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Abstract

Heritable aortopathy is characterized by aortic aneurysms/dissections. The disease is mostly latent before the onset of
left threaten dissection. Genetic testing can be helpful to the early diagnosis and subtype classification, which may provide
important guidance to the follow-up strategy and the choice of treatment opportunity. Referring to the relevant international
guidelines, experts of National Society of Vascular Surgery have developed this consensus based on genetic data of Chinese
patients with thoracic aortic disease and clinical experience of Chinese cardiovascular surgeons aiming to elaborate the role
of genetic testing in the diagnosis and screening of heritable thoracic aortic disease, and to provide the suggestions on medical
treatment and lifestyle management for individual aortopathy subject with various subtype of aortapathy.
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consensus

it A% Pk i 3 3 ko & — 41 A 32 3 ko / e
JZ (thoracic aortic aneurysms/dissections, TAAD ) &
BURMER NG, ETERIEN FEIERZ —, BA
AR SR 5t A5 [ F g B S Pk, AT R AR T E FLERBAE
(Marfan syndrome, MFS)., Loeys—Dietz 27 5 i (Loeys—
Dietz syndrome, LDS), Ifil & B Ehlers—Danlos 4% &
fif (vascular Ehlers—Danlos syndrome, vEDS) x G
0 = B ke / 92 )2 (familial thoracic aneurysm and
dissection, FTAAD ) ZEZ2 MR . fBA&TEIR R R
H AR5 50 45 7 T AT BEAEAEAR K25 57

(Chinese Circulation Journal, 2019, 34: 319.)

F FBNI 9i5E L MFS BB LT Rk, AAT]
Xof ) = B ) AR AL AT T SO IR AR BRAR, 142
P P BOR B2 AT B RE A . B BT — AR (next
generation sequencing, NGS ) F7AIWE & '8 K 2% FH R IR
FETRE, M 3=k 3 PRGN kbl 1z 1 i
FRPRIZYT o HEPIR A B 0 A i Sk idEe 7
WHEVPZE . BAUIIER R, ANEE RS FEUR AN
PR T Sl ks HAT 2 H R A SR S ST R RERAILE
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PRI, AT 5 RE DRGNS SR, Xl = o £ 5 E
FrAEAZYY, WM T SR U R Tl L

I 50 A T AR 2 A SRRl 2 B 2
LRy E, ZHEREOIR SRS/ RO
i Bi2x (O E B ke BB WAy FiE R ) P 36
FEL O I AR 322 / RO I B 327 25 ( E Bk A

OEB L E R A T K I) PR, IR AR
T i = 20 ko i PG I B A [ 4 AR
BRWIGIRSTr a8k, W T AR, B7ERE
RS A 183 A2 P 1 5= 0 Jk o 12 W B i 2 v 9 /R
AL B2 BT Jo T Xk 25 A 20 i = B kg R 1
By 7 RIARE 16 D7 A B3 THT A A

FHpg R 2 3 1L AR RAE MR AT PR
AASWARE ) gk (i S Bk I RIS T 5

i

1 mERERIGKISHE
B #FmREELNMANERE EATHRL

Bedarg ) M s (M sh ko s R —2oRE (R 1),
ME BT LB B SERET
e3Eil BIRE HEER BEIEE FEKE KEF X MIZEW
BITMR 10100000 FHEEERT FREBEFES0%, BEEXK BRIOMEZNMIGETEERRA  ECGX % KW A, #H—545W shE]
BR3RFERE SE¢ BE; EE&FsmE. @ TTE, WO AEFIESNEK 2. MAEI 2. MMESE
1k fEFBEMRESE MRI 5 CT SRR, TTRERISNEL
F. 0RE/ MEFA
MFS 1/3000 FBN71"" EHTAD XKL, &K  WIHAE: KL (KE/LB ) ECGX 4% B kR #H—Fi\: BRIT2.
~1/5000 RO HATMEM, ]| BREAKCRR ). BiIskELE TE 084E, # SRS BE58INme .
B, BEMET, B, B (CGREE ). F54%( TEMEE )R TTEE;, OFMNES S/EERI 1S, TN
Boaffg AR BTRIEH; S35, FFEiEE; Bk MRI = CT; %y B O/ mMEFARL
SMER; FALBISRAERKE; By kEEETT BERFA. BIRIFARL
wERYE /B ( FIE/HBEEK ), B BEMRIZSHCT BRFAR
HMUE,; /3 /8K, o (R
BRPFEMT R RE ), *
TIEMET K
LDS RE0 TGFBR1"?, B % TAAD RIEE;BAV., WEFE: WRGELB(MER ECGXEM A, M #—F&\. BEEH)
TGFBR2""?, MRSERA. BERGE ), SBRE (REE ), EFE #H#XATE, wF 2+ 8BHRI2. 38
SMAD3"™™, ks, Bah LKA B MEkE/ BH FIE/ MK ), &E, #TTEE & ERIBRSRERD
TGFB2" ™, BT BRESKE. SN BSENS, B3M/ 8K, X555 MBAOEHEMRI® 2, TEAIETFHR. o
TGFB3" T, RK. BERCALE shETK, FEE/EEE CT; MAARRAN B/ MEFANERFR
MR BREER. BE BREh Bk CT, 58 i iz
BEE. AP ELHIE VkERETTE
LDS“THB*W %, 38 = MRI 3¢ CT; fiw &6
A EN RS / fiE MRI 8 CT
FTAAD* TAAD &%  ACTA2"®, TAAD RiEE, XFACTAZ. WIPEERIK (48R ECG:X & B A BE— 558 . REEFE]
$24920%  MYH11", ACTA2 #83%. BIRhAK/ AR ) MAREDE, TTE; (OBE. £k 2% SEEHRNZS. T
H FTAAD  MYLK®, MM E BRI BAV, Bk T MYHTT. R OomEZ 5 RNEFER MR gEASNRITIR. OB/ M
PRKG1%", SERNBE,; Mahhks BHERN, CT EFA
LOX®# E; FRBANEERS; £ T MYLKF PRKGT: = i
RMBILEA, BERE SZI00BERN,
o | EEAR, KEBENK.  XTF MFAPS. 21U MFS #1 LDS
MYH11 #82%. shEkSER  HHEMHRE
GES 3
BAVHE % BAVZ  NOTCHI. EFBE L BT M > MOt E R ECG:X % M F, H—$%1W. SRER
Bk BENA  GATA4, TTE; A KE, # 2, THENSMRITFHR. O
% 1.3/100, SMAD6 F. T TEE, BFOER  BE/MEFAR
H25%  ROBO4 % Bk MRI & CT
& TAAD
VEDS 1/100000  COL3A1 VEDS MEBHREE,  XTHHEMM,; FEH/EEK, ECGX% B R, #H—PFE &EFFE

BERFEHRR. TR
BAD (2 ) FEhhkiELREE
BRI 2

BARG

TTE; /U EFD 3 5 Ak
MRI g CT

BRERITERE
I N2, AT REM ML
DRE/MEFAR. Hit

A
122N

SE:ECG: LR TTE: KRBHE OFHE; MRl BEIRAE,; CT. iHEAMEEZ A TAAD: BWEANE /& E TEE:. KREBAE OFE; FTAAD. KM 5
BKJEE | 2B BAV: “0tEmhBkik, MFS: B AL E1E;LDS: Loeys—Dietz L&1F; vEDS: M E! Ehlers—Danlos Z&1E, : ERIHKERESOERRRNRIES, HR

TE,

7R, FBN1. TGFBR1. TGFBR2. SMAD3. TGFB2 1 TGFB3 £ERRZth o 52L& A ME MBI X E

N E S ke B B O, ERIRR Sk
BIRKEAEA R RS o X TFARIC R, i e IR
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JUEE A, N RO 1 E IR S KA O S
ERG A E I AAE s T A CANRLE YA TAAD
FRIEPERBLIEILER 1) X THRLREMERL TAAD, =
> 20% W EE A —FOoRE BAT E8hlikn, Rk n)
K LR T AR BUA) R # Hor b2 R
KA IR I 2 AR IR AR )02 AR Ak
0L, A RS SRR, AN R
T WARAEIR . BRI ER . A IFE & sk
KIS B AREE, XT U2 1697 R
PERERITIU F BT AT B

EIW 2 B BELAE N T AIRE T FEARS
SN AR BB E (R 1),

LHL I (electrocardiography, ECG ) Ay 24 i £2
FHLERA I o JIELE TAAD B ECG Kifrsh
R—ROEIET Y, BRAES IO MEpm 2 R eIk 5
K2 ECG A if A7 By T %50 TAAD 5 20 AR
B X kM i B AR R J& TAAD & EEAKG AT
15 S ER 1 552 € (V- 105 NG N R S P Sy
Pl M BEFIAE AL S o 22 A0 3 transthoracic
echocardiography, TTE ) J2& Wil £ 5.0 N Z5 4 Fil = 50
ok 3T i e R T %, EAT RE 35t e 3 Sl RO AR
FIFE 32 3h Bk o LASM 9 5 1 2 L A
( transeophageal echocardiography, TEE ) | 7] L3RS F
Elk. D EERESIKEIE SRR, HEE2E
Sk Ie 2 B E AT TEE K2 DLk G 35 DRURG o
SR BN IE 5 RS M R s s U™ S 2R . Y TTE 2L
R, BURBEAAAE )2 ES kR, Lt
RIFAIGI TS, XS 8 AT F ki 250
Sk R G RIREIAR S ( magnetic resonance imaging,
MRI) s ML Z B2 AR (computed tomography,
CT) fade, WhZEHHERECHLIEN J9% MRI B CT A
HIR, MRI &l a] LU e J2 5 28 A 7 1 F i o
ZWITFB, HEHERAAR MK, Fibx otk
o S R SR AR IR A, DASR B 1 o B
XA BB I LIRS 2 DL T R ) R 9% DT
Ui, SR MRI K2 ml DLl Sa 5 56 Y PR BE R H &
A BE FE KRR NS 2L, 8O B AR
il . ARJFHBATAL, CT HEEkEE. CT i
TETHED )AL, R B T MR, XA AL
REHE AR 2, Bl [R5k sh kit 17
PEAR T, AN FH T A A R R FR A SR N
SEMAYSEREE MRIGERBE . E—L0K
A WVARPEAFE AR TAAD BYRFIE, B8R A Xk
AORGAT , AUFE T B e PSR A

2 IGEREIT RN E

F= B s £8 A N R A i L%, RN
{55 1L 7E < 120/80 mmHg (1 mmHg=0.133 kPa ),
ORIRIAERITEARAK 5 BEBURN R EIRES T 0 3
<70 K /min; MLAh, RafEfl e akEER, o
JEMLAE . HEFHE . WRAHEE

XFF MFS B3, Al B A2 AARBHIR (5%)
M8 B TR R 2 RBEIR 75 AR A 2 s 7™ 2 A B R AR
HENMBERRLZGEA IR, XF LDS B, Feallef
F WK e SIOGPEF A R L R, S
WRZG T NG BUR G 259897 . X FTAAD
U BAV AH G 1Y F 3l ks J 5, = 25 W0iR 97 Ik
P, FTARBEIG IRZIE 25, B SZURBHITRIXTF
vEDS JBEFIREA —EEH, RIEEA R >,

B FEIKEARRY TR AR | G IFHERREO K
GR B 7 F 10 A P A o 2 e e = Bl kg s
PTG R FARIBIT I EE S HRNE . FARYE
I AR YE Bk R BRI, [R5 Al AR
BN, HITLR A R R E IR B MR
FBIIKY IR F >5 mm/ 4E PRI 3 S KOk
KA A IS BRI . 5 R 1O
EFAR . AR5, YqEFE R E—FhaL
PG LU, AT AE E 3k BAR KT — Mebr v /Y
AT, AR . s, ATE
FH R 28 A5 3 B0 AN [R) I 78 1) = s s IX) 6 e
225, XFF EHPKFAREHLA 2 LA — 45
SRS WERRAERMIE, vEDS B T A
ALY, RATARIF LA 5, TR
B mAR, RIBRARAS S A, A5 00— A il
FAR P,

B34 RR AR T X RAMKE LA
BRm B H, ABESENTRGRF RIGIE, ARAE
ag s | R R A E S X(E 2),

SAE I WIR ST AT A 2% Iy = 2 kR 0 e kAR
R =B TR DI NI, eSS B WL T FiLT
PEFARA R e A e 2 s R AR A Ty vk . WU
TR N AR5 S I N R T SRl I E R | BT S T
B BERNEFE SR AL IMEGEE, N
[ 6 R s SR R |, L ER 20 Ak, 2014
AR RN O IR 2% 23 F B Bk 1297 H6 m T 4E
Standford B Y3 2 F8, WY TR 2 45 4 2H 2050
(4n MFS. LDS 4 ), Mg F sk NEE AR (thoracic
endovascular aortic repair, TEVAR) AR J5 P s 285 F AR
i, FTLAN Y567 EAMEFF AR TEVARY,
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AREE I EZ B ETFRISEMREHREREY

T BRI ST T FBRFAREE

IR R BEHHNERER BRIHbkER" iy RE T I
MFS FBN1™ 7o | D 4RiE 5.0cm (—fEmR ) * R gk = R BT R -
45cm (&¥HErEZ" ) 6~24 A .ECG %1 TTE;
12~36 N B . 1Bk MRI 8 CT
FTAAD ACTA2"SIMYH 11" MYLK®/PRKG 1" Rpez 45~5.0cm?” iBER™ ERRE TR
HEBRRE SIFERRTF MFAPS®, [ iRAHRE e PG NIEE SO
FBN2. NOTCH1 % ELN % ) 12~36 N B . Bk MRI 5 CT
vEDS COL3A1 T | D iRiE AR A, —RIRTETA iEEm =R e
6~24 4~ B .ECG F0 TTE;
12~36 N B . E#fk MRI 5 CT
LDS IBER =R ThET
LDS 1 TGFBR1"™ R -0 4.2-5.0 cm 6~24 B .ECG F0 TTE;
12~36 B £#kk MRI 5 CT
LDS 2 TGFBR2"™? RS -3 4250 cm NB . EFRK B
LDS 3 SMAD3"* ™ R 220 4.2~5.0 cm'®
LDS 4 TGFB2"*'® T | D iRiE 45~50cm**
LDS 5 TGFB3"" T | O RiE EWAe
Kok SMAD2"" Te | b ARiE EHAe
BAV BIEERREF NOTCH1™ . GATA4™ Tc | b 4RiE 5.0 cm ( —#&ER ) ©* BBk~ B HTRE

40cm (EHBRET" ) 12~36 A E3hhk MRI;
36 NA X ki A

JE.ECG: W EBETTE: ZREHE OB MRI: B#3HRAME  CT. it EATREZ A TAAD: BEzhbkEE / K= TEE: EREBS OE, FTAAD: RKEMKED
BRI / /2 BAV. Z“H 5kl MFS: B R4 E1E; LDS. Loeys—Dietz £ &4E ; vEDS: M % Ehlers—Danlos G&1F, - REREFMPKEEZIEEFNPKER <56.0 cm
NA4ERE," BARELBREBIGEFLGFRR, STESAASERERREMEEHEHRE, THT KERAT 5 mm/ &, $EEAFHTHEHMKEXATE,
FREHTUMFAR, BRZEE, BHE/), UERMBREEBIIENSHEERIIEKRN, TERESFGHAYETT, ENBIHRE, E2HTHWBEFAR; A
MFS 2ZPHEHESRER, WHEHNREERESL. EHHRY KERAT 3 mm/ F. EHHEBH_LWAER . BRZEOEER, BIWFRIETH 4.5
cm, BENAKES, BEEEEZSMHEZTMEALAE, °°. EHFARMEA 5.0cm; *. (T VEDS BFEHRFRIEMMIGKRITEGRZ, B%/E% vEDS BE4A
ARRMR, BHISBFEAREM, BkIErRES, —REFETT, 24 XF DS 4 BEEZ T HMHRFERISMENIRKIERESER, LF%H LDS 4 BEEE K
BEZ <5.0 cm & £ REHRE Y, Bl FARIEMETER 4.5~5.0cm; . BAV EZPHEHESLER, WEETHREE  REMSME . TSI EHEITREL.
ERMFRERY K> 3 mm/ F. EHERIWEOR. EEREIY KBRERTHENFY KEBEESFER, BWFARIEMEHN >45 cm, BHITEKEE, BEEELEEH
REMERE

3 BEFRNKEKRFTE

SMAD6[34] & ROBo4[351

X st A ) = Sl ko R s R T R DA, — T
T AT A R R R S & 2 WA i W, 5 — T T
W AT PR R B IG R ERE, 485 THEHL. 697
RRTUGEIE, WIEICIEH 1 LA &5 5, X5
R TR ST A, AR EIS W RERET
T T IR A . 2010 4538 LU R 2R 2 5
o MEELOIENSIE AT Ol 3 3k i2ih
T8RPV 2014 AERRPNCERRG 2222 B AT € 3k
SRIZWAIATTE RS ) . 2018 4E A2 (k) =3 ko
H M —GOR R B OB AL F R A B AR ) P
B GRS ) iR 1 J PR I A = sl ks i2 W
HIT PR SR, R T A =
=, WP,

I 4: & B F A MFS 2010 SF45-3T #R Ghent
AR, 7T A FBNT A R,

PR DR A I i A AR B L R ), DA A R
FBN1 JEH s 588 s/ N BB 1 ik o SCHkAR A 78
LAY MEFS 5, BOE R 3 0 7 1k BE 4R 2] 90%
DL B 80 S 5 F I R A s, TR

ZHEHEFERE Y B H R (multiplex ligation—dependent
probe amplification, MLLPA) EEA YR FBNT LR R B
A R

B 5: ZEHEAEGIEEIN, EBCRAH—
A A ( next generation sequencing, NGS )3 R#EA7H
Hastm, 2V &b sin ™ A ACTA2,
COL3A1, FBN1, MYH11, SMAD3, TGFB2,
TGFBR1, TGFBR2, MYLK, LOX #* PRKGI,

Hewnlr DU & i 3 ] " FLNA, MAT2A,
MFAP5, NOTCHI, TGFB3, BGN, COLIAI,
COL4A5, COL5A1, COL5A2, EFEMP2, ELN,
FBN2, PLODI1, SKI, SMAD2, SMAD4, FOXE3,
GATA5 1 SLC2A10,

B 6: A AYZARAYTH (de B AEFF ) X F
R F 6 TAAD &4, EdpGRE$ &Kk
M35 R 69 7 ik h A MK 5F

BIT7: TAAD Z T2 L EARBGE LA,
4» Alagille 4% 4 4E. Noonan 4 & 4E, 1 & £ A K
ARG F, W ERHITEX KRGS AR
) B [41-42]
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B FAKE( = 45 mm )F KR

& SUTEIR <50 %

& LHTER 50~60 F RNEHSME,
& [HHERKSE;

& SEMERI,

o

AEFE IS
RIS WREER

=]
=

SRZVTEE D NERSAE

il

FBNT $E1a 0

o

F— RN
TAA EENFH L2 FNF

b

3"“%

%
TRERAH 2 FISHT

25 S BT RIKPF
H/NEH 10 FESFFLE,
WRIEHE, WE6FHE 1K,

BE . —RFTIL,
WMREREE <40 %, 50 NEF
BE—XK,

YT S

DFILHUT
| |

SHEFEE SR

65 5G] IR BIFE, BURER
& >60 % N HHFE—K;
FETTE, EXRIEEST CT = MRI,

SE:MRI: BEEHRAE  CT. TENMTRER A TTE: 285 LRIEL TAA. WEE . ZEFREEL S EARRR]
NiEs, mAxE, REERHAFREESEL, BWBZINERETENLNERSEXBIFEMETE. 5L,

MEDRBEEEEFTERRBERERE

Eil8: BELIEE TR T BRKE FALE,
WAL FEPHRITERGE, Hnlb ke
R AL B, RJE xS R AR S AT
WS GARE

EiN9: BEEHENRRGLTAEME, 1216
JRAE IR M VA 3G 6y AR T R R, IR R LA 4
R, BTHERITAIE T ARALRAN G,
4 EEAXNRERETE
4.1 I s s

EiL10: TAAD B #H TV B iz AR ATEE
HAEIES, BERATEERATHEMREES, TR
RH AFRKEF,

I 11: TAAD BF B RAZ R, U i IR A &

WS e RG Y, R AR, AR FELE
KEmeg2hdh, eFEmIm Ry, kR LR m &
B AR TR,

B 12: MFS & & 5 # 3474 SEAL ) 8 74
09 o F O R AL A B PR R (Laser—assisted in situ
keratomileusis, LASIK ),

EiIL13: s TR AR BARIE e EE, Mk
AT AFR (FeiFAAAE RS ) REEBA (F0
MK AR R EF
4.2 [EHRE R

B 14: TAAD B4 RIHEARM, & ils R
R RIE MFS 690 o BAHE A | EAE LI
BASFEEER, AANRE. £ZR 7L
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FIRY KRR FETREE B, RA L ERE, HHLZE
Ik FE R AR 4.0 cm &g W,

iYL 15: TAAD & & i X ek At ﬂ% % R A
B ARFLE A, 123l e 2hMdedn B K IR AL H By
)7 B e B IR EZ AR A, W AR AR IR R, VA
B Jo, 3 AR T AR BT
5 45iE

ot AE P ) 3 o e — i FE AR ™ R A
Kk, ERalE, WX, MIGRMIE, BAK
NHEIE, FET5AE 90% LA | FEDIGIRS Ttk =
kR B RIS R R A R L, X T
B TFARIGIEA R . FA T L 1 05 VA,
WAFEESE TVEM. ik, @R 3 sh i £
IR PRAFAE AN LR Y, e AR 27 Bl SR
T RFRRE P S R AR AR, s AR T

HIAHEEREA: BEXChERERZEL S,
FUHER A

HEE: vit (PEEFHFREIIER i%‘%‘ﬁﬁ‘#’
S, TR (PEESHFREINER oF M Ps ),
#x(FPEHEFAFRESER SRS P ), AN ( “PE
EFHFRENER SRS TS ), 40 (FEESZHS
RSN E R oA s )
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