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Case Report

Schnyders corneal dystrophy: A case report
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ABSTRACT

Schnyder corneal dystrophy (SCD) is a rare, autosomal dominant inherited dystrophy affecting the
anterior stroma of the cornea. It is caused by a local metabolic defect mapped on the UBIADI gene
chromosome 1p36. It is known to causes progressive bilateral opacification of the cornea due to an abnormal
accumulation of phospholipids and cholesterol in the cornea. In our case a 22-year-old male with vision
loss and ocular discomfort revelled multiple grey, infiltrates or disc like opacities in both eyes arranged
in circinate manner on slit-lamp, involving the sub-epithelium and stroma. On anterior segment OCT,
involvement of the entire stroma was noted with Increased deposits seen in the anterior 1/3rd of the stroma.
Central corneal thickness was also increased in the areas of depositions, while systemic evaluation showed
dyslipidemia. Clinical as well as anterior segment OCT findings suggest of intrastromal deposits in a ring
like pattern, suggestive of schnyders corneal dystrophy. AS-OCT is vital in such cases to help differentiate
epithelial involvement from stromal, thus altering the therapeutic approach. Patients can be planned for
penetrating keratoplasty if visual acquits is affected.
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1. Introduction

in the left eye.

Schnyder’s corneal dystrophy is a rare, autosomal dominant,
inherited corneal dystrophy.!? That leads to an abnormal
accumulation of phospholipids and cholesterol molecules in
the cornea.>* This abnormal accumulation is mainly known
to affect the anterior corneal stroma, leading to progressive
bilateral opacification and vision loss.>

2. Case Report

A male patient in mid twenty presented with bilateral
gradual painless vision loss in both eyes for five years
along with watering, burning and pricking sensations for
two months. There is no family history of similar complaints
and no history of comorbidities. On examination, the Best
corrected visual acuity was 20/40 in the right eye and 20/30
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On Slit-lamp examination, multiple greyish plaque-like
opacities were seen measuring 2x2mm each in both eyes
(Figure 1 A,B). They are arranged in a circinate manner
forming an arcus like pattern involving a 3-6mm zone
of the cornea with a slight diffuse haze in the pupillary
area (Figure 2 A,B). Oblique illumination showed the
involvement of the sub-epithelial and anterior stromal
regions. A sharp distinctive demarcation is noted from the
transparent, unaffected corneal epithelium. No conjunctival
congestion was noted, and fluorescein staining was negative.

On the anterior segment, optical coherence tomography,
involvement of the entire stroma is noted with an Increased
deposition in the anterior 1/3rd (Figure 3A). Extensions
were also seen in the sub-epithelium, corresponding to the
ring-like deposits visible on the slit lamp (Figure 3 B).
Central corneal thickness was 535 ym and 540 um in the
right and left eyes, respectively. Thickness was increased in
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Figure 1: Image showing multiple greyish plaque-like opacities
arranged in a circinate pattern an arcus (green arrow) in the right
eye (A) and left eye (B)

Figure 2: Showing involvement of 3-6mm zone of the cornea with
slight diffuse haze in the pupillary area (green arrow) in the right
eye (A) and left eye (B)

the areas of deposits to 585um in the right eye and 615 um
in the left eye. On systemic evaluation, dyslipidemia is noted
with an increased blood cholesterol level of 246mg/dl.

High Definition Images: Anterior Segment 5 Line
Raster.

Figure 3: Anterior segment optical coherence tomography
showing the involvement of the entire stroma with Increased
deposition in the anterior 1/3rd (green arrow) in the right eye (A)
and extensions into the subepithelium (green arrow) in left eye (B)

Symptomatic relief was achieved with lubricant eye
drops four times a day, along with spectacle correction
for Visual rehabilitation. The patient was counselled about
the nature and prognosis of the disease, and possible

need for corneal transplantation in the future. A routine
three-monthly follow up was advised. Oral lipid-lowering
medication was started and titrated for adequate control.
Subsequent lipid profiling for all his siblings and children
was advised.

3. Discussion

Clinical and anterior segment optical coherence tomography
findings of intrastromal deposits along with dyslipidemia
are suggestive of Schnyder corneal dystrophy. The
deposits appear limited to the superficial stroma, making
phototherapeutic keratomileusis [PTK] a viable option.
However, OCT showed involvement of the entire stroma,
thus ruling out the possibility of the same. In this case,
diagnosis by OCT paved the way in deciding further
management.

Schnyder corneal dystrophy is an autosomal dominant
trait with high penetrance, as stated by Lisch W et al., it
is a local defect mapped on the UBIADI gene chromosome
1p36. Hypercholesterolemia is a known associated systemic
feature seen in about one-third of cases. The incidence
of hypercholesterolemia may also be seen in unaffected
members of Schnyder’s pedigrees, as stated by Lisch
W et al.! Similar crystalline deposits may also be
seen in other conditions as stated by Kurtul BE et al,
wherein side effects of certain drugs like fluoroquinolones,
chlorpromazine, chloroquine, clofazimine and gold in
chrysiasis are known to cause similar depositions. They also
mentioned lymphoproliferative diseases such as monoclonal
gammopathy and multiple myeloma as probable causes of
similar crystalline deposits.>

There is no available treatment to stop the progression
of Schnyder’s, However Rittenbach TL et al. mentioned
modalities such as phototherapeutic keratectomy®” that can
be used to remove the superficially located cholesterol
crystals, and penetrating keratoplasty (PKP)® or a deep
anterior lamellar keratoplasty (DALK) can also be
performed.”’

4. Conclusion

Anterior segment optical coherence tomography is vital
in such cases to help differentiate the involvement of
anterior epithelial from that of stroma, thus altering the
therapeutic approach. Schnyder’s corneal dystrophy may
be an ocular presentation of systemic hyperlipidemia; thus,
an early diagnosis aids in the management of the systemic
derangement and their complications.
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