EFERSRGE 2025 FFE 46 HE2 H JOURNAL OF MEDICAL INFORMATICS 2025, Vol. 46 ,No. 2

HL 19 D vb 3 B R B DR 00 e 5 L 9w it
HABEMRERS REEARDE

(' PR ZEFERERDIN)  E 610041 ° EFERMEAHBSH LIZARTIN  HiE 610041
P RUMSOEHREEEARERAR KU 614000 * RUMSIEHEEARERERR KU 614000
> PO RS HEFER DM SR AET 610041)

(HE) BrR/EX SWELRMBGHARLEE, RBITF LR A, FiE/ IR @3 URS Tk,
EPES VRV YIRS WL VT EY SN TV fﬁ“ﬁ"'*’”ﬁ@m’”@”%m’
EAER AR RIERA ERARmR S FILATRMAER | &AM Sk st 5 7 @ ak 207 8, K
B T B AR R b AE £ A

(%EA)  FLA: BRRRLF AL FLAMER; ALRBRE; RBRERM; fiRks
(FEHZES] R-058 ( X#kFRiIRED) A (DOI] 10.3969/j. issn. 1673 —6036. 2025. 02. 005

Research Progress and Key Technical Considerations on Phenotype Terminology Recognition and Rare Disease Knowledge En-
richment in Electronic Medical Records

ZHANG Rui'?” | WANG Li*, LYU Qingguo’” , LI Lei’

! Information Center, West China Hospital of Sichuan University, Chengdu 610041, China;’ Engineering Research Center of Medical Infor-
mation Technology of Ministry of Education, Chengdu 610041, China;’ Department of Internal Medicine , People’ s Hospital of Mabian Yi
Autonomous County, Leshan 614000, China;® Information Center, People’ s Hospital of Mabian Yi Autonomous County, Leshan 614000,
China;’ Department of Endocrinology, West China Hospital of Sichuan University, Chengdu 610041, China

(Abstract]  Purpose/Significance To analyze the research progress of assisted diagnosis of rare diseases, and to improve the ability to
identify rare diseases. Method/Processs Through literature analysis, the paper expounds the research progress of rare disease knowledge
system, and summarizes the research ideas and key technologies. Result/Conclusion It is proposed that the construction of the national
rare disease diagnosis and treatment collaboration network should be enhanced, as well as the phenotype terminology recognition, rare dis-
ease knowledge integration, rare disease prediction model, semantic similarity algorithm improvement and other aspects in the collabora-
tion network, so as to carry out technical exploration for the implementation of diagnostic tools in the collaboration network.
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