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Development of a Rare Disease Registry :
Valuable Lessons Learned on How to Build a Sustainable Disease Registry
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ABSTRACT
Disease registries/databases in the field of rare diseases are important since basic dis-
ease data necessary for clinical study planning can be obtained. However, many investigators
using them have difficulties in securing labor and quality in data management and analysis.
Our data center (DC) has supported a pediatric leukemia/lymphoma registry in linkage with
clinical studies for more than 10 years, and our experience showed that their separation
holds the key to effective data management and analysis. Therefore, we clarified known prob-
lems of disease registries/databases, and made efforts to optimize labor and quality by taking
measures at the construction stage. On the basis of mock tables and figures that were
expected to be generated at the time of completion of the paper, the principle investigator,
biostatistician, data manager, and system engineer gathered together and undertook substan-
tial discussions (Figure first). As a result, the initial plan to construct a single registry/data-
base was changed, and it was finally separated into 3 parts : a disease registry, prospective
observational study, and cross—sectional study. After their simultaneous initiation, cases were
accumulated more rapidly than expected. These results suggest that the “Figure first” method
allows the design of efficient clinical studies linked with a disease registry.
(Jpn Pharmacol Ther 2015 ; 43 suppl 1 : s58-65)
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a Develpment Status b Seizure Status ¢ Overall assessment
N % N % N %
Markedly improved Markedly improved Markedly improved
Improved Improved Improved
Stagnated No change No change
Retarded Aggravated Aggravated

Markedly aggravated

Syndrome

Causative disorders

Intractable neonatal epilepsies

Ohtahara syndrome

Early myoclonic encephalopathy

West syndrome

Epilepsy with myoclonic astatic seizures
Dravet syndrome

Migrating partial seizures of early infancy
Lennox—Gastaut syndrome

Epileptic encephalopathy with continous spike—
waves during slow wave sleep

Landau—Kleffner syndrome

Epilepsy with myoclonic absences

Progressive myoclonus epilepsy
Hemiconvulsion—hemiplegia—epilepsy syndrome
Rasmussen syndrome

Medial temporal lobe epilepsy with hippocampal
sclerosis

Other rare intractable epilepsy
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Tuberous sclerosis

Sturge—Weber syndrome
Hemimegalencephaly

Focal or multifocal cortical dysplasia
Heterotopia

Polymicrogyria/Perisylvian syndrome/Schizen-
cephaly

Other cerebral malformations

Aicardi syndrome

Angelman syndrome

Rett syndrome

PCDH19-related epilepsy in females
Ring 20 chromosome
Dysembryoplastic neuroepithelial tumor
Ganglioglioma

Cavernous angiomas

Hypothalamic hamartoma (with gelastic
seizures)

Mitochondrial disease

Lysosomal disease

Glucose transporter type 1 deficiency syndrome
Arteriovenous malformation

Moyamoya disease

Cerebrovascular disorders

Ischemic or anoxic lesions

Infections

Head injury

Other chromosome/monogenic diseases
Other causative disorders

Unknown
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Main seizure type at registration

Spasm
Tonic
Clonic

Tonic-clonic

Absence

Myoclonus

Astatic

Focal motor/sensory [ ]

Psychic []

Autonomic [ ]
Complexfocal [ 7]

Secondarily GTC ]

Gelastic [

Convulsive status [

Nonconvulsive status [

LL

t

0 40 80 120

EEG findings

Suppression-burst pattern
Hypsarrhythmia

Slow spike-wave-complex

Fast spike-wave-complex

Electrical status during slow sleep (ESES, CSWS)
Focal/hemispheric spikes/sharp waves
Multifocal spikes

PLEDS

Other paroxysmal activities
Photoconvulsive response

No epileptic activities

Abnormal background activities
Normal EEG

Not available

Intellectual/ Neurological/physical
developmental delay impairments
N % N %
None None
Slight Paresis
Mild Ataxia
Severe Involuntary
1Q/DQ movements
Bedridden
Respirated
Other impairments
1 BEERIEDNFIRLAT—Y LD OFEREK (DDF)

b HEETFZEIC TOREIEE T — 2

No

Not available
20%)

Seizure frequency (main type)

seizure

Imagings

MRI invisible
Minor lesion

3%

I

Lobar lesion

Hem;gg:enc 10%
Multilobar lesion
7%
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