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[ Abstract ]

dermolysis bullosa (EB) with congenital absence of skin (CAS) ,and to provide reference for clinical diagnosis

Objective To explore the clinical characteristics and genetic characteristics of congenital epi-

and treatment. Methods The clinical and genetic characteristics of the three cases of EB with CAS diagnosed
in Hebei General Hospital were analyzed retrospectively,and the literature was reviewed based on with the re-
search progress of the disease. Results The three newborns were born with large skin damage and blisters.
After admission, the blisters and blood blisters appeared repeatedly, the erosion surface was seen in ulcers.
Two of them were found to have mutations in the gene encoding collagen I (COL7A1) by genetic testing. In
case one,there were c. 4439G>A (p. G1480D) and c. 2587+ 1_2587+ 2insCG (splicing) heterozygous muta-
tions,which came from her father and mother,respectively. In case two,there were c. 8569G>T (p. E2857X)
and c. 4820G>T (p. G1607V) heterozygous mutations,and the mutations came from his father and mother,
respectively. Among them,c. 4439G=>A,c. 2587+ 1_2587+2insCG and c. 4820G>T mutations were reported for the
first time. All the three cases were diagnosed as EB combined with CAS. After skin and mucosa care, prevention of in-
fection and other treatments, the wound was reduced and gradually healed, and all the newborns were improved and
discharged. Conclusion Those cases expand the spectrum of genetic variation in EB with CAS.
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