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Fig. 1.- A 12-year-old boy with short
stature, poor muscle development,
and protuberant abdomen.
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cm(3-10 WE$F)0lAth Fote v BHAS
B@3 oAz} Futo] A Fusion, gol
7l €50 JAHFig. 1. BF Fe 2Y
oy zIFgY ER FE Q) 9 &5
o] o7t TANUA AReH, FRAAN 72 o
FE BAAA gsit), Q1A TS T3 A
7 AF 2748 oItk

HAb AA o HAAL 2FoEE A 48
g/dL, MET 6300/, & 186,000/Lo] 1,
¥4 BUN 51.3 mg/dL, Z#olEld 25 mg/dL,
YEF 133 mEq/L, ZF 26 mEy/L, chloride 111
mEq/L, ferritin 254 ng/mL, Z 6.9 mg/dL, 1
4.2 mg/dL, alkaline phosphatase 2,635 U/Le]L
o F9E sk~ 48 pH 723 pCO: 197
mmHg, pO: 98 mmHg, bicarbonate 8.1 mmol/L
o]tk K 7ALA HIE 1010, & traceo] L,
Gl e Itk 24417 8FE 2050
mL, Z#oteld A4S 11.0 mL/min/1.73m’0]
A1, 2A# ¢ AFSE(tubular reabsorption
of phosphate)& 80.4%°]31t}. 734 715 AAF
oA $8 Ty 054 ng/dL, Ts 124 ng/dL, TSH
242 TU/LoIaL, 1,25(0OH); vitamin Ds 27
p/mLolAT). T AHL 25 Agom, £5 WA}
A AAINE 854 TR Lol BEHAU
THFig. 2). AZxLolMes F4d F4149
4, 449 B3] 7% #A7F BFHA
et} slit-lamp HANA ZHeka} ) 2H] 2
Ao} AE 7o) EAHAKFIg. 3, 4). Al="-
A dA S o] g3la] ZA3 Folo] Yo W)
HF A"l 32 84 nmol half-cystine/mg
protein(34}: 0.2 °]3p oAt

XZ YA} A= AR, NE, 7Y, 1
A 715 AsEe] sk X159} 4 cysteamine
S B3y A3 33 Folth
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Fig. 2. Wrist and hand radiograph reveals rachitic
changes and osteoporosis. Bone age is
markedly delayed.

Fig. 3. An eye with abundant crystals in cornea
and iris.

Fig. 4. Slit-lémp examination shows packed
comneal cystine crystals.
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= Abstract =
A Case of Cystinosis

Min Ho Jung, M.D., Seung On Keun, M.D., Soon Ju Lee, MD., Byung Churl Lee, M.D.

Department of Pediatrics, College of Medicine, The Catholic University of Korea, Seoul, Korea

Cystinosis, an autosomal recessively inherited lysosomal storage disease, results from impaired transport
of the amino acid cystine out of cellular lysosomes. The consequent accumulation and crystallization of cystine
destroys tissues, causing growth retardation, Fanconi syndrome, renal failure, eye problems, and
endocrinopathies. The gene for cystinosis, CTNS, was mapped to chromosome 17p13. The diagnosis of
cystinosis is made by measuring the leukocyte cystine content and the presence of typical comeal crystals
on slit-lamp examination is also diagnostic. Since treatment with cysteamine has proved extremely effective,
early diagnosis and treatment are critical aspects. We experienced a typical case of cystinosis in a 12-year-old
boy with growth retardation. '

Key Words : Cystinosis, Cystine, Lysosomal storage disease, Growth retardation
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