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Correlation between NOTCH1 mutation and dexamethasone resistance

in T-cell acute lymphoblastic leukemia and its clinical significance

Xie Beibei, Li Lili, Xia Ruixiang
( Dept of Hematology, The First Affiliated Hospital of Anhui Medical University, Hefei
Abstract Objective
ods 38 adult patients with newly diagnosed T—ell acute lymphoblastic leukemia were detected by high-throughput

230022)
To study the effect of leukemia related genes on T-eell acute lymphoblastic leukemia. Meth—

sequencing technology, and the sensitivity of the highest mutation gene was compared with that of 81 commonly
used chemotherapeutic drugs at different concentrations. Correlation with drug sensitivity, compared with actual
clinical efficacy, and study the clinical significance of the gene. Results Among the 54 leukemia-associated genes,
the NOTCH1 gene mutation rate was the highest, 18 of 38 patients had NOTCH1 mutation, and the mutation group
was more resistant to 0. 37, 1.1, 3.3 pmol/L dexamethasone than the non-mutant group( P <0. 05) , the platelet
level of the mutant group was lower than that of the non-mutation group( P <0. 05) , but the NOTCH1 mutation was
not correlated with gender, age, white blood cell count, bone marrow blast cell count, hemoglobin level and LDH

level( P >0. 05) . Conclusion

indicator of poor prognosis.

NOTCHI1 mutation may contribute to dexamethasone resistance, which may be an

Key words T-ell acute lymphoblastic leukemia; NOTCH1; dexamethasone; drug resistance; high-throughput

sequencing
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CDA( A79C) genes in the clinical treatment of patients with advanced cervical cancer. Methods 46 patients diag—
nosed with advanced cervical cancer were randomly divided into experimental group and control group, including 23
patients in the experimental group and 23 patients in the control group. In vitro study on that gene type of MDRI
( G26677T/A) , GSTP1( 1lel05Val A/G) and CDA( A79C) polymorphism locus in the peripheral blood of the ex—
perimental group patients, the patients with high sensitivity were subject to chemotherapy, and the control group
was uniformly selected with paclitaxel with cisplatin, and both group were radiotherapy. The clinical efficacy and
adverse reactions of the two groups were observed. Results The total effective rate was 95. 65% in the experimen—
tal group and 73.91% in the control group, and the difference was statistically significant( P <0.05) . There was
no significant difference in age, pathological type, clinical stage and blood toxicity between the two groups( P >
0.05) . At the same time, the genotype distribution between the drug sensitive group and the non-sensitive group in
the experimental group was statistically significant ( P < 0.05) . Conclusion = MDR1 ( G26677T/A) , GSTP1
(le105Val A/G) ,CDA( A79C) are closely related with locally advanced cervical cancer treatment, is likely to be
important indicators of chemotherapy regimens in locally advanced cervical cancer.

Key words cervical cancer; genetic testing; MDR1( G26677T/A) ; GSTP1( 1lel05Val A/G) ; CDA( A79C)
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Analysis of phenotype of Y chromosome microdeletion patients and

their pregnancy outcomes with assisted reproductive technology
Zhou Yiran"*?, Chen Beili"'*?, Zhu Jingl‘z’3 , et al
( ' Reproductive Medicine Center ,Dept of Obstetrics and Gynecology, The First Affiliated

Hospital of Anhui Medical University, Hefei 230022;>Anhui Province Key Laboratory of

Reproductive Health and Genetics, Hefei 230022; °Biopreservation and Artificial Organs,

Anhui Provincial Engineering Research Center, Anhui Medical University, Hefer 230022)
Abstract Objective To explore the phenotype of Y chromosome microdeletion in infertile men and its impact on
laboratory indicators and pregnancy outcomes during using assisted reproductive technology ( ART) . Methods
Phenotypic classification and prognostic outcomes in patients with Y chromosome microdeletions were retrospectively
analyzed. The Y chromosome microdeletions group were respectively compared with the Y chromosome non-deletion
group and the female fallopian tube diseases control group. The general data, laboratory indicators and pregnancy
outcomes of each group were analyzed. Results A total of 998 infertile male patients who underwent Y chromo—
some microdeletion( AZF region) screening were recruited in the study. A total of 131 patients with Y chromosome
microdeletions were detected, with an incidence of 13. 12% . AZFc region microdeletions and AZFc combined with
AZFd region microdeletions were more common in all types. The incidence of microdeletions in the AZFa region
was the lowest, but the clinical phenotype of AZFa microdeletion was most serious. The Y chromosome microde—
letions group showed no statistical difference in semen volume, semen pH, and pregnancy outcomes respectively
compared with the Y chromosome non-deletion group and the control group, while the Y chromosome non-deletion
group and the control group had higher sperm concentration and sperm motility, and the quality of embryos was bet—
ter than the Y chromosome microdeletion group. Conclusion Y chromosome microdeletions are closely related to
male infertility. By detecting and classifying the microdeletions in the AZF region of the Y chromosome, unnecessa—
ry surgery and medication can be avoided when deciding a treatment plan. For patients with Y chromosome mi-
crodeletions assisted by ART, when the available sperm can be obtained, Y chromosome microdeletions have no
significant effect on pregnancy outcomes after performing intracytoplasmic sperm injection-embryo transfer( 1CSI-
ET) , but embryo quality varies, and the offspring should be closely followed up.

Key words Y chromosome microdeletion; male infertility; assisted reproductive technology; pregnancy outcomes



