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Abstract: Objective To explore the clinical phenotypes and summarize the genetic characteristics of patients with acyl CoA dehydrogenase deficiency (MADD).
Methods Review and analyze the data of two children with MADD, search for previous literature, and collect cases with relatively complete clinical and
genetic results for summary analysis. Resufts both patients were MADD type Ill, presenting with mild muscle weakness. After infection, muscle weakness
worsened and acute metabolic disorders occurred. Stable biochemical tests showed liver function impairment, elevated levels of creatine kinase, blood
ammonia, blood lipids, and uric acid, and compound heterozygous variations were found in the ETFDH gene. A total of 185 cases of MADD were collected.
The male to female ratio is 1.3:1; the onset occurs between the ages of 0 and 64. There were 10 cases of MADD type 1, 25 cases of MADD type II, and
150 cases of MADD type III, respectively. The ETFDH gene mutation accounts for 89.73%. Misunderstanding mutations account for 77.06%. The hotspots
of ETFDH gene mutations are ¢.770A>G c.250G>A,c.524G>A,c.1227A>CThere were a total of 35 cases of neonatal onset and 21 deaths within the age of
one. There were 14 cases of homozygous mutations in newborns, accounting for 40%, and 23 cases of homozygous mutations in newborns, accounting
for 15.33%, x2=10.792, P=0.001. Newborns have a higher probability of homozygous mutations. There were 12 cases (34.29%) of ETF gene mutations in
newborns with onset of iliness, and 7 cases (4.67%) of ETF gene mutations in newborns with onset of illness, x?=23.897, P<0.001, The probability of ETF
gene mutation is higher in newborns with onset of illness. Conclusion MADD can cause delayed motor development and acute metabolic disorders, and can
occur in all age groups. ETFDH is the main pathogenic gene, with common missense mutations and mutation hotspots. The high mortality rate of neonatal
patients may be related to their higher rates of homozygous mutations and ETF gene mutations.
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