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[ Abstract] Familial exudative vitreoretinopathy ( FEVR) is an inherited retinal disorder characterized by
abnormal vascularization of the peripheral retina with a variety of phenotypes. Genetic analyses have identified five
causative genes, including FZD4, LRP5, NDP, TSPAN12 and ZNF408, which were associated with autosomal
dominant ( AD) , autosomal recessive and X-linked recessive FEVR. FZD4, LRP5 and TSPANI2 are key genes in
classical Wnt pathway, which plays an important role in retinal angiogenesis. FZD4 encodes FZD4 protein that forms a
receptor complex with LRP5 and TSPAN12. The complex binds with Wnt ligand or Norrin, encoding by NDP ,to active

Wnt/Norrin signaling network. ZNF408 encodes zinc finger protein, which is associated with AD FEVR. The current

review provided a comprehensive summary of the genes involved in FEVR.

[ Key words]

Angiogenesis

Familial exudative vitreoretinopathy; Eye

diseases/genetics; Wnt signaling pathway;

Fund program: National Natural Science Foundation of China (81470645) ; Research Funds of Sun Yat-sen

University (15ykjc22d)

FWE % 1 BB R B B A8 (familial exudative
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FZD4 SR T Yk 11g4. 2,8 2 NS B+, S il 537
GBI T K5I 2 [ FZ4 . 54 i 5000 H b A A
AL, FZ4 41 A5 S 43 & 45 2 bk 2 R 45 #4338 ( eysteine-rich
domain, CRD) , 320 M e 43 0 45 Ky B2 4 T-X-V PDZ i 5 ¥ 41
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TSPANI2 HEH M2 5, TSPANI2 5 FZ4 J8 il 5 6 — R 1k, 7T fig
A B E I DU E FZ4 I35 58 Norrin Jll J8 15 5 .

WE R E 100 Fh NDP BURTERE . KREZHRZTF
# Norrie i , {UH /N 43 €28 B XL-FEVR, NDP B:[H (1] R41S
Y44X ,C96W \L108P R121W 5878 5 ¢ M if i I 55 16 5 7 L
L D) R 78 A DG, 33k 4 52 o A 7 L[] 7 o 30 5% 0 < 0 R B o,
RE B, A0 E w2 a5, B FEVR REZ K ETE
Norrin £ [ ) 41-58 {ii 583 [ 121-126 {7 5% 5L F1 110 7 58 3, 4%
TR T, X8 X R S 5 R R e R A (X 2 X
Gt P E R4 ) , 7T 3% W Norrin 2 1 19 47 & LA & Norrin 5 4H

B Z ARG 4y o Xu %7 ) 18 B 5 FEVR/ROP 456 ) NDP
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A5 KSAN 2878, LI RAE IR B B vk 2, %18 5 X e ik R G A
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A b & R AR L AL R B, 25 R AW IE T S
TSPANI2 3 it 55 PO e 25 1 al He At 25 AR ELAE L AR 4 22 40 I
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