%13 BH S W P E S RILA R E Vol. 13 No.5
2011 45 H Chin J Contemp Pediatr May 2011

W - BEXERITSY

IR R 3-35 3L -3- WL 1k R IR I
S 30O E T
Ly ReE ZME Em §irE £:X' wn'

(1. b XAPE—ERILA, LT 100034; 2. b7 KFE—ERBEA, LT 100034)

[ E] 3-%3L3-H IR MRIRIE & —Fp 3 00 0 A DL AR , 5 B 8 Y (0 0k B v 4% B R 300 3-%
FE-3-F LR A A SREBILG . OB R U B AL RS . ARSI 1 B & R 3-F 0 3-H
SRR RAE S AR . BILN T 2 T 4%, SR RO SR R K, AT, — e & B
A5 AR A0 0, MR DR A s U P o0 %o R R e A o L R 50 S . T A L 2 TG PR 5 3 0
PRI 3-$256-3-H L I R 84wy, 3-H B O R 3-FR38 I R R B D S B H R . 2 i ko v R
FZEHE R BRAE R o HEFFIBIT LA 12, IR 3-503E 3-H I RS, 2 B IH I R 4T

[ FEHKILRIZEE,2011,13(5) :392 -395]

(X # 3R] WEPN; BEAR 3-FIE-3-HI3L 0 MR IRAE ; 3-F238-3-F L L el A S4fnt; L

[RES%ES] R596 [ XEtRIDAE] A [XZ4HS] 1008 —8830(2011)05 —0392 — 04

Leucodystrophy induced by late onset 3-hydroxy-3-methylglutaric aciduria

MA Yan-Yan, SONG Jin-Qing, WU Tong-Fei, LIU Yu-Peng, XIAO Jiang-Xi, JIANG Yu-Wu, YANG Yan-Ling. Depart-
ment of Pediatrics, First Affiliated Hospital of Peking University, Beijing 100034, China( Yang Y-L Email ; organic. acid@
126. com)

Abstract: 3-Hydroxy-3-methylglutaric aciduria is a rare disorder of organic acid metabolism caused by 3-hydroxy-3-
methylglutaryl-coenzyme A lyase deficiency. The disorder was common in neonatal or infant period. Here a case of late
onset 3-hydroxy-3-methylglutaric aciduria complicated by leucodystrophy was reported. The patient was a 7-year-old boy.
He presented with progressive headache, drowsiness and vomiting. Hepatic lesions, ketosis and leucopenia were found.
Symmetrical diffused leucodystrophy was shown by MRI. Blood levels of isovalerylcarnitine and acetylcarnitine increased
significantly. Urinary levels of 3-hydroxy-3-methylglutaric, 3-methylglutaconic, 3-hydroxyglutaric acids and 3-methyl-
crotonylglycine increased significantly. Symptoms were released by intravenous infusion of L-carnitine and glucose. After
treatment for 6 months, urinary levels of 3-hydroxy-3-methylglutaric aciduria decreased in the boy and his health improved.

[ Chin J Contemp Pediatr, 2011, 13 (5) ;392 —395 ]
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