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Bilateral Simple Ectopia Lentis Associated with FBN1 Gene Mutation
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Purpose: To report a case of bilateral simple ectopia lentis associated with FBN1 gene mutation.

Case summary: A 47-year-old women presented with a one-month history of ocular pain and decreased visual acuity of the right
eye. She had a family history of crystalline lens dislocation but showed no systemic abnormality or trauma history. Intraocular
pressure was 45 mmHg in the right eye, which showed a myopic shift (-6.5 D). The crystalline lens of the right eye was sub-
luxated to the anterior chamber, and the angle was closed. Phacoemulsification with scleral fixation of the posterior chamber in-
traocular lens of the right eye was performed. After that, best corrected visual acuity of the right eye was 1.0, and intraocular
pressure was 15 mmHg. After 2 years, she presented with intermittent ocular pain and decreased visual acuity of the left eye.
The crystalline lens of the left eye was subluxated to the anterior chamber. Phacoemulsification with scleral fixation of the poste-
rior chamber intraocular lens of the left eye was performed. After that, intermittent ocular pain and visual acuity of the left eye
were improved. Genetic testing confirmed an FBN1 gene mutation in the patient.

Conclusions: A bilateral ectopia lentis patient without history of definite trauma should undergo complete systemic and oph-
thalmic examination to rule out accompanying disease, and a detailed family history should be collected. If hereditary ectopia
lentis is suspected, genetic testing of probands and their family should be performed and will be helpful for genetic counseling
and ophthalmic surveillance.
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Figure 1. Pedigree of proband with ectopia lentis and FBNI
gene analysis for the proband. Medical history taking of pro-
band’s family was performed. FBNI genetic analysis was per-
formed only on proband (arrow). Pedigree suggested that the
mode of inheritance was autosomal dominant pattern. Among
seven siblings of proband, three were affected with definite
lens dislocation surgery after Sth decade, but the surgery his-
tory of proband’s mother was uncertain because she was al-
ready deceased. Squares indicate males; circles indicate fe-
males; solid symbols denote that the member is affected; open
symbols mean the member is unaffected; slashed symbols in-
dicate that the member is deceased.
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Figure 2. Anterior segment photography and anterior segment optical coherence tomography (OCT) of both eyes at initial
examination. (A, B) Preoperative anterior segment photography and optical coherence tomography of the right eye demonstrated an-
teriorly subluxated crystalline lens with shallow anterior chamber and closed angle. (C, D) Crystalline lens of the left eye was not
subluxated. Anterior chamber of the left eye was shallow but not closed. (E, F) One month after the right eye lens extraction surgery,
anterior segment photography and OCT of right eye demonstrated well located intraocular lens, deep anterior chamber, and widely

opened angle. OD = oculus dexter; OS = oculus sinister.
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Figure 3. Anterior segment photography, anterior segment optical coherence tomography (OCT), and ultrabiomicroscopy (UBM) of
the left eye at 2 years after the right eye surgery. (A) Preoperative anterior segment photography of the left eye demonstrated ante-
riorly subluxated lens with shallow anterior chamber. (B) Preoperative retroillumination view of the left eye demonstrated super-
otemporal displacement of the crystalline lens. (C) Preoperative anterior segment OCT of the left eye demonstrated anteriorly sub-
luxated lens with shallow anterior chamber. (D) Preoperative UBM of left eye demonstrated no ciliary body abnormality and mass
effect. (E) One month after the left eye lens extraction surgery, anterior segment optical coherence tomography of the left eye dem-
onstrated well located intraocular lens, deep anterior chamber, and widely opened angle. OS = oculus sinister.
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Reverse sequence

Figure 4. Sequencing analysis of FBNI gene for the proband
identified the ¢.2860C > T (p.Arg954Cys) pathogenic variant
(arrow). Heterozygote sequence (sense strand) showed a C/T
transition in codon 954 that changed arginine (CGC) to cys-
teine (TGC). T = thymine, A = adenine, C = cytosine, G =
guanine.
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