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[Abstract] Objective To analyze the genotypes and phenotypes of the pedigree with SBDS variants
related Shwachman-Diamond syndrome. Methods The ultrasound of the 28-year-old pregnant woman at
23 weeks of gestation showed dark areas of free fluid in the thoracic and abdominal cavity, local intestinal
echo enhancement, and bright spots in the ventricles of the fetus. No fetal growth and development
abnormalities were found. Trio-whole-exome sequencing (trio-WES) was applied. A literature search with
“SBDS gene” as the key word was conducted. Literature about clinical data and genetic features of

patients with SBDS gene variants was summarized and reviewed. Results A homozygous pathogenic
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SBDS (NM_016038. 4) variant c. 258 +2T>C was found in the fetus. The results of Sanger sequencing

of the fetus and its parents were consistent with WES. The integrative genomic viewer (IGV) software

was used to visualize the bam file of SBDS gene and SBDSP1 gene region, and no misalignment of reads

was found. Only four literature about fetuses with SBDS variants have been reported till now after

literature review. Conclusion

We reported a fetus with an SBDS gene variant related Shwachman-

Diamond syndrome. The literature was reviewed to summarize the genotypes and clinical phenotypes. We

hoped to help clinicians improve the ability of differential diagnosis and genetic counseling. The accuracy of

short-read and low-depth WES in identifying SBDS gene variants is not high enough, so bam files should

be checked if necessary.

[Key words] Shwachman-Diamond syndrome; SBDS gene; prenatal diagnosis
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