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patient# 1 2 3 4 5 6 7 8 9
age 18 15 13 33 25 14 6 2 1
sex M M F F F M F M F
consanguinity - - - + nd - - - -
mental impairment + + + + + + + S doRk +
rod-cone dystrophy + + + + + - + ? +
obesity + + ) + + + I * +
hypogonadism (males; + + + +

polydactyly - + + - + - + + +
renal fibrosis - - + + nd +/-% +/ k% - -
hepatic fibrosis + - nd + nd - - - -
Ht {em) 159 166 139 154.5 145 167 115 79 141
Wt (kg) 75 99 455 625 553 135 326 16 59
BMI (kg/m?) 287 35.9 23.5 26.2 26.3 48 247 25.6 211
note HA glioma DM, ST epilepsy epilepsy

references 1 { 2 3 4 new new new new

HA, hyperammonemia; DM diabetes mellitus; ST, strabismus; new, new case; %, proteinuria; ** left mild pyelectasis:
*+k weak sight, #++* verbal develpoment delay

ref: 1, Glin Neurol Neurosurg 2009;111:102; 2, Nephron 1988:49:337; 3, J Gatroenterol Hepatol 1990;5:206: 4.
Pediatic Neurosurg 2000:33:323

Patient# 1 2
BUN (mg/dl) 7 9
Cre (mg/dl) 0.6 0.8
Urine protein ———t )
Urine albumin N
(with Cre correction 248 5.2
normal=<10)

Cystatin C 096 * 0.97 *
(0.63-0.95 mg/l)

* abnormal values
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