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[Z ] cbIB BFAIE T FEN R IRAE T A A WA, S0 URHRGE 1P [ ehIB Y 3Py R bRAE UL,
B IR ST . MR ERME P08 . PRV HLER AT . SEP BB HEA TS . AR LA I I e, YA
ERIBE I 20T s R L MV PN T PR L0 514 5 (22,43 pumol/L, S (H 1.0~5.0 umol/L) , LT / Z AT L
{52 (051, %14 0.03~0.50) , JRIEHI RN 2 (195.41 mmol/mol KT, 1EH{H 0.2~3.6 mmol/mol LT )
SR = B a0 T R R B R TR B IR, A S ALl N R IMAE . fBJL MUT SEH 3 Hr A L
A, MMAB JEHAELE ¢.562G>A (p.VI88M ) il ¢.577G>A ( p.E193K ) 24455878, 12 cbIB A BET —FRIRAE .
Hr, ¢.562G>A W RAE . SRR . DIRZERBIT . REAKE BRI AT, IR
BT, MUTERIL3 F 1L AH, W dshi i, oblB BEE B E B Resr R, I R A i R
FHBETS R bRAE , T AL AR 2 & MMAB LR B kA3 6012 .
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A Chinese boy with methylmalonic aciduria cblB type and a novel mutation in the
MMAB gene

LIU Yu-Peng, WANG Hai-Jun, WU Tong-Fei, LI Xi-Yuan, SONG Jin-Qing, DING Yuan, ZHANG Yao, WANG Qiao,
YANG Yan-Ling. Department of Pediatrics, Peking University First Hospital, Beijing 100034, China (Yang Y-L,
Email:organic.acid@126.com)

Abstract: cblB defect is a rare type of methylmalonic aciduria. In this study, a Chinese boy was diagnosed
with methylmalonic aciduria cblB type and a novel mutation in the MMAB gene. The clinical presentations, blood
acylcarnitines profiles, urine organic acids and genetic features of the patient were reported. The boy presented with
fever, feeding difficulty and lethargy at the age of 2 months. Seven days later, he had coma, cold limb, thrombocytopenia,
metabolic acidosis and liver damage. His blood propionylcarnitine and urinary methylmalonic acid levels increased
significantly, but the plasma total homocysteine level was in the normal range, which supported the diagnosis of
isolated methylmalonic aciduria. Gene analysis was performed by direct sequencing. No mutation in the MUT gene
was found. However, a reported mutation ¢.577G>A (p.E193K) and a novel mutation ¢.562G>A (p.V188M) in the
MMAB gene were identified, which confirmed the diagnosis of methylmalonic aciduria cblB type. Progressive clinical
and biochemical improvement has been observed after hydroxylcobalamin injection, protein-restricted diet with the
supplements of special formula and L-carnitine. He is currently 3 years and 11 months old and has a normal development
condition. The phenotypes of the patients with cblB defect are nonspecific. Metabolic analysis and MMAB gene analysis
are keys for the diagnosis of the disorder. [Chin J Contemp Pediatr, 2015, 17(2): 172-175]
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R AR T 5- o0 S R Al e 22 AR e 1A /0 I, B
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BIL, B, 24 H KRB HREHE . SR RME 10
RICEFTGEZ. BILER 2 ALK, 2d5
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UG s AR 7 d IR L DUBKEE . B2 A& I
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LT A5 PN i 2 il S A B O g 0 35 1 5 Ml
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3500 go FAEJUMTCSH, Fat IR . ACB):
flhlE, JTEGKR, MK AE: (AfE 3800g, &
£ 56 cm, Sk 35cem, RERIZERE, KT, o
PEIER, O Bl L BRI SURZEhIEF
TCREE, PURZLSK 0k, WL Ve, TTMZE4%
MBS, Bl sz 5T 1E %, Babinski AiFFATE. IMH FE.
FI40 i 2.02 x 1071, 214108 2.68 x 10"/, IfiL41 %K
180 o/L, I/ 4.0 x 10°/L;  Ji“i 0 K 55 AR
WSH s IME AR IE R, AR (56 UL,
IEHH 0~40 U/L) . AR (62 UL, IE#H{A
0~40 U/L ) M55,

JRWE W FE N 1R (195.41 mmol/mol UL, 1E
W1H 0.2~3.6 mmol/mol JLEF ) W &R S, 3- FEN
2 (3.12 mmol/mol WL fF, I1F & {& 0~1.1 mmol/mol
WLEF) . B AR (9.58 mmol/mol AILEF, 1E %
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TRRAE T, M AR (22.43 pmol/L,  IEFH
{H 1.0~5.0 pmol/L ) &3 &, NBER b / £ BER

Bl FL(E (0.51, IE % {H 0.03~0.50 ) 2 BEw, IfL
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KL Ar e B OJL MUT 35 [R50 B 45 3 1E
MMAB FEHAFFE ¢.562G>A (p.VI88M ) Fll ¢.577G>A
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R IRAE " c.577G>A R EHEBUR A ", K H 1
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NFER AR R E (www.lOOOgenomes.org) EEF S
Ky, 28 SIFT F1 Polyphen-2 #4305 M il 2 £
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2014 4F 10 H, BIL3 % 111 H, k49 em,
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B IIREIE R s IR P I PR v B R T A A1
(21.21 pmol/L ) , VTS ALK / £ Mok PA) B L A 1 i
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FH 6 P9 R PRI 2 TR A BILIRR PR AE T 5 i DL
A, KL 70% 1Y B4 G IR AL D 2R ML AE
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PP L P R PR 11, MUT 35 [ e b 5 3 PP R 7
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BAF R BO BRI R R ikt ARISFEREL . M
FWthpans . ZHEaE . 2, DA R
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MMAB J& K {37 T 4 4K 12q24.1, 445 9 4>
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VBN 50T PEAR K AR A e R e B LRk T 3 TN
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