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CNAAKOBI AUCNNASIT
CNONYYHOI TKAHUHM:
OCHOBHI K/NIHIYHI
CUMHAPOMMU

Pe3tlome. Y cTaTTi nogaHo npobaemy cnagKkoBux AMCNAA3iNA CNOAYYHOT TKAaHMHUM 3 NO3ULIT ikapA-Kapaionora. HaseaeHo
OCHOBHi NPo61eEMM AiarHOCTUKKM CNAAKOBUX AUCNNA3IN, KAIHIYHI CMHAPOMM i reHU, AKi BiANOBIAAOTb 33 IX BUHUKHEHHA.
MofaHO ypasKeHHA a0pPTH Y XBOPUX Ha CMAZKOBI AMCNAA3iT CNONYYHOT TKAHUHW, NpeacTaBAeHOo KnacudikaLito aHeBpPU3MM
Ta PO3LIApPYBaHHA a0PTH B LMX XBOpUX. OBIPYHTOBAHO AOLIIbHICTb NMPU3HAYEHHA FeHETUYHOIO TECTYBAHHSA B NALLIEHTIB i
Y/IEHIB iXHiX POAMH MPW CMAAKOBMX ANCNNA3IAX CMONYYHOT TKAHUHW.

KntouoBi cnoBa: cnaakosi ancnnasii cnonyvyHoi TKAHWUHKW, aHEBPM3MA a0PTU, FTEHETUYHI MyTau,ii, reHeTUYHe TecTyBaHHA.

CnagKkoBi gucnnasii  cCnonyyHoOi  TKaHWHKU
(CAOCT) — ue pisHOMaHiTHa rpyna cnagKoBux reHe-
TUYHUX 3aXBOPOBAHb | CUHAPOMIB, AKi XapaKTepu-
3ytoTbCA AedeKkTamm BOJIOKHUCTUX CTPYKTYP | OCHO-
BHOT peYOBMHM CNOJIYYHOI TKAHUHMU, LW, NPU3BOAATb
40 nopyweHHA GpopMyBaHHA YTBOPEHHSA OPraHiB Ta
cuctem [1]. Yepes KNOYOBY POab CNONYYHOT TKAHK-
HM B NiATPUMLi BaraTboxX opraHiB i MOWKUPEHICTb ii
Nno BCbOMY Ti/ly HE ANBHO, WO icHYe noHag 200 pos-
NnafiB — AK CNafKOBMX, TaK i HECNAAKOBUX (BKAIO-
yatoun geski aBToiMyHHI po3naam), ki BNAMBatoThb
Ha 1l cTPYKTYpY, OYHKLIiO Ta uinicHiCTb cnony4Hoi
TKaHWHU [7].

MopyweHHs, nos’asaHi 3i CACT, nposaBnAtoTbCS
B 6araTbox opraHax i cMucTemax opraHismy, ane oco-
611BO HebEe3NeUYHMM € YparKeHHA cepL,eBO-CyAUH-
HOi cucTemu, 30kpema aoptu [4].

PaHHA giarHocTmka CACT € BaxkamBoto Ana npo-
diNaKTMKM ycknagHeHb, NoB’A3aHuMX i3 nepebirom
3aXBOpPIOBaHHA, 3MEHLIEHHSA NCUXOMONYHOT LWKOAU
MauieEHTY Ta YEeHaM POAMHM, a TaKOXK A5 3anobi-
FraHHA PU3MKaM, LLO BUHUKAIOTb Yy pasi HEHaNeXHOoT
abo HekBanidpikoBaHOi megnyHoi gonomoru [3].

LiarHoctnka CACT B YKpaiHi 4acTo € yTpyaHe-
HO0, @ BCTAHOBJ/IEHHSA NPaBUAbHOIO K/IHIYHOTO Aia-
FHO3Y 3yMOB/JE€HE HU3KOK NPUYNH:

e MynbTUCUCTEMHUIN, KOMNNEKCHUN | PEHOTUNOBO
MIiHAVBUI XapaKTep NponABiB.

e BigcyTHicTb 3HaHb Npo CACT cepep nikapis, oco-
6/11MBO NEPBUHHOI TAHKW, NALLIEHTIB | YNEHIB IXHIX
POAMH Ta iHLWMX 3aLiKaBAeHUX ocib.

e BiacyTHICTb [OCBiAY BUKOPUCTAHHA KOMMIEK-
CHOrO niagxoAy A0 AiarHOCTUKK BiANOBIAHUX CUH-
OPOMIB, AKMI BA3YETbCA Ha XapaKTepPHUX peHo-
TUMNOBUX NPOABAX, rPynax CUMNTOMIB i O3HaK.

© P.K. }Kypaes, I.B. YHepsaH, C.F0. [onosay

| NN, Tom 14, Ne 2, 2025 | www.plr.com.ua

e BigcyTHiCcTb JOCTYNY A0 MYAbTUANCLUNAIHAPHNX
KOMaHZ, NikapiB i3 gocsigom pobotm 3i CAOCT
(uepes BpakK KniHiuncTiB, 0CO6MNBO MEeANYHUX
reHeTUKiB).

e CdopmoBaHe cTepeOTUNHE ynepesKeHHA B NiKa-
piB, MALEHTIB Ta YNEHIB IXHIX POAUH LWLOAO cep-
nosHocti sBnamey CACT Ha peanbHi KAiHIYHI Npo-
ABW, MPOrHO3 i PO31a4AM AKOCTI XKUTTA NaALiEHTA.

e Hepo3ymiHHA OOLINBHOCTI NPOBEAEHHA reHe-
TUYHOTO TECTYBaHHA 3a BiACYTHOCTI BUPAXKEHMUX
KNiHivHux npoasis CACT Ta ix iHTepnpeTyBaHHA.
AHEeBpMU3MM, €KTasiA Ta po3LwapyBaHHA aopTu

€ OCHOBHMMMU npoaBamu CACT, aki, AK npasuno, €

6e3CMMNTOMHMMM | YAaCTO He AiarHOCTYTbCA A0

CepMo3HUX YCKNaAHEHb, TAKUX AK rOCTpe po3Lapy-

BaHHA abo po3puB aopTu. Lli ycKnagHeHHA MaloTb

BMCOKY YaCTOTY i CMepPTHICTb, NOTPebYI0Tb 3HAYHUX

BUTPAT 3aK/afiB OXOPOHW 340POB’A Ta NaLEHTIB

Ha NikyBaHHA. MpodinakTnyHa onepauia Ha aopTi

3aCTOCOBYETbCA A1a 3anobiraHHA UMM KaTacTpo-

biYHMM ycKnagHeHHAM. [yKe Ba*KJAMBO NpaBuU/ib-

HO iAeHTUIKYBATM NALLIEHTIB i3 BUCOKMM PU3UKOM

W/IAXOM CTBOPEHHA NepiognyHOro MOHITOPUHTY

Ta KOHTPOJIIO 3 BUKOPUCTAHHAM exoKapaiorpadii,

Komn’totepHoi Tomorpadii, MPT cepus, wo6 Bn3Ha-

YUTU PO3MIP A0PTU i LUBMAKICTb aOPTA/IbHOTO POCTY

Ta reHeTUYHUX MeToAiB obcTexeHHA [2, 5].
BuainatoTtb aBi popmn aHEBPU3IMKM a0PTK NpPU

CACT. Meplua — aHeBpuM3Mma YepeBHOT aopTuh (AYA),

AK NpaBWNO, NOB’A3aHa 3 MOXMAMM BiKOM, aTepo-

CKNEepo30M, CYyNnyTHIMKU paKToOpamm pu3unKy (rinepxo-

NecTtepuHemin, apTepianbHa rinepTeHsia, LyKpPOBUi

AiabeT). na umx aHeBpM3M XapaKTepHi aTepomm,

iHBa3iA 3anaNbHUX KNITUH, AECTPYKTUBHE pemoje-

NOBaHHA MO3aKNITUHHOIO MATPUKCY, BUCHAXKEHHA




i AMcdyHKLUiA rnaaKkom a30BUX KNITUH CyAUH. 3po- € CMHAPOMMU, 32 AKUX YPAKEHUN He TiIbKN BUCXiA-
3yMino, WO reHeTUYHi geTepMiHaHTU BNAMBAIOTb  HWI BigA4in aopTu, a h YepeBHa aopTa, HanpuKaag
Ha po3BuUTOK AYA, ane He Byso onucaHo xogHoro  cuHapom Enepca — Oanno [5].

BE/IMKOro reHa abo noKyc-edeKTy, AKNI € OCTaATHIM, Hanbinbw Hebe3neyHUm ycknagHeHHam CACT
Wwob BMKAMKATK i30nboBaHi AYA (Le XapaKTepHO € po3WwapyBaHHA aOPTM — Lie PO3PUB Y CTiHLi aop-
ANs 6inblWOCTi cMCTEMHUX BackysionaTii). OTKe,  TU, WO 3MYLIYE KPOB TEKTU MiXK LLIAPaMU CTiHKN,
AYA — ue KOMNEeKC po3iaais, AKUK 06’eqHYE Ha-  BiAAINALOYM MOro OAMH Big oaHOro. PoswapyBaHHA
ABHICTb reHiB CXWMIbHOCTI 3 aKTOPaMM PU3MKY, LLO  AOPTU € HEBIAKNALHUM CTAaHOM, AKUIA MOXKeE LIBUAKO
noB’s3aHi 3i cnocoboMm KUTTA, aHANOrIYHO A0 ile- NPU3BECTU A0 CMepTi HaBiTb NPU ONTUMaIbHOMY

Mi4yHOi xBOpObOU cepus [2, 6]. NiKyBaHHIi. Ha pucyHKy HaBedeHO Knacudikauito
IHWa popma aHEBPU3IM a0OPTU — L& aHEBPM3-  PO3LIAPYBAHHA a0OpPTM.
Ma rpyaHoro Bigainy sucxigHoi aopTtu (ArA). Ha Knacuoikauia PA, 3anponoHoBaHa BUAATHUM Kap-

BigmiHy Big AYA, ATA TpannawTbca y BCix BikoBux  aioxipyprom Michael Ellis DeBakey, rpyHTyeTbCA Ha
rpynax, nos’s3aHi 3i cnagKOBMMM BMNAMBAMM i HE  aHATOMIYHMX 0COBAMBOCTAX po3LapyBaHHA. BiH pos-
MalTb NPAMOro 3B’A3KYy i3 CEPLEBO-CYAUHHUMMU  AiNAE PO3LLIAPYBAHHA 3a/1€XKHO Big, micua noyaTky i
dakTopamu pusuky. Ona cnagkosmx ¢opmum AFA  cTyneHs poswapyBaHHA (SI0KanisoBaHi — BUCXiAHA
3a3BMYaAl XapaKTepHe AEeCTPYKTMBHE MATPUKCHE  YM HU3XiAHA aopTM abo BKAOYAE AK BUCXiAHY, TaK i

pemoaentoBaHHA 3 pparmeHTali€l0 eNlaCcTUHOM,  HU3XiAHY YacTMHKM aopTu (puc.)): TMn | — noyaTok
nponidepauieto rnagKkom’ s30BMX KNITUH CYAWH i PO3LIAPYBAHHSA Y BUCXIAHIN YacTMHI aopTu, Aani no-
MEHLL BUPAXKEHUM 3aMnalbHUM KOMNOHEHTOM 6e3  LIMPIOETbCA HA AYry i YacTo AUCTaNbHO 3a Ti MeXi;
aTepom. BctaHoBANEHO, WO AnA ATA xapaKTepHe Kna-  Tun Il — obmexkyeTbcs BUCXiAHOW aopToto; Tun Il —

CUYHE MeHAEeNiBCbKe yCnaZlKyBaHHA 3 BUCOKOI abo  MOYaTOK Yy HU3XiAHIN aopTi, ane NoLWnPHOETLCS ANUC-
MOBHOI NMEHETPAHTHICTIO, 32 AKOTO OCHOBHY PO/ib  TaJIbHO, PiAKO — MPOKCMMA/IbHO.
y dopmMmyBaHHi ¢eHOTMNOBUX 3MiH Biairpae oauH 3rigHo 3i CrteHdopacbKol Knacudikauieto
npoBigHui rex [2, 8]. (1970), yci Bunaaku po3punsiB a0pTU MOXKYTb BYTH
CimeliHi aHeBpM3MM rPyLHOI aOPTU MOXKHA PO3-  pO3MoAisieHi Ha ABi rpynu: A i B 3anexHo Big Toro,
noainuTu Ha ABi rpynu. MNepwa rpyna — cneuudivyHi - AKWi Bigain aoptm 6epe yyactb. pyna A BKAtOYaE
reHeTUYHi CUHAPOMM, AKI MaloTb XapaKTepHi 0co-  BUCXigHY aopTy Ta/abo Ayry aopTu i, MOXANBO, HU3-
6nmnsocti CACT (Hanpuknan, cuHapom MapdaHa, xigHy aopTy. PoswapyBaHHA MoXKe BiabyBaTucA no
cnHapom Loeys-Dietz Towo). Apyra rpyna — ue  BWUCXiAHi aopTi, Ay3i aopTn abo piaLle B HU3XiAHIN
OKpeMmi HO30/10Til HECMHAPOMANbHOIO XapakTepy  aopTi. BoHa Bkatoyae B cebe DeBakey tuny I, 11 I
(HanpuKnag, ABOCTY/NIKOBUIA Q0OPTaNbHUI KNanaH, peTporpagHoi (po3wapyBaHHsA, WO BUHUKAOTb Y
i30/1b0BaHi cimenHi ATA). flk neplwa, Tak i Agpyrarpy-  HU3XigHin aopTi abo Ay3i aopTu, ane NOWUPIOOTb-
na BK/JtoYae 6araTo NopyLeHb, 3 AKMX MepeBarkatoTb €A Ha BUCXiAHY aopTy). Mpyna B BKOYAE HU3XIAHY
3MiHM B NPOKCMMabHOMY BigAini BUCXigHOT aOpTU.  aopTy (AUCTanbHe BigXo4KeHHA NiBOT NigKAOYMYHOT

YactoTa 60 % 10-15% 25-30%
DeBakey | DeBakey Il DeBakey IlI
Tun Stanford A Stanford B
MpokcumanbHa [OuctanbHa

PucyHoK. Tunu poswapyBaHHA aopTu 3a DeBakey (1965)
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apTepii) 6e3 yyacTi BucxigHoi aopTv abo Ayru aopTu.
BoHa BKtouae B cebe DeBakey Tuny lll 6e3 peTpo-
rpagHoro NPoAOBXKEHHA Y BUCXiIAHMI Bigain aopTu.
CteHdbopAacbKa Knacuodikauina 6inbll BaxKamBea
ONA KNIHILUCTIB i3 NPAKTUYHOI TOYKK 30pYy, TOMY
wo Tmn A 3a3Buyait noTpebye ypreHTHOro Xipyp-
riYHoro BTpy4YaHHs. Tun B, K npaBuao, notpebye
MeANKaMeHTO3HOI Tepanii 3 HACTYNHMM XipypriyHnUm
BTPYYaHHAM Yy pasi ycKnagHeHb [2, 5].

Tabnuua (Hasea?)

BusasneHo 6araTo reHeTUYHUX CUHAPOMIB, AKi
MOXYTb NPM3BECTM A0 GOPMYBaAHHA aHEBPU3MM Ta
po3LwapyBaHHA rpyaHoi aoptu [3, 4, 6, 8].

OCHOBHI cMHApPOMM HaBeaeHo B Tabnuui, ge
3a3HaYeHo reH, BiANOBIAANbHMNI 32 PO3BUTOK CUH-
APOMY, @ TAKOXK aHEBPU3MATUUYHUIN CUHAPOM i 1OTO
naToreHeTUYHUN MexaHi3m.

JocnigxeHHA monekynapHoi izionorii MyTaHTHUX
reHiB npu CACT, a TakoxK naTodizioNnoriyHMx mexaHiamis
LMX CUHAPOMIB NPOAEMOHCTPYBA/IM B3AaEMO3B’A30K

(collagen a-1(1))

A0pTU TPannAeTbcA piaKko; 7A Tmun cuHgpomy Enepca — laHno; po3wa-
pyBaHHA apTepiil cepeAHbOro Kanibpy

FeH KniHiuHnit cunapom MNaroreHes
FBN1 (fibrillin-1) CuHgpom MapdaHa — BMCOKA NEHETPAHTHICTb aHEeBPU3MM BUCXiIAHOT TGF-B
aopTn
EFEMP2 (fibulin-4) Enactonisuc 3 aHeBpumamoto (Cutis laxa); aHeBpM3MKM BUCXigHOT aopTy i TGF-B
3BUBUCTICTb CYANH
ELN (elastin) EnacTonisnc 3 aHeBpuamoto (Cutis laxa); HM3bKa NEHETPaHTHICTb . .
. .. . Hesigomui
aHeBPU3MM BUCXIZHOT a0PTK i po3LlapyBaHHsA
COL1A1 HegpockoHanumii octeoreHes abo xBopoba KPUXKMX KiCTOK; aHeBpU3ma

MeTaboniam KonareHy

COL1A2
(collagen a-2(1))

HepockoHanuii octeoreHes abo xBopoba KPUXKUX KiCTOK; aHeBpU3-
Ma aopTU TPanAAETbCA pigko; cuHapom Enepca — [daHno, gucnnasia
KnanaHis cepua 7B Tuny; me)oBe PO3WMPEHHA KOpeHAa aopTu 3
aopTanbHO perypritauieto

MeTaboniam KonareHy

(collagen pro-a2-(V))

COL3A1 4-1n E - ; 17

nTmn cpr,potviy nepca — [JaHN0; 4acTo po3LwapyBaHHA apTepii MeTaBonism Konarery
(collagen a-1(111)) 6e3 nonepeaHbOl aHBPU3MU
COL4A1 C i i i im i ;

nazKoBa aHrionaris, Hed)pOI'IaTIﬂ,.f\HEBpVBMVI i m’a308i cygomu; MeTaBoniam Konarety
(collagen a-1(1V)) aHeBpPM3MM NepudepudHuX apTepin
COL4A5 3B’A3aHM 3 X-XPOMOCOMOIO CMHAPOM AnbrnopTa; aHeBpMU3ma Ta .

L . . . MeTaboniam KonareHy

(collagen a-5(1V)) pO3LLapyBaHHA HU3XiQHOI FPyAHOT a0PTH | YepeBHOT a0pPTH
COL5A1 C - ;

nHapom Enepca — [1aHN0, KEPATOKOHYC; CUHAPOM KapnasbHOro KaHany MeTaBoniam Konarery
(collagen pro-al1(V))
COL5A2 CuHapom Enepca — laHno

MeTaboniam KonareHy

LOX (lysyl oxidase)

He onucanuii dpeHoTUn y ntogen

MeTaboni3m KonareHy;

hydroxlase 3)

YacTi apTepianbHi aHEBPU3IMKM CepeaHbOro po3mipy

TGF-B
PLOD1 (lysyl CuHgpom Enepca — [laHno 6-ro Tuny; pigKo — aHeBpmU3mMm MeTaboniam KonareHy
hydroxylase 1)
PLOD3 (lysyl KpWXKicTb KiCTOK i3 KOHTPaKTYpamu, PO3pnBOM apTepiii i ryxoToto; MeTaboniam KonareHy

TGFBR1 (TGF-B

CuHapom Jlyetua — [iTua; BUCOKA NeHeTPaHTHICTb po3LuapyBaHHsA

transporter type 10)

3BMBMICTI apTepii, CTEHO3M, aHEBPU3MU

S . . . . TGF-B
receptor type 1) BUCXiAHOT a0pTH Ta AMdY3HI aHEBPU3MM BENUKMX | cepeaHix apTepil
TGFBR2 (TGF-B CuHapom JlyeTua — [1iTua; BUCOKA NEeHETPaAHTHICTb pPO3LWapyBaHHA
receptor type 2) BMCXigHOT a0pTH Ta ANdY3HI aHEBPM3MM BENUKMX | CEpegHiX apTepii; TGF-B
CimeliHi aHeBpPM3MM Ta PO3LLAPYBAHHA rPYAHOI a0PTU; BUCOKA
NeHeTPaHTHICTb aHEBPU3MM a0PTH | cepesiHix apTepil
ENG (endoglin) CnagKoBa remopariyHa TeneaHriekTasis; He NOBHICTIO NeHeTPaHTHI TGF-B
aHeBPU3MM A0PTM Ta apTepiit cepeaHboro Kanibpy
ACVRL1 (activin CnazKoBa remopariyHa TeneaHriekTasis; nereHeBa rinepTeHsia TGF-B
receptor-like kinase 1)
SLC2A10 (glucose CMHAPOM aHOMa/IbHO 3BUBUCTUX apTepin; AndysHi aHomanbHO TGF-B

NOTCH1 (NOTCH1)

[BOCTY/IKOBUI1 a0PTA/IbHWUI K/lanaH 3 aHEBPU3MOLO BUCXiAHOT aopTy;
KPUTUYHI CNaaKoBI 3aXBOPIOBaHHA cepusa (aopTu, nereHesoi apTepii)

NOTCH1-JAGGED1
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lpodosxceHHA mabauyi

FeH KniHiuHnii cungpom MartoreHes

JAG1 (JAGGED1) CuHapom Anaxinna — BoTcoHa; iHTpaKpaHianbHi aHeBPU3MMK, KOapKTaLia NOTCH1-JAGGED1

dA0pTH, aHEBPU3Ma a0OpPTH

GJA1 (connexin-43) FinonnactMyHmMit cuHapom nisux Bigainis cepus (Eart syndrome, HLHS); Hesigomuii
KPUTWUYHI CNaZKOBi 3aXBOPIOBaHHA cepuA

PKD1 (polycystin-1) CYHAPOM MONIKICTO3Y HUPOK 3 iHTPaKpaHiaJIbHUMM aHEeBPU3MaMM mTOR

FLNA (filamin A) 3B’A3aHa 3 X-XpOMOCOMOI0 AMCNAA3iA KNanaHis cepua — CTaH, Wo MeTaboniam yuTockeneTa
XapaKTepu3yeTbCA aHOMa/IbHO TOBCTUMM CEPLEBUMM KNanaHamu Ta aKTUHY

MYLK (myosin light
chain kinase)

CimeliHi aHeBpM3MM Ta po3LWapPyBaHHS rpyaHOI aopTH

MYH11 (smooth
muscle myosin heavy
chain 11)

CimeliHi aHeBpM3MM Ta po3LIapyBaHHA rpyaHOI aopTH

Tnagki m’asu cyauH,
MiO3MH

ACTA2 (smooth muscle
alpha (a)-2 actin)

CimeliHi aHeBpM3MM Ta po3LWapyBaHHSA rpyaHOI aopTy;

CUHAPOM MYNbTUCUCTEMHOI AUCOYHKLT r1afKoi MyCKynaTypu

MeTaboni3m aKTUHY

ADAMTS10 (zinc-
containing enzymes)

CuHppom Beina — MapuesaHi

Hesigomuii

BGN (biglycan)
KnanaHis cepusa

ATepoCcKkNepos; CTEHO3 aopTa/IbHOro KanaHa; Ka/lbLMHYyto4a XBOpOﬁa

Small leucine-rich
proteoglycan

CBS (cystathionine
beta-synthase)

TomouucTeiHypia; Tpomb0o3um

FomoumcTreiH

PRKG1 (protein kinase
cGMP-dependent 1)

CimeliHi aHeBpM3MM Ta po3LIapyBaHHSA rpyaHOT aopTH

Nitric oxide/cGMP

SKI (SMAD) CuHapom LnpiHTueHa — Flonbabepra

TGF-B

SMAD2,

SMAD3, SMAD4 aopTn

CuHapom Jlyetua — [liTua; cimeliHi aHeBpM3MM Ta po3LwapyBaHHSA rpyaHol

TGF-B

DCHS1 (dachsous
cadherin-related 1)

1301bOBaHMIN NPONANC MiTPANIBHOTO KNanaHa

CNONYYHOTKAHWUHHUX MOPYLUEHb 3i 3SMiHaMK nepeadi
CUTHaNiB paKTopamm PoCTy Ta NOPYLUEHHAM MiXKKi-
TMHHOT B3aEMOZ,ii B OCHOBHI PEYOBWHI.

CboroaHi B YKpaiHi 3aBasku nabopaTtopiam mo-
NEeKyNApPHOI AiarHOCTUKM € MOXKJIMBICTb MPOBECTH
WIMPOKe reHeTUYHe AOCAiIAKEHHA Ha npeameT Bu-
ABneHHA myTauii npn CACT i npaBUAbHO BCTAaHOBUTU
KNiHIYHWP aiarHos.

Hanpuknag, y MeanyHomy ueHTpi «Cantotac»
NaLiEHTU MOXYTb 3[,aTW aHanNi3 KPOBi Ha reHeTUY-
He pocnaigxeHHa scix CACHM, 30Kkpema 3a naHennto
aortopathy comprehensive panel, aAka BKato4Yae aHa-
ni3 29 reHis, a came: ACTA2, ADAMTS10, BGN, CBS,
COL3A1, COL5A1, COL5A2, EFEMP2, FBN1, FBN2,
FLNA, FOXE3, LOX, MED12, MFAP5, MYH11, MYLK,

NOTCH1, PLOD1, PRKG1, SKI, SLC2A10, SMAD2,
SMAD3, SMAD4, TGFB2, TGFB3, TGFBR1, TGFBR2.

Lel TecT € KOMMNNEKCHUM aHafli30OM TreHiB,
nos’asaHux 3i CACT, aopTonaTielo Ta CYMiXKHUMMU
natonoriasmu. BpaxoBytoun nofibHuU KNiHiYHMM
nepebir i YacTo cxoXKi GeHOTUNOBI NPOABU MiXK pi3-
HuMmu CACT, KoOmNaeKcHe TecTyBaHHA Aa€ 3MOry
edeKTMBHILLE OLIiHNUTM YNCNEHHI 3aXBOPIOBAHHA Ha
niacTasi 04HOro NoKasHUKa.

AHanisyouum HaBeZeHy BULLE iHDOpMaLLito, MOXK-
Ha 3pobUTN BUCHOBOK, LLLO NiKapi NOBUHHI 6yTK 06i-
3HaHi 3 npobaemu CACT, po3yMiTM MPUUYUHMN iX BU-
HWKHEHHA, BYaCHO NPOBECTU KNiHIYHY AiarHOCTUKY
N NPU3HAYNTU reHeTUYHE TeCTYBaHHA.

CnNMUCOK BUKOPUCTAHOI NiTepaTtypu
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HERITABLE DISORDERS OF CONNECTIVE TISSUE: MAIN CLINICAL SYNDROME

R.K. Zhurayev, G.V. Tshngryan, S.Y. Holovach

Abstract. The article presents the problem of heritable disorders of connective tissue from the position of a cardiologist.
The main problems of diagnosing hereditary dysplasias, clinical syndromes and genes responsible for their occurrence are given.
The lesion of the aorta in patients with hereditary connective tissue disorder is presented, the classification of aneurysm and
dissection of the aorta in these patients is given. Reasonable expediency of prescribing genetic testing in patients and their family

members with heritable disorders of connective tissue.

Keywords: heritable disorders of connective tissue, aortic aneurysms, genetic mutation, genetic testing.
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