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AND THORACIC AORTA DISSECTION:
OSIS THROUGH GENETIC DISCREPANCY. Article 2

es it possible to look at the problem of the thoracic aortic aneurysm, and tactics to treat it in

ic in which the aorta is affected in isolation, without clearly defined clinical features. In this
syndromic and non-syndromic hereditary aneurysm and dissection of the thoracic aorta. Given
sis, treatment and prevention of this disease.

ac neurysm; aortic dissection; hereditary connective tissue disorders, non-syndromic aortic aneurysm;
ys-Dietz syndrome; genetics; risk factors, differential diagnosis; (FBN1); transforming growth factor beta (TGEJ3).

e kputepum fTAAD:

1.1. nporpeccupyfollee pacLiMpeHUe BOCXOASILLEN 4acTu
rPYAHOM aopTbl C BOBAEYEHMEM CHHYCOB BanbcanbBbl, AMOO TOAb-
KO BOCXOAALLEN a0pThl, AMOO 06emX;

1.2. npeannataLmsi NPOKCUMAAbHOIO OTAEAA KOPHSA UAWM BOC-
XOASILLLEN YacTh aopTbl OCHOBaHa Ha U3MEPEHUN Pa3MEPOB CUHY-
coB BanbcanbBbl ¥ BOCXOAALLEN aOpTbl C UCMIOAb30BAHUEM TaKKX
METOAOB BU3yaAm3aumnmn kKak 2D-9X0-KTI, KT, MPT nau aHrnorpadusa

B CPaBHEHWE C COOTBETCTBYHOLLMMU BO3PACTY HOMOrpamMmMamMu, UH-
AEKCMPOBaHHbBIMK MO NAOLLAAM NOBePXHOCTU TeAa (MMT) [20].

AASi OLEHKM aHATOMWU KOPHSI M BOCXOASILLLEM aopThbl PEKO-
MEHAYETCA U3MEPEHUE, CAEAYIOLMX YETBIPEX AMHENHbBIX pasme-
pPOB Ha YpOBHe:

- $MOBPO3HOro KoAbLLa a0pTaAbHOro KaanaHa (OK AK),

- CepeAnHbl CMHYCcOB BanbcanbBbl,

- CUHOTYByAsipHOTO rpebHs (coeamHeHus) (CTT),
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Xupypruyeckoe

N3onupo-
nevyenmne?

BaHHaA
AlA

HabnogeHune

GM MapdaHa: FBN1

C-m dnepca - AaHno IV tuna: COL3A1, COL1A2
TGFB-3aBucKMble BaCKynonaTuu:

- ¢-m Nlymc-Antua (TGFBR1/2)

-c-m AHeBpu3ma-ocTeoapTput (SMAD3 ),
-TGFB2,

CUHAPOM apTepunanbHoOM U3BUAUCTOCTU:
SLC2A10

QMH,quM atpoduu (Banoctu) koxu: FBLN4S

CceMenHbIi
aHamHe3

HecnHapo-
ManbHas

AOTA
(cemeitHan Xupyprudeckoe
aHeBpM3Ma neyeHne
rPYAHOI a0PTbl)

Puc. 1. AuddepeHumanbHas AuarHocTmka

- TyByAsIpHOM 4YacTW (NMPOKCMMAaAbHbIA OTAEA) BOCXOASLLEN
aopTbl. 3mepeHne TOAbKO KOPHSA aopTbl 4aCTO HEAOOLLeHUBaeT
MCTUHHbIE pa3Mepbl CUHYCOB BanbCanbBbl; B CEMbSIX C aHEBPU3-
MaMK TOAbKO BOCXOASILLLEW a0pThbl, MOXET noTpeboBaThCs BbIMOA-
HeHue KT / MPT anst 6oAee TOYHOM OLEHKH, T. K. IXO-KI He Bcer-
Aa MOXET YETKO OMNPEeAEAUTb AMaMETP BOCXOARLLEW a0pThl.

CornacHo pekomMeHpauuam EBponeiickoro obuiectsa 9xo-
kapanorpaduu no nNpakTMYeCKOMy MCMOAb30BaHUO IxoKC npu
3aboneBaHusAX aopTbl (2010 r.) AMHENHbIe NapamMeTpbl a0PTbl UH-
AEKCUPYIOT Ha NAOLLAAb MOBEPXHOCTU TeAa.

B kauecTBe nokasaTteAen, XxapaKTepuU3yoLWwmx UCTUHHBIN pas-
Mep aopTbl, MOTYT MCMOAb30BATbCA CAEAYOLLME:

- CTaTUCTUYECKUIN Z KpUTEPUI. YBEAUUEHWE AMaMeTpa ao
Tbl yCTaHaBAMBAETCHA MNPW 3HAYeHWn Z Kputepusa = 2 (ctaplue
20 neT) u Z > 3 (Monoxe 20 AeT) MoXeT MCNOAb30BaTbCS4HO
rpaMma AAS OLLeHKM KOPHS aopTbl Mo Roman MG (1993) [20
- OTHOLUEHWE GaKTUUYECKOro AMaMeTpa KOPHSA aopTb

MAT = 0,007184xH(pocT, cM)*0,725xM(Mm
BepxHuM HopmanbHbIi npeaen UPA B
Ha YpOBHE aopTaAbHOrO CUHyCca.

- OTHOLUEHWe daKTUUeCcKoro pAuamer A1 aopThl K KO-
HEYHOMY AMACTOAMUYECKOMY pa3Mepy AEBOro JKeAyaouka cep-
Aua (Ao/KAP);

— AOAXHBIM AMaMeTp Kop
Husx, AAKAo = 1,92 + 0,74xMN

abCOAOTHBIX 3Haue-
€BbILLEHNE KOTOPOro
PEHUE KOPHS aopThl;

. B Hopme anametp CTI co-
Anametpa ®K AK y ocHo-
0,83-0,86 [7].

pdaHa, Ayuca-Autua, Inepca-
APYEUX CUHAPOMAaAbHbIX NpuunH AATA;

aopThl

3. MOAQ bl aHamHe3 AATA.
anbHasi AMarHoCTuKa
1. A («<30AOTOM CTAHAAPT» AUArHOCTUKM).
2. KT-a padua (MeHee MHBA3UBEH, HO HE BCErAa Tak Xe

MHbOPMATUBEH, aHrnorpadus).

3. MP-aHrvorpaousi (He okasbiBaeT AyueBOM Harpy3ku, HO
MOXeET ObITb MeHee UHGOPMaTUBEH, YeM KT-aHrnorpadus).

4. Y3U-ponnaeporpadusi (HEAOPOron 1 AOBOAbHO MHbOPMa-
TUBHbIN METOA).

MonekyrsipHO-reHeTuyeckne uccrepoBaHus.  ocaepoBa-
TeAbHOE TecTMpoBaHUe. UCXoast U3 YacToTbl 0OHaPYXEHWUA MyTa-
UMK, uerecoobpasHbiM, B NMEPBYD OUYEPEAb, CUMTAETCA MOAEKY-

-

AAPHO-reHeTu4eckoe
OCTaAbHbIX U3 CEMU TEeH

aHne ACTA2. CekBeHWpoBaHWe
puyactHbiMu K fTAAD MyTauusimu

(TGFBR&;, TGFBR2, MYH11, FBN1, MYLK n SMAD3) moXHoO pac-
cMaTpuBaTh unentos ¢ fTAAD, KOTOpble HE UMEIT MyTauuu
BAC n/WA T APYTME KAMHWYECKUE 0COBEHHOCTU (TabA. 2).

Oa nccaepoBaHue. MCnoAb3oBaHUE MYALTU-

BKAIOYAIOLLMX CEKBEHWPOBAHWE OAHOBPEMEH-
HOB, B TOM YuCAe B 00S3aTEAbHOM MOPSIAKE,
a pa3BUTUE CUHAPOMHBLIX GOPM aHEeBPU3MbI MpU
. (Taba. 2).

epeHuUaNbHas AMArHOCTUKa CKAAAbIBAETCS U3 AW-

Ha OCHOBE AETaAbHOM KAMHWYECKOM oueHKke npobaHaa
OB cemMbM (puc. 1).
nepByto oyepeab AuddepeHUnpoBaTb MPUXOAUTLCA C CUH-
bHbIMU dopmamu/deHoTunamu AAIA, koTopble HabaoAa-
HOTCS MPU FTEHETUYECKU-CBA3AHHBIX (@AAEAbHbIX) 3a00AEBAHMSAX.

B KnaccuyeckoM npeacTaBAEHUU CUHAPOManbHble A(A)TA
BbISIBASIKOTCA NpPU:

|. cuHApom MapdaHa (careacTBUE MyTauuu B reHe FBNL);

II. AAC (cnepctBre myTaumm B reHe TGFBR1/TGFBR2);

Ill. cuHApoM apTepuanbHoln ussmamuctoctn, CUA/arterial tor-
tuosity syndrome, ATS (crnepctBue myTtaumn B reHe SLC2A10);

IV. peueccrBHasa ¢opma pepmatonmda Aanbepa (cutis laxa)
| TMNa (cAepcTBUE MyTaumu B reHe dubyanHa — 4 / FBLN4).

V. SMAD3-accoumMmpoBaHHbI aHEBPU3Ma-0CTEOAPTPUT CHUHA-
pom / a SMAD3-related aneurysms-osteoarthritis syndrome (OAS).

AnarHocTnyeckuii MMHUMYM, TpebyeMblii AAST KAMHUYECKOTO
o6cAepOBaHUS C LEAbID NPOBEAEHUS AMddEepeHLManbHON Anar-
HOCTUKM:

1. XapakTepuCTUKK AMLa: TMMepTEAOPU3M, BbiCOKOe Hebo,
pa3ABOEHHbIN A3bI4OK MArKOro Heba. CKeAeTHble NPOSIBAEHUS:
pAoAMxocTeHOMeAUns, BAIK, apaxHOAQKTMAWSA, MAOCKOCTONMe,
KOCOAAMOCTb.

2. Oxokapaunorpadus: npoAanc MUTPaAbHOIO KAanaHa, ABYCT-
BOpYaThblit aOpTaAbHbINA KA@NaH, OTKPbITbIA apTepUanbHbIN NMPOTOK.

3. UccnepoBaHMe rAa3a: cMelleHne (BbIBMX) XpyCTaAMKka oT
LeHTpa 3payka, GAOKKYAbI PaAYXKK.

4. PeHTreHoBckue, KT/MPT uccaep0BaHMA: OCTEOAPTPUT,
apTepuanbHas U3BUAUCTOCTb, apTepUanbHbIE€ aHEBPU3MBI.

CuHapomanbHble popmbl (peHoTUnbl) A(A)FA

CuHapom Mappara (M®C) (OMIM 154700) - knaccuueckas
Moaenb HHCT ¢ BoBAeUeHMEM 3PUTEABHOMN, CKEAETHOW U CepAeY-
HO-COCYAUCTOM cuUCTEM. KAMHUYECKM NMOMMMO XapaKTepHbIX W3-
MEHEHWI CO CTOPOHbI ONMOPHO-ABUraTEAbHOIO annapara (YAAMHEH-
Hble TpybuaTtble KOCTW, aHOMaAUM CKeneTa, rMnepMobUAbHOCTb
cyctaBoB (TMC)) 1 HepAOPa3BUTHA XMPOBOIM KAETUATKU HabAIOAQET-
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€A naToAorusi B opraHax 3penusa (A0 60% - cmelleHue xpycTa-
AVMKa OT LEeHTpa 3payka) U CepAEYHO-COCYAMCTOW CUCTEMBbI, UTO
B KAGCCMUYECKMX BapuaHTax cocTaBAsieT Tpuapay MapdaHa. Knac-
cuueckan mopenb HHCT ¢ BoBAEUEHUEM 3PUTEABHOM CKEAETHOWM
WU CepAeYHO-coCyAMCTON cuctem. MmeeT AA-TMUN HaAcAeAOBaHMSA
¢ oxupaemon yactotont 3-5/10 000 1 poneit HeomyTaumin 20-25%
OT BCEX 3aperucTpMpOBaHHbIX CAy4aeB, KOTAa Y POAUTEAEN NaLU-
eHTOB 3ab0oAeBaHWA He OTMeuaeTcs. B paBHOM cTeneHu 3To pac-
NPOCTPAHAETCH Kak Ha MYXYMH, Tak U Ha XEHLIMH BO BCEM MUpPE
1 3aKAtoUaeT B cebe NOBbILLEHHbIN PUCK AUAATALMK, pacceyeHus
W/UAM pa3pbiBa aopTbl, KOTOPbIE ABAAIOTCH OCHOBHOMW NPUYMHOWM
YBEAUYEHUS CMEPTHOCTMU.

CepAeyYHO-COCYAUCTbIE MPOABAEHUSA BKAKOUAKOT AMAATALUIO
aopTbl Ha YPOBHE CUMHYCOB BanbCanbBbl, MPEAPACNOANOKEHHOCTb
aopThl K pa3pbIBY, NPOAANC MUTPAAbHOIO/TPUKYCMUAAABHOMO KAG-
naHoB ¢/6e3 peryprutaumm 1 paclmMpeHve npoKCUMaAbHOM Ae-
rOYHOM apTepun. YCTaHOBAEHa YeTKas MPUYMHHO-CAEACTBEHHAaSA
CcBA3b ¢ MyTauusMu B reHe FBNL. Mpr3HaAHO, UTO MOAEKYASIPHbIE
AedeKTbl U GEeHOTUN HEeAOCTaTOUHbI AAS TOYHOW CTpaTudUKaLmum
AopTaAbHOrO pUcKa: BHyTpUCEMEWHAs U3MEHUMBOCTb UAAKOCTPU-
pyeT TOT $aKT, UTO Te Xe MOAEKYAAPHbIE AeDEKTbl MOTYT UMETb
pa3AMyYHble MOCAEACTBUA Y pPasHbIX UHAMBUAYYMOB. YOeAUTEAb-
HbIM AOKa3aTeAbCTBOM SIBASIETCH MEPEKPECTa KAMHUUYECKUX MPO-
aBAeHMn B 10% cayvyaeB, AaXe NpW MOAHOCTBHO BbIMOAHEHHbIX
MeXAYyHapoAHbIX kputepueB CM, CAYXUT yCTaHOBAEHUE MyTauu-
AX B Pa3AMYHbIX reHax, koaupytowmx FBN 1 n TGFBR2.

CuHapom Aynca-AnTtua (AAC) (OMIM 610380) - pesyabtart
MyTaumi B peuentopax TGFBR1 uan TGFBR2, xapakTtepuayetcs
6onee arpeccuBHbIM TeuyeHueM, Hexean MOC u nposiBasieTcs
TPUAAOKM aHOMaAWIA: KOCTHBIMU (apaxHOAAKUTUAKS, AOAUXOCTEHO-
MEANS, KaMNTOAAKTUAUS, CKOAMO3, TMC, kuneBuaHasa AlK) uepen-
HO-AVLIEBBIMM (BOAYBSI MACTb, MAA3HOM TMNEPTEAOPU3M U KPAHMO-
CMHOCTO3bI) U COCYAMCTbIMU (M3BMAWUCTOCTb apTepuii, BOCXOAS-
Laf aHeBpU3Ma/paccAOeHne aopTbl). BOABLUIMHCTBO NauMeEHTO
nepBOHaYaAbHO WMMEIOT OrpaHuWYeHHble MPOSIBAEHUS B ag
OAHaKo cyLLeCcTBYET MOBbILLEHHbIA PUCK aHEBPU3M U PacCAOE

0C06EHHO B CAyUyae npu MyTauusx B peuentopax TGF
BpoxaeHHasi KOHTpaKTypHas apaxHOAaKTUAUS (
Tepusyetcsi MaphaHonop0H6HOM BHEWHOCTbLIO C Bbl
rabuTycoM C KAACCUUYECKOM AOAMXOCTEHOMEAUEN
TUAEN. B TAXEAbIX CAyYyasix OTMeYatoTCsl KOHT
CyCTaBOB (KOAEHW U AOABIKKWM) U NMPOKCU
roBbIX CyCcTaBOB MaAbLEB PYK U HOT (K
aAbHYI0 3HAaUUMMOCTb UMET KUdOo3/c
AVWEHTHOTO TeyeHus U HabapaeMbl
cAydaeB. lMpuumMHOM ABASETCH My
peHre aopTbl OTMEYaeTCs PEAKO,
umMn ocnapubaetcsa [10].
CUHAPOM M3BUAMCTOCTI
MIM606145 ] npeactaBaA
cuBHoe (AP) 3aboneBaHUe C
tolleecs TAXXEAON cTeng

30M 1 aHeBpU3MaMu @
A .BOBA

3avactyo oTme

2TCS TOMO3UIOTHOE MAWM COYETaHHOE reTepo-
3UroTHOE HOCWUTEABEGEBO MyTauMi [2]. BOABLUMHCTBO NaUMEHTOB
yMUpaeT B MAAAEHUYECTBE, OAHAKO Te, KOTOPble AOXMBAKOT A0
B3POCAOr0 BO3pacTa, YyBCTBYHOT cebsi Xxopoluo [5].

Anepca-AaHA0 CUHAPOM, cocyanCTbIk TM / v EDS (paHee 060-
3HavaBLuMica kak EDS IV Tuna) obycnoBaeH myTaumsimm B COL3AL,
reHe, KoaupyrolleM koanareH tuna lll; xapaktepusyetcs cnabo-
CTblO COCYAOB M TKaHeW. Hapsiay € xapaKTepHbIMU BHELUHUMU
npusHakamu, oTamyatowmmm v EDS ot MOC, aBastotcs npocse-

A) [MIM 208050,
KO€ ayTOCOMHO-peLec-
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yMBaloLas Koxa, Aerkoe MOSIBAEHUE CUHSKOB, AUCTPOdUYECKOE
pybueBaHWe U NPeAPacnoAOXEHHOCTb K paspbiBaM KULIEYHUKA
1 mMaTku (Bo Bpemsi bepeMeHHocTH). Kak npaBuAO, paccAOeHUe
WAM pa3pbiB Bo3HUKaeT npu VEDS B apTepusix cpeaHero pasme-
pa, x0T MHOrAa B 3TOT MPOLECC BOBAEKAETCH Takxe W aopTa.
MpeApacnoAOXEHHOCTU K MOPaXeHW KOPHSA ‘@epTbl He HabAto-
paetcs. [pUMepPHO NOAOBUHA aHEeBPM3M/PaCCAOEHMI BO3HUKAET
B apTepusix rPyAHOr0 MAM BPIOLLHOrO OT, ;
LIEN U KOHEUYHOCTEWN BOBAEKAIOTCH PeX
TMna EDS cBsi3aHbl C COCYAUCTBIMU M
TMYeckuit Tvn (paHee - tmn VI EDS) xa
AMo30M, TMC ¥ MblLlIeYHOW H
06yCAOBAEHO HapyLLeHUAMU &
ATMAPOKCUAA3bI, KOAMPYEMOW
ABAEHUSA, KaK AMAaTaLms/
cpeaHero pasmepa [18].

CUHAPOM MYABTHC,
Typbl. Mepuoanyeck
towme Argl79, Bbl
Typbl BO BCEM TeA€.
NeHETPaHTHbIM COCYAUCTD
AAIA, OAI, cteHo3 u pacluk

KNMPOCKO-
aboneBaHUe
N @KTUBHOCTU AU3U-
. Habatopanuck Takue
1 pa3pbiB apTepui

MI0 KAETOK FAaAKOWM MYCKYyAa-
K 6onee Cepbe3HbIM U OYEHb

HWEe COCYyAOB FOAOBHOIo Moa3ra,

rMNepaXoréHHoCTb NEPUBEHTPUKYASIPHOTO GEAOrO BellecTBa ro-
NOBHOT ra PT, AErOYHYIO TUMNEPTEH3UIO, @ TaKXe PUKCHU-
poOBaHHbIe pacLl € 3payku, TMNOTOHUIO MOYEBOTO My3bIpS,
He3aBeplle BOPOT (MaAbpoTaLMa) U FTMNONEPUCTaNbTUKY

n (BKA) B AETCKOM M IOHOLLECKOM BO3pacTe,
He NpoABAAETCA KAMHUYECKHU, OAHAKO, B AMHaMUKe
€TBEepPTON AEKaAaM XMU3HU 3aKkaHunBaeTca GopMu-
KaAbLMOUUMPYOLLETO CTEeHO3a aopThl. PUCK paccaoe-

a3aHHOW MyTaLuKu B TpaHCMeMbpaHHOM peLenTopHoMm benke
noBeka, Tvna 1 (NOTCH1). PacwupeHue aopTbl y nauueHToB
¢ BAK BcTpeuaetcs B At06OM Bo3pacte. Kpome Toro, YAeHbl
cemel naumeHtoB ¢ BKA nmetoT 6OAbLIMIA PUCK paclUMpeHUs
aopTbl, YEM YAEHbl CEMEN, HE UMEIOLLMX B aHAMHe3e AaHHYIO
natonornto [14]. C yyeToM BbICOKOM C PacnpoOCTPaHEHHOCTU
BKA, HabAtoA@EMBIX CAYYaeB AMCCEKLMU aopTbl 3HAYMTEABHO
6onblue, yem npu MOC. BaxHocTb BKA 3akatouatcsa B TOM, UTO
AMCCEKLMA aopTbl 0ObIYHO MPOUCXOAMT 3aA0ATO AO HACTYMAEHHUSA
CYLLEeCTBEHHOrO (KAMHUYECKU 3HAUUMMOrO) aOpPTaAbHOrO CTEHO-
3a (Taba. 1).

Tabanua 1. KAMHMueckaa MmaHudecTauusa aopTbl
NpU HaCAeACTBEHHbIX 3a60AeBaHUAX COEAUMHUTEAbHOW TKaHU

BeposiTHOCTb
PacnpocTtpaHeHHoCTb
AVUCCEKLNU
CuHapom MapdaHa 0,01% (1:10 000) 40%
BUKycnMAaAbHbIM aopTaAbHbI 1-2% 5%
KAanaH

Takum obpasom, TAAD nokasbiBaeT BbICOKYHO CTEMEHb Nnepe-
KPbITUS C pa3AMUYHbIMU 3aboAeBaHUAMU, TPEOYOLWMMU NPOBEAE-
HUS AMddEepeHLManbHOM AMArHOCTUKH.

NeueHue. AAs BblpaboTkM cTpaterunm AedeHua AAMA
TpebyeT CKOOPAMHWPOBAHHbIN BKAAA MYABTUAMCUUNAMHAPHOWM
KOMaHAbl CMeLuMarucToB, 3HAKOMbIX C A@HHOW NaToOAOTMEW,
B TOM YUCAE MEAWLMHCKOIO reHeTuka, KapAMonora u Kapauo-
xupypra. KAMHUYeckoe MOHUTOPUPOBAHUE U CONPOBOXAEHUE
naumMeHTa ¢ reHetnyeckumu dopmamum AAIFA npepcTaBAEHbI
B Tabauue 2.
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Tabanua 2. TaKTUKa U cTpaTerusa BeA€HUsA NaLUeHTOB C reHeTUueckumu ¢opmamu AATA

3aboneBaHue NeueHue

HabatoaeHve

CuHapom MapdaHa B-6A0KaTOpPbI, AO3APTaH

VAW MUTPAAbHOM Peryprutaumm

Xupypruueckoe nedenune npu AKAo > 50 mm uam > 46(< 45 mm, 1 pa3 B 6 MecsiLeB BO BCEX APYIUX
MM MPU HaAMYUKU B CEMENHOM aHaMHe3e CAy4aeB AUC-|CAyvanX.
CeKLMU UAU NPKU OAHOMOMEHTHOM yBeAanuernun AKAo 6o-|- MPT 1 pa3 B 5 AeT npu H
Aee 2 MM/TOA, UAM MPU BbICOKKUX CTENEHAX aopTaAbHOM [aopThl Bbille cuHyca Baabc

- 9X0-KC 1 pas B roa npu AKAo

aAbHOM pasmepe
bl, MPT 1 pa3s
B roA BO BCEX OCTaAb

CuHApoM dnepca - AaHAo

LleAnnpoA. MoAb3a XMpyprudeckoro AeHeHus He AookasaHa |Cxema He paspa

4acTo CAy4varoTca n

- CUHAPOM Ayuc-AuTua
- aHeBpU3Ma-0CTeE0apPTPUT

- TGFB, 43-45 mm

TGFB-3aB1CUMbIE BackyronaTuu: [MccrepoBaHMA Noka He NPOBOAMAUCH - MPUMEHAETCA
apanTMpoBaHHOE AeYeHUe, Kak Npu cuHApoMe MapdaHa;
XUpypruyeckoe AevyeHue pekomeHpAoBaHo npu AKAo >

- OXO-KC 1 pa3B 6

fTAAD - ceMelHas aHeBp13Mma
rPyAHOW aopThbl

MccaepoBaHNA MOKa He MPOBOAMAWMCHL - MPUMEHseTcA
apanTMPOBaHHOE AEUEHUE, Kak Npu CUHAPOoMe MapdaHa;

fTAAD c pABycTBOpYaTbIM
aopTanbHbIM KAANaHOM

McecAep0BaHNA MOKa He MPOBOAMAMCHL - MPUMEHSeTcs
apanTUPOBaHHOE AeUYeHUe, Kak Npu cuHapoMe Mapdana;

CUT OT GYHKLMOHAABHOIO CO-
HOro annaparta)

fTAAD C OTKPbITbIM
apTepuanbHbIM NPOTOKOM

MccaepoBaHNA MOKa He MPOBOAMAWMCH - MPUMEHseTcs
apanTMPOBaHHOE AeUEHUE, Kak Npu CUHAPoMe MapdaHa;

npu cuHapome Mapdara

Cokpau eHusa AKAo - pnameTp KopHa aopTbl; KT/MPT - KOMI‘IbK)&H

aHeBpU3Ma rpyaHom aoptbl; IXO-KC - 9XO-Kapanockonus

MoaAnpukaumsa cepAeYHO-COCYAMCTbIX (GaKTOPOB PUCKA,
BKAKOUASA KYPEHUE W TUMEPAUTTUAEMIM U TIP.

MeankamMeHTO3Hoe AeveHne

CAaepyeT arpecCuBHO A€UUTb U KOHTPOAMPOBATbL apTepuanb-
HytO rMnepTeHs3uto y nauneHToB ¢ fTAAD, B TOM UYMCAE Y AULL C PUCH
KOM Pa3BUTUS aHEBPU3M.
AASt YMEHbLUEHNUA reMOAMHAaMWUYECKOro cTpecca NokasaHbl
6eTa-appeHepruueckre HAOKMPYHOLLME areHTbl. PeryaspHo pe
MeHAYeTCA AMLamM ¢ cuHApomom MapdaHa. Cxoxue p
AaumMy npumeHumbl K avuam ¢ fTAAD [12]. Mearkame

AaTaluM aopTbl.

B 2013 roay npeacTaBAEHO MepBoe paHAO
ABOWMHOE cAenoe nAauebo-KOHTPOAMPYyeMoe U
TaHa B 2013 ropy y nauueHtoB ¢ CM noayua

0oro HasHa-
Aa HabAo-
UTEABHO Obina
OAEM, MPUYEM,

(aKCTMpNaumto) beccMnToM-
a3pblBa U auccekumm [19]:

® AASl BOCXOASILLEW @
Tbl - 6,5 CM.

e npy MOC ma NoKa3aHo paHee BMeLLaTeAbCTBO NpU
1 6,0 CM AASt HUCXOASILLLEN aopThl.
ec pruyeckoe BOCCTaHOBAEHWE aopThbl
1St MOCAEAYIOLLLEr0 PACCAOEHUS MAM pa3pbiBa
13 CAEAYIOLLMX CUTYaumi [12]:
ECKUX AUL, C MOATBEPXAEHHbIM TGFBR1 uam
TGFBR2 myTauMsiMM, Koraa AMaMeTp BOCXOASILLEN aopTbl AOCTU-
raet 4,2 cM Nno AaHHbIM upecnuiieBoaHON IXO-KC (BHYTPEHHUM
amameTp) uam 4,4 po 4,6 cM A 6oAabLLe No AaHHbIM KT uan MPT
(BHELLHWI AMameTp);

o Ana aopent ¢ fTAAD u/MAM NOATBEPXAEHHBIM MyTauWu
B MYH11 uan ACTA2 , Koraa AMaMeTp BOCXOASILLEN aopTbl HaxXo-
antca mexay 4,5 1 5,0 cv;

¢ fTAAD, Korpa Apyrme poACTBEHHUKW UMeEAU
| C AOKYMEHTUPOBaAHHbIM MWHUMAAbHbIM pac-
MeTpa aopTbl;

WAW peryprutaums npucyTcTByert
MNTOMaTUYECKUE aHEBPU3Mbl HEOOXOANMO PE3EKLIMU He-
VMO OT pa3mepa.

0rHo3. BoBpemsa He pacno3HaHHOE UAK HE CKOPPEKTUPO-
BaHHOE XMPYPruyeckum nytem 6eccMmnToMHOE M Nporpeccupy-
loLLee yBeAMYEHE aHeBPU3Mbl a0PTbl, MPUBOAMUT K ee pacceuve-
HUIO (AUCCEKLMK) M MOTEHLMAABHO ONACHOMY AASI KU3HW paspbiBy
CTEHKM aopThl.

BaxHo noHWMaTb, 4TO BpeMs BO3HUKHOBEHWUS U TEMIbl NPO-
rpeccupoBaHus AvAataumu aoptbl npu fTAAD UMEOT pasAnUHbIV
XapakTep W CUAbHO BapbUpyT Aaxe Yy BAU3KMX POACTBEHHUKOB
npobaHaa. KpacHe onacHa cuTyaumsi CKAAAbIBaeTCcs npu cylle-
CTBYIOLLEV BEPOSITHOCTM PACCAOEHUSI aopTbl 6e3 npeALlecTBy-
tollen eé aunatauuu [17].

MNepsble nposasreHna fTAAD BO3HMKaOT paHblle, YeM Npu
CUHAPOMHbIX dopmax AATA, HO no3aHee, yem npu MOC [1]. Mo
AaHHbIM M. A. Coady ¢ coaBTopamu (1999) cpeaHuMit BO3pacT Ae-
6tota AATA y naumenToB ¢ fTAAD coctaBasieT 56,8 AeT, UTO 3HaUK-
MO MOAOXE, YeM CPeAHWMI BO3pacT MOABAEHUSA NpKU cnopaanye-
CKMX CAyYanx - 64,3 ropa v 3HaUUTEAbHO CTaplLue, YeM y NauneH-
T0B ¢ MOC - 24,8 ropa [3].

Temnbl NPOrpeccupoBaHUs pacLUMPEHUss KOPHA aopTbl y
nauveHToB ¢ M®C no pasHbiM A@HHbIM MOTYT COCTaBASITb 1,9-
2,3 MM B roA. Tem He MeHee, npu HecuHApomanbHbix fTTAAD oT-
MeuatoTcsl bonee bbICTpble TEMMbI pocTa aHeBpu3Mbl (0,22 cm/T)
B CPaBHEHME C CUHAPOMAaAbHbIMK — npu M®C (0,1 cm/r) 1 cnopa-
anveckumn ATA (0,03 cm/r). PUCK paccroeHusa accouuupyetcs m
pes3ko Bo3pacTtaet npu Temnax pocrta ArA 0,33 cwm/rop, 0,08 cm/roa
1 0,1 cM/T. NpU yKa3aHHbIX COCTOSIHUSIX COOTBETCTBEHHO [3].

XoTsi aHeBpu3Ma aopTbl 06bIYHO MPEALLIECTBYET pacceve-
HUIO, AaHHble MeXAyHapOAHOTO peecTpa AMCCEKLMIA aopTbl CBU-
AETEAbCTBYIOT, UTO NMouTM 60% pPaccAOEHUI aHEBPU3M BOCXOAR-
eV aopTbl MPOUCXOAMUT NpU eé anameTpe MeHee 55 MM - 06-
LLENPUHATOrO KpUTEPUSA paclumpenns aoptol [21]. B yacTtHocTH,
B 6OAbLWIMHCTBE CAYYaEB Yy B3POCAbIX, PUCK pa3pbiBa aopTbl yBe-
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AMUMBAETCA MPU MaKCUMaAbHbIX pa3Mepax aopTbl OKOAO 55 MM,
TOrAa Kak y Auu ¢ myTaunen B TGFBR2 [13, 24], MYH11 n ACTA2 -
npu meHee 50 mm [9].

MaumeHToB ¢ HecemenHbiMU AATA MOXHO KAaccudUUMPO-
BaTb MO MHAEKCY pa3mepa aopTbl (MPA), KOTOpbI BblYUCASIETCS
KaK COOTHOLLEHWe AMamMeTpa aopThbl K NAOLLAAWM Tera BOAbHOrO.
B 3aBucumoctn o1 MPA pPUCK OCAOXHEHWI MOAPA3AEAAIOT Ha
3 Kateropuu:

1. HU3KKUI pUCK (EXEroAHAn yacToTa OCAOXHEHUN 4%) npu
WUPA < 2,75 cm/m?;

2. CpeAHUI pUCK (exeropHas yacTota OCAOXKHEHUN 8%) npwu
NPA mexay 2,75 n 4,25 cm/m?;

3. BbICOKUI PUCK (eXeropHas yacToTa OCAOXHEeHWN 20%)
npu UPA > 4,25 cm/m2.

BepxHuit HopMaabHbIi npeaen UPA B 2,1 cM/M? ycTaHOBAEH
Ha YPOBHE a0PTAAbHOIO CHHYyCa.

Oxnpaemas MPOAOAKMTEABHOCTb XWM3HW TpU CBOEBpe-
MEHHOW W NPaBWAbHOM TAKTUKE AEYEHUSI MOXET NMPUOAMXKATLCS
K CcpeAHe-nonyAsiuMoHHoW. OCTpoe pacCAOeHUE BOCXOAALLEWN
aopTbl COMPOBOXAAB BbICOKOW AETaAbHOCTbIO. CMEPTHOCTb CO-
ctaBasieT 1-2% B yac OT Hayana cUMNTOMaTUKKU. PaccaoeHune no
T™MNY A - 3KCTPEHHas Xxupypruyeckaa naronorusi. KoHcepBatus-
HOE AeYeHWe COMPOBOXAAETCH AETAaAbHOCTbIO OkoAO 20% B Te-
yeHue nepsbix 24 yacos, 30% B TeueHne 48 yacoB OT Havyara
nposeaeHus, 40% K 7 aHo M 50% K KoHUy 1 mecsua.

Mpodunaktuka. MHOTME AIOAM HE 3HAIOT, YTO UX CeMbA
nmeeT npeppacnoroxeHHocTb K fTAAD, B CBA3U C YEM, POACT-
BEHHWKaM MepBON AUHUK (POAMTEASIM, BPaTbsiM U cecTpam, Ae-
TAM) PEKOMEHAYETCS NPOBOAUTL CKPUHUHT Ha NPeAMET aHEBPU3-
Mbl FPYAHOWM @opThbl.

leHeTnueckoe koHcyabTUpoBaHue. fTTAAD B nepByto ouepeab
Hacneayetest no AA-Tvny ¢ BapuabeAbHOM 3KCMPECCUBHOCTLIO U
CHWXEHHOW NeHeTPaHTHOCTbIo. CuuTaeTcs, UYTO TeHeTUYeCKUi
natTepH npeanonaraet AA-Tun HacaepoBaHuA B 38%, X-CBA3
HbIl - 23%, peueccuBHbI - 27%, ppyrne - 11,5 cayyaes
BoablnHeTBO AWML, ¢ TTAAD MMeoT 6OAbHbIX POAUTEAEN,
TopbIX UMeT 50% LWaHC yHacAeA0BaTb FEHETUUECKYHO
CMOAOXEHHOCTb.

YTO MPU COCTABAEHWU CEMENHBIX POAOCAOBHbIX NP
MMEET POACTBEHHMKA NepBoi cTeneHn ¢ AATA [9, 1

Bo3MmoxHa npeHaTaAbHas AMarHOCTUKa n
C noBblweHHbIM puckom fTAAD, ecamn cy
yeckue AaHHble 06 MMetoLlencss NaToao

A€Yb B OCHOBY YTBEPXXAEHUSA HOBbIX TAKTUK
BEAEHWA A@HHbIX {EHTOB, OCHOBAHHbIX Ha TOYHOM reHeTuue-
CKOM aHaAu3e.

BOABLUMHCTBO CUHAPOMAAbHbIX aHEBPU3M AMArHOCTUPYIOTCS
N0 XapakTepHbIM KAMHUYECKUM 0COBEHHOCTAM AMCMOpdOreHe-
3a U reHeTMYEeCcKOoro UCCAEAOBaHMSA, B TO BPEMSA KAk HECUHAPO-
MaAbHble aHEBPW3Mbl OCTAKOTCS MAAO U3YUEHbI, UX KAUHUUYECKWE
NPOSIBAEHUS NPAKTUYECKK OTCYTCTBYIOT, TeueHne 6eCCUMNTOMHO.
AaHHbl 0630p BOCMOAHAET 3TOT NPO6EA.
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