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Ontology Information-augmented Human Phenotype Concept
Recognition
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Abstract

Automatic phenotype concept recognition from text is of great significance for disease
analysis. Existing ontology-driven phenotype concept recognition methods mainly
utilize concepts and synonyms information within the ontology, without fully considering
the rich information of the ontology. To address this issue, this paper proposes an
ontology-enhanced method for human phenotype concept recognition, which utilizes
advanced large language models for data augmentation and designs a deep learning
model enhanced with ontology vectors to improve concept recognition performance.
Experimental results on the GSC+ and ID-68 datasets demonstrate that the proposed
method effectively leverages the rich ontology information to enhance the performance
of baseline models, achieving state-of-the-art results.

Keywords: Biomedical Text Mining , Human Phenotype Ontology , Ontology
Information Enhancement
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HEESY

RIS B T RN EA S 22 WIE B Ui B @ AN, R RIA R Ja AR B B R A
R, T RERIITNEA Z B B R ECE B T EH RBER A2 W a7 - AR R TR R (Human
Phenotype Ontology, HPO) & H W E L T ARFERAIERRFAL, HRHE T —EVRELiaIL
TR NRRR TR, A Eg 12 H (Robinson et al., 2008; Kéhler et al., 2019; Kohler
et al., 2021) . Wi AEYE¥ RS 5hiRA HHPOR RTINS, N THEM AR L RE 7
R, MShEYEARALRE, DUGREFE DRI ER RS T mH AT EENR
X (Groza et al., 2015) -

ANEKFRBERANES SENESEH LR EYEZ IR e BRI S, R
N, AESS B a7 & SR H A (Named Entity Recognition, NER)FISE A& F5 {4 (Named En-
tity Normalization, NEN) > F1£55, BV SCA ARt N 28 38 7 524 Bk 5 ETHP O H Y
PEARTE L (HPO ID5) . HHEIRE I EMRA MR A LERERRHRNGETH
B ¥ ) FINERFINENFE R JEAT K 2R3 « Rt REMAFERBEM SR TREEERA
TR 7%, FlIOBO(Open Biological and Biomedical Ontologies) (Taboada et al.,
2014) ~ NCBO(National Center for Biomedical Ontology) (Jonquet et al., 2009) ~ Doc2hpo (Liu
et al., 2019)% « JXLETTVEIES F FHHPO A AN S AR FNFR BER [F] ORISR 8 S5 %2
TIORIEFL A T A THP ORI - IXRITIER B, HHIRE TRERRAMERE,
TeIE IR R 1] 4 RN AE R BIE& [R] SR, F7AE A [E 2R ARAY [A]H -

B A ST A syndrome of brachydactyly (absence of some middle or distal phalanges),
aplastic or hypoplastic nails, symphalangism...

14 27  brachydactyly HP:0001156
HEA-A5 29 71  absence of some middle or distal phalanges HP:0009881

73 103 aplastic or hypoplastic nails HP:0001798

Table 1: NSRRI B

IR, BE X TR T IR A MR AR AT R, B 5CE 3R T AR IR B B IR 2
SRR B FE R &, 5l tNeuralCR (Arbabi et al., 2019)~ PhenoBERT (Feng et al.,
2022)FPhenoTagger (Luo et al., 2021)% - XK Jj % RNERMNENP > F 4% 55 55 e ol — 1>
AR EALSS, BT FHPO A MBS BIbREZ PR AN E ORI fe B AR S, FiI%
R 5] o AL« R I BORH i A\ SORER AL I non i (e A fge, -1 Hod AN R4 1 2>
REFHATHPOVRRFF 723K, & T — & BEAMRIEBORA A REM S - X R TTEAKET A L5
EREGRS, FIRFRIRE SRR RERTT TSR A R 722 DR R A
8PS T HAETSE R -

FRAARIK S AR E 2 ) T E BN T et IR, BEZEOTEEER A THPOF KIS
LR SGA, HABAREEEHRER TR - MAEHPOF, MNMUEE T R SAIF
SGAE R, BB THEE L s MEN ETHXASEFERLE, ILEEHEYT ALKEM
AIRBIES - WELETR, HPOARMREER PR B IR, 4 L MR RARAEERE BH T
DEYIRFBMEE - 110 “Neoplasm by histology” & HAC T & “Neoplasm” B EARF) —FhEAY
XK R RGN (E BX TREELAG A X PR S EEEZIEH - 1Hh, HPOHT ZHUE AR
7 — ARG, ERRE R SGA « ERETIERRERIRE Y S ET, B SUARE R it
HEEMEFE, BB TR REERIERE, B a3 4 ih a7 SCAE B RIS
HHEEE R EB A — D5 -

i, REFEA (Large Language Models, LLMs)7E H A TE 5 A FRAUS R R IG5 1T
ZHIRE, EREEREFMERESEMEES - BT BRI MERAE S, ENEE
M BIRE S S5 T N an 4 SRR - KA YIESENFESES LS R RITERE (Wang
et al., 2023b; Zhou et al., 2023; Wang et al., 2023a) . £ —SEFUNE S« EFE - SEIERE
i, (Luo et al., 2024; Cui et al., 2023; Chen et al., 2023), KEHBEATLDAERERE - &
WALHINZ - B AILLMs?E AR RRR S IRANES EAATHIBIRRE B, Groza (2024)% AfE
FHGPT-3.5-turbol GP T- 4% 18 13 F i R /R BN AR R A S AT i, (B SRR AE TR K
AOTRIRE,  HORBRA A S & AL EAIHPOSREID H AN HERf, IRBIE RN TR -

P EJ E SO E AR, 553000670, KR, . 20244725 H %28H
: Eawl
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HEESY

synonym: “Organ abnormality”
id: HP: 0000118

—

Abnormality of limbs Neoplasm Constitutional symptom
synonym: “Abnormal limbs” def: “An organ or organ-system...” oo b

Phenotypic abnormality
def: ”A phenotypic abnormality”

synonym: "Abnormality of limbs" synonym: "Cancer" de‘ffﬂf“:;“;g;%“;:zr"'
id: HP: 0040064 id: HP: 0002664 td Rk

Neoplasm by histology Pain

Abncomalityofiimblhone def: “Neoplasm categorized ...” . .. { def: “An unpleasant sensory ...” ]

id: HP: 0040068 id: HP: 0011792 id: HP: 0012531

Figure 1: HPOH (5 B45H

FPRFIX BRI, ASCHR H— AT AR B 5 A A SRR AR T 1% - %7 IRAE et
WIAAIR B IR AR L, (EBY KB SRR SCARAEREE S, FIFEE FHPOAMERERR T
R SR AR R 5 R 7 R R T A SRR AR B BT RE - EREIESRT T, A = ATt
W RIE SR BLGPT-47 A M ARG [ SO R s A2 W B IR 5, A Zsgsa e, Gl AR
FOR LR HPOR AR S (5 B AR &R, FEAE SRR AR 27 S R R T
RUVERE - ASCHIEZ TS AT T

(1) MAHPOF %4 « Mg L& BT KB S BB AR R R (Prompt ), 5B H HI
FeIt IR TE S AL GPT-4 s HPO P R Z [R] SCIA] AR A A AL R SCIR], AR AT AR e B IR R R
PRI -

(2) R T — R S AR G5 [7] B AR o ST R A AT IR« sl AR SOR
F)HIERHPOR IR G BEO AR R R, FHSTIGRE SR ) B i SURFF IR T
AlE, RFERIERE -

(3) FEGSC+HID-68H PR EIM IR AR5 LI TSL0I0IE, 45 RF AR H AU
SESRAA R (A B I R RESE TR MR AN RE, PTE RS e AR R VERERSE] Tt — BRI, &
PN EE S IS T & mAFEIF1(E0.805 « X UEH T AU IAREW B A ROUH A K EF
SO SATIRE N QiR =y oy e

2 MXIE

BT, NRRBMERAESZE T Z8RE, BElHT ALIREEBERB L LR
A S RAZHFRE, NRZAB SRR E EY E ¥ ORH Fi— IR A Pk
IS - MAF ANRRM IR T B FEE TR M ILE 7, BE3EO0BO (Taboada et al.,
2014) ~ NCBO (Jonquet et al., 2009) ~ Doc2hpo (Liu et al., 2019) ~ MI(Monarch Initiative) (She-
fchek et al., 2020)5 o JXEEET IR MLAY T F ZE A FHHPOM) & TA $L il SR DT AL HA S
R AHETIRA » REXLTEERERE DRI A, BRICIEIRR] HiF 8RS AR
R SR, AR ERARH) AR TR, BEERE I BORKRELE, HnEiRME T
AARIR B IR L 2 3] T IR AT A AR . TR AT CEIESE, XETHERSH
FAHPOA L AE i B EE BRI R 22 S B A TR A - EANeuralCR (Arbabi et al., 2019) 77
508 MR AR P RN ST S B B AL R, R E BB TR M 2% (Convolutional
Neural Network, CNN)#ATHEARA], BRI TIRAIAER, HIZTIETCEMBE & LR
& - PhenoBERT (Feng et al., 2022) #F—BRIBEARELZIREEH, IR T 50 ZCNNLEH
Refy S vETR IR B R UL S o PhenoTagger (Luo et al., 2021)& —FHaA AR E %S FR A 7
%, TEIREERR P26 T SRR POIIZRE S Y BioBERT, [RIN% & T &R, fEA

P EJ E SO E AR, 553000670, KR, . 20244725 H %28H
: Eawl
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HEEE

RERMRANES LBUS T5edteE R, (B0 00N THPO R RIME &4 MR SUAEE - A
X EAESE# PhenoTagger At H SR AHEE ARG B RETINEGE

N T EFESFAAEERER, RO T FIRRIE ) SRR & RS E R - AR
FORF S IR BTERF AR 1 1) SEARFR K R ABNRAERR 2 LB [ = =S A, WTransE (Bor-
des et al., 2013) ~ TransR (Lin et al., 2015) ~ ConvE (Dettmers et al., 2018)#SemNE (Wang
et al., 2021)% « TransEf&—MHTRIRFIRZ S IR, RFLARFI K R EH 2 ARR,
i R A B LI R SRS B R R SF T REMOX —id e - BINIMOTIER B &R, B
FEBE IR R N T RHX DR, TransREIRE , ©RFSERFIR R A ZIAFHTE LA
B, AR S RN o Trans RYIEB R ERE, WH BSHRD, HEJNE R
SR HAPRE . ConvER—IREZ IR, Fla T B2 R 48 70 ] i A\ SRR SE AR 5%
AMNABNRLEF =T, FHGPRIERIREAMRAZERER - SemNERZ M L4451
fv, IR AT RHEBT B EL, I LATTOISR DT SN A T 2 B8 UM%, Ba B RIE UE B 4%
INGEH, FE TSR, & 1 iE LS HIRIARE

3 AAME B R ER A T TR

AT AT A B SR AR 2 S b ds - AERE S SIIRES T, B e HHPOM
R EIGE, FRR T HEHGPT-47" LR SUASE TG R, K5 HEIGRA A [ R
SREVRAIME S A RRR B J5 Xy A\ SR = HEn TT 826 o IR EF 1 43 2R 3R 18 BRI 2 S HiR A
LEIR . AN, M T IMSPNESIA T AR BN, BEIRARRIIMSIRAI SR -

3.1 HESIIRES
3.1.1  KiES AR AR B IR B

TR AR A LERERZ, AEIR 7 EE 2N HHPO T & MEE4 - [/ S0 K&
KR EHESID, MR i B ISR - W TR A, R A A [ S 5 3P A < XA
HEOR, Y:HPO ID>SEFISERIIGRERIIEG], R, WEYER A kAl & — A g T
SR TE) . BNEETIREEYE 22 SO P EETL I B S ESL I, & AEHPOH, T
RS ECHTHIPRE “HP:None” {E N 761 - EAE IR EIFETRES, ASCTHPOAR A
WBE ST b, SR INERFTR « B AT 0% BB RIR AR UAE R, HR-84245%
S TR GA, (EiXZ B A0% S RS — R FESGAE R - [/ SGRE SRR 2 S X £
BESAENLRE P OUE — AR, NIMERS T A E 115 E BRI HE

6000 4

5000 o

)

ot
4 3000 -
2000 -

1000 -

6 7 8 9
TR SE 8

T T T T
10 11 12 13 14 15

3 L] 5

Figure 2: ARRAM &R SAEE 57

N T R SGREBARBIRE, ARICRA T EH#HRRIE S GPT-4# T EIEIE M - 5
BIBF9T 238 B0 (Shanahan et al., 2023), Ei & ITIFEAARRR TR, A% K8
BT T R AR RSN « RG] - EYERESE) T DAL KR S A S R A AR AT

%:+EE$Eﬁﬁ%§%k%%Y$,%%agﬁﬁqﬁ,tﬁ,#E,mmiuﬁmaé%ao
1
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IR

PRI . B, AR CFEPromptix & PR R E SRR ENEXTRKMAE, HEd R eUE4E
HE (Wei et al., 2022)1I77 5, BB TS E AW LR « RS ER, H4856 NRERA
KARRIZIRGEMF R, LUKFE SR 5 RIAARIE 2 B 018 L —80E, @il ARG A KiES
A FIFRRRE )] - BARPromptig 2% Mk AR A A4 S Prompt i & -

3.1.2  Af [ B 5RAREM S 0 KRR

% TTransformer (Vaswani et al., 2017)FFIIZR1E F AL, WBERT (Devlin et al.,
2018)5F, 7E HAAE S AL B AU A TESS £, A ELBCT iA [ AT . JREAFHLE P LR AT
FINCAC B SE RGO VER T IHERE LR T « ASOERE AV E 2R U 2R S AL,
WIBioBERT (Lee et al., 2020) ~ Bioformer (Fang et al., 2023)#PubMedBERT (Gu et al., 2021)5
TER A RS 4s -

AT EYE AT B, FIAFIRF R TR (R A &, 52— A i =
WERRRRTUME o KRR, AL ANE3FT7R - 5IRIGHIBERT AL, BioBERTSE =Rk
B FH WordPiece (Wu et al., 2016)/ER#RA T2, RHEfE R EJIGEFHIXIENBA, #
W HONGRA RIS R ISR E . BRME, MMA AL = (w1, w, ..., w,), &
RN —MEFERIR S [CLS] 5 25 A SUAR T 5

" = {[CLS], wy, wa, ..., wp } (1)

IR 5 o P IO SR BT et 47 SO AR SR B, R FH[CLSTX R f [a] 2 1 o ¥ A SCAR SR
R e HITE AT

:L' .

v; = PreTrainModel(z;"; W) (2)

Hr, PreTrainModelZ /R FHTIZR1E 58279065 WL A2 AN BioBERT S5, W oy 71
GRE S RERI AT IZR AL -

[ scasimem Yoo

— — © o
Ltas! s Le @
— | — —_— N
[ Pl (7| .
e Leple ) (=] | 1= e
Abnormality of limbs _' ﬁﬂ"ﬁ*ﬁgg (\) ;jg o
e (o | O e
[or pll= ] (] i b é_' HP:0040064
o ©
0 .
(o] () -
O P
O
O

Figure 3: ZRAR ] HE TR AR T £ 4

AR A R, ARSCRA T AN FE B FIR R R 2 3 7 ERTHPOSE Y 5 Bt AT 5%
R HT={V, By RHPORPREE ), HAp VEORHPOF BIBEZ T /., BRI S Z (A
o BT RIRERIR 2 ) AR HP O TGS A FEREM, - FEM ., B3R R— S
SRR AR - BRI

M, = RL(T; W) (3)

B =P E SR SRS, %553?—2@?\6?ﬁ, KR, PE, 2024725 H%28H.
1. ExwX
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HEESY

Hep, RLACEFERFIRE RN ER SRS, WTransESE, WG+ K
AYIRZE . REEE— 1 HE LEEIE B BB RIS AFERENEE, BEHPOLHY
BRMEMEM,, HiTHEAR T

Ms = WM, + b (4)

Hef, Wb WA S EAIRE - 25 F A5 (5 B AR ME M A A Gs i3 [ B, T 5502
B, REEESEHEENHEe, = M, 0 v, EFORRABERE - &5 mEMp 4 mE
TP, B KRBT REERIF R KRy, A

- Softmax(Dense([vi;Us];w2)) (5)

HAW, 7 RZRIA[ 2> S8 @i DL LR IER] UG BIGR B2 >) 5 VAR T4 ey, -
Ba, ASCRAMREAE SURIE R IRR RS HST R

N
1
L(yi7yil) = N E yilog(yi’) (6)
i=1

Hry, 2R B AR E R YN E LIRS .
3.1.3 HLERATE

HERFIN B, B FHANLTK (Bird et al., 2009)FH# A AR A] « SMRFIHAMEARE, RiE
A AT H T eI E RS S o B ROk, ST S R A R AT e, BAR B
TAPERIBR LABR S A5 5« iR A TR 4R B A AR 05k o 8 SR M IR I A 01 SR A R o
BEEXT ST R . &5, WORHAPO IDFRE B I 4% (BRI TR SRR T T ) b 254 26 4y
P& T BE LT IR B NV HPORE S, HA g — MBS, WRIEASCHEAEFLXE LN
PEREFATIESE -
3.2 TAHNRERSEREAH

7EPhenoTaggerfff 5% 1 F BARN A 2 TR H VAR B 24 2] AR 3t — 20 0 T #E miR Bl a5 3R
FIVERR 7K SCRF RIRE SR IS A TR L 7 VR B S5 R A - B e FHPO A AR S 4 AR ]
P& TR B SR Trief SR 451 (Fredkin, 1960)RFAEHPOIR M, FEATREHA A4 £ ITEC IR A1
W - SR B UCECAARREE SR BN RIS RS, ARYE T 1 U S A RN 305 25 SR A5 4 (37 B 44 SR
T4, RE2ES) T E RS R E NI o B E) RS RO F SR DREFTE
HEMTS, QWREEENBSEEMERMESID, NREEREIRS, HWEESTS
TSR RIS AL EAMARE, EBRSENERESIDF, MREE S & E; 49)uE
HEMESE AT EARMFIRSSERAE, ARMOEESID, WA RS SRR -

4 EREERSHT

4.1 HIEEMELRITE

AKX FEZMAHPO Gold Standardized Corpus plus (GSC+) (Lobo et al., 2017)%( % %
FIID-68 (Feng et al., 2022) 53R EFHF1T5258 - BEVLIAFEGSCHETREM0RIERN T L EHTHS
Bofrk, HRrEGERAENNAESE - ID-68%dEHE A3 EXHIHKILT (Anazi et al., 2017),
BRI R IER2 . HPFGSCHEREMEAERN TR, AIEEEIEEM T E SRR R
M, FGSC+IT &% L E I RI R AID-685E % _ Lyt AT .

REOURE WiAEE WESHE

GSC+ 228 2122 1433
1D-68 68 866 800

Table 2: EIEELT
AR AT & 5 EA TRV R TR BB S8, Hrp 22> i E RS x 107%, batch
size K/NEE 64, nICiR IR KKEIZRE N0, FEZIIRES D RBEEAZEN0.95, FHR

P EJ E SO E AR, 553000670, KR, . 20244725 H %28H
: Eawl
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HEESY

BEHPO ML & R K B R n It im IR R KB E R0 - FAMSIRANES LT 2 R0 TS
PRRD SO 2 B 2% ¥ ) Precision, RecalfIFL{E/E N EFEHT (Luo et al., 2021) 251 A
7% PR SO PP AR B85 T 80 SR AR ORI A &

4.2 KiBEFRBHGEH A LR

0T SRR TE SR R AR I EIRR A RUE, AT ER T ANEHGPT- 41558
WIGREE T AR T SR F B O N NSRRI SR AIPERERIMN - FEXNT L E R, KT HRrH
=FhE BRI BIoBERT (Lee et al., 2020) - Bioformer (Fang et al., 2023)f1PubMed BERT (Gu
et al., 2021)AIPERE « AU GPT- 40 ANEL & [ SR A ASERE &7 A2 3R] SGH, 220 SEAa XS EL
UEAE S 2 [F] SR RERR AL, R4S HLEE SRIE 25 [ e B. R SUABEAEGSCH B & =
SHRRTL R PERERENA o T AR SCER i A 24 [R] SUIR AT IR BEXT HE o {3 FH GPT-4XTHPOR] L]
W85 TEGSCHIMEE E R RERT HLEE R N3 7R, EdDict R /-n A ITAL 7%, DL#E
TNRE S (FE S TR ARI R T 45 5R ), Hybrid /918 #8 DB EC T IEFIVR I 52 >) T IE4S 6 1)
LER(FE S NIRRT N R R -

FHGPT-43458 # FHGPT-4155
ik Precision Recall F1 Precision Recall F1
Dict 0.756 0.565  0.647 0.765 0.587 0.664
DL(BioBERT) 0.754 0.700  0.726 0.762 0.736  0.749
DL (Bioformer) 0.767 0.621  0.686 0.743 0.700 0.721
DL(PubMedBERT) 0.755 0.706  0.730 0.749 0.720 0.734
Hybrid(BioBERT) 0.766 0.712  0.738 0.768 0.751 0.760
Hybrid(Bioformer) 0.773 0.674 0.720 0.760 0.719 0.739
Hybrid(PubMedBERT) 0.762 0.725 0.743 0.766 0.736  0.751

Table 3: GPTHIEEIRAGSC+MIHE LHILER . HADictZ/mEH A ILAC VL, DLERIR
B2 37515, Hybrid ol 8RR SR 6 7715, IR R RS (E -

KRG IR (1) EHGPT-44E /R S5, 5] 8 PUEC 5 1% B HER A0 4 [E] R 53 51 42
T+ 170.9%412.2%, & BGPT-44E R R S o A1 & 1 508 1] 8t P NSRRI IE B (2) 18
FGPT-4" FE i e fa B IR R W REIR R IR 2 ) VAR RE, H AP A Bioformerfi Y [ 2 71 5
I, JAENT3.5%, fEBioBERTHA! LT IAE] 72.3%; (3)iR & R HE MR ] Hik
5. GPT-4# iR BioBERTAIRG T R EFLE - X B FHGPT-44 AR Sl f5 , RERS X
FHPOH B R SGAMES AR AINERE,  FF BXT T R R A 1 RE RS i 2 AR T 52 71 25 SR B n

o

4.3 AfK[E =GR SR EE R

09 T B UEE AR LE R E B SR R A E RUE, AT B R T A AOE S 5
ZRERIIBOLN, DUERARSE (5 B SR R AL AR BIERE - EEIRFTAFAR [ ELEZ A
(Rl AR IR T AR A RE A SR o

4.3.1 A [ B AR R R T P RE R
NS0 T B R AN RN FERE A (] S 2 o A SRR AR AR B, SemNE 7 41

REEME BRA R RS T, BioBERTVE NI R FEGSCHMENE P fraft, L5 s
RUNE4FTR

B =P E SR SRS, %%553%2@367% KR, PE, 2024725 H%28H.
: Eawl
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Figure 4: N[FI4ERL B 1] B 7EGSC+EHE R _E AL B AER N

ISR UG, AR NG T 512, BURPERERISLRTT, (EAETosITHEAE T
T - SXTTRER I TR FRAEIE IR, A R 6 SRS R B E N, (i —
SRNAERETTRE S B LA, TIRAN T PERE - (b, JRARCRa it L2fFh AR
I

4.3.2 AR ERRTTEN A RE R R0

AKEWFERRAFMMARR T ENS AXRHEMB S RNBA R0, 4 5 6F
FiTransE ~ TransR~ ConvEFISemNEP # 77 E/E R G B A W &R IUTE, HE &
EH512, [AES, i T BioBERT ~ BioformerflPubMed BERT/ANA] () H A | DLEAG AR
RETERERAME - EGSCHEUREESE F LS s R an bR, HA “Original” R AEH KA
&, “Random” &7~ FEHLEREXBENL A ALK A & -

0.77
Original TransE ConvE
Random TransR SemNE
0.76 - a757
0755
0753 0752 0753
0.75 0748 0748
0746 0745
0743
0741 aTH
@ 0744 are®™
i
0734
0732
a73n
0.73
a720
0.72
D.?'I . T R T T
BioBERT Bioformer PubMedBERT
HEARR

Figure 5: NFEFIRERTIEEGSC+ERE S ST A1 RE R A

ME R EERAT IR (1) = Fh2 BRI LA AN [F] 5 15 F 2 i 45 7 5 B A T =
Ja . BRI T NRREB SRR AERE o F7 A2 7 FIBioBERT/E Jy 2 FERR AU,
M TransRIEN L5 15 B 17 B 5E BOT AR R B, (2) EARBER L, {#H TransRIE Iy i
N AERUTERS T s PR 1E0.752, SemNERSFIEREMIAT] T70.748 - X BT
A LI TransRAISemNESZEUEI AL (5 B A F B 2B RFEEMELE; (3) I TRIEHERA
Al 7RISR (E B M B R ERUE, A RS EEELE R A R, HRERFNE =5

P EJ E SO E AR, 553000670, KR, . 20244725 H %28H

: ERW
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HEESY

BRI RGOS, METHMBRA RBERTTE, FEYLERBIRA [ 2 7E = =AY
VERERCE, E—PRE T R ANE T IR AT 45 5 B 1A = R BT DASE R R B IR B

= b

4.3.3  BOEHR TR A RE R MR

AL FERRAFEMBEEE T IENEEERN T W, K% FE
TFBioBERTJPhenoTaggerfE N Z LT (Baseline) , #0077 = Fis F AR 84 58 75 15 5
fTHE: 1) SynonymAug: HRIEWordNetH Y BE 55 7 5 A8 LUEE I T 228 B[R] SR 3 47 £ 14
3% ; 2) RandomWordAug: X 8 & i 0 1] VL Bl A1 078 B — 4>l 5 9] o 47 75 ot 17 H0 0
i8; 3) SpellingAug: FIAH G RAFHTEIEIEE - Ourdy A ST+ 3 F GPT AT 4 98 H L
B . FEGSC+ETRER F RIS RUNKAPR -

) GSC+EdES
A Precision Recall F1
Baseline 0.766 0.712  0.738
SynonymAug 0.774 0.723  0.745
RandomWordAug 0.295 0.661  0.407
SpellingAug 0.754 0.725 0.739
Ours 0.768 0.751 0.760

Table 4: IEES 1T

M Fearp m] DL E] . (1) 7F fF FAWordNet[d] X iF (SynonymAug) 1 #f 5 £ %
(SpellingAug) FIELIEIGIRAT, X T Baseliner B3R T+ T70.7%#10.1%, 15 & 7E 1 HBEILE
# (RandomWordAug) HIEIRTTIERS, BEIUIERE TRE T 24930%, HFFE A gEE MR #E] A
TiIEZHMEE, SEUEMTCEHITIRA;  (2) FHGPT-4# T EIEIG RN L H & T LR T EEE
BE AR AR R, EJRE T B AR GPT-47 4 [F] SRR RN 25 12 T R WAt [RIF
ZER TARIEBR L TAMRR, EIATPERIGAETE X AR R R 5 -

4.4 SHMINFTTEVEREN AR

RIJ PP 5255 0 B BUE T F) FH GPT-4E 47 £ 08 3 SR A0 A4 o) E 3G 98 T VARV R AU, ATt —
BREWEHT B, B EHABIoBERTIE WA EREAL, AR [m) & KR J7 VA F TransR, [FIY
INANGPT-43 58 (I EEH TSR - FEGSCHFIID-687 1458 £ 1K A S 7 125 (Ours) 5 U 56
FETTESAT T R, REEARE, SR MESFR, G AUSIANH H FINENTE TR P REPE
fli (Luo et al., 2021), FHFEHGSC+EIEEMID-68% I £ MWFUERFHEE] . AR5
FENERFINEN W >F1E55 E BRI G FIE S B M R C. AR T LS R -

e OBO: R THTEBEEEHPORE RHEMEYEYCATR, AT RICA L N AT
BL 7%

e MI(Monarch Initiative) (Shefchek et al., 2020): Monarch Initiativesg—"1> 8 EIEFI 5347 F
8, FAFYMNRISERBE AR, rHAMA EHICKR, H 46 HMonarch&1iR
FEARTER SR AT B Eh R TR -

e Doc2hpo (Liu et al., 2019): —/NMIERICAFIRIAREZRARK 7%, /T Doc2hpoH]
ERGI%E, UEIBES T2 NETFRRNAE-

e NeuralCR (Arbabi et al., 2019): —FfiETONN A LRI IR AR -

e Txt2hpo(github.com/GeneDx/txt2hpo/tree/develop/txt2hpo): — > A T M A A &
HHPOZRE R I Python % -

e PhenoBERT (Feng et al., 2022): —/>UIBERT ALy, FEBERTHIGIA T — 1 HEKICNNE
BREGIREES: D) VA
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e GPT-3.5/GPT-4: Groza (2024) 1 FIAE FIPromptfEGPT-3.5MGPT-4 I 5E At A KRR &
WAESS, ASCREUR MR I 45 RAER XS -

e PhenoTagger (Luo et al., 2021): —FRiia| BLUCELFNVRE 2 >) JTIESS & HRTR & 7% -

o GSC+ETESE ID-68%1TE2E

Precision Recall F1 Precision Recall F1 FHFL
OBO 0.809 0.565  0.665 0.852 0.622 0.719  0.692
MI 0.757 0.605 0.673 0.879 0.438 0.584  0.629
Doc2hpo* 0.768 0.618  0.685 0.859 0.580 0.692  0.689
NeuralCR* 0.741 0.602 0.664 0.796 0.794 0.795  0.730
Txt2hpo 0.825 0.562  0.669 0.909 0.683 0.780  0.725
PhenoBERT 0.813 0.640 0.716 0.946 0.776 0.852 0.784
GPT-3.5* 0.410 0.410 0.410 - - - -
GPT-4* 0.750 0.470  0.580 - - - -
PhenoTagger 0.766 0.712 0.738 0.916 0.766 0.834  0.786
Ours(GPT) 0.768 0.751 0.760 0.912 0.780 0.841 0.801
Ours(EMB) 0.786 0.730 0.757 0.928 0.770 0.842  0.799
Ours(GPT+EMB) 0.783 0.744 0.763 0.924 0.781 0.846 0.805

Table 5: SHFTIEN AR . EFGPTERREHGPT-44 7&dE, EMBRR A W &3
. *FRRERS|IH TR, I ERREEE -

MFRSEER A AT LI E]: (1) ZEGSCHFIID-68M R4 £, MR IR FPhenoTagger,
IR AR H B A R [ 4 5 NG P TACHE 3 5 0 AR GHE 7 VR BB EUAS T IR BE L A0SR A, KRy
EEFERETH-PRA, EWTEIEE LIRE T &5 FHFUE, 70.805, HIELHE
Hi 5033 10 5 TR B 2% ) ) AR AR 3K 5 77 1 PhenoTagger f1PhenoBERTYE F HIF 1{E L 4 Bl 42 T
T1L9%F21%, KT ARITEREREMERNME,; (2) ZEGSCHEURE L, S5E TR
EML, A HEERERRE T ER AR, BEGRZFE PR TiE15% . mMAEID-68%L
L, MR TE TP E, R EERE G B 277 1 P25 E8E S 8% R -
BRI FEID-685 I & £ R TEEGSCHEIR £ ERRUR, H R B 7] 22 1D-68% 3 &£ (N &
Gesk TR, HAPM iR 866, ME—HEEEE N800, MGSCHEE S B 52288 £
YES A E, AP aiiE 2122, ME—REEEE 1433 HILGSCHEUIESE, 1D-68%
PRI B R ME S R /D, ARG AN B, F R FEID-68% 3 £ £ 193K
FH B FAEGSCHETEE L IRR; (3)EID-685E5E I, AL LB K FPhenoBERT /5
%, HIREATRER A FE T HIERCSCHRIE T AW E 2 ML, ID-685 15 4E FHesH F 75 1 4H
% o PhenoBERTYE = A Mk &A% ERS, £ FH T Stanza L B H A ner-i2b2” #E 17 T B, 795 7 SE 4K
W, AR ER M T o-gram™ & #5% - £ FH T £, PhenoBERTH|H &/ T E ™
AT R MERR B SE R, RICAE L R T UARID-68_1, AR VA 2= T PhenoBERT (F{EHH
720.006) , {EARYESCISLE AL MRS E AU ERG T REFFFUE, Ui T AT
FIEBRIEFZLEE T (4) BEEMEAKIESHREIGPTI.5 /4 T AR ERLRS, 45 R Timss
1, XATRERZIRT B i KB S A HPOH M SIDANIRE ), M IRBEX ARSI KIES
AR EA BERPE, TA SR GPTHITEIR I R aE s — PR A MRE - 25 L, AR
H P RS E R A R AR F R B RE, FER MRS T e s R .
4.5 B REE 58

FTIRNIEAR ST ERE RN, 2R SO B 3G 58 e PR R R A 4 [ 4 o i I A R A R
EHT T NI, BT A BRI T R

F6E R T EFHGPTHE 3R 2 W B I Sr & Hii J5 X 7] — S E W B 22 SUR IR B EE R - wT
DI, EFHGPTH RS, IR TRAEBRM SRS, A s RKME
FEI B IEWRIR A - RIME/R T ETI AGBIE B HTE X R — & EY & 2 ORI IR B 45 R
FESINGME R, WALRAEROME, BRI R - 785 850 H HPORMUA
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B, “HP:000093717 7 “HP:00001156” FIFMF11 5., ESIALGMERERE, BIhRB HH & E
FIRA o XL R T A SO ER AT T -

BIAJSCA: ... have orbital haemangiomatous cysts, ...”

I REES 78 107  orbital haemangiomatous cysts ~ HP:0001144
REFAGPTH R\ \ \ \

GPTH5% 78 107  orbital haemangiomatous cysts ~ HP:0001144

Table 6: {#HGPTH32/5 IERER T

By A\JUAK:  “Brachydactyly type A-1 (BDA1) was, in 1903...”

IEESR 0 22 Brachydactyly type A-1 HP:0009371
REIANGEHEE 0 13 Brachydactyly HP:0001156
FINGBER 0 22 Brachydactyly type A-1 HP:0009371

Table 7: SIAZEH(E B /R MERERTHHES]

5 SZwERE

I H BT A RBIE AR R VAR T ARG BRI R R, AR R 5 AN R Y
S 5R 7 TR AR £ E (5 BRI THERLARIMERE - ARUR R E, B AR BT R
W, M SEERIE S B GPT-47= £ [ SOR T R i B A 58, AR A EsR T, SR H AR
PR RARE A IR, B BT IR ROR B RS ARG (E B IR R SEEERE . R AR
FEREE R, RTINS B EUG TR PRI, BE T T AR EROE -

FERKRIAEFR, BATRHRANRR B SL R FIR R R T IR Te 0 PR BREEH FR IR (5 BN H
fEEFEE, FIaAEE - REITFIRSE . [N, ROOEETRERS ORI TE, A
T N TARERIESR, RRRAEE DAY ARG LTI oA, KESRE R R
TEREN, BRETRESERA SR SRR B BA TR R TR T A -
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A B Prompt i & KiE 5 RAL A FE AR AE 7 A A2 R R SO « AU SERNS AR A IIHPOARIEHH
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Prompt

A RE S

As a medical expert, you will be given the name of a human phenotype term
along with its definition and subclassing relationships. Your task is to
generate synonyms for the phenotype by following these steps:

1. Analyze the symptoms, causes and other significant factors in the
definition of the phenotype;

2. Differentiate the term from its parent term by utilizing subclass
relationships;

3. Ensure that the synonyms maintain the contextual meaning of the
original name;

4. Provide the top three synonyms, ranked from high to low based on

their similarity to the term. No need to include detailed analysis steps in the
response.

ki

Example:

Input:

Name: ”Multicystic kidney dysplasia”

Definition: ”Multicystic dysplasia of the kidney is characterized by multiple
cysts of varying size in the kidney and the absence of a normal pelvicaliceal
system. The condition is associated with ureteral or ureteropelvic atresia,
and the affected kidney is nonfunctional.”

Subclass relationship: ”Multicystic kidney dysplasia is a subclass of Renal
cyst.”

Response:

1. ”Multicystic renal dysplasia”
2. ”Multicystic dysplastic kidney”
3. ”Multicystic kidneys”

##

Tere S

As a medical expert, you will be given the name of a human phenotype term
and its subclassing relationships. Your task is to generate synonyms for the
phenotype by following these steps:

1. Differentiate the term from its parent term by utilizing subclass
relationships;

2. Ensure that the synonyms maintain the contextual meaning of the original
name;

3. Provide the top three synonyms, ranked from high to low based on their
similarity to the term. No need to include detailed analysis steps in the
response.

##

Example:

Input:

Name: ”Multicystic kidney dysplasia”

Subclass relationship: ”Multicystic kidney dysplasia is a subclass of Renal
cyst.”

Response:

1. ”Multicystic renal dysplasia”
2. ”Multicystic dysplastic kidney”
3. "Multicystic kidneys”

##

o=k iJr%iiE%%ﬁ%ﬁ)il%ﬁé% , @ﬁﬁ%@%mﬁﬁ?ﬁ}% 20244E7 H25H £28H .
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B.[F] SUAEEEGSCHEE 4 b X7 r 4 fe s mm

AR SAE FGPT-4%F A & [7] XA 5 B W AR & 7 4234 [/ XA, 78 X [6 i /9 fF
BEHITHERMITEF 9B Z A M, 24, LU IE, T = fh 3 %
#BioBERT -~ BioformerflPubMeBERTH GSC+EHE £ I i 47 M REXT o SE90 45 B an B 6 A
7N o

0.760 4 —e— BioBERT
BioFormer
—a— PubMedBERT
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Figure 6: [F] SUAEEAEGSC+EFELE EXETYRMERER A

SO AE R SRR A SRR B YRS IN2 [F ORI IR T s ERIPERE . HIEKA AT
RERGPT-44 2] Sl B AvERE, BRIbasin2 AR SR A DL S B EE R UE R, T
DL FI3AE SRR HEL T B R MT I E B Z BB - b 5 2S00 Y 55 FH 21 [ 3L
1]

C. AT EiF MR

KT ER UAENERFINENFAES 9 BT AN, A &G FHAGPT+EMBRELE G
IR AEGSCHFIID-68EHE S MR £ _ L FINERFINENAL S FIRC R U1 9T 7R -

. GSC+ETH & ID-68% i &
Precision Recall F1 Precision Recall F1

NER 0.941 0.848 0.880 0.964 0.837 0.888

NEN 0.783 0.744 0.763 0.924 0.781 0.846

Table 9: A A VA IFEAHEE R
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