPEUNCICHHBIE ~ MHOXECTBEHHbIE  JTHOMATOICHETUYECKUE  MEXaHU3MBI
pazButust APT'A, Oynb 3TO HapylIeHUs, aHOMAIUU (JCTIO3UIIUU U TIP.) AJIaCTUYECKUX
WJIM KOJIJIAr€HOBBIX BOJIOKOH, W/WJIM KOJUIAr€HONO00HBIX (PUOPUIUISIPHBIX) OENKOB,
perynasitopoB Mopdorenesa CT u mp., 6 Hacmoswee 8pems ommeyarom yemko
0003HAYEHHYIO nO3UYUIO namono2u4ecKoll AKMUGHOCMU MOJIeK) bl
Tpancopmupytromero pocroBoro ¢akropa-fp (TGFP), kotopas mpuobOperaer
CBOCOOpa3Hble YEpPThl «MHOTOJMKOCTH» C I[IHPOKUM CHEKTPOM KJIMHUYECKUX
nposiBiieHuit [23, 24 ,25, 26, 70, 71] u 0cOOEHHO aOpTaTbHBIX aHEBPU3M [72].

[TpocTpaHcTBEHHAs: U BpeMEHHasl akTUBAlKs TPAaHC(POPMUPYIOLIETO POCTOBOIO
daktopa-f (TGFB) — MyJIbTUNOTEHTHOrO ITMTOKWHA, WIPAET BAXHYI pOJb B
IMOpHOTeHe3e, Pa3BUTHH U HOPMAJIBHOM I'OMEOCTa3e COCIUHUTEIBHON TKanu [71,
73]. SIBnsAsche MOIyIATOPOM KIETOYHOH mposnupepanun, auddepeHIUpOBKH H
anornro3a, TGFP ywacTByeT B MMMYHHOM peryislud U UHAYKUUA MaTPUYHOTO
CMHTE3a  MHOXeCTBeHHbIX  Moyiekyn BKM  (pubOponextuna, kosareHa,
NPOTEOTIIUKAHOB U Tp.) [74, 75].
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[MpuunnaHO-cnencTBeHHas cBsi3b [ ¢dopmupoBanne APT'A ¢ curHanmszanmeit
TGFp («TGF — mapanokcy) Habmronaercs:

- IPU HApYLIEHUAX BHEKIETOUHOH Tpancaykuuu TGFB-curnanos (n36sITounas
aktuBHOCTh TGFB1, myranuu B penienropax TGFp);

- TMpU HapyIIEHUSX BHYTpUKIeTouHOM Tpancaykuuu TGFB-curnanos
(mapymienuss B curHaibHbiX «downstream» mnytax TGFB) B kaHoHMYECKHX
(KmaccHYecKuX) U/MiM HEKAaHOHMYECKUX (HEKJIIACCUYECKUX ) My TSX.

MyTtanu B reHaX, OTBETCTBEHHBIX 3a HApPYIICHUS B TJIaJKOMBIIIECYHBIX
AJIEeMEHTaX IUTOCKEJIeTa aopThl, B YACTHOCTH KOMIIOHEHTOB COKPATUTEIHHOTO
anmapara cocymucteix ['MK, SBISIOTCS KIIOYEBBIMM MEXaHM3MaMHU B MOJIEIISIX
dopmupoBanus HCAPT'A [25] (cm. HUXKeE).

KINKOYEBbIE NMOJIOXXEHUA

»  Hogvie monexyniapHo-eeHemuieckue acnekmsl HapyuweHull npu HeCuHOpPOMHbIX
Al'A u cunopomuvix opmax AI'A obecneuusarom kKomniexcHoe u 0Oolee NOAHOE
gocnpusimue UHUYUUPYIOWUX COOLIMULL 8 PA38UMUU AHEBPUIMbL / PACCIOEHUST AOPHIb
C gvlOeIeHUeM Mmpex KIo4eblX NO3UYUIL:

- «0eghexmay komnonenmog BKM;
- HapyweHnnozo TGF-6ema cuenanunea;
- HapyuleHull 8 KOMNOHEHMAax cokpamumenbHo2o annapama cocyoucmoix I MK.

. B MO]ZeKle}lpHOIZ ceHemuUKe yejloeeka, noxaszasuienl npudacniHocnio

PA3HO0OPA3HBIX Yumoxkunos k namoeenesy API'A, 3amemuas poib omeooumcs
monexyne TGFp.

4.5. MaTomopdonorua n moaenn dopMmupoBaHua
HacrneACcTBEeHHbIX aHeBpPU3M aopThl

OO1mMM TUCTOJIOTMUECKUM 3HaMmeHareneM ¢opmupoBanuss API'A cuutaercs
JETEHEPATUBHBIN MPOIECC B MEIUHU. B KIaCCMYECKOW OCHOBE BBIACISIOT JBa THUIA
0YaroBOM JIereHepallii C MPEUMYIIECTBEHHBIM MOPAKEHUEM 91dCMUYECK020 00
MbluleuHo20 KOMIIOHEHTOB IIUTOCKEJIETA aOPTHI.

Moaenu ¢dopmupoBanus API'A Ha mpuMepe HapylieHUsl IJIaCTOreHe3a.
[IpeumyiniecTBEeHHAs IeT€HEPAIIMs AIaCTUYECKOTO CKeJIeTa CpeIHEeN 000JI0UKU a0PThI
npeobiagaer B MojomoM Bospacte a0 40 JeT W, KOCBEHHO, CBHICTEILCTBYIOT O
HACJIEJICTBEHHOM A0pTOIATHH. Y TTOYKUJIBIX MAlMEHTOB OTMEYAETCs
MPEUMYLIECTBEHHAsA ympama u oOezopeanusayus [I'MK, penko BbIcTymawmomas B
dbopme “mamuHApHOTO HEKpo3a”. OgHaAKO, TP 000X THUITAX IMOBPEKICHHUS B TOH WU
WHOM  CTemeHW  HAOMIOMAIOTCS  BTOPUYHBICE  W3MEHEHUS,  OTHOCHUTEIHHO
HEHOPMAJILHOTO pacroyioxkeHuss u mponudepanuu cocyaucteix ['KM B mepBom
Clay4dae, WM TOBPEKIACHHE JJACTUUYECKOrO KOMIIOHEHTAa, KaK pe3ysbTar
MeTtabonnyeckoro nedekra BcienctBue aereHepammu ['MK, Bo BTOpoM ciyuae.

Taxxke mpu 00OMX THIIAX TOBPEXKIEHUS Vasa Vasorum paciiMpeHbl W JIUIIEHBI
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HapY>KHOTO TOJJICPKUBAIOIIETO KapKaca, TeM CaMbIM, MPUOOpeTas CKIOHHOCTh K
pa3peiBy. [1aTOrHOMOHWYHBIN rUCTOIOrMYECKUi cyOcTpaT PA npu HacineacTBEHHBIX
aopTOMaTUSX — UIUOMATHYECKUI KUCTO3HBIM Hekpo3 memauu (I'3eins-Opnaxaiima) c
TUCTOJIOTUYECKH JIOKAa3aHHOW TpyOoOW JereHepanued 53JIaCTUYECKUX BOJIOKOH,
HEKPO30M MBIIIEUHbIX KJIETOK M OOpa30BaHHEM KHUCTO3HBIX MPOCTPAHCTB,
3aII0JIHEHHBIX MYKOUIHBIM COAECPKUMBIM [76, 77]. MoskeT HabmroaaThest HEOObIIast
BOCIAJIUTEIIbHAS PEAKIIUS.

Cneyuguueckue AHAMOMO-MOPPON0CUYECKUX ocobenHocmu npu
onpeoeneHnbIX Hac1e0CmeeHHbIX aopmonamusax. Moieabo HapyILIeHUs 2J1acTOTeHe3a
B KJIACCHYECKOM TIPEJCTABICHUU SBISETCA CHUHApOM MapdaHa, mpu KOTOPOM
NaToJoOTUs  aopThl  OOycloBieHa aHomanued  ¢uOpwumHa | Tuma —
KOJUIAr€HOMOI00HOTO0 CTPYKTYPHOTO O€JiKa, KOTOPBI HampaBisieT U OPHEHTHPYET
ayacTiH B pas3BuBaromieiics aopre [78]. I'mcromormuecku 10-21% PA u 43%
paccioeHuil Bcex cocyaoB, HaOmoaaembix npu CM, umeroT rpyOyro JereHepaiuo
MEIUH, a TPHU3HAKH KHUCTO3HOTO MEIWOHEKpo3a 3aHmMaroT Oosee 50% mumomanm
CTeHKHM aopTbl. Hapymennsle snactuyeckue cBoiictBa CT mpuBogar K
IPOTrPECCHPOBAHUIO U3MCHEHUH M JKECTKOCTH CTEHOK, paclIMpeHuto aoptel [79]. B
UTOre, HapylIEHHE FOMEOCTa3a B AJIACTUYECKUX BOJIOKHAX MPUBOAMUT K Pa3BUTHUIO
BhICOKOTICHeTpaHTHRIX aHeBpusM KA [80]. Haumbonee dacto oOHapyxuBaercs
nporpeccupytouiee pacmmpenne KA B o0nactu cunycoB BanbcanbBbl U AMCCEKIMS
aopThl JIOKAIU3YETCs B IPYAHOM OTAene (Bocxopsiee pacceueHue, Ctandopackuit
Tan A). YuuTbIBas, 4TO MHKCOMATO3Has JETe€Hepalusl W/UIU KUCTO3HBIM HEKPO3
cpenHel 00OJOYKHM 3aTparuBaeT BCE OTIENbI, BKJIOYas CTEHKH OpPIOIIHOW aOpTHI,
3HAUUTEIBHO PEXE, HO aHAJOTMYHbIE W3MEHEHHS MOTYT BO3HUKAaTh [0 THILY
Hucxozsiero pacceuenus (Ctaudopackuii Tun B) [81].

«OnacTUH-Ie(PULIMTHBIE» COCTOSHMS, HE BCETJa MPOSBISIIOTCA OOJIMIaTHBIM
dopmupoBanueM ¢penorunmueckux API'A. K mpumepy, npu cunmpome cutis laxa,
BBI3BAHHOM MYyTallUsIMU B T€HaX 3JacTUHA U AepuuuToM (HulOyiInHa-S - peiaroniero
MeauaTopa siacroreHesa, [82] AT'A siBisercs KpalHE PEJIKHM IMPOSBICHUEM M HE
HaOMIOaeTcsl y YeJoBeKa C JIOMUHAHTHBIMH U PEIECCUBHBIMU  (hopmamu.
XapakTepHa TOJBKO MAaTOJOTHYECKAasi W3BWIMCTOCTh aprepu. Hamportus, mnpu
JTAHHOM CHHJIPOME, HO YK€ BBI3BaHHBIM Aeuiiutom GuodynuHa-4 (MyTausiMu B TeHE
EFEMP2), aneBpusMmbl cocynoB (Bkimtouyas KA) yxke NpOSBISIOTCS C BBICOKOM
neHeTpanTHOCThIO [83]. dpyroit npumep, KOraa mpu 3JIaCTHUECKOM MCEBAOKCAHTOME,
BbI3BaHHOW MyTarusmMu B reHe ABCC6 B mocTHaTaapbHOM II€pHOJIE BO3HHUKAET
anactuueckas (parMeHTalus BOJOKOH B aopre, ojaHako AI'A  00bIlYHO He
pa3BuBaetcs [84].

Kucro3nas nereHepanusi Meiud OTMEYAETCsl W NpPHU HAPYLIEHWW CHUHTE3a
KoJUlareHa, npuBoas K pacmupeHuto KA — knaccnueckomy mnposiBieHutro CO/I.
Cxoxuii mpouecc Habmomaercss npu KoA u Apyrux BpOXKIEHHBIX 3a00JICBaHUSX,
conpoBoxaaromux aepopmanuio AoK. Hecunapomusie popmer APT'A (HCAPT'A),
accoruupoBantbie ¢ JIAK /MM OTKDPBITBIM apTepHabHBIM MPOTOKOM [5] mipH
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THCTOJIOTHYECKOM MCCJIEIOBAHUHA MOTYT TMPOSBIATECS THIIHYHBIM — KHCTO3HBIM
MearnoHeKkpo3om [85].

Moaeas ¢opmupoBanus API'A Ha npumepe npeuMylIeCTBEHHOIO
HAPYLIECHUS B IVIAIKOMbBILICYHBIX KJIETKAaX.

IIpu cemeiiapix API'A  oTmedaercss 3Ha4YUTENbHAs POJib JIOKAJIBHOTO
OecropsAI0YHOTO yBeauueHus uucia cocyaucthix MK ¢ ux nesopranusaiueit (B
OOJIBIIICH CTETEHH, YeM 3JIacTUUEeCKUX BoJIokoH). K mpumepy, mytanuu B ACTAZ u
MYH11 cBs3anpl ¢ HajauyueM MeAUaIbHOM JIereHepallud, HaKOIUICHHUEM U
Jie30praHu3alueil rajJKkiuxX MUOLIUTOB, HAIOMUHAIOIIEH OeCTIOPSA0YHOCTh MUOITUTOB
npu runeprpodudeckoii kapauomuonatuu [86].

Bmecte ¢ Tem, mapywenue 6 I'MK, paccmampueaemcs, Kax npasuio, 8
MoOensax opmuposanusi Oe2eHepamusHvlx (amepockiepomudeckux) gopm API'A.
Otmeuaetcss TmpeumylnecTBeHHass yrpara /[ nesopranm3zanus ['MK, wuHorma
BBICTYyMaroass B (Qopme “TaMHUHApPHOTO HEKpo3a”. DTOT THUIl TMOBPEKICHUS
HaOroAaeTCsl, KaKk MPaBUJIO, Y TMOXKUJIBIX IMAIIMEHTOB M OCOOEHHO y OOJIBHBIX C
TUIIEPTEH3MUEN; Yallle BCTPEeUaeTcsl B JUCTAIBHBIX OTAEIaX aOpThl U COMPOBOXKIACTCS
aTepOCKJIEPO30M B OoTIMYME OT HacieAcTBeHHbIX API'A. B Xxome ecTecTBEHHOro
CTapeHus JCreHEpaTHUBHbICE H3MEHEHUS NPHUBOASAT K JIETKOW (opMe KHUCTO3HOTO
Hekpo3a Menuu. MHoraa B TOJIOCTAX, OOpa30BaBIIMXCS HA MECTE MBIIICYHBIX
AJIEMEHTOB, HaKaIUIMBaeTCsl MyKOWJIHbIM Mmarepual. [Ipu gaHHOM BapuaHTE TakKxKe
OTMEYAETCA yTpaTa HOPMAJIBHOM DJIACTHYECKOM apPXUTEKTypbl MEIUM aOpTHI.
OpnHako, MOBPEXKICHHE HJIACTUYECKOrO KOMIIOHEHTAa paccMaTpUBaeTcs, Kak
pe3ynbTat Metabonudeckoro nedexra BeneacTBue Aerenepanuu ['MK.

Taxum obpazom, eucmonocuyeckuil cyocmpam KUCmo3Ho20 MeOUOHeKpo3a U
€20 pAasHOBUOHOCMEU 6 HACmosujee 8peMs He MOJHCem pAcCMampueamvbcs Kak
cneyuguueckuil 05 pasiudHbIX Kame20putl paccioeHusi Adopmbi.

[Ipn obomx THHax MOBpPEXKACHHUS Vasa Vasorum pacmdpeHbl U JIMIICHBI
Hapy>KHOTO TOJJICPKUBAIOIIETO KapKaca, TeM CaMbIM, MPUOOpeTas CKIOHHOCTh K
pasphIBy.

B nenoM, HacneaCTBEHHBIE aOpPTOIATHUM AEMOHCTPUPYIOT J1€30pPraHU3aALHUI0
CpelHel dYacTH OOOJIOYKHM M JECTPYKTHBHOE MATPUYHOE PEMOJICITUPOBAHHUE C
dbparmeHTanueit snactuHa, nponudepanuio win norepro cocynucteix 'MK u menee
BBIPQKCHHBIA BOCIHAIMUTENIBbHBIA KOMIIOHEHT (0€3 arepomaro3a) ¢ HaKOIUICHHEM
MIPOTEOIIMKAaHOB. Bmecte ¢ TeM, ONMCAHHBIE HApYIIEHUS PEIKO, HO MOIYT
Ha0MroAaThCS NIpH JiereHepaTuBHbIX hopmax APTA.

KNKOYEBbIE NMOJIOXKEHUA

. Ocobennocmu  aHAMOMO-2UCMOTIOCUYECKO2O CmMpoeHrus KA u 6OCXOO}1M4€ZO
omdeﬂa, U3MeH4YUueoCcms ee M0p¢0ﬂoeuu noo 8IUsAHUEM PA3TUHYHbIX ceHeEMUYEeCKUX
anomManutl npu HACIeOCMBEHHbLX 36160]166(1HM}ZX, u ycioeus ee d)yHKL;MOHUPOGClHM}Z
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noo OONbLUWUM OaslieHUueM Onpedesaiom ee NpeopacnolONCEeHHOCMb K OUCCeKYUU U
PAaspuieam.

" Obe gopmor API'A (Oecenepamushvle u HACICOCMBEHHbIE) OEMOHCIMPUPYIOM
KUCMO3HbIIL  MeOUOHEKPO3, YMO UCKIIOYAem UCHONb308AHUE 2UCMONI0SUYECKO20
3aKnodenuss 0na eepugpuxayuli. moyHoz2o ouazHosa. llpuuunvl, no xKomopwvim npu
O0OUHAKOBLIX CMENeHsX 0eceHepayuu 8 0OHUX caydasax pazeusaemcs PA, a 6 opyaux —
Hem, 0CMAarmcs Heu38eCmHbIMU.

" V nayuenmos, He CmMpaoarOwux U38eCMHbIMU 6 Hacmosujee 6pems, audo
npeononazaemoimu HHCT, Oezcenepayus meoduu, npedxcoe 6ce2o 00yclo81eHd
«UBHOCOM» AOpMbl NpU CMAPEeHUU U 0COOEHHO NpU APMEPUAIbHOU SUNEePMEeH3UU.
Hanpomus, y nuy ¢ HHCT, eucmonoeus meouu aopmoul 8uisAGIsAem 3AMEMHYI0 eé
OezeHepayuio yoxce 8 MOA00OM @o3pacme. B nepsom u emopom cuyuae
namomop@onozusi ~ He  CUUMAEMCs  B6bICOKO  NAMOSHOMOHUuHOU.  Jluww
CYOMUKPOCKONUYECKUe HNOBPENHCOeHUsl, HANPAMYIO C6A3aHHble C HAPYWEeHUAMU
cunmesa, cOOpKU U BCMPAUBAHUS INACUYECKUX TUOO KONIA2EHOBbIX KOMHOHEHMO8
cpedHetl 00010UKU AOPMbL, OMBEUAION IMOMY YCILOBUIO.

4.6. Knaccudukauma

['eneTnuecku  OOYyCIIOBIIEHHBIE  «aHEBpU3MAaTHYECKHUE»  OOJE3HU  a0pPThI
KJIACCU(PUIIMPYIOT HA TPU OCHOBHBIE TPYMIIbIL:

Tab6anna 4.3 - Cungpomusie popmsl APT'A

Cunapomusbie popmbl APT'A.

1. Cuanpom Mapdana (cnencrue mytarmu B reHe FBN1).

2.Cungpom Jlyuca — Hutma (JIJIC) (cnmenctBue myrtanmum B reHe TGFBR1 /
TGFBR2).

3. Cunapom aprepuanbhoit ussuaucroctu, CHUA / arterial tortuosity syndrome, ATS
(cnenctBue mytanuu B rene SLC2A10).

4.PenieccuBHas ¢dopma nepmatonmsa Amnubepa (cutis laxa) | tuma (cmencrue
myTaiiu B rere ¢pudynuna — 4, FBLN 4).

5.CunzIpoM aHeBpH3M-0OCTEOapTpuUTa, accormupoanubii co SMAD3 / a SMAD3-
related aneurysms-osteoarthritis syndrome.

CemMeiiHble paccjioeHMsT M AaHEBPU3MblI TpPYAHOH aopThl (HECMHAPOMHbIE
(opmbI)

Cnopaauuyeckue ¢opmbl API'A (HaOmr0mar0OTCS Yy MOJIOABIX JUI, HE MMEIOIINX
CEMEIHOro aHaMHe3a WM 0coOeHHOCTeN CUHIPOMHBIX (hopm APT'A).

IlaTtoreHernyeckass kKjaaccupukanusi HACIEACTBEHHBIX 3a00J1eBaHUIl
rPyAHO#i aopThl (reHeTHYeckue aopronatum) (Kanaockas accoyuayusi cunHopoma
Mapdgana, Montalcino Aortic Consortium, 2013).

[ToxpaznenstoT Ha 00YCIOBICHHBIE:
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»  HaguumeM Jedekra (MyTalnuii) TeHOB, OTBETCTBEHHBIX 3a CHHTE3 / pacmaj
KoMnoHeHTOB BKM;

=  HajguuueM jAedekrta (MyTalui) 'eéHOB, BOBJICUEHHBIX B MATOJOTHYECKYIO
moxaysmuio TGF-6eta curnanuzamnum;

=  HajguuueM JedexTa (MyTaluil) T€HOB, OTBETCTBEHHBIX 3a KOMIIOHECHTHI
COKPATUTEJILHOIO almapara COCYAUCTBIX TIJIAJKOMBIIICYHBIX KJIETOK
('MK) aopTsl.

Knaccudpuxkanusa APT'A B MKB X nepecmorpa:

= 171 (AHeBpu3Ma U pacciIOCHUE a0pPTHI).
« 171.1 AneBpu3Ma rpyJHOI 4acTH aOPThI pa30pBAHHASL.
« |71.2 AneBpusma rpyHON 4acTy aOpPThI O€3 YIIOMUHAHUS O Pa3phIBE.

Kaaccuduxamusa APT'A (Stanford, USA) (mpencrasiena Ha puc. 3.1) [87].

» CmHbpopackuit tun A: PaccioeHue BKIIOYAET BOCXOMSIIYIO aopTy
(BOCXOJIA11IE€ PACCEUCHHUE).

» Cmubpopackuit tun B: PaccnoeHne BKIIOYaEeT HUCXOMSIIYIO aoOpTy
JUCTAIbHEE OTXOKJICHU JIEBOM MOAKIOYMYHON apTEpUH (HUCXOJSILEE
pacceuenue) °,

Kaaccupuxanua API'A mo De Bakey (mo pacnpoctpanennoctn) (puc. 3.1)

« Tun |: Pa3pblB WHTUMBI JIOKaJU3yeTCs B BOCXOJAIIEH aopTe W
pacrpocTpaHsieTcs yepe3 Ayry Ha HHUCXOJAIIYIH0 aopTy H BCHO
OPIOIITHYIO a0PTY.

« Tumn Il: Pacciioenue 3axBaTbIBa€T TOJBKO BOCXOISIILYIO a0PTY.

= Tun lll: Paccnoenue 3axBaThIBa€T TOIBKO HUCXOISIILYIO a0PTY.

« Tun Illa: pa3pplB HMHTHMBI  JIOKAIA3YETCS  JUCTAJbHEE  JIEBOU
MOAKIIOUMYHON apTEepPUU, MOXKET PacIpOCTPAHATHCS MPOKCUMAIIBHO;
JACTAJIBHO PACIIPOCTPAHSIETCS B MPEeaX HUCXOAAEH TPYAHON aOPTHI.

« Tunm Illb: Pa3pelB  HMHTUMBI  JIOKQIU3yeTCS JHUCTajbHEE  JICBOM
NOAKIIOUMYHOW  apTepHH,  PacHpoCTpaHseTCs  AUCTAIbHO  Ha
HUCXO/ISITYIO TPYAHYIO U OPIOLTHYIO a0pTYy.

Knaccupuxanus APT'A B 3aBucMMOCTH OT NaTOGU3MOJIOTHM:

» HcrtuHHbIE (CTEHKA aHEBPU3MBI — CTEHKA a0pTa)
» JloxxHble (CTEHKa aHEBPU3MbI — OKPYKAIOIINE TKAHM )

Knaccnpuxkauus PA no Bpemenu.
OOmenpuHATON MIPAKTUKON CYUTACTCS CIEIyIoIIee AefieHne TedeHus: PA:

« octpoe (14 nHeii);

3 [na eenemuuecku obOycioeiennvix API'A namoenomonuuen u Haubonee HeOiaconpusmen 6
OMHOWEHUU NPOSHO3A Nepavlll gapuanm (mun A).
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« momoctpoe (15-90 nueit);
= xporuueckoe ( > 90 gueii).

Kaaccudpukanus PA no reuenuo:

*  HEOCJIOXXHEHHOE;

*  CO CTaOMJILHBIM TEUEHUEM 3a00JICBaHMS;

=  OCJIO)KHEHHOE (MPOTrpecCUpyIoliee pa3pylieHue aHEBPU3MbI, XPOHHYECKAs
BUCIIEpaIbHAs UK Tiepudeprueckas Manbnephy3us 1 COXpaHSIONTIECs
WJIU TIEPUOMYECKHE O0JIH, I J1a)Ke Pa3phIBHI).

Kaaccupukanusi  ocrporo aopraabHoro cunapoma (OAC) npm
paccjioeHun aopthl (puc. 3.2):

Kiace 1: Knaccuueckuit

Kitace 2: UaTpamypansabie reMmatomsl (MMI)
Knacc 3: Mano3zametnoe uinu auckpetrHoe PA

Kinacc 4: Tlenerpupyroniue aoptaibHbie si3Bbl (ITAS)

Kiace 5: SItporennoe wiu tpaBMaruyeckoe PA
e beitkn Tumnl Tun Il Tum 111
Crandopn Tun A Tum A Tun B

Pucynoxk 3.1 - Kimaccudukamnus paccinoenuit aoptsl (PA) mo pacnpoctpaneHHOCTH

Ipumeuanue: cxemsl PA xmacc 1, B koropom Beaensitor tumsl I, I, u Il mo De Bakey [1]. Takxke
nzoopakensl kmaccel Stanford A uw B. B tume Il Beimenstor moatumer (Illa - TombKO
BHYTpUTpyAHO#i otzen, IIIb - B coueTannu ¢ mopakeHueM OpromrHoro otaena), mo Reul u ap. [87].

Hawubonee o6mue yeptet OAC otpakeHsl Ha pucyHke 4.2 [88].

* B epynny nayuenmos ¢ xponuueckum PA makowce 6xoosam panee onepuposanuvie Ooavhbie ¢ PA
muna A u COXpaHAIOWUMCSL pACCIOEHUEM HUCX00SWel Aopmbl.
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Pucynok 3.2 — Knaccudukanus npu paccioenun aopthl (PA) [88]. Ilpumeuanue: Kmacc 1:
Knaccuueckoe PA ¢ uctunnsiM u JIII ¢ nnm Oe3 cBsi3u Mexnay nBymst nmpocBeramu. Kiace 2:
WNuTtpamypanehbeie remaromsl. Knace 3: Mano3amerHoe win auckperHoe PA ¢ BelnsunBaHuem
cTeHku aopThl. Kiacc 4: SI3Ba obnacTu aTepoCKIEpOTHYECKOM OJSAIIKM AOpPThl C MOCIEAYIOIIUM
paspeiBoM Onsimiku. Kmace 5: StporenHoe wim TpaBmaruueckoe PA, mposiBisiercss karetep-
MHAYLIMPOBAHHBIM Pa3/I€JIEHUEM UHTUMBI.
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4.7. ObcnegoBaHue aopThl

Bxutrouaer kimHUYecKoe 0OcClieZloBaHUE U JIabopaTOpHbIE aHAJIU3bl, OJHAKO B
OCHOBHOM 0a3upyeTrcsi Ha BHU3YAIM3UPYIOLIUX MCCIEIOBAHUAX, BKJIIOYAIOIINX
yibTpa3BykoBbie MeTo bl (Y3U), komnbsroTepuyto Tomorpaduto (KT) u MPT.

B mepByto ouepenp pekOMEHIyeTCs TIIATEIbHBIA cOOp cemeuno2o aHamuesd
3a0oneBaHUN apTepuii ¥, OCOOCHHO, HAIW4Ms aHeBpM3M W ciydaeB PA, mm6o
BHe3anHoil cmeptu (Kiacce I, yposens A).

AHanu3 poJ0OCIOBHON MPEINoiaraeT FreHeTUYECKYI0 TeTePOreHHOCTh. B cBs3H
C 4eM, pEKOMEH]IyETCSl KIMHUYECKOE UCCIE0BaHNE POACTBEHHUKOB MEPBOM CTETICHU
(ObpatweB u cectep, poauteneit) Ha npeameT Hanmuuus y HuxX API'A (Knacc 1, ypoBenb
A).

OrneHka aHaMHe3a JOJDKHA OBITH HampaBlieHa HAa ONTHMAajbHOE TOHWMAaHWE
K00 TMalueHTa, BBISABICHUEC IEPCOHATBHBIX (AKTOPOB pPHCKA CEpACYHO-
cocynucthix 3a0oneBanuit (CC3).

JlanpHelnImas JuarioCTUKa HaclIeACTBEHHBIX Al'A BKIIOYaeT:

" KIUHUYEcKoe 0bcnedosanue;

" gu3yanusuUpyrowue uiu UHCMpYMeHmMAlbHbvle Memoobl UCCIe008aAHUS
(«30710TOM cTaHAAPT» AUATHOCTUKH);

" MOJeKYNAPHO-2eHemuieckue  ucciedoganus  («30I0TOW  CTaHAAPT»
BepU(DHKAMU AUArHO34).

bazosvie nabopamopnvie ucciredoganusi BKIOYAIOT B ce0s  BBISBICHUE
CEpJCYHO-COCYIUCTHIX (PAKTOPOB PHUCKA, OJIHAKO MPU HACIEACTBEHHBIX a0PTONATHUSIX
NpPaKTUUYECKM HE MMEIT cMbicia. JlabopaTopHble UCCIENOBaHUS — UIPAIOT
HE3HAYUTEJbHYI0 pPOJIb B JMArHOCTUKE OCTPHIX AaOpTajbHBIX 3a00J€BaHUIl, HO
noyie3Hbl  ansa  auddepeHnManbHo  nuarHoctukd.  OmpeneneHue  ypoBHeH
OMOMapKepoB B pPaHHHUE CPOKHU IOCJIE TOSBJIECHUS CHMIITOMOB MOXET MPHUBECTH K
Oojiee paHHEMY MOATBEPXKIACHUIO TPABUIBHOIO JAMArHO3a BHU3YaJU3UPYIOLIUMU
METOJAaMHM, YTO MPUBOAUT K paHHEW OpPraHU3alMHU MOTEHIUAIBHO CHacaloluX KU3Hb
MeponpuaTuid. C y4eToM MOopakeHHsl cpeiHel 000JI0YKH CTEHKH aopThl IMPEAJIOKEH
psn OMOMapKepoB, CBSI3AHHBIX C TpaBMoOM 3HAOTENUs cocynoB uiau ['MK (Muo3un
INIAJKUX  MBIIII), COCYOUCTOTO  HMHTEPCTULUSA  (KaJNb[IOHWH, MAaTPUKCHbBIE
METaJUIONPOTEUHA3BI 8), 3JTACTUUECKUI JJaMUH (pPacCTBOPUMbIE (PparMeHThI 31acTHHA)
aopThl U MpU3HAKK BocnalieHud (TeHacuH-C) uinm Tpom003a, KOTOPhIE B HACTOSIIIEE
BpPEMs M3YYarOTCs, HO €Ille He BOIIIM B peajbHYI0 KIMHUYECKyto npakTtuky [89, 90].
[Tomo3penue Ha PA Bo3pacTaeT npu MoBbIICHHOM ypoBHe D-mumepa [91].

4.7.1. KnuHunyeckoe obcnegoBaHue

O0e dopmbl HaclmeACTBEeHHBIX AI'A MO KIMHAYECKUM TMPOSBICHHSIM MOTYT
OBITH OeccCUMnNMOMHBIMU Y | WA CUMIIMOMHBIMU.
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Jlo nosiBneHus: KatacTpopuyeckux mpu3HakoB paspeiBa AI'A, B 60JbIIMHCTBE
cBoeM, OeccumntoMHbl. Haunbonee wuacto AI'A BbIABISIETCA CIOy4YalHO, IpHU
BU3YAJIM3UPYIOIIEM UCCIEA0BAHNN CEPALA, BEITOJIHEHHOM 110 IPYTUM IPUYUHAM.

Cumnromaruka AI'A BHE OCTPBIX CUTyalluii BO MHOTHX CiIy4asiX 00ycoBiieHa
CONYTCTBYIOLIEH MMATOJIOTHEN:

" - CTEHO30M W/WJIM HEAOCTaTOYHOCThIO A0K,
® - CEpJICYHOUN HEJOCTATOYHOCTHIO,
® - KOPOHAPHOM MATOJOTHEN.
Pacmpenne Kkoisiblla aopThl IpU €€ aAHEBPU3ME WU  AHHYA0IKMA3UU

pubposnozo xonvya AoK>, MOKET IPUBOAUTH K BTOPHUHOM HegocTaTouHOCTH AOK,
JUIATAAN | TUTIEPTPODHUH.

Xpurora, Kak CIEICTBUE  CHABJICHMS  JIEBOIO  BO3BPATHOIO WM
JApUHT€aJIbHOTO HEpBa, Npeanoiaraer (popMupoBaHUE AHEBPU3MBI AYTHM AOPTHI.
Penko mMeroTcs mpu3HAKKA CHAABIEHUs BEPXHEW MOJIOM BEHBI MM Tpaxeu. KimHnka
JAUCTAJIbHONM 3MO0JIMU BCTpeyaeTcs: KpaiiHe penko. [lanmenTsl Hepenko KanyroTces Ha
XPOHHUUYECKYIO 0O0JIb B TPY/IU BCIEACTBHE MOCTOSHHOTO J1aBJICHUS] HA OpPTraHbl IPyIHON
KJIETKHU. BoJib MOXKET OBITh OCTPOM U CTAaTh MPU3HAKOM, HaJBHUraromerocs PA.

VY namuenToB 6e3 PA npu ocMOTpe HET HUKAaKMX XapaKTEpHBIX MPU3HAKOB, 3a
HCKJTIOYEHUEM HaJW4us JAMACTOJIMYECKOTO IIyMa Ipu (HOPMUPOBAHUM A0PTATHHOM
HEJIOCTaTOYHOCTH. TeM He MeHee, mpu (PU3UKATLHOM O0CIEAOBAaHUU HEOOXOAUMO
cpaBHUBaTh AJ] Ha 00erX BEPXHUX KOHEYHOCTSX, M CJIEAYET UCKATh MaTOJIOTUYECKUE
MyJIbCaLUH.

4.7.1.1. Cneundomyeckasa KnuHnyeckas u eHoTUNUYecKas
XapakTepucTmka cuHOpoMHbIX APIA

3anono3puth  AI'A  mosBomsitor  cnernuduyeckue  (PEHOTHUMHYECKUE
ocobennoctH nanuenta. [Ipu cAPT'A KIMHUYECKYIO KapTHUHY JOMOJHSIOT MPU3HAKU
cucmemno2o 6oeneyeruss coeounumenviou mxauu (CBCT) — KOCTHBIC, KOXKHBIEC,
MBIIIEYHbIE, CYCTaBHBIE, CEPJACUHO-COCYIAUCThIC, TJIA3HbIC, OPOHXOJETOYHBIC W
BucliepasibHbie. K 3HauumbiM mpuzHakaM CBCT, no3BoJisiomnM  3amog03pUTh
Hamune cAPI'A, cinemyer OTHOCHTH NMPU3HAKU HapymieHHs (aHOMaluM pPa3BHUTHSA)
CT, oTpaxxeHHBIE B COTJACOBAaHHBIX PEKOMEHAAUMSIX IO JAUArHOCTUKE CHUHJIpPOMA
Mappana — I'enrckux kpurepusx 2010 roga [32] (Tad:. 4.3).

% [1o0 anmyno-aopmanvHoli 5Kmasueli NOHUMaom pacuiupenie 60cxoosueti aopmol u GubPo3HO20 KOAbYa
AoK. B omauuue om aopmanbHOU HeOOCMAMOUYHOCHU PeBMAMULECK020 2eHe3d, Hedocmamounocms AoK
npu OAHHOM COCMOSHUU He C8A3AHA C AHAMOMUYECKUMU USMEHEHUAMU CMBOPOK Kianana. B nopme niomnoe
apouHOe KOAbYO dHcecmKo yoepacusaem pasmep u gopmy KA na npomsoiceHuu 6ce2o cepoeuno2o yukia.
Ipoepeccupyrowee pacuwupenue KA npusodoum Kk momy, umo HeCOPMUPOBAHHOE aAPOHHOE KOAbYO
ympauusaem @YHKYUio «aHAMOMU4ecko2o Kuouay. Bcredcmeue smozo rkomuccypvl (KomMuccypaivibie
CMepIHCHU) PACXOOSIMCS, U 3AMbIKAMENbHASL DYHKYUSL CMBOPOoK Hapyuiaemcs. Haubonee wacmas npuuuna —
HHCT (CM u np.).
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Tabauua 4.3 - [Ipu3HaKy CHCTEMHOTO BOBJICUCHUS COSTMHUTEIIBHON TKAHH TPU CHHIPOME
Mapdana

IIpu3HaKH CHCTEMHOI0 BOBJI€YeHHS COeTMHUTEIbHOH TKAHU Babl

[Tpu3Hak 3amscThs U OOJNBIIOTO MabIa 3
[Ipu3Hak 3amscThs WM OOJIBIIOTO Mayiblia * 1
BoponkooOpa3Has uinu acuMMeTpudHas aedopManus TpyIHON KIETKH 1
KuneBunnas nedopmanus TpyagHON KIETKA 2
Banbrycnas gedopmaiiusi CTorbl 2
[Inockocromnue 1
CrnoHTaHHbBI MTHEBMOTOPAKC 2
JypaiibHast 3KTa3us 2
[IpoTpy3us Ta300eIpeHHOro CycTaBa 2
OTHoOIIIEHNE BEPXHETO CErMEHTa TeNa/K HrkHeMy cerMeHTy <0,85 u pa3max pyk/poct 1
>1,05 6e3 BBIpaXKEHHOTO CKOJIM03a

Cxonno3s wim kugo3 1
Henopasrubanue 10Kt 1
JIuueBble mpu3Haku (OT Tpex U3 MATH) (Hoauxornedanus, YHOPTaIbM, CKOIIICHHBIC BHU3 1
IJ1a3HBIC MIEITH, TUTIOTIA3HS CKYJIOBBIX KOCTEH, pETPOTHATHS)

Muonust 1
Ctpun Ha KOXKe 1
[Iponanc MUTpanbHOIO KIIaraHa 1

KOMMeHmapuﬁ: * - IIpU HAJIMYUU TOJIBKO OAHOI'O U3 ABYX CUMIITOMOB HAYUCIIACTCA JIMIIb OJUH Oamn

Onenka CBCT crpoutcss Ha mMOJCYETE CYMMblI OajuioB, BbISIBIICHHBIX
nmpu3HakoB. Metonuka oneHku npuzHakoB CBCT mpoBoAauTCsA MO CTaHIapTHOMY
npotokony (Ilpunoxenue A). bamibHas onenka CBCT ¢ OCHOBHBIMU KJIMHHUKO-
aHAMHECTUYECKUMU W/WIH MOJIEKYJISIPHO-TEHETUYECKUMH UCCIIEIOBAaHUSIMU JICKUT B
ocHoBe auarHoctuku CAPTI'A nmpu CM. J[umarno3 CM ycraHaBiuBaeTcs Ha

ocHoBanuu I'entckux kpurepues 2010 roxa (tadim. 4.4).

Tab6auua 4.4 - Kpurepuu nuarnoctuku cuaapoma Mapgana (Ghent, 2010)

Omcymcmsue cemeltinoco anamuesa cunopoma Mapgpana

Pacmupenue aoptel (Z > 2) 1 NOABBIBUX XPYCTaINKa

Pacmpenue aoptel (Z > 2) u noarepxkaeHHas mytaiust FBN1

Pacmupenne aoptet (Z > 2) u CBCT (> 7 6amioB)

pasmepa aopThI

[TonBeiBHX XpycTanuka u noATBepxkaeHHas Mytauuss FBN1 ¢ yBennuenuem

Tlonooicumenvuulil cemetinvlil anamues cunopoma Mapgharna
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[ToaBBIBUX XpyCTaJanKa ¥ HAJTUYHE CEMEWHOr0 aHaMHe3a cuHapoMa Mapdana

CBCT (> 7 6amioB) u HaiM4uMe ceMeHHOro anaMmHesa cuaapoma Mapdana

Pacmmpenue aopthl (Z > 2 npu Bo3pacte ctapiie 20 jet, Z > 3 mumaamie 20 jier)
Y HaJIM4Me CEMEWHOro anaMHesa cuijapoma Mapdana

Ilpumeuanue: nuarHo3 cuHapom Mapdana BoicTaBiserca B 1 U3 7 ciy4aeB, IpeICTaBICHHBIX B
tabnune. Obosnavenusa. Z — xkpurepuid pacmmpenus aoptel. CBCT - cucremHoe BOBJIEUYEHHE
COCIMHUTENbHOW TKaHW. Kommenmapuu: 1lpy [HAarHOCTMKE SKTONMHU XpYyCTaluKa B
He3aBUCUMOCTH 0T) U MyTauuu FBN1 He accounnpoBaHHON C pacHIMpEeHUEM KOPHS aOpThl WU
HenokazaHHoW MyTtauuu FBNI1 BbicTaBisieTcss CHHIPOM SKTONUM XpycTanuka. [Ipu nquarnocruke
pacmmpenus kopHs aopThl (Z < 2) u CBCT (> 5 1 oqHUM KOCTHBIM MPU3HAKOM) 0€3 IKTOIUHU
xpycranuka BoicTaBisgerca MASS — ¢enotun. [Ipu nuarnoctuke mposarnca MUTPaJIbHOTO KiarnaHa
U pacmupenust kopHs aopthl (Z < 2) u CBCT (< 5) 6e3 skronuu XpycTajJuKa BBICTABIISETCS
CHUHJPOM IIpOJIarica MUTPAJIbHOI'O KJlanaHa.

[Ipu HEeOCTaTOYHOM TUArHOCTHYECKOM BBIPAKEHHOCTH YKa3aHHBIX MPU3HAKOB
CBCT nns guarnoctuku CM, X Halu4yue MOKET CBHJIETEIHLCTBOBATH O HAIMYUU
«Overlap»-cunnipomoB ((penorumnax) wim «Marfan-like» cocrosauit (MapdanouaHas
BHEIIIHOCTh, MapdaHononaoOHwIi, HeaudbdepenuupoBanubii penotunsl u MASS-
denotunsl), a Ttakxke napyrux moHoreHHeix HHCT (JIAC, SAC u mp.). Ilpu
YKa3aHHBIX COCTOSIHUAX TpeOyeTcsl TakKe MPUIEIbHBIA CKPUHUHT Ha MpPEIMET
Hamnuust AI'A u npoBenenue nuddepennuanbaon nuarnoctuku CAPT'A u HcAPTA.
HauGosee 3HaunMble CepIeUHO-COCYIUCTIC M KIIMHUYCCKUE TPOSBICHUS (aHOMATHH
pazButus / npusHaku CBCT) OCHOBHBIX BapUAaHTOB HACIEJICTBEHHBIX AOpPTONMATUN
MIPEICTaBIICHHI B paszzene 4.8.

B uenmom, cuaapomubie API'A  xapakrtepnsl qs CM, JIJC, cuampoma
aprepuanbHoil u3BmwiKMcTocTH (CHUA), perieccuBHOM Gopmbl aepmaronusa Anudepa
(cutis laxa) I Tuma) u SMAD3-accouunpoarnroro AOC (cm. pasaen 4.3).

4.7.1.2. Cneundmyeckas KNMMHNKO-UHCTPYMEHTarbHas
XapakTepucTuka HeCMHAPOMHbIX (ceMmenHbIx) APTA

Kimmandeckast quarnoctuka s otinune ot CAPI'A umeer 6osiee orpaHuyYeHHBIS
Bo3MOkHOCTH. Cemelinbie API'A He umeror npuzHakoB CBCT, xapakTepHbIX ISt
cAPI'A. HaGmiomaercss Gombinas KIMHWYECKas BapuaOETbHOCTh B TpEAeiiax Kak
OJIHOW CE€MbH, HECYLME UICHTUYHYIO T€HHYI0 MyTal1IO, TaK U B CIIy4asX HEIOJIHOU
MIEHETPAHTHOCTU («nponywennoe nokoaeHue»). CrenyeT BBISBIATH CIEAYIOIINE
creuuduyeckue npossiaeHus HCAPT'A:

1. AHeBpM3MBI ¢ BOBJIEYEHHEM JPYrux aprepuil. AHEBpHU3MbI OPIOLIHOM
aopThl BcTpevaroTcss ~ B 12%, ronoBHoro mosra ~ B 9% - 14% u nepudepuueckux
aprepuil (TTOAB3IOIIHBIX WU IMOAKOJICHHBIX) ~ B 5% ciydaes [62].

2. OTKpBITHII apTepuaidbHbI NPOTOK. Kak npaBuiio, cBsA3aH ¢ MyTalUsIMH B
renax MYH11, ACTAZ2 [44].

3 - IBycTBOpUYaThIii aopTaJbHbIH KIanaH. Coo0miaeTcss 0 BHyTPUCEMEHHBIX
B3anMocBs3ax JJAK ¢ APT'A [92].
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4. Ceruaroe JmuBeno. HaOmromaercss y HEKOTOPHIX, HO HE Yy BCEX JHI] C
ACTAZ2-mytamuamu. B cembsix ¢ HCAPI'A ¢ nokazamnoit ACTAZ2 mytaruei,
HaJIMYUE CTOMKOTO CETYaTOro JIMBEIO MOXET OBbITh HCIIONb30BAHO B KauecTBE
POrHOCTUYECKOTO0 KIMHUYECKOTO0 MapKepa MUMEIOLIEHCs MYTallMU y YJICHOB CEMbH
[86].

5. @uokkyabl pagyxkku. ['nmazHas nartosnorus, cBsizsb Kotopol ¢ HCAPI'A
yKa3bIBaeT Ha BepossTHOCTh Hannuust ACTAZ-myTtanuid.

6. PanHee Hayajl0 OKKJIIO3HMBHBIX COCYAUCTBIX 3a0oseBanuii. ACTAZ2
MYTaIlM¥ MOTYT BBI3BaTh pPaHHES HAYaJI0 OOJHMTEPUPYIOIICTO 3HAAPTECPUHUTA, B T.4.
NBC wu wHCyabTa, a TaKkKe «MOSMOS»-CBSI3aHHBIX  IIEPEOPOBACKYISIPHBIX

3a00JIeBaHUH C IBYCTOPOHHEW OKKIIIO3UEH BHYTPEHHEW COHHOM apTepHuH (CM. TaBy
4.8) [44].

4.7.1.3. OcTpble CUHAPOMbI FPYAHON aOpPTbl (OCTPbLIN
aopTanbHbIU CUHAPOM)

Octpble aoptanmbhble cuHAPOMBI (OAC) ompenensroTcss Kak BHE3AIHO
BO3HUKILKME CUTyallMH C IIOXOKUMHM KIMHUYECKHUMHU XapaKTEpUCTHUKAMU IIPH
nopaxeHuu aoptbl. CylecTByeT oOMH MyTh JUId pazauuHbiX nposiBieHuil OAC,
IIPUBOJALLMN K Pa3pyLICHUIO HHTUMBI U MEUHU.

[TosiBnenune cumnTomatuku OAC 00yCIOBIEHO pa3BUTHUEM COCYAUCTBIX
karactpod: octporo paccioeHusi aoptel (PA), pasppiBa aHeBpuU3MBI (AOPTHI),
uHTpamypaiabHoit rematombl (MUMI), nmenerpupytomeid aoprainpHoii 3Bl (IIAS) u,
KaK BapUaHT, «OTTPAHUYCHHOT0» Pa3phiBa aHEBPU3MBI AOPTHI.

4.7.1.3.1. KnuHnyeckue nposiBNEHNUS OCTPOro paccrioeHns aopThbl

B OonbmIMHCTBE CIyyaeB MHUIMHPYIOIUM cocTositHueM PA sBisieTcs paspbiB
MHTHMBI, BCIEACTBUE YETO KPOBb IMTOMAJAET B INIOCKOCTh PACCIOEHUS] — B CPEIHIOI0
000J104Ky aopThl. JIMCCEKIIMOHHBIN KaHajl MOXKET PACIPOCTPAHATHCS MPOKCUMAIbHO
WIM JUCTalbHO, NOTEHLMAIbHO MPUBOJAS K TaMmIOHane cepaua (BCIEeACTBHE
remMorepuKap/ia), aOpTalbHOW PErypruTaluu, pa3pbeiBy aopThl (B ciydae pa3pylieHUs
aJIBCHTHUIIMH) HJIH YIPOKaTh OOKOBBIM BeTBsIM aopThl [93, 94, 95].

B orimuune ot xponudeckux Gopm AI'A, KOTOpbIE B KJIIACCHUECKHUX CIIydasx
MPOTPECCUPYIOT MEIIJIEHHO M YaCTO aCUMIITOMATHYHbI, PA 00BIYHO MMEET BHE3ATHOE
HA4yayo, COMPOBOKIAETCS OCTPHIM OOJEBBIM CHHIIPOMOM M MIPU OTCYTCTBHH JICUCHHUSI
MOET OBICTPO TIPUBECTH K CMEPTH.

HauGonee uwacrto mpu octpom PA BcTpedaroTcsi ciemyromuye KapaualbHbIe
OCJIOKHEHHMSI: aOpTaJibHAasi HEAOCTATOYHOCTh, TAMIIOHA/Ia CEepJla U, KaK CIE/ICTBUE,
cepAedHasi HeJJOCTaTOYHOCTh U KapAMOTEHHBIN IIOK.

[TanneHThl Takke MOTYyT HMETh KIMHUYECKHE TPU3HAKU, CBSI3aHHBIE C
HapyleHueM nepy3uu Mo3ra, KOHEYHOCTEH WJIM BHYTPEHHUX OPraHoB, KOTOpPbIE
MOTYT JOMUHHPOBATH HAJ] IEPBUYHBIM OOJIEBBIM CUHIPOMOM.
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[Tpunexamue CTPYKTypbl M OpTaHbl MOTYT HWIIEMHU3UPOBATHCS BCICACTBUE
CHABJICHUS BETBEH aOPTHI, WJIM MOTYT MOJABEPTaThCsI MEXaHUIECKONH KOMIIPECCUH U3-
3a PA wimM aopTalbHOTO KPOBOTEUEHHWS, YTO W TPUBOAWT K KapIAHAIbHBIM,
HEBPOJIOTMYECKHUM, JICTOYHBIM, BUCIEPATBHBIM U MEePUPEPUUECKUM apTepHUaTbLHBIM
OCJIOKHEHHUM (Taom. 4.5).

WNmemusi opraHoB-MHILIEHEH MOKET OBbITh CIIEJICTBUEM BOBJICUCHHS YCThS
KpYIHOW apTepuud B Tpoliecc paccioeHus. Hapymenue nepdy3un MoOKeT ObITh
NPEPHIBUCTHIM, €CITU MPUYUHON SABJISETCS MPOJIAOMPOBAHUE OTCIOEHHOIO JIOCKYTa
A0pThI, WIIK MOCTOSIHHBIM B CIIy4asiX OKKJIIO3UM KPOBOCHAOXKAIOIIMX OPTaHbl COCYJIOB
paCIIMPEHHBIM JIOKHBIM MPOCBETOM.

Tab6anna 4.5 - OcHOBHbIE KJIMHUUYECKHE IIPOSBIEHUS U OCJIOKHEHUS Y NTAlIUEHTOB C OCTpbIM PA

Tum A Tun B
Boinb B rpyan 80% 70%
Bonb B crivHe 40% 70%
Pe3koe Havano 6onu 85% 85%
Murparus 6011 <15% 20%
AopTasibHas HEA0CTATOYHOCTD 40-75% HII
Tammonazna cepana <20% HIT
Nmemus nnm nHbapKkT MUOKapaa 10-15% 10%
CepaedHas HEJIOCTATOYHOCTh <10% <5%
[TneBpanbHBIN BBIIOT 15% 20%
O6Mopok 15% <5%
Cepbe3HbIil HEBPOJIOTHUYCSCKHM qePHUIUT (KoMa / HHCYJIBT) <10% <5%
[ToBpexxaeHne CIMHHOTO MO3Tra <1% HC
MeseHTepuanbHas UIIeMUs <5% HC
Octpas noueyHasi HeJOCTaTOYHOCTh <20% 10%
Nmemus HUKHUX KOHEYHOCTEN <10% <10%

Ipumeuanue: HC — ne coobmaercst (Het manubix), HII — nHe mpumensiercs. IIponeHTHl OKpYIJICHBI.

Cokpawenusi: PA — paccmoenue aopThl.

JleTanpHOCTHh y TAIMEHTOB C oCcTphiM PA Tmma A B JBa pa3a IpeBBIIIACT
TaKOBYIO y JuII ¢ ocTpeiM PA tuna B (25% u 12% cootBetcTBeHHO) [96].

bonv 6 epyou. Hambomnee pacnpoctpaneHHbiii cumntoM PA — xapaxkmepnotil
bonesoul cunopom. Harbonee THMMYHOMN SBISETCSA PE3KO HAYABIIASACS CUIIbHAs OOJIb B
rpyay u/uiv B criuHe. bosib MOXeT ObITh OCTPOM, pa3phIBAIOIICH, MOX0XKEH Ha yaap
HOXKOM M, KaK TPaBWIJIO, OTINYACTCS OT APYTHX MPUYMH OOJNHM B TPYJIH; PE3KOCTH €¢
Havaja sABJseTCS HauOosee crennduyeckor xapaktepuctukoi (tadn. 4.5) [93, 96].
HauGonee dacrtoit nmokanu3areit Oonm sBisercs rpyaHas kierka — 80% (garme
accouuupyetcsi ¢ PA tuma A), B To BpeMs Kak 00Jib B CIIMHE WJIM B JKUBOTE (darie
accoruupyetcsi ¢ PA tuna B) Bctpeuatores B 40% u 25% ciydaeB, COOTBETCTBEHHO
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[7, 97]. Knuandeckue nposiBieHus 1Byx THUIOB PA yacto MoryT nepecekathbcs. boib
MOXET MUIPHUpPOBaTh W3 TOYKM BO3HHUKHOBEHHS B Jpyrue o00JacTu, cienys 3a
pacrpoCTpaHEHUEM 30HBI pacciioeHus 1Mo xoay aoptel. [lo manHbeiM peectpa IRAD
murpupyromias 0oib Habmoganach B < 15% cinydaeB npu octpom PA Tuma A u
npuomusnTenbHo B 20% — nipu octpoMm PA tuna B [14, 7].

AopmanvHas HedocmamouHocms MOXKET corpoBoxaath 40-75% ciyuaeB PA
tuna A [97]. ITocie octporo PA, tsxenas HegocratouHocTh AoK siBisiercst emopoii
HaumOoJiee PaclpOCTPAHEHHON NPUYMHOM CMepTH (B CBSI3U C OCTPOU CEplIeUHOU
HEJIOCTATOYHOCTBIO M KapAMOTCHHBIM IIIOKOM).

Hwemus u ungapkm muoxapoa. llpudnHa — OKKII03Us KOPOHAPHBIX apTepuH,
IpUBOIAIIAS K pa3BUTHIO HHapkTa Muokapaa y 10-15% nanuenTtos ¢ PA. fABnsercs
CJIEICTBHEM PACUIMPEHHMS JIO)KHOIO MPOCBETA A0PTHI C MOCIEAYIOIIUM CIABIECHUEM
WM 3aKpbITUEM YCThEB KOPOHAPHBIX apTepHil WM pacnpoCTpaHEHUs Ipolecca
paccioeHuss Ha KopoHapHble aprtepuu [98]. B 25% cnmydaeB oTMeuaeTcs
MOBBINICHHBI ypOoBeHb TpomoHWHA (mpu PA Ttuma A) [99], 4yro, Hapsmy c
CONYTCTBYIOIMMHU  M3MEHEHMSIMM  Ha  3JekTpokapauorpamme  (OKI)  —
TpaHCMYpPaJIbHOM UIIeMHUEN WK NMogbeMoM cermeHTa ST, MOXKeT MocrnocoOCTBOBATh
MOCTaHOBKE OIIMOOYHOTO JUarHo3a 0CTPOro KOPOHApHOIO CUHAPOMA.

Xponuueckas cepoeunas nHedocmamounocms. Ilo nmanueiM peectpa IRAD
HaOmomaercss B <10% ciyuaeB PA [100, 101]. V Takux MaiueHTOB MPH Pa3BUTHH
OCTpOM CEpACYHON HENOCTATOYHOCTU M KApJIHOTE€HHOIO IIOKA XapaKTepHas pe3Kas
CUWiIbHasi 0OJIb B TPYJIM BCTPEUAETCS PEXE, UTO MOXKET OTCPOUYUTH TUATHOCTUKY U
neyenue PA. TunotoHuss u 10K ObICTpee pa3BuUBalOTCI Ha (oHE paHee
CYIIIECTBOBABIIEH AUCHYHKIIUU JIEBOTO JKEIyA0UKa.

IInespanvuvie  6vinomsei. HeOonblme TUIEBpajbHBIE  BBIIOTHI  MOTYT
obHapyxuBaTthcs y 15-20% mnanuentoB ¢ PA, mpu 3TOM HMEETCS MOYTH PaBHOE
pacmpeneneHue MeXAy MaTTepHaMu TUTIOB A U B, n cunTaercs, 94To OHU SBISIOTCS
MPEUMYIIIECTBEHHO CJICACTBHEM BocrnanuTenbHoro mnporecca [100, 101]. OOmmupHbIe
KPOBOTEUEHHUS U3 a0PThl B CPEIOCTEHUE U TUICBPATIBLHYIO MOJIOCTh PETUCTPUPYIOTCS
PEAKO B CHUITy TOTO, YTO ATH IMAIMEHTHI, KaK MPABWJIO, HE JOKUBAIOT JI0 MPUOBITUS B
OOJIbHHMITY.

Tamnonaoa cepoya nabmonmaetrcs y 20% mamueHToB ¢ octpeiM PA Tuma A.
DTO OCIOKHEHHE aCCOIMMPOBAHO ¢ yBOCHHEM JieTanbHocTH [101].

JIé2ounbie ocnooicnenus. BeTpedaroTesl peiKo M BKIIIOYAIOT B ce0sl claBlieHUE
JIETOYHOM apTepuu U (POPMHUPOBAHHUE A0OPTOMYIHBMOHAIBLHOIO CBUIIA, YTO MPUBOJIUT K
OJBIIIKE WA OAHOCTOPOHHEMY OTEKY JIETKMX, KaK BapUaHT, OCTPOMY IIPOPBIBY
KPOBH U3 a0PTHI B JIETKOE C MACCUBHBIM KPOBOXAPKAHBEM.

Obmopok. SIBnsercs BaKHBIM HayalbHBIM CHMOTOMOM PA, BO3HHKAIOIIUM
npuMepHo y 15% nanuentoB ¢ PA tuna A 'y 5% — tuna B. CuMmnTom yka3biBaeT Ha
MOBBILICHHBIA PUCK BHYTPUOOJIBHUYHOM CMEPTHOCTH, IMOTOMY OH YacTO CBsSI3aH C
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TAaKUMHU OIACHBIMU JJII JKU3HU OCJIOXHEHUSMH, KaK TaMIIOHAJa CepAla WiH
paccioeHue BeTBel Ayru aopThl. ClenoBaTenbHO, NMPH MOMO3PEHUH HA PACCIOCHUE
aopThl JOJDKEH MPOBOJIUTHCS AKTUBHBIA W IIEJICHAIIPABICHHBIN MOUCK JaHHOTO
OCJIOXKHEHHUSI.

Hesponoeuueckas cumnmomamuxa. Yacto AOMUHUPYET B KIMHUYECKOU
KapTHHE, MacKupysd OCHOBHOe 3a0onieBanue. [lpuBoautr K 1epeOpaibHOU
Manbrepdy3uu, TUIOTOHUU, JUCTAIBbHOM TpPoMOOOMOONMH WM  CHABJICHUIO
nepudepruiIecKux HepBoB. YacToTa pa3BUTHS HEBPOJIOTHIECKON CHMITOMATHKHU TIPH
PA wHaxomutcs B naumanazone 15-40%, u B MOJOBHHE CJIy4yaeB OHAa HOCHUT
TpaH3UTOPHBINA xapakTtep. OcTpas nmaparuierus, 00yCIOBICHHAs] UIIEMUEH CITMHHOTO
MO3ra, BbI3BAHHOW OKKJIIO3MEH CIMHHOMO3TOBBIX apTepuid, HaOII0JaeTCs Hedacto,
MOXXET ObITh 0€300JIe3HEHHOW U MPUBOJAUTH K ONIMOOYHOM MOCTAaHOBKE JAMArHO3a
cunapoma Jlepuma [102]. B nambGonee akrtyambHoMm oTdete IRAD o PA tuma A
OMKCHIBACTCS MOPAKEHUE T'OJIOBHOTO Mo3ra (koma u MHCYNbT) B <10% ciydaeB u
HIIIEMUYECKOE TOBPEXKIeHUE crimHHOTO Mo3ra B 1,0% ciyuaes [101]. Mmemuueckas
HeWponaTys BEPXHUX WJIM HIKHUX KOHEUHOCTEW, BbI3BaHHAs Manblepdy3ueit
MOAKIIOUMYHON WM OeApeHHOUW obiacteil, HaOmogaercss npudnusutenbHo B 10%
ciayyaeB. OXpUIUIOCTh W3-3a CIABJICHHS JIEBOTO BO3BPAaTHOTO TOPTAHHOIO HEpBa
HaOJI0/1aeTCs PEKO.

Meszenmepuanvnas uwemusi. Bosaukaetr y <5% marnuenTo ¢ PA tuma A [101].
Kpaiine BaxHO MOAJIEP)KUBATh BBICOKYIO CTENEHb HACTOPOKEHHOCTU B OTHOILLIECHUU
ME3EHTEPUATIbHON MILIEMHUH y MALMEHTOB C aCCOMUPOBAHHON OOJIBIO B )KUBOTE WM
MOBBIIICHHBIM YPOBHEM JakTata. KimHu4yeckue mposiBiIeHUs 3a00JieBaHMs ObIBAIOT
KOBApHBIMHU: OOJIM B >KMBOTE YacTO HECMeUU(PHUUHBI, a OTCYTCTBHE OOJIEBOTO
cuHapoma Bcrpeuaercs B 40% ciydaeB, YTO IPUBOAUT K 3aM034aJI0M TUATHOCTHUKE.
Hanuune mesenTepuasibHONW Mamnbriepdys3uell CyIIeCTBEHHO BIUAET Ha BEJCHUE U
MCXOJIbI TAIMeHToB ¢ PA Tuma A (ypoBeHb rOCIUTAIBHOMN JIETAJTLHOCTH MOYTU B TPH
pasza Bbimre) [101]. XKenynouHo-KuIlleuHbIe KPOBOTCYCHHUs, BCICACTBHE HH(papKTa
OpbDKENKN WM a0PTO-NMUILEBOAHOTO CBUIIA, KPAHE PEIKU

Iloueunas nedocmamounocms. BceTpedaercss B AeOrore 3a0oseBaHus, MO0
MaHuecTUpYET BO BpeMms JieueHusl ¢ yactotor 10 20% npu octpoM PA Tuma A u <
10% — npu PA tuna B [101]. CnenctBre nmoueunoi runonepdy3un, nHpapKTa MOYKH
(BTOpHYHOM IO OTHOIICHUIO K BOBJICUCHHUIO MOYCYHBIX apTepuil) WM JIATEIBHON
TUTIOTOHUH.

4.7.1.3.2. lpouune nposABrIeHUs OCTPOro aopTanbHOro CUHApoMa

Humpamypanonas eemamoma — onun u3 BapuantoB OAC (10-25% ot Bcex
cllydaeB), KOTJa MPOUCXOAUT (HOPMHUPOBAHHUE T'E€MATOMBI B MEAWH aOPThI MPU
OTCYTCTBUM  JIO)KHOTO  TIpOCBETa ®  pa3pbiBa HMHTUMBI  ((eHecTpaiun).
JlnarHocTUpyeTcss Ha OCHOBAaHWM HAJIWYMS YTOJIICHHWS CTEHKA aopThl >5 MM
OKpyryiol ¢GOpMbl WIM B BHJE TOIyMecsla, W TPH OTCYTCTBUU KPOBOTOKA.
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Bosnieuenue Bocxoasiend aopTel U 1yru aoptsl (mpu PA tun A) npoucxoaut B 30%
u 10% ciyyaeB, COOTBETCTBEHHO, HUCXOAIICH TpyAHOH aopThl (ipu PA tun B) — B
60-70% cny4asx [103].

llenempupyrowas ~ aopmanvHas  A36a onpeensieTcs KaKk  s3Ba
aTEepPOCKIEPOTHUUECKOW  OJISIIIKKM ~ aOpThl, MPOHUKAIONIAS Yepe3 BHYTPEHHIOIO
ANACTUYECKYIO IJIACTUHKY B Meauto. Kak oclio)kHeHHe TMpu HACIeICTBEHHBIX
aopTOMNaTHSX HE BCTPEUaETCs, B CHIIy €€ (OPMHUPOBAHUS B YCIOBHUSAX BBIPAKEHHOTO
aTepocKIiepo3a IPyAHON aOpTHI.

«OmepanuyerHblly pa3pulé aHespusMvl Adopmoul JOJDKEH ObITh 3aM0J03pEH Y
BCEX NAIMEHTOB C OCTPOW O0OJBIO, KOTAa MPU BU3YATU3HPYIOIIEM HCCIEIOBAHUH
OOHapyXUBAETCS aHEBPU3Ma AOPThI C COXpPAaHHOM CTEHKOW. B 3Tux ycrmoBusix
PELUUIUBUPYIONIUN WIM CTOUKUN OOJICBOM CHHAPOM, a TaKK€ IJIEBPAJbHBIC BBHITIOT
WM acIUT, OCOOEHHO MPOTPECCUPYIOIINE, CBHJIETEIBCTBYIOT O BBICOKOM PpHCKE
paspeiBa aopThl. DOPMUPOBAHUE TNEPUBACKYJISIPHOM TIE€MaTOMBl MAaCKUPYETCA
MepuaopTaIbHBIMU  CTPYKTYpaMu: IUJIEBPOHM, TMEpUKAPAOM U  3a0pIOLIMHHBIM
MPOCTPAHCTBOM, a TAKXK€ OKPYXKAIOIIMMU opraHamu. Takum oOpa3oMm, MalueHTHI C
OTTPaHUYCHHBIM Pa3PHIBOM A0PTHI FTEMOJIMHAMUYECKH CTAOUIIBHBI.

KNKOYEBbIE NMOJIOXKEHUA

"  Vmounenue u ewisgnenue Hacreocmeennoz2o ¢axmopa npu AlI'A nexcum 6
OCHOBE CBOEBPEMEHHOU OUACHOCMUKU U JleYeHUus NayueHmos ¢ BblCOKUM PUCKOM
ouccexyuu (1, A). Pexomenoyemcsi Kiunuueckoe uUCCied08anHue poocmeeHHuKos |
cmenenu poocmea nayueuma ¢ API'A (Oemeti, bpamves u cecmep, pooumerneii) ¢
yenvio onpeoenenusi eé cemeunon Gopmor (I, A). Habrnooaemcs 6orvuias
KAUHUYECKAsl 6apUabelbHOCMb 8 npedenax Kak 0OHOU cembU, HeCYuWux UuOeHmu4Hy0
2EHHYI0 MYymayuio, mak U 6 CIy4asx HenoJHOU NeHempPaHMHOCMU («NPOnyujeHHoe
NOKOJIeHUe)).

»  (Credyem pazmuyams 08a NAMMEPHA KIUHUYECKOU KAPMUHLL, C UCXOOHO
ocmpvim  PA  (Oebromom ocmpoco aopmanbHo20 CcuHOpoma, nepeweouum 8
XpoHuyeckylo ¢pazy 3abonesanusi) u ¢ 6nepevie YCMAHOBNEHHbIM OUACHO30M
XPOHUYECKOU AHEeBPUIMbL CO CIMAOUILHBIM MedeHuem 3a0071e6aHUSL.

*  Tunuunvie kauHuveckue npuzHaxu AI'A nosaensaiomcs moavko npu paseumuu
COCYOUCMBIX (A0PMATLHBIX) KAMACMpOod — paccioeHuem Uil paspbleom aopmul. Bre
VKa3aHHbIX npossienutl cumnmomamuxa AI'A necneyughuuna.

*  Haubonee pacnpocmpaneHHviM — cuMnmomom ocmpozco PA  saensemcs
xapaxkmepHviil 60.1e60t cunopom. Credyem Y4umvleamsv GO3MONCHOE pA3GUMUE
KAUHUYECKUX NPUSHAKOB, CBA3AHHBIX C HapyuleHuem nepgysuu mosed, KoHeuHoCmell
UMY BHYMPEHHUX Op2aHO8  (He8PONIOSUYECKUX, JIe2OUHBIX, GUCUEPATbHbIX U
nepugepuieckux apmepuanlbHblX OCIONCHEHUL), Npeodblaoarwux Hao NepeudHbIM
bonesvim cunopomom, 6 cesazu ¢ yem 0o 30% nayuenmos ¢ pacciroenuem aopmol
noCmMynarom noo Mackol 0py2o20 OuacHo3a.
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*  Haubonee uacmoie kapouanvhuvle ocnoxcnenuss OAC exmouaiom ocmpoe PA,
OCIOJCHEHHOe AOPMANbHOU He00CMAamoYHOCMbI0, MAMHOHAOOU cepoya U, Kak
ceocmsue, OCMpou cepoedHol HeOOCMAMmOUYHOCMbI0 U KAPOUOLEHHBIM WOKOM —
Haubonee pacnpocmpaHeHHbIMU NPULYUHAMU CMepmu ) OO0bHbIX C PACCIOeHUeM
aopmui. Jlo 40% nayuenmos, nepernocsawux ocmpoe PA, ymuparom nemeonenmo.

* B oOuaenocmuxe cAPI'A  cnedyem  ucnonv3ogamv — MeHCOYHAPOOHbIE
coenacosanuvie kpumepuu ouacnocmuku HHCT u onupamecsa na ¢henomunuyeckuil
CUMNMOMOKOMNIEKC NayueHma.

» B ouacnocmuxe HCAPI'A cnedyem o06s3amenvHO npo8ooums CKPUHUHZ HA
Manouzgecmmuvle cneyuguueckue npossieHUs Npu OcMompe U Hno pe3yibmamam
UHCMPYMEHMATILHBIX UCCTIe008AHULL.

4.7.2. Busyanusupyouwime metoabl uccrnenoBaHus

Aopra SBISETCS CIOKHOM I€OMETPUYECKOW CTPYKTYpOW, B CBSA3HM C YEM €€
dbopMy U pa3mep cieqyeT OLEHUBATh pAaoM u3MepeHuil. Cienyer yuyuThIBaTh i
OTPAaHUYEHMM, IIPUCYIINX BCEM METOJAM BU3YAJIM3aLUM, T.K. HU OAUH U3 HUX HE
MMEET UJCAIBbHOTO paspenieHus. [lomyueHne 4yeTkoro n300pakeHUs! CTEHKH aopThl
3aBHCUT OT 3()(PeKTUBHOTO UCIOJIB30BaHUs MeTo1a CHHXpoHu3auuu ¢ JKT'.

I/ICHOHB?)YI'OT CICcAyrOmuUue MCTOAbI HCCICAOBAHUAL

1. Pentrenorpadus rpyHOM KIETKU

2. Y3U-ponmneporpadus (HEIOpOToil ¥ TOBOILHO WH()OPMATHUBHEIN METON).

3. KT-anruorpadus (MeToq MeHee WHBAa3MBEH, HO HE BCerga TakK ke
MH(OpMaATUBEH, KaK aHTHOrpadus).

4. MPT-anruorpadus (He OKa3bIBaeT JIy4eBOM Harpy3ku, HO MOXET OBbITh
MeHee nHpopmatuBHa, yeM KT-anruorpadus).

5. Anruorpadus («3070TOH CTaHAAPT» TUATHOCTHKH).

4.7.2.1. PeHTreHorpadus rpyaHON KIeTKU

PytunHas pewmeenocpagus opeanos 2pyoHou Kiemku WrpaeT BecbMa
OrpaHUYeHHYI0 poyib B auarHoctuke AI'A, maxe eciu BozHukaeT OAC, ocoOeHHO
€CIIM OrpaHMYUBATBCS TOJBKO Bocxomsiiei aoptoii [104]. ITogo3peHne BO3HUKAET B
ciiydae OOHApyKeHMsI TIOMYEPKHYTOCTH | Jyrd MeIuacTUHAJILHOTO KOHTYypa
CEepJICYHON TEHW ClieBa, AaHOMAJIMW KOHTypa M pa3MepoB aopThl. Hamuuwme
HOPMAJIBHOTO CHJIY3Ta a0PThI HE SIBJISIETCA IOCTATOYHBIM ISl UCKItoueHus: AT'A.

4.7.2.2. AHrnorpacdums rpyaHou KneTku

Aneuoepagus ABJISIETCS WHBa3UBHOMN MIPOLIEAYPOH, TpeOyroiein
WCIIOJIb30BaHMsl KOHTPACTHBIX IpenapaToB. MOXKHO BHU3YyaJu3UPOBaTh TOJIBKO
MPOCBET A0PTHI W, CIIEOBATEIbHO, JAMCKPETHBbIE AHEBPU3MbI AOPThl MOTYT OBITH
nponyuieHsl. Meron Menee nocryneH, yem TT-DxoKI wmu KT. Ilo stoii mpuuunne
Cpeau METOAOB AWArHOCTUKHM TMEPBOM JIMHUM HEWHBA3UBHBIE BHU3YAJIU3UPYIOLIHE
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METOJIbl B 3HAUYUTEIHHOW CTEMEHH 3aMEHHJIM aopTorpaduio, Kak y OOJbHBIX C
nono3perreM Ha OAC, Tak U MPU BEPOSITHOM JTUOO MOATBEPKACHHOM XPOHUUYECKOM
PA.

4.7.2.3. YnbTpa3ByKOBble UccrieaoBaHus

Oxokapauorpa@uueckuii  METOJ]  JUarHOCTHKH  SBJISAETCA  JIOCTYIIHBIM,
IPOCTBIM, JOCTATOYHO TOYHBIM M BOCIPOM3BOJMMBIM HCCIIEIOBAHUEM I OLEHKH
pa3MepoB a0pThI IPU COOJIIOIEHUN TPEOOBAHUN MTPOTOKOJIA.

Tpancropakanbnas 3xokapauorpagus (TT-DxoKI') — naubosiee yacto
UCIIOJI3YEMbIlI B KIMHUYECKOM IPAKTUKE METOJ I M3MEPEHUS MPOKCUMAJIbHBIX
CErMEHTOB a0pThI; 1OCTATOYEH sl CKpuHUHTa AI'A, mociaenoBaTenbHbIX U3MEPEHUN
MaKCUMaIIbHBIX TuameTpoB KA u orneHku aopranbHO# Heqoctatounocta [105].

B cmanoapmmuwiii  npomokon oyeumku pazmepos KOPHSA AOpMbl  6X0OUM
usmepeHue eé Ouamempos Ha ypoeHe:

1. ¢ubposzHoro komnbia aopranbHoro kiamnad (PK AoK),
2. cuHycoB BaibcanbBhl,
3. cuHOTyOymspHOTO coenunenus / rpedus (CTID),
4. TyOynsapHOU yacTu (MMPOKCUMATBHOTO OT/IeNIa) BOCXOASIIEH aOpTHhI.
[TpuMeHsieTcs mapacTepHaIbHAS IMO3UIKS 10 JTMHHOW ocH (puc. 3.3, puc. 3.4).
JlaHHAs TIPOEKIUS WMEET IEePBOCTEIICHHOE 3HAYCHHE, ITO3BOJISAS JIOMOJHHUTEIHHO
MOJIYYUTh N300PKEHHSI AYTH a0PTHl U TPEX OCHOBHBIX CYIIPAaOPTAIBHBIX COCY/IOB C
MePEMEHHBIMH ITTHHAMHU BOCXOISANTNN U HUCXOAIICH aOPTHI.
st u3MepeHuss JuaMeTpa KopHsA aopmuvl PEKOMEHIYETCS HCITOJIb30BAaHUE
IOJXO0/A «om nepeonezo Kpas 0o nepeduezo kpas» (leading edge-to-leading edge)®
(puc. 3.3 A). Usmepenue nquamerpa @K AoK mpoBoauTcs Bcerma mo METOIUKE «om
sHympeHHe20 Kpas — 00 enympenne2o kpas» (Inner edge-to-inner edge) (puc. 3.3 b)
BO BpPEMSI CUCTOJIBI (TTOTy4YaeTCss MaKCUMaIbHBINA quaMeTp BeiHOCsIEro Tpakra JDK).
Kopens aopThl B HOpME MMEET MAaKCHMAJIbHBIM JHAMETP Ha YPOBHE CUHYCOB
BanbcanbBbl, HECKOJIBKO MEHbIINN pa3mep — Ha ypoBHe CTI' 1 MUHUMANBHBINA — Ha
ypoBae @®K AoK. HecoorBercTtBrue pacnpefeneHus pa3MepoB JOKHO ObITh
oTpaxeHO B 3akmoucHuH. [Ipu BbeIIBIeHWH pacmmpenus KA gomkeH OBITh
3a(UKCHUPOBAH MaKCHMAaJIBHBIN pa3Mep.

B kauecmge  noxazamenel,  Xapakmepusyrowux — ouamemp — aopmel,
UCNONBb3YIOMCAL:
»  dakTudeckuit U A0OKHBIN nuametp aopthl (PIA u IJIA) (Mm)
»  OrtHomeHHe (AKTHUECKOro AMaMeTpa aopThl K IUIOIIAIU TOBEPXHOCTH Teja
(cm/m2)
= /- Kkpurepuii

& JlaHHBIM BapHaHT M3MEPEHHUH UCTOIB3YETCS Y B3POCIBIX MAIlMEHTOB B (pa3y AMACTOINBI, B TO BpeMs Kak B
HeZIPIanH‘IeCKOfI IMPaKTUKE ITPUHATA METOAUKA USMEPEHUS «OM 6HYMPEHHe20 Kpas — 00 GHYNIPERHE2O Kpas»
(inner edge-to-inner edge) B a3y cucTosbl.
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Pucynok 3.3 - TpancropakanbHast sxokapauorpadus. Vismepenne KOpHS aopThl MO JAJITUHHON
OCHU U3 JIEBOM MapacTEepHAIbHON MO3ULIUU; A — IO METOJIUKE «Om nepeone20 Kpas 00 nepeoHe2o
kpas»;, B - 10 MeTOIOMKE «om 6HympeHHe20 Kpas 00 eHympeHnHe2o kpasy (A — nuamerp
(hnOpPO3HOro KOJBIIA A0PTAILHOTO KiianaHa, B — muamerp aopThl Ha ypoBHE cuHYcOB Banbcanbpbl; C —
JMAaMETpP aopTHl HA YPOBHE CHHOTYOYISPHOTO coeanHeHus; AAO — MpOKCHMalbHAS 4acTh BOCXOISIICH
aoptel; LA — neBoe npencepaue; LV — seBblii sxenypouek; RV — nmpablii xkemyq04ex)

Oe

Pucynox 3.4 - TpancropakanbHas
sXoKapauorpadus. N3mepenue
BOCXOAILEH aopThl u3

[apacTepHaJIbHOIO JOCTYIA MO JIMHHOM
ocu. AAo — BOCXOIALINI OTNEN AOPTHI,
LA — neBoe mpencepaue, LV — neBbrit
JKenynodek, RV — npaBblif sxenyiodex

Memoowr pacuema oondcrnozo ouamempa aopmul. Ilpenckazanue HOpMaJIbHOTO
pasmepa — JIJIA i KOHKPETHOTO MalMEHTAa CTPOUTCS Ha CTATUCTHUYECKHUX
perpeccuoHHbIX Mojensax. Hemocrarkom stanonHoit moaenu Roman M.J. (1989r.)
ABJISIETCS pa3/ieJIeHNe MalMeHTOB BCEro Ha TPU Ipynisl mo Bo3dpacty (mo 20 ner, 20-
40 ner um crapme 40 7ner), YTO HE JaeT BO3MOXKHOCTH THOKO YYHMTHIBATH
MUHHMaJbHBIE Bo3pacTHbie M3MeHeHus [106]. [Ipu HacieACTBEHHBIX aOpPTONATHAX
BEJIMYMHA €XKETOJHOI0 YBEIWYEHHUS JuamMeTpa aopThl HMEET HauBakHeilee
TaKTUYECKOE 3HAYEHUE U MOITOMY PACUET JOJIKEH OBITh MPOU3BEIEH MaKCHUMAJIbHO
TOYHO.

OntumaneHbiM g pacueta JJIA st B3poCHbIX SIBIASETCS YpaBHEHUE IIO
meroay R.B. Devereux (2012r.) [52], kOTOpO€ YyYUTHIBAET NEPEMEHHbBIC, BIUSAIOIINE
Ha pa3Mep aopThsl (Bo3pact, I1I1T, momn), u Jerko NnpuMEeHUMO Ha PAKTUKE:
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JOJA (n) = 2,423 + (Bo3pact * 0,009) + (IIIIT *0,461) - (IMlon [M =1, XK =
2] * 0,267), SEE 0,261 (1),

rae | - oxugaemoe cpeanee; [T — miomans moBepxHoctu Tena; 0,261 — SE,
CTaHAapTHas OUIMOKA CPEIHEr0 I JAHHOTO ypaBHEHUS (MCIOJb3YyETCs IPU pacueTe

Z-xputepus (cMm. Hwke)). [IIIT mns B3pocnbix B gaHHOW (OpMyse pacCUUTHIBACTCS
o meroay Du Bois D. and Du Bois E.F. (1916r.):

TIIIT (xr/m?)= 0,007184 * Poct ~ 0,725 * Bec » 0,425 (2)

JlanHast ¢opMya mpencTaBiieHa B anropuTMax guarHoctuku CM B ['eHTCKux
kputepusix (2010 r.), eBpomeHCKHX pPEKOMEHAAIUSAX 10 3a00JICBAaHUIO AOPTHI
(2014 r.) u Ha caiite ¢oHIa IO U3yUeHHIO cHHaApoMa Mapdana (www.marfan.org).

AnpTepHatuBOil ns  pacuera JIJIA  sABmsercs reHuep-cneunuduueckas
MHOTOMEpHasi PErpecCUOHHAasl MOJEIb OSTaJOHHBIX 3HAYEHUH [WaMeTpa aopThl
Campens L. et al. (2014 r), ypaBHEHHE KOTOPO# TaKKe yUUTHIBAET M0JI, Bo3pacT (0T 1
no 85 mer), IIIIT u MoOXeT MMPOKO MNPUMEHATHCA I CKPUHHMHIA JWIATALIMH
rpyaHoi aopThl [107].

OmuocumenbHbiM noKazamesnem y8eaudeHus Ouamempa aopmol CHUmMaemcsi:

*  mpeBblieHue ¢pakruueckoro auametpa aoptel (OJA) nan AJIA npu cpaBHeHUU
a0COJIOTHBIX 3HAYCHHUI;

*  mpessimieHne otHomeHus DJIA k IIIIT > 2,1 cm/m2 (y mamuenToB crapie 15
Jer).

"  3HaueHue Z - kpurepusa >+ 1,96 (= 2), koTopoe yKka3bIBaeT Ha TO, UTO JIUAMETP
A0PTHI 3HAYMMO OTKJIOHSETCS OT HOPMBI '

Dnexmponnwiii pecypc Online-xkanvxynssmopa ons pacuema J/[A u Z-xkpumepusi:
e no memody Devereux R. et al., 2012:
https://www.marfan.orqg/dx/zscore#formtop

eno memody Campens L. et al., 2014:
http://www.parameterz.com/refs/campens-ajc-2014

Z - xputepuii B Momenu Devereux R. et al., (2012) paccuuthiBaeTcs 1O
dhopmyie:

Z=(®IA - OJA)/ SEE (3),

rae SEE B ucnonwszyemoit perpeccuonnoi moaene pasua 0,261

Z — xputepuii, IJIA B momenu Campens L. et al. (2014), paccunThiBaeTcs 10O
dhopmyie:

Z =(lg1l0 (®aA) —1g10 (1J1A)) / SEE 4),

rae, JJJIA u SEE 3aBucut ot nona, Bo3pacra u IIIIT (cMm. Ta6. 4.6).

’ Ha npakTuke, He KaX/10€ OTHOCUTEJIbHOE MPEBBILICHHE OYAET CTATUCTUYECKH 3HAYUMBIM, B
CBS3M C 4YeM, MPHUMEHsIeTcs Z-KpUTEepHil — 4YHCIIO, MOKAa3bIBAIOUIee Ha CKOJbKO CTaHJapTHBIX
OTKJIOHEHUH (hakTHueckuii auamerp oueHuBaeMoro otnena aoptel (DPLA no oannvim DxoKI)
omm4aeTcs ot no/vkHoro (/1A / oxumaeMoro CpeiHero paccuumanno2o no gopmyrne)
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Tabauna 4.6 - YpaBHeHHS BEPXHEH IpaHUIbI HOPMAJIBHBIX pa3MEPOB / THaMeTpa U Z-KpUTEpHs
IPOKCUMAJIbHBIX OT/JEJIOB TPYIHOr0 OT/AEA a0PThI C Hconb3oBaHueM 2D-0xoKI -pa3mepoB ais
MY>KYUH U KEHIIUH

‘ [IpenenbHO TONMYCTUMBINA pa3Mep ‘ Pacuer Z xpurtepus
Kopensb aoptsl (MM)
Myxwunbr | 107(1,108+0,136*Ig10(Bo3pact)+ | (Ig10(dJA)-(1,108+0,136*Ig10(Bo3pact)

0,099*T1I1T+1,96*0,0381) +0,099*I1I1T))/0,0381
Kenmunsr | 107°(1,100+0,129*1g10(Bo3pact)+ | (Ig10(DIA)-(1,100+0,129*1g10(Bo3pact)
0,091*T1I1T+1,96*0,0421) +0,091*I1I1T))/0,0421

Bocxoasinuii oTaes1 aopThl (Mm)
Myxunsr | 107(1,033+0,188*Ig10(Bo3pact)+ | (Ig1O0(DPAA)-(1,033+0,188*1g10(B03pact)

0,070*I111T+1,96*0,0431) +0,070*I1I1T))/0,0431
Kenmunusr | 107°(1,001+0,177*1g10(Bo3pact)+ | (1g10(DJA)-(1,001+0,177*1g10(Bo3pact)
0,086*TTITT-+1,96*0,0453) +0,086*I111T))/0,0453

Bospact — rogsl, [1IIT — miomans moBepXxHOCTH Tena, paccuutanHas o ¢popmyne Du Bois D. u
Du Bois E.F.; ®JIA — daktuueckuii iuametp KOpHs a0pThl 1o AaHHbIM DX0KI

[IpenenpHO nONMYCTUMBIM pa3Mep aopThl ompezensercs npubdasieHueM 1,96
CTAHJAPTHBIX  OTKJIIOHEHW  ypaBHEHMs  perpeccur. Ero  mpeBblllIEHHE
CBUJIETENBCTBYET O PACIIUPEHUH AOPTHI.

Z KpuTepuil — MOKa3bIBa€T Ha CKOJIbKO CTAHJIAPTHBIX OTKJIOHEHUM (haKTUYECKHIA
IUaMeTp OIleHMBaeMoro otaena aopthl (1mo gaHHbiM JOXxoKI) oTiauuaercs ot
JIOJKHOTO (pacCuYMTaHHOTO Mo popmyTie)

Hnsa pacuera JIJIA ucnons3yercs ¢dopmylia B mpaBoll kosoHke 0e3 1,96%*.
Hanpumep, 107(1,108+0,136*1g10(Bo3pact)+0,099*I1I1T). JlanHbIe MOTy4arOTCS B
MM.

JInsg BH3yalM3aldM BEPXHEW TrpaHuObl HOpMBI jauameTpa KA, MOXHO
BOCIIOJIb30BaThcst HOMorpammamu (o Devereux R. et al., 2012), npencraBieHHbIMU
Ha puc. 3.5 u puc. 3.6.
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Pucynok 3.5. — IloBepXxHOCTb, IpeACTaBIIAONIAs AUAMETP KOPHS a0opThl Bblie 1.96
Z-kpuTepHusi HaJl TOJDKHBIM JuamMeTpoM aopthl B 3aBucuMoctu oT [T u Bo3pacra
JUISL MYKYHUH (aoanmuposaro u 3aumcmeosaro u3z Devereux, R.B. et al., 2012) [52].
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Pucynok 3.6 — IloBepxHOCTB, IpeACTABIIAIOMIAs JUAMETP KOPHS aopThl Bblile 1.96
Z-kpuTtepHsl HaJ JOJDKHBIM AMaMeTpoM aopThl B 3aBucuMoctd ot [IIIT u Bo3pacra
JUISL )KEHIIUH (@danmuposaro u 3aumemeosano uz Devereux, R.B. ¢ coasm., 2012) [52].

HoMorpamMmbl Jisi  OIIGHKH YPOBHEH BEPXHHUX IMPEIEIOB HOPMAJIBHBIX
3HAYCHUH JMaMETPOB aOpPThl M Z-KPUTEPHH, PACCUMTAHHBIE HA OCHOBAaHUH
auHeWHoro perpeccuonHoro ananm3a Campens L. et al. (2014) npencraBiieHsl Ha
pucyske 3.7.
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Pucynox 3.7 — Homorpammel, oroOpaxkaroiiue BepxHue rpanuiisl Hopmbl (BI'H) nmamerpos

aopThl Ha YpoBHE cHHYCcOB Banbcanseel (CB) u Bocxomsiiiero otaena aoptel (BA) B 3aBHcHMOCTH
ot IIIT, Bo3pacta u nona (adanmuposarno u saumcmeosarno uz Campens et al., 2014) [107].

[Tpy MONTOKUTENBHBIX 3HAYCHUSAX Z - KPUTEPHUS MOXKET MPOU3BOJAUTHLCS OIlEHKA
CTETIEHH auiaTanuu (Hauanvhas, cpeonsn u msasxycenasn) npu Z — kpurepun 1,97 —
3,0; 3,01 — 4,0 u > 4,0 COOTBETCTBEHHO.

UpecnumieBoaHasi 3xokapauorpadusi. OTHOCHTENIbHAS OJIM30CTh MUIIEBOA
U TPYAHOU aopThl MO3BOJSET MOJydaTh U300pPAKEHHUS C BBICOKMM Pa3pEIICHUEM C
MOMOIIIbIO BBICOKOYACTOTHOM upecnuuieBoaHon 3xokapauorpapuu (YII-OxoKI)
(puc. 3.8). MynbTUILUIaHApHAS BU3yaJIM3allMsl YIYYIIAET OLCHKY aOpThl OT €€ KOPHS
10 Hucxoasmero otaana [105].

YII-OxoKI' sBisercs MOMYMHBa3MBHBIM METOJAOM U TpeOyeT celaluu,
cTpororo KoHTpoJst A/l, a Takke UCKITIOUeHUS 3a00JI€BaHMI MTUIIIEBO/IA.

Cample BakHbIE HW300pa)X€HUSI BOCXOJAIICH aoOpThl, KOPHS aOPThl W
A0opTAJIbHOTO KJanaHa nosyyarotcst npu Beicokoil UIT-DxoKI™ no anuaHOM ocu (Tipu
120-150") u kopoTkoii ocu (Ha 30-60").

N300paskeHnst  BOCXONSIIEW  aOpThl  4YacTO  COACpXKAT  MCKaKEHUS,
00yCIIOBIIEHHBIE peBepOepaIeii oT 3aIHeM CTEHKU BOCXOSIIEH aOpThl MW 3aIHEH
CTEHKM TpaBON BETBU JIETOYHON apTepHH, M BBITJSAIAT KaK BHYTPHUIPOCBETHBIC
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TOPU30HTANIbHBIE JIMHHUM, JBWXKYILIUMECS TMapajule]bHO C peBepOepHUpYyIOIIUMU
CTPYKTYpaMH, 4TO MOXKET OBITh YCTAaHOBJICHO MpH HccienoBannu B M-pexxume [108].

BcenenctBue MHTEpPHO3UIMU MPABOro OpOHXAa U Tpaxew, KOPOTKUM CErMEeHT
JUCTAJIBHOTO OT/ENa BOCXOASIIEH aopThl, Kak pa3 Imepel OpaxuoiedanbHbIM
CTBOJIOM, OCTAETCsl HEBUAUMBIM (“‘CJIeTIOE MATHO ).

Pucynok 3.8 - UpecnumieBognas sxokapauorpadus. Msmepenue KopHs aOpThI MO ATUHHONW OCH B
MIONIEPEYHOM pa3pe3e BOCXOMAAIIEH M HUCXOAAIIEH aopThl, C YyKa3aHUEM TOYEK H3MEpPEHUS
IraMeTpa: CHHYCOB BanbcanbBbl, Hadallo BOCXOJSAIICH aopThl, BOCXOJSIICH aopThl Ha YpPOBHE
NpaBoil JIETOYHON aprepuu; nuamerp Kousbia aopthl. Cokpawenus: AO- aopra; LA - neBoe
npencepaue; LV - neBoro xenynouka; rPA - mpaBas neroynas aprepus.

4.7.2.4. KomnbroTepHas, NO3SUTPOHHO-3IMUCCUOHHAsSA U MarHUTHO-
pe3oHaHCHas Tomorpacpusa aopTbl

Komnbrorepnas Ttomorpagpuss (KT) wurpaer ueHrpanpHyr0 poib B
JUArHOCTUKE, CTpaTH(UKALMK PUCKA U BEACHUM MALMEHTOB C HACJIEICTBEHHBIMU
AOPTOIATHSIMU.

PexomenyeTcs onpenensatb MakcuManbHbIi quaMetrp Al'A nepneHauKyIspHO
OCeBOM JIMHMM cocyAa c nomouplo TpexmepHoit (3D) pexonctpykuuu KT-
nzo0pakenuss [109]. DOror momxon xapaktepu3yercs Ooyiee TOYHBIMH |
BOCITPOU3BOAMMBIMHM H3MEPEHHUSIMU HCTHUHHBIX pPa3MEpPOB aOPThbl, B CPABHEHUH C
OTpe/ICNICHUEM JIMaMEeTPOB Ha OCHOBAaHMM aKCHAJBHBIX CpPE30B, OCOOECHHO IpHU
HaJU4YMHM W3BUTBIX WM MEPEKPYYEHHBIX COCYIOB, KOIZJa OChb COCyJa M KpaHHWO-
KaynajabHas OCh MalieHnTa He napasuienbhsl [110].

[Ipu mnopo3penun Ha PA wmynstucnupansHas KT (MCKT) sBusercs
HPEANOYTHTEIBHBIM IIEPBHYHBIM METOZIOM Bu3yanu3saimu [93].

[TpeumymectBamu MCKT, kpome 6osee 00bEMHOI OIIEHKH pa3MepOB aOPThHI U
€€ CTPYKTYpBI, SIBISETCS CKOPOCTh IMPOBEAEHUS MPOLEIYPHI, YTO KpaillHE Ba)XKHO B
AKCTPEHHBIX CUTYyaIUIX.
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Huarnoctuueckas TouHocTh KT nns obnapyxkenus PA wmum UMD ¢
nopaxxeHueMm rpyaHoil aoptel gocturaer 100% YyBCTBUTENBHOCTH C OOIIEH
cnienu(puIHOCThIO B 98% [111].

IMo3utponno-3muccuonnasi romorpagus (I'IT) moxer ObITH UCIIOIB30BAHA
JUIsE OOHApy>KEHHUs BOCHAJIEHUWsT B MAarucTpalbHBIX COCyJaxX, T.e. B KauecTBe
cypporarta akTUBHOCTH MOPa)KEHUS M MPOTPECCUPOBaHUs 3a00JIeBaHUSI TOJHKO B
cinydasx auddepeHnnanbHoi auarnoctuku [112].

MarnutHo-pe3oHancHass Tomorpapuss (MPT) ¢ 10CTaTOYHOM CTENEHBIO
JIOCTOBEPHOCTH TO3BOJISIET BBISBJISATH MAaKCUMAIbHBIM TuaMeTp aopThl, GopMy U
CTENEHb PACIIUPEHUs a0pPThl, BOBJIEUYEHHE BETBEH AOpPTHl B AHEBPU3MATHUECKOE
pacupenre win PA, B3aMMOOTHOILIEHHSI C OKPYKAIOIIMMH CTPYKTYpPamMu U HaJIMIHUE
uHTpamypaiasHoro TpomOa. [Ipu nposenennu MPT npumeHsI0TCS HEHOHU3UPYIOIINE
KOHTPACThl, KOTOPbIE MOT'YT OBITh UCIOJIB30BAHBI y MALIUEHTOB C AJUIEpruei Ha WoJ.
Meron OTAMYHO MOAXOAUT ISl MOCIENOBATEIbHBIX HCCIEIOBAHUN Yy (MOJIOJBIX)
MalMEHTOB C YCTAHOBJIEHHBIM JHAarHo3oM 3a00J€BaHUSl AOPThI, T.K. HCKIIOYEHO
BO3JICHCTBHE HOHU3HMPYIOUIETO M3Iy4YeHUsA. B OKCTpEeHHBIX CilydasX METOA
MaJONPUMEHUM MO NPUYUHE OOJIbLICH MJIUTENBHOCTH HPOLEAYPbl B CPAaBHEHUHU C
MCKT.

TT-OxoKI', KT u MPT g0omKHBI BBINOJHATBCS C COOTBETCTBYIOIIMMU
YCIOBUSMH M TIOCJIEIOBATCIPHBIMU BBIBOJIAMH. JTO OCOOEHHO Ba)KHO, KOTJIa
TAAMETPhl JOCTUTAKOT TOrPAHUYHBIX 3HAYCHUW IS TPUHATHA PEIICHUS O
BMEIIIATEILCTBE, a TAKXKE JJISI OLICHKU CTETICHU PACIIMPECHUS IIPH HAOIIOICHUH.

Juametp aoptel o ganHbIM MPT u KT-anruorpadusi, kak npaBuiio, 3aBbIlLIEH
oT 1 MM 110 2 MM, B cpaBHeHUHU ¢ DXOKI' 1aHHBIMHU W3-32 BKIIFOUEHHUSI CTEHKU aOPThI
IIPU U3MEPEHUU, A TAKKE B CBA3U ¢ TeM, 4To OXOKI' m3amepeHus mpousBomATcs B
KOHLIE AMACTOJbI, B TO BpeMsi kak MPT-uzmepenus KT-anruorpadust npeactapistoT
cpenHee 3HaueHue. Bwusyanuzauus aoptel ¢ nomombio  MPT-anruorpadus
MIPEAIIOYTUTEIILHEE KT-anruorpadus n3-3a OTCYTCTBUSA BO3JIEUCTBUSA
MOHM3UPYIOUIETO pPaJWallMOHHOTO OOJIy4eHHs NAalMeHTOB, KOTOPBIM, BEPOSTHO,
OyZeT MOKa3aHO 4YacToe JAMHAMHMYECKOE BBIMOJIHEHHUE HW300paK€HUl aopThl Ha
IIPOTSKEHNUN UX KU3HHU.

4.7.2.5. CpaBHeHMe OCHOBHbIX BU3yann3upyroLwmx
uccriegoBaHumn

OO000111eHHbIE PEKOMEHIALMU 10 BU3yaJIU3allMM aOpThl U MPEUMYILECTBA B
BUJE PHUCK / TIOJIb3a OCHOBHBIX METOJIOB HCCJIENOBAaHUM, HCHOJIb3YEMBIX IUIs
YCTaHOBJICHHS IMAarHO3a MPH 3a00JI€BaHMIX a0pThI NIpe/ICTaBlIeHbl B Ta0. 4.7 u 4.8.

Tab6aununa 4.7 - CpaBHEeHHE METO/10B BU3YyaIM3aI[MH A0PThI

TT- 4Il-
[IpeumytecTBa / HeAOCTATKH 3%0KT | PxoKT KT MPT Aoprorpadus

49



Jlerkoctb UCIONB30BaHUSA +++ ++ +++ ++ +
Jnaraoctudeckas IEeHHOCTh + +++ +++ +++ ++
[ToBTOpHBIE UCCIICTOBAHMS ++ + +H(+)L | -
Busyanuzanusi cTeHKH aopTBIZ + +++ +++ +++ -
JlyueBas Harpyska 0 0 0
HedpoTokcuynocthb 0 0 --

Ilpumeuanus: “+”° — MONOXKUTENbHAsI CTOpOHA, “-” — oTpuUIaTeNbHas cTopoHa. KoiumuecTBo 3HAKOB

OTpaXkaeT OKAJAEMYIO MMOTEHINAIBHYIO IIEHHOCTh. 1 — +++ TONBKO ISl KOHTPOJIS B OTAAIEHHOM IEPHOe
MOCJie CTCHTUPOBAHUS aopThl (METAJUIMYECKUE KOMIIOHEHTHI), B MPOTUBHOM CJIy4ae PEKOMEHIYETCS
OTPaHUYUTH JTy4eBYHO Harpy3ky. 0 — I1OT moxkeT ObITh HCIIOIB30BaHA Il BU3YAIH3AIMH TIPU TIOJ03PESHUN
Ha BOCHIAIMTEIILHOE 3a00JICBaHNE AOPTHI.

Ta6auna 4.8 - PexoMeHnanuu 1o BU3yajinu3alui a0OpThl

Pexomenmaruu Knacc? | VposeHs®
PeKOMeHIIyeTC?[ BBIIIOJHATE U3MCPCHUC JUAMETPOB HAa OCHOBAHUU 3apaHCC 1 C
3aJIaHHBIX AHATOMUYECKUX OPUEHTHPOB MEPIEHANKYISIPHO MPOIOIBLHOM OCH
[Ipy NOBTOPHBIX BM3YaJU3UPYIOLUIUX HCCIEJOBAHUSIX AOPThl B TEUEHHUE
ONPE/ICICHHOTO BPEMEHH JUIsl OLCHKH M3MCHCHHIT IAMETPa PEKOMEHAYETCA | 4 C

MCTIOJIB30BAaTh METOJI BU3YAIM3AllUN C CAaMbIM HU3KUM PUCKOM STPOT€HHBIX
OCJIO)KHEHUH

[Ipy TOBTOPHBIX BHU3YaIM3UPYIOIMX HCCICIOBAHUAX AOPTHI B TEUYCHHUE
OIpEeJIeIEHHOI0 BPEMEHH ISl OLICHKH U3MEHEHUI nameTpa peKOMEHyeTcst 1 C
MCTIOJIH30BAHNE OJMHAKOBBIX METOJIOB BU3YJIN3AIINH.

Pexomenyercs, 4ToObl BCe CYLIECTBEHHbIE 3HAYEHUs UAMETPOB aOpThl U
AHOMAJIMU OMUCHIBAINCH B COOTBETCTBHHU C CErMEHTAIMEN a0PTHI
Pexomenayercst omeHuBaTh (DYHKIHMIO T[OYEK, YTOYHATH  HAJIUYUE
OepeMEHHOCTH M aHaMHe3 aJJIEprMYeCKUX peakuuid Ha KOHTPAaCTHbIE
npernapaTsl ¢ LeNbl0 BbIOOpa ONTHUMAJIBHOTO METOAA BHU3yalU3allUU C 1 C
MUHUMAJIbHBIM BO3/ECHCTBHEM MOHM3UPYIOLIETO U3IY4YEeHUs, HCKIIOUYas
OKCTPEHHBIE CUTYaIlUU

Crnenyer OIEHMBATh PUCK BO3AEHCTBHS HOHU3MPYIOUIETO U3IY4EHUS,
0COOEHHO Y JIMIl MOJIOJIOTO BO3pacTa W MAIMEHTOB, KOTOPHIM BBITTOTHSIIOTCS lla B
MIOBTOPHBIE UCCIIETOBAHMSI

JlmamMeTpel  aOpThl MOTYT OBITh TNPOWHACKCHPOBAHBI K  IJIOUIA]A
MOBEPXHOCTU Tella, OCOOCHHO sl KpailHuX BapuaHToB (BbIOpOCcOB) B| Ilb B
OTHOIIICHUX Pa3MepOB Tella

Hpumeanue: a — KJIaCC pCKOMCHIAalNH, b__ YPOBCHBb JOKA3aTCIIbHOCTHU

KIIOYEBBIE NMOJIOXEHUA

= OcHnosa ouazcnocmuxu APIA — uncmpymeHmanvHvie Memoowvl, NO360A0UjUe
8U3YATUZUPOBAMb COCYObI.

. Ilpu cemetinom anamueze cepOeUHO-COCYOUCMBIX COOBIMULL NPOBOOUMBCSL
PacuuperHas 6U3yaiu3ayus aopmol UCXOOHO U 8 medeHue HAOa00eHUs.

. Ilpu ewvinonnenuu TT-OxoKI cnedyem yuumwvieams npeocKazamenbHyo
YEHHOCMb Z-Kpumepusi — ONOPHO20 KpUmepusl HaciedcmeeHHo-00ycnosnentolx APIA

U onmumaibHocO0 COBPEMEHHOCO Kpunepusa pacdemada duamempa aopnial, ons
50



CB0EBPEMEHH020 MOHUMOPUPOBAHUSI 6 NIAHEe NPOSHO3A  HCUZHEYZPOINCAIOUe20
pacuiupenus aopmai.

= Tpéxmepnaa (3D) UII-DxoKI 6 pexcume peanvHo2o epemenu obradaem
HEKOMOPpbIMU NpeuUMyuwecmeamu no cpasHenuto ¢ ogyxmeprou (2D) YII-OxoKI, no
eé npegocxo0Ccmeo 8 KIUHUYECKOU NPaKmuKe uzy4eHo HedoCmamoyHo.

. B cnyuae nooospenusi na AlIA mna ocnosanuu oOanuvix IOxoKI u/unu
penmeenoepaghuu uccneoosanus OI'K, mpebyemcs evinonnenue KT unu MPT (c unu
be3 kowmpacma) O A0eK8AMHOU BU3YATU3AYUU BCeli Aopmbl U BblAGIEHUSA
NOPANCEHHBIX YUACMKOS.

= MCKT — «30n0moti cmanoapmy, no3eonsiowuil OYeHums pasmepsbl dopmol Ha
scem npomsidcenuu, exaodas anamomuro AoK. Memoo nezamenum npu nooospenuu
Ha PA. PexomeHnoyemcs, no 603MOMCHOCMU, ONpeoeisimb MAKCUMAIbHLIL OUudamMemp
aHes8puMbl NEPNEeHOUKVIIAPHO OCEBOU TUHUU COCYOd C NOMOWbI0 mpexmepHot (3D)
pexorcmpykyuu KT-uzobpasicenus.

. MPT  senaemca eadxcuvim  OuacHocmudeckum  Oononvenuem MCKT &
HeakcmpenHvlx cayyasx. Omcymcmeue UOHUBUPYIOUe20 U3NyYeHUs oOelaem 3my
MeMmoOUKy O0CoOeHHO 6bl20OHOU Ol OYEHKU NAMONIO2UU aAopmbl Y MOA0ObIX
nayuenmos.

. Cnedyem npoooums cpagHeHue OAaHHbIX, NONYYAEeMbIX HPU OOHOMUNHBIX
00cnedosanusx, mM.K. cywecmeyem GHYmMpu- U MedC- UCCTe008amelbCKas
8apuadenrbHOCmb pe3yiibmamos UsMepeHus: ouamempa aopmei.

4.7.3. MoneKkynsipHo-reHeTu4ecKue uccrnegoBaHus

B peanpHON KIMHWUYECKOW NPAKTUKE MOJIEKYJIAPHO-TEHETUYECKUNA CKPUHUHT
emeé J0 CUX MOp IIMPOKO HE MCIOJB3YEeTCA. TOUYHBIM F'€HETUYECKUU aHAIU3 UMEET
MMOTEHUHAJI JJIsl YTBEPKACHUS HOBBIX TAKTHK BENCHUS IMAIMEHTOB HAa OCHOBAaHWUU
ctpatudurkanun  nanueHToB ¢ API'A  no  reHeTH4yeckoi  ITHOJIOTHH,
YCOBEPILIEHCTBOBAHUS M KOPPEKTUPOBKH (PEHOTUIHMYECKOTO OMKUCAHHUS.

Bo3MokHa onTUMU3anUs CPOKOB NMPEBEHTUBHOW XUPYPrAYECKOM KOPPEKLIUU
aopThl — BBIJEJICHUE TPYII MalMEHTOB C PUCKOM 3a00JIeBaHUS W/WUIM IPOrHO3a
paHHEro paccevueHus: aopThl npu nuameTpax AI'A < 5,0 cm.

1. IMMocnepoBatenbHoe TectupoBanue. Ilpu mnomo3penun  HCAPI'A
uenecoodbpasno tectupoBanne ACTA2. CexkBeHUpPOBAaHUE OCTAIBHBIX Haunbosee
BeposATHBIX 6 reHoB, mpudacTHbIX K HCAPI'A (TGFBR1, TGFBR2, MYH11, FBN1,
MYLK u SMAD3), paccmarpuBatoT B oTcyrctBue myrauuid B ACTA2 w/wnu B
cllydae HaJH4YUs CHHAPOMAJIbHBIX KIIMHUYECKUX 0COOCHHOCTEH nanuenTa (tabim. 4.9).
IIpn cAPI'A manmeHTaM, OTBEYANOIIMM MEPECMOTPEHHBIM [ €HTCKMM KpUTEPHUSIM,
MOXET paccMaTpuBaThes nesieBor ananu3 FBN1 no tectupoBanust aopTo-naHemnu.

2. OnHoMOMeHTHoe wucciaenoBanue. licnonb3oBaHne albTePHATUBHBIX
MYJIbTUTE€HHBIX TaHEJIEHd BKIIOYAET CEKBEHUPOBAHUE OJHOBPEMEHHO HECKOJIBKUX
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I€HOB, B TOM YHCJIe, OTBEUAIOIIMX 3a pa3BuTue cuHapoMubix API'A. Ilpegnaratorcs
COTJIACHO YaCTOTE M BEPOSATHOCTH BBISBJICHHUS MyTaIlMi B IIeeBbIX reHax [113]:

TAA (Thoracic Aortic Aneurysms) Panel 1:

*COL3Al, * TGF2, *'TGF3, *SMAD3, 'MYHI11, *PRKGI.
TAA (Thoracic Aortic Aneurysms) Panel 2: « MYLK, « NOTCHI, « FBLN4, « SLC2A10, *

FBN2, « ELN, « FLNA, - ADAMTSI10.

FBN1, TGFBRI, TGFBR2, *ACTA2,

Ta6auua 4.9 - ['eHbl U JIOKYCHI, CBSI3aHHBIE C CEMEHHBIMHU (HECUHAPOMHBIMU) PACCIOCHUSIMH H
aHEeBpU3MaMM I'PYIHOW aOpPThI, METO/Ibl UX UACHTU(PHUKALINU

Hons HCAPT'A,
O0o3HaueHue OTHECEHHAs K Meton
OO6HapyKeHHbIE MyTalllH
reHa MYTalHsIM B IAHHOM HCCJIEIOBaHUS
reHe
~1.90
TOFBR 1 2% AHann3 1mociaenoBaTeIbHOCTH Bapuanixie
~ A0
TGFBR 2 4% /cexBeHUpOBAHHE * MOCJIEIOBATEILHOCTH T
MYH 11 ~1-2% WA q /
Amnanus neneunii / ACTMHHbIC
ACTA 2 10-14 (15)% 9 IIOJHOT€HOMHBIE JIEICIHH /
AyTUTHKaLui § JINKALUA
FBN 1 HEU3BECTHO Ayl 1
MY LK ~ 1% Ananus nocneHOBiTenLHocm BapuanTtHbIe
/CEKBEHUPOBAHHUE MOCJICAOBATEILHOCTH T
SMAD 3 ~ 204 Ananus nocneHOBiTenLHocm BapuanTtHbIe
/CEKBEHUPOBAHHE MOCJICAOBATEILHOCTH T

Coxpawenus: HCcAPI'A - HeCMHIPOMHBIE PACCIOCHUS M aHEBPU3MBI TPyIHOU aopThl. [lpumeuanue: * -

Ompe/ieieHHe HyKJICOTHIHOW M aMUHOKHCIIOTHOH MOCIICIOBATEILHOCTH B HYKJICHHOBBIX KHCIIOTaX / Oernkax;
§ — TtecTupoBaHHWe, HWACHTH(HUIUpYOUIEE NEICHUH / TYIUIMKAIMH, KOTOpbIE TPYIHO OOHAPYKHUTH IO
aHanu3y nocienoBarensHocTd reHoMHol JIHK; MOryT OBITH MCTIONB30BaHbI pa3IMndHbIE METOIBI, BKIIIOUAS
Konn4yecTBeHHYI0 / monroBpemennyto ITIP, merom MLPA (Multiplex Ligation-dependent Probe
Amplification) u mp.; ¥ — MyTanmid, kK npuMepy, oOHapyKEHHbIE CHUKBEHC-aHAJIN30M, MOTYT BKIIOYaTh
HeOoIbIINe BHYTPUTCHHBIC JeNelMd / WHCEPUUH (BCTABKH) M MHCCEHC-, HOHCEHC- M CalT- CIIaiCHHT
MYTAaIM{; YK30HHBIE WU MTOJTHOTCHHBIE JIEJICINH / TYTTUKAINK 00BIYHO HE OOHAPYKHBAIOTCS.

[Ipn HCAPI'A cnenyeTr yuuThIBaTh, YTO B CEMBSIX C YCTaHOBJICHHBIM A/Jl-THIIOM
HacJIeJJOBaHUS TAIMEHThl MOTYT HE MMETh TMOJHBIX CUHAPOMAIBHBIX KIMHUYECKUX
IIPU3HAKOB.

[Ipu HCAPI'A mnonHas mMeHETPaHTHOCTh (YAacTOTa TMPOSBICHUS TeHa B
MPU3HAKaX) MPOAEMOHCTPUPOBaHa TOJIbKO npu MyTtanusax B AAT] nokyce. B cembsax
¢ myrauusimu AAT2 nokyca yaine, B MEPBYIO OYEpEllb Yy KEHIIUH, OTMETaeTCs
HU3KAasi IEHETPAHTHOCTb.

B uenom, yMeHbIIEHHWE NEHETPAHTHOCTU TAaKXKE OTMEYAETCS B CEMBSIX C
myTtarusimu B ACTA2, MYH11, TGFBR1, TGFBR2, MYLK u SMAD3.

[Tpu cnopagnueckux HCAPI'A, ucnonb30BaHne TeHETUYECKOTO TECTUPOBAHMS /
MaHEJIu MOXET OBbITh PACcCMOTPEHO, €clid 3a00JIeBaHHUE CBS3aHO C BBICOKUM
CEPAECYHO-COCYAUCTHIM PUCKOM.
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['eHeTHUecKkoe TECTUPOBAHHUE JIOJDKHO TPOBOIUTCS B CEPTHPHUITUPOBAHHBIX
JTUATHOCTUYECKUX Jab0paTOpPHUAX, UMEIONIUX OIBIT B UHTEPIPETAINN TCHETHUECKIX
AT'A-CBSI3aHHBIX MyTallHil.

KNKOYEBbIE NMOJIOXKEHUA

. Tecm-nanenv pexomenoyemcsa nayuenmam ¢ AIA u ¢ nonoscumenvHuiM
cemeunbim anamuesom APIA ¢ yenvro noomeepoicoenus ouazno3a Hacie0CmeeHHOU

gopmvr API'A.

«  [lpu nooospenuu na nanuuue cAPIA u ncAPI'A ¢ kaunuueckou mouku 3peHus
Mmooicem paccmampusamuvcsi yenesou ananu3 FBNI u ACTA2 coomeemcmeenHo.

4.7.4. OCHOBHbIe AUArHOCTUYECKUEe Kputepum
HacneacTtBeHHbIX APIA

OcHOBHBIC THATHOCTHYECKHE KpuTepun ceMeilHbIX APT'A.

1.1. — mporpeccupyroiiee paciuMpeHrue BOCXOAIIEH YacTH TPYJHON aOpThI C
BOBJICUYCHHEM CUHYCOB BanbcalibBbl, 1100 TOJIBKO BOCXOIAIIEH a0PTHI, THOO 00€HX;

1.2. — mpeaunaranys MPOKCUMAIBHOTO OT/IeNIa KOPHS HJIM BOCXOJAIICH JacTh
AOpThl OCHOBaHAa Ha M3MEPEHHUHM Pa3MEpPOB CHHYCOB BanbCcalbBBI M BOCXOISIIEH
AOpThl C MCHOJIb30BAHUEM TAaKUX METOA0B BHu3yanuszauuu, kak 2D TT-DxoKI', KT,
MPT wunu anrvorpaguss B CpPaBHEHHMH C COOTBETCTBYIOIIMMHU  BO3pACTy
HOMOTpaMMaMH, HHJICKCHPOBAaHHBIMHU 110 TUTOIIa M nosepxHocty tena (I1I1T) [106];

2. — wuckimoueHue cuHiapomoB Mapdana, Jlyuca-Jlutua, Onepca Jlanmo
COCYZIMCTOTO THIIA U APYTUX CUHAPOMANbHBIX MpuunH API'A;
3. — IOJIOKUTEBLHBIN cemeitHbIi anamue3 APT'A.

OcHoBHBIC AMATHOCTHYECKHUE KpUTEepHH CHHIPOMHBIX APT'A
COOTBETCTBYIOT KpuTepusMm HCAPI'A, 3a uckmodeHueMm 1.2. U MOATBEPKIAIOTCA,
HAaINpOTUB, CHHApPOMabHOU 3THonorued APT'A.

MHOXeCTBEHHbIE ~ KIMHUYECKHE U BU3YAJIM3HUPYIOIIUE  HCCIEIOBaHUS
MOJTBEPXKIAI0T O0siee OOMIMPHOE BOBICUCHHUE apTEPHAIBHON COCYTUCTON CETH, YeM
MPOCTO TPYAHOTO OT/IENa a0PTHI.

OcHosnble cepoeyro-cocyoucmole nposienenus HCAPIA:

1. Jlunarauus BOCXOMSILEW TPYJHOM aopThl Ha ypOBHE CHHYCOB BasbcaiibBbl
WJTU BOCXOJISIIICH aOpThI MU O0CHX.

2. Jluccekius ¢ BoieueHueM Bocxoasimier (CtaadopAcKuil TUIT A) HIIH, PEXe,
Hucxonsmen (Crandopackuit Tun B) rpyiHoit aopThI.

AHEBpU3MBI C BOBJICYEHHEM TOJBKO HUCXOMSIIEH TPyAHOM aopThl MOTYT
HaOMIOAAThCSl KpailHE peNKo. YKa3aHHBIE COCYAMCTBIE TPOSBIICHUS MOTYT OBIThH
€IMHCTBEHHON HAaXOIKOU IUIaHOBBIX 00CIIEI0BAHUIA.
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4.8. OnddepeHumanbHaa guarHocTmuka

Jlubdepennnansuas OUATHOCTHKA CKJIABIBAETCS W3 JUATHOCTHYECKOTO
0o0cJieIOBaHUsl KOHKPETHOrO TAalMEeHTa, MPEekKJIe BCEro, Ha OCHOBE JACTalbHOI
KIMHAYECKOW OIIeHKH TpoOaHga W WICHOB CeMbH. B TepByro ouepenb
augdepeHIupoBaTh MPUXOJUTCS CUHAPOMHBIE U ceMeiHbie popmbl APT'A, koTOphIe
HAOJTIOTAIOTCS TP TCHETHYCSCKU-CBA3aHHBIX (AJUICIBHBIX) 3a00ieBaHusAX (puc. 3.9).

KINMHU4YecKas oLeHKa
POACTBEHHUKOB
1-oii cTeneHn poacTea

/ ArA

Z-Kputepumn > 2y
B3pocCnblX; > 3y
neten
Bo3spacT < 60-65
OtcytcTBME

Apyrnx
Q)aKTOpOB pucxy
\

N3onnpoBaHHas
AlrA

neyeHuve?

Xnpypruyeckoe }

~

[ HecuHOpomHasi

[ HabnoaeHwe ]

~

N\

OTpuuaTenbHbIn
CEMENHbIN
aHamHes

NonoXxutenbHbli
ceMelHbIn

aHaMHe3

HecuHOpomHas

o

é—M MapdcpaHa: FBN1

C-m 3nepca - Aanno |V Tuna:

COL3A1L, COL1A2

TGFB — 3aBucuMbIe

BacKynonaTtuu:

- c-MmJlymca-AuTtua
(TGFBR1/2)

- c-M AHeBpu3Ma-
ocTeoapTpuTt

\(SMADB), TGFR2

/

CemeiiHble »
paccroeHus u ”%ig;””e
aHeBpV3Mbl

9 nevyeHve
rpyaHOM aopThl

Pucynok 3.9 - [luddepeHnmanbHas AMarHOCTHKA W TAaKTUKa BEIEHUS HACIEICTBEHHBIX
(CMHIPOMHBIX M HECHHAPOMHBIX (CEMEHHBIX)) aHEBPH3M U PACCIOCHUI a0PThI

Jluaenocmuueckuti MuHUMYM, mpebyemvlii 0 KIUHUYECK020 00C1e008aHUs C

yenbio nposederus OughpepenyuanbHol OUacHOCMUKY

1.  Jluyesvlie oOucmopguu: eunepmenopusm, BBICOKOE He0O, pa3IBOCHHBIN
SA3BIYOK MSTKOTO HeOa.

2. Ckenemmuvle nposgieHus. NOTUXOCTCHOMENHS, BPOXKICHHAs aepopMaiius
TPYIHOHN KJICTKH, apaXHOMAKTHIINS, TUIOCKOCTOITUE, KOCOJIAITOCTb.

3. Oxoxapouoepagus. mpoyaric MUTPAIBHOTO KJIamaHa,
AOPTAJIBHBIN KJIanaH, OTKPBITBIM apTepUAIIbHBIN IPOTOK.

4.  HUccneoosanue opeana 3perus. cMelleHrue (BbIBUX) XpPYyCTAIUKa OT IIEHTpa
3payka, (GIOKKYJIIbI PALYKKH.

5. Peumeenoscxue, KT | MPT uccredosanusi. OCTEOAPTPUT, apTepHUaIbHAS
W3BHIIMCTOCTD, apTEPHAIIbHBIC aHEBPU3MBI.

JIBYCTBOPYATHIN

B psne ciaywyaeB il OATBEPXKACHUS KOHKPETHOTO JMArHo3a HEOO0XOIUMO
JOTIOJIHUTENBHOE MOJIEKYJIIPHO-TEHETUYECKOE UCCIIEIOBAHME.
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4.8.1. KpaTtkasa KnMHUYecKas u atTmonaroreHeTn4eckas
XapaKTepUCTUKa OCHOBHbIX HacreACTBEHHbIX
3aboneBaHun, npotekarowmnx ¢ oopmuposaHuem APIrA

AKTyaJbHBII

MEPEUYECHb

HaCJICACTBCHHBIX

aopronatuii AP['A ¢ wux

«KAaHIUAATH-TCHAMHU ¥ KPATKUMH OTIMYUTEIBHBIMU KIMHUYECKUMH OCOOCHHOCTSIMHU
npeacTaBieH B Tabmaure Tabi. 4.10

Taoauna 4.10 - OcHoBHbIe (hopMbI HacleAcTBEHHBIX API'A ¢ COOTBETCTBYIOIIMMY UM I'€HaMU U

KIIMHUYCCKUMU ITPOABICHHUAMU

Haubonee 3HaunMble
JlonoHHUTENbHbBIE KITUHUYECKHE
3aboaeBanus T'en CepACYHO-COCYUCTHIC IDOSIBIICHILS
MPOSIBJICHUS p
Cunopomnwvie API'A
AneBpu3Ma KOpHs aopThl, | CMelIeHne 1 MOABbIBUX XpyCTaIuKa
Crra FBN1 paccnoenune aoptel, [IMK, | (60%), ckeneTHbIE 0COOCHHOCTH
Ma. Q)ZHa paciivpeHue Jero4Horo (apaxnomaxtunus, KD, ckonnos,
P CTBOJIA, TUCHYHKIIUS IJIOCKOCTOIHNE, Aonuxouedanus,
JIEBOTO JKETYyJ0UYKa JIOJIMXOCTEHOMETHSI)
e — Pa3peIB u paccrnoenue
e Ea B aprepuii 6e3 TOHKOCTH KOXH, TUCTPOPUIECKIE
I[aHJ]I:)o Y, COL3Al | mpeaBapHuTeIIBHOTO pyOIIBL, THIIEBbIE AUCMOP(PUH (JTULIO
(cot HH(’:THﬁ) COL1A2 | pacuupenus / aneBpu3Mbl, | MagoHHBI, TOHKHE TYObI, TITyOOKO
yTHH TsDKeJas KianaHHas MOCaKEHHBIE TJ1a3a)
HEJ0CTaTOYHOCTh
B — Pacmmpenue aopTsl MapdanomnonobHast BHEITHOCTD €
KOI]:T AKTVOHAS OTMEYaeTcs peaKo, KJIACCMYECKOH JOIMXOCTECHOMENHNEH
aanH}(;]? FBN2 MIPOTPECCUPOBAHUE u apaxHojakTuianeit. KontpakTypsl
I[EE(TI/IJ‘II/IH JUIIaTaluu a0PThI KPYIIHBIX CyCTaBOB,
OCIIapUBaETCsI KaMIITOJAKTHIINS, KOCOJIAMOCTh
Cunopomnvie TGFf-3a6ucumoie ackynonamuu
AHeBpU3Ma KOpPHS aopThl,
pacciaoeHue aopThl,
e — aHEeBPU3MBI U AucceKuu | Pa3znBoeHue si3pluka / BOIYbS MaCTh,
D TGFBR 1/2 | aprepuii, aprepuajibHas runeprenopusm, 'K, ckonnos
Jlynca-Jlutua ’ ’ > ’
u3BHUTOCTH, [IMK, KOCOJIaNOCTh, KOHTPAKTYPHI
BPOX/IEHHBIE TTOPOKU
cepala
ApTpo3, paHHUI OCTEOAPTPUT U
AHeBpU3Ma- AHeBpu3Ma KOpHS a0pThI PTPO3, patH) PP
o pacceKarouii
OCTEOaApPTPHUT (90%), paccrnoenue
OCTEOXOHJPUT,MATKask KOXka,
CHUHJIPOM aopThI, AaHEBPU3MBI U
" IUIOCKOCTOINE,CKOINO3, PELIU AUBH-
(cunapom JIMCCEKLIUU apTepuil, 2
SMAD3 PYIOLIME IPBIKH, MATKHH Mpoduib
Jlynca-/lutua ¢ MHOYECTBEHHAs o
YepernHOo-JIUIEeBbIX aHOMAINN
OCTE0apPTPUTOM, apTepuanbHas U3BUTOCTb, .
(runepTenopusM, MUPOKUil /
THII 3) IIMK, BpoXacHHbIE .
HOPOKH CepIIa Pa3ABOEHHBIH SI3BIYOK MATKOTO
Heba)
AHeBpU3Ma KOpPHS aOpThI,
paccioeHue aopThl,
TGFB2- TGFBR 1/2 | aHeBpU3MBI U JUCCEKLIUU I'uneprenopusm, aHOMAIIUK
TGFB, apTepHil, apTepuaibHas I'PYIHOH KJIETKH, KOCOJIANOCTh,
BaCKYJIOTIaTUs
TGFBs. nu3BUTOCTS, [IMK, MSTKasl IOJIyNpO3payHas Koxa
BPOX/IEHHBIE TTOPOKU
cepaua
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ApTtepuanbHas U3BUTOCTb,

I'mneppacTsyKUMOCTb KOXKH,
TUIEpMOOUIIBHOCTD CYCTaBOB,

Cunapom KOCTHBIE IPU3HAKH (PEAKO;
o apTepUaIbHbIC CTEHO3BI
aprepuanibaoii | SLC2A10 . BKJIIOYAIOT BBICOKOE HEOO,
(JleroyHoM apTepun) u
W3BWJIMCTOCTH MUKpPOTHATHS, YUTMHEHHOE JIUIIO)
AQHEBPU3MBI
TEJICaHTMOIKTA3UH,
JnuadparMaibHble aHOMAJIUU
Cungpom ['uneppacTss)KUMOCTh KOXKH,
AHeBpHu3Ma KOpHS a0pThI,
aTtpodumn FBLN4 TUIIEPMOOUIILHOCTH CYyCTaBOB,
apTepHalibHas U3BUTOCTh
(BSITOCTH) KOXKH sMpuzema
Cemeinnvie (necunopomnwie) API'A
APT'A. Puck aneBpusm u
TGFBR 1, | paccnoenuit npyrux OTtcyTcTBUE CUHAPOMATIBHBIX
TGFBR 2 | cocyznos, B T.4. TOJIOBHOT'O | TPU3HAKOB
MO3ra
AHeBpu3Ma / pacceueHue
TPYAHOHN aopTHI, OtcyrcTBUE Map(haHONOJ00HBIX
ACTA2 Pannue 3ab6oneBanus CKEJIETHBIX OCOOEHHOCTEH.
KOPOHApHBIX U Ceruaroe nuBen0, (PIOKKYIIBI
1epeOpOBaACKYIISIPHBIX panyXKu
Cewmeiinble aprepuii
AHCBPH3MbI U Pacceuenue rpyaHoit
paccliocHusA MYLK aopThl, 4acTo 0e3
A0PThI MIpEeaeCTBYIOIIEro KenynoyHo-KuIIeuHbIE aHOMAINHU
(fTAAD) (bopMupoBaHUs
aHEBPU3MBI
OTCyTCTBHE YETKUX
AHEBpPU3MBI CUHIPOMAITbHBIX TTPH3HAKOB.
SMAD3 BHYTPUYEPEIHBIX U MoryT «repeKkpbIBaTbCs» ¢
OPYrUX apTepuil npusHakaMu CM Ju1st KOCTHBIX U
KOKHBIX ITPOSIBJICHHI
Crnenuguyeckoro gpeHoTuna He
TGEB2 [Tponaric MutpanbHOTO onucaHo. MOXeT «I1epeKphIBaTHCS
KJIaraHa. C HEKOTOPBIMHU KOKHBIMHU
nposiBieansiMu CM
OtcytcTBUEe MaphaHOTOT0OHBIX
ACTA2 VYckopeHHas CKEJIETHBIX 0COOCHHOCTEH,
KaJbIU(UKAIKS KJIaNaHa | CeT4aToe JUBEIO, (PIOKKYIIbI
fTAAD ¢ JIAK unguKan A0, (ioxicy
PALYKKH
OTcyTCcTBUE CUHAPOMATBHBIX
NOTCH1 be3 kanbuudukanun yr AP
MIPU3HAKOB
OAII. Penko: aneBpuzma
U pacceveHue
HHUCXOJIAIIEH A0PTHI,
WHTPaKpaHUAIbHBIC
AQHEBPHU3MBI COHHBIX
ADTCDII. DAHEE HATAIO Cnenuduyeckoro GeHoTUIa HE
fTAAD c OAIl | MYH 11 | 3PTePHiL OTIHCAHO

HBC, obmutepupyromero
SHAApTEPUUTA
nepudpepuyecKux
COCY/IOB, UHCYJIBTOB.
OtMmeuaercs paHHUI
cemerHbii anamHe3 BCC

HpuMeanu;z: Ha3BaHUA LEJICBBIX I'CHOB ITPEACTABIICHBI 110 TECKCTY.

Coxpawenus . AP[A — aHeBpH3Ma M pacciiOeHHEe TPyaHOW aopThl; BCC — BHe3amHas cepiedHas CMEpTh;
OAK - nBycTtBOopuaThld Kmaman aopTel; AMK — nmedopmaums rpyaHoit kinetkw; OAIN - OTKPBITHIN

56




apTepuaibHbIA IPoTOoK; MMK — mposarnic MuTpansHoro kinanana; fTAAD - ceMeliHast aHeBpU3Ma / AUCCEKIHS
TpyIHOTO OTAeNa aopThl; TGFB — TpaHchopMupyromuil pocTtoBoi haktop-f, SMADS — BHYTPHKJICTOYHbIE
OeNKH - TPaHCOYKTOPbI BHEKJICTOYHBIX curHanoB oT juranaoB (TGFB) B szmpo, rae oHM akTUBHPYIOT
TpaHckputuio reHa; FBN1 - hubpmmmna-1, NOTCHI - TpaHcMeMOpaHHBIA PEIIENTOPHBIA OSIOoK, ThTa 1.

3.8.1.1 CunapomMHblie chopmbl APTA

Huxe MPUBOIUTCS KpaTkasi KJIIMHUYECKasl, ATUOMATOTE€HETUYECKS
XapaKTEepPUCTHUKA OCHOBHBIX MOJIEKYJIIPHO-TEHETUYECKHUX CUHAPOMOB,
xapakTepuzyromuxcs gopmupoBanueM cAPT'A.

Cunapom Mapdana (CM) wumeer AJl-TMN HACICIOBaHHUS C OXKHJIAEMOU
gactotor 3-5/10 000 u moneit Heomyrarmii 20-25% 0T Bcex 3aperncTpHPOBAHHBIX
cnydyaeB (1.e. B 20-25% cinyyaeB y poauTeneld IalMeHTOB 3a00J€BaHUS HE
oTMmeuaercs). B paBHOIl cTeneHu 3TO pacnpocTpaHseTcs Kak Ha MY>KYWH, TaK U Ha
KCHIIUH. Y CTAaHOBJICHA YETKas MPUYMHHO-CIEACTBEHHAs CBA3b C MyTallUsIMU B T'€HE
FBN 1. Cunopom Mapgana — winaccuyeckass MOJENIb HACIEIyeMOTO0 HapyIIeHUs
COCIMHUTENLHON TKaHU C BOBJICUCHUEM 3PUTEIIBHOM, CKEJIETHOM U CepleyHo-
COCyIuCTON cucTeM. KIIMHMYECKH, MOMMMO XapaKTEPHBIX MU3MEHEHUH CO CTOPOHBI
OTIOPHO-JIBUTATEILHOTO  ammapara W HEAOPa3BUTHS  JKHPOBOM  KJIETYATKH,
HAOIII0/TaeTCsl MATOJIOTHSl OpraHa 3pEHUsl U CepIIeYHO-COCYAMCTON CHCTEMBI, YTO B
KJIACCMYECKNX BapuaHTax coctaBisier Tpuany CM. CepuaeuHo-cocyaucrsie
MPOSIBIICHUS BKIIIOYAIOT TUIATALMI0 M MPEAPACIONOKEHHOCTh a0PTHl K pa3phIBy Ha
ypOBHE CHHYCOB BanbcanbBbl, Ipoianc MUTPAIbHOTO, TPUKYCIHIATFHOTO KJIAlaHOB,
pacuIMpeHre NpOKCUMAJIbHON JIETOYHOU apTepuu. bin3opyKocTs sABiseTcs: Haubosee
pacnpoCcTpaHEHHON OCOOEHHOCTHIO pedpakivu (CMEIIEHUE XpycTaluKa OT IIEHTpa
3pauka HaOmrogaercs B 60% cmydaeB). CkesneTHbIE TMPOSIBICHUS BKIIOYAIOT
aHOMAJIMM CKeJleTa: THUIEPMOOMIBHOCTh M HecTabuibHOCTh cycTaBoB (I'MC),
HETPOTIOPIIMOHAIBHO JITMHHBIE KOHEYHOCTH IS pa3Mepa Tena (yIJIUHEHHBIC
TpyOUYaThle KOCTH), BOPOHKOOOPA3HYIO WM KHJICBHIHYIO ae(opMaIiuio rpymaHoOi
KJIETKH, CKOJINO03, ApaXHOAAKTHIINIO, TUIIOILIA3UI0 CKYJIOBBIX IYT | TIp.

[Ipu3Hano, 4TO MOJEKYJSIpHbIE HApyIIeHUS U (DEHOTUI HEIOCTATOYHBI JIJIs
TOYHOU CTPATH(PUKAINKA «AOPTAJBLHOTO PUCKAy. YOEAUTEIbHBIM J0Ka3aTeIhCTBOM
CIIY’)KHUT CXOXKECTh KIMHMYECKHX TMposiieHud CM C ApyruMu MOJIEKYISPHBIMU
cuaapomMamMu B 10% ciy4yaeB mpu MONMHOCTHIO BBITIOJIHEHHBIX MEXTYHAPOIHBIX
kputepusix CM, k mpumepy, MpH yCTAHOBJICHHBIX MYTallMsIX B PAa3JIMYHBIX TEHAX,
komupytonux FBN1 u TGF-HR2 mpu CM wu JIJIC coorBerctBenHo [114].
BryTpucemeiinas n3MEHYMBOCTh WILTIOCTPUPYET TOT (aKT, YTO TE KE MOJICKYJIIPHBIC
nedeKThl MOTYT WUMETh pa3IUdHbIC ITOCICACTBHUS Y Pa3HBIX WHAMNBUAYYMOB. [lpu
KpalilHe BBIPAKCHHOM (DEHOTHUIIMYECKOM TOJUMOPGU3ME, HAIWIUE MYTaluid B
«HEOHATaIBHBIX» 3K30HaX 24-32 peruona rena FBN1 npenmnonaraer pazsutue 0osee
Tsbkenoro ¢eHoTuna. PaHee paccmarpuBaiiach NMPUYACTHOCTH MYyTalldii B T'eHE
FBN 1, npuBoasmiue k pa3Butrio HCAPI'A 0e3 kimaccuueckux npusznakos CM [115].
B nenom, CM 3akiouaer B cebe MOBBIIEHHBIM pUCK awiatanuu u PA, xoTopsie
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ABJISIFOTCS. OCHOBHOM IPUYMHOM NOBBIIIEHHOM CMEPTHOCTH [AaHHOW KaTeropuu
ITalIEHTOB.

Baxxno CM  guddepeHIUpoBaTE ¢ 8POMCOEHHOU  KOHMPAKMYPHOU
apaxnooakmunuetl (cnenctsue mytauud B reHe FBN2) npu kotopoit pacimpenue
AOpTBl OTMEYACTCS PEJAKO M IMPOrPECCHpPOBAHME IUiIaTaluu ocrapuBaercs [116].
Xapakrepuzyercs: Map(paHorog00HOM BHEMTHOCTHIO C BBICOKUM, XYAbIM Ta0UTYCOM C
KJIACCUYECKON JTONIMXOCTEHOMEeNMe U apaxHojaktwiued. Ilpu poxaeHun B
HauOoJee TSHKEIBIX CIIydasX OTMEYAIOTCs KOHTPAKTYPhl KPYITHBIX CYCTAaBOB (KOJICHU
U JIOJIbDKKH) U TMPOKCUMAJBHBIX MEXK(aJIaHTOBBIX CYCTAaBOB MAJIbLIEB PYK W HOT
(kamnTomakTUausA). MoryT HaOMIOAAThCSI KOHTPAKTYPhl Ta300€IPEHHBIX CYCTaBOB,
npHUBeIeHNE OOJIBIIOTO Mallblla U KOCOJanocTh. KOHTpakTyphl ¢ TE€UEHHEM BPEMEHH
OOBIYHO ymyumiaroTcs. HaumOounblyl0 3HAYMMOCTh HMMEIT KH(PO3 /[ CKOJHO3;
HAYMHAIOIIMECS YK€ B MIIAJICHYECKOM BO3pacTe, MMEIOIINE COIMATbHOE 3HAUYCHUE B
BUy IPOTPEIUEHTHOTO TEUCHUS U HabI0jaeMbie OoJiee YeM B TIOJIOBHHE CITy4acB.

Cunapowm Jlyuca-Turua (JIAC, tun 1; JJAC, Tun 2) — pe3ynpTar MyTamuii B
peuentopax TGFBR1 wmm TGFBR2. Xapakrtepusyercss 0ojee arpecCUBHBIM
teuenueMm, Hexxenn CM  [114]. Tlposisercs Tpuagoil aHOMAIHWil: KOCTHBIMH
(apaxHOMAKTHIIHS, JOJINXOCTEHOMEITHS, KaMIITOAAKTUIINS, CKOJINO3,
TUNEPMOOMIBHOCTh cycTaBoB, kuieBuaHas JII'K) uepenHo-muieBbIMUA  (BOTYbS
MacTb, TIJa3HOW TUNEPTEJIOPU3M M KPAHUOCHMHOCTO3bI) M COCYIOUCTHIMU
(M3BWJIMCTOCTh apTepui, BOCXOJAIIAsi aHEBpU3Ma WJIM PACCIOCHUE aOPTHI).
BoNBIIMHCTBO MAaMEHTOB C aHEBPU3MaMHU IEPBOHAYAJIbHO WUMEIOT OTPaHUYCHHBIC
nposiBiiecHus B aopte. OAHAKO CYHIECTBYET IMOBBIIICHHBIA PUCK aHEBPU3M U
pPAcCIOEHUN JPYTrUX COCYJIOB, B TOM YHCIIE€ aHEBPU3M COCYAOB T'OJOBHOTO MO3ra,
ocoOeHHO B cirydae myTanuid B perienropax TGFBR2 tuna (JIAC 2 tuma).

Cunapom Jlyuca-Tutua (JIIC, tam 3) 0OycClIOBIEH MyTalusMH B T'CHE
SMAD3, xoaupyromeM BHyTpukieTounbli  3ddektop  TGF-B-curnamuura
Decapentaplegic 3 (mothers against decapentaplegic homolog 3, MADH3) [117].
®enorunm SMAD3-acconuupoBaHHOTO  aHEBPU3MA-OCTEOAPTPUT  CHHIPOMA
(a SMAD3-related aneurysms-osteoarthritis syndrome) manomunaer JIJIC, omHako
myranuii B FBN1, TGF-BR1 u TGF-BR2 orcyrcrsytor [18]. V wactu maumenTos
oTMeudaeTcs Map(paHONOJO0OHBINH rabUTycC, Y JAPYTrux — YEpEenHO-IUIEBbIE aHOMATUU
(nucmop¢un) ¢ TakuMU OCOOCHHOCTSIMU BHEIIHOCTH, KaK THUIEPTENIOPU3M H
aHOMAJMW YBYJM B BHJIE IIMPOKOTO M Pa3ABOCHHOTO s3blUKa (HAMOMHHAIOIIETO
takoBoi mnpu JIJIC). JleGror 3a0oseBaHMsl XapaKTepU3yeTCs PaHHUM HadyalioM
OCTEOapTPUTAa M PACCEKAIOIIETO OCTEOXOHAPHUTA (B JHMTEpaType O003HAYAETCS KaK
JIJIC ¢ ocmeoapmpumom). Yacto TPOSIBISIIOTCS KapAHOBACKYJISAPHBIE HApYIICHUS,
BKJTFOYAIOIINE TUCCEKINIO U pa3BuTue AI'A. AHeBpU3MBI paHee KIacCUUIIUPOBATH
KaK HECUHIPOMHBIE.
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B mnacrosmee Bpems JIZIC tunm 3 wamie BcTpeuaeTcss B CTpykType cAPT'A
(mepexpoiBaercs ¢ CAPTA mpu CM wm JIJIC tuna 1 u 2). B 2% cinygaee SMAD3
MYyTalli¥ OTBETCTBCHHBI 32 HECHHIIPOMHBIC ceMeliHble paccinoeHus ATA [117].

Cunapom Jlynca-Jutua (JIJIC, tun 4) oOyciosneH myraiueii B rene TGFB2
(190220), xommpyromem TGF-B2. IlposBusercs dopmupoBanuem APTA.
KIMHMYECKH KOXKHBIE M CKCIIETHBIC TMPOSIBICHHS MOIYT IepekpbiBaThcs ¢ CM.
OtnuuuTtesbHas OCOOCHHOCTh — (OPMHUPOBAHHE MUKCOMAMO3HOU — OONe3HU
mumpanvrozo kianana [119].

Cunapom Jlyuca-Iurua (JIZIC, tun 5) oOycnosnen myramuei B rene TGFB3
(190230), xomupyromem TGF-B3. Ipossisercs AP'A co CXOXHUMH KOXHBIMH W
CKEJICTHBIMU TIPOSIBIICHUSIMH, XapakTepHbiMU i1t CM (91. pecypc OMIM).

Cunpgpom Jlyuca- /lutua ¢ 00/1€3HbI0 MUTPAJIBHOI0 KianaHa. Kiimauueckuii
BAPUAHT TEYEHHs  IOBEHWIBHOIO  IIOJMIO3a  (CHHIPOMA  HACIEACTBEHHOU
reMOpparuueckor TeneaHruskrazun). OOYCIOBIEH TIeTepO3UrOTHOW MyTalued B
sk30He 10 rema SMAD 4 na xpomocome 18¢g21.2 (OMIM # 175050) [120].
HeoOblYHOCTh KIIMHMYECKOTO TEUYEHHs FIOBEHWIBHOTO MOJUIO03a 3aKII0OYAETCsS B
conyrctBytomieM [IMK ¢ muTpanpHOM peryprutanpe M IWJIaTaled aopTsl B
JOTIOJTHEHUE K KEITYJOUYHO-KUIIEYHBIM ramMmapTamMaTo3HbIM MOJIUIIAM.
Teneanruskrasum He BbIABISIIOTCA. [lOoKa3zaHO, YTO TamIOHENOCTATOYHOCTh TI'€HA
SMAD4, wrpatomas omnpeaeneaayto poiab B TGF-Bl curnamunre, sBisercs
BEPOSTHON MPUYMHON aOPTOMATUU U TUCHYHKIIMA MHUTPAIBHOTO KianaHa [121], uro
JeiaeT 3To 3a0ojeBaHue cxoxuM ¢ npossierusmu CM (154700) u JIZAC (609192).

Cunapom aprepuaibHoii m3BmimcrocTu (arterial tortuosity syndrome) —
penkoe  AP-3a0osneBaHHe ~ COECIUMHUTENBHOM  TKaHW,  XapaKTepU3YyIOLIeecs
pacpoCTpaHEHHOW ¥ BBIPAKEHHOW M3BUIIUCTOCTHIO, YAJIMHEHUEM, YaCThIMU
CT€HO3aMM, CETMEHTApHOW COCYAUCTOW TUIIOIUIa3UeH, aHEBPU3MaMH aopThl H
aprepuii cpeaHero pasmepa [122]. 3auacTyro BOBJICKAIOTCS KOCTHAs CUCTEMa U KOXKa.
B ocHoBe reHermueckoro jaedexra JIEKUT TOMO3UTOTHOE WM COYETAaHHOE
TeTePO3UTrOTHOEC HOCUTENhCTBO MyTanuid B reHe SLC2A10 (m3BecTHOM Kak
GLUT10), koTopslit komupyeT TpancMeMOpaHHbIi O0eiok 10 Tumna, 4To MPUBOAUT K
HEJO0CTaTKy TepeHOoCUrMKa Troko3bl [123, 124], m Takxke paccMaTpuBacTCs B
KOHTEKCTE pa3BUTUSI HMHCYJIWHOpe3ucteHTHocTH [125, 126]. Xapaxtepusyercs
HapylIeHrneM MopQoreHe3a apTepuil BCIEICTBUE HAPYIICHHUS YIPYTHX IaCTUYECKUX
BOJIOKOH [124]. BONBIIMHCTBO MAlMEHTOB YMUpPAET B MIIAJCHYECTBE, OJHAKO TE,
KOTOpPBIC JOKUBAIOT JI0 B3POCIIOr0 BO3pAcTa, UyBCTBYIOT ce0s Xxoporo [127].

Daepca-Jdanio cuHapom, cocyauctoiii Tun / V EDS (panee o6o3Hauancs kak
EDS IV tuna) o6ycnosnen mytarusmu B COL3AL - rene, koaupyromeM KoJilareH
tunia 1ll. Xapaktepuszyercs cinaboCcThi0 COCYIOB W TKaHEW. XapaKTepHBIMU
BHCIIHUMH  npu3Hakamu, oTiaumdaromuvmu V EDS  or  CM,  saBiswoTcs
MPOCBEUMBAIONIASICA  KOXa, JIETKOE TMOSBJICHHE CHUHAKOB, JUCTPOPUIECKOE
pyOlieBaHNE W MPEAPACIIONOKEHHOCTh K pa3pblBaM KHUIIIEYHUKA M MATKHA (BO BpeMs
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o6epemennoctn). Kak mpaBuio, paccioeHne WM pa3pblB BO3HUKAET B apTEPHUsIX
CpEeIHEro pasMepa, XOTS HMHOIJa B 3TOT MPOIECC BOBJICKACTCS TakKXKe M aopTa.
[IpenpacmnonoXeHHOCTH K MOPaKEHUIO KOPHS aopThl He HaOmomaercs. [IpumepHo
MIOJIOBMHA aHEBPU3M U PACCIOCHUN BO3HHUKAET B apTEPHUSX TPYIHOTO WM OPIOITHOTO
OTJeNia; apTepud TOJIOBBI, IIEM W KOHEYHOCTEHW BOBJIEKatoTcs pexe [128].
Coobmraercs 0 (popMHpPOBAaHUHM MENIOTYATHIX aHEBPU3M. TpHU IPYruxX pEeIKUX THIIA
EDS cBszanbl ¢ cocynucteiMu npoodsiemamu. KudockoamoTuaeckui Tum (paHee —
EDS tun VI) xapakrepusyercs kudockoanozoM, MC U MBIIICYHOH THIIOTOHHUECH.
JlanHoe  AP-3aboneBanme  OOyCIOBIIEHO  HapyHmIEHUSMH  (EpPMEHTATUBHOM
aKTUBHOCTH JU3WITUApPOKCUIa3bpl, komaupyemord renom PLODI1. HabGmonarorcs
JAWJaTalvsl WIM PAcCIIOCHHE aopThI, pa3pbIB apTepuil cpemnero pasmepa [129].
[TpomomKUTENFHOCTh KU3HU 3HaunTenbHO cokpameHa (50% cmepTHOCTH 110
JOCTHKEHUH Bo3pacTa 48 5ieT) u3-3a CHOHTAHHBIX Pa3phIBOB BHYTPEHHUX OPTaHOB U
KPOBEHOCHBIX COCY/IOB.

CuHApOM MYJbBTHCHCTEMHOH JAUCPYHKUMH TIJIAAKOH MYCKYJATyphbl.
[lepuonuuecku nopropstonuecs mytaruu ACTAZ2 uzmensitomue Argl79, BoI3bIBalOT
OUCPYHKIMIO KJIETOK IJ1aJIKOM MYCKYyJaTypbl BO BCEM Teje. DTO MPUBOIUT K OoJjee
CEpbE3HbIM U OYEHb [EHETPAHTHBIM COCYAMCTBIM 3a00JIeBaHUSIM, KOTOpBIE
BKII04atOT APT'A, OTKpBITHI aOpTaJIbHBIA MPOTOK, CTEHO3 U PACUIMPEHUE COCYIOB
TOJIOBHOTO MO3ra, THIIEPIXOT€HHOCTh IEPUBEHTPUKYJSPHOTO OEIOoro BeLIeCTBa
rojoBHoro mo3ra Ha MPT, nerounyio rumnepreH3uio, a Takke (QUKCUPOBAHHBIC
pPacCLIMpPEHHBIE 3pAaYKH, THIIOTOHUKD MOYEBOTO ITy3bIPsl, HE3aBEPLICHHBIA ITOBOPOT
(MamppoTaIUsl) ¥ TUIONEPUCTAILTUKY KUIIeUHUKa [44].

HacaencrBeHHasi remopparuveckasi TeJleAHTMIKTazus, tan 1 (6oznesns

Panoiw-Ocnepa-Bébepa, ecemoppacuueckuii  aneuomamos) — HACIEICTBEHHOE
3abosieBanre (1:5000), B oCHOBE KOTOPOTrO JICKHT HEMOJHOIICHHOCTh COCYJIHUCTOTO
sHAOTENUS. | TUM reHeTHUdecKuid OO0JIE3HU acCOUMMPYIOT € Je(PeKToM CHUHTe3a

komarena, ¢ reHom ENG, pacnonoxennsiM B Jokyce 90 33-11, komupyromiem
TpaHncMeMOpanHbii rukonporenH, tan | (CD105). XapakrepHa Kiaccuyeckast
TpHazna npusHakoB: 1 - cocynucTeie pacIMpeHHs B BUE TEICAHTMIKTA3UU KOXKHBIX
MOKPOBOB M BUCLEpPAJIbHbIE COCYIUCThIE aHOMAJIMHU (AaHTUOMBI, apTEPUO-BEHO3HBIE
aHeBpPU3Mbl, UIYHThl B JIETKUX, [€YEHU, TOJIOBHOM MO3re u T.J.); 2 -
reMopparnueckuii auare3 (Ipexie BCEro, MOBTOPHBIE HOCOBBIE KPOBOTEUEHUS); 3 -
AJl-tun HacnenoBaHus. Ha pa3HbIX ydacTKax KOXKM M CIM3HMCTBIX 000JI0YKax TIyo,
pTa, BO BHYTPEHHUX OpraHax oOpa3yloTCsi MHOKECTBEHHbIE AHTHOMBI U
TEJICaHTUIKTa3u  (aHOMAJIUM  COCYIOB), KOTOpPHIE MOTYT  COMPOBOXKIATHCS
KUZHEYTPOKAIOIMIMMHA ~ KPOBOTCUCHUSMH. AHOMalWU  1epeOpaibHBIX  COCYIOB
oOHapyxuBatorcs B 5-10 % ciiyyaeB B BHI€ aHTMOM, apTEPUOBEHO3HBIX COYCTHI,
aneBpusM. Crnyuaes ocmpwvix PA ne onucano. OmumOKM B JHArHOCTUKE HTOTO
3abosieBanus MoryT gocturath 50-75 % [130].
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AHeBpu3zMa OpromrHoii aoptsl (ABA). PaccmaTprBaercs B JaHHOM pa3feie, B
CBSI3U C BO3MOKHBIM METaXPOHHBIM IMOPAKEHUEM — PA3BUTUEM aHEBPU3MBI IPYAHOTO
oraena B 20% ciydaeB [131]. B TMIMYHBIX cioy4asx BOBJCKacTCs OprOIIHAs aopTa
HUKE OTXOXKJICHHUS IMOYEYHBIX apTepuil. ACCOUMUPYETCS C aTEPOCKIEPO30M, IPHU
KOTOPOM, KakK MpaBWIJIO, OTCYTCTBYET MeJMalIbHAs JereHepanus, HabmonaeMas mpu
HacnenctBeHHbIX API'A m CM. Bcerpeudaercss B OCHOBHOM Y MOXKHUJIBIX MYXKYUH.
Cewmelinas arperanusi ABA XOpoIIo U3BECTHA Y POACTBEHHUKOB NIEPBOM CTENEHU — B
JIBCHA/IIIATh Pa3 MOBBIIMICHHBIA pucK pa3Butus ABA [132]. BeisBicHBI eMHUYHBIC
HYKJICOTUIHBIE MOTUMOP(U3MBI Ha JIOKYCax, YBETUUMBAIOIIUE PUCK pa3BUTUi ABA,
MEH/ICJIEBCKHE TeHBI He ycTaHoBIIeHbI [133].

JIBycTBOopuathlii  (OMKyCHHMAAJBHBINA)  aopTaJbHBIA  KjIamaH  0e3
kagabuupukanun (JAK) B OeTCKOM M IOHOIIECKOM BO3pacTe, Kak IpPaBUIIO, HE
MpOSBIISIETCS KIMHAYECKU. OIHAKO, B IMHAMHUKE K TPEThEH — YETBEPTOM JI€KaJaM
KU3HU 3aKaHYUBAETCA (DOPMUPOBAHUEM KAJIbIU(UIIMPYIOIIETO CTEHO3a a0pThl. Puck
paccroenuss aopmvl ¢ 9 paz eviuie, yeMm )y NAYUEHMOE C MPexcmeopyamuim
aopmanbHuIM KIANAHOM.

Pacuimpenne aoptet npu  JJAK Berpewaercs B o00M  BO3pacTe.
Pacnpoctpanéanocts JTAK cocraBnser 1 — 2 % B nomymsimum [134, 135, 136]
3HAYUTENBHO YBETUUYUBASACH Npu 110 2-9% npu pacceuenun aoptol (PA) tuna A u 3%
npu PA tuma B [137]. C yuetom BbIicOKOi#t ¢ pacnipoctpaneHHoctd JJAK (tabn. 4.11),
HAOJTIOIaeMBbIX CITyYaeB JIUCCEKIIMK a0PTHI 3HAYUTEIBHO OobIe, ueM mpu CM [137].

Tab6auna 4.11 - Kinuanueckas MmanudecTanus NopaXeHU aOpThI ITPH HACIEICTBEHHBIX
3a005IeBaHUSAX COCAMHUTEIHHON TKAHU

PacripocTpaneHHOCTD BeposTHocTh mucceknuu
Cunnpom Mapdana 0,01% (1: 10 000) 40 %
BukycnmnanbHblii aopTaneHblid Knanan | 1 -2 % 5%

5H0):[po6Hoe ONMCaHue aopronaruu, accounnposanHon ¢ JIAK npencrasieno B
TJIaBe d.

3.8.1.2 HecuHppomHbie hopmbl APTA

JlaHHBI pa3zen MpeJCTaBIeH HEAaBHO OTKPBITBIMM MYTallMSIMH B TEHax,
OTBETCTBEHHBIX 32 KOMIIOHEHTHI COKPATUTEJIBLHOIO ammnapaTra TIJIaJKOMBIIICUHBIX
kietok (I'MK) aopTthr.

Cemeiinass AI'A (AATG6). TereposurorHeic wmyrtamuu B reHe ACTAZ,
konupytomeM o-aktuH ['MK aoptel, pa3Butne AI'A coueraercsi C OTKPBITBIM
aprepuanbHbiM 1poTokoM (OAII), pexe ¢ JJAK M [ONOJHUATENHHO TPOSBISETCS
TaKMMH cHUMIITOMaMH, Kak cetdaroe JmBeno (livedo reticularis) u  aokkyisl
panyxku. Mytaruu ACTAZ aBistoTcst camoil 4acTol MPUYUHOM OCTPOM JUCCEKITUU
aoptel — 14% Bcex cimyuaeB fTAAD [86]. Jluccekius BO3MOXKHA NPH JHAMETPE
KopHs aopThl B 4,5 cMm. Teduenue menee arpeccuHoe, yem npu JIJIC (mo 67 ner).
[ToBbIlIEH PUCK APYTHX PaHHUX Kapauo- U LepeOpOBaCKYISIPHBIX COOBITHI (paHHME
nopasicenust KOpoHapuvix apmepuii ¢ pazsumuem MBC, vllleMUYECKUE UHCYIbTHl U
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aHEBPHU3MBI COCYJIOB TOJOBHOTO Mo3ra) [86]. bomesnp «mvosivosy (# 614042) npu
ACTA2 wmytanmusx mpeanojiaraeT peAakuil  1epeOpoBacKyNISpHBIA  CHHIPOM,
XapaKTepU3YIOIIUNUCS TBYCTOPOHHEH MPOTPECCUPYIOMICH OKKIIO3UEH WM CTEHO30M
TEPMHUHAJILHBIX BETBEH BHYTPCHHHUX COHHBIX apTepUid, BEAyIIeH K (HOPMHUPOBAHHIO
cemu KoJIamepanibHblX (OONOJHUMENbHBIX) COCYO08 HA OCHOBAHUU Mo32a (ApKas
OTJIMYUTENbHas dYepTa 3aboneBanus) [9, 44, 86]. Ormewaercs 3HAYUTEIHHO
MOBBIIIICHHBIN pHUCK paccioeHuss AI'A mpu MUHUMATIBHBIX H3MEHEHHSX aOpThI Y
OepeMEHHBIX.

Cemeiinas AI'A (AAT4) BbI3BaHAa TIeTEPO3UTOTHBIMH MYTAIMSIMH B TCHE
MYH 11, xomupyromeM Oenok Tsokenblx 1meneid muosuHa 11 I'MK. SBnsercs
[JIABHBIM COKpaTUTEIbHBIM OeikoM, mpoayiupyembiMm B I'MK. AneBpu3ma KoOpHs
aopThl yacto accouuupoBana ¢ OAII; pacceuenue HaOmromaeTcs He yacTto [64, 69].
Penko, HO MOryT OTMeUaTbCs: aHEBpHU3Ma W pacce€UeHHWE HHUCXOMAAIIEH aopTHI,
WHTpaKpaHUaJIbHbIE aHEBPU3MBI COHHBIX aprepuii, panee Hauvago UBC,
OOJIMUTEpUPYIOLIETO  JYHAAPTEpUHMTA  MEPUPEPUUECKUX  COCYIO0B, HHCYJIBTOB.
OTMmeyaercst cemeuHvli aHAMHE3 6HE3ANHOU CMepmu  yice HA  Yemeepmom
oecsmunemuu xcusnu. Cnenuduaeckoro GeHoTUIIAa HE OMTUCAHO.

Cemeiinas AI'A (AAT7). Myrammun B TeHe, KOJUPYIOIIEM KHHA3Y,
KOHTPOJIUPYIOIIYI0 KOHTPaKTWIbHYIO (YHKIUIO Jierkux Iened muosmHa ['MK
(myosin light chain kinase, MYLK) na xpomocome 3021, mocym evizvisamop
ouccekyuio aopmul Oe3 popmuposanus nepsuutol anespuzmol [65].

TGF-p1-3aBucumble BackyJgonatuu. Mytamuu B penentopax [TGFBR1
(AATS5, JIIC1) u TGFBR 2 (AAT3, JIIC2) moryT BbI3BIBATH MATOJIOTHIO,
OTPaHUYCHHYIO TIPOSBICHUSIMHM B aopTe. BMecTo pa3BUTHUS  KJIACCHYECKUX
cunapoManbHbix ocobennocredt JIJIC, MokeT oTMeuaTbcs MSITKUNA MPOPUIIH
(penotum) JIAC [157]. CyiiecTByeT MOBBIIICHHBIA PUCK aHEBPU3M W PACCIOCHHM
APYTUX COCYZOB, B TOM YHCJIE aHEBPU3M COCYAOB T'OJIOBHOTO MO3Ta, OCOOEHHO B
ciyyae MmyTanui B petientopax TGFBR 2 tuna (JIIC 2).

Cemeitnan AI'A (AATS8) acconmmpyercs C TeTepO3UTOTHBIMA MHCCEHC
mytanusasmu B reHe PRKGI1, xomupyromem nl M®-3aBucumbie peryasTOpHBIC
nporennkrHasbl, THa | (PRKG / PRKG1B) [138]. [IpoTenHKHHA3BI HTPAIOT BAYKHYIO
poOJib B PpeJlaKcalMy TJIAJKUX MBI COCYJOB (YMEHBIIEHHUH KOHTPAKTUIBHBIX
cBoiictB cocymucteix ['MK) w wuHrunOupoBanuu arperanmu tpomOouutoB [139].
Knuandecku nposiBisitorcst HacnencrBeHHbIMu API'A o6oux tumoB A u B ¢ AJl-
TUIIOM HaclieqoBaHUsA. PacciloeHne aopThl MOXET MPOU30MTH BO BTOPOM
JecATUIeTHH Xu3Hh. [IposBisieTcss BHE3almHON cMepThio B Bo3pacte 17-18 mer (mo
37-45 neT) oAMHAKOBO KaK y JKEHUIMH, TaKk U MYyX4MH. CO CTOpPOHBI CepJeHHO-
COCYIUCTOM CHUCTEMBI PEAKO, HO MOTYT OTMEYAaThCsl W3BUTOCTh TI'PYAHOW aAOPTHI,
AHEBPU3Mbl KOPOHAPHBIX APTEPUl U MX PACCEUYCHHE, aHEBPHU3Ma MEXIIPEICEPIHON
neperopo K. Bo3MoXXHBI METaXpOHHBIC MOPAXKEHUsI \ aHEBPU3MbI OPIOIIHOM a0PTHI.
He gacrto, HO oTMeuaroTcst iepeOpoBacKyIsipHbIe 3a00JI€BaHUS MAJIBIX COCY/IOB.
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Cemeiinasas AI'A (AAT9) o0ycnoBieHa reTepo3UrOTHEIME MYTAIlUSIMA B TCHE
MFAPS, koaupyomeM MHKPOGUOPUI-ACCOMUPOBAHHBIA  TJIMKONPOTEUH 2
(microfibril-associated glycoprotein 2; MAGP2). fIBasieTcsi KOMIIOHEHTOM 3JIaCTHH-
aCCOLMUPOBAaHHBIX  (GuOpuUMH-coaepKammx)  Mmukpodpuopun BKM  [67].
Koaupyemslii 6e10K cIocOOCTBYET MPUKPETUICHUIO KIETOK K MUKpoduOpriiaM uepes
anb(da-V-6era-3-unrerput. [lopaxkeHne aopThl Yalle OrpaHUYUBACTCS PACIIUPEHUEM
Wi (HOpMHUPOBAHWEM aHEBPU3MBI, TUCCEKIMS Pa3BUBACTCA PEIKO. Y HEKOTOPHIX
MAIeHTOB OTMEUYAETCsl MPOJIATIC MUTPATBHOTO KiamaHa, pa3BUTHE (GUOPUIUIAINN
npencepauii. Hedacto, HO MOTYT MPOSIBIATHECS (PEHOTUIHMYECKHUE MPU3HAKH KOCTHO-
CKEJICTHBIX aHoMaimii B Buae BpoxkaeHHod JI'K (pectus excavatum / carinatum),
apaxHOJAKTHIINS, ApKOBUIHOE HEO0O).

KNKOYEBbIE NMOJIOXXEHUA

»  Jluppgpepenyuanvuviti 0uacHO3 OCHOBblBAemMCs, 6 Nnepeyly ouepedsb, Ha
UCKTIIOYeHUU U3BECIHBIX 2EeHEeMUYECKUX CUHOPOMOS C NOCIe0YIOUWUM 2eHEeMUYeCKUM
KOHCYIbMUPOBAHUEeM U 00C1e008aHUU POOCMBEHHUKO8 NePBOLL IUHUL.

=  (Ocoboe 3HaueHue  cledyem — nNpuoa8amv  cneyupuueckum  KIUHUKO-
GeHomunuyeckum nposeiIeHUAM, NpeonoNa2aruux puck Ouccekyuu aopmel 6e3
Gopmuposarus nepeuUYHOU aHe8PU3MbL, PAHHUX YepeOPOBACKYIAPHbIX 3a001e8AHUM.

4.8.2. AndpdepeHumanbHas AMarHoCTMKa ocTporo
aopTaribHOro cuHgpoma

Ho 30% mnamuenTtoB ¢ ocTpeiM PA mocTymaroT ¢ JIpyruM JUarHO30M.
VBennueHne IMaHCOB HAa CBOEBPEMEHHYIO NHAarHocThky Bcex OAC mpeamosnaraer
MPUHSATHE BO BHUMAHHE COYETAHME JOTECTOBBIX BeposiTHocten (Tabdm. 4.10, Tabu.
4.11), BriIrOYAIONMX KJIMHUYECKHUE JIaHHBIE, JIAOOPATOPHbIE M BU3YAIU3UPYIOIIHE
HCCIIETOBAHMS.

Taémuma 4.10 - KnuHudeckue JaHHbBIE, MOJNE3HbIC (MCIOIB3YIOIIMECS) ISl alPUOPHON OLIEHKH
OAC

XapakTepUCTUKN VY coBHs BBICOKOTO pUCKa IIPU
VY cI10BUs BBICOKOTO PUCKA
001 BBICOKOTO pHCKa 00cIeI0BaHUH

*  Cunzgpom Mapdana| *bons B rpyau,| ®*llpusHaku aepunura nepPpy3uu
(wmu  gpyrue 3aboneBaHus |cnuHe, WM Oonu B| = leduuut mynbca
COCTMHUTENbHON TKaHM) KUBOTE, ® Pa3Huia cucTon4eckoro A/l

. CeMmelHbIH aHAMHE3 | OMChIBaeMble OJHOM | ® JIOKanbHBIM HEBPOJIOTUYECKUN
3a001€BaHUN a0PThI u3 clenyouux | AepuuuT (B COueTaHUU ¢ OOJIBIO)

. Panee W3BECTHBIN | XapaKTEPUCTHK: = JInacTOJIMYECKUI IIyM Ha aopTe
MOPOK a0pTaJIbLHOIO KJIaraHa —pe3Koe Havyaao (BIIEpBBIC MMOSIBUBIIUICS H

. Pance m3BectHas AT'A —0oabIas COYETaIoIIMICs c 00JICBBIM

. [IpenmecTByronume HHTECHCUBHOCTH CHHJIPOMOM)
BO3JEHCTBUS Ha a0pTy (B TOM | —pa3pbIBAOIIUMA = ["UIIOTOHUS UJIH IIOK
YUCJIe OTIEpaIliy Ha CepJIle) | XapakTep
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Jlnst nupdepermanbHON TUarHOCTUKY WIIH BBISIBJICHUS OCIIOKHEHUH TpeOyeTcst
MIPOBEJICHUE CJICAYIOMMNX JIa0OPAaTOPHBIX HUCCIEAOBAHUM, MEPEUUCICHHBIX B TaOJI.
4,12

Tab6uuua 4.12 - JlabopatopHble ncciae10BaHusl, HEOOXOAUMBIE ITPH OCTpoM PA

JlabopaTopHbIe TeCThI BbisiBjIeHHe TPU3HAKOB:
KonunuectBo spuTponutoB [ToTepst KpOBH, KPOBOTECUEHHE, AHEMHUS
KonuuecTBo IEMKOITUTOB Nudeknus, Bocrianenne (CCBO)
C-peakTuBHBIN O€0K BocnanurenbHblid OTBET

[IpokaneuuTonnHoBeI TecT  |[Iuddepernumnansuas nuarnoctuka mexay CCBO u cencucom

K®K Peniepdy3noHHOE MTOBPEKICHHUE, Pa0IOMUOIHN3

Tpononud 1 wim T Nmemus Mmuokapaa, nHGapKT MUOKapaa

H-Tduamep PA, TpoMO0AMOOIIHS JIETOYHOM apTepuu, TPOMOO03

e [loueunas HEJIOCTaTOYHOCTh (cymecTBytomas U
Pa3BUBAIOIIASCS)

ACT/AJIT l1meMus neyeHu, opaxeHue Me4eHu

JlakTaT MimemMust KHIIEYHUKA, METa0OJINYECKUE HAPYIICHUS

I'mroxo3a CaxapHblii 1uader

["a3b1 kpoBH MeTabonudyeckrue HapylIeHUsl, HACHIIIEHHE KUCIOPOI0M

Coxpawenus: CCBO — cMHIpPOM CUCTEMHOT0 BOCHATIUTENBLHOTO 0TBeTa; PA — paccioeHune aopThl.

[Ipu noBeimieHHOM ypoBHe D-nuMepa momo3penune Ha PA Bospacraer [91].
Kak mpasuio, ypoBens D-aumepa cpazy o4eHb BBICOKUM, 10 CPABHEHHIO C IPYTUMHU
3a001€BaHUsIMU, TIPU KOTOPBIX YpoBeHb D-numepa moBblaercs nocreneHHo. D-
auMep o0saiaeT caMoil BBICOKOM AMArHOCTUYECKOM [IEHHOCThIO B TEUEHHUE MEPBOTO
yaca [91]. Eciu D-pguMep OTpHIIATENBHBIN, MO-PEKHEMY IOJDKHA COXPAHSATHCS
ITOBBIIEHHAs HACTOPOKEHHOCTh B OTHOIEeHNH Hasmunst UMI™ u TTA 4.

Tak kak PA nopaxaet cpeiHior0 0007104YKy CTEHKH a0OpThl, ObUIN MPEAJIOKEHBI
HECKOJIbKO OMOMAapKepoB, CBSI3aHHBIX C TpaBMOM 3HmoTenus cocynoB uiaun ['MK
(MMO3MH TJaJKUX MBIIII), COCYJUCTOrO MHTEPCTULIMSA (KaJbIIOHUH, MaTPUKCHBIE
METaJUIONPOTEeHHA3bl 8), 37JaCTUYECKUN JIaMHH aopThl (PacTBOPUMBIC (hparMeHTHI
AMacTHHA) W Tpu3Haku BocnaneHus (teHaciuH-C) wim TpomOO03a, KOTOphIE B
HACTOAIIEE BpPEMsl HU3Yy4YalOTCs, HO €Ll HEe BOILIM B PEAIbHYI KIMHHUYECKYIO
npakTuky [89, 90].

JuarHocTudeckasi BUsyajau3anusa npu ocrpom PA

KT, MPT, u UYII-OxoKI' oauHakoBO HaJEKHBI JJI1 MOATBEPKICHUS WIH
uckiroueHus auardosa octporo PA [140]. Oxnako nposenenue KT u MPT momkHbI
obocyxnarbest mpexxae UII-DxoKI' mist omenku pacmpoctpaHeHusi octporo PA u
BOBJICUCHHSI BETBEH aopThl, a Takke mias auarHoctuku ML, TIAS u TITA [141,
142]. B cBoro ouepenn, UIT-DxoKI™ ¢ ucrnonb3oBanuem pomrmieporpaduu odaamact
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MPEUMYIIECTBOM IPH OILIEHKE KPOBOTOKA 4epe3 (eHECTpaluu W OMPECICHUU HX
pacnosioxkenus. UII-OxoKI' moxker mnpeacTaBiasTe OOJBLION HMHTEPEC y OYEHb
HECTAOMJIBHBIX IAallUEHTOB, W MOET OBITh HCIIOJNB30BaHA JUIsI KOHTPOJIS 3a
U3MECHEHMAMU KaK HMHTPAONEPALIMOHHO, TaK U B IIOCICONEPALIMOHHOM IIEPHOJE B
OT/ICJICHUN UHTCHCUBHOMN Tepanuu [143].

KINKOYEBbIE NMOJIOXXEHUA

OcHosHotl yenvio euzyanuzayuu npu ocmpom PA sensemcs xomnnexcuas
OYyeHKa 8cell aopmol, 8 MOM YUCIe OUAMempos, hopmbl aopmvl, U PACHPOCMPAHEHUS
PACCNlOeHUs, B08NIEYEHUS 8 NPOYecc PAcCClOeHUsi KOPHA aopmbl, OMHOULeHUs C
NPUNLEXHCAUUMU CIPYKIMYPAMU, U HATUYUe GHYMPUcmerHouno2o mpombosa [91, 144].
Jlononnumensro Heobxooumo evigeums conymcemeyowue UMI, [1A4 u 6osnevenue 6
aHespUIMamuiecKkoe nopajiceHue 6emeel dopmboi.

4.9. OueHKa pucKa U NporHos

4.9.1. EcTecTBeHHOe TeYyeHue

HopwmaibHbie 1ruaMeTpbl BOCXOASIIET0 oTAena aopThl 1o pesynbratam MCKT
u peatreHorpaduu OI'K npeacrasiensl B Tadmure 4.13 [145].

Tadauua 4.13 - Pazmeps! KOpHS U BOCXOJIAIIETO OT/AENIa A0PTH B HOPME

Otnen aopThl ['panu1bl cpegHUX CranpaptHoe Tun

3HA4YeHUH, CM. OTKJIOHEHHUE OT UCCIIEI0BaHMS
CPEIHETO0, CM.

Kopens aopTtsi 3,50-3,72 0,38 KT

(’KEeHIITMHBI).

Kopens aoptel (Mmyxunnsr) | 3,63-3,91 0,38 KT

Bocxopasmiast aopra 2,86 - POT'K

(My>X4MHBI, )KEHIIINHBI).

Ipumeuanue: KT-xomnprotepHas ToMmorpadusi, POI'K- peHTrenorpadus opranoB rpyHoii
KJIETKH.

B TeueHue XHM3HU YENOBEKA JUAMETP aOPThl MOCTEIEHHO YBEIWYUBAETCS CO
ckopoctbio 0,12- 0,29 mMm B rox [146]. Oxxumaemoe B HOpME pacCHIUPEHUE AOPTHI
cocTaBiisieT 0okoJyio 0,9 MM y MyxunH U 0,7 MM y KEHIIUH HAa Ka)XXJ0€ ACCATUIICTHE
KU3HU [57]. MemsieHHbIl, HO TPOTPECCUPYIONINI TMpoIecC AWJIAaTallud aopTh
CUHMTAETCsl CJIEJACTBHEM CTapEHUs, CBSI3aHHBIM C 0OoJiee BBICOKUM KO3 UIIMEHTOM
COOTHOILICHUSI KOJIJIareHa K AJIaCTUHY, HapsIy C MOBBIIICHHUEM YKECTKOCTH COCYIOB,
naByieHust U myibca [147, 54]. JIOMOJHUTENBHO CYIIECTBYET 3aBUCMMOCTh OT TI0Jia
(nuameTp aopThl >y MY>KUMH), OJHAKO C BO3PACTOM Pa3Iudusi HUBEIUPYIOTCSI.

[Tpu usmepenuu npyrux (OprOUIHOTO) OTAEIOB aOPThl Pa3IUUMsl, CBSI3aHHbIE C
M0JIOM, HUBEIUPYROTCH, eciik yuutbiBaercs [1I1T.
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JlumutupoBaHHBIE (U3UYECKHME HATPY3KH HMEIOT JIMIIbL OTPAHHYCHHOE
BIUSHUE Ha (u3nosorndeckoe pemozenupoBanue (pacmmpenue) KA - BepxHUit
npeaen (99-i nporieHTHIL) 3HaUYeHU AuaMmeTpa coctasisieT 40 MM y MyxuuH u 34
MM Y skeHIuH [148].

4.9.2. CKOpoCTb NporpeccMpoBaHnA HacneacTBEeHHbIX
ATA

Cemeiinbie (HecuHapoMHbIe) AI'A pacTyT ObicTpee, YeM JereHepaTHUBHBIC
($hopMBI — CO CKOPOCTHIO 70 2,1 MM/Tox (0OIIMe MaHHBIC AJIT aHEBPU3M BOCXOISIIEH
¥ HHUCXOJSIIEH TPYAHOIM a0pThI); TEMIIBI pocTa «cropaandeckux» ¢popm AI'A moryT
coctaBnsaTeh A0 3 mM/ron. Ilpu JIAK ckopocTe pacummpeHusi aopThl COCTaBIISIET
npumepHo 0,5 mm/rox [149].

Temnbl pocra cunapomubix ¢popm AI'A paznuunel: npu CM B cpenHem
coctassitoT 0,5-1 mm/ron, npu JIJIC — moryT coctaBisaTs > uem 10 mm/ron (cMepTh
HACTYyIaeT B cpearem B 26 net) [150, 151, 152,149].

Temnbl pocTa aHeBpU3M HHMCXOASIIE a0pThI ObIcTpee — 10 3 MM/TOJ, YeM
Bocxosmier — 1 mm/ron [153]. CpenHsis CKOpPOCTh pOCTa aHEBPHU3M JIUCTAIBHBIX
OTZAEJIOB HUCXOJSIIEHM aopThl IOCIE XHPYpPrHUecKoM Koppekuuun AoK wu
NpoKCUMallbHOW aopThl y marmueHntoB ¢ CM  cocraBmser 0,58+0,5 wmwm / rog.
Jlucceknny, HEOTIOKHBIE BMEIIATENbCTBA M apTepuanbpHas rumneprensus npu CM
aCCOLUUPYIOTCS C OOJBIIMM AUAMETPOM JAUCTAIBHBIX OTJIEJIOB aOPThl B OTAAJICHHBIC

CPOKH U C 60.]'[66 3HAUUTEILHON CKOPOCTBIO pACIIUPCHUA A0OPThI B TCUCHNC BPCMCHU
[154].

4.9.3. PUCK paccnoeHusi aopTbl

AHeBpU3Ma aopThl OOBIYHO TPEIIIECTBYET €€ paccioeHuro. B OombImHCTBE
CJIy4aeB PHUCK pa3pbiBa aOPThl YBEIMYMBACTCS MIPU MAKCUMAJBHBIX pa3Mepax aopThl
oko0j10 55 mm [6]. Oxgnako, mo ganaeiM IRAD mourn 60% PA Bocxopsiiei aopThl
MIPOUCXOAUT TIpH €€ nuamerpe < 55 MM — OOIICTPUHSTOTO KPUTEPHS PACIIUPECHUS
aoptsl [14].

Ilpu oecenepamusnvix popmax AI'A cymecTByeT OBICTPBIN pocT prucka PA wnim
pasphiBa Mpu AuUamMeTpe aopThl > 60 MM 171 BOcXoAsmiero oraena u > 70 mm st
HUCXOmsAIIero otaena aoptel [155]. MuauBumyansHbii puck PA mpu MeHbliem
JTMaMeTpe a0pThl OYCHb HU30K.

Puck PA nacnencrBeHHbix AI'A pe3ko Bo3pacTaer npu auaMerpe yxe < 50 Mm
Y TIPY TEMITaX POCTa aHEBPU3MBI:

= 0,8 mm/rox — npu cAPT"A (pu CM);

. 1 mm/ron — npu HCAPT'A (y mur; ¢ myranueii B TGFBR2, MYH11, ACTA2)
[156, 157, 86]

= 3,3 Mm/roa — mipu ciopaaudeckoit popme APTA.
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Puck ocnoxxuenuit AI'’A yCJI0BHO MOXKHO KiacCu(UIIUPOBaTh Ha 3 KaTeropuu
no uHaekcy pasmepa aoptbl (MPA), KOTOpbI BBIYHMCISETCS, KaK COOTHOIICHHE
auamerpa aopThl K ITIIT (tabdi. 4.14).

Taoauna 4.14 - Kareropuu pucka API'A no nnaekcy pazmepa aopThl

Kareropus pucka E:xerognas yacrora HNupexc pasmepa aopThl
0CJI0KHEHU I (APA)
Huskuii 4% < 2,75 cM?/m?
Cpenuuii 8% Mexnay 2,75 u 4,25 cM/M?
Bricokuii 20% > 4,25¢cm/M?

Cokpawenus: UIPA — unaexkc nuamerpa aopthl. [Ipumeuanue: Bepxuuii npenes Hopmel UPA B
2,1 cM/M? yCTaHOBIIEH Ha YPOBHE A0PTAIBHOIO CHHYCA.

4.9.4. PUCK conyTCTBYHOLNX CepaeyvYHO-COCYyaAUCTbIX
3aboneBaHuun

Ilpu Oecenepamusnvix ¢opmax AlI'A CylleCTBYeT TMOBBIIICHHBIM PUCK
CEPICYHO-COCYANCTHIX COOBITHI, B OCHOBHOM, HE CBS3aHHBIX C AaHEBPH3MOH, HO
JOCTOBEPHO CBSA3aHHBIX € OOmMMH (hakTOpaMu pHUCKA (KypeHue, apTepHalibHas
TUNEPTEH3UsI U TP.) U TMATOJOTMYECKUMHU COCTOSHHMSIMU (HAmpUMep, BOCHAICHHE)
[158]. V mnamuentoB ¢ ABA 10-meTHHII PUCK CMEPTHOCTH OT JIFOOOW CepeUHO-
COCYIUCTOM mpuyuHbl (MHPAPKT MHUOKapAa, HWHCYJIbBT) MOXKET MPEBBIIIATH
aCCOIMUPOBAHHYIO C aHEBPU3MOM cMepTh Oosiee dyem B 15 pa3 [159]. Jlaxke mocne
ycnemnHoro xupyprudeckoro jedeHuss AI'A w/unu ABA, manueHThl OCTarOTCs B
IpYIINe TOBBIIMICHHOTO PUCKA CEPACYHO-COCYTUCThIX coObITHH [158].

Ilpu  nacneocmeennvix  ¢opmax  AI'A  Xopowmwo  CITITaHUPOBAHHBIX
PaHIOMU3UPOBAHHBIX KIMHUYeCKUX ucnbiTanuil (PKH), HarpaBieHHBIX HA U3yYEHUE
0O0IIEro cep/IeYHO-COCYIUCTOrO MPOrHO3a HE MPOBOAMIOCE. Tpedyercs BBITOTHEHHE
o0lIMX TpaBUi W BpadyeOHBIX MEPONPHUATUNA TO BTOPUYHOM KapAHOBACKYJISPHOU
npodunaktuke API'A (cm. paznen 4.10), nomumo cnerupuueckoit tepanuu ATA.

49.4.1. Puck accoumMmMpoBaHHOro nopaxxeHns apTepuanbHOro
aepeBa

Bo03MOXHBI TaHAEMHBIC MOPAKEHHUSI — aHEBPU3MBI PA3JIMYHBIX JIOKATU3AILUN,
npu yxe wumeromeiics AI'A: ¢ yBennueHueM pucka HaOmomarorcss ABA  —
npubnm3uTenbHo B 12%, romoBHoro mosra — B 9 - 14% u nepudepudeckux apTepuii
(MOB3AOIMIHBIX WM TOJKOJCHHBIX) — B 9% cilydaeB (IaHHbIE TPHUOIUZUTEIHHBI)
[62]. Puck aHeBpHM3M M pacCcliOCHUI APYTHMX COCYIOB, BKJIOYas MO3TOBbIC apTEPHH,
yBenuuuBaercs npu Haauunu TGFBR1 / TGFBR2, SMAD3 — myraruii.

[Tpu umeromieiicsi ABA (B OOJBITMHCTBE CITydaeB y KEHIIUH U MOXKHUJIIBIX JIUIT)
TaKKe OTMEYAIOTCsl KaK CHUHXPOHHBIE, TaK U METaxpOHHbIC (BO3HHUKAIOIIHUE Yepe3
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npomexxyTku Bpemenn) AI'A — B 20-27% [131], mepudepuueckue aHEBpU3MBI
(6enpennbie wiu mojakoyieHHble) — B 14% ciywae [160, 161]; JAK w/mmm ero
HEJIOCTaTOYHOCTh 3 CTEICHU W OOJIBIINI pa3mep Bocxojsiel aopThl (8,0% npoTus
2,6% coOTBETCTBEHHO ¢ 1 0¢3 Hanuuust ABA) [162].

4.9.4.2. Puck Hanuunsa cemenHbIX aopTonaTumn

[Ipn HCAPT'A mpu cocTaBiIeHUU CEMEMHBIX POJIOCIOBHBIX TONBKO B 19-21%
cilydyaeB y mpoOaHaa OOHApY>KMBAIOTCS POJICTBEHHHUKHU | JIMHUM / CTENEHH POJICTBa
[151, 43].

ITIpu cAPT'A cemeliHasi CBSI3b C MOPAXKEHUEM A0PTHI Y POJACTBEHHUKOB MEPBOM
JUHUYU BeTpedaeTcs ¢ yactotoi 10 50 %.

IIpoenos. OcTpoe pacciOoeHHE BOCXOMSIIEH a0opThl COMPOBOXKAAETCS BBICOKOM
netanbHOCTHIO: - 40% B Hauaze 3a0oneBanusi. CMepTHOCTH cocTaBisieT 1 - 2% B yac
OT Hayajga CHMIITOMAaTHKH; JIETAJIbHOCTh B TeueHue rojga — 90%. Paccioenue 1o
TAUMY A — DKCTPEHHas Xupypruueckas matojiorus. KoHcepBaTUBHOE JieUeHUE
CONIPOBOKJIAETCS JIETAIBHOCTBIO OKOJIO 20 % B TeueHnue nepsbix 24 yacos, 30% B
TeueHue 48 yacoB oT Hauvasna nposieiieHus, 40% k 7 o u 50% k KoHiry 1 Mecsa.

Jaxe ¢ XUpPYpPrU4ecKUM JIEUEHHEM 4YacToTa cMepTHOCTH nocturaer 10% B
teueHue 24 yacos, 13% B Teuenue 7 gueut u okoiio 20% B TeueHue 30 gHEi.

Ooicudaemas  nPOOONHCUMENbHOCb — JiCU3HU  TIPU  CBOCBPEMEHHOU |
MPaBUJILHOM TaKTUKE JICUCHUS MOKET MPUOINKATHCS K CpeaHE-TIOMYIISIIIUOHHOM.

KNKOYEBbIE NMOJIOXKEHUA

. B nacmoswee epemsa oocmynen nebovuiou 06vem OAHHBIX O eCmeCcmE8eHHOM
meyeHuu Ho8blX MOJEKYIAPHbIX HapyuteHuti npu HCAPIT'A.

- Hpoepeccupoealme 3abonesanus u PUCK 6HE3ANHO2C0 pas3pvled CMEHKU AOpPMbl
npu HACEOCMBEHHBIX aopmonamusx HAX00Umcst 8 3a8UCUMOCU O 8UOA Mymat;uﬁ
U ceHa, accoyuupoearHHoco ¢ aneepuwwoﬁ.

. Ocmpoe paccnoenue 80cxo0sawel aopmsl CONPOBOHCOAeMcsi KPAlHe 8blCOKOU
JIemanbHOCMbIO.

4.10.MpodunakTnka n neyeHme

[Ipu BeIsiBieHnr AI'A C 1E€JIbIO OLICHKU TSPKECTH W MPOrHO3a 3a00JIeBaHUS

PEKOMEHYIOTCSL OOIIME W JOMOJHUTEIbHBIE MEPOINpUsATUsA / ucciaenaoBanus (Tadi.
4.15).

Ta6auna 4.15 - OOuye U JONOIHUTEIbHBIE MEPONPUSITUS ITPH BbIsiBIeHUH APT'A.

OO0uue pekomenxanumn Kaace a Yposens

[Ipu BBISIBIIEHNH aHEBPU3MBI a0PTHI JTI000M JTOKaIU3aIHH, I C
peKoMeHTyeTcst o0ceoBaHue / OIIEHKA BCEH aOpTHI U
AOpTAJILHOTO KJIallaHa B HA4yaJle ¥ B TEYEHHE MTOCIIETYIOIErO
Tepro/1a HaOIIOICHUSI.

[TanieHTsI ¢ aHEBPU3MOM a0PTHI UMEIOT MOBBINIEHHBIN PUCK Ila C

68



http://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/first-degree-relative/

CC3: nomxHBI OBITH PACCMOTPEHBI O0IINE TPUHITUITHI
npodunaktuku CC3.

Ipumeyanue: ® — Kiacc peKOMEHIAIUH; ° — ypoBEHb JOKA3aTENbCTB.

Ilpu nooospenuu na nacneocmeennwiti xapaxmep Al'A pexomenooearo:

1. BemonHenue 2D-DOxoKI' ¢ oieHkoil quamerpa KOpHS aopThl (CMHYCOB
BanbcanbBbl) 1 BOCXOJAIIEH a0pThl, B CPABHEHUH C COOTBETCTBYIOLIMMHU BO3PACTY
HOMOTpaMMaMH, HWHJEKCHUPOBAHHBIMU 10 Iwiomaan mnoBepxHoctu Tena (IIIT),
ornlenka cTpykTypsl AoK. Ilpu mioxoill Busyanuszaluu aopThl PacCMOTPETH
BO3MOKHOCTH BhinoaHeHus KT, MPT [106];

2. BUByamu3amus BCEW aopThl W/WIM 1EepeOPOBACKYISIPHBIX apTEPH TIPH
HaJMYAHA CEMEHHOTO aHAMHE3a COCYAMCTHIX 3a00JIeBaHUM, B YACTHOCTH BOCX OZISIIICH
rpyaHoil aoptel (cymectByeT 10 % BepOSTHOCTh CKPBITOM WHTpPaKpaHUAIbHOM
aQHEBPU3MBI);

3. npu mnpeanonaraemoMm Hamuuuu TGFBR2-, TGFBR1- wimm SMAD3-
MyTanuii (B 4acTHOCTH, Tomo3peHun Ha Haimmuue JIAC wm SMAD3-
ACCOIIMMPOBAHHOTO AHEBPU3MA-OCTEOAPTPUT CHHAPOMA), B 00S13aTEIHLHOM TOPSJIKE
PEKOMEHIYIOTCSl BU3YyaIU3allisi MO3TOBOTO KPOBOOOPAIIEHHUs, HUCXOSIICH Py IHOM
1 OPIOIIHOM a0pPThI, APTEPUATBHBIX OTBETBIICHUI OT aOPTHI;

4. y mun c¢ Hamuuuem / npennonoxenueM ACTA2-myrtanuii  kpome
BU3yallM3allil aopThl pekoMeHayeTrcsi BeimoidHeHue KT-anrumorpaduu cepaua u
epeOpPOBACKYISIPHBIX H300pAKEHU C LEIbI0 OLUEHKH CEepAECYHO-COCYIHUCTHIX /
1epeOpOBaCKYJIISIPHBIX 3a00JICBAHUN.

4.10.1. TeHeTM4YeCcKoOe KOHCYNbTUpOBaHue

CymiecTByIOT peKOMEHIAIUU 110 TEHETUYECKOMY CKPUHUHTY U TECTHPOBAHUIO
IIPU HACJICJACTBEHHBIX aopTonaTusx (tadi. 4.16).

Bo3moskHa npeHarangbHash IMAarHOCTHKA MPU OEpPEeMEHHOCTH C MOBBIIIEHHBIM
puckom API'A, eciau CylmecTByIOT aHaMHECTHUYECKHE JaHHble 00 HMerouleics
ITaTOJIOTUH B CEMBE.

CoBpeMEHHBIE HCCIENOBAHUS MOJEKYJISPHBIX MEXaHU3MOB paszButus CM
HaIlpaBJI€Hbl HE TOJHKO HA YTOYHEHHE 00BbEMa ONEPATUBHOIO BMEIIATEILCTBA, HO U
Ha MOUCK HOBBIX ()apMaKOJIOTMYECKUX MOAXOAOB JUIsl YMEHBIIEHUS! BBIPAKEHHOCTH
KJIMHUYECKUX CUMIITOMOB.

Ta6auna 4.16 - PexomeHganum Mo reHeTHYECKOMY TECTHPOBAHUIO TIPU 3a00JIEBaHUSIX A0PTHI

Pexomennanus Kaace? | Yposenn®

IIpu nogo3peHnn Ha CUHAPOMHBIN XapaKTep MOPAKEHUS a0PTHI | A
(cAPI'A) pexomenayeTCsl NPOBOANUTH CKPUHUHT POACTBEHHUKOB I1EPBOU
TUHUM (poauTenel, OpaTbheB U cecTep, AeTel) Ha MpeAMET HaIuuus
ATA

Pexomenpyercst o0ceioBaHUE POICTBEHHUKOB MIEPBON JTMHUH | C
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(ponurtenu u cubnuury) namuenTa ¢ API'A s unentudukanum
ceMeiHOol (hOopMBI, TPH KOTOPOU PUCK MEpeladl MyTalliK/3a00IeBaHUs
B cembe cocTtaBisieT 50%.

[Tocne nosiBiIeHMSs CEPbE3HOTO NOI03PEHNS Ha HAJTMYUE CEMENHOM | C
¢dopmbl APT'A pekomMeHyeTcsl HalpaBUTh MAalMEHTa K TeHETUKY IS
o0cieI0BaHUsI CEMbH U MOJICKYJISIPHBIX UCCIIETOBAHHMA.

M3MeHYMBOCTB BO3pacTa MOSIBICHUS CUMIITOMAaTUKH OIIPEAEIISAET | C
IIPOBEICHUE CKPUHUHIA KaXK/Iple 5 JIET Y “3J0pOBBIX~ POJICTBEHHUKOB,
BXOJAIIMUX B IPYIILY PACKA 10 YCTAHOBJICHUS WIN UCKIIOYCHUS
JIMarHo3a Ha OCHOBAHWMM KJIMHUYECKUX WJIM MOJIEKYJIIPHBIX
HUCCIIETOBAHUN.

ITpu cemeiinbix HCAPI'A nomkeH o0cyXaaTbes CKPHHUHT B Ila C
OTHOIICHUU aHEBPU3M, HE TOJIBKO I'PYTHOM a0pThI, HO U BCel
apTepuaIbHON CUCTEMBI (B TOM YKCIIE MO3TOBBIX apTEPHii).

[pumeuanue: 2 — knacc pexomendayuu, ® — yposens dokazamenscme.
Coxpawenue: nc/c API'A — necunopommvie / cemelinvle aHespusmbl U paccioeHus 2pyoHouU
aopmol.

4.10.2. Xupyprmyeckue BMmellaTernbCTBa
(npocdhmnakTnyeckm opueHTUpoBaHHbIE)

[IpodumnakTuyeckue MEponpuATUS B BUIE XUPYPTUUECKOTO MPOTE3UPOBAHMUS
aopThl, a B HEKOTOphIX ciydasx U AoK (coueranue nunatamuu aoptel ¢ JAK, ero
HEJIOCTaTOYHOCTh W JIp.) MPHUBOJAT K XOPOIIMM KIMHUYECKUM pe3yJbTaTaMm IMpHU
CBOEBPEMEHHOM IMPOBEJICHUU ONEPATUBHOTO BMEIIIATEIILCTRA.

Ha mnepBoe MeCTO BBIXOJUT CBOEBPEMEHHOCTh JHUArHOCTUKH JAHHBIX
KUZHEYTPOKAIOIIUX COCTOSTHUM, a TakKe TouyHOoe (HOPMUPOBAHUE TMOKAZAHUU IS
OMEepPaTUBHOIO BMELIATENbCTBA, YTO 3a4acTylO0 SIBISETCA CIIOXKHOM 3amadyeil u3-3a
MPaKTUYECKU OCCCUMIITOMHOIO TEYEHHUS aHEBPU3MBI, BIUIOTH 10 IUCCEKIMH WU
pa3pbiBa A0PTHI.

[TokazaHusi K omnepalid OCHOBBIBAIOTCS Ha pa3Mepe auameTpa aopThl (A),
CKOpoCTH pacumupeHuss aopTel (B) W cTaTHCTMYECKUX [aHHBIX, OCHOBAaHHBIX Ha
pe3yJbTarax ONEpaTUBHBIX BMENIATEIBCTB MPU B3BEIICHHOM PHUCKE OCJIOKHEHUU B
X0/JIe €CTECTBEHHOTO T€YeHHS 00JIE3HU U TUTAHOBBIX OIEpaIui.

4.10.2.1. JleyebHanA TakTMKA B 3aBUCUMOCTHU OT pa3mepa AlrA

OCHOBHBIE pelIeHus, Kacaloluecss JIeYeOHOW TaKTHMKU OTHOCHUTEIBHO
aHEBPU3M A0PThI, IPUHUMAIOTCA B 3aBUCHMOCTH OT UX pa3Mepa.

B menom, coBpeMeHHBbIC IaHHBIC, OCHOBAaHHBIE Ha OICHKE «puck | nonvsay
PEKOMEHIYIOT TPEBEHTUBHYIO  XUPYPrUYECKYI0  KOPPEKUHIO  (SKCTHPIALIHUIO)
oeccumntomHoi AI'A ¢ wenpio mnpefoTBpaileHuss €€ pa3pblBa U JUCCEKIHMH
He3a8UCUMO Om IMUOS02UYU TIPU MAKCUMAIIbHOM JUAMETPe aopThl JJIsi BOCXOASIICH
AOPTHI IIPH > 55 MM M HUCXOJAIIICH aopThI - 65 MM [163].
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[Ipu  knaccuyeckux  (HereHernyeckux)  BapuaHtax AI'A MoOxeT
paccMaTpuBaThes Oosee Huskull nopoe — < 50 MM y TaIMEHTOB C TOTIOJHUTETLHBIMH
(dakTOpamMu pHUCKa, TAKUMHU Kak:

» CEMEUHBIM aHAMHE3

= apTepualibHas TUNEPTEH3US

= koapkranus aopthl (KoA)

=  YBEJIIMYCHHE JHaMETpa aopThl > 3 MM / 1o

=  BO3pacT

=  [UIOIIAJb TOBEPXHOCTH Tella

= CONYTCTBYIOILIKE 3a00J€BaHUs

= THUI ONIEpaLUU

HwxHue  moporoBble  3HA4YEHHs  AUAMETpa  aopThl  TAKXKE  MOTYT
paccMaTpuBaTbCAd y MAIlMEHTOB C HHU3KUM PHUCKOM, €CIM BO3MOXHBIM SIBJISIETCS
BBINIOJIHEHHE KJIAMAHOCOXPAHAIOMIEH oOlepalud B  BBICOKOKBATH(PUIUPOBAHHOM
neHTpe [164].

Jns mauMeHToB, HMMEIOIMIMX I[OKa3zaHus K onepauud Ha AoK, HuxHuUE
MOPOTOBBIE  3HAUYEHUST MOTYT OBITh HCHOJB30BaHbl IPU  COMYTCTBYIOIIEM
MPOTE3UPOBAHUM AOPTAJIBHOTO KiamaHa (>45 mMM), B 3aBHCHUMOCTH OT BO3pacTa,
[T, »THoMOTMM TOpaKeHUs KJallaHa, U WHTpaoleparmoHHoOi (GopMbl U pa3Mepa
Bocxoasuienn  aoptel. [lokazanms Kk  omepauun npu  nopaxkeHuu — AoK
paccMaTpuBaroTCcs B cooTBeTCTBYIONMX pekomennaiusax (ESC/EACTS, 2012) [165].

Bre160p Mexly MOJHBIM NPOTE3UPOBAHUEM BOCXOSAIIEH a0PThI, B TOM YHCIIE
MPOTE3UPOBAHUEM KOPHS aOpThl C pEUMIUIAHTAlMEHd KOpPOHApHBIX apTepuid, U
YaCTUYHOTO npore3upoBanus aopthl Beiie CTI', 3aBucHT OT nuamerpa aopThl Ha
Pa3HbIX YPOBHSX, B YACTHOCTH Ha YPOBHE CHHYCOB BasibcanbBbl.

B ciydasix moiaHOro mpoTe3upOBaHUS BBIOOP MEXKIY KIANaHOCOXPAHSIOIIUM
BMEILIATELCTBOM M UMILIAHTAllMENd KOMITO3UTHOTO MpOTE3a C MPOTE30M KIlaraHa
3aBUCUT OT aHaidu3a (PYHKIUMU aopTAILHOTO KiamaHa W aHaTOMUH, pa3Mepa u
pactipoctpaHeHus Al'A, oxugaeMod MNPOJOJLKUTEIIBHOCTH JKU3HH, >KEJIaeMOTO
CTaTyca aHTUKOATYJIAINH, U ONBITA XUPYPTUUECKOU OpHUTaIbl

[Ipu renernueckux API'A  uMeroTcs OTJIWYHBIE OT  KJIACCHYECKUX
MpEACTABICHUM,  MOKa3zaHus g NPOQUIAKTHUECKOTO  XHUPYPTAYECKOTO

BOCCTAHOBJICHHMsSI a0OpThl  (IIPEIOTBpAICHHUS TOCICAYIOMICTO PACCIOCHUS WM
paspebiBa) (Tabm. 4.17) [18,29].

Taﬁﬂnua 4.17 - PexoMeHnmanum mo XUPYPru4C€CKUM BMCIIATCIbCTBAM IIPU HACICACTCBCHHO-
O6YC.HOBJ'ICHHBIX AHCBpU3Max BOCXO/ISIIIIEH A0PThI (Ha OCHOBAaHUHU III/IaMCTpa)

I'enernuyeckue Muamerp | Kuaacc | Ypo- | KommenTapuii
CHHAPOMBI / a0pThbl BEHb
J0Ka3aHHbIE
MyTalHUU
Cunapom Mapdana | > 50 mm | C — JUIs1 BOCXOAs1Ied aopThl; 60 MM -
(Makcu- JUTS HUCXOIs1el aopThl [166].
MaJILHBIN OCHOBHEIE TI0Ka3aTelIbCTBA SIBIISIOTCS
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JaMeTp)

MIPOTUBOPEUYUBBIMH, OJIHAKO LI€JIeBas
rpymnma He PeKOMEHyeT Jpyroi nopor
[167, 114].

— NP IPUHATUU PEUICHUS CIEAYET
YUUTBIBATh (POPMY pa3IHUHBIX OT/IEIOB
aopThI

45 mm la — MOJET pacCMaTpUBaThCA NPU
(HYOKHHM# JOTIOTHUTEIBHBIX (paKTOpax pucka, B
nopor) TOM YHCJIC CEMCHHOM aHAMHE3e
JTUCCEKIUU, TP TSHKEION
HEJ0CTaTOYHOCTU a0PTAIBHOTO /
MUTPAJIBHOTO KJIallaHa, PU
IUTAHUPOBAHUH OEPEMEHHOCTH
Maphanomnogo0OHbIC > 50 mm — TAIMEHTOB 0€3 BHIIIOJHECHHBIX
COCTOSIHUS nosHbIX KputepueB CM, crnenyer
(perOTHUTIBI) paccMmatpuBaTh Kak nanueHTos ¢ CM
[1].
JIJIC ¢ 42 MM lla — TIOKa3aHbl 0oJIee paHHUE
MOATBEP>KIEHHBIMU BMeEIIATENbCTBA!
TGFBR1/ TGFBR2 - BHYTPEHHUU JUaMETp BOCXOAAIIEH
MYTalHASIMHA aopTHI IO JAaHHBIM YPECIUIIECBOIHON
UIT-Ox0oKT
44 MM — lla — BHEIIHUN JUAaMETP CM MO JTaHHBIM
46 MM u > KT wmu MPT [18]
S1C He- — MOJABEPraroTCsl BLICOKOMY PHCKY
U3BECTHO OCJIOXHEHUH CO CTOPOHBI A0PTHI; B
HACTOSIIEEe BPEMS HET JTOCTYITHBIX
JAHHBIX JIJIS1 YCTAaHOBIICHUS
OTIPENICIICHHOTO MTOPOTOBOTO 3HAYCHHS
JUuaMeTpa aopThl JJi1 BMEIIaTeNbCTBA.
HCAPI'A ¢ 45 MM — — IUAMETP BOCXOIALIEH a0OPThI
MOATBEPKIEHHBIMU 50 MM
MYTallUsIMH B
MYH 11/ ACTA 2
HCAPI'A 45 - 50 €CJIN POACTBEHHUKHU UMEIIN PACCIOEHUE
AOPTHI C IOKYMEHTHPOBAHHBIM
MUHUMATBHBIM PACITUPEHUEM
JTUaMeTpa aopThl.
Cunapom Tepuepa 27,5 Mmm / — JOJDKHO NPOBOAUTHCS
M2. WHJCKCUPOBAHUE TUaMETPa a0pPThI K
TUTOMIATU TOBEPXHOCTH Tena [168]
AHeBpHU3Ma a0PThI > 55 MPUBOIUT K 00Jiee HUBKOMY PUCKY

¢ 1AK

ocioxxHeHui, yem ipu CM [169]

HpuMeltaHue: d — KJIaCC PEKOMEHJIAIlMH, b— YPOBCHb NOKA3aTCIbLCTB.

CuMIITOMaTHYECKHE
HE3aBHUCHUMO OT pa3Mepa.

AHCBPU3MBI HCO6XOI[I/IMO ImoABCPIraTrb PE3CKINH
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4.10.2.2. JleyebHanA TaKTMKA B 3aBUCUMOCTUN OT CKOPOCTHU
paclmMpeHus aopThbl

CKOpOCTh paclIMpeHusi aopThl, MPU KOTOPOW JIOJDKHA OBITh paccMOTpeHa
oreparnus, BJIAETCS MPEIMETOM JTUCKYCCHUM.

OcHoB8HbIe NPUHYUNDBL OYEHKU MEMNO08 PACUUPEHUsL A0PINbL:

1. CnenyeT B3BECUTh MPOTHOCTUYECKOE 3HAYEHUE B OTHOIICHUH TOYHOCTHU
U3MEpPEHUN U UX BOCIIPOU3BOJIUMOCTH.

2. HeoOxomumo  omuparbcsi HAa  UCCIENOBAHMS,  BBIIIOJHEHHBIE  C
UCIOJIb30BAHUEM COOTBETCTBYIOIIUX METOJIOB M TEXHUK M3MEPEHUH, MPUHATHIX Ha
TOM K€ YPOBHE A0PThI. ITO MOKET OBITh MPOBEPEHO MyTEM AHAJIM3a CHUMKOB, a HE
TOJIBKO C YYETOM Pa3MEpOB, YKa3aHHbBIX B 3aKIIFOUECHHH.

3. Korma Ttemmbl mporpeccupoBaHUsl OKa3bIBAIOT BIUSHUE Ha TMPUHATHE
pEIIEHUs] O TAKTUKE BEJIEHUS, OHHM JOJDKHBI OBITh OIIEHEHBI C HCIIOJIb30BAHUEM
anbTepHaTuBHBIX MeToA0B (HanpuMmep, TT-OxoKI', KT unu MPT) u ¢ cooTHeceHnem
UX TIOKa3zaTeseH (T.€. COOTBETCTBUE JOJKHO OBITh TPOBEPEHO).

4. B ciydae morpaHuyHbix pa3MepoB AI'’A BO BHMMAaHHE JOJKHBI OBITH
IIPUHATHl UHAUBUYAJIBHBIA U CEMENHBIN aHAMHE3, BO3PACT IMALIMEHTA U 0KU1AEMBbIi
pucK mporieaypsl (tadi. 4.18).

Ta6auna 4.18 - Pekomenanuu no XUpypruoueckiuM BMEIIaTeNIbCTBaM TP HACIEACTBEHHO-
00yCIIOBJIICHHBIX aHEBPU3MaX BOCXOISIICH a0pThl (HA OCHOBAaHUH TEMIIOB pOCTa / PACIIUPEHNUS)

TeHeTHYECKUE WU Temnbl pocta | Kiace | YpoBenb | KommenTapui

MOJIEKYJIsSIPHbIE a0pThl

CHHAPOMBI / (MM / rom) *

J0KA3aHHbIe MYTAIlUH

Cunnpom Mapodana 2-3 la C - MOXET pacCMaTPUBATHCS TOIBKO
KaK JIONMOJTHUTENbHBIN (hakTop
pucka*

JI1s BceX OCTaNbHBIX C >5 MM - -

HCAPT' A

perypruramuei

Ilpumeuanue: * - TOMHKHO OBITH COOJIIOJICHO CIIEAYIOIIEE YCIOBUE: P MOBTOPHBIX UCCIEIOBAHUAX
HCIIOJIb3YIOTCS T€ YK€ anmnapaTHble METO/Ibl BU3yaJIu3allii, Ha TOM K€ YPOBHE aOpThl, C MOIIArOBbIM
CPaBHEHHEM U MOATBEPKICHUEM IpyruM MeToaoM [29].

4.10.3. MepukaMeHTO3HOe fneyeHue

Jlns BeipaboTku ctpareruu jedenuss API'A TpeOyercs CKOOpAMHUPOBAHHBIN
BKJaJ MYJbTUAUCUUILUIMHAPHON KOMAaHIbl CHEUUAIMCTOB, 3HAKOMBIX C JIAHHOM
MaTOJIOTUEN, B TOM YHUCJIE MEAMIIMHCKOTO I€HETHKa, KapAuoJiora U KapauoXupypra
(Tab:m. 4.19).

[Ipennonaraercs MonuduKaus CepAeYHO-COCYAUCTHIX (HAaKTOPOB PpHUCKA,
BKJII0Yasl KypEHUE U TUIEPJIUIIUAEMUU U TIP.
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CranmapTHas TakTHkKa JiedeHus Jo0bix ¢opm AI'A  mpeanonaraer
arpecCUBHBIA KOHTPOJb APTEPUATBHOIO JABJIEHUS I YMEHBIICHUS BO3ACHCTBUSA
«re€MOJIMHAMUYECKOTO CTPECCA» Ha CTEHKY aOpTHl.

[Taruentam ¢ CM  pekoMeHAyeTcss  peryjisipHO IpUHHMMaTh  Oera-
anpenoOiokaropsl (BAB). Cxoxue pexkoMeHJaluuu MPUMEHUMBbl K MalUEHTaM C
apyrumu cAPT'A [13]. MenukameHTO3Has Tepanus JOHKHA paccCMaTpUBAThCS TaKkKe
U B IETCKOM BO3pacTe NpU JUIaTallud A0PTHI.

Taoauna 4.19 - TepaneBTHYeCcKas TAKTUKA U CTPATETHs BEJICHHS MAIlMCHTOB C HACIICYEMbIMHU

dopmamu APT'A
3a0o0J1eBanune Jleuenue Haoaronenue
Cunnpom Mapdana B-6mokatoper (I, A) - OxoKI" 1 pa3 B rox npu quamerpe KA < 45
Jlosapran (b, A) (1 pa3 B 6 MecsIIeB BO BCEX JAPYTHX CIydasnx)
- MPT 1 pa3 B 5 siet ipu HOpMaIbHOM
JIMaMeTpe aopThI BhIIIE CUHYca BanabcanbBel,
(MPT 1 pa3 B roa Bo BceX OCTaJIbHBIX
CITyqasx
Cunnapom Dnepca - Hemumnposon. Cxema He pa3paboTana (paccioeHue/pa3poiB
Hanino Tlo/b3a XMPYPrHYECKOro qﬁgﬁ)egng;lfl}omﬂ IPU HOPMAaJIbHBIX
JICYEHHUS HE JI0Ka3aHa A p
TGFB-3aBucumblie HccnenoBanus noka He - TT-Dx0KI 1 pa3 B 6 mecsitieB
BN gpﬁfﬁﬁgﬁﬁ - - KT/MPT «ot rosoBsl 10 Taza» 1 — 2 pa3a B
- cunapom Jlymuca- b rof
i a/IalITHPOBAHHOE
1na
nedenue kak npu CM
- aHEeBpHU3Ma-
OCTEOaAPTPUT
- TGFp:
HCAPT'A HccnenoBanus noka He - Takoe ke, kak u mpu CM
EPI?II;IOGII[-IPSI[J;I{“ISSII) B - TOTIOJTHUTEIBHO TpeOyeTcs MPUIIETbHBIH
azlpaHTI/IpOBaHHoe MIOVCK TeHEeTUYECKHNX (DaKTOPOB PUCKa
ACTA2 myranuii u mp.
nedyenue kak npu CM ( yran )
HCAPT'A [Tpumensercs - TT-Dx0KT 1 pa3 B 6 mecstieB (cpok
¢ JIAK aJanTUPOBAHHOE MIPOBEICHUS UCCIIEIOBAHUS 3aBUCUT OT
nedyenue kak npu CM (G YHKIIMOHAJIBLHOTO COCTOSHUS KIIAITAaHHOTO
arrapara)
HCAPI'A HccnenoBanus noka He - Takoe ke, kak 1 mpu CM
¢ OAII nporoxom TIPOBOMMIIHCE —
MIPUMEHSETCS
aJanTUPOBAHHOE
nedyenue kak npu CM
Coxpawenus: JIAK - nBycTBopuaThlii aopranbHbiii  KiamaH; KA — kopenb aoptel; KT/MPT —
KOMIIbIOTEepHast / MarauTOpe3oHancHass tomorpapus; CM  — cunapom Mapdana; HCAPTA -

HECHUH/IPOMHBIE (ceMelHbIe) aHeBpu3Mbl TpyaHou aopThl; OAIl — OTKpBITHIN aopTanbHBI TPOTOK; TT-
9x0oKI" — TpaHCcTOpaKaibHas dXOKaparuorpadus.

Pa3pabatreiBatoTcsi  MHOTOOOCIIAIONIME  TEPANEBTUYCCKUE  MOIXOIBI  C
NpUMEHEHHEM aHTarOHUCTOB perenTopoB 1 tuna anrunotensuna (AT1R) — no3aprana
B jedeHuu mamueHToB ¢ CM. Ilo cocrosuuro Ha 2015 rom wmmeroTcs psn
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nokazarenbcTB (4-pe NMBOMHBIX cienbix IIiane6o koHtpoiwmpyembix PKU), kak
MUHUMYM, COOCTaBUMOTO 3¢ dekta nmo3aprana ¢ BAb B npeaymnpexaeHuN CKOPOCTH
pacUIMpeHnst KOPHS aOpPTHI.

[Ipsimoe cpaBHeHHMe J03apTaHa © aTeHojona B J1ByXx PKU  He
POJAEMOHCTPUPOBAIIO CYIIECTBEHHBIX PA3IMUUN B TPOTPECCHPOBAHUHN AHEBPHU3MBI
KOpHS U JauameTpa Bocxonsmied aoptel mpu CM B TeueHue 3-X JIeT HAOIIOACHHIA
[170]. domonuurenapHo Ha3HaueHue jo3aprana kK BAB B uccnemoanun COMPARE
(COzaar in Marfan PAtients Reduces Aortic Enlargement) y0enuTtenbHO
POJAEMOHCTPUPOBAIIO TIONB3Y TIperapara, HE3aBUCUMO OT TeMOJWHAMHUYECKOTO
orBera [171,172], torma kak B apyrom PKWM, He oKkaszamo NpOTECKTUBHOIO
OTpaHWYEHUS JWIAaTallid aopThl 3a 3-JIETHUE TIepuoabl HaOmomenud [173].
[IpotuBOpeune pe3yabTaTOB OOBSCHACTCS CUJIBLHOW BapuaOenhbHOCTHIO OTBETA Ha
JICUCHHE B 3aBUCHMOCTH OT raruionegoctatouHocty rena FBN 1 [174].

VYOenuTenbHbIX JaHHBIX B IMOJb3y Ha3HAYEHUS albTEPHATHBHBIX NpPENapaToB
u3 rpynmsl 6510katopoB PAAC, Takux kak nAII® (OHananpuin) HE TOTYYEHO.

KNKOYEBbIE NMOJIOXKEHUA

= l'enemuueckasn xkoncynomayus pexomernoyemcs écem nayuenmos ¢ AI'A, kozoa
bone3nsb He Modcem OblMb 00BACHEHA MOJILKO KIACCULeCKUMU (haKkmopamu pucka.

. Kpumuyeckum makcumanvHvlm pazmepom ouamempa aopmol, CIYHCAUWUM
noKasauuem Ol XUpPypeuudecko2o JedeHus He3a8UCUMO Om IMUONIO02UU, AGIIAeMCs
ouamemp =55 MM.

. Ilpu  Hacnedyemvix aopmonamusx, NOKA3aHUs K  NPOPUIAKMUYLECKU
OPUEHMUPOBAHHBIM XUPYPSUUECKUM BMEUAMensCmeam OCHOBbIBAIOMC 6 OCHOBHOM
Ha Ouamempe aopmvl. Kpumuueckuil pasmep ouamempa aopmsl, CIAYHCAUUL
noxkazanuem O XUPYpP2U4ecko20 JleueHus OMmIAu4eH HNpU pa3IudHblX 6apuaHmax
2eHemuyecKux Mymayuti.

= llpesenmuenasn xupypeuueckas roppexkyus AIA ocnoswvigaemcss Ha oyeHke
«puck | nonbzay u coomeemcmeeHHo 636CUEHHOM PUCKE OCLONCHEHUN 6 X00e
ecmecmeeHH020 meveHus 601e3HU U NIIAHOBbIX ONEePAYULL.

= Tloouepkusaemcst 8axcHOCMb KOMNIEKCHOU OYEHKU aAOpmbl U AOPMAIbHO2O
knanauna y nayuenmos ¢ AI'A, kax npu nepsuunom o6ciedosanuu, maxk u 60 6pems
HaOn00eHUA.

= Hapsaoy ¢ wupokum eénedpenuem 6 mepanesmuueckyro makmuky nevenusi AI'A
[-aopenobroxamopos, npakmuueckuil 6pay OoaMceH OblMb OPUSHMUPOBAH HA
npuMeHeHue capmaHos.

. Tlomumo cneyughuuecxoti mepanuu mpebyemcsi coonrooeHue oowux npasun u
BPAUEOHBIX MEPONPUAMULL BMOPUYHOU KApOUo8acKynsaprou npoguraxmuxu APIA.
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5. 3aboneBaHuA aopTbl, aCCOLMMPOBAHHbLIE C
ABYXCTBOpPYaTbIM aopTaribHbIM KranaHoM

[TanMeHTsl ¢ JBYXCTBOPYATHIM aopTaibHbIM KianaHoM (JJAK) dacto umeror
COIYTCTBYIOIIYIO A0PTOIMATHIO, ACCOIMUPOBAHHYIO C JHMJIATallMel, KoapKTaluen
u/unm auccekiueit (pacceuenueM, PA) aopTel. YKa3aHHass COCYIUCTasl MATOJIOTHSA,
accounuupoBanHas ¢ JIAK, paccmaTpuBaeTcsi B peKOMEHIAIMAX MO JUATHOCTUKE U
JCUYCHUI0 KianmaHHBIX mopokoB cepana (AHA/ACC, 2014 r.; ESC, 2012r.) wm
aneBpu3MbI rpyaHoi aoptel (ESC, 2014 1.) [1, 13, 29].

5.1. AnuaemMumonorusa v Tunbl ABycTBoOp4aToro
dOPTAaJZIbHOIO KrianaHa
JNAK sBnsercs HamOoJjiee 4acTO BCTPEUAIOLIUMCS BPOKIECHHBIM IOPOKOM

cep/ilia ¢ paclpoCTPaHEHHOCThIO 1-2% B MOMYJISAIMH, Yalle CPead MY>KUUH, YeM Y
’KCHIIKH B cooTHOIIenun ot 2:1 mo 4:1 [135, 136, 175, 176, 177].

B > 70% cnyuaeB JJAK sBusiercs pe3yibTaTOM CIUSIHUS JIEBOH WM TPaBOM
kopoHapuoii ctBopku (JIKC, IIKC). Cnusaue IIKC ¢ HexkopoHapHOH CTBOPKOIA

(HKC) Bcrpeuaercs B 10-20%, a cpamenne JIKC ¢ HKC — B 5-10% [178].
Uctunnsie JIAK u knamansl ¢ €qJUHON KOMUCCYPOR BCTPEYAIOTCS OUYEHBb PEJIKO.

CxemarnuyHoe n3zoopaxxenune Tunos JJAK npexacrasieno Ha puc. 4.1

Pucynok 4.1 — Tunsl nBycTBOpyaTroro aoprainbHoro kiamaHa npu TT-DxoKI. Beepxy
ClIeBa-HaIpaBo: TUM | — MOJIHOE CpallleHHe IPAaBOM U JIEBOM KOPOHAPHBIX CTBOPOK (KOMUCCYpHI Ha
10 u 5 yacoB, acCHMMETpHsI HEKOPOHAPHON CTBOPKH - MEHBIIIAsA); TUI 2 — OJHOE CpallleHUe MpaBon
1 HEKOPOHApHOU CTBOPOK (KoMHcCypbl Ha 1 1 7 yacoB, aCUMMETpPHS JIEBOW KOPOHAPHOU CTBOPKH -
OosblIast); TUMN 3 — MOJIHOE CpallleHue JIEBOM U HEKOPOHAPHOH CTBOPOK (KOMHUCCYpHI Ha 2 M 8 4acoB
Wi Ha 1 u 7 yacoB, acHMMeTpUs MPaBOil KOPOHAPHOU CTBOPKU - OoJblnas). BHU3y cieBa-HampaBo:
TN 4 — KaKk TUN 1, HO ¢ CHUMMETPUYHBIMHM CTBOPKaMH; TUI 5 — Kak TUN 1, HO 6e3 MepeMbIuKH OT
CpalieHusi CTBOPOK; TUI 6 — Kak THM 1, HO C HEMOJIHBIM cpareHueM cTBopok. Ha pucynke: R —
npaBasi KOpOHApHas CTBOPKa, L — neBast kopoHapHas cTBopka, N — HEKOpOHapHast CTBOPKaA.
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5.2. PacwupeHue aoptbl npun JAK

Pacmmpenne KOpHS 1 BOCXOIAIIETO OTAENA a0pThl y nmanueHToB ¢ JJAK, B Tom
yycie 0e3 reMOJMHAMUYECKUX HAapyIIeHW Ha KJlalaHe, BCTPEYAETCs] 3HAYUTEIBHO
qale, 0 CPAaBHEHUIO C JIMLAMHU COOTBETCTBYIOILEIO BO3pacTa U IIOJIA, MMEIOIIUX
tpexctBopuaThii AoK [179]. CymiecTByloT yKka3aHHs Ha pacoBble pa3ivuus B
pacrpocTpaneHHOCTH pacipenus aoptsl ipu JJAK [180].

Puck pasutus AI'A y mamuentoB ¢ JIAK ropasmo Bbine, yeM B OOBIYHOM
nomyysitiu [181], HO mOCTOBEepHBIE MOMYISIMOHHBIE JaHHBIE OTCYTCTBYIOT. ATl'A,
acconuupyemas ¢ JIAK, onpenensercs kak pacmiupeHue auaMmerpa aoptel >40 MM

BHE 3aBHCHMOCTH OT IUIOINAAM MOBEPXHOCTH Tejla wid >27.5 mm/m? mis sroneit
majioro pocta [182, 183, 184].

Onucanbl TpU BapuaHTa paclIMpeHus CTpykTyp aopTtel mpu JAK B
COOTBETCTBUH C MAKCUMANbHbIM —OUAMEMpOM dopmbvl HA YPOBHE CUHYCOB
Banvcanvewl, 6 naokoponaprom omoene ocxodswel aopmel WUl WM Ha yposHe
CUHOMYOVIIAPHO20 coeOuHeHus (yurunopudeckas gopma). CyiecTByeT B3aUMOCBSI3b
MEXIy MOPQOJOTHUEH BOCXOAIMICH aopThl M XapaKTepOM CpaIlEeHUS CTBOPOK
kianana [185].

®opMbI pacmupeHust a0pThl OTIUYHBI ITpH pa3nnyHbX noasuaax JAK [186].
V¥ nanuero ¢ tTunom JAK JIKC-TIKC 4ame HaOmogaeTcst paciimpeHue BOCXOIAIIEH
aopThl, Hepenako W kopHs [187] (puc. 4.2). Ilpu tune IIKC-HKC kopeHb aopThI
opakaeTcs PEAKO U HAOJIOSTCS pacIupeHUe TOIBKO Bocxoasmei aopTel [181].

Pucynok 4.2 - IlapacrepHanbHas no3unus no JuiMHHOW ocu mpu TT-OxoKI: A) I'pymesunHoe
paciiipeHre KOpHsA aopThl; B) AHeBpu3Ma BOCXOIAIIEH aopThl BBIINIE CHHOTYOYISPHOIO
COEIUHEHUS.

CpenHeroioBple U3MEHEHUS TUAMETPa BOCXOMSIIEH AOpPTHl Y MAlUEHTOB C
JAK moryt Bapsuposats ot 0,2 10 1,2 mm/rox [149, 179, 188].

CpenHsst CKOpPOCTh pPAacCHIMPEHUs] aHEBPHU3M IMPOKCUMAJIBHOTO  OTAeNa
BOoCXoJsIIeH aopThl y manueHToB ¢ JIAK u aoprambHbIM cTeHO30M OOJIbIlIe, YeM Y

77



60pHBIX ¢ TpexcTBopuathiM AoK (1,9 Vs 1,3 mm/roa, cootBeTcTBerHO) [189]. Tpn
HOpMaJTbHO QyHKITMOHUpYyIomeM JIAK exerogHsie TeMITbl pocTa a0pThl COCTABIISIOT
0,77 mMm [190].

B ortoumune or CM ckopocth pacmmpenus aopTthl npu JIAK Beilie He Ha
YPOBHE CHHYCOB BasbcanbBbl, a B TyOYSIPHOM OTIeNe Bocxoasiiei aoptel [149]. B
50% ciiy4aB B TEUEHHME TPEXJIETHETO HAOJIOJCHMS PACHIMPEHUE A0PThl MOXKET HE
orMeuatbesi [149], uTo TMOYEpPKUBACT HEOJHOPOIHOCTH MOIMYJISAIUM MAIMCHTOB C
JTAK. Jlyra aopthl mopaxkaercst penko [191]. JlaHHBIX I KOJIMYECTBEHHOM OIICHKH
MOIIIHOCTH TUX aCCOLMAIMI HEAOCTATOYHO.

Cpenu B3pocnbix ¢ JJAK npubnu3utenbHO B YETBEPTH CIy4yaeB MoTpedyercs
MIPOBEJICHUE CEPACUHO-COCYTUCTON orepaiuu B TeueHue ommkanmux 20 et [192].

VY nanuentoB ¢ JJAK, koTopsIM He BbINOJHsIAcChk Koppekuus AI'A Bo Bpems
nporesupoBaHuss AoK, 15-neTHuil mokazarenb OTCYTCTBUS OCJOKHEHHH COCTaBUII
86% mnpu ucxomnom auametrpe aopThl <40 mm, 81% - mpu muametpe 40-44 MM, u
b 43% - npu aumamerpe 45-49 mm [193]. CooOmaercs 0 HHU3KOM pHCKE
HeOmaronpusTHeIX  coObITHl  (3%), accOUMMpPOBAHHBIX C  AOpPTOM  MOCHe
npore3upoBaHus kinamaHa npu creHoze JAK wu comyrcTByromei n€rkod wiu
YMEpPEHHOW nuiatanuu Bocxogsmend aoptel (40-50 mMm) B Teuenwe 15 ner
HaOmoaeHus [194].

5.3. PaccnoeHue aoptbl npun JAK

JAK sBisiercst ¢pakTopoM pHCKa paccioeHus u paspbiBa aopTel [195] (puc.
4.3).

Pucynok 4.3 - UII-OxoKI. Bsepxy
OCTpOE paccjaoeHHe A THUTa MO JJIMHHOW U
KOPOTKOH  ocH;  Oenmble  CTPEJIOYKH
0003Ha4Yal0T UHTUMAJIbHBIN JTOCKYT. BHU3Y
L[BETOBOIl  jommjiep y MalMeHTa cC
XpOHHUYECKOW  aumccekuumed B Tuna
JIEeMOHCTPUPYET TMOTOKM B HCTUHHOM U
JOKHOM TIPOCBETax aopThl, a Ccepo-
HIKaJIbHBIN pexXuM JI€MOHCTPHUPYET
YaCTUYHBIH TPOMOO3 JIOXKHOTO MPOCBETA.
FL — noxuslii mpocetr, TL — UCTUHHBIN
MIPOCBET.

Yacrora PA kpaiine BapmaGenbHa: ot orcyrctBus [192] u 0,1% [188] B
KPYIHBIX UCCIEeNOBaHUsX, 10 4% B OOBENUHEHHBIX 0OJiee paHHUX HCCIEAOBAHUSIX
Coobmaercs 0 6% coBOKymHOM BcTpeuaeMocTu PA Thma A y HelleYeHBIX MalueHTOB
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¢ JAK u pacuupenuem aopTsl B TedeHue 5 mepuoaa HabmogeHus [195]. Ognaxo
IIPU COBPEMEHHOMN paHHEl MPOPMIAKTHYECKON XUPYPTUU ATO TPYAHO OLIEHUTH.

[Tpu PA tuma A pacnpoctpanentocts JIAK konebnercsa ot 2-9% u 3% - npu
PA tuna B [137], uTro nuine HEMHOTMM BBIIIE, YeM pacmpoctpaHeHHOcTh JJAK B
obmieit monysanuu (1-2%).

5.4. OAK n KoapKtauus aopTbl

Tompko tun JIAK JIKC-TIKA acconumnpoBan ¢ KoA [196, 197]. JlaHHBIX O
pacnpoctpaneHHoct KoA npu JIAK mano: B oHOM cooOlieHun roBoputcs o 7%
[181]. Hanmporus, no 50-75% manuenToB ¢ koapkrainueit umetor JJAK (tuna JIKC-
[IKC). ¥V namuentoB ¢ KoA u JIAK puck passutus paciumpenust 1 PA 3HaunTeabHO
BBIIIIE, YeM B momyJisiuu Tosibko ¢ JJAK [198, 199].

5.5. KnuHn4yeckoe TeyeHue

Janubie 006 yBenuuenun pazmepoB aopThl pu JJAK paznuuarorcs. Cpennsis
CKOPOCTb MPOTPECCUPOBAHUS TUAMETPA MOKET cOoCTaBiATh 0,5 MM B roji Ha ypOBHE
cunycoB BanbcaneBel u CTI, 0,9 MM — Ha ypoBHE NPOKCUMAJIBHOTO OT/ENA
Bocxosmier aoptel [200, 201, 195]. Cpenumii TeMi nmpupocta oleHuBaeTcs B 1-2
mm/ron [202, 188]. HNHorma HaOmrogaeTcss YCKOPEHHBIH pOCT — OBICTpoOE
MPOTrPECCUPOBAHME > 5 MM/TOJ1, CBSI3aHHOE C MOBBIIICHHBIM PUCKOM PA uinu pa3pbsiBa
aopThl, 0COOCHHO MpHU JuaMeTpe > 60 MM.

Bonee OBICTpBINE POCT pa3sMepoB aoOpThl OTMEYAeTCs MpH Oojiee BBHICOKOM
rpaaveHTe nasieHuss npu  creHo3e JIAK u  Oonee Tsxkenol  aopTanbHOM
HeJA0CTaTOYHOCTH (OONBIIMM yaapHeiM 00beMoM) [203]. Pe3koe paciivpeHue aopThl
BO3MOXKHO M B OTCYTCTBHME CTEHO3a WM PETyprUTallid, OCOOCHHO B MOJIOJOM
Bo3pacte [134, 204].

[IporesupoBanue AoK npu ucxomuom nuamerpe aoptbl 40-50 MM peako
TpeOyeT mnoBTOpHOW omepanuun Ha KoA B Tedenue mnocieayrommx 10 et

HaOmofeHusi. PaccrmoeHue aopThl B 3TOW TpymHme BCTpPEYAeTCs OYEHb PEAKO
[194, 205].

5.6. MNMaTodmaunonorus

Pacmmpenue aoptsl npu JJAK accormupoBano ¢ myramusmu B rene Notchl,
MPU KOTOPBIX HAOIIOJACTCS BBICOKAsl YAaCTOTAa BCTPEUYAEMOCTH CEMEHHBIX CIIy4aeB
3aboseBanus ¢ AJ[-TUITOM HaclIeJOBaHus, ¢ TOHMKEHHOM MeHeTpaHTHOCTHIO [206].

CymectByer penkuil reHetudyecknii BapuaHT API'A, BcTpeuwaromuiicsi B
cembsiax ¢ JIAK, cBs3annbii ¢ wmyranmmmu B TteHe MAT2A, komupyromem
KaTAIMTUYECKYI0  CyOBEIMHUIY  BHEMEYEHOYHONW  METHOHHMH  TpaHcdepassl,
OTBEUaloOIICH 3a OMOCHHTE3 S-a/IeHO3UIMEeTHOHMHA [68].
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Paznmnunas opuentanus ctBopok (ciusHue JIKC u TIKC, nnu [IKC ¢ HKC),
MPEINONIOKUTEIBHO, HMEET pa3jINuuHyl0 »JSTHOJIOTHIO B 3MOpHOHAIBHOM (aze
pasButus [187]. Pasmuunbie Tumel JIAK cBsizaHbl ¢ pasiuuHbIMH - (opMamMu
MaTOJIOTUU AOPThI, HO MAaTOPHU3HOJIOTHS OcTaeTcs HeusBecTHoW [181]. Dto moryr
ObITh TeHeTHYeCKHe (aKTOphl C OOMMMH TMATOTCHETHYCCKUMH TMYTSIMH B
dbopmupoBanuu pacirpenus aoptel u JJAK [92, 207], wiu BIMSHHS U3MEHEHHOTO
KpoBoToka B aopte mnpu JJAK [194, 208, 209], win ux KOMOUHAIIIH.

5.7. OnarHocTtuka

5.7.1. KnuHunyeckasa KapTuHa

Pacmupenue aoptel npu JJAK peako cuMNTOMHO. ATUNWYHBIM TPU3HAKOM
pacHIMpeHsl aopThl MOXKET ObITh XpOHWYecKas O0Jb B TIpyId, IIE€Ee MU CIUHE.
Opplllika, WHCOUPATOPHBIA CTPUAOP U PEUUJMBHUPYIOMIME HHQPEKIUU BEPXHUX
JBIXAaTENbHBIX ITyTEW MOTYT YKa3blBaTb HA CHABJICHUE KPYIHBIX JbIXaTEIbHBIX
IIyTEN; OXPUILJIOCTD —- HA CABJICHUE TOPTAHHOT'O HEpBA.

B < 15% ciydaeB npu JJAK (MCKIIOYMTEIBHO Y JIMII MOJIOJOTO BO3pacTa)
HaOIIofaeTCsl MPEeUMYIIeCTBEHHO pacipenre KA 06e3 3HauMMoro KIarmaHHOTO
CTEHO3a WJIM PETypruTallid ¢ MUHUMAIbHBIMU KIMHUYECKUMU MPOSBICHUSIMU WA
6e3 TakoBbix. JIAK ¢ aopTajbHBIM CTEHO30M WJIM pErypruTaiueid MOMXKeT
COMPOBOXAATHCS  Kajgo0aMH, KIMHUYECKUMH TMpPU3HAKAMU U XapaKTEpHOU
ayCKyJIbTATUBHOMN KapTUHOM (CepIeUYHBIMU IIIYMaMH).

YacTeiM NIEpBBIM KIMHUYECKUM IPOSBICHUEM HEJIEUYEHOW MPOrPECCUPYIOLIEH
aHEBpPU3MBI a0pThI, cBA3aHHOU ¢ JJAK, saBnsercs paspsiB unu PA.

5.7.2. Bwnsyanusauywus

OcoOble ykazaHusi B OTHOIIGHMHM Bu3yanu3auuu aopThl mpu JAK
OTCYTCTBYIOT.

5.7.2.1. dxokapauorpadus

Yertkne IxoKI'-xputepun JJAK oTCyTCTBYIOT; OTHOCUTENBHBIMH SIBISIOTC:
- «mapyceHue» oHou u3 ctBopok AK (puc. 4.4);
- oBanbHas (popma otBepctrsa AK B CUCTOITYy ¢ HATMUUEM ABYX KOMUCCYD;
- aCHUMMETpUS CMBIKaHHS CTBOPOK (HE sIBIsIeTCS HAaAeKHbIM Mpu3HakoMm JJAK).
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0Hz 06-11-2012

FR 6 oM MI 13
9xoKT sapoen. P2-4BA IpH.  THm 1.0 11:43:05

A| Pucynok 4.4 - «Ilapycenue» ctBopku JJAK.

Omnenka xonudectBa cTBOpok AK He 1omKHA TPOBOAUTHCS B a3y ITUACTOIIBI,
TaK KaKk HaJIMYUE IIBa MEXIY HUMHU YacTO MPUBOAMUT K OMIMOOYHON JMAarHOCTUKE
TPEXCTBOpUYATOro KiamaHa (puc. 4.5).

Pucynok 4.5 - Onenka JJAK
(oBasibHAst OopMa OTBEPCTHS B
CHCTOJY C ABYMsSI KOMHCCYPaMH).

[Ipn wHammuum y Mojonoro mnamveHta aucPyHkuuu AK (dame B Buae
pPErypruTanyu) U JUIaTallui BOCXOAIENd a0OpThl He00X0auMo UCcKIounTh JAK.

OxoKI-Bu3yanuzanus JAK nmpencraBnena Ha pucynkax 4.6 — 4.8.

PucyHnoxk 4.6 - JIBycTBOpUAaThIii
aopTanbHbIi KianaH npu 2D-YII-OxoKT’
10 KOPOTKOW OCH B CHUCTOILY
(cnemupuyueckoe pacKpbITHE CTBOPOK U
nepeMbIyKa Ha oJHoi u3 cTBopok AK).
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Pucynox 4.7 - JIBycTBOpUaThIit
aopTanbHbli Kinanad npu 2D-YII-OxoKI
10 JUIMHHOW OCH B TUACTOJY (aCUMMETPHS
CMBIKaHHS CTBOPOK).

Pucynok 4.8 - Ymepennas
HEJ0CTaTOYHOCTh JIBYCTBOPYATOI'O
aopTanbHoro kiamnasa npu 2D-UII-OxoKT’
(BHIHA perypruTanus Ha KiarnaHe B
JUACTONY).

5.7.3. O6GcnegoBaHue poaACTBEHHUKOB

W3-3a BeIpaykeHHOU cemeitHor accormaru pu JJTAK [92, 175, 210] moxer
OBITh PEKOMEHJIOBAH CKPUHHHT POJCTBEHHUKOB | cTemenu poactBa. OTCYTCTBYIOT
JnaHHbIe 00 YKOHOMHYECKOH Ierecoo0pa3HoCTH U A(PGHEKTUBHOCTH CKPUHUHTA
(umcite MAIMEHTOB, KOTOPOE HEOOXOAUMO 00CIeI0BaTh, YTOOBI IHATHOCTHPOBATH
OJIUH CITy4aii 3a00JIeBaHMUS).

5.8. HabnwaeHue

B cnyuae BnepBble auarHoctupoBaHHoro J[AK cnenyer Bu3yanus3npoBaTh
KOpeHb U BOCXOIsAuui otaen aopthl ¢ momoiisio TT-OxoKIT mbo coBmecTHO C
APYTUM BU3YIU3UPYIOIIUM HCCIIEA0BaHUEM, npeanoyTuressiee — MPT.

Ecnu aopra He pacmmpeHa, peKOMEHAYETCS €XKerogHoe oOcCeaoBaHHE C
noMoupto TT-OxoKT', T.k. oTmMeuaercss xopoias koppessiius mexay MPT u TT-
Ox0KTI', c uaTepBaTaMu B 3aBUCUMOCTH OT CKOPOCTH PACHITUPEHUS U/ WA CEMEITHOTO
aHaMHe3a.

B cinyuae yBenuueHusi nuameTpa aopThl >3 MM/TOJ WM NpU auamerpe > 45
MM 1o gaHHeIM TT-DxoKI', miu xorma OxoKI-uzobpaxkeHuss He oOecnedyrBaIOT
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aJICKBaTHOTO M300pa)K€HUS BOCXOJsIIel aopTel Ha paccrosHuu >4,0 cMm or
IJIOCKOCTH KJIallaHa, MOKa3aHa JONOJHUTENbHAS BU3yaln3auus, B yactHoctu MPT
wi KT (tadm. 5.1).

Hauunas ¢ guamerpa aopThl 45 MM, pEKOMEHIYETCS POBEJACHUE €KET0JHOTO
uccienoBanust Bocxonsmierd aoptel. Ecnu npu TT-DXxoKIT HEBO3MOXKHO HaJEKHO

BU3YaIM3HPOBATh BOCXOJMIIYI0 aopTy, IOKa3aHa €KErogHas BHU3yalH3alus IIpu
oMot MPT (wmu KT, eciut MPT negoctynno) [211, 212, 213, 214].

[Ipumenenue Gopmyn uisl pacdyera AuamMeTpa aopThl HA OCHOBE MHICKCAIIUU

IJIOIAIM TTOBEPXHOCTH TeJIa B HacTosIIee BpeMs He pekomeHayeres [193, 195, 211,
211, 215, 216].

5.9. JleyeHue

B-anpeno6nokatopel (BAB) u anTaronuctel penentopoB aHruotreHsuHa Il
(APA) wuMeroT mnpeuMyIliecTBa JIJIi CHIDKEHHMS CKOPOCTH IPOrPECCHPOBAHMS
pacmupenus Bocxonsdmer aoptel uam  KoA mnpu JIAK, HO kinMHHuYeckue
JI0Ka3aTeNIbCTBA He yOeauTeabHbI (Tab. 5.1).

[Mpenpinymme nokymentet ACCF/AHA/AATS (2010) m ESC / EACTS (2012)
PEKOMEHAOBAIIA XUpyprudyeckoe BmemarenabcTBo npu JIAK, korma punaranus
aopThl cocTaBisuia > 5,0 ¢cM Ha J000M ypoBHE. B HacTosiiee BpemMsi KOMHUTETHI
ooOpstoT  Ooyiee  MHIMBHIAyaJIbHBIH moaxonx (tadim.  5.1). Xwupyprudeckoe
BMEIIATEIBCTBO PEKOMEHAYETCS MPU aopTajdbHOM awnaranuu oT 5,1 cm mo 5,5 cm
TOJIBKO B CJlydyae CEMEHHOr0 aHaMHe3a [JUCCEKUMU aopThl WM OBICTPOTO

nporpeccupoBanus auiaraiuu AI'A, B TOM 4Yuciie Tpu 0oJiee THKEION IrIaTaiuu
(> 5,5 cm) (tabu. 5.1).

IIpu omepaunu MO NOBOAY AaOPTAJIBHOIO CTEHO3a WM PETYPrUTALUMUA Yy
nanueHToB ¢ JIAK nomkHO paccMarpuBaThCA MPOTE3UPOBAHME KOPHSI aOPThI, €CIU
ero auamerp > 45 MM, W3-3a MOBBIIICHHOTO PUCKa paciupenus (pacciioeHus W/vin
pa3pbiBa) aopThl, BO3MOXKHO TMOTPEOYIOIMIETO BMENIATEILCTBA B OTIAJICHHOM
MTOCJIEONIEPALITMOHHOM MEPUOJIE.
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Tab6amnna S.1 - PekoMenaannuy 1o BeICHUIO NAIMEHTOB € paclIMpeHus KOopHs aoptsl npu JAK

PexomMeHaanusi Knacc? Yposenn®
VY nanuenTtoB ¢ u3BecTHBIM [IAK 107KHO OBITH BBITIOJTHEHO UCXOAHOE | B
TT-2x0KTI" mst orieHKH MOPGOIOTHY KITaraHa, IS U3MEPEHHS TSKECTH [134, 181, 204,
AC u AP, a Takke 1151 OIICHKH (DOPMBI U TUAMETPOB KOPHSI U 217]

BOCXO/ISIIICH AOPTEI C [CIIBIO IIPOTrHO3UPOBAHNA KIIMHUYCCKOI'O UCXOAa U
ONPEACICHUA CPOKOB OINIEPATUBHOI'O BMEINATCIIECTBA

[TarmenTtam ¢ JIAK nokazano BeimonHenne MPT wiu KT cepaua, eciu I C
MOPQOIIOTHS KOPHS ¥ BOCXOJIAIICH a0pThl HE MOXKET OBITh TOUYHO OIICHEHA| [211,212,213,214]
npu TT-OxoKI"

ITokazaHo npoBeEHUE MOBTOPHBIX UCCIIEIOBAHUI KOPHS U BOCXOIALIEH I C
aopThl y Kakoro narpenta ¢ JIAK ¢ naTepBasiaMu B 3aBUCHMOCTH OT [200,201,195]
pa3MepoB a0pTHI, CKOPOCTH YBEIMYEHHUS Pa3MEPOB M CEMEHHOTO

aHaMHe3a.

[Tpu muameTpe KOpHS WM BOCXOISILEH a0pThI >45 MM HIIH €10 I C
YBEJIMYEHHUHU >3 MM/TOJ] TIO IAHHBIM XOKapIHOrpadun TIOKa3aHO [200,201,195,
©KEroJHOe H3MEPEHHUE JUAMETPOB A0PTHI. 211]
[Ipu qramerpe aopThl >50 MM WITH €10 YBEJIIMYEHUH >3 MM/TOJ 110 I C

JAHHBIM 3XO0Kapauorpaduu, mokazaHo NOATBEPKACHUE U3MEPEHUH C
MCMOJIb30BaHUEM JIPYTOT0 BU3yanusupyromero uccaenoBanus (KT umm
MPT).

Xupypeuueckoe emewramenscmeo npu /JAK na Bocxopsieit aopre
MOKa3aHo B ciIy4ae:

* PaCIIMPEHHs KOPHS WM BOCXOZSILEH a0pThl >55 MM. I B
[188, 192, 195]
e paclIMpeHUs: KOPHS WM BOCXOIIEH aopThl >50 MM U HAJIMUKU IPYTUX la C
(akTopoB prcka.© [193, 195] [211,
215] 216]
e pacIIMpeHHst KOPHS WM BOCXOAIIEH a0pThl >45 MM NpH IJIAHUPYEMOM C
oTeparuy MPOTE3UPOBAHMUS A0PTATLHOTO KJIAlTaHa U3-3a Tshkenor AP wmm la [193, 195] [211]
AC. 215, 216]
Hcnonb3oBanue 6eTa-010KaTOpOB MOXKET OBITH PACCMOTPEHO Y lb C
narrieHToB ¢ JIAK u pactimmpenneM kopHst aopThl >40 MM.
BcnencrBue cemeitHoro xapakrepa cieayer 00CyX1aTh CKPpHHHHT lla C
POJICTBEHHUKOB | cTeneHu poacTaa.
V nmarenToB ¢ mo0oi anacronarueii wim JJAK ¢ pacimpenuem KopHs Il C

aopthl (>40 MM) H30METPHUYECKUE YIIPAKHEHHUS C BHICOKMMHU
CTaTUYECKUMU Harpy3KamH (HampuMep, TsDKellas aTJIeTHKa) He MOKa3aHbl
U JIOJDKHBI OBITh MCKITFOUEHBI.

b c

Ilpumeuanue: * — KiIacc PEKOMEHIAIMH, ° — YPOBEHb JOKA3aTENbHOCTH, ° — KOApKTAIMsl aOPTHI,
CHUCTEMHAasl TUIIEPTEH3MUs, CEMEHHBIN aHAMHE3 PACCIOCHUH WIM YBEIMUYEHHE AWaMETpa aopThl >3 MM/Ton
(TIpu IOBTOPHBIX M3MEPEHUAX C MCIOJIb30BAHMEM OJMHAKOBBIX METOJOB BH3YyalIH3alliH, N3MEPEHHBIX Ha
OHUX M T€X >X€ YPOBHAX AOPTHI, C MOMIArOBHIM CPaBHEHHEM H TOATBEPXKACHHBIX IPU APYTrOM BHUAE
HCCIICTIOBAHMS).

Cokpawenua: AC — aopranbHblii cTeHO3, AP — aopransHas perypruranus, JTAK — aBycTBopuarhiit
aoptanpHblid Kinanan; KT — kommbroTepHas Tomorpadusi; MPT — MarHUTHO-pe30HaHCHAsi TOMOTpadus;
TT-Dx0KI' — tpaHcTopakanbHas 3X0Kapanorpadus.

84



CxeMaTH4HO

BbINICYKAa3aHHas

TaKTHKa

1o

BCACHUIO

ManucHTOB

pacmpennem KA npu JIAK npencrasnena Ha pucynke 4.9.

|

Annatauna KopHA aopTbl U
BOCXOAALLEero otaena

|

<45

GXO-KC 2 pa3as rop,\

- OLLeHKa N KOHTPO/Ib
¢daKTopoB pucka CCC;
- peKoOMeHA0BaH

- MogMdUuKauna obpasa KusHu

- KOHTPOJ1b ACCOLMMPOBAHHbBIX
$aKTopoB pUCKa

- CeMEViHbIN CKPUHUHT (9XO-KC
BCEM BAMKANLINM
POACTBEHHUKaM)

245 mv]

KT/MPT

CTaHAAPTHbLIN
I'IBOTOKOH KT/MPT

- PaspeweHune
dUBNYECKUX HArpy3oK
nocne HarpysouyHbIxX
TECTOB Noj,

@HTponeM AL J

[ 3X0O-KC1 pa3 B rog ] [

J

45-49 mm

50-54 mm

9XO0-KC1

pas B rog, ]

i~ NP YBEANYEHUN pa3mepa =
1 3mm/rog;
1

| - KOapKTaLus aopTbl;

Xupypruyec

__________

> 55 mm

Koe

- BAvKanme PoaCTBEHHUKN C
paccnoeHnem/paspbiBOM aopTbi !

1
[}
1
1
1
1
\

AHeBpuama
KOPHSA aopTbl

3Ha4YMMmasn
KnanaHHas

- >
be3 3Haumon

C

( AHeBpM3ma
BOCXOALLEro
| OTAENa aopTbl

|

ANChYHKUNK
K/JanaHa

AnchyHKLmMA

KnanaHo-

coXpaHHas [NpoTe3npoBaHune HazKopoHapHoe
PEKOHCTPYKLMA BoCxoAALlero npoTesnpoBaHue
BOCXOAALLErO or,a,enaA?(opTu 7 aopTbl

oTaena aopTbl

—~

HabntopeHue KT/MPT (3-5 nerT)

Puc. 4.9 - TakTuka 1o BEJIGHUIO MAIIMEHTOB C paciIupeHneM KopHs aoptsl 1 JJAK.
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5.10. NMporHos3

Puck paccrmoenust U pa3pbiBa aOpThl YBEIUUYHMBACTCS C POCTOM €€ JuaMerpa,
0COOEHHO MpH pazmepax > 60 MM.

[Ipu nmeyeHUn B COOTBETCTBHM C PEKOMEHIAITUSMHU IMPOTHO3 OJIArOMPUSTHBIN
— Tropazmo Jydme, 4yeM npu CM, W aHaJOTHYCH TAaKOBOMY IS  JIUIT
COOTBETCTBYIOIIETO Bo3pacTa B o0miel nomysinuun [181; 194].

KINKOYEBbIE MOJIOXXEHUA

o  Puck HebnaconpusmHvix coOblmull y nayueHmos ¢ 3a001e8aHUIMu aopmol,
accoyuupogannvimu ¢ HAK, Kpauime 6bICOK, Npu 5mMOM UX KIUHUYECKAs
ouasHocmuxa  3ampyoHeHda, — eCiu — paccmMampuéaemMas — namoaocus — He
0OHapYIICUBAEMCA NPU CKPUHUHEE.

o [layuenmam c¢ JAK ¢ OOKYMEeHMUPOBAHHbLIM PACUUPEHUEM CUHYCO8
Banvcanvewt unu eocxodaweti aopmei (unu xoapkmayuer aopmol), OONHCHA
BLINOIHAMBCA  OUHAMUYECKASL OYEHKA «Mopghonocuuy aopmovl ¢ NOMOULIO
BUZYANUBUPYIOWUX MEMOOUK U OANbHeUWUM VIMOUYHEHUeM MAaKmuKy 6e0eHus
nayuenma, nOCKOJILKY A0OpMOnamusl MO}Cem npozpeccuposams co 6pemMeHeM.
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NMPUNOXXEHUE A
METOJ0JIOI'usl OHEHKU OCHOBHBIX ITPU3HAKOB CBCT.
Mpu3Hak 6onbLlworo nanbua

JlmarHoctupyeTcs mpy CTUOAHWH U YKIAABIBAHUHN OOJBIIIOTO TMajbIla TMOMEePeK
nafgoHu. B ciiydae BBICTymaHUs KOHIIEBOTO OTJENa HOTTEBOW (amaHTu OOJBIIOTOo
nasnblia 3a Kpai JaJOHU TECT CYUTAETCA MOJ0XKUTENbHBIM (puc B.1, B.2.).

Puc. B.2. CkpuHuHT-TECT “O0JIBIIOTO Majbiia’.

Puc. B1. [TonoxutensHplii npu3Hak 6obioro nansia (TaiinGepra)
1. Tecr 3ansicTbst

CuunTaeTcs MOJIOKUTEIHHBIM MPHU TTEPEKPHIBAHNN KOHIIEBBIX (DajlaHT OOJIBIIIOTO
najiblla ¥ MU3MHIIA TIPH 0XBAaTE UMH 3aILSICThsS IIPOTHUBOIIONIOXKHON pyku (puc.B.3).

[Ipy HamUYUK TOJNBKO OJHOTO M3 ATUX JIByX CHMIITOMOB HAYMCIISICTCS JIHUIIh
oIuH Oal.

Puc. B.3. TlonoxurenbHblii MpU3HaK g7
3ansacThs (Yoikepa)



2. JImarnoctuka negopmMauuu rpyIHoOH KIeTKH

Jledopmarus TpyIHOM KIETKH BCTpEUaeTcs B IBYX BHIaX: KuieBuaHas (Pectus
carinatum) u BoporkooOpasHas (pectus excavatum).
2.1. Boponxoobpasnas epyonas knemxa (BJAI'K) xak mpaBuiio, COYETAETCs C
BIABJICHHBIMU crepenu peOpamu. [l onpeneneHuss creneHd aedopmanuu
ucnonb3zyercs uuaeke ['mxunkoit (MI') ¢ BeImosHeHrneM OOKOBOTO CHUMKA TPYIHOU
kinetku. MHaekc ['MKUIKOW — 3TO OTHOIIEHHE HMEIOLIETOCS PACCTOSHUS MEXKIY
BHYTPEHHEHW MOBEPXHOCTHIO TPYAUHBI M BEHTPAJIBHON MOBEPXHOCTHIO MTO3BOHOYHHKA
K JIOJDKHOMY paccTosiHuIO (puc. 7).

Unoexc Iuorcuyxoti = AB/CD, (1)
rie B — paccrosHue MeXIy BHYTPEHHEH TIOBEPXHOCTHIO TPYAUHBI U
BEHTPAJILHOM TIOBEPXHOCTHIO 1MO3BOHOYHMKA, CD - 1mopkHOE  paccTosiHHE

Omnpenenenue cTeneHH BOPOHKOOOpa3HOM nedopManuu mo HHAEKCY [ Kuikon
npuBeneHo B B. 1.

Taoauna B.1. — Ouenka creneHn BOpoHKOoOpasHoi nedopmaniuu npu curapome Mapdana o
MHJEKCY | mKuIKoi

CreneHb I I 11

ur 0,9-075 0,75-0 05-0

[lepBas (nerkasi) creneHb AedopMallM XapaKTEPU3YETCsS HE3HAYUTEIbHOMN

UMIIPECCUEH TPYIUHO-pPEOEPHOr0 KOMIUIEKCA M OTCYTCTBHEM OTKJIOHEHHH CO
CTOPOHBI KapAHOPECIUPATOPHOU CHCTEMBI; BTOpas (CpeAHsisl) CTENEHb MPOSBISAETCS
YMEPEHHBIM  BJABJICHUEM TPYAMHO-PEOEPHOrO KOMIUIEKCA M BO3MOXHBIMU
HapylHIeHUSIMU (PYHKIIMM BHEIIHETO JBbIXaHUS;, TPEThs (TsDKENas) CTENeHb COYeTaeT
BBIPAXKEHHOE 3ala/IeHue TPyJUHO-pEOEpHOro KOMIUIEKCAa M 00s3aTeNbHbIE KapJIuo-
pecnupaTopHble HAPYILICHHUS.
2.2. Kunesuonasa oegpopmayus epyomnoii knemxu (K/[I'K) siBasieTcsi BTOpO 10
yactore nocne BJAI'K u nepBoii mo MHOrooOpas3uto nposiBieHUi; 00Ia1aeT BHICOKOM
cnenuUIHOCTRI0 1T cuHIpoMa Mapdana. XapakTepuszyeTcss BBICTYNAHUEM
TPYAUHBI U pedep.

Juarnoctuka K/II'K ocymecTBisercss Ha OoCHOBe u3MepeHus yria Louis —
MEXK]ly PYKOSITKOW TPYIHHBI U TEJIOM, U3MEPSIOT 1O HAPYKHOMY KOHTYPY T'PYJIHUHBI
Ha OOKOBBIX peHTreHorpaMmmax. B Hopme coctasmusiet 145°-175°.

Boeiaensor:

— MaHyopuo-kocmanvHouli mun (BBICTYIIAHUE PYKOSATKH T'PYIHHBI U pedep) uc
3amajZieHueM HIDKHEH 4acTu Tena rpyauHsbl u 0e3 3amajnenus (Puc. B.6.).

— KOpnopo-KocmaivHwullti mun (BBICTYIIAHUE PYKOATKU rpyauHbl U pedep) (Puc.
B.7.)

Many0puo-koctanbubiii T KJI'K xapakTepusyeTcsi BbICTYIIaHUEM BIIEpE]
PYKOSITKA TPYAWHBI, HIDKHUE CETMEHTBI TPYIUHBI MPU ITOM MOTYT OBITh CMEIIEHBI
Hazan. Bennuwna yria Louis , BapsupyeT B peaenax 110°- 135°.
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Pucynoxk B.S. Cxema Pucynok B.6. Cxema Pucynok B.7 Cxema
MaHyOpHO-KOCTIBHOTO THIIA MaHYOpPHO - CTEPHAJIBHOTO THII KOPIOPO-KOCTAIBHOTO  THUIMA
KWJIEBUJIHON nedopManuu  KUIEBUIHON nedopMauu  KUIEBUIHOU AeGopMaiiu
TPYAHOU KIIETKH C TIpyaHOHR KIIETKH 0e3

3amajeHUeM HIDKHEH 4YacTu

3alaICHUA TCJIa I'PyAHUHBI

TCJIa TPYAHUHBI

ManyOpuo-koctanbubli Tun K/JII'K ¢ 3amaneHneM HWXKHEW dYacTu Tena
rpyaussl (Puc. B.5.) monHblil yriioodpa3Hblii CHHOCTO3 BCel IpyIUHbI. UeM MeHblle
yron Jliouca, Tem OOJbIIE BEPOSTHOCTb 3alajJ€HUs HIKHEW TIOJIOBUHBI Teja
I'PYJAVHBI, YMEHBIIECHUE MEPENHE - 3aJHETO AMAMETpa IPYAHON KIIETKH U CMEIICHUS
cepaua.

Many6puo - cTepHaJIbHBIN TUIT KUJIEBUIHON AepopMaIiy rpyJHON KIIETKU Oe3
3amaieHys Tejla TpyAUHbI IPEICTaBICH Ha pUCYHKe Puc. B.6.

Kopnopo-kocTanbhbiii Tvn kuiieBuanou nedopmaruu (Puc. B.7.) Bctpeuaercs
yame JApyrux UM XapakTepusyeTcss HauOOoJIbIIMM pa3HooOpa3ueM BHEIIHUX
NposiBIEHUI. 371ech MOXKHO BBIICIUTh JABE KpaiHuE (OpPMBI C ONpeAeEHHBIMU
OTJIMYUTENbHBIMA OCOOCHHOCTSIMHU.

Kpyrnas rpyap — XapakTepu3yeTcs TeM, YTO TPyJHHA HM30THYTAa KHEPEAU
OoJIbIIIE B CpEeIHEN MM CPEHEN U HHDKHEH 4acTsX.

[TupamupanbHas ¢popMa — rpyAuHa HAOpPABISIETCS KOCO BHU3 U KIEPEIU IO
MPSAMOI JTMHUM OT PYKOSATKH K MEUEBUIHOMY OTPOCTKY. YToi Jltouca npubnmxkaercs
k 180°. Ilepenne - 3amHuil pa3Mep TPYIHOM KJIETKHA yBEIMYEH. 3a CUET-OO0JBLIOrO
PETPOCTEPHANBHOIO MPOCTPAHCTBA HA PEHTI€HOrpaMMax B OOKOBOM MPOEKIUU BUJEH
OTpPBIB NEPEIHUX KOHIIOB peOep OT IpyAUHBI.

Kocranpuplii Tunm KuiieBUAHOW AedopMaluu — XapaKTepusyercs OOKOBHIM
BBICTYIIAHHEM IIepEIHCH TPYIHON CTEHKH 3a cueT JaedOpMUPOBAHHBIX pedep. Y 3Tux
MAIMEHTOB MMEETCA pOTalMs TPyAUHbI BOKPYr MpoaoiabHOW ocu. llpum sron
nepopmaiuu péopa Ha OJTHOM CTOPOHE BBICTYIAIOT BIEPE]], a HA APYroil HAXOIATCS B
HOPMaJbHOM COCTOSIHUM HWJIM 3alajaroT; IpyauHa MNOBEPHYTA B CTOPOHY MEHEE
BhICTynaromux pedep. JaHuwli Tun aedopmaruu Bcerja acUMMeETpuyHbId. [lpu
TOM Ha OOKOBOW peHTreHorpamMMe Kpail KOHTypa BbICTyHarolmux pebep Oyxaer
BBIXOJWTh 33 TPEACIBl TOJOCKHM KOHTPAaCTHOTO BEIIECTBA, HAHECEHHOM IO
IIPOJOJIHOM OCH.
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3. /ImarHocTHKA MJI0CKOCTOIHS

JlnarHOCTHKA TPOMOJBHOTO IUIOCKOCTONHSI OCHOBBIBACTCS Ha JaHHBIX
peHTreHorpadguu u nogomeTpun. Omnpenensercs uHAeKCc DpuaneHna (yrIOMCHUS
CBOJIa CTOIBI) 1O (popMmyiie:

Bricora ctomsl X 100: /IrHa CTOIBI (2)

B HopMme nnnexc @puenaa paren 28-30.

HIMeroT MeCTO CleIyroIIre BapuaHThl AeQOopMarmii:

— dpe3MepHOe OTKJIOHeHWEe | TUIIOCHEeBOW KOCTHM KHYTpH, a lro manbla
kHapyxu — hallux valgus;

— U30BITOYHOE OTKJIOHEHHUE | MIIFOCHEBOI KOCTH KHAPYKU;

— BeepooOpa3HOe pacx0KIeHUE TUTFOCHEBBIX KOCTEH;

—  MOJIOTOYKOOOPAa3HBIE MAIBITHI.

4. JIMarHoCTUKA AyPaJbHOM IKTA3MU

JlypanbHas 5KTa3usi — 3TO JWIATallUsl TypaTbHOTO MEIIKA C IMOCIETYIOIMNUM
paciMpeHreM KOCTHOMO3TOBOTO KaHaia. JlmarHocTupyercs ABYMS METOJIaMU: C
MOMOIIHI0 MAarHUTOPE30HAHCHOU TOMOTpaduy U peHTTeHOTpahUIECKUM METOIOM.

5.1. 30JI0TBIM CTaHAAPTOM [JIsi AUATHOCTUKUA AYPAIBHOM 3KTA3WM MPU3HAHHO
sBisiercss MPT, kotopas BeimosHsiercs mo meroay 1. Qosterhof u coasr. (2001r1.).
BreimonHsi0T W3MepeHus TepeaHe3aqHero pa3Mepa AuaMerpa Teda MO3BOHKA U
nepeHe3a Uil pa3Mep AuaMeTpa TypalbHOIO MEIIKAa NEPIEeHIUKYISIPHO JAJIMHHOU
OCH TeJl TIO3BOHKOB U JIypajbHOTO MelIKa. 3Hau€HUs JUaMETPOB Tejla MO3BOHKA U
AypaJIbHOTO MEIIIKa MOJIy4aloT B CPeAHEN TpeTH Ha YpoBHAX L1-S1.

O nypanbHOM 3KTa3MM MOXHO TOBOPUTH IPH OTHOLIEHUH CArUTTAJIbHOTO
pa3Mepa MO3BOHOYHOIO KaHajla K IMepelHe3aJHEMY pa3Mepy Tejla MO3BOHKa Oosee
v paBuo 0,47 (L3) u 6oee nmm paBao 0,57 (Sy).

5.2. ¢ momomipio KOMIBIOTOpHOH ToMrpaduu mo meroxy G.M. Villeirs ¢
coaBT. (1999r.) (puc. 12). J[lng BbINOJIHEHUS HEOOXOIUMBIX HM3MEPEHUM
BBITIOJTHSIOTCSl aKCHAIBHBIE CEUEHUSI Ha YPOBHE HOXKEK AYT MO3BOHKOB Ls-Sq. Jlamee
MPOM3BOIAT W3MEPEHHE TOIMEPEYHOro auaMeTpa Tell MO3BOHKOB, TMO3BOHOYHOTO
KaHama W aypanbHOro memka Li-Ls. Ha ypoBrue Ls-S; m3mepsieTcss momepeuHslii
AMaMeTp TOJIBKO CIIMHHOMO3TOBOTO KaHalla M IypajJbHOTO MEIIKa.
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Pucynok B.8. /lnarnoctuka
nypaibHoi  9ktazum KT
metogom Villeirs G.M. u
COaBT.

A - m3mepenue B L1 - 4 (L3),
MIONIEPEYHOI0 JUaMeTpa Tesa
MMO3BOHKA (ATID),
IIO3BOHOYHOIO  KaHajga W
nypansHoro Mmemika (AJM);
b, B — u3mepenue Ha ypoBHE
L5 mnonepeynoro nuamerpa
MIO3BOHOYHOIO  KaHajga W
qypainpHOoro wmemka; [ -
u3MepeHue Ha ypoBHe Sl
IIOIIEPEYHOT 0 naTepo-
JaTepaIbHOTO auamMerpa
[I0O3BOHOYHOIO  KaHaia |
JypaJbHOTO MENIKA.

B nanpueiimiem mo ¢opmynaM MNpOU3BOAUTCA pacueT HMHJCKCA TypaTbHOTO
Mmemka (MJIM) u uanekca cnuaHomo3roBoro kanana (MCK).

UM = 4% IIM(L1-Sy))/3. ATII(Ls-Sy), ®3)
rae JIJIM — nuamerp nypanbHoro memka, /[T — quamerp Tena no3BOHKA;
UCK = 42 ACK(L1-S1))/3. ATI(Ls-Sy), (4)

rne JCK — ngmamerp cnuHHO-mo3roBoro kanama, ATII — puamerp Tena
MO3BOHKA;

[Tatonornueckum cuuraerca MM > 3,75; UCK > 4,50.

5.3. Pentrenorpaduueckuii Metoq Ahn u coast. (2001r.). HapaBue ¢ MPT
MOXET HCIIOJIb30BaThCA KJIACCUYECKUH PEHTTE€HOIOTUYECKUI METOJI.
UysctBurenbHocth 57,1%, cnenuduuanocts 91,7%, IlpenackazarenbHas MEHHOCTH
MOJIOKUTENIBHOTO pe3yibTata 92,3%, npenckaszaTenbHas [EHHOCTh OTPULIATEIBHOTO
pesyabrara 55,0%. [ns AMArHOCTUMKH IOypallbHOW S3KTa3UM PEHTIEHOJIOTHYECKUM
METOJIOM HeoOXoJMMa OIlEHKAa PEHTTeHOTPAaMM MOSICHUYHO-KPECTIIOBOTO OTela
MO3BOHOYHMKA B MPSAMOM 1 O0KOBOM mpoekuusix. [Ipu atom s nypanbHOM 3KTa3uu
JUAarHOCTUYECKH 3HAYMMBIMU CUUTAIOTCS CIETYIONINE MOKA3aTEIIU:

— PaccrosiHue Mexay HOXKaMu TO3BOHKa Ha ypoBHe Ls4 >38,0 MM (puc.
B.9.);
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Pucynok B.10. — U3mepeHue carurtaibHOro JIuameTpa
Pucynok B.9. —  l3MmepeHue CHMHHOMO3IOBOIO KaHajla Ha ypoBHE S1 AJig AMAarHOCTUKH
paccTostHUS MEXIY HOXKKaMU  TypaJIbHOM SKTa3UU PEHTTEHOJIOTHYECKUM METOIOM.
MO3BOHKa Ha ypoBHe L4 jgns
JTUArHOCTUKU  AYpPaJIbHOM  3KTa3uu
PEHTI€HOJIOTMUYECKUM METOJIOM.

— CaruranpHblil TMaMeTp CIIMHHOMO3IOBOTO KaHaja Ha ypoBHE S1>18,0 MM;
N3mepennie mpoBOAUTCS B CPEAHEN TPETH MO3BOHKA B OOKOBOM PEHTI€HOIOTHUECKON
npoekun. OILIEHUBAETCS PACCTOSIHUE MEXKAY 3aJHUM KpaeM Teja MO3BOHKA H
MepeTHUM KpaeM OCTUCTOro oTpocTtka (puc. B.10);

— Crenenb CcyXeHUs Tela MO3BOHKAa Ha ypoBHe Ls>5.5 mm (puc. B.11).
[TpousBoaUTCS U3MEPEHHUE MIMPUHBI BEPXHEN U HUKHEN 3aMBbIKATEIbHBIX MJIACTUHOK
Ls, a Takke B CpEeIHEN TPETH.

CrerneHb Cy)KeHUS! BRICUUTBIBACTCS 110 CIIEyIolIei dhopmyre:

CC = (IUB3II+LIH3IT)/2 — LICTTII, (5)

rae CC — crenenb cyxkenus, B3Il — mmpuHa BepxHEW 3aMbIKaTEIbHOMN
mnactuaku, IH3II — mupuna HwkHed 3ambikatenbHOM mmiactuHku, [ICTIT —
IIMPUHA CPEIHEN TPETHU Teja MO3BOHKA.

Pucynoxk B.11. -
HN3mepenne creneHu
CY)KEHHS Tena
0 =11 mm MO3BOHKA Ha YpPOBHE
L5 nns nmarHoCTHKH
IypIbHON  AKTa3uM
PEHTIE€HOJIOTMUYECKUM
METOIOM.
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5. JlmarHocTukKa MpPOTPY3UH BePTJIY:KHON BIIAAUHBI

[TpoTpy3us BepTAyKHOM BHAAWMHBI - 3a00JEBaHUE, XapaKTepHU3YIOIleecs
yrayOJieHneM BEPTIIY>)KHOW BIMAIUHBI M TIIYOOKHUM IOTPY)KEHHEM B HEE T'OJIOBKH
oeapenHoit koctu (puc. B.12). CocrtossiHue codeTaeTcs ¢ HCTOHYCHHUEM Teja
0€3bIMSIHHON KOCTH M BBIMSIYMBAHUEM JHA BEPTIY>KHOW BMAJMUHBI B MOJIOCTH Ta3a.
[IpoTpy3usi BepTIYKHON BHAIUHBI JUATHOCTUPYETCS HA OCHOBE PEHTTEHOTPaMM
MeroaoM KynbMaHa, BKIIIOUAIOIIETO:

— JluHMs BepTIAY)KHOM BHAJUHBI MPOCLUPYETCS MeIUalibHEee WIIHO-
WUCXUANTHHOU JTUHUYU Ha 3 MM Y MY)KYUH U 6 MM Y JKCHIIHH;

—  Yron BubGepra coctaBmsier 6omee 40°;

—  Ilepeceuenue «cne3p» Kennepa uinoncxuanabHON JTUHUEH.

Pucynox B.12. —  JlmarHoctuka
MPOTPY3UH BEPTIYKHOMN BIIaTUHBI:

- JUHUA BEPMIYHCHOU 6nAOUHbL
npoeyupyemcsi meouanvHee unuo-
UCXUAIbHOU TUHUY HA 3 MM Y MYXXYHUH U 6
MM Y JKEHIIUH

(A — nmpu cunapome Mapdana,

b — Hopma);

- usmepeHnue yena Bubepea

(B - 6omnee 40° npu cunapome Mapdana,

I' — HopMma);

- nepeceuenue  «cnesvly  Kennepa
UTUOUCXUATILHOU TUHUEU

(I — npu cuagpome Mapdana,

E — B HOpM™meE).

6. JlomuxocreHOMHUeE M.

JIOMMXOCTEeHOMHETHS BBICTABIISIETCS IPH OTHOIIICHUH BEPXHETO CErMEHTa Tella
K HWKHeMy cermeHty tena <0,85 u pasmax pyk/poct >1,05 6e3 BBIpa)XEHHOTO
ckonmo3a. HWKHHMH CerMeHT ompeaenseTcs KaK pacCTOSHHE OT BEpXHEH vactu
7100K0BOTO cuM@u3a 10 moja B MOJOKEHUH CTOs, BEPXHUN CErMEHT IpPECTaBiIsIeT
co0o¥t pa3HOCTh POCTa MUHYC BEJIMYMHA HIDKHETO cermenTa (puc. B.13.).

BaxHo OTMETHTBH, YTO HH OJHO W3 ITHX COOTHOIICHWH HE oOecTeunBacT
TOYHOE U3MEPEHHE KOCTHOH JUCTIPOTIOPIMH B MPUCYTCTBUU CHUIIBHOTO CKOJIHNO3a WIIH
kudo3a.
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Pucynoxk B.13. - Pasmepnr Tena,
u3MepseMble Ui JTMarHOCTUKU
JOJIUXOCTEHOMUEIINY.

e

~

QR/

7. Ckoauo3

JInarHocTrKa CKOJIMO3a SIBJISETCS PYTMHHOW NPAKTUKOW, INPUMEHSEMOW B
OOJBIIMHCTBE  JIe4YeOHO-TUArHOCTUUECKUX  YyUpeXJIeHUH u  He  Tpedyer
JOTIOJIHUTENbHBIX MOSCHEHUH. J{narHocTHUEeCKH 3HaUMMbIM IIpU cuHapoMe Mapdana
ABIsieTCs | cTeneHp U BhIIIIE.

8. JlumeBble NMpU3HAKH (qonmuxoredanus, SHOPTAIbM, CKOIICHHBIE BHH3

IJIa3HBIE MIEJU, TUTIOTUIA3HsI CKYJIOBBIX KOCTEH, peTpOTHATH).
8.1. Homuxouedanuss — ¢dopma TOJIOBBI, IMpPU KOTOPOM  OTHOIICHHE
MAaKCHMAJIBHOW IIMPUHBI TOJOBBI K MaKCUMAJIBHOW [JIMHE cOCTaBisieT <75,9 % y
MyX4uH U < 75% y keHuuH. J[aHHBIN MOKa3aTeNb HA3bIBAETCS YEPEIHOW HMHIEKC
Hn).

YU = IIPT/IIPT*100, (5)

rae UM — uvepennou unupekc, [IPI' — nmonepeunsiii pasmep rosossl, TIPIT —
IIPOJIOJIBHBIN pa3Mep rOJIOBBI.

M3mepeHre NpoBOAMTCS IITAHTEHUUPKYyJleM. I3MepeHne MpoaoiabHOro
AMaMeTpa TOJOBbI OT Touku riademwta (glabella) mo Toukm omucrokpaHuoH
(opisthokranion). 3mepenue monepeyHoro pa3mepa yeperna Mex,1y TOYKaMu dypHUOH
(euryon). /laHHbBIC TOYKH SIBJISSIOTCS HAMOOJICE BHICTYMAOIUME y4acTKaMH 4epera B
COOTBETCTBYIOIIMX TIOCKOCTSX (puc. B.14.).
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Pucynox B.14.1 — PacrnonoxxeHue aHaTOMHUYECKHUX TOYEK
yeperna JJis IPOBEJCHHs OLIEHKH YEPEHOro NHIEKCA.

8.2. OOBECKTUBHBIM  METOAOM  OUACHOCMUKU  JHOmMaibma  SBISICTCA
CTaHJIapTHOE UccieaoBaHue dKk30¢TamTbMoMeTpoM XepTas (Puc. B.15.).

I/I3Mep€HI/Ie IIPOU3BOAUTCA paCCTOAHUA OT 0p6I/ITaJII>HOFO Kpas 10 pOroBUIbI.

Pucynok B.15.1-2. - Ox3o¢pTansmomerp XepTass.

[Ipu cmemnieHnu ma3Horo si0ja0Ka K3aJau MPOUCXOAST CY)KEHHE TIIAa3HOM ILenu,
oOpa3oBaHHE€ CKJIaJOK Ha BEpPXHEM BEKE, HMHOINAa OrpaHUYECHHE MOJBHKHOCTU
IJ1a3HOTO SI0JI0Ka C IUIUIONUEN, CHUXKEHHUE 3PEHHUS.

['mnonuiasusi CKyJOBBIX KOCTEH MpeCcTaBIsieT cOO0M CyObEKTHUBHBIN CUMIITOM,
MIPECTABIAIONINN CO00M HETOPAa3BUTOCTh CKYIIOBOW KOCTH.

Perpornatusi mpezactaBmsieT coO60i CyOBEKTHBHBIM CHUMIITOM, HJiSi KOTOPOTO
XapaKTEPHO PACIIONIOKEHHAsA K334y HWKHSAS YEIIOCTh, KOTOpasi HAaXOIUTCS B CTOPOHE
OT IUJIOCKOCTH JIMIA, €CJIM CMOTPETb B OOKOBOW MPOEKIUH, MpPU OSTOM BO
(GpOHTAIBHON TTPOEKITUU CMEIIEHUST HE OTMEYaeTCsl.

95



AHTUMOHTOJIONHBIN pa3pe3 a3 (CKOIICHHbIC BHHU3 IVIa3HBIC IIEJIN)
NpeCTaBIsieT CO000N CYOBEKTHUBHBIM CHUMIITOM, JJii KOTOPOTO  XapaKTEpHO
HAXO0K/JICHUE HAPYKHBIX YIJIOB IJa3HbIX SI0JIOK HUKE BHYTPEHHHUX.

9. KoxHble NPOsIBIEHUS

XapakTepHbIM JTUArHOCTUYECKUM MPU3HAKOM SIBJISIIOTCS aTpOPUUECKUE CTPUH,
HE CBSI3aHHBIE C TOPMOHAJBHBIMU HApPYIICHUSIMHU, OXKHUPEHUEM, OEpEeMEHHOCTHIO.
Haunbonee yacThiMHM JIOKQJIHU3AIUSIMUA CTPUM SIBIIAIOTCS YYaCTKM KOXH B 00J1acTu
Hapy>KHOU MOBEPXHOCTH IjIeya, Oepa, HIKHEW TPEeTU CIUHBI U BCTpeYaroTes y 65 —
80% marueHToB ¢ cuaapoMom Mapdana (Puc. B.16.1-2.).

Pucynok B.16.1-2. KoxHble  IpHU3HAKU
cugapoma Mapdana B BuAC aTpoPUUESCKHX
CTpui c Haubosee XapaKkTepHbIMU
JOKanu3alMsAsMd B 00JacTH  HapyKHOU
MOBEPXHOCTH I1JIeda U HUKHEN TPETH CIIUHBI.

10. /ImarHocTMKA MPoJianca MHUTPAJBLHOI0 KJAMAaHA OCYIIECTBIISIETCS MO
ctaHaaptHod Metoguke. OIlleHKa [JaHHOTO KPUTEpUsT TPOU3BOAMTCS  BHE
3aBUCUMOCTH OT TUIIA U CTETNIEHH MpoJiarnca.
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