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Curriculum Vitae

Ivo Fokkemawas born on August 20th, 1980, in Alphen aan den Rijn, butmoved to Hoofddorp
at age three and lived theremost of his adult life. After completing the VWO in Heemstede, he
studied Life Sciences in Amsterdamand, after theUniversity of Applied Sciences in Amsterdam
closed the program, in Utrecht. Ivo completed his studies in 2002 with an internship at the
department of Clinical Genetics at the LUMC in Leiden, attempting to optimize a new
method for high-throughput diagnostics for several common hemoglobinopathies. During
his internship, he was more interested in developing the tool that interpreted the lab results
than the lab work required to obtain these results, so Ivo left the lab and joined dr. Johan den
Dunnen’s group at the department of Human Genetics to build a tool for publishing genetic
variants on dr. den Dunnen’s web page about muscular dystrophies.

Starting with simple Excel macros to create DNA variant tables for web pages based on data in
Excel, Ivo worked toward becoming a self-educated software developer and iteratively rebuilt
the static variant listings into a database project to collect, curate, and display genetic variants
and relevant patient data, for any gene in the human genome. He named this software
“Leiden Open Variation Database”, or LOVD for short, and released it as an open-source project
to the world. LOVD quickly became the most popular variant database software worldwide,
and today still powers the largest network of curated gene variant databases in the world.

In 2013, Ivo started the development of a tool for the Clinical Genetics department at the
LUMC for whole-exome sequencing analysis of trios and single patients, built on top of LOVD.
This package, called LOVD+, gained the interest of the Melbourne Genomics Health Alliance,
who wished to aid its development. In 2016–2018, Ivo skipped three consecutive European
winters and visited the summers in Melbourne instead, meeting theMGHA team andworking
with them on new LOVD+ features. In Melbourne, around 10 different institutes started using
LOVD+ for whole-exome sequencing analysis on patients with rare diseases and for training
personnel on variant curation. LOVD+ is still used today in the LUMC’s Clinical Genetics
department.

Ivo started his PhD trajectory in 2018 in parallel to his full-time position at the LUMC after
it became clear that prof. dr. den Dunnen’s retirement required a postdoc to lead the LOVD
project. During his PhD trajectory, Ivo focused on improving data sharing between systems
by developing new or improving existing Application Programming Interfaces (APIs), data
exchange formats, data licensing, guidelines for variant descriptions, data validation tools,
and automation. To achieve this, Ivo collaborates with a large number of database curators,
researchers, and diagnostic labs, partially through committees set up by the Human Genome
Organization (HUGO). Ivo is an active member of HUGO’s HGVS Variant Nomenclature
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Committee (HVNC), Reporting of Sequence Variants Working Group (Variants in Journals
committee, VIJ), and the HUGO Forum. Ivo chairs HUGO’s Gene/Disease Specific Database
Advisory Council (GDSDBAC). A large part of the results of these endeavors are described in
this dissertation.

Ivo has been working as acting PI of the LOVD project since 2021. After obtaining his PhD, Ivo
will continue as PI of the LOVD project, setting up collaborations with publishers to automate
data validation and submission to LOVD and working towards improving the integration of
LOVD data in national and international diagnostic pipelines.
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