
Mention in Text (Missing Syn-
onym)

Correct Concept Corpus of Origin

attenuated fap attenuated adenomatous polypo-
sis coli

AZDC

c2 deficient complement 2 deficiency AZDC
inherited breast ovarian cancer hereditary breast and ovarian

cancer syndrome
AZDC

multi system disorder multisystem disorder AZDC
cgkd deficiency of glycerol kinase AZDC
colorectal tumorigenesis colorectal neoplasm AZDC
coats telangiectasis exudative retinopathy AZDC
searching gaze congenital nystagmus AZDC
congenital forms of dm congenital myotonic dystrophy AZDC
neonatal ald neonatal adrenoleukodystrophy NCBI
breast ovary cancer family syn-
drome

hereditary breast and ovarian
cancer syndrome

NCBI

pts1 protein import defect zellweger syndrome NCBI
searching gaze congenital nystagmus NCBI
attenuated fap attenuated adenomatous polypo-

sis coli
NCBI

wilms tumorigenesis nephroblastoma NCBI
frataxin deficiency friedreich ataxia NCBI
chronic neisserial infection neisseriaceae infections NCBI
l n syndrome lesch nyhan syndrome NCBI
x linked recessive thrombocy-
topenic disorder

x linked thrombocytopenia NCBI

dmpk deficient dystrophia myotonica 1 NCBI
palmoplantar hyperkeratosis palmoplantar keratosis NCBI
oedemic buccal mucosa oral leukoedema NCBI

Examples of disease name mentions that were not correctly normalized by
the four algorithms considered in this study as a result of undocumented
synonymy. Note, some of these errors are replicated in both corpora,
indicating that they are not isolated annotations.
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