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CLINICAL AND GENETIC CHARACTERISTICS OF JAPANESE PATIENTS WITH AGE-RELATED MACULAR
G CREE | DEGENERATION AND PSEUDODRUSEN

( BARNZERT DR L &2 — F RA—E DRRRIIE K ORI FHIRHE )

(R XNEDEEF)
Pseudodrusen were first described by Mimoun et al in 1990. Pseudodrusen is now recognized as a
distinctive morphological feature of age—related macular degeneration (AMD). Evidence suggests
that pseudodrusen are associated with a high risk of progression to advanced AMD and reduction
in visual function.

Suzuki et al 2014, classified pseudodrusen into three categories based on appearance
in color fundus photographs and infrared reflectance (IR)-SLO images; dot pseudodrusen, ribbon
pseudodrusen and midperipheral pseudodrusen.

The understanding of pseudodrusen subtype characteristics is limited, especially in
Asian populations. Therefore, further investigations for better understanding phenotypic and
genotypic characteristics are required. The purpose of this multimodal imaging study was to
investigate differences in clinical characteristics and genotypic distributions in Japanese AMD
patients with pseudodrusen.

One hundred one AMD patients (150 eyes) with pseudodrusen underwent complete
ophthalmologic examination, including color fundus photography, infrared reflectance (IR)
imaging, fundus autofluorescence (FAF), confocal blue reflectance (CBR), fluorescein (FA) and
indocyanine green (ICG) angiography, and spectral-domain optical coherence tomography (SD-OCT).
Pseudodrusen subtype was identified with multiple imaging techniques. Patients were genotyped
to identify major single nucleotide polymorphisms associated with AMD (CFH Y402, CFH 162V, and
ARMS2 A69S).

At least one imaging technique identified dot pseudodrusen in all 150 eyes and ribbon
pseudodrusen in 53 eyes (54%). Sixty nine eyes (46%) only had dot pseudodrusen, but no eyes had
only ribbon pseudodrusen or midperipheral drusen. Forty five of 49 bilateral cases (92%) had the
same pseudodrusen subtype in both eyes. Pseudodrusen subtype did not change during the observation
period in 148 eyes (99%), but dot pseudodrusen predominantly changed to dot-ribbon pseudodrusen
in 2 eyes (1%). The dot and ribbon subtypes were detected in 127 (85%) and 76 (94%) eyes using
color fundus photographs. Detection sensitivity of dot pseudodrusen was high for IR (98%),
confocal blue reflectance (95%), fundus autofluorescence (94%), and ICG (100%) imaging. Detection
sensitivity for ribbon pseudodrusen was high for color fundus photography (94%), confocal blue
reflectance (93%), and fundus autofluorescence (89%), but not for IR imaging and ICG angiography.
Risk allele frequency of the CFH 162V polymorphism was 79.7% and 67.1% in patients with
dot—dominant and dot—ribbon pseudodrusen, respectively (P =0.057). The genotype frequencies of
CFH Y402H and ARMS2 A69S polymorphisms were not significantly different between the patients with
dot—dominant type and dot-ribbon type (P > 0.650).

In conclusion, pseudodrusen can be classified as dot—dominant or dot—ribbon. The

distribution of CFH 162V polymorphisms may have an association with pseudodrusen subtypes.
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