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[Abstract] Objective To investigate the clinical features and gene variation characteristics of short/
branched acyl-coA dehydrogenase deficiency (SBCADD) in Fujian province. Methods From August 2016 to
March 2022, the Neonatal Disease Screening Center of the hospital used tandem mass spectrometry technology
to screen 111 547 newborns for genetic metabolic diseases. A total of 11 children with elevated C5 were found
in the center for diagnosis,treatment and follow-up,among which eight cases were diagnosed with SBCADD
(estimated prevalence rate was 1/13 943) ,and three children were diagnosed with IVA (estimated prevalence
was 1/37 182). The clinical features, biochemical data and gene sequencing results of the eight children with
SBCADD were analyzed retrospectively. Results Among the eight children with SBCADD,one was male and
seven were female; seven were Han nationality and one was Miao nationality. Isovaleryl carnitine was in-
creased in all eight cases,the highest was 1. 04 pmol/L. Urinary 2-methyl-butylglycine levels increased in all
eight cases. The growth and development of the eight cases were generally normal with no clinical symptoms.
A toatl of six ACADSB gene variants were detected in the eight patients. All of these children had two alleles,
of which three were homozygous and five were complex heterozygous. A toatl of three gene variants have been
reported in literature [c. 1165A>G (p. M389V),c. 275C>G (p. S92 % ) and c. 923G>A (p. C308Y) ]. A toatl
of three variants were not reported [c. 1232C>T (p. T411M),c. 421A>C(p. 1141L) and c. 919G> A (p.
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G307R)]. The most common gene variation in the eight patients was c. 275C > G [ 56. 25% (9/16)].

Conclusion Most patients with SBCADD are asymptomatic,but clinical monitoring is necessary,especially in

stressful situations. Longitudinal clinical and biochemical follow-up is recommended for both symptomatic and

asymptomatic patients with SBCADD. In this study,a new gene variant was found, which has extended the

ACADSB gene variant spectrum.,
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®1 ENEREEBR (n=11)

P il % B C5Cumol/L) By C5(pmol/L) R 2-MBG[ mmol/(mol « Cr)]  JR 5 %k H & [ mmol/(mol « Cr)]
1 E:) I 0.43 0. 67 169. 00 0

2 % X 0.55 1. 04 149.73 0

3 & i 0. 62 0.73 Tt 0

4 I W 0.38 0.37 28. 66 0

5 % X 0.53 0. 64 13.79 0

6 & X 0.57 0.41 5.45 0

7 I W 0. 40 0.52 12.70 0

8 5/q X 0.98 1. 04 22.58 0

9 % X 0.61 1.01 — 0.10
10 Lz ™ 7.65 1.56 — 121.58
11 ke e 14. 86 9.00 — 14.72

. C5 IEHILE R 0.03~0. 35 pmol/L;2-MBG EH N 0~4. 72 mmol/mol. Cr; 556 BE H & 2 1F % 5 H 8 0~0. 4 mmol/mol. Cr; — FR
ToRHE .

x®2 HEER#LMEBER (n=11)

h=2 E S E S AR WS A O T R ok R R R BRRE AR

1 ACADSB chr10:124812613 NM_001609. 3 . 1165A>G p. M389V i P

2 ACADSB chr10,124797335 NM_001609. 3 €. 275C>G p. S92 * dify P

3 ACADSB chr10,124797335 NM_001609. 3 . 275C>G p. S92 * ety P
chr10:124806747 NM_001609. 3 . 923G>A p. C308Y ety VOUS

4 ACADSB chr10,124797335 NM_001609. 3 €. 275C>G p. S92 * ety P
chr10,124812613 NM_001609. 3 c. 1165A>G p. M389V ety P

5 ACADSB chr10:124797335 NM_001609. 4 €. 275C>G p. S92 % ety P
chr10.124813214 NM_001609. 4 c. 1232C>T p. T411M ety VOUS

6 ACADSB chr10,124797335 NM_001609. 4 . 275C>G p. S92 * ety P
chr10:124800099 NM_001609. 4 c. 421A>C p. T141L Tty VOUS

7 ACADSB chr10:124797335 NM_001609. 4 €. 275C>G p. S92 * et P
chr10,124806743 NM_001609. 4 . 919G>A p. G307R uty VOUS

8 ACADSB chr10,124797335 NM_001609. 4 . 275C>G p. S92 % a4 P

9 VD chr15:40710389 NM_002225. 3 c. 1208A>G p. Y403C ety LP
chr15:40698033 NM_002225. 3 . 14C>T p. A5V ety VOUS

10 VD chr15:40699897 NM_002225. 3 . 214G>A p. D72N ety P
chr15:40699897 NM_002225. 3 . 214G>T p. D72Y Jetr VOUS

11 VD chr15:40699841 NM_002225. 3 c. 158G>A p. R53H utr P
chr15:40710389 NM_002225. 3 c. 1208A>G p. Y403C ety LP
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AT BT 1 U 32 A8 S o Ok R DR TR R i AR SR AR A 3R R B G S e B AT G N kA AR
A EL(PP3) s 5 6 B BBt fG 22 SRR A ¥ B RBEUNENN (PPO ;R4 ACMG #5 /. %748 5 H 3%
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