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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 2022.1 comprises the following core tables:
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Mutation Type Number of Entries (Previously)

2022.1 2021.4

Micro Lesions

Missense/nonsense 215,477 (209,495)

splicing 30,948 (30,191)

Regulatory 5158 (5117}

Small deletions 51177 (49,872)

Small insertions/duplications 21,701 (21,113)

Smallindels 4,448 (4,370}

Gross Lesions

Gross deletions 23,928 (23,448)

Gross insertions,/duplications 6,190 (5.964)

Complex rearrangements 2,547 (2,501)

Repeat variations 659 (660}

Total 362,233 (352,731)
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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 mRNA splicing. Support for both GRCh37/hg10 and
SEESEe s 138/hg38. Includes searching for variants disrupting functional elements (e.g. TFBS from
TRANSFAC),
MICRO-LESIONS Micro-deletions ( < 21bp),Micro-insertions ( < 21bp) and Micro-indels ( < 21bp). Support for 77326

both GRCh37/hg19 and GRCh38/hg3s.

MUTATION MART

Beta prview of a batch mode search for HGMD, using dbSHP, PubMMed o Entrez gene
identirers.
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Primary application focus
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Search by mutation  —| 69%
Search by gene | 90%

Search by disease | 48%

Advanced search by
mulation type or charaeleristics

- 23%
Access detailed reports for mutations | 49%

Infegrated with my own analysis pipeline | 32%

Used in combination with Variant Analysis o
S 23%
for the prioritization of mutations

Used with another software system
for the prioritization of mutations

q 28%
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Saved several hours of _| 58%
literature research time

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

chl}ly led me o k;own mutations 3%
or a specific disease or gene

Quickly led me to candidate 259

genes for a specific disease

Helped me prioritize a list of 399
mutations for likely causality
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Challenges solved
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Workflow bottlenecks due to the hours of 579%
A
literature research fime required

Delayed publication due to a lack of
confidence in research findings

- 13%

Delayed processing of a fest sample or case 34%
A
due to time required fo research variants

Inability to quickly identify the highest value
candidate mutations resulting in extended 23%
experimental timelines and costs

Inability to accurately determine if a o
) ; 50%
mutation has been previously published

Lack of variant history knowledge
resulting in false prioritization of mutations, | 23%
or disease-causing candidate genes
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