NTHRYS OPC PVT LTD | Genetics Project Topics

Genetics Project Topics

This PDF is generated dynamically from the current NTHRYS ASCEND database for

Genetics.

Source page: https://www.nthrys.com/genetics-project-topics.html

202

Active Categories

Genetics Project Categories

Mendelian Inheritance and Pedigree Analysis
https://projects.nthrys.com/genetics/mendelian-inheritance-and-pedigree-analysis

Molecular Genetic Testing and Diagnosis
https://projects.nthrys.com/genetics/molecular-genetic-testing-and-diagnosis

Linkage Analysis and Gene Mapping
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping

CRISPR-Cas Genome Editing Applications

https://projects.nthrys.com/geneti P genol diting: ions

Genetic Epidemiology and Disease Risk
https://projects.nthrys.com/ger -epidemiology-and-disease-risk

Epigenetic Inheritance and Imprinting
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting

Genetic Counseling and Risk Assessment
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment

Cancer Genetics and Hereditary Cancer Syndromes
https://proj nthrys.com/ger -genetics-and-hereditary-cancer-syndromes

Neurogenetics and Brain Disorders
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders

Genetic Diagnosis in Rare Diseases
https://projects.nthrys.com/ger -diagnosis-in-rare-

Prenatal Genetics and Fetal Diagnosis
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis

Immunogenetics and HLA Typing
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing

Genetic Regulation of Complex Traits
https:/pi nthrys.com/ger -regulation-of-complex-traits

Genetic Basis of Metabolic Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders

Genetic Testing Quality and Laboratory Standards
https://projects.nthrys.com/ger testing-quality-and-laboratory-standards

Pharmacogenetics Clinical Implementation
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation

Repeat Expansion Disorders Genetics
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics

www.nthrys.com

2020

Focused Areas Projects

Projects

Chromosomal Genetics and Cytogenetics
https://projects.nthrys.com/genetics/chromosomal-genetics-and-cytogenetics

Population Genetics and Hardy-Weinberg Equilibrium
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium

Quantitative Trait Locus Mapping
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping

Genome-Wide Association Studies
https://projects.nthrys.com/genetics/genome-wide-association-studies

Human Genetic Variation and Polymorphism
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism

Mitochondrial Genetics and Disease
https://projects.nthrys.com/genetics/mitochondrial-geneti d-disease

Pharmacogenomics and Drug Response Genetics
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics

Developmental Genetics and Morphogenesis
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis

Evolutionary Genetics and Natural Selection
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection

Structural Variant Genetics
https://projects.nthrys.com/genetics/structural-variant-genetics

Reproductive Genetics and Infertility
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility

Gene Therapy Genetics
https://projects.nthrys.com/genetics/g therapy-geneti

Bioinformatics in Genetics
https://projects.nthrys.com/ger rformatic: genetics

Somatic Genetics and Mosaicism
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism

Genetic Modifiers and Disease Severity
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity

Trio Sequencing and De Novo Variant Analysis
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis

Agricultural and Plant Genetics
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics

| Page 1 of 72


https://www.nthrys.com/genetics-project-topics.html
https://projects.nthrys.com/genetics/mendelian-inheritance-and-pedigree-analysis
https://projects.nthrys.com/genetics/chromosomal-genetics-and-cytogenetics
https://projects.nthrys.com/genetics/molecular-genetic-testing-and-diagnosis
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications
https://projects.nthrys.com/genetics/genome-wide-association-studies
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases
https://projects.nthrys.com/genetics/structural-variant-genetics
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing
https://projects.nthrys.com/genetics/gene-therapy-genetics
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits
https://projects.nthrys.com/genetics/bioinformatics-in-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics

Animal Genetics and Breeding
https://projects.nthrys.com/genetics/animal-genetics-and-breeding

Genetic Ancestry and Population History
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history

Genetic Counseling Tools and Resources
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources

Genetic Basis of Cardiovascular Disease
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease

Clinical Genome Sequencing Interpretation
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation

Genetic Counseling Ethics and Policy
https:/projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy

Forensic Genetics
https://projects.nthrys.com/genetics/forensic-genetics

Genetics Education and Training
https://projects.nthrys.com/genetics/genetics-education-and-training

Genetic Basis of Endocrine Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders

Genetic Mosaicism Detection Methods
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods

Genetics of Neurological Movement Disorders
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders

Copy Number Variant Interpretation
https://projects.nthrys.com/genetics/copy-number-variant-interpretation

Genetic Risk Prediction Models
https:/projects.nthrys.com/genetics/genetic-risk-prediction-models

Statistical Genetics Methods
https://projects.nthrys.com/genetics/statistical-genetics-methods

Long Read Sequencing in Genetics
https://projects.nthrys.com/genetics/long-read-sequencing-in-genetics

Functional Genomics for Variant Interpretation
https://projects.nthrys.com/genetics/functional-genomics-for-variant-interpretation

Genetics of Vision Disorders
https://projects.nthrys.com/genetics/genetics-of-vision-disorders

Genetic Basis of Bleeding and Clotting Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-and-clotting-disorders

Genetics of Hearing Loss
https://projects.nthrys.com/genetics/genetics-of-hearing-loss

Mosaic Chromosomal Alterations
https://projects.nthrys.com/genetics/mosaic-chromosomal-alterations

Microbiome Genetics and Host Interactions
https:/projects.nthrys.com/genetics/microbiome-genetics-and-host-interactions

Genetic Basis of Craniofacial Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-craniofacial-disorders

Epigenome Editing Biotechnology
https://projects.nthrys.com/genetics/epigenome-editing-biotechnology

Genetic Architecture of Psychiatric Disorders
https://projects.nthrys.com/genetics/genetic-architecture-of-psychiatric-disorders

Genetic Basis of Obesity and Eating Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-obesity-and-eating-disorders

Genetics of Connective Tissue and Joint Disorders
https:/projects.nthrys.com/genetics/genetics-of-connective-tissue-and-joint-disorders

Genetic Basis of Pancreatic Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-pancreatic-disorders

Genetic Basis of Peroxisomal Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-peroxisomal-disorders

Microbial Genetics and Evolution
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution

Genetic Basis of Infectious Disease Susceptibility
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility

Newborn Genetic Screening Programs
https://projects.nthrys.com/ger born-geneti ling-programs

Epigenomics and Chromatin Genetics
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics

Genetic Basis of Hematological Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders

Splicing Genetics and RNA Diagnostics
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics

Epigenetic Clocks and Biological Aging
https://proj nthrys. pigenetic-clocks-and-| -aging

Population Screening Program Genetics
https://projects.nthrys.com/genetics/population-screening-program-genetics

Genetic Basis of Skeletal Dysplasias
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias

Genetic Basis of Connective Tissue Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders

Genetics of Inflammatory and Autoimmune Disorders

https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders

Genetic Basis of Dermatological Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders

Genetics of Renal Disorders
https://projects.nthrys.com/genetics/genetics-of-renal-disorders

Genetics of Respiratory Disorders
https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders

Genetic Basis of Intellectual Disability
https://projects.nthrys.com/genetics/genetic-basis-of-intellectual-disability

Exome Sequencing Analysis and Interpretation
https://projects.nthrys.com/genetics/exome-sequencing-analysis-and-interpretation

Genetics of Neuromuscular Disorders
https://projects.nthrys.com/genetics/genetics-of-neuromuscular-disorders

Genetic Epidemiology Study Designs
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs

Epigenome-Wide Association Studies
https://projects.nthrys.com/genetics/epigenome-wide-association-studies

Genetic Basis of Eye Development Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-eye-development-disorders

Pharmacogenomics of Psychiatric Medications
https://projects.nthrys.com/genetics/pharmacogenomics-of-psychiatric-medications

Genetic Databases and Variant Curation
https://projects.nthrys.com/genetics/genetic-databases-and-variant-curation

Genetic Basis of Liver Disease
https://projects.nthrys.com/genetics/genetic-basis-of-liver-disease

Whole Genome Sequencing Clinical Applications
https://projects.nthrys.com/ger ole-genol quencing-clinical ions

Molecular Cytogenetics Applications
https://proj .nthrys. 1etics/molecular-cytogenetics-applications

Precision Oncology Genetics
https://projects.nthrys.com/genetics/precision-oncology-genetics

Genetic Basis of Immune Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-immune-disorders

Genome Sequencing Data Privacy and Ethics
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics


https://projects.nthrys.com/genetics/animal-genetics-and-breeding
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics
https://projects.nthrys.com/genetics/forensic-genetics
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging
https://projects.nthrys.com/genetics/genetics-education-and-training
https://projects.nthrys.com/genetics/population-screening-program-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders
https://projects.nthrys.com/genetics/copy-number-variant-interpretation
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders
https://projects.nthrys.com/genetics/genetic-risk-prediction-models
https://projects.nthrys.com/genetics/genetics-of-renal-disorders
https://projects.nthrys.com/genetics/statistical-genetics-methods
https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders
https://projects.nthrys.com/genetics/long-read-sequencing-in-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-intellectual-disability
https://projects.nthrys.com/genetics/functional-genomics-for-variant-interpretation
https://projects.nthrys.com/genetics/exome-sequencing-analysis-and-interpretation
https://projects.nthrys.com/genetics/genetics-of-vision-disorders
https://projects.nthrys.com/genetics/genetics-of-neuromuscular-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-and-clotting-disorders
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs
https://projects.nthrys.com/genetics/genetics-of-hearing-loss
https://projects.nthrys.com/genetics/epigenome-wide-association-studies
https://projects.nthrys.com/genetics/mosaic-chromosomal-alterations
https://projects.nthrys.com/genetics/genetic-basis-of-eye-development-disorders
https://projects.nthrys.com/genetics/microbiome-genetics-and-host-interactions
https://projects.nthrys.com/genetics/pharmacogenomics-of-psychiatric-medications
https://projects.nthrys.com/genetics/genetic-basis-of-craniofacial-disorders
https://projects.nthrys.com/genetics/genetic-databases-and-variant-curation
https://projects.nthrys.com/genetics/epigenome-editing-biotechnology
https://projects.nthrys.com/genetics/genetic-basis-of-liver-disease
https://projects.nthrys.com/genetics/genetic-architecture-of-psychiatric-disorders
https://projects.nthrys.com/genetics/whole-genome-sequencing-clinical-applications
https://projects.nthrys.com/genetics/genetic-basis-of-obesity-and-eating-disorders
https://projects.nthrys.com/genetics/molecular-cytogenetics-applications
https://projects.nthrys.com/genetics/genetics-of-connective-tissue-and-joint-disorders
https://projects.nthrys.com/genetics/precision-oncology-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-pancreatic-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-immune-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-peroxisomal-disorders
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics

NTHRYS OPC PVT LTD | Genetics Project Topics

Genetic Testing in Vulnerable Populations
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations

Inherited Metabolic Disease Biochemical Genetics
https://projects.nthrys.com/genetics/inheril ic-disease-bit

-genetics

Structural Genomics Variation in Health
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health

Genetic Basis of Lipid Disorders
https://projects.nthrys.com/ger

-basis-of-lipid-disorders

Genetic Basis of Musculoskeletal Disorders

https://projects.nthrys.com/ger ic-basis-of-musculc -disorders

Genetic Basis of Pain Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-pain-disorders

Genetic Basis of Congenital Heart Defects
https://proj nthrys.com/geneti ic-basis-of-congenital-heart-defects

Genetic Basis of Growth Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-growth-disorders

Genetic Basis of Thyroid Cancer
https://proj .nthrys.com/ger

-basis-of-thyroid-cancer

Genetic Factors in Drug-Induced Liver Injury
https://projects.nthrys.com/genetics/genetic-factors-in-drug-induced-liver-injury

Genetic Diagnostics in Neonatology
https://projects.nthrys.com/geneti ic-diagnostics-in-r )

Genetic Testing Platform Technologies
https://proj nthrys.com/geneti ic-testing-platform-technologies

Genetic Modifiers in Inherited Diseases

https://projects.nthrys.com/ger inherited-di:

Gene Expression and Genetics Integration
https://proj .nthrys.com/ger pi on-and-geneti

Computational Tools for Genetic Analysis
https://projects.nthrys.com/geneti ional-tools-for-geneti

nalysis

Next Generation Genetic Counseling Models
https://projects.nthrys.com/genetics/next-generation-genetic-counseling-models

Genetic Basis of Cardiomyopathies
https://projects.nthrys.com/genetics/genetic-basis-of-cardiomyopathies

Genetic Basis of Cleft Disorders

https://projects.nthrys.com/ger ic-basis-of-cleft-disorders

Genetics of Colorectal Cancer
https://projects.nthrys.com/genetics/genetics-of-colorectal-cancer

Genetics of Drug Metabolism and Transport

https://p! nthrys.com/ger of-drug-t -and-transport

Genetic Counseling for Common Diseases
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases

Genetics of Inmune-Mediated Skin Diseases
https://projects.nthrys.com/ger -of-immun Kin-

Genetic Basis of Spinal Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders

Genetic Basis of Ciliopathies
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies

Genetic Dissection of Quantitative Traits
https://proj nthrys.com/geneti i i

-of-quantitative-trait:

Genetic Basis of Connective Tissue Tumors
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors

Genetic Basis of RASopathies
https://projects.nthrys.com/ger

-basis-of-rasopathies

Genetic Basis of Vascular Malformations
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations

www.nthrys.com

Genetic Basis of Thyroid Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders

Transcriptomics for Genetic Diagnosis
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis

Genetics of Cornelia de Lange Syndrome
https://projects.nthrys.com/ger ics-of-cornelia-dt

lange-syndrome

Population Genomics and Ancient DNA
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna

Genetic Biomarkers in Clinical Trials
https://projects.nthrys.com/genetics/genetic-biomarkers-in-clinical-trials

Genetics of Urological Disorders
https://projects.nthrys.com/geneti i

of-urologit

Functional Annotation of Non-Coding Genome
https://projects.nthrys.com/genetics/functional-annotation-of-non-coding-genome

Multi-Omics Integration in Genetics
https://projects.nthrys.com/genetics/multi-omics-integration-in-genetics

Genetic Variant Databases and Knowledge Bases
https://projects.nthrys.com/ger -variant-i -and-knowledge-bases

Transcription Factor Genetics in Disease
https://projects.nthrys.com/genetics/transcription-factor-genetics-in-disease

Genetics of Obesity-Related Complications
https://projects.nthrys.com/genetic: i f-obesity

lated-complications

Genetic Basis of Childhood Cancer Predisposition
https://projects.nthrys.com/genetics/genetic-basis-of-childhood-cancer-predisposition

Genetic Basis of Lymphoma and Leukemia
https://projects.nthrys.com/geneti ic-bs of-lymphoma-and-

Genetic Counseling in Oncology
https://projects.nthrys.com/genetics/genetic-counseling-in-oncology

Genetic Basis of Inflammatory Bowel Disease
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-bowel-disease

Genetic Basis of Rare Kidney Diseases
https://projects.nthrys.com/genetic: ic-bs f- kidney

Mitochondrial Disease Genetics Advanced Topics
https://proj .nthrys.com/ger di genetics-advanced-topics

Genetic Sequencing in Resource-Limited Settings
https://projects.nthrys.com/genetics/genetic-sequencing-in-resource-limited-settings

Genetic Basis of Ectodermal Dysplasias
https://projects.nthrys.com/geneti ic-bs of-ectodermal-dyspl.

Genetic Basis of Dystroglycanopathies
https://projects.nthrys.com/genetics/genetic-basis-of-dystroglycanopathies

Genetic Basis of Neurocristopathies
https://projects.nthrys.com/genetic: ic-bs

of-neurocristopathie:

Genetic Basis of Lipodystrophies
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies

Genetics of Autism Spectrum Disorder
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder

Genetic Risk Stratification in Dermatology
https://projects.nthrys.com/geneti ic-risk ificati

-in-dermatology

Genomic Medicine Implementation Research
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research

Genetic Basis of Hearing and Vestibular Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders

Genetic Basis of Polycythemia and Erythrocytosis
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis

Genetic Basis of Porphyrias
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias

| Page 3o0f 72


https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders
https://projects.nthrys.com/genetics/genetic-biomarkers-in-clinical-trials
https://projects.nthrys.com/genetics/genetic-basis-of-pain-disorders
https://projects.nthrys.com/genetics/genetics-of-urological-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-heart-defects
https://projects.nthrys.com/genetics/functional-annotation-of-non-coding-genome
https://projects.nthrys.com/genetics/genetic-basis-of-growth-disorders
https://projects.nthrys.com/genetics/multi-omics-integration-in-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-cancer
https://projects.nthrys.com/genetics/genetic-variant-databases-and-knowledge-bases
https://projects.nthrys.com/genetics/genetic-factors-in-drug-induced-liver-injury
https://projects.nthrys.com/genetics/transcription-factor-genetics-in-disease
https://projects.nthrys.com/genetics/genetic-diagnostics-in-neonatology
https://projects.nthrys.com/genetics/genetics-of-obesity-related-complications
https://projects.nthrys.com/genetics/genetic-testing-platform-technologies
https://projects.nthrys.com/genetics/genetic-basis-of-childhood-cancer-predisposition
https://projects.nthrys.com/genetics/genetic-modifiers-in-inherited-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-lymphoma-and-leukemia
https://projects.nthrys.com/genetics/gene-expression-and-genetics-integration
https://projects.nthrys.com/genetics/genetic-counseling-in-oncology
https://projects.nthrys.com/genetics/computational-tools-for-genetic-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-bowel-disease
https://projects.nthrys.com/genetics/next-generation-genetic-counseling-models
https://projects.nthrys.com/genetics/genetic-basis-of-rare-kidney-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-cardiomyopathies
https://projects.nthrys.com/genetics/mitochondrial-disease-genetics-advanced-topics
https://projects.nthrys.com/genetics/genetic-basis-of-cleft-disorders
https://projects.nthrys.com/genetics/genetic-sequencing-in-resource-limited-settings
https://projects.nthrys.com/genetics/genetics-of-colorectal-cancer
https://projects.nthrys.com/genetics/genetic-basis-of-ectodermal-dysplasias
https://projects.nthrys.com/genetics/genetics-of-drug-metabolism-and-transport
https://projects.nthrys.com/genetics/genetic-basis-of-dystroglycanopathies
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias

Genetic Basis of Bleeding Diathesis
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis

Genetic Basis of Congenital Adrenal Hyperplasia
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia

Genetic Testing Workforce Development
https:/projects.nthrys.com/genetics/genetic-testing-workforce-development

Genetic Basis of Lysosomal Membrane Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders

Genetic Testing in Psychiatry
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry

Genetic Architecture of Common Inflammatory Diseases
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases

Genetic Basis of Kidney Tubular Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders

Genetic Basis of Complement Disorders
https:/projects.nthrys.com/genetics/genetic-basis-of-complement-disorders

Genetic Basis of Carbohydrate Metabolism Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders

Genetic Basis of Basal Ganglia Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders

Genetic Basis of Amino Acid Transport Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders

Genetic Basis of Pulmonary Arterial Hypertension
https://projects.nthrys.com/genetics/genetic-basis-of-pulmonary-arterial-hypertension

Population Stratification and Admixture Analysis
https://projects.nthrys.com/genetics/populatior ification-and-admixt

Genetic Basis of Cornelia de Lange Spectrum
https://projects.nthrys.com/genetics/genetic-basis-of-cornelia-de-lange-spectrum

Genetic Pharmacovigilance and Toxicogenomics
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-and-toxicogenomics

Genetic Basis of Stickler Syndrome Spectrum
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum

Genetic Basis of Inborn Errors of Immunity
https://projects.nthrys.com/genetics/genetic-basis-of-inborn-errors-of-immunity

Genetic Basis of Autosomal Dominant Polycystic Kidney Disease
https://projects.nthrys.com/genetics/genetic-basis-of-autosomal-dominant-polycystic-kidney-disease

Genetic Basis of Intellectual Disability Advanced Topics
https://projects.nthrys.com/genetics/genetic-basis-of-intellectual-disability-advanced-topics

Genetic Basis of Skeletal Muscle Channelopathies
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-muscle-channelopathies

Pharmacogenomics Data Integration and Reporting
https://projects.nthrys.com/genetics/pt ogenomics-dat: i

1-and-reporting

Genetic Basis of Inflammatory Neuropathies
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-neuropathies

Genetic Basis of Bone Marrow Failure Syndromes
https://projects.nthrys.com/genetics/genetic-basis-of-bone-marrow-failure-syndromes

Genetic Basis of Rare Hematological Conditions
https://projects.nthrys.com/genetics/genetic-basis-of-rare-hematological-conditions

Genetic Basis of Cerebrovascular Disease
https://projects.nthrys.com/genetics/genetic-basis-of-cerebrovascular-disease

Genetic Basis of Rare Metabolic Bone Disease

https:/projects.nthrys.com/genetics/genetic-b: f- olic-bone-di:

Genetic Basis of Chromosome Instability Syndromes
https://projects.nthrys.com/genetics/genetic-basis-of-chromosome-instability-syndromes

Future Directions in Human Genetics
https://projects.nthrys.com/genetics/future-directions-in-human-genetics

Genetic Basis of Congenital Disorders of Glycosylation
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation

Genetic Basis of Refractory Epilepsies
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies

Genetic Basis of Inflammatory Myopathies
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies

Genetic Basis of Dystrophic Epidermolysis Bullosa
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa

Genetics of Mitochondrial Myopathies
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies

Genetic Basis of Glycogen Storage Diseases
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases

Genetic Testing for Familial Stroke
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke

Genetic Basis of Corneal Dystrophies
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies

Next Generation Sequencing Quality Metrics
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics

Genetic Pharmacovigilance Programs
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs

Genetic Basis of Ocular Motor Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders

Genetic Basis of Hyperinsulinism
https://projects.nthrys.com/genetics/genetic-basis-of-hyperinsulinism

Genetic Basis of Primary Inmunodeficiency Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-primary-immunodeficiency-disorders

Genetic Basis of Noonan Spectrum Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-noonan-spectrum-disorders

Genetic Basis of Corneal and Anterior Segment Disorders

https://projects.nthrys.com/genetics/genetic-basis-of-corneal-and-anterior-segment-disorders

Genetic Basis of Brachydactyly and Hand Malformations

https://projects.nthrys.com/genetics/genetic-basis-of-brachydactyly-and-hand-malformations

Longitudinal Genetic Studies in Disease
https://projects.nthrys.com/genetics/longitu genetic-studies-in-d

Genetic Basis of Hereditary Spastic Paraplegia
https://projects.nthrys.com/genetics/genetic-basis-of-hereditary-spastic-paraplegia

Genetic Basis of Autoinflammatory Skin Diseases
https://projects.nthrys.com/genetics/genetic-basis-of-autoinflammatory-skin-diseases

Genetic Basis of Congenital Disorders of Cobalamin Metabolism

https://projects.nthrys.com/genetics/genetic-basis-of-congenital-di: -0f- -

Genetic Basis of Neurodevelopmental Syndromes
https://projects.nthrys.com/genetics/genetic-basis-of-neurodevelopmental-syndromes

Genetics Research in Global Health
https://projects.nthrys.com/genetics/genetics-research-in-global-health

Genetic Basis of Complex Eye Diseases
https://projects.nthrys.com/genetics/genetic-basis-of-complex-eye-diseases

Translational Genetics and Therapeutic Development
https://projects.nthrys.com/genetics/translational-genetics-and-therapeutic-development

Genetic Basis of Reproductive Disorders
https://projects.nthrys.com/genetics/genetic-basis-of-reproductive-disorders

Genetic Basis of Rare Liver Diseases
https://projects.nthrys.com/genetics/genetic-basis-of-rare-liver-diseases

Genetic Basis of Cystic Fibrosis Advanced Topics
https://projects.nthrys.com/genetics/genetic-basis-of-cystic-fibrosis-advanced-topics

Genetic Basis of Rare Endocrine Tumors
https://projects.nthrys.com/genetics/genetic-basis-of-rare-endocrine-tumors


https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies
https://projects.nthrys.com/genetics/genetic-testing-workforce-development
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-pulmonary-arterial-hypertension
https://projects.nthrys.com/genetics/genetic-basis-of-hyperinsulinism
https://projects.nthrys.com/genetics/population-stratification-and-admixture-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-primary-immunodeficiency-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-cornelia-de-lange-spectrum
https://projects.nthrys.com/genetics/genetic-basis-of-noonan-spectrum-disorders
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-and-toxicogenomics
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-and-anterior-segment-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum
https://projects.nthrys.com/genetics/genetic-basis-of-brachydactyly-and-hand-malformations
https://projects.nthrys.com/genetics/genetic-basis-of-inborn-errors-of-immunity
https://projects.nthrys.com/genetics/longitudinal-genetic-studies-in-disease
https://projects.nthrys.com/genetics/genetic-basis-of-autosomal-dominant-polycystic-kidney-disease
https://projects.nthrys.com/genetics/genetic-basis-of-hereditary-spastic-paraplegia
https://projects.nthrys.com/genetics/genetic-basis-of-intellectual-disability-advanced-topics
https://projects.nthrys.com/genetics/genetic-basis-of-autoinflammatory-skin-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-muscle-channelopathies
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-cobalamin-metabolism
https://projects.nthrys.com/genetics/pharmacogenomics-data-integration-and-reporting
https://projects.nthrys.com/genetics/genetic-basis-of-neurodevelopmental-syndromes
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-neuropathies
https://projects.nthrys.com/genetics/genetics-research-in-global-health
https://projects.nthrys.com/genetics/genetic-basis-of-bone-marrow-failure-syndromes
https://projects.nthrys.com/genetics/genetic-basis-of-complex-eye-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-rare-hematological-conditions
https://projects.nthrys.com/genetics/translational-genetics-and-therapeutic-development
https://projects.nthrys.com/genetics/genetic-basis-of-cerebrovascular-disease
https://projects.nthrys.com/genetics/genetic-basis-of-reproductive-disorders
https://projects.nthrys.com/genetics/genetic-basis-of-rare-metabolic-bone-disease
https://projects.nthrys.com/genetics/genetic-basis-of-rare-liver-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-chromosome-instability-syndromes
https://projects.nthrys.com/genetics/genetic-basis-of-cystic-fibrosis-advanced-topics
https://projects.nthrys.com/genetics/future-directions-in-human-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-rare-endocrine-tumors

NTHRYS OPC PVT LTD | Genetics Project Topics

Genetics Project Topics and Focused Areas

Mendelian Inheritance and Pedigree Analysis
« Autosomal Dominant Disorder Pedigree Construction
* Autosomal Recessive Carrier Detection Analysis
 X-Linked Inheritance Pattern Identification
 Incomplete Penetrance and Variable Expressivity Studies
» Mitochondrial Inheritance Tracking Platform for Maternal Lineage
* Multifactorial Trait Risk Prediction Engine for Genomic Data
» Consanguinity Detection and Risk Assessment Software Suite
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Chromosomal Genetics and Cytogenetics
« Karyotype Analysis and Chromosome Abnormality Detection
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« Chromosomal Rearrangement Breakpoint Mapping
« Spectral Karyotyping SKY Imaging Platform for Clinical Labs
* Quantitative Fluorescence In Situ Hybridization QFish Quantitation Software
« Digital Metaphase Chromosome Image Analysis and Reporting Engine
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« Pharmacogenomic Testing Integration Tools for Personalized Medicine
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« Prenatal Cell-Free DNA Testing Report Generation and Risk Stratification
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* QTL Validation and Commercial Marker Development Pipeline


https://projects.nthrys.com/genetics/molecular-genetic-testing-and-diagnosis/variant-database-evidence-curation-subscription
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/allele-frequency-estimation-in-populations
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/departure-from-hardy-weinberg-equilibrium-analysis
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/carrier-frequency-estimation-for-disease-genes
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/population-structure-and-stratification-analysis
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/genomic-risk-stratification-engine-insurance
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/ancestry-database-query-population-validation
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/clinical-genetics-diagnostic-platform-variant-lookup
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/pharma-target-discovery-population-genetics
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/pathogenic-variant-prevalence-monitoring-dashboard
https://projects.nthrys.com/genetics/population-genetics-and-hardy-weinberg-equilibrium/precision-medicine-cohort-matching-engine
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/lod-score-calculation-for-family-based-linkage
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/nonparametric-linkage-analysis-for-complex-traits
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/genetic-map-construction-from-recombination-data
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/multipoint-linkage-analysis-with-dense-markers
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/haplotype-block-detection-tagging-snp-selection
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/phase-known-family-pedigree-data-integration-rapid-linkage
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/population-recombination-rate-inference-engine-dynamic-maps
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/ancestral-haplotype-tracking-cross-population-linkage-studies
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/real-time-marker-efficiency-optimization-panel-design-services
https://projects.nthrys.com/genetics/linkage-analysis-and-gene-mapping/segregation-pattern-mining-pharmacogenetic-trait-prediction
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/interval-mapping-for-qtl-detection-in-crosses
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/multiple-qtl-modeling-and-interaction-analysis
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/expression-qtl-mapping-for-gene-regulation
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/fine-mapping-of-qtl-regions-for-candidate-genes
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/high-throughput-qtl-mapping-saas-breeding
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/composite-interval-mapping-bayesian-analytics
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/population-specific-qtl-database-prediction-api
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/gwas-integration-visualization-tool
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/adaptive-qtl-mapping-ngs-data
https://projects.nthrys.com/genetics/quantitative-trait-locus-mapping/qtl-validation-marker-development-pipeline

NTHRYS OPC PVT LTD | Genetics Project Topics

CRISPR-Cas Genome Editing Applications
* CRISPR Guide RNA Design and Efficiency Testing
* CRISPR Base Editing for Precise Gene Correction
* CRISPR-Cas12a for Multiplexed Gene Disruption
« CRISPR Activation and Interference for Gene Regulation
* CRISPR Off-Target Detection and Mitigation Software Platform
* High-Throughput CRISPR Screening Service for Drug Target Discovery
* CRISPR Prime Editing Optimization and Manufacturing Services
* CRISPR Delivery Optimization Platform for In Vivo Therapeutics
» Multiplexed CRISPR Variant Effect Mapping and Prediction Engine
* CRISPR IP and Regulatory Compliance Management Suite

Genome-Wide Association Studies
*« GWAS Study Design and Sample Size Calculation
*« GWAS Data Quality Control and Analysis Pipeline
*« GWAS Signal Fine Mapping and Credible Sets
 Cross-Trait GWAS and Genetic Correlation Analysis
« Polygenic Risk Score Development and Clinical Implementation Platform
*« GWAS Variant Interpretation and Functional Annotation Tools
« Population-Specific and Ancestry-Adjusted GWAS Reference Database
* Real-Time GWAS Results Interpretation and Clinical Report Generation
* GWAS Meta-Analysis and Multi-Study Integration Platform
* Rare Variant and Missing Heritability Discovery Tools for GWAS

Genetic Epidemiology and Disease Risk
« Heritability Estimation for Complex Diseases
* Polygenic Risk Score Development and Validation
* Gene-Environment Interaction Analysis
» Rare Variant Association Testing in Families
« Clinical Risk Stratification Platforms for Personalized Medicine
» Genome-Wide Association Study Analysis as a Service
« Predictive Disease Risk APIs for Digital Health Applications
« Familial Clustering Detection Software for Genetic Counseling Integration
» Biomarker Discovery Platforms Leveraging Disease Epidemiology Data

» Ancestry-Adjusted Genetic Association Testing for Population-Specific Medicine
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Human Genetic Variation and Polymorphism
* SNP Discovery and Characterization in Populations
* Copy Number Variation Discovery and Genotyping
« Short Tandem Repeat Polymorphism Analysis
* Functional Annotation of Human Genetic Variants
* Pharmacogenomic Variant Interpretation SaaS Platform
« Structural Variant Detection and Clinical Reporting Tools
» Population-Specific Allele Frequency Database and API Service
« Epigenetic Variation Profiling and Biomarker Discovery Platform
« Mitochondrial Heteroplasmy Detection and Risk Stratification Engine

« Rare Variant Association Mapping and Patient Matching Network

Epigenetic Inheritance and Imprinting
« Genomic Imprinting Pattern Analysis
« Imprinting Control Region Methylation Studies
« Transgenerational Epigenetic Inheritance Studies
« Imprinting Disorders Molecular Diagnosis
« Epigenetic Biomarker Discovery Platform for Drug Development
« Clinical Epigenetic Risk Stratification Software Suite
* Maternal-Fetal Epigenetic Monitoring Service Platform
« Epigenetic Aging Clock and Longevity Analytics Engine
¢ Imprinting Defect Detection and Therapeutic Target Identification

* Environmental Epigenetic Impact Assessment and Remediation Tool

Mitochondrial Genetics and Disease
« Mitochondrial DNA Mutation Detection and Heteroplasmy
» Mitochondrial Haplogroup Determination
« Mitochondrial Disease Genotype-Phenotype Correlation
 Nuclear-Mitochondrial Interaction Genetics
» Mitochondrial Disease Diagnostic Panel SaaS Platform
» Maternal Lineage Ancestry and Population Stratification Tools
» Mitochondrial Therapy Response Prediction and Monitoring System
« Heteroplasmy Load Quantification and Progression Tracking Software
« Mitochondrial Gene Therapy Candidate Eligibility Assessment Platform

« Multi-Tissue Mitochondrial DNA Distribution Mapping Service
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Genetic Counseling and Risk Assessment
» Bayesian Risk Calculation for Genetic Disorders
* Hereditary Cancer Risk Gene Panel Interpretation
* Prenatal Genetic Testing Option Counseling
¢ Psychological Impact of Genetic Testing
« Carrier Status Screening SaaS Platform for Population Health
» Multi-Gene Pathogenic Variant Classification Engine Software
» Pharmacogenomic Risk Assessment and Drug Interaction Tool
» Genetic Risk Stratification Dashboard for Precision Medicine
» Automated Clinical Report Generation and EHR Integration Tool

« Patient Education and Consent Management Digital Platform

Pharmacogenomics and Drug Response Genetics
* CYP450 Enzyme Polymorphism Genotyping
 Drug Transporter Gene Variant Characterization
 Adverse Drug Reaction Genetic Marker Discovery
« Warfarin Dosing Algorithm Development
« Pharmacogenomic Testing Platform for Personalized Medication Selection
« HLA Allele Typing Service for Drug Hypersensitivity Prediction
» Genetic Biomarker Stratification Tool for Oncology Drug Response
* Polygenic Risk Score Calculator for Medication Metabolism Optimization
» Genetic Variant Database Platform for Drug Development Clinical Trials

» Medication Interaction Prediction Engine Using Genetic Profile Analysis

Cancer Genetics and Hereditary Cancer Syndromes
* BRCAL and BRCAZ2 Variant Classification
¢ Lynch Syndrome MMR Gene Mutation Analysis
« Familial Cancer Registry and Risk Estimation
» Tumor Suppressor Gene Two-Hit Model Verification
 Hereditary Cancer Predisposition Scoring SaaS Platform
« Pathogenic Variant Interpretation Automation Engine
» Commercial Genetic Testing Panel Design Optimization
« Pharmacogenomics Integration for Hereditary Cancer Treatment
« Family Cascade Screening Coordination and Compliance Tracking

» Real-Time Regulatory Variant Database and Reporting Compliance
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Developmental Genetics and Morphogenesis
« Homeobox Gene Function in Body Patterning
« Signaling Pathway Genetics in Embryogenesis
¢ Regulatory Element Genetics in Development
« Congenital Malformation Gene Discovery
» Developmental Gene Expression Profiling Software for Phenotype Prediction
« Embryonic Tissue Differentiation Modeling and Simulation Tools
» Gene Regulatory Network Analysis Platform for Morphogen Gradients
» Developmental Toxicology Prediction Engine Using Genetics Data
« Comparative Embryogenesis Database and Species Cross-Mapping Service

« Organoid Development Protocol Optimization Using Genetic Screening

Neurogenetics and Brain Disorders
 Epilepsy Gene Panel Testing Development
« Intellectual Disability Exome Sequencing Analysis
¢ Autism Spectrum Disorder Genetic Architecture
« Neurodegeneration Gene Variant Characterization
« Parkinson"s Disease Progression Risk Stratification Platform
« Schizophrenia Polygenic Risk Score Commercial Testing Service
« Migraine Susceptibility Gene Variant Detection and Counseling Tool
¢ Alzheimer"s Disease Biomarker Genetic Panel and Analytics Suite
« Cerebral Palsy Genetic Cause Identification and Classification Engine

« Sleep Disorder Genetic Predisposition Assessment Commercial Laboratory

Evolutionary Genetics and Natural Selection
« Positive Selection Signature Detection
 Balancing Selection and Disease Resistance
« Purifying Selection on Essential Genes
« Local Adaptation and Environmental Selective Pressure
* Genomic Ancestry Inference Engine for Population Stratification
» Adaptive Trait Prediction using Selection Signature Analytics
» Pathogenic Variant Filtering via Evolutionary Conservation Scoring
» Population-Specific Disease Risk Modeling from Natural Selection Data
« Recombination Hotspot Detection for Linkage-Based Variant Discovery

« Gene Flow and Introgression Detection for Trait Improvement Programs
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Genetic Diagnosis in Rare Diseases
* Undiagnosed Disease Exome and Genome Sequencing
* RNA Sequencing for Splicing Variant Diagnosis
 Functional Variant Validation for Rare Disease
* Deep Intronic Variant Detection and Analysis
« Al-Powered Variant Interpretation Platform for Rare Diseases
» Multi-Omics Data Integration Suite for Disease Phenotyping
« Clinical-Grade Variant Database and Annotation Service
* Whole Genome Copy Number and Structural Variant Detection
« Patient-to-Specialist Genomic Data Sharing Marketplace

« Mitochondrial and Organellar Genome Sequencing Analytics

Structural Variant Genetics
« Large Deletion and Duplication Detection by MLPA
» Chromosomal Inversion Detection and Characterization
« Complex Structural Variant Analysis by Long Read Sequencing
« Retrotransposon Insertion Polymorphism Genotyping
« Balanced Translocation Detection Platform for Clinical Diagnostics
« Copy Number Variation Genotyping SaaS for Precision Medicine
« Chromothripsis and Catastrophic Rearrangement Analysis Tool Suite
» Mobile Element Insertion Detection Service for Genomic Research
 Breakpoint Junction Sequencing and Validation Commercial Service

* Phenotype-Linked Structural Variant Discovery Platform Enterprise Edition

Prenatal Genetics and Fetal Diagnosis
* NIPT Cell-Free DNA Fetal Aneuploidy Screening
* Chromosomal Microarray in Prenatal Diagnosis
* Whole Exome Sequencing for Prenatal Diagnosis
« Single Gene Prenatal Testing for Known Family Variant
* Whole Genome Sequencing Prenatal Diagnostic Platforms
 Al-Powered Variant Classification and Clinical Interpretation SaaS
» Non-Invasive Prenatal Testing Panel Expansion Services
« Carrier Screening and Reproductive Risk Assessment Platforms
« Real-Time Fetal Anomaly Detection Image Analysis Tools

« Integrated Prenatal Reporting and Patient Communication Platforms
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Reproductive Genetics and Infertility
¢ Y Chromosome Microdeletion Analysis in Male Infertility
* Sperm DNA Fragmentation and Genetic Quality
* Preimplantation Genetic Testing for Aneuploidy
¢ Recurrent Miscarriage Genetic Etiology Analysis
* Embryo Morphokinetics Al Scoring and Selection Platform
« Carrier Screening SaaS for Reproductive Risk Stratification
» Oocyte Mitochondrial DNA Quality Quantification Tools
« Polygenic Risk Scoring for Reproductive Outcome Prediction
« Testicular Tissue Genetic Mapping for Azoospermia Diagnosis

 Implantation Window Personalization Through Endometrial Transcriptomics

Immunogenetics and HLA Typing
« High Resolution HLA Typing by Next Generation Sequencing
« HLA Disease Association Analysis
* KIR Gene Content and Haplotype Determination
« Transplant Donor-Recipient Compatibility Testing
« HLA Allele Frequency Database and Population Stratification Tools
* HLA-Peptide Binding Prediction and Immunogenicity Assessment Platform
« Maternal-Fetal HLA Incompatibility Risk Screening and Management
« Organ Allocation Optimization Software Using HLA Matching Algorithms
¢ Cancer Neoantigen Prediction and HLA-Restricted Personalized Immunotherapy Design

* Real-Time HLA Antibody Detection and Desensitization Protocol Platform

Gene Therapy Genetics
¢ AAV Serotype Tropism and Patient Stratification
* Gene Therapy Integration Site Analysis
* Gene Correction Efficiency Measurement
» Gene Therapy Outcome Biomarker Development
» Off-Target Effect Prediction Engine for Clinical Safety
« Viral Vector Manufacturing Yield Optimization Software
« Patient Genetic Eligibility Screening and Matching Platform
* Gene Therapy Immunogenicity Risk Assessment and Prediction
« Durability Endpoint Forecasting Model for Long-Term Efficacy

« Regulatory Submission Intelligence System for Gene Therapies
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Genetic Regulation of Complex Traits
« Transcription Factor Binding Site Variation Analysis
* Non-Coding RNA Variant Effects on Gene Regulation
» Expression QTL Colocalization with Disease Signals
* Allele-Specific Expression Analysis in Tissues
» Epigenetic Maodifier Prediction Engine for Therapeutic Discovery
« Polygenic Risk Score Refinement and Stratification Tools
» Regulatory Variant Impact Assessment Platform for Genetic Testing
» Gene-by-Environment Interaction Modeling for Personalized Medicine
« Enhancer-Promoter Loop Mapping and Validation Service

« Rare Regulatory Variant Classification Pipeline for Clinical Genomics

Bioinformatics in Genetics
« Variant Calling Pipeline Development and Validation
« Variant Annotation and Prioritization Tools
» Phasing and Haplotype Reconstruction Methods
» Genomic Data Management and Analysis Platforms
« Structural Variant Detection and Commercial SaaS Platforms
 Population Genomics and Ancestry Inference Commercial Services
« Pharmacogenomics Interpretation and Clinical Decision Support Tools
« Cancer Genomics Tumor Profiling and Precision Oncology Platforms
» Rare Disease Gene Discovery and Diagnostic Matching Engines

* Multi-Omics Integration and Systems Biology Analysis Platforms

Genetic Basis of Metabolic Disorders
« Inborn Errors of Metabolism Gene Panel Testing
* Phenylketonuria PAH Variant Classification
e Lysosomal Storage Disease Genotype-Phenotype Studies
* Fatty Acid Oxidation Disorder Molecular Diagnosis
» Mitochondrial Disease Mutation Database SaaS Platform
* Hyperlipoproteinemia Genetic Risk Stratification Tool
* Glycogen Storage Disease Carrier Screening Mobile App
« Organic Acidemia Variants Interpretation Engine
« Urea Cycle Disorder Prenatal Testing Analytics Suite

« Sphingolipidosis Gene Variant Prediction and Severity Scoring

www.nthrys.com | Page 13 of 72


https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/transcription-factor-binding-site-variation-analysis
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/non-coding-rna-variant-effects-on-gene-regulation
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/expression-qtl-colocalization-with-disease-signals
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/allele-specific-expression-analysis-in-tissues
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/epigenetic-modifier-prediction-engine-therapeutic-discovery
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/polygenic-risk-score-refinement-stratification-tools
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/regulatory-variant-impact-assessment-platform-genetic-testing
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/gene-by-environment-interaction-modeling-personalized-medicine
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/enhancer-promoter-loop-mapping-validation-service
https://projects.nthrys.com/genetics/genetic-regulation-of-complex-traits/rare-regulatory-variant-classification-pipeline-clinical-genomics
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/variant-calling-pipeline-development-and-validation
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/variant-annotation-and-prioritization-tools
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/phasing-and-haplotype-reconstruction-methods
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/genomic-data-management-and-analysis-platforms
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/structural-variant-detection-saas-platforms
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/population-genomics-ancestry-inference-services
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/pharmacogenomics-interpretation-clinical-decision-support
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/cancer-genomics-tumor-profiling-precision-oncology
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/rare-disease-gene-discovery-diagnostic-matching
https://projects.nthrys.com/genetics/bioinformatics-in-genetics/multi-omics-integration-systems-biology-platforms
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/inborn-errors-of-metabolism-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/phenylketonuria-pah-variant-classification
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/lysosomal-storage-disease-genotype-phenotype-studies
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/fatty-acid-oxidation-disorder-molecular-diagnosis
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/mitochondrial-disease-mutation-database-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/hyperlipoproteinemia-genetic-risk-stratification-tool
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/glycogen-storage-disease-carrier-screening-mobile-app
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/organic-acidemia-variants-interpretation-engine
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/urea-cycle-disorder-prenatal-testing-analytics-suite
https://projects.nthrys.com/genetics/genetic-basis-of-metabolic-disorders/sphingolipidosis-gene-variant-prediction-severity-scoring

Somatic Genetics and Mosaicism
« Somatic Mosaicism Detection by Deep Sequencing
* Clonal Hematopoiesis of Indeterminate Potential
* Tissue-Specific Somatic Mutation Landscape
¢ Postzygotic Mosaicism in Developmental Disorders
» Somatic Variant Interpretation SaaS for Clinical Oncology
« Liquid Biopsy Mosaicism Analytics Engine for Early Cancer Detection
* Mosaic Germline-Somatic Discrimination Toolkit for Diagnostics
* Age-Related Somatic Mutation Burden Prediction Platform
« Multi-Region Tumor Heterogeneity Profiling Software System

« Somatic Mosaicism Risk Stratification API for Healthcare Systems

Genetic Testing Quality and Laboratory Standards
« Clinical Sequencing Assay Validation Studies
« Reference Material Development for Genetic Testing
« Variant Classification Framework Implementation
« External Quality Assessment for Genetic Testing
 Laboratory Information Management System for Genetic Testing
* Real-time Quality Control Analytics Dashboard and Monitoring
« Automated Data Management Platform for Genetic Testing Results
« Compliance and Regulatory Documentation Software Suite
« Proficiency Testing Program Management and Result Tracking

* Genomic Data Integration and Interoperability Standards Platform

Genetic Modifiers and Disease Severity
* Modifier Gene Identification by GWAS in Mendelian Disease
 Polygenic Score as Disease Modifier
* HbF Level Genetics as SCD Severity Modifier
» Environment-Gene Interaction in Disease Severity
» Rare Disease Severity Prediction SaaS Platform
« Pharmacogenomic Modifier Panel for Drug Response
« Mitochondrial Load Assessment for Disease Progression
« Epigenetic Maodifier Profiling for Personalized Cancer Staging
« Copy Number Variation Burden Scoring Enterprise Software

« Immune Response Modifier Gene Expression Diagnostic Kit
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Pharmacogenetics Clinical Implementation
* Pre-emptive Pharmacogenomics Testing Programs
« Clinical Decision Support for PGx Results
* Thiopurine TPMT and NUDT15 Testing Implementation
¢ Clopidogrel CYP2C19 Pharmacogenomics
» Warfarin INR Dosing Optimization SaaS Platform
« Statin Response Prediction Engine for Lipid Management
 Opioid Metabolism Risk Stratification Commercial Platform
* Antidepressant Pharmacogenomics Matching Software Service
« HLA-B Allele Screening Platform for Drug Safety Alerts

« Tacrolimus and Voriconazole CYP3A5 Dosing Intelligence Tool

Trio Sequencing and De Novo Variant Analysis
« De Novo Variant Identification in Neurodevelopmental Disorders
» De Novo Mutation Rate Estimation
* Recurrent De Novo Variant Hotspot Analysis
* Parental Mosaicism for De Novo Variants
« Trio-Based Pathogenicity Scoring Engine for Clinical Labs
« Automated Compound Heterozygote Detection in Mendelian Inheritance
* Real-Time Parental Carrier Status Validation Dashboard
* Machine Learning Phenotype-to-Genotype Variant Prioritization System
* Multi-Modal Trio Data Integration for Structural Variant Discovery

* Trio Sequencing Quality Control and Contamination Detection Suite

Repeat Expansion Disorders Genetics
* Trinucleotide Repeat Sizing by Fragment Analysis
* Anticipation and Repeat Instability Studies
« Long Read Sequencing for Complex Repeat Characterization
» C90rf72 Hexanucleotide Repeat Expansion Testing
» Repeat Expansion Disease Prediction Engine and Risk Stratification
» Somatic Mosaicism Detection and Quantification in Repeat Disorders
« Pharmacogenomic Modifier Analysis for Repeat Expansion Treatment Response
« Intergenerational Repeat Instability Prediction and Family Planning Analytics
 High-Throughput Repeat Expansion Screening Platform for Population Screening

» Repeat Expansion Data Analytics and Reporting System for Clinical Laboratories
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Agricultural and Plant Genetics
« Crop Disease Resistance Gene ldentification
* Marker-Assisted Selection for Crop Improvement
« Hybrid Vigor Genetics and Heterosis Mechanisms
 Polyploidy and Genome Duplication in Crops
» Genomic Selection Platforms for Livestock and Aquaculture
» Gene Editing Tools and CRISPR Application Services
» Phenotypic Data Analytics and Prediction Models for Breeding
» Seed Quality Genetics Testing and Certification Software
« Population Genomics and Genetic Diversity Management Systems

« Trait Introgression and Backcross Breeding Optimization Tools

Animal Genetics and Breeding
« Livestock Genomic Selection Implementation
« Dog Breed Disease Gene Discovery
« Wildlife Population Genetic Diversity Assessment
« Coat Color and Morphological Trait Genetics
¢ Agquaculture Selective Breeding Genomic Analysis Platform
« Equine Performance Prediction Genetic Testing Service
« Companion Animal Carrier Status Screening SaaS Solution
« Poultry Production Efficiency Genomic Selection Toolkit
« Cattle Adaptation and Climate Resilience Genomic Scoring

» Exotic Animal Genetic Viability and Inbreeding Assessment Tool

Microbial Genetics and Evolution
« Bacterial Genome Variation and Adaptation Studies
* Horizontal Gene Transfer Detection in Bacteria
« Viral Quasispecies Diversity Analysis
» Plasmid Transfer and Resistome Evolution
» Microbial Strain Identification and Typing SaaS Platform
» Real-time Pathogen Evolution Surveillance and Prediction Tool
« Synthetic Biology Design Optimization for Microbial Production
* Metagenomics Data Analysis and Microbiome Profiling Engine
« Antimicrobial Resistance Gene Tracking and Risk Assessment

< Microbial Population Dynamics Modeling and Forecasting Software
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Genetic Ancestry and Population History
* Global Ancestry Estimation by SNP Arrays
« Ancient DNA Analysis for Population History
* Forensic DNA Ancestry Inference Development
 Archaic Hominin Admixture in Modern Humans
« Ethnic Admixture Quantification Platform for Consumer Genomics
 Population-Specific Haplotype Reference Database as Service
» Geographic Ancestry Prediction Engine with Confidence Intervals
» Rare Ancestry Variant Discovery and Reporting Toolkit
 Migration Pattern Reconstruction Using Temporal Genomic Data

« Ancestry Validation and Kinship Network Analysis Software

Genetic Basis of Infectious Disease Susceptibility
» Host Genetic Factors in HIV Susceptibility
» Malaria Protective Genetic Variants
« COVID-19 Severity Genetic Associations
« Inborn Errors of Immunity to Specific Pathogens
« Tuberculosis Genetic Susceptibility Risk Stratification Platform
« Sepsis Predisposition Genomic Biomarker Discovery Service
« Influenza and RSV Genetic Vulnerability Prediction Tool
« Candida and Invasive Fungal Infection Genetic Risk Assessment
* Herpes Simplex Virus Reactivation Genetic Susceptibility Panel

» Dengue Hemorrhagic Fever Genetic Severity Prediction Engine

Genetic Counseling Tools and Resources
* Pedigree Drawing and Family History Software
* Risk Calculation Tool Development and Validation
« Patient Education Material Development for Genetics
» Telemedicine Delivery of Genetic Counseling
« Variant Interpretation Database and Clinical Classification Platform
» Automated Genetic Report Generation and Documentation Software
« Carrier Screening and Reproductive Risk Assessment SaaS
 Genetic Counselor Credential and Competency Management System
» Multi-Gene Panel Result Interpretation and Clinical Actionability Engine

 Genetic Counseling Practice Management and Revenue Cycle Platform
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Newborn Genetic Screening Programs
« Expanded Newborn Screening Panel Development
* Genomic Newborn Screening Pilot Studies
* Newborn Screening False Positive Rate Reduction
e Long-Term Follow-Up of Screened Newborns
» Al-Powered Newborn Screening Data Integration Platform
» Automated Newborn Screening Workflow Optimization Software Suite
« Predictive Analytics Tool for Newborn Screening Risk Stratification
* Mobile Patient Portal for Newborn Screening Result Management
« Comparative Genomics Database and Benchmarking Service Platform

« Regulatory Compliance Management System for Screening Programs

Genetic Basis of Cardiovascular Disease
« Familial Hypercholesterolemia LDLR Variant Analysis
« Inherited Cardiomyopathy Gene Panel Testing
* Long QT Syndrome Genetic Diagnosis
« Stroke Genetic Risk Factor Identification
« Arrhythmogenic Right Ventricular Cardiomyopathy Genetic Screening Platform
« Atrial Fibrillation Polygenic Risk Score Commercial Calculator
« Familial Aortic Aneurysm Mutation Detection and Counseling Suite
* Myocardial Infarction Early-Onset Genetic Risk Prediction Engine
« Dilated Cardiomyopathy Gene Variants Commercial Database Service

* Pharmacogenomic Cardiovascular Treatment Response Optimization Platform

Epigenomics and Chromatin Genetics
e Chromatin Remodeler Gene Mutations in Disease
 Histone Modification Writer Gene Variants
* DNA Methylation Machinery Gene Mutations
 Epigenomic Profiling in Mendelian Disorders
» Chromatin Accessibility Prediction SaaS for Drug Discovery
» 3D Genome Architecture Analysis Tools for Precision Medicine
« Histone Deacetylase Inhibitor Screening Platform Technology
« Enhancer Variant Interpretation Engine for Clinical Genomics
« Single-Cell Epigenome Data Analytics and Visualization Suite

« Transgenerational Epigenetic Memory Commercial Testing Service
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Clinical Genome Sequencing Interpretation
* Genome Sequencing Report Writing and Communication
« Secondary Finding Management in Genome Sequencing
* Reanalysis of Previously Non-Diagnostic Exomes
« Multidisciplinary Variant Interpretation Boards
« Variant Pathogenicity Prediction SaaS Platform
» Gene-Disease Association Knowledgebase and API Services
» Automated CNV Detection and Interpretation Commercial Tool
 Population-Specific Variant Frequency Database Platform
« Al-Powered Incidental Finding Triage and Prioritization

« Clinical Variant Classification Compliance and Audit Platform

Genetic Basis of Hematological Disorders
» Thalassemia Mutation Spectrum Characterization
« Bone Marrow Failure Syndrome Gene Testing
« Platelet Disorder Genetic Diagnosis
« Clonal Evolution in Myelodysplastic Syndrome
« Hemophilia Variant Classification SaaS Platform
« Sickle Cell Genotype-Phenotype Prediction Engine
 Hereditary Spherocytosis Gene Panel Commercial Service
« von Willebrand Disease Typing Biomarker Analytics Tool
« Immune Thrombocytopenia Genetic Risk Stratification Kit

* Pyruvate Kinase Deficiency Mutation Database and Counseling API

Genetic Counseling Ethics and Policy
* Duty to Warn and Family Disclosure Ethics
* Return of Results Policies for Research Sequencing
e Genetic Privacy and Discrimination Protection
« Direct-to-Consumer Genetic Testing Oversight
« Informed Consent Management Platforms for Genomic Testing
« Incidental Findings Classification and Clinical Decision Support Tools
» Regulatory Compliance and Certification Management for Genetic Labs
* Predictive Insurance Risk Assessment for Genetic Information Use
« Ancestry and Clinical Data Linkage Ethics Verification Services

 Genetic Counselor Credential and Competency Tracking Systems
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Splicing Genetics and RNA Diagnostics
« Splice Site Variant Functional Validation
« Exon Skipping Therapy Target Identification
* RNA Diagnostics for Cryptic Exon Activation
« Tissue-Specific Splicing Pattern Analysis
« Splicing Variant Classification Engine for Clinical Genomics
» Real-Time Splicing Isoform Quantification Tool for Drug Development
« Intron Retention Detection Platform for Cancer Diagnostics
» Branch Point Mutation Prediction Service for Rare Disease Screening
« Splicing Pattern Database and Licensing Platform for Researchers

« Multi-Exon Skipping Event Predictor for Gene Therapy Design

Forensic Genetics
* STR Profile Development for Identification
« Forensic Mixture Interpretation Methods
« Investigative Genetic Genealogy Applications
« Phenotypic Prediction from DNA for Investigation
« Mitochondrial DNA Analysis Software for Cold Case Resolution
« Rapid Y-Chromosome Haplotyping Tools for Paternity and Kinship
* Next-Generation Sequencing Data Management Platform for Forensics
« Degraded DNA Recovery and Enhancement Technologies for Evidence
« Al-Powered Statistical Inference Engine for DNA Evidence Evaluation

* Mobile DNA Collection and Chain-of-Custody Verification Application

Epigenetic Clocks and Biological Aging
« Epigenetic Age Acceleration and Health Outcomes
* Horvath Clock Validation in Diverse Populations
« Interventions Reversing Epigenetic Aging
« Forensic Age Estimation by DNA Methylation
« Commercial Epigenetic Clock SaaS Platforms for Personalized Aging
» Multi-Tissue Epigenetic Biomarker Testing Kits and Lab Services
» Al-Powered Epigenetic Age Prediction Tools for Pharmaceutical Development
« Epigenetic Aging Monitoring Devices and Wearable Integration Systems
 Epigenetic Clock Validation and Regulatory Certification Consulting Services

« Longitudinal Epigenetic Data Analytics Platform for Longevity Research
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Genetics Education and Training
* Medical Genetics Curriculum Development
« Simulation-Based Genetics Training Tools
« Public Genetics Literacy Assessment
« Clinical Laboratory Genetics Training Programs
» Genomic Data Analytics SaaS Platform for Enterprise Training
» Genetic Counselor Certification and Compliance Management Tool
* Personalized Genomics Interpretation Training Engine with Al
* Bioinformatics Pipeline Training and Development Bootcamp Service
» Regulatory Genomics Knowledge Base and Training Intelligence System

« Precision Medicine Workforce Development and Credentialing Platform

Population Screening Program Genetics
« Carrier Screening Program Design for Recessive Disorders
« Hereditary Cancer Screening in General Population
« Cardiovascular Genetic Risk Screening Programs
« Pharmacogenomics Population Screening Strategies
* Newborn Screening Panel SaaS Platform with Al Integration
 Prenatal Cell-Free DNA Testing Commercial Kit Development
« Ethnic-Specific Genetic Disease Screening Database Platform
» Rare Genetic Disorder Population Screening Analytics Dashboard
* Workplace Genetic Wellness Screening Program Software Suite

* Ancestry-Matched Genetic Risk Stratification Tool for Clinicians

Genetic Basis of Endocrine Disorders
* Multiple Endocrine Neoplasia Syndrome Genetics
» Congenital Adrenal Hyperplasia CYP21A2 Analysis
« Differences of Sex Development Genetic Diagnosis
» Monogenic Diabetes Gene Mutation Analysis
* Thyroid Autoimmunity Genetic Risk Stratification SaaS
*« MODY Gene Panel Testing and Clinical Reporting Tool
» Hypogonadism Genetic Mutation Database and Counseling API
« Pituitary Adenoma Predisposition Gene Risk Calculator
« Primary Aldosteronism Genetic Subtyping Diagnostic Platform

» Hypophosphatemic Rickets Genetic Variant Interpretation Engine
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Genetic Basis of Skeletal Dysplasias
*« FGFR3 Mutation Analysis in Achondroplasia
* COL1A1 and COL1A2 Osteogenesis Imperfecta Variants
» Skeletal Ciliopathy Gene Panel Testing
* Whole Exome Sequencing for Unclassified Skeletal Dysplasias
* SOX9 and COMP Gene Mutation Commercial Screening Platform
* LRP4 and NELL1 Pathogenic Variant Detection Tool Suite
* TRPV4 and FAM148B Multi-Gene Panel Commercial Service
* RUNX2 Cleidocranial Dysplasia Mutation Analysis Commercial Kit
* FBN1 Marfan Syndrome Comprehensive Variant Prediction Engine
« DTDST and SLC26A2 Cartilage Dysplasia Diagnostic Pipeline

Genetic Mosaicism Detection Methods
« Low-Level Mosaicism Detection by ddPCR
* Multi-Tissue Mosaicism Distribution Analysis
* Gonadal Mosaicism Risk Assessment
« Cancer-Associated Somatic Mosaicism Monitoring
* NGS-Based Mosaic Variant Calling SaaS Platform
* Prenatal CfDNA Mosaicism Detection Commercial Kit
¢ Real-Time PCR Mosaicism Quantification Assay Service
* Mosaic Variant Interpretation APl and Analytics Engine
« Liquid Biopsy Somatic Mosaicism Profiling Platform

* Whole Genome Sequencing Mosaic Data Management Dashboard

Genetic Basis of Connective Tissue Disorders
¢ FBN1 and FBN2 Marfan Syndrome Variant Analysis
« Ehlers-Danlos Syndrome Gene Panel Testing
¢ Loeys-Dietz Syndrome TGFBR Variant Characterization
» Hereditary Thoracic Aortic Disease Gene Testing
*« COL1A1/COL1A2 Osteogenesis Imperfecta Diagnostic SaaS Platform
« ADAMTS2 Dermatosparaxis Type VIII EDS Analysis Toolkit
* PLOD1/PLOD2/PLOD3 Kyphoscoliotic EDS Predictive Biomarker Engine
* SERPINH1 Collagen-Related Osteochondrodysplasia Variant Classification Tool
* FKBP14 Ehlers-Danlos Kyphoscoliotic Type Clinical Decision Support System
*« CHST14/DSE Musculocontractural EDS Carrier Screening and Risk Stratification SaaS
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Genetics of Neurological Movement Disorders
* LRRK2 and GBA Parkinson Disease Genetics
* SCA Gene Panel for Hereditary Ataxias
» Hereditary Spastic Paraplegia Gene Testing
« Dystonia Gene Discovery by Exome Sequencing
» Huntington Disease CAG Repeat Expansion Diagnostic Platform
« Spinocerebellar Ataxia Multi-Gene Risk Stratification Engine
 Primary Dystonia Gene Variant Interpretation SaaS Tool
« Spinal Muscular Atrophy SMN Gene Copy Number Analysis Software
 Hereditary Motor Neuropathy Gene Panel Interpretation Workflow

« Fragile X Tremor Ataxia CGG Repeat Expansion Digital Screening Tool

Genetics of Inflammatory and Autoimmune Disorders
« Monogenic Autoinflammatory Disease Gene Analysis
« Primary Immunodeficiency Molecular Diagnosis
* SLE Genetic Risk Factor Characterization
* Type 1 Diabetes HLA and Non-HLA Genetics
* Rheumatoid Arthritis Genetic Susceptibility Prediction Platform
« Inflammatory Bowel Disease Genetic Risk Stratification Tool
« Celiac Disease Genetic Screening and Patient Stratification Service
* Psoriasis and Psoriatic Arthritis Genetic Risk Biomarker Panel
* Multiple Sclerosis HLA and Genetic Variant Risk Engine

» Systemic Sclerosis Genetic Phenotyping and Prognosis Prediction Software

Copy Number Variant Interpretation
* CNV Classification Using ClinGen Framework
* Recurrent Genomic Disorder CNV Characterization
* CNV Inheritance Pattern and Penetrance Assessment
» Small CNV Detection by High Resolution Arrays
» Clinical-Grade CNV Pathogenicity Prediction Engine
 Multi-Platform CNV Detection Harmonization Software Suite
» Real-Time CNV Database Integration and Annotation Portal
« Patient-Specific CNV Risk Stratification and Counseling Tool
» Automated CNV Report Generation with Regulatory Compliance Module

* CNV Benchmark Validation and Quality Assurance Analytics Dashboard
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Genetic Basis of Dermatological Disorders
« Epidermolysis Bullosa Gene Panel Testing
« Ichthyosis Genetic Classification and Diagnosis
» Hereditary Hair Disorder Gene Discovery
¢ Genodermatosis Cascade Testing in Families
* Psoriasis Susceptibility Genomic Risk Stratification Platform
* Melanoma Predisposition Gene Sequencing and Risk Analytics
» Acne Genetic Profiling Tool for Personalized Therapeutic Selection
« Vitiligo Autoimmune Gene Expression Diagnostic Commercial Kit
* Rosacea Vascular Genetics Phenotyping Engine for Treatment Matching

 Atopic Dermatitis Filaggrin Mutation Detection and Management Platform

Genetic Risk Prediction Models
« Breast Cancer Risk Model Integration with Genetics
 Cardiovascular Polygenic Risk Score Clinical Utility
« Type 2 Diabetes Genetic Risk Prediction
» Multi-Disease Genetic Risk Score Assessment
* Pharmacogenomic Risk Stratification SaaS Platform
e Cancer Predisposition Panel Commercial Testing Service
* Neurodegenerative Disease Risk Scoring Engine
* Metabolic Disorder Genetic Prediction Mobile Application
« Psychiatric Disorder Genetic Risk Assessment Tool

« Infectious Disease Susceptibility Prediction API

Genetics of Renal Disorders
« Alport Syndrome COL4A Gene Testing
« Steroid-Resistant Nephrotic Syndrome Gene Panel
e Tubular Disorder Genetic Classification
 Hereditary Nephritis Gene Discovery by WES
« PKD Mutation Detection SaaS Platform for Clinical Labs
« IgA Nephropathy Genetic Risk Stratification Tool Suite
« Familial Focal Segmental Glomerulosclerosis Gene Panel Kit
« Thin Basement Membrane Disease Automated Screening Platform
« Medullary Cystic Kidney Disease UMOD Gene Testing Service

« Congenital Nephrotic Syndrome Multi-Gene Interpretation Engine
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Statistical Genetics Methods
* Linkage Disequilibrium Analysis and Haplotype Blocks
* Mendelian Randomization Causal Inference
* Meta-Analysis of Genetic Association Studies
» Bayesian Statistical Genetics Methods
« Polygenic Risk Score Calculation and Clinical Implementation Platforms
» Genome-Wide Association Study Statistical Pipeline Automation Tools
» Rare Variant Burden Testing Frameworks for Drug Development Pipelines
» Copy Number Variation Detection and Association Analysis Commercial Software
« Pathway and Gene Network Statistical Enrichment Analysis Suites

» Ancestry Estimation and Population Stratification Correction Tools

Genetics of Respiratory Disorders
* CFTR Variant Classification for CF Diagnosis
« Alpha-1 Antitrypsin Deficiency Genotyping
« Surfactant Disorder Gene Testing in Neonates
« Primary Ciliary Dyskinesia Molecular Diagnosis
« Pulmonary Fibrosis Genetic Risk Stratification SaaS Platform
« Asthma Susceptibility Loci Pharmacogenomic Testing Service
« Bronchiectasis Genetic Panel with Predictive Analytics Engine
» Hereditary Emphysema Variant Database and Clinical Decision Support
» Hypersensitivity Pneumonitis Gene Expression Profiling Platform

* Lung Cancer Predisposition Sequencing with Risk Counseling API

Long Read Sequencing in Genetics
* Phased Variant Detection by Long Read Sequencing
* Repeat Expansion Characterization by Long Reads
* Methylation Detection from Long Read Sequencing
» Complex Structural Variant Resolution by Long Reads
» Haplotype-Resolved Genome Assembly for Clinical Diagnostics
» Real-Time Pathogen Detection via Nanopore Sequencing Devices
» Gene Fusion and Oncogenic Rearrangement Detection Platform
« Polyploid and Aneuploidy Characterization Commercial Suite
« Full-Length Transcript Isoform Quantification and Discovery

« Centromeric and Telomeric Region Assembly Validation Service
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Genetic Basis of Intellectual Disability
« Fragile X Syndrome Molecular Diagnosis
* Angelman and Prader-Willi Syndrome Testing
¢ Chromatin Disorder Gene Panel for ID
* Metabolic Cause Identification in ID by WES
» Copy Number Variation Detection Platform for ID Diagnosis
» De Novo Mutation Prediction Engine for Developmental Disorders
» Syndromic ID Gene Classifier with Phenotype Integration Software
« Mitochondrial Dysfunction Screening Kit and Analysis Service
« X-Linked Intellectual Disability Carrier Detection and Reporting Tool

« Epilepsy-Associated ID Gene Mutation Database and Interpretation Software

Functional Genomics for Variant Interpretation
« Saturation Genome Editing for Variant Effect Mapping
« Deep Mutational Scanning of Disease Proteins
« Multiplexed Functional Assay for BRCA Variants
« In Vitro Splicing Assay Automation for VUS
» Al-Powered Protein Structure Prediction for Missense Variant Classification
« High-Throughput RNA Secondary Structure Variant Effect Platform
« Automated Regulatory Element Variant Functional Screening Service
* Machine Learning Variant Effect Database with Predictive Transfer Learning
* Multiplexed Yeast-Display Variant Fitness Profiling for Therapeutic Targets

« Variant-to-Phenotype Causal Inference Engine Using Multi-Omics Integration

Exome Sequencing Analysis and Interpretation
« Clinical Exome Analysis Pipeline Development
* Exome Coverage Analysis and Gap Identification
¢ Phenotype-Driven Variant Prioritization Methods
» Research Exome Repository and Reanalysis Program
« Variant Classification and Pathogenicity Prediction SaaS Platform
* Multi-Gene Panel Design and Customization Service
» Secondary Finding Detection and Reporting Automation Tool
« Population-Specific Exome Database and Frequency Matching Engine
« Integrated Variant Evidence Aggregation and Case Management Platform

* Real-Time Exome Quality Metrics and Reporting Dashboard
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Genetics of Vision Disorders
« Inherited Retinal Dystrophy Gene Panel Testing
« Stargardt Disease ABCA4 Variant Characterization
« Usher Syndrome Genotype Classification
« Gene Therapy Target Identification for IRD
 Corneal Dystrophy Mutation Database SaaS Platform
« Color Blindness Genetic Screening Commercial Kit
» Myopia Progression Risk Polygenic Score Engine
» Age-Related Macular Degeneration Susceptibility Biomarker Tool
» Glaucoma Genomic Risk Stratification Mobile Application

« Leber Congenital Amaurosis Gene Therapy Patient Matching Service

Genetics of Neuromuscular Disorders
« Spinal Muscular Atrophy SMN1 Copy Number Testing
« Duchenne Muscular Dystrophy Comprehensive Testing
« Limb Girdle Muscular Dystrophy Gene Classification
« Inherited Neuropathy Gene Panel Development
« Myotonic Dystrophy CTG Repeat Expansion SaaS Platform
« Emery-Dreifuss Muscular Dystrophy EMD Gene Mutation Database
 Facioscapulohumeral Muscular Dystrophy D4Z4 Repeat Detection Kit
* Charcot-Marie-Tooth Disease Multi-Gene Carrier Screening Platform
* Pompe Disease GAA Gene Variant Phenotype Prediction Engine

* Glycogen Storage Disease Type Il Prenatal Diagnostic Testing Service

Genetic Basis of Bleeding and Clotting Disorders
* Hemophilia A Factor VIII Mutation Analysis
« von Willebrand Disease Molecular Classification
« Hereditary Thrombophilia Comprehensive Testing
 Rare Inherited Platelet Disorder Gene Analysis
* Factor V Leiden and Prothrombin G20210A Detection Platform
« Fibrinogen Dysfunction Gene Sequencing and Risk Stratification Tool
« Protein C and Protein S Deficiency Automated Screening Solution
« Antithrombin 1ll Gene Mutation Commercial Testing and Reporting Suite
« Bleeding Disorder Gene Panel Commercial Licensing and Syndication

» Thrombotic and Bleeding Risk Polygenic Scoring Commercial Analytics Engine
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Genetic Epidemiology Study Designs
* Biobank Cohort Establishment for Genetic Studies
¢ Case-Control Study Design for Genetic Association
« Family-Based Study Designs for Rare Variants
* Mendelian Randomization Instrument Selection
» Genome-Wide Association Study Platform Automation
« Population Stratification Detection and Correction Software
« Linkage Disequilibrium Reference Panel Commercial Service
» Multi-Trait Pleiotropy Analysis Platform with Visualization
« Environmental Gene Interaction Detection and Modeling Tool

« Polygenic Risk Score Development and Validation Pipeline

Genetics of Hearing Loss
* GJB2 Connexin 26 Deafness Carrier Testing
« Hereditary Hearing Loss Gene Panel Testing
* Waardenburg Syndrome PAX3 and MITF Testing
* Aminoglycoside-Induced Deafness MT-RNR1 Testing
¢ GJB6 Connexin 30 Non-Syndromic Deafness SaaS Platform
« DFNA1 DIAPH1 Autosomal Dominant Hearing Loss Testing Tool
* OTOF Otoferlin Congenital Deafness Early Detection Service
* STRC Stereocilin Autosomal Recessive Deafness Commercial Panel
* Pendred Syndrome SLC26A4 PDS Diagnostic Integration Platform
¢ USH2A Usher Syndrome Type 2 Precision Medicine Analytics Suite

Epigenome-Wide Association Studies
« EWAS Study Design and Batch Effect Control
« EWAS Signal Interpretation and Causality
¢ Longitudinal Epigenome Changes in Disease
* EWAS Meta-Analysis Across Cohorts
« Clinical Epigenetic Biomarker Discovery and Validation Platform
« High-Throughput EWAS Data Processing and Quality Control Tools
« Tissue-Specific Epigenetic Profiling for Personalized Medicine
« Environmental and Lifestyle Epigenome Tracking Mobile Application
« Automated Regulatory Element Discovery from EWAS Data

« Multi-Omics Integration Engine for Epigenome Clinical Translation
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Mosaic Chromosomal Alterations
* Mosaic Chromosomal Alteration Detection in Blood
* Turner Syndrome Mosaicism Characterization
* Mosaic Trisomy 21 Detection and Quantification
« Brain Somatic Mosaicism in Neurological Disease
» Mosaic Aneuploidy Screening Platform for Prenatal Diagnostics
» Somatic Mosaicism Detection Engine for Cancer Genomics
» Mosaic Sex Chromosome Alterations Reporting and Management System
» Germline Mosaicism Risk Assessment Tool for Genetic Counseling
« High-Resolution Chromosomal Mosaicism Quantification Analytics Suite

* Mosaic Structural Variant Detection Software for Research Institutions

Genetic Basis of Eye Development Disorders
« Aniridia PAX6 Variant Testing and Classification
» Coloboma Gene Panel Development
« Microphthalmia Anophthalmia Gene Sequencing
« Pediatric Glaucoma Genetic Testing
* Retinoblastoma RB1 Mutation Detection SaaS Platform
 Anterior Segment Dysgenesis Multi-Gene Panel Testing Service
« Congenital Cataracts Genetic Variant Interpretation Tool
* Leber Congenital Amaurosis Gene Therapy Candidate Screening
» Septo-Optic Dysplasia Genetic Testing Integration Pipeline

« Nanophthalmos High-Penetrance Gene Variant Risk Scoring

Microbiome Genetics and Host Interactions
* Host Genetic Determinants of Microbiome Composition
* Blood Group Antigen Genetics and Microbiome
« HLA Genetics and Gut Microbiome Diversity
» Twin Studies of Microbiome Heritability
* Personalized Probiotic Formulation Engine Using Genetic Profiling
» Pharmacogenomic Microbiome Drug Interaction Prediction Software
* Microbial Metabolite Production Optimization Platform for Therapeutics
« Dietary Genomics Recommendation Engine for Microbiome Health
« Disease Risk Stratification Tool Using Microbiome-Host Genetic Signatures

« Microbiome Engineering Service for Genetic Disease Therapeutic Development
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Pharmacogenomics of Psychiatric Medications
¢ Antipsychotic Response CYP2D6 Genotyping
« Antidepressant Response Pharmacogenomics
« Lithium Response Genetics in Bipolar Disorder
¢ Clozapine Agranulocytosis HLA Risk Testing
* SSRI Metabolizer Status SaaS Platform for Dosing
« Tricyclic Antidepressant Pharmacogenomic Testing Service
» Benzodiazepine Metabolism Genetic Risk Assessment Tool
* Monoamine Oxidase Inhibitor Genetic Compatibility Screening
« Stimulant Response Genotyping for ADHD Pharmacotherapy
« Antipsychotic Weight Gain and Metabolic Risk Genetics

Genetic Basis of Craniofacial Disorders
« Craniosynostosis Gene Panel Testing
« Cleft Lip and Palate Genetic Risk Factors
« Treacher Collins TCOF1 Variant Analysis
« Van der Woude Syndrome IRF6 Testing
« Pierre Robin Sequence Diagnostic SaaS Platform
* Hemifacial Microsomia Gene Variant Commercial Database
« Ectodermal Dysplasia Mutation Screening Enterprise Software Tool
* Amelogenesis Imperfecta Genetic Risk Prediction API
* Osteogenesis Imperfecta COL1A1 COL1A2 Testing Service Bundle

* Mandibulofacial Dysostosis Genetic Counseling Platform Integration

Genetic Databases and Variant Curation
* ClinVar Variant Submission and Curation
* Gene-Disease Validity Assessment Using ClinGen
¢ Variant Interpretation Knowledge Sharing Programs
» Population Reference Database Contribution
« Enterprise Variant Classification SaaS Platform
« Commercial Genomic Data Monetization and Licensing Service
» Al-Powered Rare Variant Phenotype Prediction Engine
* Multi-Omics Variant Integration and Reporting Tool
* Regulatory-Compliant Variant Database Management Software

« Crowdsourced Variant Curation Marketplace Platform
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Epigenome Editing Biotechnology
« dCas9-Based DNA Methylation Editing
« Histone Modification Editing for Gene Activation
* Epigenome Wide Association Study Methodology
e Therapeutic Epigenome Reprogramming Strategies
 Prime Editor Delivery Systems for Clinical Gene Correction
« Al-Powered Epigenome Prediction SaaS for Drug Discovery
« High-Throughput Epigenetic Screening Tools for Target Validation
» Chromatin Accessibility Modulation Software for Cell Engineering
» Multiplexed Epigenome Editing Reagent Kits for Research

« Epigenetic Biomarker Analytics Platform for Precision Medicine

Genetic Basis of Liver Disease
* Wilson Disease ATP7B Variant Characterization
* Hemochromatosis HFE and Non-HFE Genetics
« Bile Acid Synthesis Disorder Gene Testing
* NAFLD Genetic Susceptibility Variant Analysis
« Alpha-1 Antitrypsin Deficiency Diagnostic Panel SaaS
* Progressive Familial Intrahepatic Cholestasis Gene Variant Classifier
« Citrin Deficiency CTLN2 Sequencing and Reporting Software
« Autoimmune Hepatitis HLA Genotype Risk Stratification Engine
« Triglyceride Metabolism Gene Panel Commercial Testing Service

* Hepatic Fibrosis Genetic Risk Prediction API Platform

Genetic Architecture of Psychiatric Disorders
» Schizophrenia Common and Rare Variant Contributions
* Autism CNV and De Novo Variant Landscape
« Bipolar Disorder Genetic Overlap with Schizophrenia
» ADHD Polygenic Risk and Neurodevelopment
» Depression Subtype Stratification via Genomic Biomarkers
» Anxiety Disorder Genetic Risk Calculator and Wellness App
» OCD and Related Disorders Functional Variant Discovery Tool
« Pharmacogenomic Prediction Engine for Psychiatric Medication Response
» Traumatic Stress Resilience Genetic Profiling and Coaching Platform

« Psychiatric Comorbidity Risk Atlas for Precision Clinical Trials
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Whole Genome Sequencing Clinical Applications
* WGS Versus WES Diagnostic Yield Comparison
* Non-Coding Variant Detection and Interpretation
* Genome Sequencing in Critically Il Newborns
¢ Genome Sequencing Turnaround Time Optimization
» Pharmacogenomic Variant Reporting SaaS Platform
« Carrier Screening Panel Integration Service
» Al-Powered Variant Prioritization and Classification Tool
» Cancer Somatic Mutation Detection Commercial Workflow
« Secondary Finding Automated Detection and Consent Management

< Multi-Site Clinical Laboratory Data Integration Hub

Genetic Basis of Obesity and Eating Disorders
« Monogenic Obesity Gene Panel Testing
« Prader-Willi Syndrome Molecular Diagnosis
*« GWAS of Body Mass Index and Obesity
* Anorexia Nervosa Genetic Architecture Studies
 Polygenic Risk Score SaaS Platform for Eating Disorders
« Bulimia Nervosa Genetic Biomarker Discovery and Companion Diagnostic
« Leptin Pathway Mutation Testing Kit and Clinical Analytics Engine
« Personalized Nutrition and Fithess Recommendation Engine Using Genetic Data
¢ FTO Gene Variant Screening Platform for Obesity Prevention Programs

* Binge Eating Disorder Genetic Risk Stratification and Treatment Matching

Molecular Cytogenetics Applications
* Optical Genome Mapping for Structural Variants
* Mate Pair Sequencing for Translocation Mapping
* Chromoanagenesis Detection in Cancer Genomes
« Constitutional Chromosomal Microarray Interpretation
« Digital Karyotyping Platform for Rapid Chromosome Abnormality Screening
 Fluorescence In Situ Hybridization Probe Design and Optimization Service
« Interphase FISH Analysis Automation for Hematologic Malignancy Diagnosis
 Spectral Karyotyping Data Analytics Engine for Complex Rearrangement Interpretation
 Prenatal and Postnatal Chromosomal Abnormality Reporting Software Suite

« Multi-Color Fluorescence Detection and Image Processing for Gene Amplification
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Genetics of Connective Tissue and Joint Disorders
« Stickler Syndrome COL2A1 and COL11 Genetics
« Familial Hypermobility Genetics Research
* Osteoarthritis Genetic Risk Variant Discovery
* Rheumatoid Arthritis HLA and Non-HLA Genetics
* Ehlers-Danlos Syndrome Mutation Screening SaaS Platform
» Marfan Syndrome FBN1 Variant Interpretation Commercial Database
» Osteogenesis Imperfecta Severity Prediction Machine Learning Tool
 Systemic Sclerosis Susceptibility Polygenic Risk Score Commercial Service
« Lupus Genetic Risk Variant Panel Diagnostic Kit Development

 Ankylosing Spondylitis HLA-B27 and Genetic Modifier Profiling Service

Precision Oncology Genetics
e Tumor Mutational Burden Assessment Pipeline
« Homologous Recombination Deficiency Scoring
« Fusion Gene Detection in Cancer by RNA Sequencing
« ctDNA Monitoring for Treatment Response Assessment
 Microsatellite Instability Classification SaaS Platform
* Germline Cancer Predisposition Gene Risk Scoring Tool
« Pharmacogenomic Oncology Drug Metabolism Prediction Engine
« Clonal Evolution Tracking Dashboard for Liquid Biopsies
« Immunogenicity Prediction Platform for Neoantigen Vaccines

« Somatic Copy Number Alteration Segmentation and Risk Assessment

Genetic Basis of Pancreatic Disorders
» Hereditary Pancreatitis Gene Mutation Analysis
* MODY Genetic Classification and Testing
« Neonatal Diabetes Molecular Diagnosis
 Pancreatic Cancer Genetic Risk Assessment
« Cystic Fibrosis CFTR Mutation Database Platform
« Pancreatic Insufficiency Genetic Screening Mobile App
» Shwachman-Diamond Syndrome Biomarker Detection Service
« Polygenic Risk Scoring Engine for Pancreatic Disease
» Autosomal Recessive Pancreatitis Gene Panel Analyzer

« Pancreatic Cancer Predisposition Counseling Software Suite
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Genetic Basis of Immune Disorders
« SCID Newborn Screening and Molecular Diagnosis
* Autoinflammatory Disease Comprehensive Gene Testing
e Hyper-IgE Syndrome STAT3 and DOCKS8 Testing
¢« Common Variable Immunodeficiency Genetics
» Complement Deficiency Genetic Panel SaaS Platform
» Phagocytic Disorder Mutation Detection Commercial Kit
 T-cell Lymphopenia Gene Variant Interpretation Tool
 Antibody Deficiency Next-Generation Sequencing Service
« Immune Dysregulation Genetic Risk Stratification Database

« Immunodeficiency Carrier Screening Preconception Testing Panel

Genetic Basis of Peroxisomal Disorders
« Zellweger Spectrum Disorder PEX Gene Testing
¢ X-linked Adrenoleukodystrophy ABCD1 Testing
* Refsum Disease PHYH and PEX7 Variant Analysis
* Rhizomelic Chondrodysplasia Punctata Genetics
« Niemann-Pick Disease Type C ABCAL1 Diagnostic SaaS Platform
« Peroxisomal Beta-Oxidation Disorder Multi-Gene Panel Testing Service
« Infantile Refsum Disease PEX1 Variant Classification Al Tool
« Adrenomyeloneuropathy ABCD1 Mutation Database Commercial License
« Peroxisomal Protein Import Defect PEX5 Exome Analysis Platform

* Zellweger-Related Peroxisomal Biogenesis PEX Gene Panels Commercial Kit

Genome Sequencing Data Privacy and Ethics
* Genomic Data De-identification and Re-identification Risk
* Genomic Data Consent Framework Development
¢ Federated Genomic Analysis Privacy Preservation
» Genetic Information Non-Discrimination Policy Analysis
» Genomic Privacy Compliance SaasS for Regulated Industries
» Real-time Genomic Data Breach Detection and Response Platform
» Secure Genomic Data Marketplace with Privacy Preservation Tokenization
* Multi-party Genomic Research Collaboration Cloud Without Data Sharing
« Genomic Consent Management and Patient Data Ownership Platform

« Synthetic Genomic Data Generation Engine for Product Development Testing
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Genetic Testing in Vulnerable Populations
* Pediatric Genetic Testing Ethical Framework
» Genetic Testing in Resource-Limited Settings
* Ancestry and Diversity in Genetic Research
* Indigenous Community Genomics Research Ethics
» Pharmacogenomic Testing SaaS for Underserved Communities
« Carrier Screening Mobile App for Marginalized Ethnic Groups
» Genetic Risk Stratification Engine for Socioeconomically Disadvantaged Patients
* Equitable Genetic Counseling Telehealth Platform for Rural Populations
» Rare Disease Genetic Diagnosis Tool for Low-Income Patients

« Genetic Data Privacy and Consent Management for Vulnerable Populations

Genetic Basis of Thyroid Disorders
« Hereditary Medullary Thyroid Cancer RET Testing
 Thyroid Dyshormonogenesis Gene Mutations
« Non-Medullary Thyroid Cancer Genetic Risk
 Graves Disease and Hashimoto Thyroiditis Genetics
* TSH Receptor Gene Mutation SaaS Diagnostic Platform
« TPO and Thyroglobulin Antibody Genetic Predisposition Tool
» Thyroid Peroxidase Deficiency Gene Panel Commercial Service
* lodine Metabolism Gene Variant Carrier Screening Platform
 Thyroid Transcription Factor Gene Mutation Detection Software

* Thyroid Cancer Predisposition Gene Risk Stratification Engine

Inherited Metabolic Disease Biochemical Genetics
« Organic Acidemia Genotype-Phenotype Correlation
« Urea Cycle Disorder Molecular Classification
« Amino Acid Disorder Gene Panel Development
« Dietary Response Prediction from Genotype
» Metabolic Biomarker SaaS Platform for Disease Stratification
* Newborn Screening Algorithm Suite Commercial Deployment Tool
* Therapeutic Drug Response Prediction Engine Based Genotypes
« Variant Classification Database and Curation Service Platform
« Personalized Nutritional Intervention Software Based Metabolic Genotype

» Multigene Carrier Screening Commercial Panel Analytics Platform
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Transcriptomics for Genetic Diagnosis
* RNA Sequencing as Diagnostic Adjunct to WES
« Outlier Expression Analysis for Rare Variant Diagnosis
* Long Read RNA Sequencing for Isoform Diagnosis
« Single Cell RNA Sequencing in Disease Diagnosis
» Spatial Transcriptomics Integration for Tissue-Based Genetic Diagnosis
* Machine Learning Expression Signatures for Rare Disease Classification
« Cell-Free RNA Biomarkers for Non-Invasive Genetic Risk Stratification
» Real-Time Transcriptome Variant Interpretation Engine for Clinical Labs
« Multi-Tissue RNA Expression Panels for Polygenic Disease Risk Assessment

« Transcriptome-Guided Pharmacogenomics Platform for Treatment Selection

Structural Genomics Variation in Health
« Common Inversion Polymorphism Population Genetics
« Variable Number Tandem Repeat Disease Associations
« Segmental Duplication Architecture and Disease
* Mobile Element Insertion in Disease Genomes
* Copy Number Variation Clinical Diagnostic Platform
« Structural Variant Phenotype Prediction Engine
« Chromosomal Rearrangement Risk Assessment Software
¢ Breakpoint Junction Mapping Commercial Analysis Suite
* Disease-Associated Structural Variant Database Service

« Structural Genome Instability Biomarker Discovery Platform

Genetics of Cornelia de Lange Syndrome
¢ Cohesinopathy Gene Panel for CdLS Diagnosis
¢ CdLS Genotype-Phenotype Correlation Studies
¢ Mosaicism in CdLS and Diagnostic Implications
» Cohesin Complex Function and CdLS Pathomechanism
» Al-Powered Variant Classification Engine for CdLS Pathogenicity
e CdLS Carrier Screening and Risk Stratification SaaS Platform
» Real-Time Genotype-Phenotype Matching Database and Analytics Tool
* Non-Invasive Mosaicism Detection Kit Using Digital PCR Technology
 Functional Validation Service for Candidate CdLS Gene Mutations

« CdLS Precision Medicine Registry and Therapeutic Matching Platform
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Genetic Basis of Lipid Disorders
« Familial Combined Hyperlipidemia Genetics
* Sitosterolemia ABCG5 and ABCG8 Testing
* Lipoprotein Lipase Deficiency Gene Analysis
* HDL Deficiency Genetic Classification
* APOB Gene Mutation Detection SaaS Platform
* Lp(a) Genetic Risk Stratification Commercial Tool
» PCSK9 Loss-of-Function Variant Identification Service
« Cholesteryl Ester Transfer Protein Genotyping Analytics
« Apolipoprotein E Phenotyping Commercial Testing Platform

« Triglyceride Metabolism Gene Panel Comprehensive Diagnostic

Population Genomics and Ancient DNA
» Ancient Human Genome Reconstruction
« Archaic Introgression Effect on Modern Phenotypes
« Population Bottleneck Effect on Genetic Disease
« Demographic History Inference from Genomic Data
« Ancestry Composition Inference Engine for Consumer Genomics
« Population-Specific Disease Risk Prediction Using Allele Frequencies
« Ancient DNA Sample Authentication and Contamination Detection System
« Admixture Graph Modeling Software for Historical Population Interactions
« Selective Sweep Detection Platform for Agricultural Crop Genomics

* Linkage Disequilibrium Mapping for Ethnic-Stratified Genetic Association Studies

Genetic Basis of Musculoskeletal Disorders
* Fibrodysplasia Ossificans Progressiva ACVR1 Testing
* Multiple Osteochondromas EXT Gene Analysis
« Rickets and Hypophosphatemia Gene Testing
« Ossification Disorder Gene Panel Development
» Osteogenesis Imperfecta COL1A Mutation Detection SaaS Platform
* Ehlers-Danlos Syndrome Connective Tissue Gene Profiling Tool
» Marfan Syndrome FBN1 Risk Stratification and Management Platform
» Achondroplasia FGFR3 Variant Interpretation Clinical Database
« Hereditary Spastic Paraplegia Skeletal Phenotype Genotype Matching Engine

« Skeletal Dysplasia Multiplex Gene Panel Commercial Testing Service
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Genetic Biomarkers in Clinical Trials
* Pharmacogenomics Biomarker Trial Design
« Companion Diagnostic Development and Validation
¢ Enriched Trial Design Using Genetic Selection
¢ Pharmacodynamic Biomarker Discovery for Gene Therapy
» Biomarker Data Integration Platform for Multi-Site Trials
» Al-Powered Genetic Risk Stratification Engine for Patient Selection
» Real-Time Biomarker Monitoring Analytics Dashboard for Active Trials
» Biomarker Assay Validation and Certification as a Service
» Genetic Biomarker Predictive Modeling for Phase Transition Planning

« Biomarker Data Marketplace for Cross-Trial Comparative Effectiveness Research

Genetic Basis of Pain Disorders
* SCN9A Channelopathy Genetic Diagnosis
« Congenital Insensitivity to Pain Gene Testing
« Fabry Disease GLA Variant Characterization
« Familial Hemiplegic Migraine Gene Analysis
* TRPV1 Polymorphism Phenotyping SaaS Platform
* Neuropathic Pain Susceptibility Gene Panel Service
« Migraine Genetic Risk Stratification Analytics Tool
« Complex Regional Pain Syndrome Genomic Screening Kit
* Opioid Metabolism Pharmacogenetic Testing Enterprise Software

¢ Inflammatory Pain Biomarker Discovery and Licensing Platform

Genetics of Urological Disorders
« Polycystic Kidney Disease PKD1 and PKD2 Testing
* Nephronophthisis Gene Panel Testing
¢ Hereditary Urolithiasis Genetic Evaluation
» Bladder Exstrophy Genetic Risk Factors
» Benign Prostatic Hyperplasia Genetic Predisposition Risk Platform
» Hypospadias Developmental Genetics Diagnostic Testing Service
« Cystic Fibrosis Related Diabetes Genetic Screening Tool
 Alport Syndrome Genotyping and Phenotype Prediction Software
« Congenital Anomalies Urinary Tract Genetic Panel Service

« Testicular Dysgenesis Syndrome Genomic Risk Stratification Platform
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Genetic Basis of Congenital Heart Defects
* 22911 Deletion Syndrome Cardiac Phenotype Genetics
* NOTCH1 Bicuspid Aortic Valve Variant Analysis
* CHD Gene Discovery by Large Scale Sequencing
e Heterotaxy and Laterality Defect Gene Analysis
» TBX5 Holt-Oram Syndrome Variant Classification SaaS
* MYHS6 Atrial Septal Defect Predictive Analytics Tool
* GATAA4 Ventricular Septal Defect Genotype-Phenotype Mapping
« Conotruncal Defect Gene Panel Commercial Testing Suite
« HAND1 Left Ventricular Hypoplasia Risk Stratification Engine

« Chromatin Remodeling CHD Genes Clinical Interpretation Database

Functional Annotation of Non-Coding Genome
» Regulatory Variant Prioritization by Epigenomics
* MPRA for Non-Coding Variant Functional Testing
» Promoter and Enhancer Variant Effect Prediction
* CRISPRI Screen of Non-Coding GWAS Loci
« 3D Chromatin Architecture Mapping for Drug Target Discovery
* Non-Coding Variant Interpretation Pipeline for Clinical Diagnostics
* Machine Learning Models for Splice Site and UTR Variant Effects
« Tissue-Specific Enhancer Activity Prediction for Therapeutics Development
* LncRNA and Circular RNA Functional Annotation Platform

« Variant Effect Database and Scoring Infrastructure for Rare Diseases

Genetic Basis of Growth Disorders
 Short Stature Gene Panel Testing
* Silver-Russell Syndrome Molecular Diagnosis
« Beckwith-Wiedemann Syndrome Genetics
» Tall Stature and Overgrowth Syndrome Genetics
» Growth Hormone Deficiency Genomic Screening Platform
» Noonan Syndrome Variant Interpretation SaaS Solution
 Turner Syndrome X-Chromosome Analysis Diagnostic Kit
« Marfan Syndrome Fibrillin Mutation Database and Prediction Engine
» Achondroplasia and Skeletal Dysplasia Multiplexed Testing Panel

« Prader-Willi and Imprinting Disorder Epigenetic Detection Service
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Multi-Omics Integration in Genetics
* Proteomics and Genomics Integration for Disease
* Metabolomics QTL Mapping for Disease Pathways
* Multi-Omics Disease Subtype Identification
¢ Cross-Omics Causal Inference Networks
« Transcriptomics-Lipidomics SaasS for Precision Oncology
» Real-time Epigenomics-Phenotype Analytics Engine
» Gut Microbiome-Metabolomics Integration Diagnostic Service
* Multi-Omics Patient Data Harmonization and Integration Platform
« Al-Powered Immune Cell-Omics Profiling for Immunotherapy

« Genetic Risk-Omics Stratification Commercial Laboratory Network

Genetic Basis of Thyroid Cancer
*« BRAF and RAS Mutation Testing in Thyroid Nodules
« RET Fusion Detection in Papillary Thyroid Cancer
« Hereditary Thyroid Cancer Gene Panel Testing
« ThyroSeq Molecular Classifier Validation
* TP53 and PTEN Mutation SaaS Platform for Risk Stratification
* TERT Promoter Mutation Commercial Testing Service and Database
« Al-Powered Thyroid Cancer Genomic Interpretation and Reporting Tool
* Next-Generation Sequencing Panel Targeting Thyroid-Specific Driver Mutations
« Liquid Biopsy Platform for Circulating Thyroid Cancer Mutation Detection

« Thyroid Cancer Genomic Risk Calculator and Clinical Decision Support System

Genetic Variant Databases and Knowledge Bases
* Gene-Disease Database Curation and Maintenance
« Population Frequency Database Contribution
« Functional Variant Effect Database Development
» Phenotype-Genotype Knowledge Base Development
« Clinical Variant Interpretation APl and SaaS Platform
» Rare Disease Variant Matching and Patient Registry Tool
« Pharmacogenomics Variant Knowledge Enterprise Software
« Structural Variant Breakpoint Database and Annotation Engine
« Variant Pathogenicity Prediction Model Marketplace and Licensing

« Multi-Omics Variant Integration Platform for Precision Medicine
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Genetic Factors in Drug-Induced Liver Injury
* HLA Associations with Drug Hepatotoxicity
* Metabolizing Enzyme Variants in DILI Risk
¢ DILI GWAS in Large Patient Cohorts
» Mitochondrial Genetic Factors in DILI
» Pharmacogenomic Testing Platform for Drug-Induced Liver Injury Prediction
« lon Channel Gene Variant Database for Hepatotoxicity Risk Assessment
 Al-Powered Genetic Risk Scoring Engine for DILI Susceptibility Stratification
» Genetic Biomarker Panel Development Service for Drug Safety Certification
» Real-Time Genetic Monitoring Software for Post-Market DILI Surveillance Systems

« Personalized Drug-Gene Interaction Report Generator for Clinical Decision Support

Transcription Factor Genetics in Disease
« Haploinsufficiency of TF Genes in Development
« Dominant Negative TF Mutations in Disease
 Gain-of-Function TF Mutations in Cancer
« TF Binding Site Variants in Regulatory Disease
» TF-Disease Association Mining Platform for Drug Discovery
« Personalized TF Mutation Risk Stratification and Reporting Tool
« High-Throughput TF Binding Site Variant Functional Validation Platform
« Transcription Factor Regulatory Network Visualization and Analysis Suite
* TF Sequence Variant Consequence Prediction Engine for Genomics

« Disease-Specific TF Target Library and Validation Data Repository

Genetic Diagnostics in Neonatology
* Rapid Genomic Testing in NICU Setting
« Congenital Hyperinsulinism Gene Testing
* Neonatal Seizure Genetic Etiology Analysis
« Perinatal Lethal Condition Molecular Autopsy
» Neonatal Metabolic Disorder Screening SaaS Platform
 Al-Powered Neonatal Cardiac Gene Variant Classification Tool
« Pharmacogenomic Neonatal Drug Response Prediction Engine
« Chromosomal Microarray Quality Control and Interpretation Service
« Neonatal Immune Deficiency Gene Panel Rapid Turnaround

* Newborn Hearing Loss Genetic Risk Stratification Platform
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Genetics of Obesity-Related Complications
* Type 2 Diabetes Genetic Subtype Identification
* Nonalcoholic Fatty Liver Disease Genetic Risk
« Cardiovascular Risk in Metabolic Syndrome Genetics
« Bariatric Surgery Response Genetic Predictors
» Obesity-Related Sleep Apnea Genetic Screening Platform
» Genetic Kidney Disease Risk Assessment Tool Obesity
* Pharmacogenomic Response Prediction for Obesity Medications
« Insulin Resistance Genetic Predisposition Commercial Testing Kit
« Inflammation-Driven Obesity Complication Genomic Biomarker Service

e Cancer Risk Stratification in Obese Population Genetic Platform

Genetic Testing Platform Technologies
« Clinical NGS Platform Comparison and Validation
« Rapid Turnaround Sequencing Technology Development
« Point-of-Care Genetic Testing Device Development
« Microarray Technology for Clinical Cytogenomics
« Liquid Biopsy Platform Integration and Commercialization Strategy
* Pharmacogenomics Testing Workflow Automation and Clinical Decision Support
« Carrier Screening Panel Customization and Direct-to-Consumer Distribution Platform
* Real-Time Genetic Data Quality Control and Laboratory Compliance Monitoring
« Variant Classification and Interpretation as a Service Platform

 Prenatal and Newborn Screening Integration Platform with Risk Stratification

Genetic Basis of Childhood Cancer Predisposition
¢ TP53 Li-Fraumeni Syndrome Comprehensive Testing
* Retinoblastoma RB1 Gene Testing
¢ Wilms Tumor Genetic Predisposition Testing
« Constitutional Mismatch Repair Deficiency Diagnosis
* BRCA1/BRCAZ2 Hereditary Cancer Risk SaaS Platform
» Neurofibromatosis Type 1 NF1 Digital Screening Tool
« Familial Adenomatous Polyposis APC Gene Testing Platform
« Hereditary Diffuse Gastric Cancer CDH1 Mutation Detection
« Gorlin Syndrome PTCH1 Risk Stratification Commercial Service

« Peutz-Jeghers Syndrome STK11 Pediatric Surveillance Dashboard
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Genetic Modifiers in Inherited Diseases
« Cystic Fibrosis Modifier Gene Identification
* Sickle Cell Disease Severity Modifier Discovery
* Phenylketonuria BH4 Responsiveness Genetics
« Huntington Disease Age of Onset Modifier Genes
» Hemophilia A Inhibitor Development Prediction Platform
» Familial Hypercholesterolemia Response Genotyping and Risk Stratification
* Beta-Thalassemia Iron Overload Modifier Gene Testing Service
» Duchenne Muscular Dystrophy Exon-Skipping Drug Response Biomarker Platform
» Marfan Syndrome Aortic Dilation Modifier Genomic Risk Calculator

« Hereditary Transthyretin Amyloidosis Organ Involvement Prediction Engine

Genetic Basis of Lymphoma and Leukemia
« BCR-ABL1 Fusion Detection and Monitoring
« Lymphoma Somatic Mutation Panel Development
* ALL Genetic Risk Stratification
« Clonal Evolution in Lymphoma Relapse
« TP53 Mutation Profiling Software for Leukemia Prognosis
* MYC Translocation Detection Kit for Lymphoma Subtyping
*« JAK2 and FLT3 ITD Mutation Testing Platform
* NOTCH1 and PTEN Loss-of-Function Analysis Tool
* Complex Karyotype Interpretation Engine for Chronic Lymphocytic Leukemia

* Minimal Residual Disease Detection Assay Development Service

Gene Expression and Genetics Integration
* eQTL Mapping in Relevant Disease Tissues
* Splicing QTL Detection in Disease Context
« Single Cell eQTL Mapping for Cell Type Resolution
» Genetic Colocalization of eQTL and GWAS Signals
« Polygenic Risk Score Computation and Clinical Stratification Platform
« Tissue-Specific Variant Effect Prediction Engine for Drug Target Discovery
« Alternative Splicing Isoform Quantification and Therapeutic Targeting Service
« Cell Type-Specific eQTL Knowledge Base for Immunotherapy Optimization
« Causal Variant Prioritization Tool Using Colocalization Bayesian Networks

» Regulatory Network Integration API for Personalized Medicine Pipeline Automation
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Genetic Counseling in Oncology
« Hereditary Cancer Risk Communication Strategies
* Germline Incidental Findings in Tumor Sequencing
« Cascade Testing Implementation in Cancer Families
« Variant of Uncertain Significance Communication
» Al-Powered Pathogenic Variant Classification and Reporting Systems
» Multi-Gene Panel Testing SaaS for Precision Oncology Screening
« Digital Genetic Counseling Tools and Telehealth Integration Platforms
« Automated Family Risk Stratification and Clinical Decision Support Tools
« Patient Education and Consent Management Digital Platforms

« Pharmacogenomic Integration and Treatment Recommendation Engines

Computational Tools for Genetic Analysis
« GWAS Analysis Software Development and Benchmarking
« Machine Learning Variant Pathogenicity Prediction
« Phenotype Matching Algorithm Development
« Polygenic Score Calculation Pipeline Development
« Rare Variant Interpretation Platform for Clinical Diagnostics
* Real-time Genomic Data Quality Control and Harmonization Service
* Gene-Environment Interaction Risk Modeling SaaS Platform
« Multi-tissue Expression Prediction and eQTL Integration Engine
¢ Population Stratification and Ancestry-Aware Analysis Toolkit

» Federated Learning Platform for Distributed Genetic Data Analysis

Genetic Basis of Inflammatory Bowel Disease
*« NOD2 Crohn Disease Variant Genotyping
¢ IL23R and JAK-STAT Pathway IBD Genetics
* Monogenic IBD Gene Discovery in Early Onset
» IBD Pharmacogenomics for Therapy Optimization
* HLA-IBD Risk Stratification SaaS Platform
» Autophagy Gene Panel Commercial Testing Service
« Multi-Gene IBD Biomarker Prediction Engine Tool
 Barrier Function Genetics Diagnostic Kit Development
« Microbiota-Host Genetic Interaction Analysis Platform

« Rare IBD Variant Discovery and Matchmaking Service
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Next Generation Genetic Counseling Models
* Group Genetic Counseling Session Design
* Genetic Counselor Assistant Technology
* Nurse-Led Genetic Testing Program Development
« Digital Health Tools for Genetic Counseling
» Remote Genetic Counseling Platform with Al Triage
* Personalized Genetic Risk Report Generation Engine
» Genetic Counseling Workflow Automation and Scheduling SaaS
* Telegenetics Assessment Tool for Rare Disease Diagnosis
» Genetic Counselor Training and Competency Certification Platform

« Multi-Language Genetic Education Content Delivery System

Genetic Basis of Rare Kidney Diseases
« Atypical HUS Complement Gene Testing
« Primary Hyperoxaluria AGXT and GRHPR Testing
« Congenital Anomalies of Kidney Gene Discovery
» Genetic Focal Segmental Glomerulosclerosis Testing
« Alport Syndrome COL4A Mutation SaaS Diagnostic Platform
« IgA Nephropathy Genetic Risk Stratification Commercial Tool
* Polycystic Kidney Disease PKD1 PKD2 Testing Services
« Membranoproliferative Glomerulonephritis C3GN Gene Panel
* Thin Basement Membrane Disease COL4A3 Commercial Screening
* Nephrotic Syndrome NPHS1 NPHS2 Mutation Analysis Platform

Genetic Basis of Cardiomyopathies
» Hypertrophic Cardiomyopathy Gene Panel Testing
« Dilated Cardiomyopathy Genetic Etiology Analysis
« Arrhythmogenic Cardiomyopathy Gene Testing
» Genotype-Guided Risk Stratification in Cardiomyopathy
* Restrictive Cardiomyopathy Mutation Database and Annotation Platform
* Left Ventricular Non-Compaction Genetic Risk Prediction Engine
 Takotsubo Cardiomyopathy Genetic Predisposition Assessment Tool
« Peripartum Cardiomyopathy Genomic Variant Classification Software
« Secondary Cardiomyopathy Gene-Environment Interaction Analysis Platform

 Cardiomyopathy Genetic Counseling Decision Support Clinical Software
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Mitochondrial Disease Genetics Advanced Topics
* Next Generation mtDNA Sequencing for Heteroplasmy
* Nuclear-Encoded Respiratory Chain Gene Testing
 Leigh Syndrome Gene Panel Development
« Mitochondrial DNA Depletion Syndrome Testing
* OPA1 Dominant Optic Atrophy Diagnostic SaaS Platform
* POLG Mitochondrial Polymerase Disease Gene Analysis Tool
» Multi-System Mitochondrial Disease Risk Stratification Engine
« Maternal Inheritance mtDNA Mutation Tracking Service
« Barth Syndrome Cardiolipin Metabolism Biomarker Panel

* Fragmented mtDNA Repair Capacity Assessment Commercial Kit

Genetic Basis of Cleft Disorders
« Van der Woude Syndrome Differential Diagnosis
« Pierre Robin Sequence Genetic Evaluation
 Treacher Collins TCS Gene Panel
« Cleft Palate Only Genetic Etiology Studies
* Multiplex SNP Genotyping Platform for Cleft Susceptibility Loci
« Orofacial Cleft Candidate Gene Sequencing and Annotation Engine
« Rare Variant Discovery Pipeline for Syndromic Cleft Disease Classification
« Epigenetic Methylation Profiling Service for Cleft Risk Stratification
* Copy Number Variation Detection Toolkit for Cleft Structural Variants

» Polygenic Risk Score Calculation Platform for Multifactorial Cleft Prediction

Genetic Sequencing in Resource-Limited Settings
* Low-Cost Sequencing Strategy Development
« Population-Specific Disease Variant Panels
* Nanopore Sequencing for Remote Diagnostics
« Point Mutation Screening by ARMS-PCR
 Portable DNA Extraction Kit for Field Diagnostics
 Cloud-Based Variant Interpretation SaaS Platform
» Multiplexed PCR Panel Manufacturing for Endemic Diseases
* Mobile Laboratory Software Integration and Data Management
« Affordable Next-Generation Sequencing Workflow Optimization

« Reference Sample Library and Quality Control Standards
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Genetics of Colorectal Cancer
* FAP APC Gene Comprehensive Testing
* MUTYH-Associated Polyposis Testing
« Serrated Polyposis Syndrome Genetic Analysis
« Hereditary Mixed Polyposis Gene Discovery
» Lynch Syndrome Mutation Detection SaaS Platform
* Microsatellite Instability Biomarker Commercial Testing Suite
» Somatic BRAF KRAS PIK3CA Mutation Analysis Tool
 Familial Cancer Risk Stratification Genetic Reporting Service
« Tumor DNA Fragment ctDNA Liquid Biopsy Commerce Platform
« Polygenic Risk Score CRC Prediction Algorithm Enterprise Software

Genetic Basis of Ectodermal Dysplasias
« X-Linked Hypohidrotic Ectodermal Dysplasia EDA Testing
« EDARADD and EDAR Gene Analysis in ED
« ED with Clefting Gene Panel Development
« Hidrotic Ectodermal Dysplasia GJB6 Testing
« TP63 Mutation Detection SaaS Platform for ED Diagnosis
*« WNT10A Pathway Analysis Tool for Commercial Dental ED Solutions
* KRT5 and KRT14 Multi-Gene Screening Commercial Service
* PVRL1 and PVRL4 Variant Database with Phenotype Prediction Engine
* NEMO IKBKG Gene Test Kit and Clinical Interpretation Software

* Multi-Gene ED Panel as SaaS with Patient Portal Integration

Genetics of Drug Metabolism and Transport
« Extended CYP Genotyping Panel Development
*« UGT Enzyme Pharmacogenomics Studies
* Drug Transporter Genetic Variation Characterization
* Opioid Pharmacogenomics Testing Program
» Multi-Gene Pharmacogenomic Panel SaaS Platform
* Personalized Drug Dosing Algorithm and Clinical Decision Support
« Population Pharmacogenetics Database and Analytics Suite
» Genetic Biomarker Testing Kit for Direct-to-Consumer Wellness
« Clinical Laboratory Information Management System Integration

« Variant Interpretation Engine for Rare Drug-Gene Interactions
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Genetic Basis of Dystroglycanopathies
¢ FKTN Fukuyama CMD Gene Analysis
* POMT1 and POMT2 Walker-Warburg Syndrome Testing
¢ LGMD With Brain Involvement Gene Panel
* Novel Dystroglycanopathy Gene Identification
* ISPD Gene Mutation Detection Platform for CMD Diagnosis
* DAG1 Protein Glycosylation Commercial Assay Kit
* B3GNT1 Variant Classification SaaS for Treatment Selection
* LARGE Gene Deficiency Screening Commercial Biomarker Service
« Dystroglycan O-Mannosylation Pathway Analysis Software Tool
« TMEM5 and TMEMS8 Mutation Reporting Clinical Dashboard

Genetic Counseling for Common Diseases
 Alzheimer Disease Genetic Risk Counseling
« Coronary Artery Disease Genetic Risk Counseling
« Diabetes Genetic Risk and Lifestyle Counseling
« Mental Health Impact of Disease Risk Disclosure
« Breast Cancer BRCA Mutation Screening SaaS Platform
« Hereditary Cancer Panel Interpretation and Reporting Tools
 Cardiovascular Disease Family Risk Assessment Software
« Pharmacogenomics-Guided Medication Counseling Mobile App
« Cancer Predisposition Gene Variant Database and API Service

» Multi-Condition Genetic Risk Stratification Platform for Primary Care

Genetic Basis of Neurocristopathies
* Waardenburg Syndrome Molecular Genetics
* CHARGE Syndrome CHD7 Comprehensive Testing
¢ Hirschsprung Disease Gene Panel Testing
» Neurofibromatosis Gene Variant Classification
 Treacher Collins Syndrome TCOF1 Diagnostic SaaS Platform
« Velocardiofacial Syndrome TBX1 Clinical Decision Support Software
* Piebaldism KIT Gene Variant Commercial Testing Kit
« Multiple Endocrine Neoplasia RET Gene Predictive Analytics Engine
* Microdeletion Syndrome aCGH Commercial Laboratory Information System

« Segmental Neurofibromatosis NF1 Somatic Mutation Tracking Platform
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Genetics of Immune-Mediated Skin Diseases
* Psoriasis Genetic Risk Factor Analysis
* Atopic Dermatitis FLG and Genetic Architecture
« Hidradenitis Suppurativa Genetics Research
« Palmoplantar Keratoderma Gene Classification
« Vitiligo Depigmentation Genetic Biomarker SaaS Platform
« Lichen Planus Autoimmune Gene Expression Profiling Tool
» Pemphigus Vulgaris HLA Typing Commercial Testing Service
* Alopecia Areata Genetic Prediction Algorithm Enterprise Software
« Systemic Sclerosis Collagen Gene Mutation Detection Kit

« Bullous Pemphigoid Epitope Mapping Precision Medicine Platform

Genetic Basis of Lipodystrophies
» Congenital Generalized Lipodystrophy Gene Testing
« Familial Partial Lipodystrophy LMNA Testing
« Acquired Lipodystrophy Genetic Predisposition
« Lipodystrophy Metabolic Phenotype Prediction
* PLIN1 Mutation Detection SaaS Platform
« Lipodystrophy Genetic Risk Stratification Engine
* AGPAT2 Gene Therapy Candidate Screening Tool
* Lipodystrophy Genetic Data Integration Platform
* CIDEC Variant Classification Machine Learning Model

* Syndromic Lipodystrophy Genetic Profiling Workflow

Genetic Basis of Spinal Disorders
* Adolescent Idiopathic Scoliosis Genetic Studies
» Hereditary Spastic Paraplegia Comprehensive Panel
» Congenital Scoliosis Gene Discovery
* Klippel-Feil Syndrome Genetic Etiology Analysis
» Degenerative Disc Disease Predictive Biomarker SaaS Platform
« Spinal Muscular Atrophy Gene Therapy Companion Diagnostic Tool
 Familial Spinal Stenosis Risk Stratification Clinical Decision Support
« Ehlers-Danlos Syndrome Spinal Phenotyping Genetic Database Platform
« Thoracic Outlet Syndrome Genetic Variant Discovery Commercial Analytics

« Pediatric Spine Deformity Genetic Risk Calculator Mobile Application
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Genetics of Autism Spectrum Disorder
¢ Chromosomal Microarray in ASD Genetic Evaluation
*« SHANK and Synaptic Gene Mutation Analysis
¢ PTEN Hamartoma Tumor Syndrome in Macrocephalic ASD
* Recurrent ASD CNV Functional Characterization
* Whole Exome Sequencing Data Analytics Platform for ASD
» De Novo Mutation Detection Engine for Rapid ASD Diagnosis
« Copy Number Variation Risk Stratification Commercial Service
« X-Linked Autism Gene Panel Testing and Reporting System
« Polygenic Risk Score Calculator for ASD Susceptibility Prediction

« Gene-Environment Interaction Database for ASD Commercial Licensing

Genetic Basis of Ciliopathies
« Bardet-Biedl Syndrome Comprehensive Gene Panel
« Joubert Syndrome Gene Discovery and Testing
* Nephronophthisis Gene Panel Optimization
« Oral-Facial-Digital Syndrome OFD1 Testing
« Primary Ciliary Dyskinesia NGS Panel and Diagnostic Platform
« Ciliopathy Variant Interpretation Engine and Clinical Analytics Suite
* Meckel-Gruber Syndrome Prenatal Genetic Testing and Counseling Platform
« Retinal Ciliopathy Gene Mutation Database and Precision Medicine Tool
« Syndromic Ciliopathy Multi-Gene Screening Kit and Report Automation

« Ciliopathy Carrier Screening Population Health Analytics and Risk Stratification

Genetic Risk Stratification in Dermatology
* Melanoma CDKN2A and CDK4 Risk Testing
 Basal Cell Nevus Syndrome PTCH1 Molecular Testing
« Xeroderma Pigmentosum Gene Panel Testing
» Skin Cancer Polygenic Risk Score Development
« Atypical Mole Syndrome CDKN2A Germline Mutation SaaS Platform
« Familial Atypical Multiple Mole and Melanoma Syndrome Predictive Analytics Tool
* Non-Melanoma Skin Cancer Susceptibility Gene Variant Commerce Platform
* Lynch Syndrome Dermatologic Manifestation Risk Calculator Enterprise Solution
« Cutaneous Melanoma Somatic Mutation Reporting and Prognostication Service

« Genodermatosis Risk Screening APl and Integration Toolkit
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Genetic Dissection of Quantitative Traits
* Height GWAS Meta-Analysis and Genetic Architecture
« Blood Pressure Genetic Loci Discovery
« Intelligence and Cognitive Ability GWAS
« Personality Trait Genetic Architecture Studies
* Polygenic Risk Score Platform for Disease Susceptibility
« Agricultural Crop Yield Optimization Using Genomic Selection
« Livestock Production Traits Genomic Prediction Service
« Pharmacogenomic Response Prediction Engine for Drug Efficacy
» Consumer Trait Genomics for Personalized Product Development

» Mental Health Genetic Architecture Discovery for Therapeutic Innovation

Genomic Medicine Implementation Research
» Genomic Medicine Clinic Model Evaluation
« EHR Integration of Genomic Information
« Barriers to Genetic Testing Access Research
« Cost-Effectiveness of Genomic Screening Programs
« Clinical Decision Support Systems for Variant Interpretation
« Pharmacogenomics Testing Integration into Pharmacy Workflows
» Genetic Data Privacy and Compliance Management Solutions
« Direct-to-Consumer Genomic Report Commercialization Platforms
* Polygenic Risk Score Development and Clinical Deployment Tools

» Genomic Data Marketplace and Licensing Technology Infrastructure

Genetic Basis of Connective Tissue Tumors
* Hereditary Leiomyomatosis and RCC FH Testing
« SDHA-D Paraganglioma Pheochromocytoma Genetics
* NF1 Associated GIST and Malignancy Risk
* Hereditary GIST SDHA and KIT Germline Testing
» TP53 Li-Fraumeni Syndrome Comprehensive Screening Platform
» DICER1 Pleuropulmonary Blastoma Genetic Risk Assessment Tool
« PTEN Cowden Syndrome Connective Tissue Malignancy Intelligence
« MDM2 Amplification Soft Tissue Sarcoma Stratification Engine
« BAP1 Mesothelioma and Uveal Melanoma Genetic Testing Registry

*« BRCAL1/2 Connective Tissue Sarcoma Integrated Reporting System
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Genetic Basis of Hearing and Vestibular Disorders
« Enlarged Vestibular Aqueduct SLC26A4 Testing
*« DFNA and DFNB Locus Molecular Characterization
¢ Auditory Neuropathy Spectrum Disorder Genetics
« Familial Meniere Disease Genetic Analysis
* GJB2 GJB6 Mutation Detection SaaS Platform
» Mitochondrial Hearing Loss m.1555A>G Screening Tool
» Syndromic Deafness Gene Panel Commercial Sequencing Service
« Vestibular Dysfunction Gene Variant Interpretation Engine
« Otoferlin OTOF Mutation Commercial Testing And Counseling
« Pendrin SLC26A4 Thyroid Hearing Loss Risk Prediction Platform

Genetic Basis of RASopathies
* Noonan Syndrome PTPN11 and Gene Panel Testing
« Cardio-Facio-Cutaneous Syndrome Gene Analysis
« Costello Syndrome HRAS Variant Characterization
* RASopathy Genotype-Phenotype Correlation Studies
« MAPK Pathway Mutation Detection SaaS Platform
* RASopathy Clinical Phenotype Prediction Al Engine
* Neurofibromatosis Type 1 SPRED1 Variant Database
* Multi-Gene RASopathy Panel Sequencing Service Provider
* RASopathy Carrier Screening and Risk Stratification Tool
¢ Real-World RASopathy Outcomes Registry and Analytics Suite

Genetic Basis of Polycythemia and Erythrocytosis
*« JAK2 V617F and Exon 12 Myeloproliferative Testing
¢ Primary Familial Congenital Polycythemia EPOR Testing
¢ VHL Chuvash Polycythemia Variant Analysis
» Hereditary High Altitude Adaptation Genetics
¢« EPAS1 HIF-2a Hypoxia Pathway Commercial Testing Platform
« PHD2 EGLN1 Gene Mutation Detection Commercial Assay Kit
e Secondary Erythrocytosis Differential Diagnosis Al-Powered Platform
* EGLN1 PHD2 and EGLN3 Rare Variant Commercial Panel
« Erythropoietin Signaling Pathway Genomic Risk Stratification Tool

» Congenital Polycythemia Multi-Gene Sequencing Diagnostic Service
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Genetic Basis of Vascular Malformations
« Hereditary Hemorrhagic Telangiectasia Gene Testing
* Cerebral Cavernous Malformation CCM Gene Testing
* Venous Malformation TEK Somatic Mutation Analysis
« Capillary Malformation AVM RASAL Testing
» Lymphatic Malformation PROX1 Mutation SaaS Platform
* Arteriovenous Malformation ACVRL1 Genomic Risk Stratification Tool
« Vascular Malformation Multi-Gene Panel Clinical Reporting Service
* Capillary Malformation Pigmentation Variant Classification Engine
« Vascular Malformation Compound Heterozygote Detection and Interpretation Software

« Somatic Mosaicism Vascular Malformation NGS Analysis Workflow

Genetic Basis of Porphyrias
« Acute Hepatic Porphyria Gene Panel Testing
« Erythropoietic Protoporphyria FECH Testing
 Congenital Erythropoietic Porphyria UROS Analysis
« Porphyria Cutanea Tarda HFE and UROD Testing
« Variegate Porphyria PROTOX2 Mutation Detection SaaS
» X-Linked Protoporphyria ALAS2 Comprehensive Genotyping Tool
» Porphyria Genetic Risk Stratification Al Platform
e Dual ALAD and PBGD Acute Porphyria Rapid Panel Kit
» Porphyria Carrier Screening Database and Counseling Platform

* Hepatic Porphyria Pharmacogenomics Integration Dashboard

Genetic Basis of Bleeding Diathesis
* Bernard-Soulier Syndrome GP1BA Gene Testing
¢ Glanzmann Thrombasthenia ITGA2B ITGB3 Analysis
« Storage Pool Disease Gene Identification
 Gray Platelet Syndrome NBEAL2 Testing
 Von Willebrand Factor VWF Gene Mutation Detection Platform
* Factor V Leiden F5 Gene Thrombophilia Risk Stratification Tool
 Prothrombin F2 Gene Variant Screening Commercial Laboratory Service
« Factor VIII FVIII Gene Hemophilia A Mutation Database SaaS
« Factor IX FIX Gene Hemophilia B Carrier Detection Commercial Kit

« Fibrinogen FGB FGA Gene Dysfibrinogenemia Phenotype Prediction Engine
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Genetic Basis of Congenital Disorders of Glycosylation
« PMM2-CDG Molecular Diagnosis and Counseling
* CDG Next Generation Sequencing Panel Development
« Biochemical-Genetic Correlation in CDG
¢ Novel CDG Gene Discovery by WES
* CDG Carrier Screening SaaS Platform for Reproductive Planning
» Automated CDG Protein Glycosylation Biomarker Analysis Tool
» Customizable CDG Mutation Database and Interpretation Engine
* CDG Therapeutic Target Identification and Drug Development Platform
« Real-time CDG Patient Registry and Natural History Analytics Service
« Al-Powered CDG Phenotype Prediction from Genotype Classification System

Genetic Basis of Congenital Adrenal Hyperplasia
* CYP21A2 Genotyping for CAH Molecular Diagnosis
« Genotype-Phenotype Correlation in CAH
* Non-Classic CAH Population Prevalence Studies
* CAH Newborn Screening Molecular Confirmation
« Al-Powered CAH Variant Classification and Pathogenicity Prediction Engine
* Multi-Gene CAH Diagnostic Panel SaaS with Automated Reporting
* Real-Time CAH Genetic Risk Stratification Tool for Prenatal Screening
* CAH Pharmacogenomic Treatment Response Prediction Database and API
* Multiplexed SNP Genotyping Assay for Common CAH Mutations

* CAH Mutation Database and Clinical Evidence Aggregation Platform

Genetic Basis of Refractory Epilepsies
« Dravet Syndrome SCN1A Gene Testing
* KCNQZ2 Neonatal Epilepsy Variant Characterization
« DEPDC5 mTOR Pathway Epilepsy Testing
« Ultra-Rare Epilepsy Gene Functional Validation
*« PCDH19 Gene Mutation SaaS Diagnostic Platform
* ARX Gene X-linked Infantile Spasms Genetic Testing Kit
* Multi-Gene Panel Refractory Epilepsy Rapid Sequencing Service
 Focal Cortical Dysplasia Gene Biomarker Discovery Software Tool
« Temporo-Mesial Lobe Epilepsy Genetic Counseling Digital Platform

* Progressive Myoclonic Epilepsy Gene Therapy Candidate Screening Platform
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Genetic Testing Workforce Development
« Clinical Molecular Geneticist Training Program
» Genetic Counselor Genomics Competency Assessment
* Primary Care Provider Genetics Education
« Bioinformatics Scientist Training for Clinical Genetics
» Genetic Laboratory Technician Certification SaaS Platform
« Variant Interpretation Specialist Upskilling Digital Tool
» Genetic Testing Sales and Operations Enablement Platform
» Next-Generation Sequencing Data Analysis Bootcamp Software
» Regulatory Compliance and Accreditation Knowledge Management System

« Genomic Medicine Industry Practitioner Credential Exchange Network

Genetic Basis of Inflammatory Myopathies
 Antisynthetase Syndrome Myositis Autoantibody Genetics
» Genetic Factors in Inclusion Body Myositis
« Juvenile Dermatomyositis Genetic Predisposition
» Polymyositis and DM Treatment Response Genetics
*« MHC Genetic Profiling SaaS for Myositis Risk Stratification
« Genetic Biomarker Panel Development for Necrotizing Autoimmune Myopathy
* Genomic Data Analytics Platform for Myositis Drug Target Discovery
* Polygenic Risk Score Engine for Dermatomyositis Progression Prediction
« Immunogenetic Sequencing Workflow for Anti-Mi2 and Anti-TIF1 Detection

» Gene Expression Profiling Tool for Myositis Subtype Classification

Genetic Basis of Lysosomal Membrane Disorders
« Danon Disease LAMP2 Gene Testing
* Cystinosis CTNS Gene Mutation Analysis
« Sialic Acid Storage Disorder SLC17A5 Testing
» Mucolipidosis GNPTAB and GNPTG Gene Analysis
» Niemann-Pick NPCL1 Carrier Screening SaaS Platform
* Galactosialidosis CTBS Gene Variant Database Tool
* Cholesterol Esterase LIPA Deficiency Predictive Algorithm
 Alpha-Mannosidosis MAN2B1 Clinical Validation Testing Service
« Fucosidosis FUCAL Genotype-Phenotype Matching Platform

 Beta-Hexosaminidase HEXB Gene Multiplex Testing Workflow
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Genetic Basis of Dystrophic Epidermolysis Bullosa
¢« COL7A1 Comprehensive Variant Analysis
* DEB Genotype-Severity Correlation Studies
* Gene Therapy Eligibility Assessment for DEB
¢ Prenatal Diagnosis for Severe DEB
« Carrier Screening SaaS Platform for COL7A1 Mutations
» Automated DEB Clinical Trial Patient Matching Engine
* Real-time COL7AL1 Variant Interpretation Dashboard
« DEB Patient Stratification Biomarker Testing Service
« Multi-modal DEB Prognosis Prediction Model Software

« Integrated DEB Genetic Data Management and Analytics Platform

Genetic Testing in Psychiatry
« Copy Number Variant Detection in Psychiatric Disorders
« GeneSight Psychiatric Pharmacogenomics Testing
« Whole Exome Sequencing in Refractory Psychosis
« Genetic Testing Implementation in Psychiatric Clinics
 Polygenic Risk Score SaaS Platform for Depression Prediction
* Medication Response Biomarker Testing Kit for Treatment-Resistant Depression
« Al-Powered Variant Interpretation Engine for Psychiatric Genetic Data
« Mitochondrial DNA Testing Panel for Mood and Anxiety Disorders
 Ethnic-Specific Psychiatric Genome Database Licensing Platform

* Mobile App Integration Suite for Genetic Test Result Management

Genetics of Mitochondrial Myopathies
¢ CPEO and Kearns-Sayre Syndrome mtDNA Testing
* MELAS and MERRF mtDNA Point Mutation Testing
¢ Nuclear Gene Causes of mtDNA Instability
» Mitochondrial Myopathy Exercise Intolerance Genetics
« Leigh Syndrome mtDNA Mutation Detection SaaS Platform
» Mitochondrial DNA Copy Number Quantification Commercial Assay
» Mitochondrial Myopathy Carrier Screening NGS Panel Service
« mtDNA Heteroplasmy Load Prognostic Analytics Engine
« Mitochondrial Genome Reference Database Commercial Subscription

* Muscle Biopsy mtDNA Analysis Automation Laboratory System
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Genetic Architecture of Common Inflammatory Diseases
* Ankylosing Spondylitis HLA-B27 and GWAS Genetics
* Multiple Sclerosis HLA and Complement Genetics
* Celiac Disease HLA-DQ2/DQ8 Genetic Testing
« Sjogren Syndrome Genetic Risk Factor Studies
» Rheumatoid Arthritis SNP Panel Diagnostic SaaS Platform
« Inflammatory Bowel Disease Genetic Risk Stratification Software
» Type 1 Diabetes Polygenic Risk Score Screening Tool
« Systemic Lupus Erythematosus Genetic Biomarker Discovery Platform
« Psoriasis HLA and IL-23 Pathway Genetic Testing Suite

« Vasculitis Genetic Classification Engine for Precision Treatment

Genetic Basis of Glycogen Storage Diseases
« Pompe Disease GAA Gene Variant Classification
* McArdle Disease PYGM Gene Testing
« Glycogen Storage Disease Type | GSD-la Testing
* Newborn Screening for Glycogen Storage Diseases
* GSD Type lll Debranching Enzyme Mutation SaaS Platform
 Glycogen Synthase GYS2 Gene Panel Commercial Diagnostic Kit
* Phosphorylase Kinase PHKG2 Variant Interpretation Web Tool
« Liver Glycogen Phosphorylase PYGL Gene Mutation Database
* Glucose-6-Phosphatase Catalytic Subunit G6PC Digital Registry Platform

* Multi-Gene GSD Carrier Screening Commercial Panel Service

Genetic Basis of Kidney Tubular Disorders
* Dent Disease CLCN5 and OCRL Gene Testing
* Lowe Syndrome OCRL Molecular Diagnosis
« Hereditary Fanconi Syndrome Gene ldentification
» Renal Tubular Acidosis Genetic Classification
« Bartter and Gitelman Syndrome Genetic Screening SaaS Platform
» X-Linked Recessive Nephrolithiasis CLCN5 Mutation Database Tool
 Proximal Tubule Dysfunction Gene Panel Commercial Testing Service
« Distal Renal Tubular Acidosis Genotype-Phenotype Prediction Engine
« Medullary Cystic Kidney Disease UMOD Variant Classification Commercial Tool

« Autosomal Dominant Tubulointerstitial Kidney Disease Genetic Testing Suite
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Genetic Testing for Familial Stroke
¢« CADASIL NOTCH3 Gene Comprehensive Testing
¢ CARASIL HTRAL Variant Analysis
« Familial Cavernous Malformation Gene Testing
* Monogenic Causes of Early Stroke Identification
» Polygenic Risk Score SaaS Platform for Stroke Susceptibility
« Arterial Dissection Genetic Panel with Clinical Decision Support
« Atrial Fibrillation Genetic Predisposition Screening Tool Suite
» Mitochondrial DNA Mutation Detection Engine for Stroke Risk
« Thrombophilia Gene Variant Marketplace and Risk Aggregation API

« Cerebral Autosomal Dominant Arteriopathy Longitudinal Monitoring Service

Genetic Basis of Complement Disorders
* C3 Glomerulopathy Complement Gene Testing
« Hereditary Angioedema C1-Inhibitor Gene Analysis
« Complement Factor Deficiency Gene Testing
* PNH Somatic PIGA Mutation Clonal Analysis
* MASP2 Gene Mutation Detection Platform for Lectin Pathway
* Complement Factor | Gene Variant Commercial Screening Tool
* CD55 and CD46 Deficiency Gene Panel Testing Service
* Properdin Gene X-Linked Deficiency Commercial Analysis Suite
¢ C4A and C4B Gene Copy Number Variation Analysis Tool

* CFH and CFHR Gene Mutation Database and Commercial Reporting Platform

Genetic Basis of Corneal Dystrophies
* TGFBI Corneal Dystrophy Mutation Analysis
¢ Fuchs Endothelial Corneal Dystrophy Genetics
« Congenital Stromal Corneal Dystrophy DCN Testing
» Macular Corneal Dystrophy CHST6 Gene Testing
« Lattice Corneal Dystrophy HICD1 Gene Sequencing Platform
» Granular Corneal Dystrophy GCD1 GCD2 Mutation Database
« Avellino Corneal Dystrophy TGFBI Rapid Diagnostic Test Kit
« Epithelial Basement Membrane Dystrophy COL7A1 Risk Calculator
« Schnyder Corneal Dystrophy UBIAD1 Genetic Counseling Platform

« Multi-Gene Corneal Dystrophy Panel Next Generation Sequencing Service


https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/cadasil-notch3-gene-comprehensive-testing
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/carasil-htra1-variant-analysis
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/familial-cavernous-malformation-gene-testing
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/monogenic-causes-of-early-stroke-identification
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/polygenic-risk-score-saas-platform-stroke
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/arterial-dissection-genetic-panel-clinical-decision
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/atrial-fibrillation-genetic-predisposition-screening-tool
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/mitochondrial-dna-mutation-detection-engine-stroke
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/thrombophilia-gene-variant-marketplace-risk-aggregation
https://projects.nthrys.com/genetics/genetic-testing-for-familial-stroke/cerebral-autosomal-dominant-arteriopathy-monitoring-service
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/c3-glomerulopathy-complement-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/hereditary-angioedema-c1-inhibitor-gene-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/complement-factor-deficiency-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/pnh-somatic-piga-mutation-clonal-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/masp2-gene-mutation-detection-platform-lectin-pathway
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/complement-factor-i-gene-variant-screening-tool
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/cd55-cd46-deficiency-gene-panel-testing-service
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/properdin-gene-x-linked-deficiency-analysis-suite
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/c4a-c4b-gene-copy-number-variation-analysis-tool
https://projects.nthrys.com/genetics/genetic-basis-of-complement-disorders/cfh-cfhr-gene-mutation-database-reporting-platform
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/tgfbi-corneal-dystrophy-mutation-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/fuchs-endothelial-corneal-dystrophy-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/congenital-stromal-corneal-dystrophy-dcn-testing
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/macular-corneal-dystrophy-chst6-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/lattice-corneal-dystrophy-hicd1-gene-sequencing-platform
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/granular-corneal-dystrophy-gcd1-gcd2-mutation-database
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/avellino-corneal-dystrophy-tgfbi-rapid-diagnostic-test-kit
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/epithelial-basement-membrane-dystrophy-col7a1-risk-calculator
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/schnyder-corneal-dystrophy-ubiad1-genetic-counseling-platform
https://projects.nthrys.com/genetics/genetic-basis-of-corneal-dystrophies/multi-gene-corneal-dystrophy-panel-next-generation-sequencing-service

NTHRYS OPC PVT LTD | Genetics Project Topics

Genetic Basis of Carbohydrate Metabolism Disorders
» Galactosemia GALT Variant Classification
* Hereditary Fructose Intolerance ALDOB Testing
« Pyruvate Kinase Deficiency PKLR Gene Analysis
 Transaldolase Deficiency TALDO1 Testing
 Glycogen Storage Disease GYS1 Diagnostic SaaS Platform
» Pompe Disease GAA Mutation Database Commercial Tool
» Fanconi-Bickel Syndrome SLC2A2 Genetic Risk Assessment Service
» Phosphoglycerate Kinase Deficiency PGK1 X-Linked Testing Platform
* Glucose-6-Phosphatase G6PC Newborn Screening Commercial Kit

« Lactate Dehydrogenase LDHA Metabolic Status Monitoring Software

Next Generation Sequencing Quality Metrics
» Sequencing Coverage Uniformity Analysis
« Variant Allele Frequency Accuracy Validation
« Sequencing Artifact Identification and Filtering
« Analytic Sensitivity and Specificity Measurement
* Read Depth Distribution and GC Bias Correction
« Adapter Contamination Detection and Removal Engine
» Base Quality Score Recalibration and Validation
* Mapping Quality and Alignment Statistics Dashboard
« Contamination Detection and Sample Cross-Contamination Prevention

* Duplicate Read Identification and Complexity Metrics

Genetic Basis of Basal Ganglia Disorders
* Neurodegeneration with Brain Iron Accumulation Genetics
* Wilson Disease ATP7B Comprehensive Testing
« BPAN WDR45 Gene Testing in Females
 Kufor-Rakeb Syndrome ATP13A2 Analysis
 Pantothenate Kinase PANK2 Mutation Detection SaaS
» Mitochondrial Membrane Protein MPV17 Screening Tool Suite
« Aceruloplasminemia CP Gene Carrier Risk Assessment Platform
* Spinocerebellar Ataxia Type 17 TATA-Binding Protein Analysis
« Juvenile Huntington Disease HTT CAG Repeat Expansion Prediction

* Fragile X Associated Tremor Ataxia FMR1 Premutation Portal
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Genetic Pharmacovigilance Programs
* HLA Screening for Serious Adverse Drug Reactions
* Pharmacogenomics Surveillance Database Development
¢ Automated Pharmacogenomics Alert System
* Real-World Evidence for Pharmacogenomics Benefits
» Genetic Biomarker Integration Platform for Multi-Drug Safety
« Predictive Pharmacogenomic Risk Scoring Engine for Payers
« Clinical Variant Interpretation Service for Drug Response Prediction
* Real-Time Adverse Event Genotyping Platform for Hospitals
« Genetic Data Privacy and Compliance Management Solution

« Machine Learning Platform for Adverse Event Genotype Pattern Discovery

Genetic Basis of Amino Acid Transport Disorders
« Cystinuria SLC3A1 and SLC7A9 Gene Testing
e Hartnup Disease SLC6A19 Mutation Analysis
« Lysinuric Protein Intolerance SLC7A7 Testing
« Iminoglycinuria SLC36A2 and SLC6A20 Analysis
« Dicarboxylic Aminoaciduria SLC6A20 Digital Diagnostic Platform
« Citrin Deficiency SLC25A13 Mutation Database and Screening Kit
* Reno-cerebral Syndrome SLC6A8 Creatine Transporter Testing Service
« Organic Cation Transporter SLC22A Family Genotyping Enterprise Solution
« Histidinemia SLC29A1 Variant Interpretation and Clinical Registry Platform

¢ Amino Acid Transport Disorder Phenotype Prediction SaaS Analytics Engine

Genetic Basis of Ocular Motor Disorders
« Congenital Fibrosis of Extraocular Muscles Genetics
« Duane Retraction Syndrome Genetic Analysis
¢ Hereditary Nystagmus Gene Discovery
» Congenital Motor Nystagmus FMRD Gene Testing
« Internuclear Ophthalmoplegia Mutation Screening SaaS Platform
» Horizontal Gaze Palsy Progressive Genetic Risk Calculator
« Abducens Nerve Palsy Gene Variant Classification Software
« Ocular Motor Apraxia Genetic Panel Testing Service
« Vestibular-Ocular Reflex Dysfunction Biomarker Discovery Platform

¢ Saccadic Intrusion Syndrome Gene Variant Database Service
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Genetic Basis of Pulmonary Arterial Hypertension
* BMPR2 Hereditary PAH Molecular Testing
* Non-BMPR2 PAH Gene Panel Testing
« EIF2AK4 Pulmonary Veno-Occlusive Disease Testing
* PAH Gene-Treatment Response Correlation Studies
« Al-Powered PAH Genetic Risk Stratification SaaS Platform
» Multi-Gene PAH Variant Classification and Interpretation Tool
» Real-Time PAH Genetic Data Registry and Analytics Dashboard
» Genetic Counseling Support Tool for PAH Patient Families
« Pharmacogenomic-PAH Gene Interaction Prediction Engine

« Next-Generation PAH Genetic Biomarker Discovery Service

Genetic Basis of Hyperinsulinism
« ABCC8 and KCNJ11 Hyperinsulinism Testing
* GCK Activating Mutation Hyperinsulinism
* UCP2 and Other HI Modifier Gene Analysis
» Novel Hyperinsulinism Gene Discovery by WES
* HADH and SCHAD Mutation Detection SaaS Platform
*« FOXP4 and FOXAZ2 Transcription Factor Analysis Tool
* Multi-Gene Hyperinsulinism Carrier Screening Panel Service
* SUR1 Pharmacogenomics Response Prediction Engine
« Hyperinsulinism Variant Interpretation Curation Database

* Neonatal HI Genetic Risk Stratification Mobile Application

Population Stratification and Admixture Analysis
* Principal Component Analysis for Ancestry Inference
* Local Ancestry Estimation in Admixed Populations
« Stratification Correction in Multi-Ancestry GWAS
» Ancestry-Specific Linkage Disequilibrium Patterns
» Admixture Quantification Engine for Clinical Genomics
« Population-Specific Reference Panel Generation and Curation
» Real-Time Ancestry Prediction API for Direct-to-Consumer Testing
« Admixture-Aware Variant Effect Prediction and Interpretation
« Biogeographic Ancestry Fine-Mapping for Forensic Genetics

« Cross-Ancestry Transferability Prediction for ML Models
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Genetic Basis of Primary Immunodeficiency Disorders
¢ Agammaglobulinemia BTK and IGLL1 Testing
* Combined Variable Immunodeficiency Gene Analysis
¢ |IL2RG and RAG1/2 SCID Molecular Diagnosis
« Activated PI3K Delta Syndrome Genetics
» DOCKS8 Deficiency Genetic Panel SaaS Platform
« NEMO Pathway Mutation Detection Commercial Kit
» ADA Deficiency Predictive Biomarker SaaS Analytics
« Complement Deficiency Mutation Database Commercial Tool
* JAK3 SCID Genotype-Phenotype Matching Engine
« DiGeorge Syndrome 2211 Copy Number Variation Platform

Genetic Basis of Cornelia de Lange Spectrum
< NIPBL Mutation Spectrum in CdLS
¢ X-Linked CdLS HDACS8 Gene Testing
« Low-Level Mosaicism in Mild CdLS Phenotypes
* Novel Cohesinopathy Gene Discovery
* SMC1A and SMC3 Variant Classification SaaS Platform
« Cohesin Complex Interaction Mapping Commercial Database
* RAD21 and ANKRD11 Predictive Genotype-Phenotype Tool
* Next-Generation Sequencing Panel Optimization Service
¢ Functional Validation Assay Kit for Novel CdLS Variants
¢ CdLS Spectrum Patient Registry and Risk Stratification API

Genetic Basis of Noonan Spectrum Disorders
« Cardiofaciocutaneous Syndrome Gene Panel
* LEOPARD Syndrome PTPN11 D61 Variant Testing
¢ Neurofibromatosis-Noonan Syndrome NF1 Analysis
* RASopathy Malignancy Risk Stratification
* KRAS Mutation Detection Platform for Noonan Phenotype Screening
* SOS1 Variant Interpretation Engine with Phenotype Prediction Analytics
* Multi-Gene RASopathy Risk Calculator and Clinical Decision Support
« Noonan Spectrum Carrier Screening Panel with Reproductive Risk Assessment
« Noonan Growth and Development Phenotype-Genotype Database Platform

* RAF1 and BRAF Pathway Analysis Tool for Cardiopulmonary Risk Stratification
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Genetic Pharmacovigilance and Toxicogenomics
« Stevens-Johnson Syndrome HLA Risk Allele Testing
 Drug-Induced Agranulocytosis Genetic Markers
« Statin Myopathy SLCO1B1 Genotyping
« Methotrexate Toxicity Genetic Predictors
» Warfarin CYP2C9 and VKORC1 Dosing Algorithm Platform
* Thiopurine Methyltransferase Deficiency Screening SaaS
» Abacavir HLA-B5701 Pre-Treatment Genetic Testing Kit
« Clopidogrel CYP2C19 Loss-of-Function Genetic Biomarker Platform
« Phenytoin and Carbamazepine Epilepsy Genetic Toxicity Predictor

« Irinotecan UGT1A1 Pharmacogenetic Dosing Optimization Service

Genetic Basis of Corneal and Anterior Segment Disorders
 Keratoconus Genetic Risk Factor Identification
* Meesmann Corneal Dystrophy KRT3 KRT12 Testing
» Axenfeld-Rieger Syndrome Gene Analysis
» Peter Anomaly and Anterior Segment Dysgenesis
* Fuchs Endothelial Corneal Dystrophy SLC4A11 Variant Classification Platform
« Lattice Corneal Dystrophy TGFBI Mutation Detection Commercial Assay
« Posterior Polymorphous Corneal Dystrophy COL8A2 Risk Prediction SaaS
« Congenital Hereditary Endothelial Dystrophy SLC4A11 ZEB1 Gene Panel Tool
« Iridocorneal Endothelial Syndrome Somatic Mutation Analysis Digital Service

« Schnyder Corneal Dystrophy UBIAD1 Lipid Accumulation Biomarker Platform

Genetic Basis of Stickler Syndrome Spectrum
¢ COL2A1 Stickler Syndrome Type 1 Comprehensive Testing
* COL11A1 and COL11A2 Stickler Type 2 and 3 Testing
« Stickler Syndrome Ophthalmological Phenotype Prediction
» Autosomal Recessive Stickler Syndrome Gene Testing
* COL9A1 and COL9AS Stickler Type 4 Genetic Sequencing Platform
» Stickler Syndrome Multi-Gene Panel Commercial Testing Service
« Stickler Syndrome Penetrance and Variable Expressivity Prediction Software
« Stickler Syndrome Carrier Screening Kit Commercial Distribution Network
 Real-time Stickler Syndrome Genotype-Phenotype Correlation Analytics Dashboard

« Stickler Syndrome Variant Classification Automation Engine for Labs
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Genetic Basis of Brachydactyly and Hand Malformations
« Brachydactyly Type A and B Gene Testing
* Syndactyly Gene Panel Development
* Poland Syndrome Genetic Investigation
 Ectrodactyly EEC Syndrome TP63 Testing
» Brachydactyly Type C and D Mutation Screening SaaS Platform
* Hand Malformation Phenotype-Genotype Matching Engine
» Multidrug Resistance Associated Hand Defect Gene Panel Kit
« Clinodactyly Genetic Risk Prediction and Prognosis Tool
« Congenital Hand Defect Genetic Counseling Decision Support Software

* Rare Hand Malformation Gene Variant Database and Annotation Service

Genetic Basis of Inborn Errors of Immunity
« Autoinflammatory Bone Disorders Gene Testing
« Type | Interferonopathy Genetic Diagnosis
¢ CTLA4 and PIK3CD Immune Dysregulation Testing
* TLR Signaling Pathway Defect Gene Testing
¢ AIRE Gene Mutation SaaS Platform for Autoimmune Polyendocrinopathy
« Combined Immunodeficiency Gene Panel Testing and Risk Stratification
« Phagocytic Dysfunction Defect Molecular Diagnostics Commercial Kit
« Complement Pathway Genetic Deficiency Detection Enterprise Software
« T Cell Receptor Signaling Mutation Biomarker Discovery Platform

* Lymphocyte Development Defect Comprehensive Genomic Analysis Service

Longitudinal Genetic Studies in Disease
* Genetic Predisposition and Disease Onset Timing
* Clonal Hematopoiesis Longitudinal Tracking
« Epigenetic Clock Rate and Disease Progression
» Somatic Mutation Accumulation and Aging Studies
 Polygenic Risk Score Longitudinal Monitoring Platform
» Germline Variant Penetrance Prediction and Clinical Decision Support
« Multi-Omics Longitudinal Disease Trajectory Profiling Service
« Telomere Length and Cellular Aging Biomarker Tracking Platform
« Copy Number Variation Evolution and Cancer Progression Risk Assessment

« Pharmacogenomic Response Prediction Across Treatment Longitudinal Datasets
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Genetic Basis of Autosomal Dominant Polycystic Kidney Disease
« PKD1 and PKD2 Comprehensive Molecular Testing
* ADPKD Genotype-Renal Outcome Correlation
« Tolvaptan Eligibility Genetic Stratification
« GANAB and DNAJB11 ADPKD Variant Analysis
» Real-time ADPKD Progression Risk Prediction SaaS Platform
« Variant Interpretation and Reporting Workflow Automation Tool
» Multi-Gene ADPKD Panel Design and Optimization Service
« Patient-Centric Pharmacogenomic ADPKD Precision Medicine Platform
« Enterprise Genetic Data Integration and Clinical Analytics Suite

« Al-Powered Genotype Phenotype Correlation Prediction Engine

Genetic Basis of Hereditary Spastic Paraplegia
* SPG4 SPAST Gene Comprehensive Testing
« Complex HSP Gene Panel for Diagnosis
« HSP Genotype-Phenotype Correlation Studies
* Novel HSP Gene Discovery by WES in Families
« HSP Carrier Screening and Risk Stratification SaaS Platform
* SPG Gene Mutation Database with Clinical Phenotype Prediction Tool
* Multi-Gene HSP Digital Panel Testing Service with Variant Interpretation
« Biomarker Discovery Platform for HSP Disease Progression Monitoring
* Next Generation Sequencing Analysis Suite for Complex HSP Genotyping

* HSP Clinical-Genetic Registry and Treatment Outcome Tracking System

Genetic Basis of Intellectual Disability Advanced Topics
* Syndromic X-Linked Intellectual Disability Testing
» Autosomal Recessive ID Gene Discovery in Consanguineous Families
« De Novo Intellectual Disability Gene Recurrence Studies
» Transcriptomics for Unexplained Intellectual Disability
« Clinical-Grade Variant Interpretation Platform for ID Gene Panels
» Mitochondrial DNA Mutation Detection Software for Intellectual Disability
« Al-Powered Genotype-Phenotype Matching Engine for ID Diagnosis
« Copy Number Variation Analysis Suite for Developmental Delay Cases
« Polygenic Risk Score Calculator for Intellectual Disability Predisposition

» Regulatory Compliance and Evidence Tracking System for ID Testing Labs
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Genetic Basis of Autoinflammatory Skin Diseases
¢ PAPA Syndrome PSTPIP1 Variant Analysis
« Deficiency of IL-1Ra DIRA Gene Testing
¢ Blau Syndrome NOD2 Variant Identification
¢« CANDLE Syndrome PSMB8 and PSMAS3 Testing
» Familial Mediterranean Fever MEFV Mutation Database Platform
* Hyper-lgD Syndrome MVK Gene Variant Classification Tool
« Periodic Fever Aphthous Ulcers TNFRSF1A Testing Service
« Chronic Infantile Neurological Cutaneous NLRP3 Analysis Suite
« Systemic Autoinflammatory Disease IL1B Profiling Commercial Kit

« Autoinflammatory Syndrome Genotype-Phenotype Prediction Engine

Genetic Basis of Skeletal Muscle Channelopathies
* SCN4A Periodic Paralysis and Myotonia Testing
*« CACNALS Hypokalemic Periodic Paralysis Type 1
« KCNJ2 Andersen-Tawil Syndrome Testing
* Myotonia Congenita CLCN1 Gene Analysis
« KCNQ2/KCNQ3 Neonatal Epilepsy SaaS Diagnostic Platform
¢ RYR1 Malignant Hyperthermia Pharmacogenomics Testing Service
* TRPM4 Familial Cardiac Conduction Disease Predictive Tool
¢ SCN5A Brugada and Long QT Syndrome Variant Database Platform
¢« ATP1A2 Familial Hemiplegic Migraine Genetic Screening Kit
* CACNB4 Episodic Ataxia Genetic Risk Stratification Engine

Genetic Basis of Congenital Disorders of Cobalamin Metabolism
* MMACHC Cobalamin C Deficiency Testing
* MMADHC Cobalamin D and Combined CB Deficiency
« Transcobalamin Il Deficiency TCN2 Gene Testing
« Intrinsic Factor and Cobalamin Absorption Genetics
* MTHFR Methylenetetrahydrofolate Reductase Defect Detection Platform
» Methylmalonic Aciduria Genetic Risk Stratification Commercial Service
* Homocysteine Metabolism Gene Panel Analytics Dashboard
* CblE and CbIG Cobalamin Synthesis Defect Targeted Testing Kit
« Cobalamin Absorption Defects Early Detection Software Algorithm

* Newborn Screening Cobalamin Metabolism Gene Mutation Database Service
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Pharmacogenomics Data Integration and Reporting
¢ CPIC Guideline Implementation in Clinical Labs
* PharmVar Database Contribution for CYP Nomenclature
* Long-Read Sequencing for CYP2D6 Characterization
* Multi-Gene PGx Report Integration in EHR
» Real-Time PGx API for Pharmacy Management Systems
* Proprietary PGx Report Template Engine for Labs
* Insurance Claims Optimization via PGx Data Mining
» Consumer Direct-to-Consumer PGx Testing Portal
« Precision Medicine Clinical Decision Support Middleware

« Variant Interpretation SaaS for Genomic Data Labs

Genetic Basis of Neurodevelopmental Syndromes
» Kabuki Syndrome KMT2D and KDM6A Testing
 Rubinstein-Taybi Syndrome CREBBP EP300 Testing
« KAT6A Syndrome Gene Variant Characterization
« Coffin-Siris Syndrome Gene Panel Testing
* PCDH19-Related Epilepsy Digital Diagnostic SaaS Platform
* ARX Gene Mutation Screening Microarray Commercial Kit
¢ CASK X-Linked Neurodevelopmental Disorder NGS Testing Service
« SETBP1 Variant Interpretation Engine with Clinical Analytics Dashboard
* SYNGAP1 Encephalopathy Risk Stratification Biomarker Panel
* GRIN2B Variant Database and Phenotype Matching Commercial API

Genetic Basis of Inflammatory Neuropathies
» CIDP Genetic Risk Factor Investigation
» Multifocal Motor Neuropathy Genetics Research
« Hereditary Neuropathy with Liability PMP22 Testing
« Vasculitic Neuropathy Genetic Predisposition
» GBS Genomic Biomarker Platform for Rapid Diagnosis
« IgM Anti-Myelin Genetic Susceptibility Screening Tool
 Familial Amyloid Polyneuropathy Gene Mutation Detection Kit
« Inflammatory Neuropathy Polygenic Risk Score Calculator
« Chronic Inflammatory Demyelinating Polyneuropathy Genetic Registry

« Atypical Neuropathy Phenotype-Genotype Matching Software
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Genetics Research in Global Health
 African Genome Diversity and Disease Genetics
* Tropical Infectious Disease Host Genetics
¢ Malnutrition Genetic Susceptibility Studies
« Sickle Cell Disease Newborn Screening Expansion
» Pharmacogenomics Data Platform for Precision Medicine Dosing
« Non-Communicable Disease Genetic Risk Prediction Engine
« Clinical Genomics Quality Assurance and Variant Curation Software
« Maternal-Fetal Health Genetic Screening Mobile Application Suite
« Population Genetics Data Marketplace for Product Development

« Hereditary Cancer Risk Assessment and Clinical Management Platform

Genetic Basis of Bone Marrow Failure Syndromes
« Fanconi Anemia Complementation Group Testing
» Diamond-Blackfan Anemia RPS19 and Gene Panel
« Telomere Biology Disorder Gene Testing
* GATAZ2 Deficiency Syndrome Molecular Diagnosis
« Dyskeratosis Congenita TERC TERT Mutation Analysis Platform
« Severe Aplastic Anemia Genetic Risk Stratification Tool
¢ Inherited Bone Marrow Failure Multi-Gene Panel Testing Service
« Shwachman-Diamond Syndrome SBDS Carrier Screening Software
* Bone Marrow Failure Syndrome Genetic Database Licensing Portal
* RUNX1 and MPL Familial Platelet Disorder Predictive Model

Genetic Basis of Complex Eye Diseases
« AMD Complement and CFH Genetic Risk Testing
¢ Glaucoma GWAS Signal Functional Characterization
« Diabetic Retinopathy Genetic Risk Factors
» Myopia Genetic Architecture Studies
 Retinal Dystrophy Pathogenic Variant SaaS Platform
» Keratoconus Polygenic Risk Score Commercial Tool
 Posterior Segment Disease Genetic Counseling Software
 Cataracts Early-Onset Genomic Screening Kit
« Stargardt Disease Genotype-Phenotype Prediction Engine

« Ocular Surface Disease Genetic Biomarker Testing Service
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Genetic Basis of Rare Hematological Conditions
 Hereditary Stomatocytosis and Dehydration
« Congenital Dyserythropoietic Anemia Gene Testing
» Hereditary Aceruloplasminemia CP Gene Testing
* May-Hegglin and MYH9-Related Disorders
* Bernard-Soulier Syndrome GP1B Gene Diagnostic SaaS Platform
 Gray Platelet Syndrome NBEAL2 Mutation Detection Commercial Kit
» Thrombocytopenia Absent Radius TPM4 Testing Service Network
* Wiskott-Aldrich Syndrome WAS Gene Carrier Screening Mobile App
 X-Linked Thrombocytopenia GATAL Variant Analysis Enterprise Software

« Familial Platelet Disorder RUNX1 Gene Commercial Sequencing Service

Translational Genetics and Therapeutic Development
« Human Genetic Evidence for Drug Target Validation
» Genetic Patient Stratification for Clinical Trials
« Precision Medicine Biomarker Development from Genetics
» Genetic Animal Model Development for Disease
« Pharmacogenomic Testing Platforms for Personalized Drug Dosing
» Gene Therapy Manufacturing and Process Optimization Software
* Genetic Variant Interpretation and Classification SaaS Platforms
* Rare Disease Patient Registry and Matching Software Solutions
* Polygenic Risk Score Development and Implementation Tools

* Genetic Data Integration and Phenotype Mapping Enterprise Solutions

Genetic Basis of Cerebrovascular Disease
« Intracranial Aneurysm Genetic Risk Studies
* Moyamoya Disease RNF213 Variant Analysis
* CSVD Small Vessel Disease Genetics
» Hereditary Hemorrhagic Stroke Genetics
« Stroke Risk Polygenic Score SaaS Platform
« Arterial Dissection Genetic Biomarker Diagnostic Kit
« Atrial Fibrillation Stroke Susceptibility Prediction Engine
« Vascular Malformation Genetic Classification Database Service
« Pharmacogenomics-Guided Anticoagulation Management Platform

« Familial Cerebrovascular Disease Genetic Counseling SaaS
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Genetic Basis of Reproductive Disorders
* Premature Ovarian Insufficiency Gene Testing
¢ Congenital Hypogonadotropic Hypogonadism Genetics
 Ovarian Hyperstimulation Syndrome FSHR Genetics
* Endometriosis Genetic Architecture Studies
 Polycystic Ovary Syndrome Genomic Risk Stratification Platform
» Male Factor Infertility Sperm Quality Genetic Biomarker Tool
* Recurrent Pregnancy Loss Chromosomal and Genetic Screening Service
» Azoospermia Genetic Mutation Detection and Counseling Software
 Implantation Failure Genetic Predisposition Assessment and Analytics

« Uterine Factor Infertility Genetic Variants Identification Platform

Genetic Basis of Rare Metabolic Bone Disease
« Hypophosphatasia ALPL Gene Comprehensive Testing
¢ Autosomal Dominant Hypophosphatemia PHEX CLCN5
« Osteopetrosis Gene Classification
« Paget Disease of Bone SQSTML1 Testing
* FGF23 Pathway Mutation Detection SaaS Platform
¢ RANKL Signaling Gene Panel Commercial Kit
« Familial Hypocalciuric Hypercalcemia CASR Gene Analysis Tool
« Vitamin D Metabolism Gene Profiling Enterprise Service
« Collagen Type | Mutation Screening Commercial Platform

 Alkaline Phosphatase Deficiency Molecular Testing Marketplace

Genetic Basis of Rare Liver Diseases
* Progressive Familial Intrahepatic Cholestasis Gene Panel
* Alagille Syndrome JAG1 and NOTCH2 Testing
« Citrin Deficiency SLC25A13 Gene Testing
 Hereditary Cholestasis Gene Discovery
» Wilson Disease ATP7B Mutation Detection SaaS Platform
* Hemochromatosis HFE and HJVP Commercial Genotyping Kit
« Alpha-1 Antitrypsin SERPINAL Phenotyping Business Intelligence Tool
* Niemann-Pick Type C NPC1 and NPC2 Rapid Screening Service
« Tyrosinemia Type 1 FAH Gene Variant Interpretation Platform

« Mitochondrial Liver Disease mtDNA and nDNA Sequencing Marketplace
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