
PatBase Export

Created by: SIC10@patbase.com Records: 24 (1-24 of 24)
Created on: 20 November 2022 Export type: Family Export
Search: 6 AND 3



Search History

Step Search Results
1 Detection 3,307,323
2 mutation 54,579
3 PTPN11 OR SHP2 628
4 1 AND 2 10,951
5 4 AND 3 46
6 Detection near "mutatio*" 3,708
7 6 AND 3 24

PatBase Export 20 November 2022

i



[EN] IMPROVED METHODS FOR THE EARLY DIAGNOSIS OF UTERINE
LEIOMYOMAS AND LEIOMYOSARCOMAS

[EN] The present disclosure provides a method for differentiating myometrial
tumors/uterine neoplasms such as LM, LMS and IMT. Further, the disclosure provides
a method for treating a uterine leiomyoma in a subject, comprising: (a) performing a
genotyping assay on a biological sample from the subject to determine whether the
subject has a uterine leiomyosarcoma genotype, and (b) surgically removing the
uterine leiomyoma if the subject does not have a uterine leiomyosarcoma genotype.
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[EN] MULTIPLE MYELOMA GENE MUTATION DETECTION KIT AND DETECTION
METHOD

[EN] The invention discloses a multiple myeloma gene mutation detection kit. The kit
comprises multiple imbricated oligonucleotide probes corresponding to detection genes
respectively and the probes are used for acquiring variation information of hotspot
mutation areas of the detection genes; and 48 detection genes are included. The
invention also discloses a method for detection with the adoption of immunomagnetic
bead sorted cells and in combination with a high-throughput sequencing technology. With the method, the detection rate of multiple
myeloma gene mutation can be increased, the mutation missing detection condition of genes of multiple myeloma at a low-
frequency ratio can be effectively avoided, and the method has broad clinical value in diagnosis and treatment of the multiple
myeloma and MRD (minimal residual disease) monitoring application.
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[EN] PROBE AND SEQUENCE COMBINATION FOR SIMULTANEOUS DETECTION
OF VARIOUS MUTATION TYPES

[EN] The invention discloses a probe and a sequence combination for simultaneous
detection of various mutation types and particularly provides a kit, a method, a gene
chip, a probe and a sequence combination which are high in sensitivity and specificity
and used for simultaneous detection of point mutation, short segment insertion and
deletion, copy number variation and fusion genes of 57 tumor driver genes listed in a
detection list. The invention further discloses a sequence combination and probe
associated gene chip and kit and a method for simultaneous detection of various
mutation types. By detection of body fluid including blood, hydrothorax, abdominal
dropsy and the like and tumor frozen tissues or paraffin sections, comprehensive tumor
driver gene mutation information can be acquired, sensitivity and accuracy in tumor
gene detection are improved, and accordingly clinicians can be assisted in making of individualized medication schemes to achieve
best accurate treatment effects.
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[EN] MULTIPLEX PCR PRIMER GROUP FOR HEREDITARY TUMOR EMBRYONIC SYSTEM MUTATION DETECTION AND KIT

[EN] The invention discloses a multiplex PCR primer group for hereditary tumor embryonic system mutation detection and a kit.
The multiplex PCR primer group at least comprises primer sequences shown in SEQID NO.: 1-276. Compared with the prior art,
the multiple PCR primers are free of interference, multiple PCR can be carried out by mixing the primers at a time, the required
multiple genes are amplified, the PCR operation amount is greatly reduced, and then the overall sequencing cost is greatly
reduced. In some examples of the invention, all exon regions of 152 core CPG oncogenes inherited by theembryonic system and
intron regions in which mutation often occurs can be amplified at one time, including point mutation, small fragment deletion,
insertion and other mutation types, which greatly facilitates subsequent high-throughput sequencing operation. Through further
interpretation of the high-throughput sequencing data, the tumor onset risk of the to-be-tested person can be evaluated, sothat the
to-be-tested person is prevented from related unhealthy life styles, the tumor onset risk is reduced, and personalized health
management is guided.
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[EN] METHOD FOR DETECTING VARIATION IN NUCLEOTIDE SEQUENCE ON
BASIS OF GENE PANEL AND DEVICE FOR DETECTING VARIATION IN
NUCLEOTIDE SEQUENCE USING SAME

[EN] The present invention provides a method for detection of a mutation in a
nucleotide sequence, the method comprising the steps of: obtaining a plurality of target
genes for one subject sample by using a gene panel including probes for the plurality
of target genes; collecting multiple replicates of nucleotide sequences including
nucleotide sequences being identical or non-identical with each of the plurality of target
genes by sequencing each of the plurality of target genes in multiple rounds through
next generation sequencing (NGS); matching the multiple replicates of nucleotide
sequences with reference nucleotide sequences; determining nucleotide sequences
unmatched with the reference nucleotide sequences for the plurality of target genes
among the multiple replicates of nucleotide sequences; and determining candidates of nucleotide sequence mutations for the
plurality of target genes in the subject sample, based on a probability of mutation for a discordant gene locus with the unmatched
nucleotide sequences, the probability of mutation being calculated by a computational method according to statistical analysis of
unmatched nucleotide sequences.
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[EN] PTPN11 GENE MUTATION DETECTION SPECIFICITY PRIMER AND LIQUID CHIP
THEREOF

[EN] The invention discloses a PTPN11 gene mutation detection specificity primer and a liquid chip
thereof. The liquid chip mainly comprises: an ASPE primer composed of a 5'-terminal tag
sequence and 3'-terminal specificity primer sequences focused on target gene mutation sites,
wherein the specificity primer sequences comprise SEQ ID NO.24 and SEQ ID NO.25 focused on
a G60V site, SEQ ID NO.26, SEQ ID NO.27 and SEQ ID NO.28 focused on a D61Y/V site, SEQ
ID NO.29 and SEQ ID NO.30 focused on an E69K site, SEQ ID NO.31, SEQ ID NO.32 and SEQ
ID NO.33 focused on an A72T/D site, SEQ ID NO.34 and SEQ ID NO.35 focused on a T73I site,
SEQ ID NO.36, SEQ ID NO.37, SEQ ID NO.38, SEQ ID NO.39, SEQ ID NO.40 and SEQ ID
NO.41 focused on an E76K/Q/A/G/V site, SEQ ID NO.42 and SEQ ID NO.43 focused on an
S502P site, and/or SEQ ID NO.44, SEQ ID NO.45 and SEQ ID NO.46 focused on a G503A/V site;
a microsphere coated by an anti-tag sequence; and an amplimer. The consistency between the
detection result of the detection liquid chip provided by the invention and the detection result of a
sequencing method is high to 100 percent, and the wild-type and mutant parallel detection of a
plurality of mutation sites is realized.

C12N15/11; C12Q1/68; G01N21/64
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[EN] GENETIC RISK FACTOR SCREENING METHOD AND APPLICATION
THEREOF

[EN] The invention discloses a genetic risk factor screening method, which comprises
the following steps: carrying out high-throughput gene sequencing, simultaneously
carrying out targeted capture on disease-related genes, taking genome healthy person
data of thousands of persons as a contrast, carrying out genetic association analysis
by using a DeepVariant + GLneux mutation detection combination and PLINK software,
and screening out genetic risk factors of related diseases. According to the present
invention, the bioinformatics analysis is optimized and innovated, the traditional GATK
Best Practice analysis process is not used, the DeepVariant + GLneux combination is
adopted to carry out mutation detection, and the PLINK software is adopted to carry
out the genetic association analysis; the method can be used as an efficient and accurate genetic risk factor detection and
screening method, is particularly suitable for Chinese NS-CHD children, and can be applied to efficient and accurate screening of
other genetic disease gene risk factors.
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[EN] GENE PANEL USED FOR DETECTING BREAST CANCER GENE MUTATION, DETECTION
METHOD USED FOR DETECTING BREAST CANCER GENE MUTATION AND APPLICATION OF
GENE PANEL

[EN] The invention relates to a gene panel used for detecting breast cancer gene mutation, and a
detection method and application of the gene panel. The panel disclosed by the invention comprises
54419 pieces of targeted DNA (deoxyribonucleic acid) probes. The targeted DNA comprises the exon
regions of 445 pieces of genes on the human genomes, 2573 pieces of MSI (microsatellite instability)
sites and 566 position intervals used for detecting gene fusion. The detection method in the invention can
be used for detecting SNV (single nucleotide variation), Indel (Insertion and Deletion), CNV (Copy
Number Variation), Fusion, MSI, TMB (Tumor Mutational Burden), HLA (human leucocyte antigen) parting
and the like of a tumor somatic cell multi-site DNA mutation. An optimal individual treatment medicine and
scheme can be conveniently selected according to the genome features of patients in a breast cancer
immunotherapy process.
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[EN] PROBE GROUP AND GENE CHIP FOR SIMULTANEOUSLY DETECTING
MULTIPLE GENE MUTATION TYPES AND APPLICATION OF PROBE GROUP AND
GENE CHIP

[EN] The invention belongs to the technical field of gene detection, and particularly
relates to a probe group for simultaneously detecting multiple gene mutation types.
According to the probe group, mutation detection can be carried out on up to 102
genes at one time, so that known and/or unknown mutations can be found; 14 # exon
skipping mutation of the MET gene, a BCL2L11 (BIM) 2 # intron deletion polymorphism
related region and NTRK1/2/3 hotspot fusion mutation of related rare hotspot variation
can be detected at one time; and known hotspot fusion variation and unknown fusion
variation of the six genes -ALK, ROS1, RET, NTRK1, NTRK2 and NTRK3 of specific
fusion breakpoint regions can be detected more sensitively (0.5 percent).
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48164370

[EN] DETECTING MUTATIONS IN TUMOUR BIOPSIES AND CELL-FREE SAMPLES

[EN] The invention provides a method for detecting one or more mutations or genetic
variations in a blood, serum, or plasma sample of a subject having cancer or suspected
of having cancer, the method comprising: identifying a plurality of mutations or genetic
variations in a tumor sample of the subject by whole exome sequencing; collecting a
blood, serum, or plasma sample from the subject, and isolating cell-free DNA from the
blood, serum, plasma, or tumor sample; amplifying a plurality of loci corresponding to
the mutations or genetic variations from the cell-free DNA to obtain amplicons;
sequencing the amplicons to obtain sequence reads; and detecting one or more of the
mutations or genetic variations present in the cell-free DNA from the sequence reads;
optionally wherein the cell-free DNA comprises circulating tumor DNA.
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[EN] GENE PANEL FOR PREDICTING NEW ANTIGEN LOAD AND DETECTING GENOME
MUTATION

[EN] The invention relates to the fields of biotechnology, DNA mutation detection technology and
bioinformatics, in particular to a gene panel for predicting a new antigen load and detecting genome
mutation. Specifically, the invention relates to the gene panel which combines 839 genes and integrates
511 gene fusion events. The gene panel provided by the invention can rapidly, efficiently and accurately
predict a new antigen load, and can also detect DNA mutation of multiple sites at one time, so that an
optimal individualized treatment drug and scheme can be selected according to genomic characteristics
of a patient in a cancer immunotherapy process. In addition, the gene panel provided by the invention
can also be used for measuring various types of biomarkers such as SNV, Indel, CNV, gene fusion,
MSI, TMB and HLA.

C12N15/11; C12Q1/6886

C12Q1/6886; C12Q2600/106; C12Q2600/156

Patent Number Publication Date Application Number Application Date
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[EN] GENE PANEL FOR DETECTING CANCER GENOME MUTANT

[EN] The present invention relates to a composition for detecting the mutation of cancer cell
genomic DNA and a method for detecting the mutation of cancer cell genomic DNA. The
composition, according to one aspect of the present invention, may be used for analyzing, at
once with high sensitivity and accuracy, various gene mutations from a sample comprising a
cancer cell genome, and on the basis of the results of such analysis, a patient-tailored cancer
therapeutic agent may be efficiently explored.
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[EN] METHODS AND COMPOSITIONS FOR MULTIPLEX PCR

[EN] The present invention provides methods, compositions, kits, systems and apparatus that
are useful for multiplex PCR of one or more nucleic acids present in a sample. In particular,
various target-specific primers are provided that allow for the selective amplification of one or
more target sequences. In one aspect, the invention relates to target-specific primers useful for
the selective amplification of one or more target sequences associated with cancer or inherited
disease. In some aspects, amplified target sequences obtained using the disclosed methods,
kits, systems and apparatuses can be used in various downstream processes including nucleic
acid sequencing and used to detect the presence of genetic variants.
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[EN] DETECTION REAGENT KIT FOR DETECTING MDS (MYELODYSPLASTIC SYNDROME)-RELATED GENE GROUP

[EN] The invention discloses a groups of sequencing reagent kits for screening MDS (myelodysplastic syndrome)-related gene
mutation and subsequence medical interpretation databases. The MDS-related gene group includes 16 genes of U2AF1, TP53 and
the like. The sequencing reagent kits comprise multiple PCR (polymerase chain reaction) primers for amplifying all exons of the 16
MDS-related genes. The sequencing reagent kits and the medical interpretation databases have the advantages that the reagent
kits for screening the MDS gene mutation are high in detection efficiency and detection rate and wide in mutant gene coverage;
given medical interpretation reports are accurate and authoritative, and the like.
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[EN] GENE COMBINATION AND SYSTEM FOR DETECTING TUMOR MUTATION BURDEN
AND APPLICATION

[EN] The invention discloses gene combination and system for detecting tumor mutation
burden and application. The tumor mutation burden detection gene combination disclosed by
the invention comprises 824 gene combinations, and the system comprises a tumor mutation
burden calculation module based on the 824 gene combinations and a reagent for detecting
each gene mutation in the 824 gene combinations and/or a module or software for analyzing a
high-throughput sequencing result. The calculation module is used for calculating the tumor
mutation burden (TMB), wherein TMB = s/n, s is the total number of variation sites, meeting a
screening threshold value, in an exon coding region in the 824 gene combinations, and n is the
base mega number of the coding region covered by the 824 gene combinations. The TMB
based on 824 gene combinations and TMB results of whole exon sequencing (WES) are highly
consistent, and the gene combination has a relatively ideal clinical prediction effect in the real
world and has a very good application prospect.

C12N15/12; C12Q1/6858; C12Q1/6886; G16B20/50

C12Q1/6858; C12Q1/6886; C12Q2600/106; C12Q2600/156; G16B20/50

Patent Number Publication Date Application Number Application Date
CN113249483 A 20210813 CN202110645065 20210610
CN113249483 B 20211008 CN202110645065 20210610

CN202110645065 [20210610]

GENETRON HEALTH TECH INC

GENETRON HEALTH TECH INC; GENETRON HEALTH BEIJING CO LTD

GENETRON HEALTH TECHNOLOGIES INC

CHENG XIAOLEI; ZHAO XIAOFEI; HUANG XIN; GUO JINGYU; ZHENG QIAOSONG; WANG SIZHEN

15. Family 86513281 (CN113249483 A) View in PatBase

Title

Abstract

International Class:

Cooperative Patent Class:

Family Information

Priority Numbers:

Probable Patent Assignee:

Assignees:

Non Std Assignees:

Inventors:

PatBase Export 20 November 2022

Page 16 of 26

https://www.patbase.com/mosget.asp?id=86513281&FileSave=CN113249483&pn=CN113249483&kd=A
https://www.patbase.com/familyexplorer/public/index.php?fn=86513281&pn=CN113249483&kd=A
https://www.patbase.com/familyexplorer/public/index.php?fn=86513281&pn=CN113249483&kd=B
https://www.patbase.com/getimg/offline/?fn=86513281


[EN] DETECTION KITS USED FOR DETECTING ALL RELATED GENES

[EN] The invention discloses a group of sequencing kits which are used for screening ALL related gene mutation, and a
subsequent medical science decoding database. The ALL related genes comprise 16 genes including FAT1 and KRAS. The
sequencing kits comprise multiple PCR primers which are used for amplification of all the exons of the 16 ALL related genes. The
detection kits used for screening ALL genemutation are high in detection efficiency, wide in mutation gene coverage, and high in
detection rate; and obtained medical science decoding reports are accurate and authoritative.
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[EN] NEXT GENERATION SEQUENCING-BASED DETECTION PANEL AND
DETECTION KIT FOR PAN-CANCER TARGETING, CHEMOTHERAPY AND IMMUNE
DRUGS AND APPLICATION THEREOF

[EN] The invention discloses a next generation sequencing-based detection panel and
detection kit for pan-cancer targeting, chemotherapy and immune drugs and
application thereof. The detection panel includes gene mutations related to pan-cancer
type, treatment and prognosis, tumor mutation load calculation related exon regions
and microsatellite instability sites. According the technical solution of the present invention, the detection panel includes the gene
mutations related to pan-cancer type, treatment and prognosis, the tumor mutation load calculation related exon regions and the
microsatellite instability sites, and the gene information included is comprehensive; a variety of tumor mutations can be jointly
detected; and the detection panel and detection kit can be used for the concomitantdiagnosis of targeted drugs, chemotherapeutics
or immune drugs to obtain accurate results.
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[EN] METHODS OF DETECTING AN INACTIVATING MUTATION OF PBRM1 IN
MENINGIOMA

[EN] Provided herein are methods for detecting an inactivating mutation of polybromo 1
(PBRM1) in an individual having meningioma, as well as methods of diagnosis, prognosis and treatment of meningioma related
thereto.
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[EN] METHOD FOR DETERMINING THE SUSCEPTIBILITY OF A PATIENT
SUFFERING FROM PROLIFERATIVE DISEASE TO TREATMENT USING AN AGENT
WHICH TARGETS A COMPONENT OF THE PD I/PD-LI PATHWAY

[EN] A method for determining the susceptibility of a patient suffering from proliferative
disease to treatment using an agent which targets a component of the PD1/PD-L1
pathway, said method comprising determining in a tumour sample from said patient at
least three biomarkers selected from list including those directly related to the PD-
1/PD-L1 pathway as well as other oncogenic biomarkers and the tumour mutational
burden, and relating the presence of more than one of said biomarkers as an indicator
susceptibility to said agent. Methods for making the determinations and algorithms for dealing with the results are also described
and claimed.
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[EN] JOINT LYMPHANGIOLEIOMYOMATOSIS DETECTION METHOD AND USE
THEREOF

[EN] Disclosed is a joint lymphangioleiomyomatosis (LAM) detection method and the
use thereof, which fall within the technical field of gene detection. The method
comprising the following steps: carrying out liquid phase capture targeting sequencing,
which involves: designing a Panel for TSC1 and TSC2 gene whole exon coding
regions, which are heavily related to LAM, and mutant genes, which are closely related
to solid tumors, constructing a gDNA library, carrying out hybrid capture, and
sequencing on a machine; carrying out sorting, which involves: analyzing the above-
mentioned sequencing data by means of bioinformatics processing, wherein if the
TSC1 and TSC2 genes are negative, carrying out supplementary detection by using a
chromosome chip analysis method; if a single strike site is detected, performing
supplementary detection by using multiplex ligation-dependent probe amplification; and
if sites having no clear sources of a somatic mutation and an embryonic system
mutation are detected, carrying out supplementary detection by using Sanger detection. The method improves the positive variation
detection ratio of LAM patients.
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[EN] C-KIT ONCOGENE MUTATIONS IN MELANOMA

[EN] The present invention provides methods of detecting c-KIT-dependent-melanoma
for diagnostic and prognostic purposes. The invention further provides methods of
treating such melanoma by inhibiting c-KIT.
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[EN] NEXT GENERATION SEQUENCING-BASED DETECTION PANEL FOR GLIOMA,
DETECTION KIT, DETECTION METHOD AND APPLICATION THEREOF

[EN] Disclosed are a next generation sequencing-based detection panel for glioma, a
detection kit, a detection method and an application thereof. The detection panel contains
glioma-related genes and loci, wherein the glioma-related genes and loci contain SNP
locus on chromosome 1, SNP locus on chromosome 19, MGMT, ATRX, H3F3A, ACVR1,
CTC, HIST1H3B, MLH1, PLCG1, SMO, AKT1, CTNNB1, HIST1H3C, MSH2, PMS2,
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[EN] NOONAN SYNDROME GENE

[EN] Diagnostic and therapeutic applications for Noonan Syndrome are described. The
diagnostic and therapeutic applications are based on certain mutations in the protein
tyrosine phosphatase gene PTPN11 and its expression product, PTPN11, as well as
mutations in other components in a PTPN11 signal transduction pathway promoting an
increased signaling flux. Also described are nucleotide sequences, amino acid
sequences, probes, and primers related to PTPN11 and PTPN11 variants, and cells
expressing such variants.
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[EN] METHOD FOR DETERMINING THE PRESENCE OR ABSENCE OF MINIMAL RESIDUAL
DISEASE (MRD) IN A SUBJECT WHO HAS BEEN TREATED FOR A DISEASE

[EN] The present invention is focused on a method, kit and system for determining the presence or
absence of minimal residual disease in a subject who has been treated for a proliferative disease
wherein said method, kit and system comprise: (A) amplifying and sequencing at least one
nucleotide sequence comprised in genomic DNA from a biological sample obtained from said
subject prior to treatment for said disease, to obtain a first list of characters reading from left to
right; (B) amplifying and sequencing at least one nucleotide sequence comprised in genomic DNA
from a biological sample obtained from said subject after treatment for said disease, to obtain a
second list of characters reading from left to right, wherein when a nucleotide sequence is mutated
it is a genetic marker for said proliferative disease; (C) determining, for each second list of
characters obtained in step (B), the degree of similarity, DS, with each first list of characters
obtained in step (A); (D) selecting, for each second list of characters obtained in step (B), the DS of
highest value, DSHV; (E) adding up the number of second lists of characters which have a DSHV
that is greater than a threshold value, T, to obtain Lc, (F) adding up the total number of second lists
of characters, Lt; (G) calculating the level of minimal residual disease, MRD, according to any of the following formulae: MRD = (Lc
x k) / (Lt x D) or MRD = Lc / Lt or MRD = g x Lc x (D / k) / Lt 2; (H) determining (i) the minimum variant read frequency, minVRF, of
said genetic marker, (ii) the limit ofdetection, D-limit, of said genetic marker (iii) the average mutation noise, avMut and (iv) the
average position noise, avPos; (I) determining the experimental sensitivity, ES, from the greater of the minVRF, D-limit, avMut and
avPos or from the greater of minVRF and D-limit; (J) determining the presence or absence of minimal residual disease in said
subject by comparing the value of the level of minimal residual disease with the value of ES, the values of minVRF, D-limit, avMut
and avPos, or the values of minVRF and D-limit; wherein when said level of minimal residual disease is equal to or greater than
said ES, minVRF, D-limit, avMut or avPos values, minimal residual disease is present in said subject.
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