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Application of CNV-seq combined with STR in products of conception in
patients with embryonic arrest and development
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Abstract:Objective To explore the application of chromosomal copy number variation sequence (CNV-
seq) combined with short tandem repeat (STR) in products of conception (POC) in patients with embryonic
arrest and development. Methods A total of 367 patients with embryonic arrest and development who came to
Fuyang Cancer Hospital from February 2020 to February 2024 were selected for the study,and POC were col-
lected for CNV-seq and STR detection. The detection rate of abnormal chromosomes in patients of different
gestational weeks and ages were compared. Results Among the 367 POC, 197 cases of chromosomal abnor-
malities were detected, with detection rate of 53.68% ,including aneuploidies accounted for 67. 51% (133/
197) ,chimeras 12.18% (24/197), triploids 13.20% (26/197), pathogenic chromosomal copy number varia-
tion (PCNVs) 2.54% (5/197) and chromosomal structural abnormalities 4. 06 % (8/197) ,respectively;chro-
mosomal aneuploidy was the most common in Chrl6 trisomy and ChrX monosomy,followed by Chr22 triso-
my,Chrl8 trisomy and Chr21 trisomy. The detection rate of chromosomal abnormality of 248 patients in the
first trimester pregnancy was 62. 50% (155/248), which mostly common in triploidy (with detection rate of
14.19%) and chromosomal aneuploidy,which was the most common in Chrl6 trisomy (13.55%),Chrl8 tri-
somy (2.58%),Chr21 trisomy (5.16%),Chr22 trisomy (7. 74%),and ChrX haplogroup (11. 61%) ;the de-
tection rate of chromosomal abnormality of 119 patients in the second trimester pregnancy was 35.29% (42/
119), with chromosomal aneuploidy [ Chrl6 trisomy (9. 52%), Chrl8 trisomy (16.67%), Chr21 trisomy
(7.14%),Chr22 trisomy (2. 38%),and ChrX monosomy (11. 90%)] and triploidy (with detection rate of
9.52%) were predominant; the total detection rate of chromosomal abnormalities and the detection rate of
Chrl8 trisomy of patients between the first trimester pregnancy and the second trimester pregnancy had sta-
tistically significant differences (X* =23.94,6. 219, P <C0. 05). The detection rate of chromosomal abnormality
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of 177 patients <(30 years old was 48. 02% (85/177) , which in 136 patients 30 —<C35 years old was 57. 35%
(78/136)and 54 patients =>35 years old was 62. 96 % (34/54) ; The difference in chromosomal abnormality de-
tection rate between the patients <(30 years old and =35 years old was statistically significant (P <C0. 05),but
comparison of patients < 30 years old and =35 years old with 30 —<C35 years old,respectively, had no statisti-
Application of CNV-seq combined with STR in POC of

patients with embryonic arrest and development can deeply explore the causes of embryo arrest,evaluate the

cally significant differences (P >>0. 05). Conclusion

risk of recurrence of the next pregnancy abortion,and provide valuable information for genetic counseling and

reproductive planning.
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Correlation between KCNE single nucleotide polymorphisms and cardiovascular diseases”
YANG Yongqgi'* s\WANG Liyuan' ,CHU Tianging"'.LIU Haohua',HU Bin'®
1. Key Laboratory of Prevention and Treatment of Cardiovascular and Cerebrovascular
Diseases of Ministry of Education ,Gannan Medical University ,Ganzhou , Jiangxi
341000,China ;2. Department of Laboratory sthe Second Hospital of
Sanming s Sanming s Fujian 366000,China
Abstract; KCNE auxiliary subunits are involved in the regulation of various voltage-gated potassium chan-
nels, which are important for maintaining normal physiological functions of the body. Current studies have
shown that single nucleotide polymorphisms (SNP) in the KCNE family are closely related to the occurrence
of cardiovascular and inner ear diseases,and due to its complex genetic mechanism and its susceptibility to ge-
ographical,racial and individual differences,it is necessary to explore the correlation of KCNE SNPs and sus-
ceptibility to diseases with the genetic pattern,in order to explore the possibility that the KCNE SNPs may
serve as a potential biomarker for the diagnosis of certain diseases. KCNE SNPs may be potential biomarkers
for diagnosing some diseases. This article summarizes the research progress on the correlation of KCNE SNP
with cardiovascular diseases and inner ear diseases,aiming to provide a theoretical basis for disease prevention
and treatment.
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