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KEY FEATURES

« Human genetics research

+ Personal genomics applications

» NGS variant analysis

» Pharmacogenomic variant analysis

Human gene mutation analysis
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HGMD® Professional 2026.1

Gene Mutation Phenotype Reference Batch
Qe Gene:

Advanced | _Statistics _Information Support_| _Home
Search

HGMD 2026.1 comprises the following core tables:

Data type: Description: Entries:
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Small Micro-insertions (20 bp or less) are presented in terms of the inserted bases in lower case plus, in upper case, 10 bp DNA sequence flanking 33471
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HGMD® Professional 2026.1 Statistics

Mutation Type Mumber of Entries (Previously)
2026.1 2025.4
Micro Lesions
Missenss/nonsense 358,759 356,158
Splicing 48,295 47739
Regulatory 7317 7290
Small deletions 75,789 75,102
Small insertions/duplications 33,471 33,161
Small indels 6138 6064
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HGMD® Advanced searches
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Welcome to HGMD Professional version 2022.1

To start a search, select one of the tables below
or browse disease genes by chromosomal location
or enter your Quick Search query here: START
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This release comprises the following tables:

NUCLEOTIDE Single base-pair substitutions in coding regions, substitutions affecting gene regulation and 251583
SUBSTITUTIONS PLUS substitutions with consequences for mRIA splicing. Support for both GRCh37/hg19 and

38/ng38. Includes searching for variants disrupting functional slements (e.g. TFES from
TRANSFAC),

MICRO-LESIONS Micro-deletions ( < 21bp),Micro-insertions ( < 21bp) and Micro-indels ( < 21bp). Support for
both GRCh37/hg19 and GRCh38/hg3e.

77326

MUTATION MART

Beta preview of a batch mode search for HGMD, using dbSHP, PubMed or Entrez gene
identifers.
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HGMD Survey results
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Primary application focus
M2 ALBZE EF RTXtel el Hol HEE HMs] 1o
ggstn u, =710 o Yys 2&stof HGMDO| T2t
A8t AR ol o~ QUELICH
Search by mutafion | 69%
Searchby gene | 90%
Search by disease | 48%
micton type o charmsensics 2%
Access delailed reports for mutations 49%
Integrated with my own analysis pipeline 32%
e e rozaton aftetors | 2%
Used with another software system | 28%

for the prioritization of mutations

HGMD contribution
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Saved several hours of _| s8%

literature research time

Allowed me 1o quickly determine if a
mutation | identified has been previously | 9%
published or is potentially novel

Quickly led me fo known mulafions
for a specific disease or gene

— 63%

Quickly led me to candidate 259

genes for a specific disease

Helped me prioritize a list of

: : b 39%
mulations for likely causality

Challenges solved
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Workflow bottlenecks due to the hours of
literature research fime required

Delayed publication due to a lack of
confidence in research findings

Delayed processing of a fest sample or case
due to time required fo research variants

Inability to quickly identify the highest value
candidate mutations resulting in extended
experimental timelines and costs

Inability to accurately determine if a
mutation has been previously published

Lack of variant history knowledge
resulting in false prioritization of mutations,
or disease-causing candidate genes
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57%
13%
34%
23%
50%

23%
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