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Abstract

Acute aortic dissection (AAD) is a cardiovascular emergency characterized by an extremely high
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mortality rate. Approximately 20%~30% of AAD cases exhibit familial aggregation and are closely
associated with hereditary connective tissue disorders, including Marfan syndrome (MFS), Loeys-
Dietz syndrome (LDS), and vascular Ehlers-Danlos syndrome (VEDS). Key pathogenic genes impli-
cated in these disorders include FBN1, TGFBR1/2, SMAD3, COL3A1, ACTA2, and MYH11, which dis-
rupt critical processes such as elastin fiber formation, TGF-f signaling pathway regulation, collagen
metabolism, and smooth muscle cell function. Genetic testing technologies enable the early identi-
fication of high-risk individuals, facilitating risk stratification when combined with regular imaging
surveillance. Clinical management emphasizes personalized approaches, including tailored surgi-
cal timing, genetic counseling, familial screening, and lifestyle modifications. These strategies are
crucial for improving patient prognosis and reducing the associated familial and societal burdens.
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1. 5]

SEEB kI Z (Acute Aortic Dissection, AAD)JE — i S IR #F i Bt s 1O M &
iE, FEAHER EK A IR . X P E KRR B R BURIERTERG AR M MR R
(S, FIRES| AT B Wi« B8 1 R R B R[], A BT, R0 J5 B/ AE T 2R 3
B 1%~2%, 48 /NI FET 22 5108 50% [2] S I AR AR AR BOR A F AR B B AW, (5 AAD
B BIBE N IE T ZATI1E 20%~30% 2 (7], A S5 H ACREFIZE HH TS AN R J A S8 ™ .

HASVER 2, AAD & i 3230 5kJ8 (Thoracic Aortic Aneurysm, TAA)BERE T K. TAA 23610 5 3h ik
JR AT TR I IEH BLAR I 50%, YR 32 B KEE 2514 R AT VE U B UIAR G . SR, K24 TAA B3
FE R HAFE TG B G RREAIR, 388 8 75 5 FUIm PR AS 2 R AR R I[3] o IXFhBREE A1 TAA IS W ARt 15 215
JUNEE, KA—H TAA#ERE N AAD, BE MUK SRIE. B, WA TAA K H A AAD i
BRIHLE], GRS R R — IR ER, B EEMIERE L.

G N, EiLE . SIS FERE LSRRG E R & AAD M EZEFRH[4] [5], (HIEFEH 7R,
BAEK R AAD A 35 E AL, 4 20%~30%(1) AAD BE RSN, a5k
PESE SR H U5 (05 5B TE. Loeys-Dietz Z5A1E) B VIAHIC[6]. BE FEFACMB AR KIS, Bk 2 1)
ORI FER (W1 FBNL. TGFBR1/2. COL3AL )Ml R B, 13X 35t [R] S AR 1 1o 520 3= 2 ik B 45 b e 8k . 21 g
SRR A EUE T IE Bk R, RN AD K. JRTM, H RTERGT AD BAEHLEI 0 R AR T =,
FKItE AD 107 A 5 5 BN IR AT iRl

ALER B IERGuia g AAD [IsHE 2 S SR Ui, JE I B A st A4 M AAD I = fE R R X
REHE, HES) RIS Z, AR E R A L, SRR IE AAD I8 A i A
W, W EFEERRBIRG, S P, & AAD BH TG IR R E S5t & 6.

2. ERNPKEFSIIRE
LB BRSO R 46 L e WA 52l e ) 7 IS 41

ik
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JEIBEL 7 A8 RN 28 B A A N 8 ST B IR [ 7] A RO g T 2 AR WL B s, B IKEER — MO . FoE
IG5k, W= EE WA, & EEAERr S R i e B R ECBIEH . WERRNE, B
JEN BRI N R R JE AR, B, K D Re SRR @ E . W — A (NO) S A
FIRTTMEK S, HSE5PMRTER. FEEES KRR OZ, EEB-FEN4IM(SMCs). # )44
R SR AT YR o BT AT AE TR T B Bk, 7RO NE 4 AT TR A7 Re 1, & 91 0 [ e 2 e 1 00 2812k
IR S AR N S B s A nt B, BRI =B kot Bk s P LA P 3 ok Wi g A0 23 Wb 24 P 41 25 B (EC M) 22 5 T
EERBPHEE ., SMNERINZEAHNR, A MBI EMMEadds, HE 8RN E KRR E 57,
25 JORE I N AN &R [8] [9].

T A% DR 20T 2 Bl kR (1) 5 A A h g B A PRz o, SRR SR nl I 2 Mg R ECE S KEE R .
w1, FBNL B[R AR T 85 ) 40 4k & P (40 5 JLER-A1E) [10], COL3AL F¥748 5] i S AU i (0 ifiL &
1Y Ehlers-Danlos £5#51iE), ACTA2 JAZ N ELI~- 1 4L LhRE, 3 ECM s k. IXLeghiy i il
BNKEE 772 R T B Sy R MBI VI IR T R AR, #0151 K S E 8 ik 2 (AAD) S5 M 5 I KOE .
3. BEM TR
3.1. B LEZEA{E(Marfan Syndrome, MFS)

MFS i HZRIE « (A9 - 58 « LT 1896 42 H, & —Fh &R 3N 1/5000 % Jeta ik & it
BARR[L1] [12], HRM FERIUAESIARETY T SRR, 8875 [13] [14]. MFS BEVIHE
WREFE, WIREH. IR ARS, (HEARKAOIEIFRRE. giHER, 60%~80%}H) E3% nlf#E
e 5 B K2 A, 5 A S 90, SRR R . A K 2 AR K AR 45 %5 1 8 3= sl ko R sk e 2 2%
% RCE AT [15]-[17]

1991 4F, FBN1 P ZEA W E N MFS (it 1% . FBN1 R A2 &R A8 MFS 5 WAL 41
fill, X PP DR B A AT E R i . (AR, REFTW, HES SOk tidsg 74
BEE AR TR MRRFBI[18]. D FLLEAIEEE T, £ 95%r] i@ FBNL 2R RAZ MR, CAnrRA
FRAI RIS 1800 Ao Horp, K =40 2 — I B HoBr A= RAZ S U [19]« FBNL EERA7 T ek 159 1
KX, 65 M/ E PRI, AT ORI R A e I 2000 s I E05 P9, ax s
AR 2, HE S FLLEEMERIRIRHLEIEDIA . FBNL B EZ ) ge 2 gmig R 4F 4e 82 -1, %
B 15 A2 40 i /1 JE 7 (extracellular microfibrils, ECM)fFISCEE K5y, fE4ERE ECM 45 F4 A8 15 40 i 2 66 77 Thi
RAEEEAER[20] [21].

JRAYEE A-1 & — P HA S ME AR, 70 S0 PR E 2 b 2R 1) 45 F d A
Ko ZEATAE 47 ME—REMEES, SASMEHERE 7 6 MEE ML E iR, I Xz
P R R AR DR AR AE RN, DRI R EGF FRZEH938[22] . 72 MFS i, B SCRAR = f i LI R A%
KA, B HREIE N EGF 25T BN E AR, SURE 4G AHCEREE, BUSCE EGF S5 3 i)
HERALE, 2 10%FI800 AL 72 51 R BT HeAL AU IR 2 531 EGF M IR TS, MFEME 74
HHETT, WA K BU B AR S R B A AN e, BRI/ DhRe 4 FBN1. FBNL [
FEARAS 2 10%~15%[1) MFS il Rl . b4k, =ik 7% MFS 05 RASYE T FBNL FEEH (1)K Fr Brak
FEARTRK[23] [24] 0 IXLERAS 2 FH TGF-4 {5 T Il B 7 6 WU, 51K I 48 55 g 7 Wb 3 hn, i ECM
SER IR . TSR AR ANESS, mARR BB KA.

fifi 7€ MFS $5E R ALY FBNL BRI A B 221297 BAF EEE . BT MFS G RFFAETEAS [F 5 (] 47
EREDS, WEMpERERE MR AR AR, Hatcm, JMNET 24 & 32 Kk AH A4 LR AR
5 LA MFS fRE— BBk R [24] [25]. SRTM, REXEAR A ER E X, (HE T 75% 20w 132
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SR FECGHE LA MFS [26], 13X —BURIZ 0T = 220 S e A 2 ZEAERT . B FBNL B[R 4h, WA
IR I TGFBR1. TGFBR2. FBN3 1 COL1A2 e MFS ¢, ANid H HiX PUAN =] 1 R R 2L v
ARAFBIAFUESE[27]0 X T 5 FLER SRR, @UCE BT LAk F A, RAZYES E 30 ky 5k
W, UEIPKESRER] 5.0em B, RESSETFAREE, DA SRR F KR ZE 1R E R . [,
RLEMHEAT IR A, e FOR LI BRIR S RAE, R VIR RAEAN, — B IR B R,
SEEPGE T AR TT

3.2. Loeys-Dietz L& {E(LDS)

Loeys-Dietz & EAE 2005 4FH Bart Loeys 1 Harry Dietz & {Xi#ii®. H1 TGFBR1 (9922). TGFBR2
(3p24). SMAD3 F:HRAZ T #E, J& W etk BEgifL[28] [29]. HIURURHE A FGHREE L B0 . W B g 2
fEZY . BN Bk Tk A B KR B 8 3/ [30]. 55 MRS 25181, LDS & WL B B8 O BB HE 25 L P 2
BT HRER I . [ AR P SR RIS K [31] - 4R10, LDS ML L RBLE ™ 8, F IR E A SR/ NE
PRI BB R I A R SR B . BRI AN PR TR B E Bk, 3w B K 3 B K oy SRR L s
SRS A Sk AR L 8 W3 KL [28] . LDS &8 WG Hrli . B8RS BIRMEY . (i Ea AR
A IRIR[30]

TGF-B {5 5@ AR 4L Fr ML BERRAS TR OCEEE L, V0 KA R & i 5 B A P L4l b5
Thfe DL M BE #ORE SN . LDS B b, TGFBR1. TGFBR2. SMAD3 %53 [KRAF S8 TGF-p 15 58 #%
S [32], BB ARG, R8I 40 T S AR R O R S AR RO M — R4k, 23 SMAD {5 5
SRS . BT EIELT AE S R BB RGN, R A AERS R, i LA SRR Re R R, I
BE 725 1 RE AN LR B)) 0 25 B L PE BRI, RIS 10 A8 BE SORE SUSE, 390 98 JE 241 FRLIR Tl A0 980 R 7R
G AR REME SRR N, B B Ak 2 KUK [33]-[35] -

3.3. Ehlers-Danlos £2 & fE(EDS)

Bl - PHEINSRGAE R — P L M S5 4R A 23000, B BB MmN B AL AL 5 . 1997 4F, 4ER) I
2R 2N S P BRI HEAT T 43 2K[36], 1M 2017 4F, [E Br EDS Bk B ST 20 2R 5 T 13 I R[37].
T NI AR Y5 6 AR 2 35 TR A 5 A I R R IR AN 9T - EDS EERIUNZ RGN TE , A HE 7 A oth
RATAFRE « M 55 UL B A28 B 578 o SURNRFAE N T I BE Vo Bl R Ik o FEE vl Ao A 2L W i 1
Hor 2y 25%0) B A7 AE ™ 5 1 s kR IR [13]. EDS BRI RN NTESRE 5000 % 25,000 AHH 1 4
[38]. 7E EDS il Anith, 4 MALGLREIRENA EDS 44 k2%, #8id 90%, bz, Mm% EDS K
ELBIAS 2 5% [39]

VEDS FE5 T COL3AL %:[X(2932.2) IR, 1X— LK 11 S gmhs 111 AR R 2 1 [40]. BT 1 4
2 J5 2 ML/ P BRI A I DGR i oy, 5 1 TR R T ) 4 A 0 R PO B U5 B R, 14 JR A Y HE B S
SR (U H 2R B ) MR i S =B R 5, e IR O NAF 4, TSR3 okt o R g AU, Bl
To X RARBFEAL R 0%, B FEURIRA 4 BT HEIZRAL, M B G, i 8B 0 Ji J5 X 2%
HARFAA BN R E A DA SZ 0E 5 (9 LA B U 0 R He e 2y, AT 38 00 s 358 0 28 R ot A e 2 g RIS
BEAN, N B SRR AN B B0 55 I B ) 2R, I ] BB PR 40 40 25 03 (EC M) I R AP AT o X Pk
VAT B OE &8 B EIRE(MMPs), 08 e JE NSt - e R B A, R I 5 BE 25 R 4540 o (RIS, S R ]
eI E - UgnEs ECM B EAER, BRARILUS4a FIME ST aE 7y, AT HE— 25 Hi 55 1 B P A 1t
[41] [42]. 254 Z2 P BRR 22 (00 3L (R4 T, I B 320 14 2 T 5 ik 8 AN S8k, BROK RS n 7 2H 23452473 XU
RN T IR LLIEAENLH], ACH B T 23R A BT, IE AR R RYT R4t 7 R 2%,
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3.4. RABREMLSLHALRRRS

B 7 L3R =R B M G AR AL 5 B R BB KR Z A, I V2 H s e M S A AL 4R S
sk EZ IR, Turner £EA1E(Turner Syndrome, TS)A&—FHJRE T X Jetafh 5 43 7 B2 (45, X B
AR IR AR MR . B R E IO RATTRELZILZ P R R, AR RIBEMAHN . E3)
Jikpe A2 55 . @RI TR I, R BT K RIS BKOR (1 R AE MR AE 3% & 42% 2 1] . X etk B (Xp) b
() S B DR RS R AN SR AN RAZ O WL B FC SR, AT Xp22 X3 TIMPL Al TIMP3 3 K] ) 5 2k 5%
FAKPEAC, BORASR A HIG N 10 L8 ACRE IR, B4 TIMPL #i TIMP3 52 5522 /1) MMPs #fil 571).«
EATE S MMPs 35 1A X 1 55 (G o2 MMP-2 Fit MMP-9), i3 =5 5 ik B 20 fifg 40356 5 (45 1) 2 3 1k
SR YRR SR LT 4E) (1 Fffe, B vl REME T4 i 22 SRS 1 10 £5[43]0 BEAMRRSR 135 57 B MR T 2 S Ik BE (1)
IER SR, FIETS, MELRSZ MRS, R&SEY k. KBS, b, X Gtk FIHA
W R AN T Re . ) R ThRE B BRIk B el B [FIAE SRR S S Bkom AR R AR R TR

FF AR A - IR A 4% 254 1 (Shprintzen-Goldberg Syndrome, SGS) /& — il 1 SKI A1 FBN1 3 K 548 5|
R G AR B AL o 2 S S LS A AEA ML B RHE, B SRR KR T4 5 58
FEEAHR . SKI B 4fid ) Ski H /2 TGF-p 15 Sl R il 1. el 5H0E N Smad2/3-
Smad4 EEWLEE, MmIHEFIEM, RSN E D LBLEF(HDACS) S am = &9, FEIH
TGF-4 15 5@ B (M e Rl gs sk 2%, ik TGF-p 15 SIB KT BEOs, S IKEi 2 Mom BT i, .
P VA L) A5 BB AY . AR AN T P B A SR AT L A e I i DA % I R R O R X e,
SLEIGI55 T B BREER AR e s, G Ty kB2 RAETE. ARIE, SGS i3 sh ko 2B
FE R [44] [45]

B JRA st E SB I R SR B R AA S, JERTRE G IR MU i S Bk 2 R 3 B R 55 O ORE
4 FBLN4 B[R A RATKT, 22 S 8UH Y R Bt 1845 1Y R JAA sthoiE , I 51 ™ 5 1) £ s ik sk A 32 3l ik
I S5 IR R R I [46]

BGN FHICHE F BRI L5 B AE & —Fl XOEBUB AL, B X Jeffk | xq28 X4 BGN K Bk
FREL[AT]. LB TS TGF-B (5 S ili, SEURETREM. Mg BELF4efb e, i PR35
JOKEE PRI SE M, e 251 R E B kR X s 28 [48] . 55 1 S T AE AR L Hh B R B Bk AR B e 5 95k, 1 & i)
RECAH FaM, &FAE 15 SN G R AETIICRE, RN AR R, R ARE. RITEL. S7AEE
FLDL i R 2540 e 5 2 R R IL[49].

3.5. KiEMEREZN KB I E (Familial Thoracic Aortic Aneurysm and Dissection, FTAAD)

G E B kR 5 I 2 (FTAAD) & —Fiast A4 15000, £ 20%I 5858 S0 52 [50], 1A% 77 xXON g
AR B, SN EERATE A (I AR R I AME A — 8 K)o TVETE 5 i HOROW e R, 5Kk
PRI (1) e J2 0 R AR AR B AR R AR, RRET I RSB E AN . Tz AL B RAE R, &
BalE, FL7EEURAS AR IR, A LT A E AN e R0 KU

FTAAD IR IBHLEI A ZFEMERE 2. 245 FTAAD MSCIMEERRAE, 41 ACTA2. MYH11,
MYLK. PRKG1 %%, @#idsum~Figll4neshae fl ECM Fazs, SEEBNIKEESG M R ([51]. #lan ACTA2
RAGTH G a-WLENE A ThEE, SRR Z2[50]; MYHL1 245 M L ER 25 (4 5%, PR A M4 /a5
MYLK AR E WK AR 5E 0, SR RIE %% . FBN1. COL3AL MR ECM 7 & A4
B, HI IS LT 4S5 AR e YEAT ECM #1%[52] . TGF- 15 5 BB A 9L K (W TGFBR1. TGFBR2. SMAD3)
R GEFE S RE, LEHIE TGFAES, (Rt ECM FRMFAIJOIE RN o 3 4 555 e (7] i i) =8 Bl ik
BECERIMEIN, BN )2 R A2 AU
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FTAAD SKJZ IR Je 2 N RERAE R 1 7 T AL, SRR ERGE M, S BOESKEESS HA T) fiE
RAEFE, WAGIRIIE IRAETE 702K FTAAD Z MR RS 1 s & A i, o8 2 i
ANEE[TRTT 0L T 5 BB R A .

4. IBIEZHHRE AD IREKRSER PRI A
4.1. BEASHE S X BT

SR EARAE AD 112 WA RS VAl h R 19 22 SC R4 o i 440 1P (WES) 4
S R AL (WGS) LA L [ PR panel A5l 5% il Sl PP,y DAl A v iR s fa ik, JUd R
TR 4 S B 57 [53] « IX BEHI R RENS 42 I 07 75 15 AD HH < B0 5 K 9842 (1 FBN1. TGFBR1/2.ACTA2.
COL3AL 55), N RILGRIT TS, A se I i AL BTl R4E 2018 4k R AL [ br
oI A L ZR[54], B B SR VEBUR B AR BAR KT 45 mm (83, b 2 LUR 5%
2 —, VO EIEER I I —JOR AT 1) RWFEEFT 50 & (At M HoRI) 5k 50~60 %
HERIME; 2) A Xt L(ail— %M 9EE); 3) LU eSS IR AL .

BE RIS I R D05 AMNAE T e g REUE ARy 4k, 3B AE T L BE 6 38 7= T E B IR AR (s e Gtk B4
)R AR (U SCRAS . T RAE . BIHERARAE). B, Xb 5 LR AE(MFS) B, FBNL [
FRAZ PRGN AT LA B B RA2 W, D S B 0 e st A b AR A 8. Ak, ik DRI U mT AR 5
ARRAS, TR IR 1 B2 W AT XU VA G 9 L

FEHEDIR ISR b, ZREHB RE SRS R MLI 2y SR AR (TSI AR SRJE R 55) [ sk
I FEAR(D- — SRR WIS R A 55) 2 TR R, R 1A% RS PPAG R o of v XU AR R AT 78 R AR 2
s, W ESKE AR X R E S R AL, AR MR Wi T BRI TR T TR,
A T R 2 R B Bk 2 A R UK, 3T TUA

4.2. ML

FARBITESVE B ZE B P B A CRIEH, RE R W BHE s B E. XEEES
VT = 2R R . FRFRAE 32 BEHGR T B BIR 1 K/ K SR FR 2 RS, X T-#575 ACTA2,
TGFBR2 %5/ fa B R 9B A LN 2. T8, MEE F Ak HARA %] 50~55 mm i, FSEit
PEFARFT . ESC fam BAHAI[55], MFS HF 1L SNKAR 5 B AR 2 DL T 2% AR RIEA T FA : MR K E
£ >50mm; BRES EAE 46~50 mm, [RIRTEA KRS L Y KA >2mm., S IFE RS —
R, BAFERIIMAERE. T LDS B3, UEINKRMELEL 42 mm B, @AM
AR, AR O I 2 2R S M AR LG 55 [56] 45T [F) 2k R 2B %o 2 s ik I J2 R AL 152, PR Bk 5
VPG IERIRHE . EBIKY TRk g AL T 5 DUSCR 5 (R BEAR R ITAR L, AT 1 5 e ks HE BRI 9T 7

o

VNAIT AT AD BN RBEKREI, RATEEA FARZRMES, HE B & ™)
M o XT38 A4 M S BB R, Z9WVA YT I L SE T L R R S SO B R OE A BORSE
FEFkY KRR . 022 - ACCIAHA FE BTk Im 48 FaHEFE[3], B 2 A BRI AN S I SR 251 2 IR 7 18 A% 1k
FHNKZIR T E IR AP B RBH A BE S PR OB A E BB AE Kl A . @b I 3 U Kk R N1
ZAK, Yk SMAD2 BERRACAN ERK-2 SEIE BTG, HUH#E TGF-B, MM ECM B 98 0 R B,
A RAEZE E K TR AN I JZ R [57] .

R HE DS 22 0 S 3 — 2D 4Bl T AR IR ST 0 R 8 o Ik 45 6 JR 3 ) 5 TR R L I PR AR AIE AN 2 A8 22 55
A DA 8 SRS VAT 7 5. B, X T-H54 FBNL S48 MFS B, FLAME B AL I ARB
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RIS METS ;. AT TGFBRU/TGFBR2 5848 3, TGF-p #H 7)(1K) N F w58 gt xd k.
bh, KEUEESEE R 2 S RME, B OEsA R, OMAEREL. BERELYRERNERSY, N
F AR AR AL IR T SR

4.3. kM AD HOTARS

43.1. BEEFOSRERE

B ) 5 SRR TR AR SR Ik 2k Bk e 2 (AD) TR AIAZ R . 3L G B AR Y R R LR
B3 B AL A THT (3B A% A5 S SR, 458 AR R 2 R 97 1) A S AR A 5 (a5 e P S M B A% ) DL 2 98 XS o
AR R, R R SR R T G B AR (B A R, BRI SR AR L TR IR, IR R B
i A AN PSS e St . X TR E R, B UOHAT RGN, AR O R . R,
SEAEWR G MG . CT 5 MRI), 7] AShZS AL sk EAAMEE AL, Sl i 30 R B
T

4.3.2. EFEFNFR

A5 T ST TRAE PR AD R ARG B B o oo, AR IR R s 2 O RE, dad 25 p
SARBHA R M RKE N 2GR F B (WK R B IURIZ S 0 SR I e 4 5 7E
HFRVEE PN, DA F 30BN /). R, @ mZUs s (nss E . ez 2) o2 2 0 T
Jiti, R A v o B B A R R S I E SRR EE N A, MR I Z . X T RS AMA, B SCE B0
IBEN(UPAT  WEDK) CAYERR (8RR 1 [F] B B XU

4.3.3. HIBYH

OFR SRR FENE AD B P AST] ZREIER T o AR A2 W AT RERT R B L S R B 3 R
FIOBEE /), AAREE . A AR F E M. ik, $RAEE R OIS E R EE, HhE
B SR JE R OR R KB4 geAh, ST R SRR T DO R R AN AN RS
AN SCHFI S G, 5 RO R BE JI RIS

WA AT ST LGS R A ML &, AT LA BRI it AD (&4 KU
W RE S ot BB L KB AV T, B I A T BRI R
5.

RRMRAERE

RTI 24 Bi0 J2 D R A B B OR A2 1) 70 T3l B AR AN 538, SRATAE AR AT CAR A S gl . =
[R5 B AR AL A SRR, 8 S T T AP AT AR S e R S MRS A B AR T LA e T
YEANM I ThAE, HEoR TGF-B @ B MR TE I 45 (i Wnt/Notch 55, 1E— 25 B 20 i 705 i ) 48 217 1Y)
FEWRBLA] . BeAh, ESRHUBRTIETERA S, AR REERR AR R, Wik e RE S AAD K
TREER AR E L KR KBTI AR TIZ AR I PG B R E B, it a &S OBERm L
BEXI PR O BE SRR AR S G, SR VE S R A 2 OB R T WOk R R RS R TR A T %,
4o ) LE AT SR ARG R MRS, HESE R bRyt M ol e g v, I8 BR5 DL DRAR e 05 417 3 (4 S0 i B
NI A5 S X T4 i SN BB B R B AN T PR R S [, fE BN R REAHL 255
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