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Table 1. Summary of Gaucher disease patients
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2] A Al 30—35A9] WAAIE HGlom, 9-Q1ef &jHo]
Zo =2 A=t AgtE A Hdoll's eye maneu—
ver)olAl FAdE HI Yt eEHAYST o] T
ZX*“PH]%X”“MW FF +2.75D2] YAI7F ldek Al
AL} SEA AR A o)At Aol gigith S 2971
Qéloﬂ AT FAA] 2009 YAAIE B} SAAE S
F2131/D315E+Rec 1bo]Qith.

Sl 4 (5/59718)
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A2 FA Al AE HAlH bt sl B
ek 2170 & A3 AL Rt Al 0.70]31eH 7 E
FA AL 4049 YARAS B AL eE A SHE H i
vl G Aol A 9-9F AA], 2o —0.75D9) A
7b A AlS-SHARRE PAHARNA o] Ade] fl3)
ok WA e dRsklou S wEe] A stk
FAAEL L444/L444P ATk

rd

&2 5 (g/1874E)

3 Aol Ep oA WARAI = ZleRigton 2744
il l*%%‘ofu' Aehdgich A olA getel 4] 2

Hehesle FBsigich AYILEANNN FIE B
A3+ b@% | B gIch 2AE FA A 1809

WA S Bglom, Zeot 9do] ozt AstEgict =4
ohu] 2 A G AR A et —0.25Dsph —0.75Deylglt). A
S HARRE (PR AR A o] axxdo] /It 671 $
AR FA Al 4049 WA E E o S 327]1%01]
Gt W2 E FHES SHH I & 29 671Y F AlgS
Rt 0.7, AT} AT FA A AHE Haok 4
28-S L444/1444P k.

No Sex Phemotype  Gemope S0l Ageat Ageat Ageat yqn yag N py  Oculomotor
diagnosis exam  surgery death apraxia
1 F  Type3 F2131/R257Q 10 mons 16 mons 30mons PEP' PEPT Orho  Lyabd-1  Present

poor  poor 40 ET )
2 F Type 3 L444P/P201H 14 mons 19 mons 23 mons FF FF by K B) abd -4 Present
F2131/D315E+ 30-35 E(T)
3 M Type3 Rec 1b 11 mons 27 mons FF FF by K R) abd -2 Present
R) abd -2

4 M  Type3 L444/1444P 12 mons 59 mons 0.7 0.7 40ETbyK L) abd -1 Present
5 M  Type3 1L444/1.444P 16 mons 18 mons 32 mons FF FF 18 ET L)abd-0.5 Present

abd = abduction; D/V = ductions and versions; ET = esotropia; E(T)

= intermittent esotropia; F = female; FF = fix and follow; K =

Krimsky method; M = male; mons = months; Nsc = near without correction; ortho = orthotropia.
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=ABSTRACT=

Ocular Abnormality of Korean Patients with Molecular Genetically
Confirmed Gaucher Disease

Sangmoon Lee, MDl, Hyon J. Kim, MDZ, Seon-Yong Jeong, Pth, Jeong-Min Hwang, MD'

Department of Ophthalmology, Seoul National University College of Medicine, Seoul National University Bundang Hospital', Seongnam, Korea
Department of Medical Genetics, Ajou University School of Medicine’, Suwon, Korea

Purpose: To investigate the ophthalmologic manifestations of Korean patients with Gaucher disease.

Methods: Clinical records of 5 patients who were referred to the pediatric ophthalmology clinic of Seoul National University
Bundang Hospital after diagnosis of Gaucher disease at the genetics clinic of Ajou University Hospital between 2007 and
2008 were retrospectively reviewed.

Results: Five patients with type 3 Gaucher disease had hepatosplenomegaly and oculomotor apraxia, and 4 patients had
growth and developmental delay. The most commonly detected genetic mutation was L444P. In addition, P201H, F2131,
R257Q, and D315E+Rec 1b were identified. Five patients had oculomotor apraxia and limitation of abduction, and 4 pa-
tients had esotropia. One of the 4 patients who showed combined limitation of abduction, oculomotor apraxia, and eso-
tropia, yet did not have growth and developmental delay.

Conclusions: Most of the patients who were referred for ocular motor abnormalities with Gaucher disease showed a limi-
tation of abduction, oculomotor apraxia, and esotropia. In patients with a limitation of abduction, oculomotor apraxia, and
esotropia, Gaucher disease should be considered. Ophthalmologic examination is essential for subtyping and prognosing
Gaucher disease.

J Korean Ophthalmol Soc 2013;54(1):131-135

Key Words: Esotropia, Gaucher disease, Lysosomal storage disease, Neuropathy, Oculomotor apraxia
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