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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

• Gene-Specific Pedigree Analysis Tools for Rare Disease Diagnosis

• Dynamic Pedigree Construction with Real-Time Genetic Risk Calculation

• Genetic Heterogeneity Resolver for Ambiguous Inheritance Pedigrees

Chromosomal Genetics and Cytogenetics

• Karyotype Analysis and Chromosome Abnormality Detection

• FISH Probe Development for Chromosomal Diagnosis

• Array CGH for Genome-Wide Copy Number Variants

• 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

• Aneuploidy Risk Stratification Algorithm for Prenatal Diagnostics

• Translocation Carrier Screening and Fertility Risk Assessment Suite

• Mosaic Detection and Quantification Platform for Somatic Mutations

Molecular Genetic Testing and Diagnosis

• Single Gene Disorder Molecular Diagnosis

• Multigene Panel Testing Strategy Development

• Variant of Uncertain Significance Reclassification

• Somatic Mutation Testing in Tumor Samples

• Carrier Screening SaaS Platform for Reproductive Risk Assessment

• Pharmacogenomic Testing Integration Tools for Personalized Medicine

• Liquid Biopsy Circulating Tumor DNA Analysis Software Platform

• Exome and Genome Data Interpretation Pipeline for Rare Diseases

• Prenatal Cell-Free DNA Testing Report Generation and Risk Stratification
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• Clinical Variant Database and Evidence Curation Subscription Service

Population Genetics and Hardy-Weinberg Equilibrium

• Allele Frequency Estimation in Populations

• Departure from Hardy-Weinberg Equilibrium Analysis

• Carrier Frequency Estimation for Disease Genes

• Population Structure and Stratification Analysis

• Genomic Risk Stratification Engine for Insurance Underwriting

• Ancestry Database Query Tool with Population Equilibrium Validation

• Clinical Genetics Diagnostic Platform with Variant Frequency Lookup

• Pharmaceutical Target Discovery Suite Leveraging Population Genetics Data

• Real-Time Pathogenic Variant Prevalence Monitoring Dashboard

• Precision Medicine Cohort Matching Engine with Population Genetics Integration

Linkage Analysis and Gene Mapping

• LOD Score Calculation for Family-Based Linkage

• Nonparametric Linkage Analysis for Complex Traits

• Genetic Map Construction from Recombination Data

• Multipoint Linkage Analysis with Dense Markers

• Haplotype Block Detection and Commercial Tagging SNP Selection

• Phase-Known Family Pedigree Data Integration for Rapid Linkage

• Population Recombination Rate Inference Engine for Dynamic Maps

• Ancestral Haplotype Tracking for Cross-Population Linkage Studies

• Real-Time Marker Efficiency Optimization for Panel Design Services

• Segregation Pattern Mining for Pharmacogenetic Trait Prediction

Quantitative Trait Locus Mapping

• Interval Mapping for QTL Detection in Crosses

• Multiple QTL Modeling and Interaction Analysis

• Expression QTL Mapping for Gene Regulation

• Fine Mapping of QTL Regions for Candidate Genes

• High-Throughput QTL Mapping SaaS Platform for Breeding

• Composite Interval Mapping Software with Bayesian Analytics

• Population-Specific QTL Database and Prediction API

• Genome-Wide Association Studies Integration and Visualization Tool

• Adaptive QTL Mapping for Next-Generation Sequencing Data

• QTL Validation and Commercial Marker Development Pipeline
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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
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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

https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-guide-rna-design-and-efficiency-testing
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-base-editing-for-precise-gene-correction
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-cas12a-for-multiplexed-gene-disruption
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-activation-and-interference-for-gene-regulation
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-off-target-detection-mitigation-software
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/high-throughput-crispr-screening-drug-discovery
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-prime-editing-optimization-manufacturing
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-delivery-optimization-in-vivo-therapeutics
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/multiplexed-crispr-variant-effect-prediction
https://projects.nthrys.com/genetics/crispr-cas-genome-editing-applications/crispr-ip-regulatory-compliance-management
https://projects.nthrys.com/genetics/genome-wide-association-studies/gwas-study-design-and-sample-size-calculation
https://projects.nthrys.com/genetics/genome-wide-association-studies/gwas-data-quality-control-and-analysis-pipeline
https://projects.nthrys.com/genetics/genome-wide-association-studies/gwas-signal-fine-mapping-and-credible-sets
https://projects.nthrys.com/genetics/genome-wide-association-studies/cross-trait-gwas-and-genetic-correlation-analysis
https://projects.nthrys.com/genetics/genome-wide-association-studies/polygenic-risk-score-development-clinical-implementation
https://projects.nthrys.com/genetics/genome-wide-association-studies/gwas-variant-interpretation-functional-annotation
https://projects.nthrys.com/genetics/genome-wide-association-studies/population-specific-ancestry-adjusted-gwas-database
https://projects.nthrys.com/genetics/genome-wide-association-studies/realtime-gwas-interpretation-clinical-report-generation
https://projects.nthrys.com/genetics/genome-wide-association-studies/gwas-meta-analysis-multi-study-integration
https://projects.nthrys.com/genetics/genome-wide-association-studies/rare-variant-missing-heritability-discovery
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/heritability-estimation-for-complex-diseases
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/polygenic-risk-score-development-and-validation
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/gene-environment-interaction-analysis
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/rare-variant-association-testing-in-families
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/clinical-risk-stratification-platforms-personalized-medicine
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/gwas-analysis-service-commercial
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/predictive-disease-risk-apis-digital-health
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/familial-clustering-detection-genetic-counseling
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/biomarker-discovery-epidemiology-platforms
https://projects.nthrys.com/genetics/genetic-epidemiology-and-disease-risk/ancestry-adjusted-genetic-association-testing


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

https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/snp-discovery-and-characterization-in-populations
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/copy-number-variation-discovery-and-genotyping
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/short-tandem-repeat-polymorphism-analysis
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/functional-annotation-of-human-genetic-variants
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/pharmacogenomic-variant-interpretation-saas-platform
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/structural-variant-detection-and-clinical-reporting-tools
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/population-specific-allele-frequency-database-and-api-service
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/epigenetic-variation-profiling-and-biomarker-discovery-platform
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/mitochondrial-heteroplasmy-detection-and-risk-stratification-engine
https://projects.nthrys.com/genetics/human-genetic-variation-and-polymorphism/rare-variant-association-mapping-and-patient-matching-network
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/genomic-imprinting-pattern-analysis
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/imprinting-control-region-methylation-studies
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/transgenerational-epigenetic-inheritance-studies
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/imprinting-disorders-molecular-diagnosis
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/epigenetic-biomarker-discovery-platform-drug-development
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/clinical-epigenetic-risk-stratification-software-suite
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/maternal-fetal-epigenetic-monitoring-service-platform
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/epigenetic-aging-clock-longevity-analytics-engine
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/imprinting-defect-detection-therapeutic-target-identification
https://projects.nthrys.com/genetics/epigenetic-inheritance-and-imprinting/environmental-epigenetic-impact-assessment-remediation-tool
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/mitochondrial-dna-mutation-detection-and-heteroplasmy
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/mitochondrial-haplogroup-determination
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/mitochondrial-disease-genotype-phenotype-correlation
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/nuclear-mitochondrial-interaction-genetics
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/mitochondrial-disease-diagnostic-panel-saas
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/maternal-lineage-ancestry-population-stratification
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/mitochondrial-therapy-response-prediction-monitoring
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/heteroplasmy-load-quantification-progression-tracking
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/mitochondrial-gene-therapy-candidate-eligibility-assessment
https://projects.nthrys.com/genetics/mitochondrial-genetics-and-disease/multi-tissue-mitochondrial-dna-distribution-mapping
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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

• BRCA1 and BRCA2 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

https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/bayesian-risk-calculation-for-genetic-disorders
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/hereditary-cancer-risk-gene-panel-interpretation
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/prenatal-genetic-testing-option-counseling
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/psychological-impact-of-genetic-testing
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/carrier-status-screening-saas-platform
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/multi-gene-pathogenic-variant-classification-engine
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/pharmacogenomic-risk-assessment-drug-interaction-tool
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/genetic-risk-stratification-dashboard-precision-medicine
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/automated-clinical-report-generation-ehr-integration
https://projects.nthrys.com/genetics/genetic-counseling-and-risk-assessment/patient-education-consent-management-digital-platform
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/cyp450-enzyme-polymorphism-genotyping
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/drug-transporter-gene-variant-characterization
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/adverse-drug-reaction-genetic-marker-discovery
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/warfarin-dosing-algorithm-development
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/pharmacogenomic-testing-platform-personalized-medication
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/hla-allele-typing-drug-hypersensitivity-prediction
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/genetic-biomarker-stratification-oncology-drug-response
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/polygenic-risk-score-medication-metabolism-optimization
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/genetic-variant-database-drug-development-trials
https://projects.nthrys.com/genetics/pharmacogenomics-and-drug-response-genetics/medication-interaction-prediction-genetic-profile-analysis
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/brca1-and-brca2-variant-classification
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/lynch-syndrome-mmr-gene-mutation-analysis
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/familial-cancer-registry-and-risk-estimation
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/tumor-suppressor-gene-two-hit-model-verification
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/hereditary-cancer-predisposition-scoring-saas-platform
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/pathogenic-variant-interpretation-automation-engine
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/commercial-genetic-testing-panel-design-optimization
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/pharmacogenomics-integration-hereditary-cancer-treatment
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/family-cascade-screening-coordination-compliance-tracking
https://projects.nthrys.com/genetics/cancer-genetics-and-hereditary-cancer-syndromes/real-time-regulatory-variant-database-reporting-compliance


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

https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/homeobox-gene-function-in-body-patterning
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/signaling-pathway-genetics-in-embryogenesis
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/regulatory-element-genetics-in-development
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/congenital-malformation-gene-discovery
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/developmental-gene-expression-profiling-software
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/embryonic-tissue-differentiation-modeling-tools
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/gene-regulatory-network-analysis-morphogen-gradients
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/developmental-toxicology-prediction-genetics-engine
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/comparative-embryogenesis-database-species-mapping
https://projects.nthrys.com/genetics/developmental-genetics-and-morphogenesis/organoid-development-protocol-optimization-screening
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/epilepsy-gene-panel-testing-development
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/intellectual-disability-exome-sequencing-analysis
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/autism-spectrum-disorder-genetic-architecture
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/neurodegeneration-gene-variant-characterization
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/parkinsons-disease-progression-risk-stratification-platform
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/schizophrenia-polygenic-risk-score-commercial-testing-service
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/migraine-susceptibility-gene-variant-detection-and-counseling-tool
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/alzheimers-disease-biomarker-genetic-panel-and-analytics-suite
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/cerebral-palsy-genetic-cause-identification-and-classification-engine
https://projects.nthrys.com/genetics/neurogenetics-and-brain-disorders/sleep-disorder-genetic-predisposition-assessment-commercial-laboratory
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/positive-selection-signature-detection
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/balancing-selection-and-disease-resistance
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/purifying-selection-on-essential-genes
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/local-adaptation-and-environmental-selective-pressure
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/genomic-ancestry-inference-engine-population-stratification
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/adaptive-trait-prediction-selection-signature-analytics
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/pathogenic-variant-filtering-evolutionary-conservation-scoring
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/population-specific-disease-risk-modeling-selection-data
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/recombination-hotspot-detection-linkage-variant-discovery
https://projects.nthrys.com/genetics/evolutionary-genetics-and-natural-selection/gene-flow-introgression-detection-trait-improvement
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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

• AI-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

• AI-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

https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/undiagnosed-disease-exome-and-genome-sequencing
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/rna-sequencing-for-splicing-variant-diagnosis
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/functional-variant-validation-for-rare-disease
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/deep-intronic-variant-detection-and-analysis
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/ai-powered-variant-interpretation-platform-rare-diseases
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/multi-omics-data-integration-suite-disease-phenotyping
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/clinical-grade-variant-database-annotation-service
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/whole-genome-copy-number-structural-variant-detection
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/patient-to-specialist-genomic-data-sharing-marketplace
https://projects.nthrys.com/genetics/genetic-diagnosis-in-rare-diseases/mitochondrial-organellar-genome-sequencing-analytics
https://projects.nthrys.com/genetics/structural-variant-genetics/large-deletion-and-duplication-detection-by-mlpa
https://projects.nthrys.com/genetics/structural-variant-genetics/chromosomal-inversion-detection-and-characterization
https://projects.nthrys.com/genetics/structural-variant-genetics/complex-structural-variant-analysis-by-long-read-sequencing
https://projects.nthrys.com/genetics/structural-variant-genetics/retrotransposon-insertion-polymorphism-genotyping
https://projects.nthrys.com/genetics/structural-variant-genetics/balanced-translocation-detection-platform-clinical-diagnostics
https://projects.nthrys.com/genetics/structural-variant-genetics/copy-number-variation-genotyping-saas-precision-medicine
https://projects.nthrys.com/genetics/structural-variant-genetics/chromothripsis-catastrophic-rearrangement-analysis-tool-suite
https://projects.nthrys.com/genetics/structural-variant-genetics/mobile-element-insertion-detection-service-genomic-research
https://projects.nthrys.com/genetics/structural-variant-genetics/breakpoint-junction-sequencing-validation-commercial-service
https://projects.nthrys.com/genetics/structural-variant-genetics/phenotype-linked-structural-variant-discovery-platform-enterprise
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/nipt-cell-free-dna-fetal-aneuploidy-screening
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/chromosomal-microarray-in-prenatal-diagnosis
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/whole-exome-sequencing-for-prenatal-diagnosis
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/single-gene-prenatal-testing-for-known-family-variant
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/whole-genome-sequencing-prenatal-diagnostic-platforms
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/ai-powered-variant-classification-clinical-interpretation-saas
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/non-invasive-prenatal-testing-panel-expansion-services
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/carrier-screening-reproductive-risk-assessment-platforms
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/real-time-fetal-anomaly-detection-image-analysis-tools
https://projects.nthrys.com/genetics/prenatal-genetics-and-fetal-diagnosis/integrated-prenatal-reporting-patient-communication-platforms


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 AI 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

https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/y-chromosome-microdeletion-analysis-in-male-infertility
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/sperm-dna-fragmentation-and-genetic-quality
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/preimplantation-genetic-testing-for-aneuploidy
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/recurrent-miscarriage-genetic-etiology-analysis
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/embryo-morphokinetics-ai-scoring-selection
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/carrier-screening-saas-reproductive-risk
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/oocyte-mitochondrial-dna-quality-quantification
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/polygenic-risk-scoring-reproductive-outcomes
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/testicular-tissue-genetic-mapping-azoospermia
https://projects.nthrys.com/genetics/reproductive-genetics-and-infertility/implantation-window-endometrial-transcriptomics
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/high-resolution-hla-typing-by-next-generation-sequencing
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/hla-disease-association-analysis
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/kir-gene-content-and-haplotype-determination
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/transplant-donor-recipient-compatibility-testing
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/hla-allele-frequency-database-population-stratification
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/hla-peptide-binding-immunogenicity-assessment
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/maternal-fetal-hla-incompatibility-screening-management
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/organ-allocation-optimization-hla-matching-algorithms
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/cancer-neoantigen-hla-personalized-immunotherapy-design
https://projects.nthrys.com/genetics/immunogenetics-and-hla-typing/real-time-hla-antibody-detection-desensitization-protocol
https://projects.nthrys.com/genetics/gene-therapy-genetics/aav-serotype-tropism-and-patient-stratification
https://projects.nthrys.com/genetics/gene-therapy-genetics/gene-therapy-integration-site-analysis
https://projects.nthrys.com/genetics/gene-therapy-genetics/gene-correction-efficiency-measurement
https://projects.nthrys.com/genetics/gene-therapy-genetics/gene-therapy-outcome-biomarker-development
https://projects.nthrys.com/genetics/gene-therapy-genetics/off-target-effect-prediction-engine-clinical-safety
https://projects.nthrys.com/genetics/gene-therapy-genetics/viral-vector-manufacturing-yield-optimization-software
https://projects.nthrys.com/genetics/gene-therapy-genetics/patient-genetic-eligibility-screening-matching-platform
https://projects.nthrys.com/genetics/gene-therapy-genetics/gene-therapy-immunogenicity-risk-assessment-prediction
https://projects.nthrys.com/genetics/gene-therapy-genetics/durability-endpoint-forecasting-model-long-term-efficacy
https://projects.nthrys.com/genetics/gene-therapy-genetics/regulatory-submission-intelligence-system-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 Modifier 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

• 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

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 Modifier Profiling for Personalized Cancer Staging

• Copy Number Variation Burden Scoring Enterprise Software

• Immune Response Modifier Gene Expression Diagnostic Kit

https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/somatic-mosaicism-detection-by-deep-sequencing
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/clonal-hematopoiesis-of-indeterminate-potential
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/tissue-specific-somatic-mutation-landscape
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/postzygotic-mosaicism-in-developmental-disorders
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/somatic-variant-interpretation-saas-clinical-oncology
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/liquid-biopsy-mosaicism-analytics-engine-early-cancer
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/mosaic-germline-somatic-discrimination-toolkit-diagnostics
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/age-related-somatic-mutation-burden-prediction-platform
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/multi-region-tumor-heterogeneity-profiling-software-system
https://projects.nthrys.com/genetics/somatic-genetics-and-mosaicism/somatic-mosaicism-risk-stratification-api-healthcare-systems
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/clinical-sequencing-assay-validation-studies
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/reference-material-development-for-genetic-testing
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/variant-classification-framework-implementation
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/external-quality-assessment-for-genetic-testing
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/laboratory-information-management-system-genetic-testing
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/real-time-quality-control-analytics-dashboard-monitoring
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/automated-data-management-platform-genetic-testing-results
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/compliance-regulatory-documentation-software-suite
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/proficiency-testing-program-management-result-tracking
https://projects.nthrys.com/genetics/genetic-testing-quality-and-laboratory-standards/genomic-data-integration-interoperability-standards-platform
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/modifier-gene-identification-by-gwas-in-mendelian-disease
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/polygenic-score-as-disease-modifier
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/hbf-level-genetics-as-scd-severity-modifier
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/environment-gene-interaction-in-disease-severity
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/rare-disease-severity-prediction-saas
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/pharmacogenomic-modifier-panel-drug-response
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/mitochondrial-load-assessment-disease-progression
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/epigenetic-modifier-profiling-personalized-cancer
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/copy-number-variation-burden-scoring-software
https://projects.nthrys.com/genetics/genetic-modifiers-and-disease-severity/immune-response-modifier-gene-expression-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

• C9orf72 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

https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/pre-emptive-pharmacogenomics-testing-programs
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/clinical-decision-support-for-pgx-results
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/thiopurine-tpmt-and-nudt15-testing-implementation
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/clopidogrel-cyp2c19-pharmacogenomics
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/warfarin-inr-dosing-optimization-saas-platform
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/statin-response-prediction-engine-lipid-management
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/opioid-metabolism-risk-stratification-platform
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/antidepressant-pharmacogenomics-matching-software-service
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/hla-b-allele-screening-platform-drug-safety-alerts
https://projects.nthrys.com/genetics/pharmacogenetics-clinical-implementation/tacrolimus-voriconazole-cyp3a5-dosing-intelligence
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/de-novo-variant-identification-in-neurodevelopmental-disorders
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/de-novo-mutation-rate-estimation
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/recurrent-de-novo-variant-hotspot-analysis
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/parental-mosaicism-for-de-novo-variants
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/trio-pathogenicity-scoring-engine-clinical-labs
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/automated-compound-heterozygote-detection-mendelian
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/real-time-parental-carrier-status-validation-dashboard
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/ml-phenotype-genotype-variant-prioritization-system
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/multi-modal-trio-data-integration-structural-variants
https://projects.nthrys.com/genetics/trio-sequencing-and-de-novo-variant-analysis/trio-sequencing-qc-contamination-detection-suite
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/trinucleotide-repeat-sizing-by-fragment-analysis
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/anticipation-and-repeat-instability-studies
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/long-read-sequencing-for-complex-repeat-characterization
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/c9orf72-hexanucleotide-repeat-expansion-testing
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/repeat-expansion-disease-prediction-engine-risk-stratification
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/somatic-mosaicism-detection-quantification-repeat-disorders
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/pharmacogenomic-modifier-analysis-repeat-expansion-treatment-response
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/intergenerational-repeat-instability-prediction-family-planning-analytics
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/high-throughput-repeat-expansion-screening-platform-population-screening
https://projects.nthrys.com/genetics/repeat-expansion-disorders-genetics/repeat-expansion-data-analytics-reporting-system-clinical-laboratories


Agricultural and Plant Genetics

• Crop Disease Resistance Gene Identification

• 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

• Aquaculture 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

https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/crop-disease-resistance-gene-identification
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/marker-assisted-selection-for-crop-improvement
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/hybrid-vigor-genetics-and-heterosis-mechanisms
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/polyploidy-and-genome-duplication-in-crops
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/genomic-selection-platforms-livestock-aquaculture
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/gene-editing-tools-crispr-application-services
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/phenotypic-data-analytics-prediction-models-breeding
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/seed-quality-genetics-testing-certification-software
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/population-genomics-genetic-diversity-management-systems
https://projects.nthrys.com/genetics/agricultural-and-plant-genetics/trait-introgression-backcross-breeding-optimization-tools
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/livestock-genomic-selection-implementation
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/dog-breed-disease-gene-discovery
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/wildlife-population-genetic-diversity-assessment
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/coat-color-and-morphological-trait-genetics
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/aquaculture-selective-breeding-genomic-analysis-platform
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/equine-performance-prediction-genetic-testing-service
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/companion-animal-carrier-status-screening-saas-solution
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/poultry-production-efficiency-genomic-selection-toolkit
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/cattle-adaptation-climate-resilience-genomic-scoring
https://projects.nthrys.com/genetics/animal-genetics-and-breeding/exotic-animal-genetic-viability-inbreeding-assessment-tool
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/bacterial-genome-variation-and-adaptation-studies
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/horizontal-gene-transfer-detection-in-bacteria
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/viral-quasispecies-diversity-analysis
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/plasmid-transfer-and-resistome-evolution
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/microbial-strain-identification-typing-saas
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/pathogen-evolution-surveillance-prediction-tool
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/synthetic-biology-design-optimization-microbial
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/metagenomics-analysis-microbiome-profiling-engine
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/antimicrobial-resistance-gene-tracking-assessment
https://projects.nthrys.com/genetics/microbial-genetics-and-evolution/microbial-population-dynamics-modeling-forecasting
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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

https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/global-ancestry-estimation-by-snp-arrays
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/ancient-dna-analysis-for-population-history
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/forensic-dna-ancestry-inference-development
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/archaic-hominin-admixture-in-modern-humans
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/ethnic-admixture-quantification-platform-consumer-genomics
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/population-specific-haplotype-reference-database-service
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/geographic-ancestry-prediction-engine-confidence-intervals
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/rare-ancestry-variant-discovery-reporting-toolkit
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/migration-pattern-reconstruction-temporal-genomic-data
https://projects.nthrys.com/genetics/genetic-ancestry-and-population-history/ancestry-validation-kinship-network-analysis-software
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/host-genetic-factors-in-hiv-susceptibility
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/malaria-protective-genetic-variants
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/covid-19-severity-genetic-associations
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/inborn-errors-of-immunity-to-specific-pathogens
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/tuberculosis-genetic-susceptibility-risk-stratification-platform
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/sepsis-predisposition-genomic-biomarker-discovery-service
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/influenza-rsv-genetic-vulnerability-prediction-tool
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/candida-invasive-fungal-infection-genetic-risk-assessment
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/herpes-simplex-virus-reactivation-genetic-susceptibility-panel
https://projects.nthrys.com/genetics/genetic-basis-of-infectious-disease-susceptibility/dengue-hemorrhagic-fever-genetic-severity-prediction-engine
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/pedigree-drawing-and-family-history-software
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/risk-calculation-tool-development-and-validation
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/patient-education-material-development-for-genetics
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/telemedicine-delivery-of-genetic-counseling
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/variant-interpretation-database-clinical-classification
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/automated-genetic-report-generation-documentation
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/carrier-screening-reproductive-risk-assessment-saas
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/genetic-counselor-credential-competency-management
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/multi-gene-panel-interpretation-actionability-engine
https://projects.nthrys.com/genetics/genetic-counseling-tools-and-resources/genetic-counseling-practice-management-revenue-cycle


Newborn Genetic Screening Programs

• Expanded Newborn Screening Panel Development

• Genomic Newborn Screening Pilot Studies

• Newborn Screening False Positive Rate Reduction

• Long-Term Follow-Up of Screened Newborns

• AI-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

• 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

https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/expanded-newborn-screening-panel-development
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/genomic-newborn-screening-pilot-studies
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/newborn-screening-false-positive-rate-reduction
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/long-term-follow-up-of-screened-newborns
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/ai-powered-newborn-screening-data-integration-platform
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/automated-newborn-screening-workflow-optimization-software-suite
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/predictive-analytics-tool-for-newborn-screening-risk-stratification
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/mobile-patient-portal-for-newborn-screening-result-management
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/comparative-genomics-database-and-benchmarking-service-platform
https://projects.nthrys.com/genetics/newborn-genetic-screening-programs/regulatory-compliance-management-system-for-screening-programs
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/familial-hypercholesterolemia-ldlr-variant-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/inherited-cardiomyopathy-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/long-qt-syndrome-genetic-diagnosis
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/stroke-genetic-risk-factor-identification
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/arrhythmogenic-right-ventricular-cardiomyopathy-genetic-screening-platform
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/atrial-fibrillation-polygenic-risk-score-commercial-calculator
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/familial-aortic-aneurysm-mutation-detection-and-counseling-suite
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/myocardial-infarction-early-onset-genetic-risk-prediction-engine
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/dilated-cardiomyopathy-gene-variants-commercial-database-service
https://projects.nthrys.com/genetics/genetic-basis-of-cardiovascular-disease/pharmacogenomic-cardiovascular-treatment-response-optimization-platform
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/chromatin-remodeler-gene-mutations-in-disease
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/histone-modification-writer-gene-variants
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/dna-methylation-machinery-gene-mutations
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/epigenomic-profiling-in-mendelian-disorders
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/chromatin-accessibility-prediction-saas-drug-discovery
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/3d-genome-architecture-analysis-tools-precision-medicine
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/histone-deacetylase-inhibitor-screening-platform-technology
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/enhancer-variant-interpretation-engine-clinical-genomics
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/single-cell-epigenome-data-analytics-visualization-suite
https://projects.nthrys.com/genetics/epigenomics-and-chromatin-genetics/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

• AI-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

• 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

https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/genome-sequencing-report-writing-and-communication
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/secondary-finding-management-in-genome-sequencing
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/reanalysis-of-previously-non-diagnostic-exomes
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/multidisciplinary-variant-interpretation-boards
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/variant-pathogenicity-prediction-saas-platform
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/gene-disease-association-knowledgebase-api-services
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/automated-cnv-detection-and-interpretation-commercial-tool
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/population-specific-variant-frequency-database-platform
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/ai-powered-incidental-finding-triage-and-prioritization
https://projects.nthrys.com/genetics/clinical-genome-sequencing-interpretation/clinical-variant-classification-compliance-and-audit-platform
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/thalassemia-mutation-spectrum-characterization
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/bone-marrow-failure-syndrome-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/platelet-disorder-genetic-diagnosis
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/clonal-evolution-in-myelodysplastic-syndrome
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/hemophilia-variant-classification-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/sickle-cell-genotype-phenotype-prediction-engine
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/hereditary-spherocytosis-gene-panel-commercial-service
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/von-willebrand-disease-typing-biomarker-analytics-tool
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/immune-thrombocytopenia-genetic-risk-stratification-kit
https://projects.nthrys.com/genetics/genetic-basis-of-hematological-disorders/pyruvate-kinase-deficiency-mutation-database-counseling-api
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/duty-to-warn-and-family-disclosure-ethics
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/return-of-results-policies-for-research-sequencing
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/genetic-privacy-and-discrimination-protection
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/direct-to-consumer-genetic-testing-oversight
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/informed-consent-management-platforms-genomic-testing
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/incidental-findings-classification-clinical-decision-support
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/regulatory-compliance-certification-management-genetic-labs
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/predictive-insurance-risk-assessment-genetic-information
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/ancestry-clinical-data-linkage-ethics-verification
https://projects.nthrys.com/genetics/genetic-counseling-ethics-and-policy/genetic-counselor-credential-competency-tracking-systems


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

• AI-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

• AI-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

https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/splice-site-variant-functional-validation
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/exon-skipping-therapy-target-identification
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/rna-diagnostics-for-cryptic-exon-activation
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/tissue-specific-splicing-pattern-analysis
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/splicing-variant-classification-engine-clinical-genomics
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/real-time-splicing-isoform-quantification-drug-development
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/intron-retention-detection-platform-cancer-diagnostics
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/branch-point-mutation-prediction-service-rare-disease-screening
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/splicing-pattern-database-licensing-platform-researchers
https://projects.nthrys.com/genetics/splicing-genetics-and-rna-diagnostics/multi-exon-skipping-event-predictor-gene-therapy-design
https://projects.nthrys.com/genetics/forensic-genetics/str-profile-development-for-identification
https://projects.nthrys.com/genetics/forensic-genetics/forensic-mixture-interpretation-methods
https://projects.nthrys.com/genetics/forensic-genetics/investigative-genetic-genealogy-applications
https://projects.nthrys.com/genetics/forensic-genetics/phenotypic-prediction-from-dna-for-investigation
https://projects.nthrys.com/genetics/forensic-genetics/mitochondrial-dna-analysis-software-cold-case
https://projects.nthrys.com/genetics/forensic-genetics/rapid-y-chromosome-haplotyping-tools-paternity
https://projects.nthrys.com/genetics/forensic-genetics/next-gen-sequencing-data-management-platform-forensics
https://projects.nthrys.com/genetics/forensic-genetics/degraded-dna-recovery-enhancement-technologies
https://projects.nthrys.com/genetics/forensic-genetics/ai-powered-statistical-inference-engine-dna-evidence
https://projects.nthrys.com/genetics/forensic-genetics/mobile-dna-collection-chain-custody-verification-app
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/epigenetic-age-acceleration-and-health-outcomes
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/horvath-clock-validation-in-diverse-populations
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/interventions-reversing-epigenetic-aging
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/forensic-age-estimation-by-dna-methylation
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/commercial-epigenetic-clock-saas-platforms-personalized-aging
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/multi-tissue-epigenetic-biomarker-testing-kits-lab-services
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/ai-powered-epigenetic-age-prediction-tools-pharmaceutical-development
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/epigenetic-aging-monitoring-devices-wearable-integration-systems
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/epigenetic-clock-validation-regulatory-certification-consulting-services
https://projects.nthrys.com/genetics/epigenetic-clocks-and-biological-aging/longitudinal-epigenetic-data-analytics-platform-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 AI

• 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 AI 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

https://projects.nthrys.com/genetics/genetics-education-and-training/medical-genetics-curriculum-development
https://projects.nthrys.com/genetics/genetics-education-and-training/simulation-based-genetics-training-tools
https://projects.nthrys.com/genetics/genetics-education-and-training/public-genetics-literacy-assessment
https://projects.nthrys.com/genetics/genetics-education-and-training/clinical-laboratory-genetics-training-programs
https://projects.nthrys.com/genetics/genetics-education-and-training/genomic-data-analytics-saas-platform-enterprise-training
https://projects.nthrys.com/genetics/genetics-education-and-training/genetic-counselor-certification-compliance-management-tool
https://projects.nthrys.com/genetics/genetics-education-and-training/personalized-genomics-interpretation-training-engine-ai
https://projects.nthrys.com/genetics/genetics-education-and-training/bioinformatics-pipeline-training-development-bootcamp-service
https://projects.nthrys.com/genetics/genetics-education-and-training/regulatory-genomics-knowledge-base-training-intelligence-system
https://projects.nthrys.com/genetics/genetics-education-and-training/precision-medicine-workforce-development-credentialing-platform
https://projects.nthrys.com/genetics/population-screening-program-genetics/carrier-screening-program-design-for-recessive-disorders
https://projects.nthrys.com/genetics/population-screening-program-genetics/hereditary-cancer-screening-in-general-population
https://projects.nthrys.com/genetics/population-screening-program-genetics/cardiovascular-genetic-risk-screening-programs
https://projects.nthrys.com/genetics/population-screening-program-genetics/pharmacogenomics-population-screening-strategies
https://projects.nthrys.com/genetics/population-screening-program-genetics/newborn-screening-panel-saas-ai
https://projects.nthrys.com/genetics/population-screening-program-genetics/prenatal-cfDNA-testing-kit-commercial
https://projects.nthrys.com/genetics/population-screening-program-genetics/ethnic-specific-disease-screening-database
https://projects.nthrys.com/genetics/population-screening-program-genetics/rare-disorder-screening-analytics-dashboard
https://projects.nthrys.com/genetics/population-screening-program-genetics/workplace-genetic-wellness-screening-software
https://projects.nthrys.com/genetics/population-screening-program-genetics/ancestry-matched-genetic-risk-stratification-tool
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/multiple-endocrine-neoplasia-syndrome-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/congenital-adrenal-hyperplasia-cyp21a2-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/differences-of-sex-development-genetic-diagnosis
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/monogenic-diabetes-gene-mutation-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/thyroid-autoimmunity-genetic-risk-stratification-saas
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/mody-gene-panel-testing-and-clinical-reporting-tool
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/hypogonadism-genetic-mutation-database-and-counseling-api
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/pituitary-adenoma-predisposition-gene-risk-calculator
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/primary-aldosteronism-genetic-subtyping-diagnostic-platform
https://projects.nthrys.com/genetics/genetic-basis-of-endocrine-disorders/hypophosphatemic-rickets-genetic-variant-interpretation-engine


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 API 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

https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/fgfr3-mutation-analysis-in-achondroplasia
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/col1a1-and-col1a2-osteogenesis-imperfecta-variants
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/skeletal-ciliopathy-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/whole-exome-sequencing-for-unclassified-skeletal-dysplasias
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/sox9-comp-mutation-screening-platform
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/lrp4-nell1-variant-detection-tool
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/trpv4-fam148b-multi-gene-panel-service
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/runx2-cleidocranial-dysplasia-analysis-kit
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/fbn1-marfan-variant-prediction-engine
https://projects.nthrys.com/genetics/genetic-basis-of-skeletal-dysplasias/dtdst-slc26a2-cartilage-dysplasia-pipeline
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/low-level-mosaicism-detection-by-ddpcr
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/multi-tissue-mosaicism-distribution-analysis
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/gonadal-mosaicism-risk-assessment
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/cancer-associated-somatic-mosaicism-monitoring
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/ngs-mosaic-variant-calling-saas
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/prenatal-cfdna-mosaicism-detection-kit
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/realtime-pcr-mosaicism-quantification-assay
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/mosaic-variant-interpretation-api-analytics
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/liquid-biopsy-somatic-mosaicism-profiling
https://projects.nthrys.com/genetics/genetic-mosaicism-detection-methods/wgs-mosaic-data-management-dashboard
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/fbn1-and-fbn2-marfan-syndrome-variant-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/ehlers-danlos-syndrome-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/loeys-dietz-syndrome-tgfbr-variant-characterization
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/hereditary-thoracic-aortic-disease-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/col1a-osteogenesis-imperfecta-diagnostic-saas
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/adamts2-dermatosparaxis-eds-analysis-toolkit
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/plod-kyphoscoliotic-eds-predictive-biomarker-engine
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/serpinh1-osteochondrodysplasia-variant-classification-tool
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/fkbp14-ehlers-danlos-kyphoscoliotic-clinical-decision-support
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-disorders/chst14-dse-musculocontractural-eds-carrier-screening-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

https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/lrrk2-and-gba-parkinson-disease-genetics
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/sca-gene-panel-for-hereditary-ataxias
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/hereditary-spastic-paraplegia-gene-testing
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/dystonia-gene-discovery-by-exome-sequencing
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/huntington-disease-cag-repeat-expansion-diagnostic-platform
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/spinocerebellar-ataxia-multi-gene-risk-stratification-engine
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/primary-dystonia-gene-variant-interpretation-saas-tool
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/spinal-muscular-atrophy-smn-gene-copy-number-analysis-software
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/hereditary-motor-neuropathy-gene-panel-interpretation-workflow
https://projects.nthrys.com/genetics/genetics-of-neurological-movement-disorders/fragile-x-tremor-ataxia-cgg-repeat-expansion-digital-screening-tool
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/monogenic-autoinflammatory-disease-gene-analysis
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/primary-immunodeficiency-molecular-diagnosis
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/sle-genetic-risk-factor-characterization
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/type-1-diabetes-hla-and-non-hla-genetics
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/rheumatoid-arthritis-genetic-susceptibility-prediction-platform
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/inflammatory-bowel-disease-genetic-risk-stratification-tool
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/celiac-disease-genetic-screening-and-patient-stratification-service
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/psoriasis-psoriatic-arthritis-genetic-risk-biomarker-panel
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/multiple-sclerosis-hla-and-genetic-variant-risk-engine
https://projects.nthrys.com/genetics/genetics-of-inflammatory-and-autoimmune-disorders/systemic-sclerosis-genetic-phenotyping-and-prognosis-prediction-software
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/cnv-classification-using-clingen-framework
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/recurrent-genomic-disorder-cnv-characterization
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/cnv-inheritance-pattern-and-penetrance-assessment
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/small-cnv-detection-by-high-resolution-arrays
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/clinical-grade-cnv-pathogenicity-prediction-engine
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/multi-platform-cnv-detection-harmonization-software-suite
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/real-time-cnv-database-integration-annotation-portal
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/patient-specific-cnv-risk-stratification-counseling-tool
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/automated-cnv-report-generation-regulatory-compliance-module
https://projects.nthrys.com/genetics/copy-number-variant-interpretation/cnv-benchmark-validation-quality-assurance-analytics-dashboard


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

• 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

• 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

https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/epidermolysis-bullosa-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/ichthyosis-genetic-classification-and-diagnosis
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/hereditary-hair-disorder-gene-discovery
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/genodermatosis-cascade-testing-in-families
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/psoriasis-susceptibility-genomic-risk-stratification-platform
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/melanoma-predisposition-gene-sequencing-and-risk-analytics
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/acne-genetic-profiling-tool-for-personalized-therapeutic-selection
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/vitiligo-autoimmune-gene-expression-diagnostic-commercial-kit
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/rosacea-vascular-genetics-phenotyping-engine-for-treatment-matching
https://projects.nthrys.com/genetics/genetic-basis-of-dermatological-disorders/atopic-dermatitis-filaggrin-mutation-detection-and-management-platform
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/breast-cancer-risk-model-integration-with-genetics
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/cardiovascular-polygenic-risk-score-clinical-utility
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/type-2-diabetes-genetic-risk-prediction
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/multi-disease-genetic-risk-score-assessment
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/pharmacogenomic-risk-stratification-saas-platform
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/cancer-predisposition-panel-commercial-testing-service
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/neurodegenerative-disease-risk-scoring-engine
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/metabolic-disorder-genetic-prediction-mobile-application
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/psychiatric-disorder-genetic-risk-assessment-tool
https://projects.nthrys.com/genetics/genetic-risk-prediction-models/infectious-disease-susceptibility-prediction-api
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/alport-syndrome-col4a-gene-testing
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/steroid-resistant-nephrotic-syndrome-gene-panel
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/tubular-disorder-genetic-classification
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/hereditary-nephritis-gene-discovery-by-wes
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/pkd-mutation-detection-saas-platform-clinical-labs
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/iga-nephropathy-genetic-risk-stratification-tool-suite
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/familial-focal-segmental-glomerulosclerosis-gene-panel-kit
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/thin-basement-membrane-disease-automated-screening-platform
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/medullary-cystic-kidney-disease-umod-gene-testing-service
https://projects.nthrys.com/genetics/genetics-of-renal-disorders/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

https://projects.nthrys.com/genetics/statistical-genetics-methods/linkage-disequilibrium-analysis-and-haplotype-blocks
https://projects.nthrys.com/genetics/statistical-genetics-methods/mendelian-randomization-causal-inference
https://projects.nthrys.com/genetics/statistical-genetics-methods/meta-analysis-of-genetic-association-studies
https://projects.nthrys.com/genetics/statistical-genetics-methods/bayesian-statistical-genetics-methods
https://projects.nthrys.com/genetics/statistical-genetics-methods/polygenic-risk-score-calculation-clinical-implementation
https://projects.nthrys.com/genetics/statistical-genetics-methods/gwas-statistical-pipeline-automation-tools
https://projects.nthrys.com/genetics/statistical-genetics-methods/rare-variant-burden-testing-frameworks
https://projects.nthrys.com/genetics/statistical-genetics-methods/copy-number-variation-detection-association-analysis
https://projects.nthrys.com/genetics/statistical-genetics-methods/pathway-gene-network-enrichment-analysis-suites
https://projects.nthrys.com/genetics/statistical-genetics-methods/ancestry-estimation-population-stratification-correction
https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders/cftr-variant-classification-for-cf-diagnosis
https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders/alpha-1-antitrypsin-deficiency-genotyping
https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders/surfactant-disorder-gene-testing-in-neonates
https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders/primary-ciliary-dyskinesia-molecular-diagnosis
https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders/pulmonary-fibrosis-genetic-risk-stratification-saas
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https://projects.nthrys.com/genetics/genetics-of-respiratory-disorders/bronchiectasis-genetic-panel-predictive-analytics
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https://projects.nthrys.com/genetics/long-read-sequencing-in-genetics/haplotype-resolved-genome-assembly-clinical-diagnostics
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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

• AI-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 II 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 III 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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https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/case-control-study-design-for-genetic-association
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/family-based-study-designs-for-rare-variants
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/mendelian-randomization-instrument-selection
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/genome-wide-association-study-platform-automation
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/population-stratification-detection-and-correction-software
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/linkage-disequilibrium-reference-panel-commercial-service
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/multi-trait-pleiotropy-analysis-platform-with-visualization
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/environmental-gene-interaction-detection-and-modeling-tool
https://projects.nthrys.com/genetics/genetic-epidemiology-study-designs/polygenic-risk-score-development-and-validation-pipeline
https://projects.nthrys.com/genetics/genetics-of-hearing-loss/gjb2-connexin-26-deafness-carrier-testing
https://projects.nthrys.com/genetics/genetics-of-hearing-loss/hereditary-hearing-loss-gene-panel-testing
https://projects.nthrys.com/genetics/genetics-of-hearing-loss/waardenburg-syndrome-pax3-and-mitf-testing
https://projects.nthrys.com/genetics/genetics-of-hearing-loss/aminoglycoside-induced-deafness-mt-rnr1-testing
https://projects.nthrys.com/genetics/genetics-of-hearing-loss/gjb6-connexin-30-non-syndromic-deafness-saas-platform
https://projects.nthrys.com/genetics/genetics-of-hearing-loss/dfna1-diaph1-autosomal-dominant-hearing-loss-testing-tool
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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

• AI-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

• Therapeutic Epigenome Reprogramming Strategies

• Prime Editor Delivery Systems for Clinical Gene Correction

• AI-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 Ill Newborns

• Genome Sequencing Turnaround Time Optimization

• Pharmacogenomic Variant Reporting SaaS Platform

• Carrier Screening Panel Integration Service

• AI-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 Fitness 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

• 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

• Hyper-IgE Syndrome STAT3 and DOCK8 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 ABCA1 Diagnostic SaaS Platform

• Peroxisomal Beta-Oxidation Disorder Multi-Gene Panel Testing Service

• Infantile Refsum Disease PEX1 Variant Classification AI 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 SaaS 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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https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/federated-genomic-analysis-privacy-preservation
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/genetic-information-non-discrimination-policy-analysis
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/genomic-privacy-compliance-saas-regulated-industries
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/real-time-genomic-data-breach-detection-response
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/secure-genomic-data-marketplace-privacy-tokenization
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/multi-party-genomic-research-collaboration-cloud
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/genomic-consent-management-patient-data-ownership
https://projects.nthrys.com/genetics/genome-sequencing-data-privacy-and-ethics/synthetic-genomic-data-generation-product-development
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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

• Iodine 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

https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/pediatric-genetic-testing-ethical-framework
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/genetic-testing-in-resource-limited-settings
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/ancestry-and-diversity-in-genetic-research
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/indigenous-community-genomics-research-ethics
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/pharmacogenomic-testing-saas-underserved-communities
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/carrier-screening-mobile-app-marginalized-ethnic-groups
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/genetic-risk-stratification-engine-disadvantaged-patients
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/equitable-genetic-counseling-telehealth-rural-populations
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/rare-disease-genetic-diagnosis-tool-low-income-patients
https://projects.nthrys.com/genetics/genetic-testing-in-vulnerable-populations/genetic-data-privacy-consent-management-vulnerable-populations
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/hereditary-medullary-thyroid-cancer-ret-testing
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/thyroid-dyshormonogenesis-gene-mutations
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/non-medullary-thyroid-cancer-genetic-risk
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/graves-disease-and-hashimoto-thyroiditis-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/tsh-receptor-gene-mutation-saas-diagnostic-platform
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/tpo-thyroglobulin-antibody-genetic-predisposition-tool
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/thyroid-peroxidase-deficiency-gene-panel-commercial-service
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/iodine-metabolism-gene-variant-carrier-screening-platform
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/thyroid-transcription-factor-gene-mutation-detection-software
https://projects.nthrys.com/genetics/genetic-basis-of-thyroid-disorders/thyroid-cancer-predisposition-gene-risk-stratification-engine
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/organic-acidemia-genotype-phenotype-correlation
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/urea-cycle-disorder-molecular-classification
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/amino-acid-disorder-gene-panel-development
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/dietary-response-prediction-from-genotype
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/metabolic-biomarker-saas-platform-disease-stratification
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/newborn-screening-algorithm-suite-commercial-deployment
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/therapeutic-drug-response-prediction-engine-genotypes
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/variant-classification-database-curation-service-platform
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/personalized-nutritional-intervention-software-metabolic-genotype
https://projects.nthrys.com/genetics/inherited-metabolic-disease-biochemical-genetics/multigene-carrier-screening-commercial-panel-analytics


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

• AI-Powered Variant Classification Engine for CdLS Pathogenicity

• 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

https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/rna-sequencing-as-diagnostic-adjunct-to-wes
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/outlier-expression-analysis-for-rare-variant-diagnosis
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/long-read-rna-sequencing-for-isoform-diagnosis
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/single-cell-rna-sequencing-in-disease-diagnosis
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/spatial-transcriptomics-integration-tissue-based-diagnosis
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/machine-learning-expression-signatures-rare-disease-classification
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/cell-free-rna-biomarkers-non-invasive-genetic-risk
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/real-time-transcriptome-variant-interpretation-clinical-labs
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/multi-tissue-rna-expression-panels-polygenic-disease-risk
https://projects.nthrys.com/genetics/transcriptomics-for-genetic-diagnosis/transcriptome-guided-pharmacogenomics-treatment-selection
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/common-inversion-polymorphism-population-genetics
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/variable-number-tandem-repeat-disease-associations
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/segmental-duplication-architecture-and-disease
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/mobile-element-insertion-in-disease-genomes
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/copy-number-variation-clinical-diagnostic-platform
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/structural-variant-phenotype-prediction-engine
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/chromosomal-rearrangement-risk-assessment-software
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/breakpoint-junction-mapping-commercial-analysis-suite
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/disease-associated-structural-variant-database-service
https://projects.nthrys.com/genetics/structural-genomics-variation-in-health/structural-genome-instability-biomarker-discovery-platform
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/cohesinopathy-gene-panel-for-cdls-diagnosis
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/cdls-genotype-phenotype-correlation-studies
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/mosaicism-in-cdls-and-diagnostic-implications
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/cohesin-complex-function-and-cdls-pathomechanism
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/ai-powered-variant-classification-engine-cdls-pathogenicity
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/cdls-carrier-screening-risk-stratification-saas
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/real-time-genotype-phenotype-matching-database-analytics
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/non-invasive-mosaicism-detection-kit-digital-pcr
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/functional-validation-service-candidate-cdls-mutations
https://projects.nthrys.com/genetics/genetics-of-cornelia-de-lange-syndrome/cdls-precision-medicine-registry-therapeutic-matching
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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

https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/familial-combined-hyperlipidemia-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/sitosterolemia-abcg5-and-abcg8-testing
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/lipoprotein-lipase-deficiency-gene-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/hdl-deficiency-genetic-classification
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/apob-gene-mutation-detection-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/lpa-genetic-risk-stratification-commercial-tool
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/pcsk9-loss-of-function-variant-identification-service
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/cholesteryl-ester-transfer-protein-genotyping-analytics
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/apolipoprotein-e-phenotyping-commercial-testing-platform
https://projects.nthrys.com/genetics/genetic-basis-of-lipid-disorders/triglyceride-metabolism-gene-panel-comprehensive-diagnostic
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https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/archaic-introgression-effect-on-modern-phenotypes
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/population-bottleneck-effect-on-genetic-disease
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/demographic-history-inference-from-genomic-data
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/ancestry-composition-inference-engine-consumer-genomics
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/population-specific-disease-risk-prediction-allele-frequencies
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/ancient-dna-sample-authentication-contamination-detection-system
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/admixture-graph-modeling-software-historical-population-interactions
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/selective-sweep-detection-platform-agricultural-crop-genomics
https://projects.nthrys.com/genetics/population-genomics-and-ancient-dna/linkage-disequilibrium-mapping-ethnic-stratified-genetic-association
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/fibrodysplasia-ossificans-progressiva-acvr1-testing
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/multiple-osteochondromas-ext-gene-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/rickets-and-hypophosphatemia-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/ossification-disorder-gene-panel-development
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/osteogenesis-imperfecta-col1a-mutation-detection-saas
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/ehlers-danlos-syndrome-connective-tissue-gene-profiling
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/marfan-syndrome-fbn1-risk-stratification-management
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/achondroplasia-fgfr3-variant-interpretation-clinical-database
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/hereditary-spastic-paraplegia-skeletal-phenotype-genotype-matching
https://projects.nthrys.com/genetics/genetic-basis-of-musculoskeletal-disorders/skeletal-dysplasia-multiplex-gene-panel-commercial-testing


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

• AI-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

https://projects.nthrys.com/genetics/genetic-biomarkers-in-clinical-trials/pharmacogenomics-biomarker-trial-design
https://projects.nthrys.com/genetics/genetic-biomarkers-in-clinical-trials/companion-diagnostic-development-and-validation
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https://projects.nthrys.com/genetics/genetics-of-urological-disorders/hereditary-urolithiasis-genetic-evaluation
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https://projects.nthrys.com/genetics/genetics-of-urological-disorders/benign-prostatic-hyperplasia-genetic-predisposition-risk-platform
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https://projects.nthrys.com/genetics/genetics-of-urological-disorders/congenital-anomalies-urinary-tract-genetic-panel-service
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Genetic Basis of Congenital Heart Defects

• 22q11 Deletion Syndrome Cardiac Phenotype Genetics

• NOTCH1 Bicuspid Aortic Valve Variant Analysis

• CHD Gene Discovery by Large Scale Sequencing

• Heterotaxy and Laterality Defect Gene Analysis

• TBX5 Holt-Oram Syndrome Variant Classification SaaS

• MYH6 Atrial Septal Defect Predictive Analytics Tool

• GATA4 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

https://projects.nthrys.com/genetics/genetic-basis-of-congenital-heart-defects/22q11-deletion-syndrome-cardiac-phenotype-genetics
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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 SaaS for Precision Oncology

• Real-time Epigenomics-Phenotype Analytics Engine

• Gut Microbiome-Metabolomics Integration Diagnostic Service

• Multi-Omics Patient Data Harmonization and Integration Platform

• AI-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

• AI-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 API 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

• Ion Channel Gene Variant Database for Hepatotoxicity Risk Assessment

• AI-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

• AI-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

• 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/BRCA2 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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https://projects.nthrys.com/genetics/genetics-of-obesity-related-complications/nonalcoholic-fatty-liver-disease-genetic-risk
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https://projects.nthrys.com/genetics/genetic-testing-platform-technologies/rapid-turnaround-sequencing-technology-development
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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

https://projects.nthrys.com/genetics/genetic-modifiers-in-inherited-diseases/cystic-fibrosis-modifier-gene-identification
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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

• AI-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 AI 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 TMEM8 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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https://projects.nthrys.com/genetics/genetic-basis-of-dystroglycanopathies/tmem5-tmem8-mutation-reporting-dashboard
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/alzheimer-disease-genetic-risk-counseling
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/coronary-artery-disease-genetic-risk-counseling
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/diabetes-genetic-risk-and-lifestyle-counseling
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/mental-health-impact-of-disease-risk-disclosure
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/breast-cancer-brca-mutation-screening-saas-platform
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/hereditary-cancer-panel-interpretation-reporting-tools
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/cardiovascular-disease-family-risk-assessment-software
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/pharmacogenomics-guided-medication-counseling-mobile-app
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/cancer-predisposition-gene-variant-database-api-service
https://projects.nthrys.com/genetics/genetic-counseling-for-common-diseases/multi-condition-genetic-risk-stratification-platform-primary-care
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/waardenburg-syndrome-molecular-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/charge-syndrome-chd7-comprehensive-testing
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/hirschsprung-disease-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/neurofibromatosis-gene-variant-classification
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/treacher-collins-tcof1-diagnostic-saas
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/vcfs-tbx1-clinical-decision-support
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/piebaldism-kit-gene-testing-kit
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/men-ret-gene-predictive-analytics
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/microdeletion-acgh-laboratory-system
https://projects.nthrys.com/genetics/genetic-basis-of-neurocristopathies/segmental-nf1-somatic-mutation-tracking
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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

https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/psoriasis-genetic-risk-factor-analysis
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/atopic-dermatitis-flg-and-genetic-architecture
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/hidradenitis-suppurativa-genetics-research
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/palmoplantar-keratoderma-gene-classification
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/vitiligo-depigmentation-genetic-biomarker-saas-platform
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/lichen-planus-autoimmune-gene-expression-profiling-tool
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/pemphigus-vulgaris-hla-typing-commercial-testing-service
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/alopecia-areata-genetic-prediction-algorithm-enterprise-software
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/systemic-sclerosis-collagen-gene-mutation-detection-kit
https://projects.nthrys.com/genetics/genetics-of-immune-mediated-skin-diseases/bullous-pemphigoid-epitope-mapping-precision-medicine-platform
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/congenital-generalized-lipodystrophy-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/familial-partial-lipodystrophy-lmna-testing
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/acquired-lipodystrophy-genetic-predisposition
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/lipodystrophy-metabolic-phenotype-prediction
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/plin1-mutation-detection-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/lipodystrophy-genetic-risk-stratification-engine
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/agpat2-gene-therapy-candidate-screening-tool
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/lipodystrophy-genetic-data-integration-platform
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/cidec-variant-classification-machine-learning-model
https://projects.nthrys.com/genetics/genetic-basis-of-lipodystrophies/syndromic-lipodystrophy-genetic-profiling-workflow
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/adolescent-idiopathic-scoliosis-genetic-studies
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/hereditary-spastic-paraplegia-comprehensive-panel
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/congenital-scoliosis-gene-discovery
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/klippel-feil-syndrome-genetic-etiology-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/degenerative-disc-disease-predictive-biomarker-saas
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/spinal-muscular-atrophy-gene-therapy-companion-diagnostic
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/familial-spinal-stenosis-risk-stratification-clinical-decision
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/ehlers-danlos-syndrome-spinal-phenotyping-genetic-database
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/thoracic-outlet-syndrome-genetic-variant-discovery-analytics
https://projects.nthrys.com/genetics/genetic-basis-of-spinal-disorders/pediatric-spine-deformity-genetic-risk-calculator-mobile


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 API and Integration Toolkit

https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/chromosomal-microarray-in-asd-genetic-evaluation
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/shank-and-synaptic-gene-mutation-analysis
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/pten-hamartoma-tumor-syndrome-in-macrocephalic-asd
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/recurrent-asd-cnv-functional-characterization
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/whole-exome-sequencing-data-analytics-platform-asd
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/de-novo-mutation-detection-engine-rapid-asd-diagnosis
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/copy-number-variation-risk-stratification-commercial-service
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/x-linked-autism-gene-panel-testing-reporting-system
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/polygenic-risk-score-calculator-asd-susceptibility-prediction
https://projects.nthrys.com/genetics/genetics-of-autism-spectrum-disorder/gene-environment-interaction-database-asd-commercial-licensing
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/bardet-biedl-syndrome-comprehensive-gene-panel
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/joubert-syndrome-gene-discovery-and-testing
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/nephronophthisis-gene-panel-optimization
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/oral-facial-digital-syndrome-ofd1-testing
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/primary-ciliary-dyskinesia-ngs-panel-diagnostic-platform
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/ciliopathy-variant-interpretation-engine-clinical-analytics-suite
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/meckel-gruber-syndrome-prenatal-genetic-testing-counseling-platform
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/retinal-ciliopathy-gene-mutation-database-precision-medicine-tool
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/syndromic-ciliopathy-multi-gene-screening-kit-report-automation
https://projects.nthrys.com/genetics/genetic-basis-of-ciliopathies/ciliopathy-carrier-screening-population-health-analytics-risk-stratification
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/melanoma-cdkn2a-and-cdk4-risk-testing
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/basal-cell-nevus-syndrome-ptch1-molecular-testing
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/xeroderma-pigmentosum-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/skin-cancer-polygenic-risk-score-development
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/atypical-mole-syndrome-cdkn2a-germline-mutation-saas-platform
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/familial-atypical-multiple-mole-and-melanoma-syndrome-predictive-analytics-tool
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/non-melanoma-skin-cancer-susceptibility-gene-variant-commerce-platform
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/lynch-syndrome-dermatologic-manifestation-risk-calculator-enterprise-solution
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/cutaneous-melanoma-somatic-mutation-reporting-and-prognostication-service
https://projects.nthrys.com/genetics/genetic-risk-stratification-in-dermatology/genodermatosis-risk-screening-api-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

• BRCA1/2 Connective Tissue Sarcoma Integrated Reporting System

https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/height-gwas-meta-analysis-and-genetic-architecture
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/blood-pressure-genetic-loci-discovery
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/intelligence-and-cognitive-ability-gwas
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/personality-trait-genetic-architecture-studies
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/polygenic-risk-score-platform-disease-susceptibility
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/agricultural-crop-yield-optimization-genomic-selection
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/livestock-production-traits-genomic-prediction-service
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/pharmacogenomic-response-prediction-engine-drug-efficacy
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/consumer-trait-genomics-personalized-product-development
https://projects.nthrys.com/genetics/genetic-dissection-of-quantitative-traits/mental-health-genetic-architecture-discovery-therapeutic-innovation
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/genomic-medicine-clinic-model-evaluation
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/ehr-integration-of-genomic-information
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/barriers-to-genetic-testing-access-research
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/cost-effectiveness-of-genomic-screening-programs
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/clinical-decision-support-systems-for-variant-interpretation
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/pharmacogenomics-testing-integration-into-pharmacy-workflows
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/genetic-data-privacy-and-compliance-management-solutions
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/direct-to-consumer-genomic-report-commercialization-platforms
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/polygenic-risk-score-development-and-clinical-deployment-tools
https://projects.nthrys.com/genetics/genomic-medicine-implementation-research/genomic-data-marketplace-and-licensing-technology-infrastructure
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/hereditary-leiomyomatosis-and-rcc-fh-testing
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/sdha-d-paraganglioma-pheochromocytoma-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/nf1-associated-gist-and-malignancy-risk
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/hereditary-gist-sdha-and-kit-germline-testing
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/tp53-li-fraumeni-screening-platform
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/dicer1-ppb-genetic-risk-tool
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/pten-cowden-malignancy-intelligence
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/mdm2-amplification-sarcoma-engine
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/bap1-mesothelioma-registry-service
https://projects.nthrys.com/genetics/genetic-basis-of-connective-tissue-tumors/brca-sarcoma-integrated-reporting


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 AI 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-2α Hypoxia Pathway Commercial Testing Platform

• PHD2 EGLN1 Gene Mutation Detection Commercial Assay Kit

• Secondary Erythrocytosis Differential Diagnosis AI-Powered Platform

• EGLN1 PHD2 and EGLN3 Rare Variant Commercial Panel

• Erythropoietin Signaling Pathway Genomic Risk Stratification Tool

• Congenital Polycythemia Multi-Gene Sequencing Diagnostic Service

https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/enlarged-vestibular-aqueduct-slc26a4-testing
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/dfna-and-dfnb-locus-molecular-characterization
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/auditory-neuropathy-spectrum-disorder-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/familial-meniere-disease-genetic-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/gjb2-gjb6-mutation-detection-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/mitochondrial-hearing-loss-m1555a-g-screening-tool
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/syndromic-deafness-gene-panel-commercial-sequencing-service
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/vestibular-dysfunction-gene-variant-interpretation-engine
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/otoferlin-otof-mutation-commercial-testing-and-counseling
https://projects.nthrys.com/genetics/genetic-basis-of-hearing-and-vestibular-disorders/pendrin-slc26a4-thyroid-hearing-loss-risk-prediction-platform
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/noonan-syndrome-ptpn11-and-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/cardio-facio-cutaneous-syndrome-gene-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/costello-syndrome-hras-variant-characterization
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/rasopathy-genotype-phenotype-correlation-studies
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/mapk-pathway-mutation-detection-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/rasopathy-clinical-phenotype-prediction-ai-engine
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/neurofibromatosis-type-1-spred1-variant-database
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/multi-gene-rasopathy-panel-sequencing-service-provider
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/rasopathy-carrier-screening-and-risk-stratification-tool
https://projects.nthrys.com/genetics/genetic-basis-of-rasopathies/real-world-rasopathy-outcomes-registry-and-analytics-suite
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/jak2-v617f-and-exon-12-myeloproliferative-testing
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/primary-familial-congenital-polycythemia-epor-testing
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/vhl-chuvash-polycythemia-variant-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/hereditary-high-altitude-adaptation-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/epas1-hif2a-hypoxia-pathway-testing
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/epas1-hif2a-hypoxia-pathway-testing
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/epas1-hif2a-hypoxia-pathway-testing
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/phd2-egln1-mutation-detection-assay
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/secondary-erythrocytosis-differential-diagnosis-ai
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/egln1-phd2-egln3-rare-variant-panel
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/epo-signaling-genomic-risk-stratification
https://projects.nthrys.com/genetics/genetic-basis-of-polycythemia-and-erythrocytosis/congenital-polycythemia-multigene-sequencing-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 RASA1 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 AI Platform

• 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

https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/hereditary-hemorrhagic-telangiectasia-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/cerebral-cavernous-malformation-ccm-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/venous-malformation-tek-somatic-mutation-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/capillary-malformation-avm-rasa1-testing
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/lymphatic-malformation-prox1-mutation-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/arteriovenous-malformation-acvrl1-genomic-risk-stratification-tool
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/vascular-malformation-multi-gene-panel-clinical-reporting-service
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/capillary-malformation-pigmentation-variant-classification-engine
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/vascular-malformation-compound-heterozygote-detection-and-interpretation-software
https://projects.nthrys.com/genetics/genetic-basis-of-vascular-malformations/somatic-mosaicism-vascular-malformation-ngs-analysis-workflow
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/acute-hepatic-porphyria-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/erythropoietic-protoporphyria-fech-testing
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/congenital-erythropoietic-porphyria-uros-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/porphyria-cutanea-tarda-hfe-and-urod-testing
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/variegate-porphyria-protox2-mutation-detection-saas
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/x-linked-protoporphyria-alas2-comprehensive-genotyping-tool
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/porphyria-genetic-risk-stratification-ai-platform
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/dual-alad-and-pbgd-acute-porphyria-rapid-panel-kit
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/porphyria-carrier-screening-database-and-counseling-platform
https://projects.nthrys.com/genetics/genetic-basis-of-porphyrias/hepatic-porphyria-pharmacogenomics-integration-dashboard
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/bernard-soulier-syndrome-gp1ba-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/glanzmann-thrombasthenia-itga2b-itgb3-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/storage-pool-disease-gene-identification
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/gray-platelet-syndrome-nbeal2-testing
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/von-willebrand-factor-vwf-gene-mutation-detection-platform
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/factor-v-leiden-f5-gene-thrombophilia-risk-stratification-tool
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/prothrombin-f2-gene-variant-screening-commercial-laboratory-service
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/factor-viii-fviii-gene-hemophilia-a-mutation-database-saas
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/factor-ix-fix-gene-hemophilia-b-carrier-detection-commercial-kit
https://projects.nthrys.com/genetics/genetic-basis-of-bleeding-diathesis/fibrinogen-fgb-fga-gene-dysfibrinogenemia-phenotype-prediction-engine


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

• AI-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

• AI-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

• KCNQ2 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

https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/pmm2-cdg-molecular-diagnosis-and-counseling
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/cdg-next-generation-sequencing-panel-development
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/biochemical-genetic-correlation-in-cdg
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/novel-cdg-gene-discovery-by-wes
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/cdg-carrier-screening-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/automated-cdg-protein-biomarker-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/customizable-cdg-mutation-database-engine
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/cdg-therapeutic-target-identification-platform
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/real-time-cdg-patient-registry-analytics
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-disorders-of-glycosylation/ai-powered-cdg-phenotype-prediction-system
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/cyp21a2-genotyping-for-cah-molecular-diagnosis
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/genotype-phenotype-correlation-in-cah
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/non-classic-cah-population-prevalence-studies
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/cah-newborn-screening-molecular-confirmation
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/ai-powered-cah-variant-classification-pathogenicity-prediction
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/multi-gene-cah-diagnostic-panel-saas-automated-reporting
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/real-time-cah-genetic-risk-stratification-prenatal-screening
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/cah-pharmacogenomic-treatment-response-prediction-database-api
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/multiplexed-snp-genotyping-assay-common-cah-mutations
https://projects.nthrys.com/genetics/genetic-basis-of-congenital-adrenal-hyperplasia/cah-mutation-database-clinical-evidence-aggregation-platform
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/dravet-syndrome-scn1a-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/kcnq2-neonatal-epilepsy-variant-characterization
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/depdc5-mtor-pathway-epilepsy-testing
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/ultra-rare-epilepsy-gene-functional-validation
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/pcdh19-gene-mutation-saas-diagnostic-platform
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/arx-gene-x-linked-infantile-spasms-genetic-testing-kit
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/multi-gene-panel-refractory-epilepsy-rapid-sequencing-service
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/focal-cortical-dysplasia-gene-biomarker-discovery-software-tool
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/temporo-mesial-lobe-epilepsy-genetic-counseling-digital-platform
https://projects.nthrys.com/genetics/genetic-basis-of-refractory-epilepsies/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 FUCA1 Genotype-Phenotype Matching Platform

• Beta-Hexosaminidase HEXB Gene Multiplex Testing Workflow

https://projects.nthrys.com/genetics/genetic-testing-workforce-development/clinical-molecular-geneticist-training-program
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/genetic-counselor-genomics-competency-assessment
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/primary-care-provider-genetics-education
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/bioinformatics-scientist-training-for-clinical-genetics
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/genetic-laboratory-technician-certification-saas-platform
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/variant-interpretation-specialist-upskilling-digital-tool
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/genetic-testing-sales-and-operations-enablement-platform
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/next-generation-sequencing-data-analysis-bootcamp-software
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/regulatory-compliance-and-accreditation-knowledge-management-system
https://projects.nthrys.com/genetics/genetic-testing-workforce-development/genomic-medicine-industry-practitioner-credential-exchange-network
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/antisynthetase-syndrome-myositis-autoantibody-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/genetic-factors-in-inclusion-body-myositis
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/juvenile-dermatomyositis-genetic-predisposition
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/polymyositis-and-dm-treatment-response-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/mhc-genetic-profiling-saas-myositis-risk
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/genetic-biomarker-panel-necrotizing-autoimmune-myopathy
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/genomic-data-analytics-myositis-drug-targets
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/polygenic-risk-score-dermatomyositis-progression
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/immunogenetic-sequencing-anti-mi2-tif1-detection
https://projects.nthrys.com/genetics/genetic-basis-of-inflammatory-myopathies/gene-expression-profiling-myositis-subtype-classification
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/danon-disease-lamp2-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/cystinosis-ctns-gene-mutation-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/sialic-acid-storage-disorder-slc17a5-testing
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/mucolipidosis-gnptab-and-gnptg-gene-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/niemann-pick-npcl1-carrier-screening-saas
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/galactosialidosis-ctbs-gene-variant-database
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/cholesterol-esterase-lipa-deficiency-predictive
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/alpha-mannosidosis-man2b1-clinical-validation
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/fucosidosis-fuca1-genotype-phenotype-matching
https://projects.nthrys.com/genetics/genetic-basis-of-lysosomal-membrane-disorders/beta-hexosaminidase-hexb-gene-multiplex-testing


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 COL7A1 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

• AI-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

https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/col7a1-comprehensive-variant-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/deb-genotype-severity-correlation-studies
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/gene-therapy-eligibility-assessment-for-deb
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/prenatal-diagnosis-for-severe-deb
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/carrier-screening-saas-platform-col7a1
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/automated-deb-clinical-trial-patient-matching
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/real-time-col7a1-variant-interpretation-dashboard
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/deb-patient-stratification-biomarker-testing-service
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/multi-modal-deb-prognosis-prediction-model-software
https://projects.nthrys.com/genetics/genetic-basis-of-dystrophic-epidermolysis-bullosa/integrated-deb-genetic-data-management-analytics-platform
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/copy-number-variant-detection-in-psychiatric-disorders
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/genesight-psychiatric-pharmacogenomics-testing
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/whole-exome-sequencing-in-refractory-psychosis
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/genetic-testing-implementation-in-psychiatric-clinics
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/polygenic-risk-score-saas-platform-depression-prediction
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/medication-response-biomarker-testing-kit-treatment-resistant-depression
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/ai-powered-variant-interpretation-engine-psychiatric-genetic-data
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/mitochondrial-dna-testing-panel-mood-anxiety-disorders
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/ethnic-specific-psychiatric-genome-database-licensing-platform
https://projects.nthrys.com/genetics/genetic-testing-in-psychiatry/mobile-app-integration-suite-genetic-test-result-management
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/cpeo-and-kearns-sayre-syndrome-mtdna-testing
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/melas-and-merrf-mtdna-point-mutation-testing
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/nuclear-gene-causes-of-mtdna-instability
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/mitochondrial-myopathy-exercise-intolerance-genetics
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/leigh-syndrome-mtdna-mutation-detection-saas
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/mtdna-copy-number-quantification-commercial-assay
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/mitochondrial-myopathy-carrier-screening-ngs-panel
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/mtdna-heteroplasmy-load-prognostic-analytics-engine
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/mitochondrial-genome-reference-database-commercial-subscription
https://projects.nthrys.com/genetics/genetics-of-mitochondrial-myopathies/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

• Sjögren 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 I GSD-Ia Testing

• Newborn Screening for Glycogen Storage Diseases

• GSD Type III 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 Identification

• 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

https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/ankylosing-spondylitis-hla-b27-and-gwas-genetics
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/multiple-sclerosis-hla-and-complement-genetics
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/celiac-disease-hla-dq2-dq8-genetic-testing
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/sj-gren-syndrome-genetic-risk-factor-studies
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/rheumatoid-arthritis-snp-panel-diagnostic-saas
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/inflammatory-bowel-disease-genetic-risk-stratification
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/type-1-diabetes-polygenic-risk-score-screening
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/systemic-lupus-erythematosus-genetic-biomarker-discovery
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/psoriasis-hla-il23-pathway-genetic-testing-suite
https://projects.nthrys.com/genetics/genetic-architecture-of-common-inflammatory-diseases/vasculitis-genetic-classification-engine-precision-treatment
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/pompe-disease-gaa-gene-variant-classification
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/mcardle-disease-pygm-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/glycogen-storage-disease-type-i-gsd-ia-testing
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/newborn-screening-for-glycogen-storage-diseases
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/gsd-type-iii-debranching-enzyme-mutation-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/glycogen-synthase-gys2-gene-panel-commercial-diagnostic-kit
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/phosphorylase-kinase-phkg2-variant-interpretation-web-tool
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/liver-glycogen-phosphorylase-pygl-gene-mutation-database
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/glucose-6-phosphatase-catalytic-subunit-g6pc-digital-registry-platform
https://projects.nthrys.com/genetics/genetic-basis-of-glycogen-storage-diseases/multi-gene-gsd-carrier-screening-commercial-panel-service
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/dent-disease-clcn5-and-ocrl-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/lowe-syndrome-ocrl-molecular-diagnosis
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/hereditary-fanconi-syndrome-gene-identification
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/renal-tubular-acidosis-genetic-classification
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/bartter-gitelman-genetic-screening-saas
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/x-linked-nephrolithiasis-clcn5-database-tool
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/proximal-tubule-dysfunction-gene-panel-service
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/distal-rta-genotype-phenotype-prediction-engine
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/medullary-cystic-kidney-disease-umod-variant-tool
https://projects.nthrys.com/genetics/genetic-basis-of-kidney-tubular-disorders/autosomal-dominant-tubulointerstitial-kidney-disease-suite


Genetic Testing for Familial Stroke

• CADASIL NOTCH3 Gene Comprehensive Testing

• CARASIL HTRA1 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 I 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
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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

https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/galactosemia-galt-variant-classification
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/hereditary-fructose-intolerance-aldob-testing
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/pyruvate-kinase-deficiency-pklr-gene-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/transaldolase-deficiency-taldo1-testing
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/glycogen-storage-disease-gys1-diagnostic-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/pompe-disease-gaa-mutation-database-commercial-tool
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/fanconi-bickel-syndrome-slc2a2-genetic-risk-assessment-service
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/phosphoglycerate-kinase-deficiency-pgk1-x-linked-testing-platform
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/glucose-6-phosphatase-g6pc-newborn-screening-commercial-kit
https://projects.nthrys.com/genetics/genetic-basis-of-carbohydrate-metabolism-disorders/lactate-dehydrogenase-ldha-metabolic-status-monitoring-software
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/sequencing-coverage-uniformity-analysis
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/variant-allele-frequency-accuracy-validation
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/sequencing-artifact-identification-and-filtering
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/analytic-sensitivity-and-specificity-measurement
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/read-depth-distribution-gc-bias-correction
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/adapter-contamination-detection-removal-engine
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/base-quality-score-recalibration-validation
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/mapping-quality-alignment-statistics-dashboard
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/contamination-detection-sample-cross-contamination-prevention
https://projects.nthrys.com/genetics/next-generation-sequencing-quality-metrics/duplicate-read-identification-complexity-metrics
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/neurodegeneration-with-brain-iron-accumulation-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/wilson-disease-atp7b-comprehensive-testing
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/bpan-wdr45-gene-testing-in-females
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/kufor-rakeb-syndrome-atp13a2-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/pantothenate-kinase-pank2-mutation-detection-saas
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/mitochondrial-membrane-protein-mpv17-screening-tool-suite
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/aceruloplasminemia-cp-gene-carrier-risk-assessment-platform
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/spinocerebellar-ataxia-type-17-tata-binding-protein-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/juvenile-huntington-disease-htt-cag-repeat-expansion-prediction
https://projects.nthrys.com/genetics/genetic-basis-of-basal-ganglia-disorders/fragile-x-associated-tremor-ataxia-fmr1-premutation-portal


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

• 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

https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/hla-screening-for-serious-adverse-drug-reactions
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/pharmacogenomics-surveillance-database-development
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/automated-pharmacogenomics-alert-system
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/real-world-evidence-for-pharmacogenomics-benefits
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/genetic-biomarker-integration-platform-multi-drug-safety
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/predictive-pharmacogenomic-risk-scoring-engine-payers
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/clinical-variant-interpretation-service-drug-response-prediction
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/real-time-adverse-event-genotyping-platform-hospitals
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/genetic-data-privacy-compliance-management-solution
https://projects.nthrys.com/genetics/genetic-pharmacovigilance-programs/machine-learning-platform-adverse-event-genotype-pattern-discovery
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/cystinuria-slc3a1-and-slc7a9-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/hartnup-disease-slc6a19-mutation-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/lysinuric-protein-intolerance-slc7a7-testing
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/iminoglycinuria-slc36a2-and-slc6a20-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/dicarboxylic-aminoaciduria-slc6a20-digital-diagnostic-platform
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/citrin-deficiency-slc25a13-mutation-database-screening-kit
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/reno-cerebral-syndrome-slc6a8-creatine-transporter-testing-service
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/organic-cation-transporter-slc22a-family-genotyping-enterprise-solution
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/histidinemia-slc29a1-variant-interpretation-clinical-registry-platform
https://projects.nthrys.com/genetics/genetic-basis-of-amino-acid-transport-disorders/amino-acid-transport-disorder-phenotype-prediction-saas-analytics-engine
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/congenital-fibrosis-of-extraocular-muscles-genetics
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/duane-retraction-syndrome-genetic-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/hereditary-nystagmus-gene-discovery
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/congenital-motor-nystagmus-fmrd-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/ino-mutation-screening-saas-platform
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/hgpp-genetic-risk-calculator
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/abducens-palsy-variant-classification
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/ocular-motor-apraxia-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/vor-dysfunction-biomarker-discovery
https://projects.nthrys.com/genetics/genetic-basis-of-ocular-motor-disorders/saccadic-intrusion-variant-database
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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

• AI-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 FOXA2 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

https://projects.nthrys.com/genetics/genetic-basis-of-pulmonary-arterial-hypertension/bmpr2-hereditary-pah-molecular-testing
https://projects.nthrys.com/genetics/genetic-basis-of-pulmonary-arterial-hypertension/non-bmpr2-pah-gene-panel-testing
https://projects.nthrys.com/genetics/genetic-basis-of-pulmonary-arterial-hypertension/eif2ak4-pulmonary-veno-occlusive-disease-testing
https://projects.nthrys.com/genetics/genetic-basis-of-pulmonary-arterial-hypertension/pah-gene-treatment-response-correlation-studies
https://projects.nthrys.com/genetics/genetic-basis-of-pulmonary-arterial-hypertension/ai-powered-pah-genetic-risk-stratification-saas
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https://projects.nthrys.com/genetics/genetic-basis-of-hyperinsulinism/hadh-schad-mutation-detection-saas
https://projects.nthrys.com/genetics/genetic-basis-of-hyperinsulinism/foxp4-foxa2-transcription-factor-analysis
https://projects.nthrys.com/genetics/genetic-basis-of-hyperinsulinism/multi-gene-hyperinsulinism-carrier-screening
https://projects.nthrys.com/genetics/genetic-basis-of-hyperinsulinism/sur1-pharmacogenomics-response-prediction
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https://projects.nthrys.com/genetics/population-stratification-and-admixture-analysis/cross-ancestry-transferability-prediction-ml-models


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

• DOCK8 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 22q11 Copy Number Variation Platform

Genetic Basis of Cornelia de Lange Spectrum

• NIPBL Mutation Spectrum in CdLS

• X-Linked CdLS HDAC8 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

https://projects.nthrys.com/genetics/genetic-basis-of-primary-immunodeficiency-disorders/agammaglobulinemia-btk-and-igll1-testing
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https://projects.nthrys.com/genetics/genetic-basis-of-primary-immunodeficiency-disorders/activated-pi3k-delta-syndrome-genetics
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https://projects.nthrys.com/genetics/genetic-basis-of-cornelia-de-lange-spectrum/x-linked-cdls-hdac8-gene-testing
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https://projects.nthrys.com/genetics/genetic-basis-of-cornelia-de-lange-spectrum/ngs-panel-optimization-cdls-service
https://projects.nthrys.com/genetics/genetic-basis-of-cornelia-de-lange-spectrum/functional-validation-assay-kit-variants
https://projects.nthrys.com/genetics/genetic-basis-of-cornelia-de-lange-spectrum/cdls-patient-registry-risk-stratification-api
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https://projects.nthrys.com/genetics/genetic-basis-of-noonan-spectrum-disorders/noonan-spectrum-carrier-screening-reproductive-risk
https://projects.nthrys.com/genetics/genetic-basis-of-noonan-spectrum-disorders/noonan-phenotype-genotype-database-platform
https://projects.nthrys.com/genetics/genetic-basis-of-noonan-spectrum-disorders/raf1-braf-pathway-analysis-cardiopulmonary-risk
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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 COL9A3 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

https://projects.nthrys.com/genetics/genetic-pharmacovigilance-and-toxicogenomics/stevens-johnson-syndrome-hla-risk-allele-testing
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https://projects.nthrys.com/genetics/genetic-basis-of-corneal-and-anterior-segment-disorders/iridocorneal-endothelial-syndrome-somatic-mutation-analysis
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https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum/autosomal-recessive-stickler-syndrome-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum/col9a1-col9a3-stickler-type-4-genetic-sequencing-platform
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum/stickler-syndrome-multi-gene-panel-commercial-testing-service
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum/stickler-syndrome-penetrance-expressivity-prediction-software
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum/stickler-syndrome-carrier-screening-kit-commercial-distribution-network
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum/real-time-stickler-syndrome-genotype-phenotype-correlation-analytics-dashboard
https://projects.nthrys.com/genetics/genetic-basis-of-stickler-syndrome-spectrum/stickler-syndrome-variant-classification-automation-engine-for-labs


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 I 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

https://projects.nthrys.com/genetics/genetic-basis-of-brachydactyly-and-hand-malformations/brachydactyly-type-a-and-b-gene-testing
https://projects.nthrys.com/genetics/genetic-basis-of-brachydactyly-and-hand-malformations/syndactyly-gene-panel-development
https://projects.nthrys.com/genetics/genetic-basis-of-brachydactyly-and-hand-malformations/poland-syndrome-genetic-investigation
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https://projects.nthrys.com/genetics/genetic-basis-of-inborn-errors-of-immunity/combined-immunodeficiency-gene-panel-testing-risk-stratification
https://projects.nthrys.com/genetics/genetic-basis-of-inborn-errors-of-immunity/phagocytic-dysfunction-defect-molecular-diagnostics-kit
https://projects.nthrys.com/genetics/genetic-basis-of-inborn-errors-of-immunity/complement-pathway-genetic-deficiency-detection-enterprise-software
https://projects.nthrys.com/genetics/genetic-basis-of-inborn-errors-of-immunity/t-cell-receptor-signaling-mutation-biomarker-discovery
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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

• AI-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

• AI-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

https://projects.nthrys.com/genetics/genetic-basis-of-autosomal-dominant-polycystic-kidney-disease/pkd1-and-pkd2-comprehensive-molecular-testing
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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 PSMA3 Testing

• Familial Mediterranean Fever MEFV Mutation Database Platform

• Hyper-IgD 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

• CACNA1S 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 II 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 CblG 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

• GATA2 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 GATA1 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 SQSTM1 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 I 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 SERPINA1 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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Genetic Basis of Chromosome Instability Syndromes

• Bloom Syndrome BLM Gene Testing

• Ataxia Telangiectasia ATM Comprehensive Testing

• Nijmegen Breakage Syndrome NBN Gene Analysis

• Werner Syndrome WRN Gene Testing

• Fanconi Anemia FANC Gene Mutation Detection Platform

• Xeroderma Pigmentosum XP Nucleotide Excision Repair Kit

• Chronic Granulomatous Disease CGD NADPH Oxidase Testing Service

• Roberts Syndrome ESCO2 Cohesin Complex Analysis Tool

• Seckel Syndrome ATR Gene Rapid Screening Commercial Panel

• Ligase I Deficiency LIG1 DNA Repair Capacity Assessment Platform

Genetic Basis of Cystic Fibrosis Advanced Topics

• CFTR Modulator Therapy Eligibility Testing

• CFTR Deep Intronic Variant Detection

• CF Lung Disease Modifier Gene Identification

• CFTR Related Metabolic Syndrome Genetics

• CFTR Variant Classification SaaS Platform Enterprise

• CF Pancreatic Insufficiency Risk Prediction Engine

• High-Throughput CFTR Functional Testing Laboratory Service

• Polygenic Risk Score Development Kit CFTR Complications

• CFTR Mutation Database and Commercial Annotation API

• Airway Epithelial Genetic Modifier Screening Technology

Future Directions in Human Genetics

• Pangenome Reference and Variant Discovery

• AI-Assisted Variant Interpretation Development

• Single Molecule Sequencing for Epigenomics

• Spatial Genomics for Tissue Gene Regulation

• Polygenic Risk Score SaaS Platform for Precision Medicine

• Pharmacogenomics Testing and Drug Interaction Prediction Engine

• Long-Read Sequencing Data Analysis Platform for Structural Variants

• Non-Invasive Prenatal Testing Reporting and Counseling Portal

• Rare Disease Gene Candidate Prioritization and Discovery Tool

• Clinical Grade Cancer Genomics Report Generation and Surveillance Platform
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Genetic Basis of Rare Endocrine Tumors

• PRKAR1A Carney Complex Gene Testing

• VHL Syndrome Comprehensive Gene Analysis

• Succinate Dehydrogenase Related Paraganglioma

• Insulinoma Genetics and MEN1 Association

• RET Proto-oncogene Mutation Detection SaaS Platform

• SDHA SDHB Genetic Screening Commercial Testing Service

• MAX Gene Variant Analysis Bioinformatics Workflow Tool

• CDKN1B CDK4 Familial Pituitary Adenoma Predictive Testing

• MEN4 CDKN1A Gene Sequencing Clinical Decision Support

• PTEN Hamartoma Tumor Syndrome Predictive Risk Calculator
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