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Abstract

Thoracic aortic aneurysm/arterial dissection is an acute and fatal macrovascular disease. If it is
not treated in time and effectively, the mortality and disability rate are very high, so the study of
its mechanism is very important. At present, a large number of studies have proved that thoracic
aortic aneurysm/arterial dissection has a clear genetic basis. Through the analysis of Chinese and
foreign literature in recent years, this paper further reviews the genes related to syndromic and
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non-syndromic thoracic aortic aneurysm/arterial dissection and their mechanism, so as to pro-
vide new reference ideas and prospects for clinical diagnosis and research.
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1. 3l

14 3= 5 fhk 988 15 ik 9% )2 (Thoracic Aortic Aneurysm/Arterial Dissection, TAAD)#% A A& — 4B AT 9%
W, SRR S ECT I E SRS K TR BB kig, e — R R s kR E . R i ik,
AN IE R R IIG N T BOEE MR, FRFEENHET T, 2T CuEsk TAAD A & s
fir), FRYEHA R RIS RLEEIEME TAAD FIFELREMEYE TAAD [1] [2]. ZRE1EME TAAD AMUA O I
RGIEIR, ICAHEE. WIAEES . RS, i SRR i S A 3R, T ARSE G AETE TAAD R I PR
T OIS KRG HVEEIR[3]. dELEE1ETE TAAD #E—Pn 43 N #k 1 TAAD (Sporadic Thoracic Aortic
Aneurysm/Arterial Dissection, STAAD)F1Zj% 4 TAAD (Familial Thoracic Aortic Aneurysm/Arterial Dissec-
tion, FTAAD) [4]. TAAD &% A KT -4 (5 5 M4 58 BUAH S L K (40 FBN1. TGFBRL1.
TGFBR2. SMAD3. TGFB2 il COL3AL)VA K 4t IfiL e~ LA MO US4 &% (1) 2E R (ACTA2. MYH11,
Mylk Fl1 PRKG1 %5)48 57 5] #2f¥1[5]. TAAD (13RI 58 AN o] DATIO 5 2 B 0 1 R8s IXURS: , 38w At 9 8
T FBARALRIE . A SCE B ZeA RIS AL TAAD FH R I A 38t 4% 2 R e F 25 R

2. ZETEMYE TAAD
FE 5 TCF-B A5 5 1B AR AH IS 3k [ AN 4 i 470 252 o AH 5 B D] 5 2 1 208 A% 1 45 4 2H 25 A 5 [6]
2.1. G REAfE(Marfan Syndrome, MFS)

MFS & —FR %N 1/5000 [ G ik BV Lm, B AR E, A4 M Ao (3= 3h liks/
KJE EBIKIE AR EE) . (R RSN FEAE . AR BT S 2 RTE) . A
I (R AR SORE ) « HIR 8 I RN ST SR AR o 2 R 7] [8] MFS H5¢ i L 4 I 36 R Bl ik < Valsalve
TR, BATHA N TAAD, 2 MFS £ LB BT R R [9].

MFS & H 4l R A 4E 8 -1 1) FBNL JE R 2286 A8 5 2 [10]. FBNL S48 R E 1 4546 4L 21 i
PRANERL, 3N T I M AN e, R sl kR A2 [11]. H AT 2 B4 3000 > FBN1
AR, I HIAR T AL B A RAB P 1 R SR8 AIG R R B L™ SR P ) 22 5 [12]. Bk T FBNL,
TGFBR1. TGFBR2. FBN3 fl COL1A2 W #il N5 MFS 5%, (HXPUAER H fi %A K IA = LT
Il AR RE[12]

2.2. Loeys-Dietz £E&fiE(Loeys-Dietz Syndrome, LDS)
LDS e — 4% Je ik B E S S LS00 . FOERS B LR AL MIG IR R IR AL, sy

Tk

DOI: 10.12677/acm.2022.1291257 8714 I IR = =23t e


https://doi.org/10.12677/acm.2022.1291257
http://creativecommons.org/licenses/by/4.0/

KICHE, e PUE

R EBNKIE . STkt kiR 20E . XY G B TR 5 2[13] [14]. {HJ2E LDS /Ll
EIREMEEN, HAWEHEZ. LDS KFRAFEIIFET 13 BT Valsalva 52K E 3 ky 5k 2323
Jik & JZ AR 2, DA R i X657 L o s ol P H L, P 3BT AR 88 SR 26 % [15] [16] L ENE0 3L K148 2 Fr 8 LDS
[ L5y TGFBR2 (55%~60%), TGFBR1 (20%~25%), TGFB2 (5%~10%), SMAD3 (5%~10%), SMAD2
(1%~5%), TGFB3 (1%~5%) [13]. H TGFBR1. TGFBR2. SMAD3 X 55 TAAD ™ & fEE W & & T
TGFB2. TGFB3. SMAD2 £ (£ BLA[9].

2.3. Ehler-Danlos £2&{E(Ehler-Danlos Syndrome, EDS)

EDS & — 4 Gtk RV AL 2 4R A 200, F BRI RS BEVES) . Bk v A e S 2 2R etk
[9]. 2017 = b EDS B H K734 13 M. 5 TAAD FHIC I s 1) 22 L& P EDS (VEDS), &
™ #E ¥ EDS, /i EDS ] 5%, H.¥ijmH#:[9]. VEDS & ARk (3L, 530 M) E £ 4 sh ki
S B IR [17] . 95% ) B8 AAAE g AL 21 4k ik S5 (I I B M 6 [ COL3AL RAZ[18]. Hi =432 — 1)
RARTE AR Gly-xaa-Yaa = AR H Z IRV FE M AT RAR , XM N RAZ B R KRS & 1 sl ik ot R
(FE Bk e 2RI ) R AR R AR T %6 [5] [19]. FUm2EAh PLOD1 Al FKBP14 [ #EMI™M 7 EDS (Ky-
phoscoliotic KEDS) FIEU 3£ Ky COLSAL/2 [1)/0 4125 $L ! EDS (CEDS), 4> Bl ™ & I H KhE, {HZ)
ik 988 S 2 1) e A 26 BH A T 1L 14 EDS [19] [20].

2.4. Shprintzen-Goldberg £Z2& fiE(Shprintzen-Goldberg Syndrome, SGS)

SGS & 4wt SKI [ e 3 K 2 1 1) SKI ZE K AT FBN1 3[R 5848 5] 2 ) — 2H 25 0 G (4 St s %
5 MFS BRI, Bt AE a8 R I A L FERFIE[21]. MOCHHER B, KT MFS 1 LDS, SGS
B MR B R AR E T E SN SR, (RS D FLZRGIEAEEL SGS &3 1 E B ik R I A
B42[10] [21].

N# N MFS. LDS Al SGS T ahikE A 2 7,

F KRR MFS LDS SGS
Eslingics e +++ ++ +
Esiling - ++ +

2.5. Turner £E&fiE(Turner Syndrome, TS)

TS 2 X Getiufi 58 4B 7 ok SRR R B . B 0 G/, B BLINRE I 1A O T
T, ALHE I BBk SRS 5K A Bk , e rb S B kT sk A B kR i A 2 o 3%~42% [13] [22].
PR 2 X Yetifk B TIMPL ZE[RIFN 22 5 Gettfk - 1f) TIMP3 (5 i XU 5 R FE R 9B g, AR A7 3=
Bk 7K BRKIR I AR KU N 10 % BL_1[22]

2.6. BGN #HXxMERIBEEA T

BGN ¢ E BN LR L2 —Fh AL T Je ik xq28 b BGN FERI BRI T3 X &S ™ H= TAAD
LREE[23]. BGN J LK SR e i £k EE (AL A KR 7 g (5 5158, AMSBURIE S S, RIEL
e PR M AE LT AL, B IBKBE A NN P FEAR T e 26 B o, L 28 sh kB R L[ 24] I RS AL
5 MFS M1 LDS A R#HE, AR LSRRI skAZ, FHike Il A m) sk (5 A8
1 2)REBIRKCRZ (e 7 15 ) [25], VARHREEIE R RATIEBEIG S 2548 8o 3 L il B ey 112 45 [13] o
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2.7. FZBR¥AESE (Cutis Laxa, CL)

CL 2 LUz s st Ay 2 BASAE FE AR Bl B sh ko 25 F0 3 h ks i 845 5 R & RER I AR 03
[26]. H1 FBLN4 S48 BT 30T e th R Bt st 4% M J2 b ot ARCL B4 mT £ Esh ik 5k A a0 ks, HER
B E[11].

2.8. FEKIE - B X RESTE(Aneurysm-Osteoarthritis Syndrome, AOS)

AOS ST AR LI o Je ik A B A0, DLZ2 OGBS R A R B kR . Bk e 2 BA K Bk
FH RO FEE T BB WA N RFIE[27] [28]. A EE B FLUE, AOS & SMAD3 RAZ 5L, it 0 TGF-
P T 5 T 1 DR DA S B K L P L, 5 B0 DR s B kR IR IR K A2 [29] [30]. K4 T1%H)
SMAD3 A8 B [ E SR AL T Valsalve F/KF, JFHIZMRA TTRER EEREY KGsh ik [27].
= 3 AR S 5 5 7 9K OR I J2 1 v XU 2 AOS &A= 7 A (75 4 U R R 4 ) AT T 1 3 2 J5 TR [ 28]

2.9. BhikHsKkEEAHE(Arterial Tortuosity Syndrome, ATS)

ATS J&—Fp = WL LAK o 28 S ik 4 T R 1Y) G R BRI S5 4 2008, R BRI Bk
JrizA i 2K B RSl I A [13] [31]. I 2 20 Sk (kb SLC2AL0 K T ek T EL
[31]. FHASCHRIRIE ZRR TR 2, 5 8 Z AIMAET 2 EiA 40%, Fifi 5 th 8l 1 RER i 1 £ A4 [32],
B2 BFH DA R A T B BKAR R s iR RS, H RTIE B IE 3R I 3k e 2 1)k 42 [33].

3. EEZFE/ 1M TAAD

IR R AR A, Hod ACTAR JEDR AL T 3~ LA s 4B 5 /2 R LR S AEVE TAAD i
FERERF, 5 12%~21% [34].

3.1. FEEMERIERIEKIEFAS B (Familial Thoracic Aortic Aneurysm/Arterial Dissection, FTAAD)

FTAAD A B B BP0 58, 32 BRI E kY 5K DL LR 3 ks Bk Fi 2k 2, i Fe s [13]
B2 FTAAD IR MARE /N BB A KR, BA 1R 2&1E[35]. FTAAD HRZHISURIEER,
ACTA2. MYH11. Mylk Fl PRKG1 % [F[#) 5825 5 S M8 748 ULZH PO IS 408 2% 1 4H Rl 70 32 461, ek ACTA2
J& FTAAD I EBE0% I, (5 14%~21% [5]. ACTA2 ({19838 S350 1 Sk ZH L0118 L4 B k2> A 3
PELTYEIRIZL, BN T E3hkJe 2 XK . FBN1. TGFBR1. TGFBR2. SMAD3 Fl TGFB2 & [X 58 AL il
TR R Th e s AE K I p 55, 5 FTAAD KRZEHI 14% [36] [37]. Al %015 FTAAD
A EHBURIEE FOXE3. LOX. MAT2A. MFAP5. NOTCH1 Flfgif 4 % il ROBO4. ARIH1. LTBP1
A LTBP3 KHER i 1%~2% [37] [38].

3.2. —MERhPki(Bicuspid Aortic Valve, BAV)

BAV & WAL IE R B WY, 885 A B R 20N 05%~2%, &% W sh kKA,
40%~50% 1) 3 A48 5 110 E S Ik (B B BKAR ) AH DR 45Kk, 2270 200601 3 23 K & A5 kiR [38] [39] -
DA HIRRY, T BAV HAABMEE &M, JFHEBRRERAZ, & LHEFRE NI NOTCHL,
F13N. ACTA2. TGFB2. SMAD6. GATAS5 %4[38] [39].

3.3. #l%& % TAAD (SporadicThoracic Aortic Aneurysm/Arterial Dissection, STAAD)

STAAD L AF4E1EME TAAD HIKZ) 80%, Kl 3 HIX AR 22 I K EERL T, BT LA
2 W DL SGEAE AL R TS O A e . A SOk BN, BURYE TAAD 5 FBNL AR A ¢, [FIER A MFS
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AL RIEALAI[40], (B RAEBUR MW B b A4 B MFS FI4FIER I, I H B TAAD [ XS AR5 =
[41]. BSHHF LM FINBGE R L RIE i € 75 STAAD AHSCHIDY/ MR CLU. Des. MYH10 Al
FBLNS, 57X S84 S 3 K ) iR 1 R AE 2 AR AR, HLA REEJRiEs, IR SUIE R R R T g 2
STAAD [ A= Prbr & Py sl ia T 7 i £ [38] -

4. ING

i E 2 kR AN SRR SR BAT SRR IO, SR IRE 2 AR T T TAAD B3 K
FOREE, LRI BARMGXT TAAD B &N EFAT T EIANRINR, SR AEPERARSR AL
P TAAD BEAT 1 VRSS2 MBI 7T . T LRGN H SR PRS0 22k A1 T LAYty £ 3 Bty H 5 e i 5% ) R XU
SERTHEAT 0 E AT T il AREARAE T2 o (HAS A — LENLA R A% R 3R G R TR, A BEAROROE o B S ik
MR B A IR E A S R R, WMBCEZ L.

EE U H
B 7 D= 2 B SR B 8 = 24 I PR 6 A0 TAE S B 2 42 (JY HL2018FMS18) .
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