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Abstract

* Congenital ectopialentis (CEL) is a significant cause of
blindness - related disease in children and adolescents,
with a highly heterogeneous etiology. It can manifest
either as a prominent ocular phenotype of connective
tissue disorders such as Marfan syndrome or as an
isolated condition.
zonular microfibrils and extracellular matrix homeostasis
represent the core pathological basis. Variants in genes
including FBN1, ADAMTSL4, LTBP2, ADAMTS10/17,
ASPH, and SUOX lead to lens malposition and anterior
segment remodeling by disrupting microfibril assembly,
anchoring, and signaling regulation. Clinically, after
excluding secondary causes, a stratified diagnosis based
on phenotypic presentation should be pursued. Genetic
testing can adopt a stepwise strategy of “panel - first,
supplemented by whole - exome/whole - genome
sequencing (WES/WGS)”, combined with family-based
follow - up and reassessment. This review synthesizes
current knowledge on the pathogenic basis, genetic

Emerging evidence indicates that

spectrum and genotype - phenotype correlations,
diagnostic workflows, and testing strategies, and
presents a clinically oriented stratified diagnostic

framework aimed at improving early recognition and
systemic risk management.
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HE KM FEIRAAR A ( congenital ectopia lentis, CEL) &
JUBEE R R 5, a2 JE R T I RS A O
IRAE, *HIHIGARIAN A 20 iy B4 RBEE"  bE
WAL F5r Fi2 Wi HEdE , CEL BV uF S8 B & Bt (4 5+
mtt BE AT AR S T 255 1iE ( Marfan syndrome, MFS) iy /aH
25 2H 2 1) G HREAR T AR U, A T R ST M R, S B IR
SRS WA Ak, ITAE R P E AHEWF ST iR, CEL
B LA Y FE - R AR M, Guo S X
CEL BA %1 4% #7 & 7%, FBN1 28 48 [ 4 1 28 5 1 82.3%
(65/79) ,A[A) 28 5 S AU 5 IR Je 38 e 2R A0 ™ 0 A7 AE A
M BB 43 J2 AT AR ) = Bl Jpk s AR B R
B, IVl RELEAR T FBNL TE SRR 07 6
Wi 1 7 M55 B A0 1) I 5P 5 o P P, R B3 T
FBN1 BRI R7E GHET 4S540 55 S TGF-B {5 5 IR 2L
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SEHLHI, [RIET, 3 3 BT A ( panel ) 19 AR 7 H R
(next—generation sequencing, NGS) B\ 8 Z # T+ T 5 K2
WrRleR , G HAE L2 50 3¢ AU 1 AS S A0 i B & A
™ FELAAER CEL th, MFS {75 42 5 T 5 (14 4 )32 Wt
Z—, HAZWibrifE Koot 148 I JoiE AU 48 B TR 4% o8 3
BN RAEZR ST AR T, X CEL #8523 SR BI47% 1 1 Pk %« 3ot
EEREFUEMES, AN V2B ERZ RE K
fE, S ZE SRS AR SO A IR R A 33t 12 W I
D /KR AL #hr i, 58 R RS 2 0t 4 B PR 5 4% 45 4 41
St A 55 XU T 9 I R A AN, ) P HRE A i DR
Gy IR SRR AR, DA = S W7 R 4 B XU VA
Pk,
1 BHIHRG I E Y FAELR
11 B SRS EEMERM  CEL A0 0 B L Al 78
T BRPR AR - - R B Rz, Hoh &
P LT A 2540 S R SRR IR, B I R Al vk B
FERLLER T AT 4 2R 1 R T 820y 7 5 A0 A ME
SIL[F AERF I B A T 2 W Y LA C B A B T A2 FH
B, SRR 07 5 BLEA G Ra , XBE T CEL
JUEE 1% B o7 B AT 8 i 5 1Y) 1 SR R
12 XEBRER 772, FBN1 i 1Y fibrillin - 1
(FBN1) J& 2 07 27 4 i 2R i A% 0 . R oe 4,
FBN1 EGF FE45 ) du A5 S ] 0l A8 fl 21 4k % it fa e 1k 5 4
Ik, W 55 B R B aE Y. fE R E CEL BRI A
FBN1 5 BLEU PR, R 7] A8 S 28 R Xy HR 38 2 780 £
TEZE5 s HEB0% 95 K i 2T 4 0 4% o A8 R 3B 05 5
RAE

% FBN1 4, ADAMTSLA . LTBP2 . ADAMTS10/17 4§ 4f
JANIETT 5y F 2 5 B 5 82 . ADAMTSLA 33
or FE PR AR S ] B AR 32 820 E RIS M CEL, R 81
HRRZ B G RIK D, R R A IR DK HE
MALSETR A ISR, AW HRGE 17 HIRS % CEL B3,
ADAMTSILA 275 b7 52.9% , $2 75 Wi IR 78 - | HR il fd =& 1
11 H 3 T R AR S 7 A ADAMTSLAY ™ S S2B6HiF 52
ADAMTSLA 2 /1N BRHE BB 107 DA il R R 38 8 e 4k %
A P 25 A A A S 4Rl 35 I Al 2R A3 A R AR B T 1Y
FERRERAR S R, CEL 7T BR 7 4 “ T 4 e s
“ LI R BEAS AL R 9R Bl

AR AL A AL FaRPLE . FBNT 18 B 2 £ A5
RI(FBN1™™) R, 2878 AU ] B &t R A S5 B A7 1T s
TR 3 A s B A, P B R 0 A R v AR 4R
7 iR B 58 AR TR AU ) e AR | 38 AT fig 3 1
IRNAY 122 5 K E 554, 50 4 IR Bk 450 F 1
CEL % Atk 1oy M 55 PR S5O 0007 T 24 3 1) < ol 27 A -
BT 55 M4 A 1 BhASHESE

AN, FE0LER B AE K AR A 26 38 RS2 FF CEL 9 3k
[l B 2 4. ASPH AH 5 ¢ i 1 28 & 1E ( traboulsi
syndrome, TS) BEWEIFSIRESEA S W, 1Br
ST A 4 R T R AR AR A AR T
SUOX s It SR 7 2 0B 92 6 481k I 5 = JiE ( isolated
sulfite oxidase deficiency, ISOD) B LI &2 B £,
L R eRAAR S5 PV A oy B, U A 25 L IR A T 3 i

WA AR FRAAS S CEL &£, 4 b CEL #1fE
Bt 2 hE  (H A LR 2 i BB s 0 32 400 Atk
VRERE RE 1 T R SR AT 12 R B M
2IEREFIEREER KRB XK
2.1 KL FBN1 AtZiLHERIE R FBN1 & CEL %0
FOURFER |, BE LT 88 MFS, i 0L F DUBR 3R 20 0 32 19k
R R Y OR TR X3 S AR SR X N 22 A PR 45
Jab A7 B A JE DR TR — e OB 2 v AR T 22
Bk FBN1 AR5t SEFE« [N 2R A S RpE=> ) bR
A X 278 A, 37 UTR 25 3 48 [X AR St v A 3 1k P4 S 1Y)
N FEEHLHI R AL SRR 7R FBNT M SE50% (1) o 15
T AE N EE A AR B i 1) e sk i P 2 18 2, FBN1T M6
CEL FEEBRHRFHB S 4, 7 45 3 3h kohs 42 55 = Go MUK
W BB R R 4 B BT 5 S AL
22 AMEEXYT BER HBEAATEMAE 0 5%
LERYG % Bt AL R N FBN1 ALY & &= TGF-B
TP AH KL . TGFBR1/TGFBR2 5875 n] S 80 9% {1 -t 7%
ZEAE( Loeys—dietz syndrome,LLDS) NAFE F Bk EAE,
i RFIES MFS A H S, (HBR 0 A3 88 51 5 KU 4
JEIEAAIE 2 e Ah  SMAD3 %% 738 i 8 45 45 AE L 7T
R kI /e R IR RS TR, M9 A CEL £ R
GARME R E WS RNE RS 2 F Mo FBN1 5
TGFBR1 AHIEHIR I FEnT Bl Ae X, b — 3008 70 112
W I R P20 26 R A

PR, o T AR 507 B 9 2 sh kel 22 R 40 5 1) AR
F USRS FBN1 5 TGF - 38 H 35 PR i 64 46 )
S AR SR PR T BB PG IE | AR AR A5 0 18 XU
23 AR CEL SERMXERE [k FBN1 4F, 3k
ZEGAER CEL % ¥5 M A A3 I 5 B )4 R A A O 3k 1A
(U ADAMTSLA LTBP2 . ADAMTS10 . ADAMTS17 %) , Ht
[Fi) 5 A R e TR 28 1Y 1 4 B 37 AR X A/ 10
Ry 5 A TR] B 5 R UR - SR VIR JE 25 A AE ((Weill -
Marchesani syndrome, WMS) 1% R AHIE , Bl “ I PR IF R
TRAG S 0 (P REAE  BIDAF D) AR 3 24 R 36 B Ry A [] 32 A e
FAREN Y k2 RN, CEL 943 143 B 0 78 B — ¥
Sty 44 FERE LR AT | D RERLH R 43, X R L 7R )L
FUBAAE R 584 J 90 i 5 5L S A
QARNBBERSHHRRBELE DHEE T, CEL T
YERFE W LR EAE SRR &£, ASPH 452 A
B A8 S AT ECTS, B AT P R AR B R A S, R AR -
AR EE AL R ™™, SUOX #15% 1SOD N4
ARAR R A% < A9 19 AT S LA R A S a2 B
Mz RS % B HILTE CEL £F % B ol #h 28 5 4 i I %
AT AT AR 1720 33 S LG 76 0 3 Hh B o HOR
B E GRS AR T . — B2, G R G KAE R BA]
fiE WA i 4iESR
2ERMPBARMBEER-REEABE KA = E
¥R &, CEL 43 Fi2 Wi B H #A 3% RUG I 2E A panel/#h
BTN, EEXE MFS B2 A S0 1 470 BIF T
R, AR AT G R A ORI e S LR A E
43T R PE 0 15 A M O DR A S 7
B ] NGS AR ] PREEU FBNT S5 GRSt L RFR &R
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SEANBI AT MR CEL #1524 & S 9L FBN1
T E YR IR TR I )2 A5 HRR N - R A
R 2R DA S Ay [] 2 PR S 2 AR [] 3 78 S AT %) L 1) S5 JB
PR  JE SE EE N 4 R 12T AR Ak B D R
W PR A% Lo AR B

3 NEi2 3|5 F 82 B IR K12 i 5k B&

CEL i2Wihi B SeHEBROM L TR RRAE MR B g i 3T
MAFLE MR B R R ARG 456 RO AR I | R IA
JRASE 1o JE AR BT R IR R R S 4 B R
AT 53 JZVPAL . CEL Al 24 92 MR , L vl 4 2 MFS |
LDS \WMS | TS 35 AR5 52 0 1) 1 e A, o 4l 44t IR B
T I T AT 4 B XU | 50087 SR T < M PR Y + 52 4 418 s + 38
PR UESE” B8 1) HLAEAL

M RERAER , FBNT PR3 CEL i B2 1
PEE R, BEL MFS SOHSCEE 4 200 &, I JeHERR LDS
BRI - S8 W25 5 1F ( Ehlers—Danlos syndrome , EDS) &
4% Ghent—2 FRUEVEAL SRS EZIKARHE 2 (8 R
GEVFor R IE (1,3 1) FBNT FHEIF AR 556 T
JUALRY MFS, #5358 AR FBN1 AR G R 5700 25
ARSI TE 4 MFS ALY BIfR)I2 A 3k MFS fRif, 0
BRI BETTHRARL O R R FR . FBN A8 53 J R 5 il R
BE)RATAE — € AH DG PE, B JE P AL - R AL O R AT A S5
}J‘—Eﬁﬂl.é[ﬂ*zﬂ .

SR VPAG I [R] o 2 S IR AR AL 8 R G IRFRR
FHZEBRIT UBM i 15 OCT B RS A i) 1 3£k S R A B
NRERE BB SRAF I O HT D7 A 2k IR AR Al K gk A
TOGHR UK o R Bl B2 5 8 A 5 Ol g L (B VR Sy 25
MFS #5748 b5 , 75 I 25 F0 5630 BA 51 v il 28 °F 180 AR (area
under the curve, AUC) 435135 0.816 F1 0.818, {4 4 = &
ILRLBRHE AUC AL 0.567 0o IV 1T, BEABL FBN1 5K
TGF - 3 #%AH 5C H 1 BRAT B8 A0 3l [, I 6 3 3l Jik
RIRNARTF S Z A8 A 3k ok (VeI )2 8
o TGFBR1 ,TGFBR2 SMAD3 PRk, 17 i#f — 547 1153 LT
S .58 A% ( computed tomography angiography, CTA)
R PR I S ( magnetic resonance angiography, MRA )

VAL T8k 22 S oy S A . 2022 4F 38 [0 Ik 2% 25/
L HO BE T2 ( American College of Cardiology / American
Heart Association, ACC/AHA) F 3h kB i 18 5 ik 4, 520
AR I S B IR e e 45 A B R Y E Sk AR KR
B S S RNZE A ERRAE AT XU 432 S Bt 5 45 2

YT 2 2, B E R panel KU, B 5
FBN1 . TGFBR1/2 SMAD3 ADAMTSLA .LTBP2 ASPH SUOX
SEFEIN s Panel BRPEAELING IR = BE VR B8 3 T 9% 28 4240 -
JF (whole exome sequencing, WES) . %R IS TE MFS/LDS
T AR T AT Rk e 52 55 1 P Y panel +
I R A S e — B0 A [ 35 [R] PH Ak 4 SR 7 285 45
RURAVHFE . FBN1 BHYE T f0PPAG MFS OAH G £F 48 85 1
9% ; TGFBR1/2 SMAD3 [HYETE 34 LDS 5% TGF-B i f# AH
KRBk Bk, R R 8 22 BN J R 3 I A 5 A
A T B 72225 ADAMTSLA #1 LTBP2 BAVE £ #27%
WYL O IRBRE IR R v R BN Rk WUIRAZ BRI
W RS SRERTE SftR AR sl 4k % 5 OGHR |, R ge ik £ sl koA
W63 B I T FBN1/TGF — B 3 I AH S B , (AT 2 i 58 1%,
FERf O M A O A0 BB RSB 5T E— B R, R
FBN1 R C CEL fE A & i 3 IR e A o &, LA
Ay RIS VAN BT, ASPH PH A R 45 & i 1f
SR IR B RT B SRR TS SUOX BH M ) 7 4 4
1SOD, JL HAEG I R BB G 0 o3 LAl 28 AR 5 i
JO7 TR A AR A 720 S 0 s K B AL R R o, R
JH LC-MS/MS BX4 DIA-FAIMS A]7E MFS JL# b3 7K H 2%
FE 2 300 AXFPEE A 0k ) GALE MYOC , AMBP | DPT 4
R R4, 26 PRM B0, 427K Bk 28 (1A Bh
T MFS 32 W7 5 R~ 4 B 78 G )

X Tt ARG I B 2, ASRE T PRk BR s % P CEL, 2
FETESLAL SRR S 07 R G VF o B sh ik Z A 5% (1
PEF% s o B JRE R A, B E — 25 o8 DL BUE S
( copy number variation, CNV) W WES/WGS HIZxR 234
BT, I sh S VEHR R S 4 B R F 22 Wi 06 20
“U RARE +R2 R AR AR + IR IS = 7 BAIE, B il
Wi 1775 BRI 5 900 () PR A 2548

WREUTZ

LRI A
2. L ¥ Z) kA
A HH L AIFBNL
RAF

WL R A WRLLFZ

L. AR S0
2. EFBKIRFBZ
For =232

RtV =1

o

QN O =

T

MFS

B 1 F Ghent-2 #RAEISET MFS FIRTRE  a. HEBRISOT I KSR SR — 4180 5 B AR 5 P
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4 BB SRR

W57 o B IR B SR B AL I AR R Al B — L
SPRILE CEL BFFS AR, ©N IR WIS N B0 BB, TR 0 B 2T AR e e i O A S IR BR AR ) T 22
"R B AT R IR RO T T AR IR IEVAYT IR HMBAELR R SRR S B S A5l AR 2,

*& 1 Ghent-2 tRAEIESH 400

FRAE SHE &N
JBEAE FOHEAE B 3 JGEAE  FRSEXH T, 4845 ) 7 55 /N 45
JBAE S G AF B 1 FEAE AR DUFE IR A | 5 KRR 3 A0 oft s DA T3 RN 3%
X g 2 W B P B B A T AT B R A AR R B R B TR
U5 31 H s R AN %o o 1 i AR S i T s e MG T e
Ji 2 WG 7 T Al 2 B, R B A
i 1 ShSr I EN S QAN SRR SR A TEE 2 H/NT 2
] 2 Pz éai]
T 5y sk 2 R HIE ERAE FEEH k
RN 2 T AATE A X 2ok, 5 PO 28 H BB i % AL 1528 3 mm
L/ B AR FE K B L 1 EREFE(DEERA R FIA<0.85, B A<0.78; R & L. >1.05
B B S 1 M5 . X £RA8 2 WEEF) Z /0 20°14 Cobb 1 ;Ja ™ MR BB AL S5 ™
Jing e i 1 SE AR IS LA R 22 8] B4 £ B /NT 1700
3-5 Fl SR fIE 1 3 5 357 /NSRRI 86 ZUBURHE T IRBR I T 8RS 45 FEE R F AL
230 1 AR B AR e, B AR AR Wi B S 8, 25 5 R R R T I G 5%, B
B At N VA R o & i N E | g R S A
blig i) 1 >3 D
TR T 1 FRF OB RN MO I — AN SRS R/ N 58 1 AR T
Fz 2 CEL fAXzhiEE
SR fRFATA = FER SRR Pl A 2 X
FBN1 mgA/mgR /Nl HhEE T M BR EE Neo 3 Z4A F Al WLE )P A5 M. SCHF FBNT S A5 500 & A8 12 BT firh
A, SH FBN1 TiH BTN EN R KR IR & MFS R 28 B L 7E
A L40)
C1039G /MR Bl cbEGF 2K e E MR LIRS R MO £, IRIAE A 45 H Sl S 28 A48 A I 35 1 i
itk P AR D LU 7, SCRE A R - R R
o)
Tt XK b ROERER LA B SAEEE TR M EEEEV AP FBNT 3 8ok
FBN1 5 5 PEREBR  PlBR YR FER A A TRORMER IR R
N PR RS K il SR BRI A A
mgAlpn /M ShE T 19-24 HE PN RIS IRE K A EH T MFS MR AT
B IR AR 7/ il 2R AR W5 A GO ML
SMETF10-12 HEPY WMS AHSE F BEB AR TG AR B2 P75 FBN1 58 £ 16 41 4URE 5 1
BN, {8, IR 28 523 98 cEL™
FBN1rel2 BEohf fREZRAE S R AR 5 AL A B I, & A e 8 ) RE SR 25 )
RS AR 4 /0 WL AR SR AR FE i A A Ay L)
(3 én i
ADAMTSLA BN L Bl g B HES AL R IESTHAE ST YR E B AR
TR, B H BN ES;  MOCEEE M, B2 AN R R Rk
A £ RPE #it728 WX
LTBP2 ife stk sh /A s/ DIReR B RS s T ERTE SRR LTBP2 fy FBN1 AT 4 4 42
s AR SC 2 AE E M, B MSP/H R A 6
%%E!D”
ASPH SH bR /NR (S RS HETLASE & B S8 I $m | [ 5 32 1k G pg T 2o
IR IAARET ) OB B IR RG AR R T FBN1/LTBP2 L3, 3% 4% TS“HR -

Kik

T} R FE A L

T« S RTBRIE B AME S5 /N BT AL Bow oS KM T, B £ el B e 5 e F Aok, R — P R 2 T
TG AN/ b G0 ) LU [ 338 3% % m] d ARG SRR 10
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Ry 2 + 53 F AR 24202 R 4 A R AR S A
] 4> BHAAE K Ghent-2 4325 PFAl , 3185 B panel/NGS $2
B MFS KA SCEE A IR a2 R 5 4 ROER 20 3
W5 465 7 2 1) ol 9 728 U0 B P T 2 T 2 A | ’f”%%’i%&
A=) 1 F M, FBNT" S5 4550 O 25 4 i vk 4 (46 - 2 1°
H i FEE AL 3% FBN1 A [A] 745 53 3¢ B4l CEL 8§ MFS
B4 F BI{E AN B, ADAMTSLA 25 3 TR i R B0 40 8 5 T A& M
R FRIIE ; SR 5 A SRR | F- AR B AL B ) iR
IT RIS I 6 R il 2 K TR S SR

KT T A L ORI BETTBA S, 563 H
NBESER - RUBUE P2 3 A S R A e Sl 5 Rt L (5
BRGEAATE RS R AE YR Y s B IR RIRIT R I
PRAR ALV 1) T 100 5 56 A YT B I R T AT 1, 38 3 < A
WEALIS W —h 25 XU BAL -4 v T 150 0 P 2 B S0
% CEL BE M S5 255,

P 55 S B AR SUEF AR 2 e

B & Sk A= B < X IR 08 SO, SRS 2R S5 18k, W) e 422
5 Mg e iits S 0 SCB MO R, BT A R T 32 5T R
PSS S EL I N
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