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Clinical Diagnosis and Treatment Experience of Secondary Methylmalonic Acidemia Induced by Vitamin
B,, Deficiency in Infants

Wang Xiaohong', Wu Shengnan', Du Mengmeng', Wei Haiyan', Su Chang’, Cheng Yongxing' (1. Children’ s
Hospital Affiliated to Zhengzhou University, Henan Children’ s Hospital, Zhengzhou Children’ s Hospital, Zhengzhou 450000, China;
2. Beijing Children’ s Hospital, Capital Medical University, Beijing 100045, China)

[ Abstract ] Objective: To explore the clinical manifestations, biochemical characteristics, treatment and prognosis of secondary
methylmalonic acidemia ( S-MMA ) induced by vitamin B,, deficiency. Methods: Clinical manifestations, laboratory examinations,
therapeutic effects, maternal pregnancy and biochemical characteristics of 11 children diagnosed with secondary S-MMA induced by
vitamin B, deficiency (S-MMA group) admitted into Henan Children’ s Hospital from Jun. 2016 to Jun. 2022 were reviewed. Matching
by age and gender at a 1 : 3 ratio, contemporaneous cases diagnosed with cblC-type MMA ( C-MMA group) and 10 cases of vitamin B,
deficiency without MMA (non-MMA group) were enrolled. SPSS 20. 0 was used to compare the clinical data of three groups. Results;
The main clinical manifestations in three groups of children were anemia, vomiting and developmental delay. Magnetic resonance
imaging (MRI) of children in both S-MMA and C-MMA groups showed delayed myelination. In the S-MMA group, the serum vitamin
B,, levels increased after treatment compared with before treatment, while mean corpuscular volume ( MCV), homocysteine, acrylic
carnitine ( C3), C3/acetylcarnitine ( C3/C2) ratio, and urinary methylmalonic acid levels decreased, with statistically significant
differences ( P <0.05). The prognosis for S-MMA children was generally good, with very few (9% ) showing mild intellectual
impairment and motor delay due to delayed diagnosis and treatment. A comparison between S-MMA group and C-MMA group regarding
serum vitamin B, levels, MCV, total homocysteine, C3, C3/C2 levels, and urinary methylmalonic acid levels before treatment showed

statistically significant differences (P<0.05). Conclusion: Vitamin B, deficiency during pregnancy can cause S-MMA in infants, and
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special biochemical indicators can facilitate the early identification of S-MMA.

[ Keywords ] secondary methylmalonic acidemia; cobalamin; vitamin B, ; deficiency; homocysteine; propionylcarnitine
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i, SR PR RS S-MMA |, DA K 3] B2 L FR YT
WAz LR R

1 AR

1.1 —#%H
PEE 2016 4E 6 H & 2022 4£ 6 A E JLEEREN
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1 T 6AMABK KEEIE S 24.0 100 101.4 9.0 62 166 2.1 1324 1.56 0.21 54.1
2 BO9NMABX REW®E A kDL 219 90 106.0 228 87 21 21.5 97.0 1.72 0.44 683.3
3 & 3R WERE 2 g 25.0 102 99.8 25.0 k) 165 2.2 14.0 .73 0.13 35.2
4 T 2MABXR MK 20.5 105 97.6 17.3 21 171 20.4 2.0 1.87 0.18 9.2
5 B AR uUx i 2SR 21.9 96 100. 4 18.0 25 149 23.0 24.5 .75 0.32 19.0
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T Hb RINZTE A MOV LM AR ALT RN Z R IEFEREME; Vit B, 55 R 190~914 pg/mL; HHERIE R B 3. 1~19. 9 ng/mLg MLE ) B0 Bt ZUHA 1E 4 SR 0~ 15 mol/L; €3 IE 4G
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P, 005 005 00 0 A 0 A Q. 0.0 S Qs
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Py 0,05 0,05 Al Qs S Qs A Q6 Qs Qs Qs

U 2y Py J Vit B2 SVA ALILE 7, P, Jy SMMA 415 C-MMA 4113
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A Case of Type 1 Dent Disease in Children with Bartter Syndrome and Literature Review

Yang Hongyuan, Wu Yaying ( Quanzhou Maternal and Child Health Hospital - Children’ s Hospital, Fujian Quanzhou 362000,

China)

[ Abstract ] Objective: To analyze the clinical symptoms and treatment process of a cases of type 1 Dent disease in children with Bartter

syndrome, so as to enhance clinical awareness of the disease. Methods: Retrospective analysis was conducted by collecting clinical data

from a patient diagnosed with type 1 Dent disease complicated with Bartter syndrome through clinical characteristics and genetic testing.
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