
p.Arg143*
p.Gln7*

Family 3
Cwc27 K338fs/K338fs

Non-syndromic RP

p.Glu315*p.Leu167Glyfs*3

p.Val335Serfs*13

Cwc27 tm1b/tm1b

Cwc27 tm1Lex/tm1Lex

Nearly completely 
embryonic lethal

1 46911 166 209 229 309 371

1 47211 166 206 230 306 377

p.Lys338Glyfs*25

Human CWC27, NP_005860.2

Mouse CWC27, NP_080348.1

Cyclophilin-type PPIase

Coiled coil

exon3 
disruption

exon1 
disruption

Phenotype severity

Severe Mild

Family 1,2,4,5,6

Developmental delay, 
Craniofacial defects, 
Brachydactyly & RP

PRPF31, PRPF3, PRPF4, PRPF6, 
PRPF8, SNRNP200, DHX38 CWC27

Non-syndromic RP

TXNL4A, EIF4A3, RBM8A,  
SNRPB, EFTUD2, SF3B4

Developmental delay, Craniofacial defects, Skeletal anomalies

A

B

Proline-binding pocket

p.Val166Lysfs*3
p.Val191Lysfs*3 p.Ser206*

p.Val335Serfs*13

Family 7

LCA & mild 
brachydactyly


