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Disease-Phenotype Network (For a better performance, if the number of items over than 70, then only show the overlap items)

Search

Click the below link to show the network

biotinidase deficiency u

Rank By Curated Phenotype-based Disease Similarity
holocarboxylase synthetase deficiency (0.43)

progressive myoclonus epilepsy (0.202)
x-linked intellectual disability-retinitis pigmentosa syndrome (0.201)
severe canavan disease (0.194)

cleft larynx, posteriorstridor, congenital, included (0.158)
vitamin b12-responsive methylmalonic acidemia (0.153)
methylmalonic acidemia without homocystinuria (0.152)

Rank By All Phenotype-based Disease Similarity

cyclin-dependent kinase-like 5 (0.202)
fructose-1,6-bisphosphatase deficiency (0.2)
bickerstaff brainstem encephalitis (0.199)
hhv-6 encephalitis (0.198)

ohtahara syndrome (0.197)

(0.19)

Disease Phenotype of Disease | Overlap Phenotype Phenotype of Disease ||
Overlap Phenotype (5)
HPO Name
HP:0001942 s
HP:0002883 Hyperventilation
HP:0000737
HP:0001250 HP:0001254 Lethargy
HP:0001649 HP:0001259 Coma
HP:0001945 HP:0001252 Muscular hypotonia
HP:000036514p-0001 324 HP:0001254 HP:0001943 HP:0002104 Apnea
fructose-1,6-bisphosphatase deficiency
HP:0001252 iotini ici
HP:0001276 BT biotinidase deficiency (23)
HP:0001096 4 HPO Name
HPi0002841  HP;0002883 HP:0001946 ; -
HP-0001251 HE-0001259 HP:0001317 Abnormality of the cerebellum
HP:0007730 st HP:0002240 HP:0001263 Global developmental delay
biotinidase deficiel - - i
HP:0005979 lotini eliciency HP:0000545 Myopia
HP:0001317 HP:0000365 Hearing impairment
HP:0001596 HP:0000648 HP:0001251 Ataxia
IR PR HP:0007730 Iris hypopigmentati
HP:0001123 4 ris hypopigmentation
HP-0001263 HP:0002123 HP:0006511 Laryngeal stridor
HP:0001510 e HP:0001276 Hypertonia
HP:0011127 HP:0005979 Metabolic ketoacidosis
HP:0001510 Growth delay
HP:0011127 Perioral eczema
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A multi-omics annotation platform for rare disease to benefit precision
medicine
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& SHI TieLiu'

1 The Center for Bioinformatics and Computational Biology, Shanghai Key Laboratory of Regulatory Biology, the Institute of Biomedical Sciences
and School of Life Sciences, East China Normal University, Shanghai 200241, China;
2 National Children’s Health Center and Beijing Children Hospital, Capital Medical University, Beijing 100045, China

In recent years, with the development of biomedical technology as well as the concept of “precision medicine”, much effort has been
devoted to relevant preclinical and clinical research, leading to the molecular study of diseases. Meanwhile, the diagnosis and
treatment of diseases are becoming more and more personalized. With low incidence, complicated pathogenesis and large difficulty in
treatment, rare diseases have aroused public awareness. Latest studies have found that detailed clinical phenotype is the keystone of
deciphering genes and precise treatment for rare diseases. To develop precision medicine and to improve the diagnosis and treatment
of rare diseases, we built a standardized Chinese platform named Encyclopedia of Rare Disease Annotation for Precision Medicine
(eRAM, www.unimd.cn/eram), which systematically integrates the clinical manifestations and molecular annotations of rare diseases
and provides new connections among rare diseases. At present, the platform contains a rich annotation for 15,942 rare diseases,
including 6,147 human disease-related phenotypes, 31,661 mammalian phenotypes, 10,202 symptoms from UMLS, 18,815 genes,
and 92,580 genotypes. eRAM provides enriched disease multi-level annotations, as well as connections among rare diseases.
Moreover, additional functions are provided, including disease prediction and EMR (electric medical records) submission for users,
providing information about rare disease mechanisms and assisting clinicians to make accurate diagnosis and treatment decisions for
rare diseases.
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