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Lowe s syndrome in a female child
- A case report -

Sung Keun Sohn, M.D,, Sung Soo Kim, M,D,, and Bum Ho Jung, M.D.

Department of Orthopedic Surgery, College of Medicine, Dong-A University,
Pusan, Korea

Lowe et al. have described a disease characterized by organic aciduria,
decreased renal ammonia production, hvdrophthalmos, and mental retarda-
tion. this disease i8 now called as Lowe s syndrome or oculo cerebro-renal
syndrome which manifests growth retardation. mental deficiency, rachitic
changes of the growth plates, metabolic acidosis, and characteristic eye
changes, including bilateral cataract, glaucoma and nystagmus. It is a con-
genital hereditary affectation. Most of the patients with this syndrome are
male sex. We report a new case of Lowe s syndrome in a 5-vear old girl.
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Fig 1. The photograph of a 5 year old girl shows the typical appearance of patient affected with

oculo-cerebro-renal syndrome.,
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Table 1. Urine studies

Patient Normal Range
CGilucose 500 ~ 1000 me/dl O mg/di
Bilirubin negative negative
Ketone negative - 40 mg/d! negative
Specific gravity 1015 - 1,020 1.003 - 1030
Blood none - small none
pH 6.0 - 7.0 4.6 - 8.0
Protein 30 - 100 me/df negative
Urobilinogen 0.28. U/d 0~ LOE U /d
Nitrogen negative negative
Leucine negative negative

’i‘ablg_mi%. Blood studies
Patient Normal Range

Bicarbonate
Chloride

Potassium

Sodium

Calerum

Inorganic phosphate

14.2 - 18.4 mEqg/L
106 - 113 mEqg/L
1.96 - 4,20 mEq/L
139.4 - 140.3 mEq/L
7.4 - 8.9 mg/d

L7 - 1.9 mgldl

24 - 31 mEqg/L
98 - 110 mEq/L
3.5 - 5.5 mEq/L
135 - 145 mBEq/L
8.0 - 10,0 m/d
2.5 - 4.5 w/dl

Glucose 85 - 102 me/dl 76 - 110 me/dl

Creatinine 0.7- 1.2 mg/di 0.6 - 1.2 me/dl

BUN 5.8 - 17.1 me/d!l 8- 26 ew/dl

Uric acid 13- 2.5 me/dl 2.4 - 7.0 me/dl

Cholesterol 158 - 179 mg/dl {300 me/dl

Protein 56 - 6.8 g/d 6.6 -B4g/d

Albumin 3.9 - 4,7 g/dl 4.1~ 5.2 g/dl

ASTEGOT) 47 - 48 TU/L 10 - 30 1U/L

ALTEGPT 24 - 41 1U/L 0 - 35 1U/L

Alkaline phosphatase 1598 - 2272 TU/L 70 - 280 1U/L

Hernoglobin 8.6 - T7.6g/d 12,0 - 16,0 g/l

pH 7.276 - 7,332 7.35 - 7.45

BEecf 8.2 - -9.7 -4, 0 - 42,0
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Fig 2. A. The initial radiographs of a 5 year old girl show the metaphyseal cortices flaring outward
{trumpeting), cupping, ill defined epiphyseal border of the metaphysis. widened epiphyseo-
metaphyseal junction and supracondylar fractures of the both femur

B. The radiographs of the both fermnur at 2 months after the administration of Vit. D show
improved cupping, narrowing of the epiphyseo-metaphyseal junction and malunion of the

hoth supracondylar fractures,

C. AL 17 months after administration of Vit. D, anterolateral bowing and improved rachitic

cha e are seor.

1. The postoperative radiographs at 3 months after closed wedge corrective osteotomy show a
good alignment and near normal epiphyseo-metaphyseal configurations at distal femur and

proximal tibia.
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