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OpdaHHi cnaaKoBi 3aXBOPHOBAHHSA FPYAHOI QOPTU Ta BariTHICTb.
CyyacHi ysiBNeHHs1 Ta peKoMeHpaaLii

Pe3oMe. BariTHiCTb - nepioZi BACOKOTO PU3UKY [JIF BCiX NALIEHTOK 3 MATOJIOTi€l0 a0pTH. CriaIkOBi 3aXBOPIOBAH-
Hs rpygHoi aoptu (C3TA) HanexaTb 10 aopTonaTii 3 BUCOKMM PU3UKOM GpOPMYBaHHS Ta PO3IIAapyBaHHS aHEB-
pU3MU IPyAHOI a0pTH Ta 3yMOBJIeHI MyTalli€lo IEBHOIO reHa. Y 1iil po60Ti NpoBeieHO OIS/ Cy4YaCHUX YsABJIEHb
PO MPOABU PiJKICHUX CNIaZIKOBUX 3aXBOPIOBAaHb I'PY/HOI a0PTH NPU BariTHOCTI, @ TAKOX 3arajJlbHUX PeKOMEH-
Janii 1oA0 MeJUYHOTO CYIIPOBOAY TAKUX NalieHTOK. Ha choro/Hi BioMo 16 reHiB (ab6o jioKyciB HeigeHTHiKO-
BaHUX reHiB), [0 NMOB’sI3aHi 3 pO3BUTKOM aHeBpU3MHU IpyHOi aopTu (AHI'A), a ockisibKU 6araTo poAuH i3 cimeit-
Hoto icTopieto AHTA (6s113bk0 70 %) He MarOTb NAaTOTEHHUX 3MiH Y }KOAHOMY 3 LUX 16 reHiB, 4,0/JaTKOBI reHH,
noB’s3ani i3 C3IA, 1ie He BU3HaAYeHi.

Y po6oTi po3rsiHyTi C3IA, 110 TPanIAOTbCA JOCUTh PiJIKO, ajle CTAHOBJIATh 3HAYHUM PU3UK [/ NALiEHTOK,
1110 3HAYHO 36iJIbIIYETHCS MiJ 4ac BariTHOCTI (CHHAPOM MYJIBTUCHUCTEMHOI AUCOYHKIIIT IVIaAKUX M'13iB, CHHAPOM
Meecrep - Jloica, LOX - Ta PRKG1 - renni myrauii, cyanaauii cungpom Enepca - Jlansioca, MyTanii B JIOKycax
TGFB2, TGFBR1, TGFBR2, SMAD3, cunapom Jloiica - Jlitua). Y cTaTTi npoaHai30BaHO YacTOTy BUHUKHEHHS
Hak3sarposusimoro yckjaagHeHHs C3I'A - rocTpoi AuceKLil a0pTH — IPU Pi3HUX CUHAPOMAX, BU3HA4YeHI 3ara/bHi
pekoMeHzaNil o0 o6cTexxeHHs nanieHTiB i3 C3I'A, pekoMeHaL{l 110/10 KOHCEPBATUBHOIO Ta XipypriyHOro Ji-

KyBaHH{, IPUHLMIIIB NlepeArpaBijapHoi NiATOTOBKU Ta MEAUYHOI'0 CYIPOBOAY BariTHOCTI.

Kamwouoei cnosa: cnadkosi 3axeoprosaHHs aopmu, eazimuicms, kapdioxipypaisi.

BceTyn. BariTHicTb — nepio, BUCOKOT0 pU3UKY AJis BCIX
NayieHTOK 3 naToJoriel aopTu. [ocTpa natoJsoris aopTu
3a3BUYail BUHUKaE B Il TpuMecTpi a60 Ha moYaTKYy mic/s-
oJIOroBOro nepioAy, BifnosigHo 6113bko 50 % roctpux
poslIapyBaHb a0pTH ¥ MOJIOAUX KIHOK NOB’s13aHi caMe 3
BariTHicTio [1]. [laTos10Tis1 rPyAHOI AOpPTH ¥ BariTHUX MO-
e PO3BUHYTHCS BHAC/IiI0K My Tallii eBHOro reHa (cnaj-
KOBi 3aXBOpIOBaHHS I'PYAHOI a0pTH), 32 HasABHOCTI Jes-
KUX BPOJXeHUX BaJ, cepls (JBOCTYJIKOBUH aopTaJbHUMN
KJanaH, TeTpaga Pa/io Ta KoapKTallis a0pTH), a TAKOX
BHACJIi/IOK BIJIMBY HaOYTHUX eTioJIOTiYHUX YMHHUKIB (Ti-
MepTOHIYHA XBOPO0Oa, aTepOCKJepOTUYHI 3MiHU B CTiHLi
aopty, cnenudiyHi 3axBoproBaHHA Touo) [1]. CnagkoBi
3axBoploBaHHA rpygHoi aopty (C3TA) HanexaTb A0 aop-
TONaTill 3 BUCOKUM pU3UKOM GOpMyBaHHS N posiiapy-
BaHHs aHeBPU3MU IPyAHOI a0PTH Ta 3yMOBJIeHI My Tal|i€l0
neBHOro rexa [2].

MeTa po60OTH - NIPOBECTH OIJISAJ Cy4YaCHUX YsIBJIEHb
PO NMPOSIBY PiJIKICHUX CNaZKOBUX 3aXBOPIOBAHb I'PYJHOI
aopTH NPH BariTHOCTI Ta 3arajJlbHUX peKoMeHJalil 111070
MeJIMYHOI0 CylIPOBOAY TaKUX MalliEHTOK.

I[Ipy4yuHY BUMHMKHEHHS CNAJKOBHUX 3aXBOPIOBAaHb
rpyaHoi aoptH. [lo 20 % nauieHTiB 3 aHeBpU3MOIO I'PYA-
Hol aopTH (AHI'A) He MalOTh [1iarHOCTOBAHOI'0 CUHJPOMY

(HampukJaza, cuHApoM MapdaHa, CyAUHHUN CUHAPOM
Enepca - Jlannoca a6o cungpom Jloiica - Jlitua), nporte
MaloTh ciMeliHui aHaMmHe3 AHTA [2]. BogHovac y 6J113b-
k0 30 % poauH i3 C3I'A, B AKHX He BCTAHOBJIEHO KJIi-
HiIYHOro JiarHosy cuHapomy MapdaHa 4u iHIIOTO CUH-
JIpOMY, BUSIBJIEHO NATOreHH] 3MiHU B OJHOMY 3 BilOMHX
retis, nos’sa3anux i3 C3T'A. Ha chorozaHi BizoMo 16 rexis
(abo nokyciB HeifleHTUdIKOBaHUX I'eHIiB), 1110 MOB’sA3aHi 3
AHTA. TloTpibHO 3ayBaXKUTH, 1110 OCKIJIbKU 6araTo poAuH
i3 ciMmeitHoto icTopieto AHT'A (6s1u3bko 70 %) He MalOTb
NaTOTeHHUX 3MiH y KOAHOMY i3 LuX 16 reHis, Lo0JaTKO-
Bi reny, nos’s3aHi i3 C3TA, e He BU3HaueHi. BigoMi Taki
KOMOPOiAHI CTaHU y LUX poAHHaX: 6J1M3bK0o 9 % MaloTb
BHYTpIilIHbOYEpEeNHY aHeBpU3MY, il po3puB ab0 iHCY/bT,
JBOCTYJIKOBUH a0pTa/IbHUM KJ1allaH 4acTo NOENHYETHCA 3
AHT'A, y fesakux Bunagkax AHI'A nmoeAHyeTbCA 3 IHIIMMU
NaTOJIOTIsIMY, TAKMMHU SIK OKJIIO3iHHI 3aXBOPIOBaHHSA ap-
Tepili i/abo BpoaKeHi Bafy ceplis, BKJIKOYAYU BiAKPUTY
aopTaJibHY NPOTOKY, KOApKTallilo aopTH Ta AedeKT Mixk-
nepezacepaHoi neperopojku [2].

Y po6ori posrisHyTo C3IA, siki TpanasoThcs JOCUTb
pifiKo, ajie CTaHOBJIATh 3HAYHUM PU3UK [ NalliEHTA, 110
3HauYHO 36iJMbMIYETHCSA Nif yac BariTHocTti. CunApoM Map-
¢dana (MmyTtauis rena FBN1) BUAB/ASETbCA 3HAYHO 4acCTi-
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1Ie, OTXKe, 10 OpaHHUX 3aXOPIOBAaHb He HAJIEXKHUTD.

CuHOpoM MmyabmucucmemHoi Ouc@yHkyii enadkux
M’s3ie oB’ss3aHui 3 gedpektom reHa ACTA2. Xodya maTto-
Mop¢oJIoTis a0pTH B MalieHTiB i3 MyTari€to reniB ACTA2
abo MYH11 mnpeacraBieHa JereHepalii€ cepeaHbO-
ro mapy CyAWHH, 3HaXOAATb TAKOX I JIOKaJbHI AIISAHKU
36i/IbIIeHO0I KiJIbKOCTI IVIaJKOM 130BUX KJITHH Ta iX Ji-
3appel (HEBMOPSIKOBAaHICTB), [0 HAraaye Aisappeu Mi-
OIUTIB NpH rineprpodivHiil kapAiomionarii [3]. MyTaris
[JUX TeHiB TaK0X CYNPOBOXKYETbCA MeZiiaJIbHUM TOTOB-
IeHHsM apTepiajJibHUX vasa vasorum (CyJMHU CYy[iIUH) B
aJIBEHTULiaJIbHOMY L1api aopTH, L0 NPU3BOAUTD JI0 CTe-
HO3y a60 OKJII03il I[UX apTepin.

AHeBpU3MHU IPy[HOI a0PTH, IK IPaBUJIO, BEPETEHOIO-
JliGHI aHeBpU3MH, 1110 NOLIMPIOIOTHCS HAa KOPiHb a0PTH Ta
BUCXiZJHY a0pTY 1 MOXXYTb [TOLIMPIOBATHCA Ha AYTY aOPTH.
3HauHO piAlle crnocTepiraloTbCsi aHEBPU3MM HHU3XiJHOI
IrpyAHOI Ta 4YepeBHOI aopTU. YacToTa BUHHMKHEHHS TIO-
CTPOTO pO3IIAapyBaHHS aHEBPU3MHU a0PTH TUNY A 6isb1a,
Hix Tuny B (26 % mnpotu 10 %). Cepenniii po3mip Bu-
CXiJTHOT a0pTH HA MOMEHT AMCEKIii CTaHOBUTh 57,5 MM. €
NOBiJOMJIEHHS] IPO PO3LIAapyBaHHA TUNY A IpU JAiaMeTpi
aoptu < 5 cM (Regalado et al.,, 2014). CepenHiii Bik nouar-
Ky po3mapyBaHb TUNy B (29 pokiB) 3Ha4YHO MOJIOAIINI
Bij po3mapyBaHb TUIY A (36 pokiB). PU3nKk BUHUKHEHHS
JUCeKIii aopTH mij Yac BariTHOCTI cTaHOBUTH 5,8 % [2].
[Ipu uiii matoJsiorii Mo)ke BUSIBJSATHCS BiJKpUTa apTepi-
a/JibHa NMPOTOKA BEJUKOIo JiaMeTpa, KoapKTaljis aopTH,
IepeOpPOBACKY/ISIPHI 3aXBOPIOBaHHA Ha paHHIN cTafii 3
XapaKTepHOI0 KapTUHOIO JU1aTalil IpOKCUMaJlbHUX BHY-
TPIiLIHIX COHHUX apTepill 3 0KJII03i€El0 MO3KOBUX apTepii
(mepeBaykHO OHWCTAJIBHUX BiAAiMiB BHYTpPIlIHIX COHHUX
apTepii) Ta aHOMaJIbHO MPSIMUM XiZ BHYTpilIHbOYEper-
HUX apTepiH, JiereHeBa apTepiasibHa TrinepTeHsis, OKJII0-
3id mJ1e40BOI apTepil 3 imeMiel KiHLIBOK, 3BUBUCTICTb
apTepioJ CiTKiBKH, BpomKeHUH Miapias [2].

CuHdpom Meecmep - Jloica (Mymayis BGN eeHa). AHeB-
pyU3Ma Ta posllapyBaHHA TPYAHOI aopTH, K NpPaBUJIO,
yCNaJKOBYIOTbCA ayTOCOMHO-JOMIHAaHTHO, aJjie ONMCaHi
piakicHi X-koH'roroBani Bumaaku [4]. CuHgpoM Meec-
Tep - Jloica - 1e X-KOH'IOrOBaHUM CUHJAPOM aHEBPU3MU
IPYAHOI a0PTH, L0 XapaKTepPU3YEThCA PaHHIM IOYAaTKOM,
TSHKKOI0 GpOpMOI0 aHEeBpU3MH aopTu Ta ii po3iiapyBaH-
HAM. [HIII HemOCTiMHI 03HAKKW BKJIIOYAIOTh MaKpolie-
¢dastito, BUIMHAHHA JI060BOI YaCTUHHU 4epena, IIPOITO3,
rinepTesiopyusM, a TaKOX KiCTKOBY rinomJia3zito. 3MiHU B
OTIOPHO-PYXOBOMY arapaTi BKJIIOYAITh HECTaGiIbHICTh
MIMAHOTO Bifainy xpe6Tta, medopMarnil rpyauHw, rimep-
MOOGIJIbHICTB CYyT/I06iB 260 KOHTPAKTypPH, BUBHX CYTJIO6IB,
KOPOTKI IImaTe bHi MaJbIli Ta MJI0CKOCTOMICTB [5].

LOX. YpaxeHi oco6u MalOTh aHEBPU3MHU a0PTH Ta PO3-
HnIapyBaHHs THUIYy A. Y JesKHX 0cCi6 crocTepiraju aHeB-
pU3My YepeBHOI aOpTH, aHEBPU3MY ITe4iHKOBOI apTepii Ta
JBOCTYJIKOBUH aopTaJbHUH KJanaH. KpiM Toro, nposiBu
cuHZpoMy MapdaHa 3 60Ky OIOPHO-PYXOBOTO amapary

(HampukJaz, pectus excavatum, CKoJIiO3, apaxHOZAKTH-
Jlisl, BUCOKOApPKOBe MiZlHeOiHHS) Ta MKipHi CTpUi HasiBHI
BapiaTHBHO y NALliEHTIB 3 MaTOreHHUM BapiaHTOM Jedek-
Ty reHa LOX [6].

PRKG1. MyTarnis rena PRKG1 3miHroe ¢pyHKIit0 6inKa i
3MYyULIYE MiOLIMTH B CTiHL aOpTU HeNMpaBUJIBHO pearyBa-
TH Ha MyJIbCYIOYUH KPOBOTIK i3 cepIis, 3MiHa LIbOTO GisKa
3peIlTO0 COPUYMHIOE aHEBPU3MY TPyJHOI aOpTH Ta ro-
cTpe ii po3mapyBaHHs [7].

CydunHuli cundpom Enepca - [lanaoca (COL3A1). CuHo-
Himu: EJIC IV Tuny; cungapom Enepca - [lansaoca, cyiuH-
uuu tum; cEJZIC.

CHHApPOM XapaKTepU3YETbCA apTepiajbHOW0, KHII-
KOBOIO Ta/a60 MaTKOBOW KpHUxKicTio. [lalieHTH MaloThb
TOHKY, HaliBNpO30py WIKipy, Ha AKiA 4YacTO BUHUKAIOTb
CUHII, XapaKTepHUU 30BHIIIHIA BUTIAL 06JM4Y4Ys (TOH-
KHUU KOHTYP I'y6, MiKpOTHATIis, By3bKHUH HiC, eEK30DTaTbM).
Jucekiisa a6o po3puB CyauH, nmepdopallis NIIYHKOBO-
KHIIKOBOTO TPaKTy abo pO3pPUB OpraHiB € MpOsiBAMHU
cEJIC y 6isbmiocTi mopocaux namieHTiB. Po3puBy apTepil
MOXe IepeAyBaTH aHeBpHU3Ma, apTepioBeHO3Hi dicTy-
1 abo po3lIapyBaHHs, ajle TAKOXK MOXYTh BiZi0yBaTHCS
cnoHTaHHO. Ha ocHOBi 6ioxXiMiYHUX 1 reHeTHYHUX Tec-
TYBaHb Ta aHasi3y ciMeldHHX poAoBoAiB [5] MiHiMasbHA
OljiHKa nmouurpeHocTi ctaHoBUThb 1 : 200 000.

CUHJApPOM [iarHOCTYIOTh 3a KOMILJIEKCOM KJiHIYHUX
Ta NaToMop¢OJIOTIYHUX MPOSIBIB, a TAKOXK LLJISXOM i/leH-
TUdiKallil reTepo3UroTHOro NaTOreHEeTUYHOr0 BapiaHTa
COL3A1.

CynunHuil cuagpom Enepca - [lansaoca ciif migo3pto-
BaTH B 0Ci6, SKi MalOTh OYAb-IKUH i3 HaBeJleHUX HMKYe
OCHOBHHUX AiarHOCTUYHUX KpHUTepiiB abo KiJibKa OoIo-
Mi>KHHX JIiarHOCTUYHHUX KPUTEPIiB, 0COBIMBO B 0Ci6 BiKOM
1o 40 pokiB (Tabsaung 1).

Po3puB abGo posmapyBaHHsA CyAuH Ta mnepdoparis
IIJTYHKOBO-KHILIKOBOI'O TPaKTy YW PO3PUB OpraHiB CIO-
cTepiratoteca y 70 % AOpOCIMX 3 MAaTOreHETUYHUM Bapi-
aHToM COL3A1. MicussMu po3pUBYy apTepi € rpyiHa KJiT-
Ka Ta yepeBHa MopokHUHA (66 %), rosioBa Ta mus (17 %),
kiHiBKU (17 %). He3Baxkatouu Ha Te o cE/IC 3a3Buyai
MpOSIBJSETbCA y AopocaoMy Bini, 12-24 % mnaiieHTiB Ma-
I0Tb CepHO3Hi yCcKIaJHeHHs Bxe y Bili 10 20 pokiB. Tomy
Ma€ CeHC MPOBEJIeHHSI TeCTYyBaHHs 6€3CUMITOMHHX OCi6
BikoM 710 18 pokiB 3 neBHuMU kpuTepiamu cE/[C [5].

[Tpu BcTaHoBJeHHi AiarHo3y cE/IC BaX/IMBHM MOMEH-
TOM MeJIMYHOTO0 CYNIPOBOAY € BUacHa JliarHOCTHKA Ta JIKy-
BaHHA yCKJIaJHeHb CUHAPOMY. HaliBaXX/IMBILIMM acieKTOM
cynpoBoay BariTHOI i3 cE/IC € cTBOpeHHSI MYJbTHAUCIH-
IJIIHApHOI IPyIHy, AKa BKJIKOYAE JiKapsA NepBUHHOI MeJ14-
HOI JI0TIOMOTH, CepPLLeBO-CyJUHHOTO Xipypra Ta 3arajbHo-
ro xipypra, aKyllepa-rinekoJsiora Ta reHeTuka. Kpim toro,
nauieHTy i3 cE/IC moBUHHI MaTH IpPHU cO6i JOKYMeHTaIlilo
CBOTO reHETUYHOTO JiiarHo3y a6o «macnopt» cE/[C.

[ManienTy i3 cE/JC noBMHHI HerailHO 3BEpHYTHUCS 10 Jii-
Kaps IpU panToBOMYy, He3po3yMijsioMy 6oJito. XipypriuHe
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Tabnuus 1
Kniniuni diaeHocmudri kpumepii cEAC [2], wo ekazyrome Ha
HeobxiOHicmb nposedeHHs 2eHemMuUYH020 Mecmy8aHHs

OcHoBHi KpuTepii LonomixHi Kputepii

e apTepianbHi aHeB- e TOHKA HanieBmpo3opa Lwkipa (ocobnu-
pu3MuK, po3lWapyBaH-  BO MOMITHA Ha rpyasx/KuBOTI)
HS abo po3pmBHU e XapaKTepHMWI 30BHILLHIN BUINAL,

e pO3puUBMU 0611448 (TOHKMUIA KOHTYPp ry6,
KULIKiBHUKA MiKpOrHaTig, By3bKUI HiC, eK30-

e PO3pMBM MATKM Mig, dTanbm)
Yyac BariTHoOCTi e akporepis (nepepgyacHe CTapiHHA

e CiMeWHW aHaMHe3 LIKipK Ha KiHLiBKaX)
cEOC e apTepioBeHO3Ha GicTyna KapoTua-

HO-KaBEepHO3HOro CMHYyCa

rinepMobinbHicTb ApibHUX cyrnobis

pO3pUB CyXOXMUNKIB/MA3iB

paHHE BapUKO3HE PO3LUMPEHHS BEH

NMHEBMOTOPAKC/reMONHEBMOTOPAKC

CMOHTaHHI CUHLi abo noBa3aHi 3

MiHIManbHUMK TpaBMaMu

e XPOHiYHi MiABUBUXU/BUBUXMU
cyrnobis

e BPOJKEHWI BUBMX CTErOH

e KJIMLIOHOTICTb

BTPY4YaHHS MOe 6YTH eKCTPEeHUM IPHU PO3PUBI KUIIKIB-
HUKa, pO3pHBax apTepiil abo opraHiB (HanmpukJaj, MaT-
KU miJ, yac BariTHocTi). Kosn s siikyBaHHS Heo6XijHa
omnepaliisi, AOLiJIbHO OpiEHTYBaTHCA Ha MiHiiHBa3MBHUUI
JIOCTYNl yepe3 PU3UK HEHAaBMHUCHOIO MOIIKOJKEHHH iH-
LIMX TKaHWH YHICII0K iX KpUXKocTi. ¥ nanieHTiB i3 cE/IC
BaXXJINBO YHUKATU TPaBMYyBaHHS, KOJIOHOCKOII], BEJIMKUX
XipypriuHux BTpy4aHb, aHriorpadii.

He po3po6sieHO KJiHIYHUX HACTaHOB Ta PEKOMEH-
Jaliil 1010 BUKOHAHHA IJIaHOBOI KOpeKIii aHeBpHU3M
y nauieHTiB i3 cE/IC. PilieHHs mpo TepMiHM Ta cnoco6u
MJIAHOBOI CYAMHHOI NpoLefypy abo Npo BUKOPUCTAHHSA
€H/I0BaCKYJISIPHUX METO/AIB I'PYHTYETbCS Ha epcoHidiko-
BaHOMY OLiHIOBaHHI pu3uky/kopucti. KinbkicTb mosizo-
MJIeHb NIPO YCNilllHi eHJ0BACKY/ISAPHI BTpy4aHHs 3pOCTAE,
aJle )KoJjHe J0CJIi/PKEHHsI He TIOPiBHIOE Pe3y/IbTaTH eH/Ji0-
BaCKYJISIPHUX i BIAKPUTHUX BTpy4aHb.

KuiniuHi HacTaHoBU EBponelcbKOro TOBapUCTBa Kap-
JioJioriB [8] MicTATh NOpaAy yTpUMyBaTUCA BiJf BariTHOC-
Ti BciM nanieHTkaM i3 cE/IC. [luTaHHa MeU4YHOTO CYyIIpO-
BOZY BariTHOCTI y xkiHOK i3 cE/IC yCK/IaAHIOETBCS TUM, LLLO
i ikap, i mayieHTKa Ji3HAIOTbHCA PO AiarHo3 Mif 4ac Io-
JIOTIB Ta B pa3i BUHUKHEHHS YCKJaJHeHb. 3a HasgBHOCTI
JlarHo3sy Ha llepeArpaBijlapHOMY eTalli Lii »KIHKU IOBUHHI
O6paTH y4yacTb y CHiJIbHOMY Ipolieci IpUHHATTA pilleHb
NpHU [JIaHyBaHHI BariTHocTi [8, 9].

Y 6ausbko 50 % oci6 3 giarHo3om cE/IC BiazHaua-
I0Th 3aXBOPIOBaHHA ¥ 6aTbKiB. ToMy /0 NJIaHyBaHHSA Ba-
TiTHOCTI Ba)XJINBO NPOBECTH BHU3HAYEHHS IeHEeTHYHOIO
pU3UKY Ta OOGrOBOPEHHSI MOXJIUBOCTI NpeHaTaJbHOIO
TeCTyBaHHA y MalOyTHbOI JUTHUHU. [loLiJIbHO 3anporno-

HYBaTU reHeTUYHe KOHCY/JIbTYBaHHS MOJIOAUM JOPOCIUM
groaam i3 cE/IC a6o cnaIKOBUMU pU3UMKaMHU (BKJIFOUAOYH
06roBOpEeHHS NOTeHI[iIHHUX PU3HKIB /151 HAIIAAKIB Ta pe-
MPOAYKTUBHI BapiaHTH). [lic/isi BUSIBJIEHHSI TaTOreHHOTO
BapiadTa cE/IC y 4ieHa ciM'i JopedyHO MPOBECTH MpeHa-
TaJIbHE TeCTyBaHHS abo NMpeiMIUIaHTAl[iiHy reHEeTUYHY
niarHoctuky cEJIC. Oco6siuBo epeKTHBHE MOJIEKYJISP-
HO-TeHeTHUYHe TeCTyBaHHA NaTOTeHeTHYHOro BapiaHTa
COL3A1 [5]. Y piakicHux ciM’sIx, /ie BiloMa Jiviie 6ioxXiMid-
Ha aHoMaJiig koJjiareny tuny lll, aHani3 KysnbTUBOBaHUX
KJiTHH CVS MOXKe OYTH BUKOPUCTAHUH SIK aJibTepHATHBA
MOJIEKY/ISIPHO-TeHETUYHOMY IpeHaTaJbHOMY TeCTYyBaH-
HI0. bioxiMiyHe TecTyBaHHSA [JJif NpeHaTaJbHOI JiarHoc-
Tuku cE/IC ciif npoBOAUTH JiMIlle B TOMY BUIIAJKY, KILO
HEMOXJIMBO BUBHAUYUTU MOJIEKYISPHY €Ti0JIOTiIO.

Yce yacrime y nanieHTok i3 cE/IC npakTUKY€ETbCA MJ1a-
HYBaHHS MOJIOTiB LIJISIXOM KecapeBOro po3TUHY Ha 36-38-
My THXHI, 1106 CIpOGYBaTH YHUKHYTH BEJHUKOI TPaBMH
TKaHUHY, 1Ka MOXXe CYyIIPOBO/KyBaTH BariHaJlbHe po3po-
JOKeHHs. AJte i g mporeiypa Moe 6y Ty NOB’si3aHa 3 Mij-
BULIEHUM PU3WKOM KPOBOTeYi Ta ATPOTE€HHOTO MOLIKO-
JDKEeHHs CyCiJTHiX opraHiB 4YepeBHOI MOpoKHUHU [5, 9].

HaiiMmacuiTabHille AocaifpKkeHHs, IKe BKJIKYaao OlIli-
HIOBaHHA nmoHaz 500 BariTHocTel y 253 xkiHoK i3 cE/IC,
BUSIBUJIO pPiBEHb MAaTEpPUHCBKOI CMePTHOCTI 6GJIM3BKO
6,5 %. Y nmosioBUHM kiHOK i3 cE/IC mig yac BariTHOCTI He
BiZizaHayasn ycknagHeHb. B iHmux 50 % cnocrepiraau-
csl Taki yCK/JaJHeHHH, K HeBHMHOILIYBaHICTb, KPOBOTEYI.
HalinmourmpeHimyMMu yck/1aJHEHHSIMHY, IIOB'sI3aHUMHU 3 Ba-
riTHicTIO, 6ys1M po3puBH III-1V ctynens (20 %) Ta nepena-
yacHi noJsioru (19 %). CnonTaHHi a6opTH B kiHOK i3 cE/IC
cnoctepiranuca y 23 % BuUNajKiB BariTHOCTI. 3arpo3JiuBi
JUIS1 )KUTTS ycKJIagHeHHd - y 14,5 % noJtoriB i BKIoYanu
JIUCEKI[it0/po3puB apTepiayibHUX cyauH (9,2 %), po3pus
Matki (2,6 %) i xipypriuHi ycknagHeHss (2,6 %) [9].

TGFBZ2, TGFBR1, TGFBR2, SMAD3. AneBpu3Ma rpyaHoi
A0pTH, IIPH KM ypakeHUH i kKopinb aoptH [2]. [laTos0-
riyHi BapiaHTH MyTalliid IJMUX TeHiB TaKOX MPOSABJISAOTbHCS
aHeBpU3MaMH{ Ta pO3LIApPyBaHHAMM B IHLIMX apTepifx,
BKJ/II0YAIOUU YepeBHY aopTy, apTepiasbHi TJIKK a0OpTH Ta
BHYTpillIHbOYEpEINHi apTepil.

@®eHOTHNH, 1[0 BUHUKAKTb YHACTIZOK OYAb-SIKOTO i3
IUX 'eHiB, MOXKYTh BapiloBaTHCs BiJ BiICyTHOCTi GpeHOTHU-
MiYHUX NPOABIB 10 MiHIMaJbHUX O3HAK CUHApOMY Map-
dana, cunapomy Jlotica - JliTiia abo CyJTUHHOT'O CUHIPOMY
Enepca - lannoca.

Cunapowm Jloiica - JliTiia XapaKTepU3y€eETbCS CyAMHHU-
MU 3HaxiJJKaM{ pPaHHbOI arpecMBHOI MAaTOJIOTII I'pyAHOI
aopTH, BHYTPILIHbOYEPENTHUMU aHEBpU3MaMH Ta pPo3IlIa-
pPyBaHHAMHM, aHEBpU3MaMHM Ta pO3LIapyBaHHAMHM IHIIMX
apTepil, a TaKoXK CyJUHHOI 3BHBUCTICTIO. BapiaGesbHi
$opMH MOXKYTb BKJIIOYATH CUCTEMHI 0COGJIMBOCTI CHH-
npoMy Mapodana (pectus excavatum a6o carinatum, cko-
J1i03, apaxHOJAKTHUJIisl, OCTE0APTPHUT, TiNepMo6iJbHICTh
Cyr06iB, CTPHi, TpHKi), 0COBJUBOCTI CyIMHHOTO CHH-
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npomy Enepca - [lansnoca (cyauHHa KPUXKICTh, TOHKA Ta
HamiBmpo3opa IKipa, aTpodiyHi mpamMu, po3puB MaTKH
NP BariTHOCTi) Ta 0COOGJIMBOCTI, XapaKTepHi JJisl CHUH-
npowmy Jlo¥ica - JliTia, 30kpeMa KpaHiodalliaJbHi mposiBU
(o4HMU rinepTesIOpU3M, KpaHIOCHHOCTO3, HECTAOIIbHICTD
IIUHHOTO BiAAiNy Xpe6Ta, KJIUIIOHOTICTb, peTPOrHaTis).

Y PexkoMeHalisix €BponelcbKOro TOBapUCTBa Kap-
nmioJsioriB [8] MicTuTbCA mopaja XKiHKaM i3 CUHAPOMOM
Jlo¥ica - JliTa yTpuMMaTHCh Bif, BariTHOCTI B pasi, AKILO
BUCXiIHA aopTa > 45 MM (a6o > 40 MM npu ciMmeHHOMY
aHaMHe3i po3mapyBaHHSA Y4 palTOBOI cMepTi).

[ocTpe posmapyBaHHSI aHeBPHU3MHM aoOpTU — HaM3a-
rposJuBiile yckaagHeHHs C3I'A i Moxe po3BUHYTHUCH IPU
Oy/ib-IKOMYy [J0JAaTKOBOMY HaBaHTa)XXeHHi Ha ceplLeBoO-
CYAVMHHY CUCTEMY, 30KpeMa NpH BariTHOCTi. OCHOBHI 1o-
Ka3HUKHU 4YaCTOTHM BUHUKHEHHS FOCTPOro po3llapyBaHHA
aHeBPU3MHU aOPTH, TUIY PO3LIApyBaHHA, cepeiHil BiKk Ha
MOMEHT pO3I1lapyBaHHsA, PO3MipH aOpPTH HA MOMEHT PO3-
nlapyBaHH$, a TaK0X 4acTOTa po3IlapyBaHHs aopTH Mif
Yac BariTHOCTI Mpe/CTaBJIeHO B TaOIHIIi 2.

BcTaHOB/IEeHHS KOHKPETHOI TeHeTHYHOl IpPUYMHH
C3I'A Moxke JOMOMOI'TH B MOGYA0Bi cTpaTeril mpodinak-
THUYHOTO XipypriuHoro abo MeJUYHOTO CYyMPOBOAY KiHKU
Ha Nepe/rpaBilapHOMY €Talli, a TaKOX Y pOJAUNYIB, [Ki me-
pe6yBalOTh y rpyIi pU3HKY.

CimelHUM aHaMHe3 Ma€ BKJIIOYAaTH aHaMHe3 TPbOX I0-
KOJIIHb 3 aKLeHTYBaHHSM yBard Ha aopTajJbHy YU iHIIY
cepleBO-CyAUHHY NaTOJIOTiI0, 30KpeMa panToOBy CEPLEBY
CMepThb Y POAUYIB, a TAKOXX BUBUEHHS JOKyMeHTallil JaHUX
ob6cTexxeHHsI a60 OmIAAY MonepeAHix MeJUYHUX 3aMKCiB, ¥
TOMY 4MUCJi pe3yJbTaTHd MOJIEKYJISAPHO-TEHETUYHOTO Tec-
TYBaHHS, [JaHi ayTOMNCi{ Ta riCTOIOTIYHUX JA0CIiIKEHb.

JiarHo3z C3l'A BCTaHOBJIOIOTH Y NMpoOaH[Aa LLISAXOM
imeHTHOIKalil reTepo3UroTHOTO MATOTEHHOTO BapiaHTa
B OJTHOMY i3 16 BiJloMuX T'eHiB, siki moB’s13aHi i3 C3l'A (Ta-
osung 3).

Tabnuus 2

Tabnuus 3
Pexomeroayii ujo00 obcmemeHHs nayieHmie i3 C3[A [10]

PekomeHpauin Knac PiBeHb

PekoMeHAYy€eTbCA 0O6CTEXUTM pOAMYIB NepLuoi

NiHii (6paTie i cecTep, 6aTbKiB) NaLi€HTa 3

ALTA, w06 BUABUTHU CiMeliHy dhopMY, MpU sKil | C
y BCiX poamyiB Bia3Havatotb 50 % waHcis matm

ciMeliHy MyTauito/xBopoby

3a nigo3pu Ha C3IA peKoMeHAYETbCS Hanpa-

BMTM NALEHTA A0 reHeTMKa AN 06CTeXeHHs Ta | C
MONIEKYNSAPHOTO TECTYBAHHS POAVHM

BapiaTuBHicTb Biky MaHidecTauii natonorii

BMMarae 0b6CTeXXeHHs KOXHi 5 pokiB «340po-

BMX» POAMYIB 3 rPyNU PU3MKY [0 BCTAHOB/IEH- C
HS 260 BUKJIIOYEHHS AiarHo3y (KNiHiYHoro abo
MOJIEKYNSIPHOIO)

Mpw cimeliHi HecuHapoMmHil dopmi ALTA cnig,
NPOBOAMTU CKPUHIHT HA aHEBPU3MY HE TiNlbKK
rPYAHOT aOpTH, @ M YCbOro apTepiasbHOro pycna
(BKNKOYAKOUM MO3KOBI apTepii)

lla C

Ipumimka. A/ITA - aHeBpY3Ma/AMCEKLis TPYAHOI a0PTH.

[lix yac giarHoctuku C3TA ciiff TpoOBOAUTU BiAMNO-
BiZHI Bi3yaJsi3yrodi JocCaipKkeHHd [Jid OTPpUMaHHA BU-
MiplOBaJIbHUX NOKa3HUKIB JjiaMeTpa aopTH Yy CTaHAAPT-
HUX aHATOMIYHUX Miclgsax [3] AJis OoLiHIOBaHHS CymyTHIX
pusukiB. Exokapgiorpadito BUKOHYIOTb /151 BUSBJIEHHS
aHeBpU3MM KOpeHs aopTU. BuMiproBaHHA ciifg npoBoju-
TU B JOCTYIHUX [Jid Bidyasisalil aHaTOMIYHUX MicUdx:
1) kisblle aopTaJbHOrO KJamaHa; 2) cUHycu Basbcasib-
BY; 3) CHHOTYOY/IsipHe 3’€fHaHHSA; 4) BUcxigHa aopTa [3].
Komn’'ioTepHy Tomorpadiro a6o MarHiTHO-pe30HaHCHY
ToMorpadilo MoXHa BUKOPUCTOBYBAaTH AJIs1 BUSIBJIEHHS
30HU JUJIaTalil HaJ, KOpeHeM aopTH, AKIL0 exoKapAiorpa-
¢is He MOXe MpaBUJIBHO OLiHUTH Iii Micisa. BuMiproBaH-

C3rA. Pusuku po3sumky namonozii aopmu 3a1exHo 6i0 Mymauii nesHo2o eeHa [2]

Myrauis reHa

TGFB2, TGFB3, TGFBR1,

Moka3HukK

ACTA2

TGFBR2, SMAD3

HasBa cuHapomy

CUHAPOM MYNBTUCUCTEMHOI

Cungpom floiica - [itua,

AMCDYHKUIT rnagkux Ma3is cuHapoM PieHxoda PRKG1

MPAATUR A YacTtoTa BUHUKHEHHS, % 26 % 13-25% 30 %
CepepnHin BiK, poku 36 34-45 34

FPAATUN B YacTtota BUHUKHEHHS, % 10 % 2-6% 16 %
CepenHiit BiK, poku 29 38-46 26

LiameTp aoptu, npu akomy Tpannsetbcs NPAA Tuny A 57,5 MM 52-68 MM 50 MM
Yacrota 'PAA abo panToBoi cepueBoi cMepTi npu 5.8 % -3 % 5 9%

BariTHocTi, %

Ilpumimka. TPAA - rocTpe po3umapyBaHHA aHEBPU3MH a0PTH.
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HA CJ1iA IPOBOAUTU B aOPTaJbHUX CUHYycaX Basibcanbiy,
CUHOTYOYJSIpHOMY 3’€/lHaHHi, cepeJHbOMY Bifgini BuU-
CXiIHOI aOpTH, NPOKCHUMaJIbHIN y3i a0pTH, cepefHbOMY
Biflijii Ayru aopTH, NPOKCHMMaJbHIA HU3XIAHIA TpyAHiA
aopTi (mpub/IM3HO Ha 2 cM Bif BifcTaHi Bij siBoi migK/r0-
YU4YHOI apTepii), cepeAHiN HUCXiAHIN rpyaHIH aopTi, y Hia-
¢dparmasibHii YacTUHI A0PTH Ta YepeBHiH aopTi B MicIi
Bi/IXO/P>KEHHST YepEeBHOT0 CTOBOYpa.

3ara/ibHi peKOMeHAaLil 040 TiKyBaHHSA NALi€HTIB
i3 C3I'A. /l1s1 3MeHIIIeHHS TeMOJMHAMIYHOT'0 HaBaHTaXKeH-
Hf HAa BUCXiJIHY aopTy nauieHTam i3 C3['A pekoMeH10BaHO
MOCTilHe MpUHMaHHA [3-aApeH06/I0KaTOPiB (HampUKIIa,
areHoJion) [6, 7]. Ik anbTepHaTHBa B-aApeHO6I0KaTOpaM
y 2014 poui 6yB goJaHUM JIo3apTaH MicJis TOTO, IK JOCJTi-
JDKEHHS T0Ka3aJy oro eQpeKTHUBHICTDb y AiTel Ta MoJIO-
IuX Jirofed i3 cuaapomMoM Mapdasa.

HacTaHOBH peKOMeHAyITb MOYMHATH MeJHKaMeH-
TO3He JIiKyBaHHSA nanieHTiB i3 C3I'A micsia moyatky ¢op-
MyBaHHSI aHEBPU3MHU a0PTH. AJie B 0Ci6 3 BiloMHUM Bapi-
aHTOM MyTallii reHa, SKUH M0B’A3aHUI 3 pO3LIapyBaHHIM
aopTu 6e3 Il 3HAaYHOr0 aHEBPU3MATHUYHOT'0 PO3IINPEHHS,
TaKy Tepamniro CJaijJ, pO3I0OYMHATH pPaHille.

MeTogu mepBHHHOI NPOQINAKTUKY BUHUKHEHHS
yCKJaZHeHb y nanieHTiB i3 C3T'A BK/IOYAIOTh peTeJbHUN
KOHTPOJIb Ha/J, apTepiaJIbHUM THUCKOM, IPUYOMY He TiJb-
KU y IALIEHTIB, a TAKOX Y 4JI€HIB IX pOAVHHU, BUKJIIOYEHHS
3araJibHUX QaKTOpPiB PU3UKY CepLeBO-CyAUHHHUX 3aXBO-
proBaHb (KypiHHS, rilepJrinizeMis To1o), yHUKHeHHs i30-
METPUYHHUX BIIPAB Ta KOHTAKTHUX BU/IB criopTy [2].

IIpoginakTryHa Xipypris. Xoua 3-aapeHo6/10KaTOPH
MOXYTb YIOBIIBHUTH MIBUJKICTb 36i1blIEHHS] aHEBPU3-
MU I'PYIHOI a0PTH, OCHOBOIO NPOIJIAKTUKH ITepeJdacHol
CMepTi Bij po311apyBaHHS aHeBPU3MHU IPYAHOI aOpTH THU-
ny A € xipypriuHa Kopekuisi.

3a3BuMyall peKOMEeHAYETbCA XipypriuHe BTpy4YaHHS,
KOJIY JliaMeTp aopTH MPUOGJIM3HO BABIYi NepeBUILYE HOP-
MaJIbHi NOKa3HUKHU. Llg pekoMeH/allisg 3acCHOBaHa Ha CIO-
CTepeXeHHi, 110 Npu AiaMeTpax aopTu noHag 5,5-6,0 cm
PU3MK BUHUKHEHHS HeCIpUSTIMBUX MOAIN (poswmapy-
BaHHS, PO3PUB, CMEPTH) MEPEBUILYE PU3UK, OB’ I3aHUN
i3 ms1aHoBo10 Xipyprieto. OfHaK iHIII AOCiP)KEHHS TTOKa-
3asy, o y 60 % naiieHTiB 3 rOCTPOIO UCEKLIE€0 THUITY A
JliaMeTp aopTH CTAaHOBHUB MeHIIe 5,5 €M, a B IeSIKUX CII0-
cTepirajocs posmapyBaHHs 6e3 36iJbIIEHHS pPO3MipiB
aoptH [2].

YuHHI HaCTaHOBMY LO/0 JIIKyBaHHSA NATOJIOTII FPyAHOL
A0PTH MICTATH crielidivHi pekoMeHAaIil 040 Xipyprid-
HOi KopeKii Bpo/»KeHUX a0pTONaTii, CHPUUUHEHUX T'€H-
HOIO MyTaLi€l0.

IcHytOTBH reHHO-crienUdivHi peKoMeHJamil Juie I
YOTUPBHOX HACTYIHUX IeHiB; JlaHi 00 iHIIUX TreHiB 06-
MeXeHi.

ACTAZ2: nniaHoBe XipypriyHe BTpy4YaHHs CJIiJi POBO-
JIUTH, KOJIM KOPiHb aopTH abo BUCXiJHA aopTa JOCATAE
MaKCUMaJIbHOTO ZiiamMeTpa 4,5 cm [2].

TGFBR1, a6o TGFBR2, a6o cunapowm Jloiica - JliTna:
XipypriyHa TaKTHKa € OUIbII arpecUBHOO, i omepariito
CJ1iZ MPOBOAUTH NPHU AOCATHEHHI pO3Mipy KOpeHs aopTH
4,0 cM [9]. Binb ni3Hi gaHi CBif4aTh, 110 TaKe arpecUBHE
JIIKyBaHHSI MOXKe He 3HaJO0OUTHCA JJisl BCiX MallieHTIB i3
TGFBR1 ta TGFBR2 [2].

BapTo po3mifiHyTH AOLIJIBHICTE KOPEKIil B alji€HTa i3
C3TI'A npu giameTpi aopTH < 5,0 cM Ta 3a HAsABHOCTI OYZAb-
sIKoi 3 TakuX o3HakK [3]: mBHUJKe 36iabmeHHsa (> 0,5 cm
Ha piK), CiIMeHHU# aHaMHe3 po3lIapyBaHHS aOpPTH AiaMe-
TpoM < 5,0 cM, 3Ha4Ha aopTa/ibHA perypriTaris.

fAKmo koHkpeTHa npuunHa C3I'A He 6yJsia BCTaHOBJIE-
Ha, XipypriyHa KOpeKLif I'PYHTYETbCA Ha AiaMeTpi aopTH
Ha MOMEHT pO3LIapyBaHHS aopTH y poAudiB (110 BU3Ha-
yaJsiocsd abo 3a JOMOMOrolo Bi3yaJsizanii 6e3mocepeaHbO
mij, Jac, nepen po3iapyBaHHAM, a6o 3a JJaHUMHU ayToI-
cii) [3].

[IpekoHIenIiiiHe KOHCY/JIBTYBaHHA >XKiHKH GepTHJIb-
Horo BiKy i3 C3I'A, 1[0 MJiaHy€e BariTHICTb, MOTPEOYE Mmij-
BUIIEHOI yBary 3 60Ky JiiKaps 3arajibHoi MpaKTUKU. Taka
HalieHTKa Ma€ OYTH peTesJbHO 00CTeXeHa Ta IMPOKOH-
CyJIbTOBaHA MYJIbTUAUCHUILUIIHAPHOI KOoMaHzow da-
xiBuiB. Ilicasa crpatudikanii Bcix kapmioBacKyJspHHX i
NepUHATAIbHUX PU3UKIB, IKi MalOTb OYTH J0BEJEHI 10
MaliEHTKH, Ta JOCATHEHHS 3 HEI NeBHOI'0 KOHCEHCYCY,
nepcoHipikoBaHWH IJIaH MepeArpaBiapHOl MiIrOTOBKH,
BeJIeHHs BariTHOCTI Ta MoJioriB Ma€e 6yTu cpopMoBaHUH.

BuCHOBKH

1. 'pyna cHmafgKoBUX TeHeTHYHO-JeTepMiHOBaHUX 3a-
XBOPIOBaHb aOpTH — Lie MaJJOBUBYEHA MaTOJIOTif, 1[0
MPU3BOAUTD [0 TaKUX 3arpPO3JIMBUX YCKJAaJHEHb, K
po31IapyBaHHSA Ta pO3PUB a0pTU. MalibyTHI reHeTH-
Hi JOC/Hi/P)KEHHA PO3IIUPATh Halli 3HAHHA PO TaKUX
NALi€EHTIB, AO03BOJIATH MNPOBOAUTH NPOPiJaKTHIHE
JIKyBaHHSl Ta MYJbTUAWCLUUIIIHAPDHUNA CyNmpoBif ix
miJ; yac BariTHOCTI 6isibll epeKTHUBHO Ta 6e3mevyHo. 3
ypaxyBaHHSIM 4acToi koM6iHaii Bimjomux C3TI'A i3 Bpo-
JDKEHUMH BaJlaMH cepls (ABOCTYJKOBHUN aOpTaJbHUM
KJallaH, KoapKTallifl a0pTH, BiAKPUTA aopTaJibHa Mpo-
TOKa), BAPTO PO3IISAIaTH MAaTEePUHCbKI PU3HKH B XKi-
HOK i3 3a3Ha4Y€HOI0 BPO/XKEHOI0 MATOJIOTIE AK PU3UK
NpU HEBCTAHOBJIEHIN reHeTUYHil maToJsorii, peTesb-
HO MPOBOJIUTH CiIMEMHUI aHaMHe3 Ta Bi3yaJli3youi Me-
TOJH JOCTiPKEHHS.

2. dxicTb npoBeJeHOl [IiarHOCTUKU Ta MeAHWKaMeHTO3-
HOI a60 XipypriuHoi mpodiTaKTHKH BEJTMKUX CEPIIEBUX
NoJi — 0OCHOBA AKiCHOI mepeArpaBiAapHoI MiATOTOBKHU
»kinku i3 C3T'A g0 BariTHOCTI.

3. BaxIMBOIO CKJIaZI0BOIO IEPBUHHOI NPODITAKTHKY BeJIH-
KHUX KapAia/ibHUX Nofil y BariTHUX i3 C3T'A € TicHa criB-
npangd 3 JlikapsIMU 3arajibHOi MPaKTHUKHU Ta FeHeTHUKaMU.

4. MeawyHui# cynposizg BariTHux i3 C3TA (a6o mizo3poro
Ha HasBHicTh C3I'A) Mae BigOyBaTHCA CUJIAMH MYJib-
THUUCHUILIIHAPHOI KOMaHAu ¢axiBIiB i3 3a/y4eHHAM
aKyllepa-TiHeKoJI0Ta, KapZioJora Ta Kapzioxipypra.
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Orphan Heritable Thoracic Aortic Diseases and Pregnancy.
Modern Outlooks and Guidance
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National Amosov Institute of Cardiovascular Surgery of the National Academy of Medical Sciences of Ukraine, Kyiv, Ukraine
Bogomolets National Medical University, Kyiv, Ukraine

Abstract. Pregnancy is a period of high risk for all patients with aortic pathology. Heritable thoracic aortic diseas-
es (HTAD) refer to aortopathies with a high risk of formation and dissection of thoracic aortic aneurysm (TAA). HTAD
are caused by a mutation of a certain gene. This paper reviews current perceptions of manifestations of rare hereditary
diseases of the thoracic aorta during pregnancy and general recommendations for the medical care of these patients. To
date, 16 genes (or loci of unidentified genes) are known to be associated with the development of thoracic aortic aneu-
rysm, and since many families with a history of TAA (about 70%) have no pathogenic changes in any of these 16 genes,
additional genes associated with HTAD have not yet been identified.

In this paper, HTAD are considered which occur (or are identified) quite rare but provide a significant risk for patients,
which is significantly increased during pregnancy (multisystemic smooth muscle dysfunction syndrome, Meester Lois
syndrome, LOX and PRKG1 genes mutations, vascular Ehlers-Danlos syndrome, mutations in TGFB2, TGFBR1, TGFBR2,
SMAD3 loci, Loeys-Dietz syndrome). The article analyzes the frequency of occurrence of the most threatening complica-
tion of HTAD - acute aortic dissection - in various syndromes, defines general recommendations for the examination of
patients with HTAD, recommendations for conservative treatment of these patients. Recommendations for the patients
(especially fertility women) concerning the preventive cardiac surgery are also summarized in the paper. These prin-
ciples of pregravidary preparation and multidisciplinary medical support during pregnancy are the most effective pro-
phylactic measures for major cardiac events and maternal death. Pregnancy heart team that has been working in Ukraine
since 2013 does all its best to organize medical support for every pregnant woman with suspected HTAD. In this context,
it is very important to collaborate with general practitioners and genetics to “catch” such patients before they become
pregnant or in very early terms. Individualized plan of pregravidary preparation and medical care during pregnancy and
delivery should be developed by a multidisciplinary team.

Keywords: heritable thoracic aortic disease, pregnancy, cardiac surgery.

CratTda Haaikuuia B pegakuito 14.04.2020 p.



