ALBHRREFREMNEEM R RE
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ZERF WHEANAFRARF

TES

NFKFIAAR (Human Phenotype Ontology, HPO) JE iR A5 F M K HE S0k
REFRELARTEER , X NSRBI G TR B A AR T S AR N/
P S R TR ) SR ISR AT G i A i B SR AR A — DI AR T LB R T, X
TRANE ZPIRIIS W 1897 SO 2RI R AR BB Bl TSR B TR AR T
HIBIF S TAE EZEE AT AR H Bt HPO AGH[RI SIB AN R A B & 1 A2 19 = Fh A
77+ (1) DREEFOIHORITEN e e B s 28t HPO JERE: (2) XS Hiil: 3R
BRICHYE S HPO RTER A (3) LAHPO AGEAHULRIFTN : X554 HPO AGEAH
KGR R T HE T o BRI 4, HPO TR TN ST H B AR R 19 Al
AT, BA A AT AL BT A R ARIE TN SRR A FGE ORI« W bR 3Rl AR AR
B RRIFRE AT Y M5 o IR LR AR SR A SR RETNGT E A W5, (B AR T4k
AEY R XTI, FATECR B AEE 5, HFRESIAERETIN SRR B
ATTEURENIIES . ffass AR RN U] RERIITFE T 18] o FATIA LA SCR LA
JRLERIBTFEN RERAURT A WAR (Rt F AR TE TN SN T [ iy ¢ Jee o

Fi=1
1 8=

MU NP Ja s A L2 B A B I TR« 2 WrAIe r BB (1] N T
TR N rp IR R B TR, N SSRAUbRHE 35K ¥ (The Human Phenotype Ontology
Project) £t 2007 fFH2H [/ A\ Ty M S IIE SOk RIUPRIECARTE S, AR A A A
(Human Phenotype Ontology, HPO) [2]. HPO [#]PAi# i % 4 155 27 SCHik LA S OMIM [3]+ Orphanet
[4] 711 DECIPHER [5] S48 , Htid ARis fE 5 HPO TR, FFaid T AN A H: A — s
KEK, N T NSRRI HPO 1R, T A SO # BT & i b s i 220, Bl A
FRNEO S FRERMZ B R 5B,
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#2020 4F 10 ), A 4484 D AEERHHA HPO HriE, A5 H B A& B icm s
BB ZIW S —o AlE, fESEBRFsE, e RN/ EH AR AR R, R
BARANK B ANT I Y HFW Ty /e ZRARAR, WG sl PR &, R E
H I FIRNIE « £ 2018 ~ 2020 4[], {UHTIEZY) 800 N H tse il HPO #RiE. T/&, fEE8
PRERIARPR I E PR I T — S5 RY89E),  BRafifi & F TARTEE H P SR R
IR R, R — P sy B 3 N8 B PR R O TR A3 I0 Bl

MR T FAER, SR NS B B AR 0 5002 AT AN 2R 1 pr—3R B 5 Bk
BRI AR 2 =K (1) PAER e HRus (protein-centric) s ff g i 0T (B58 A AR BEFRTE
FOAE i) B4 30 HPO 13RS, nl 43 N E R AL 2 H7454725 (hierarchical multi-label classification)
AR, BAALEE [6-12]5 (2) XTI (pairwise) : PURIER A H Jit-HPO ARIER &R, ]
TG ONAEREFE (matrix completion)  ECEEREANN (link prediction) [RI#H, A HIE AL [13-
18]; (3) LLHPO AiEHNHUL (term-centric) : Xf 5 A HPO ATEM K (et H Prgkf ik
HEFF (candidate protein prioritization) , FJ 415 70402 (binary classification) ], Z(T55
SEil FEER T D RETERE OGS, a0 [19-26]0 fRlt, XUBAERSE N [R7] H TR it 4
Pet 175 — LA HPO AREAHULI AR R 8 A Bk . MG T IR 2R 2 WOk (28]

SRUETXLE TAEAE A H SIS T4 I ERE, B2 H AT e D AR R B 2
FHA . ANSC, FRATIEHC T I AR BT A AR AR TE TGN SR A R RN « Wby 31 LA
SAREERIARIE OIS A J7 AT/ 28 o R4 CA R 2R 1 PR DD RETE RO A8 A i 2%
(HR DR ARIAR IO AR A 98 o SN B DTS, FRATESG B 5B A AT 5, JFXTE
DIRETERE N S Y O BRI T RALHE, Sdats AERB TON s a] RERIAH 57 1Al AR
L EAES PR AR RE ATl A RRERZ B, NECGBI R E S TR,
N FAINRIE TR 75 B AN W & R ARAE N EL o

2 AIEEHERFMIE

HH PR (protein isoform ) 2 FS T A BEIN BCBE N 5 e 1Y —2H 5 FE AR B 2 1 i
— 0, R Z R R . EW 2 EE TRk A E BT A AR, (HRES
KR I EA TR DI RE - — 4 F DT AR AT iy B B R A R 42 B9 12 (alternative splicing, AS).
A AR JA Bl F-# ] (variable promoter usage) ¢ HAB 5% J5 &1 (post-transcriptional modification)
TR, HAr R AR B R AR A U A R A LG o i RNA BTRELH], mRNA REGS 4%
FERRAFE E Bdmhd B (ShE) . £ 5 RNA HRig 8 4 T8-S R AL LAY A [R] Y
mRNA 551 Zhlh i BT mRNA 1R 8T 82 EAZ BRI Az i 8 1 R DU RERY B
BRTTHUE], SR AR S A B E AR A . A, 95% ML HNE T E R
PRI TR T AR R A B R B B A AR R 1 D RE T R R S
ORI ] AR BT BP0 T AR R OCE L. KA 1Y SCHR ORI 58 12 T B B A A TE A P o



Positive
bags

Negative
bags

<:> Positive instance (witness) Negative instance

1 ZRGIFINER. BMEE (HEE) #0A—18, ERSMAZEEESAE (HENE
BEAR) AAGRH—PRE. KEKTAENESRENERRAES, FES5ZEREHREXHR
Bl (FAfK) FRAIEA.

FRE B, IR EEPOR AR IR TR . R R Y . ORI
P [29]

H T il N P EOR B I S s & Je i B BT 2 A (KT B 50 AR 30k 4
AR ARG, (T AR D REAR TR P SRR 22 H AR AR S 500 N THiE
I X LR E B = o HAT, BOAR DR REEE . o X R BRI BAER R
JEAFER T B R TR E T, B U AU A A (canonical isoform) JZTH, HEAHLATARTE
FEEHAME S NI, ADBFFEN R T 2 M S5 USSR R 1) B sh U RS
[80]. HAfT, KEAEIEEREHT Al BT H AR GO FRyE NI — s, VIR H BN
FIR-gp ok R TRNARETS: , AEOR WX A R EA T HPO FRyE AT 53 o

XA AR B R A AR ) GO ARTETN . BUA Y EE P LURAPU R : (1) BT Zonfil+ ]
(multiple instance learning, MIL) [ /574 [31-35]; (2) ETHREF AL [36-37]; (3) HT
FEFE IR T 5 [88-89]; (4) FH:Tid#e v >JHY )51k [B6, 40-41]. FHIFRAT—— MR X LEE .

EIHA T 2R B2 ST AR R L NPl SIHESE T, LRI N — A~ 607 (bag) , Mk
BAAE N H— DR ]” (instance) , JEIRT45 7 DIREAR B EL BRI FR N IEAL” (positive bag) , £
W -S51Z I REFR AR B n IR A “UEN” (witness) o I, AT LMBGE S — B R AT
REFTVERE, W2 /DA — B R S A R R S Zh RE TR s A — D BE IR B BRI, T
P A W SR AR B R o B B ARt 2 B R 5 R () B R 7 58 " R IR L6 B B S AL (R o

Eksi % A [B1] $2H 72T 27501 34 R ALAYF ] RNA-Seq i 5H0Z% isoPred. /F#
FEIR SRR T RO Y SVM RS, 58— iRk mi-SVM i &P i 7 1E B H R IE AR A
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VFR A, SRJE % A A A B 2 S IRl 28— FP L MI-SVM 22 N IE B —4
IEFRZE MBTHIIEN , R JEUEE TR BIiE N 37 0 S DR 7= 0] A o3 St B R I B o
FREE B DX AIAET XA (margin) HYE SORF: mi-SVM F48— o By, LA
B AT SRS A T e 25 0A), MR R R A IR R A 2 0 B — i, [HEAE
X T P idehn & o RAGTRNRG s TAE MI-SVM A, B SRV E L R BIE R — DX T4 5
- T 1) 1 B e i SO HR Bl B KRN BG o X T IR, AlA)bE i b 7B E S, Tk T
1, A A1 F B T I TR B AE S o R, mi-SVM HRIEAS R S T 2 0o 1 s e A A it 2
FEAERCNR, AR MI-SSVM HY, B IE B H U F&— D 7s U — > S 1 R B Y [T B o

Panwar 5 A\ [B2] #E£: T [B1] (MR, HIFEERRRE IR Z S, 20— a0k
SRR ATIIAT GO ARIBEIIRE, 1M RN AT B R A (RS BT IZ R E YIRE. 5 [B1] 28
L, Frig AT MIL-SVM (%57 IsoFunc [ H iR /& M B R HR e t— > B 42 A (R Y 7
&, e 1S AE R SR B 1 2 R KAk o VR T mo KAl 4257 (maximum-
margin-based classification) i KA IE IR Z BIZ R FIFE, /FeH RNA-Seq £4m1F
NFHIE

Luo % A [B3] #2H T & Tl AUZ 4 A 15 (weighted logistic regression) [ 45 7~ 1|27 > 5
T WLRM, K-8 b FR 4 TR % 52 (RPAE ™ #1600 /80 1F N 4% , nonconvex sparsity-inducing regularizer)
528 I HEZREE AR — S o JlI AR BRI LRI 52 . AT LA2E 2 31 UG 3L RK P-4
AEAEF AR 25 [A] A B, 3 P LASI A5 1 ARE B SR (AR T4 7 Th RE AY DT ik R/ N S Ak
ASCER ) e AR B A I OGS S A A Il N TE 2 PR (7 SR A A SR B 5 M 2 2R R R R4, T LA
RN A TP AT B A6 sR A, 9 A8 B R A0 DU R o O 1 kel 7 AR Y v
AP LR AR R ARG, A — 220 R T — Mo R BARAR T F% (block coordinate
descent) Hik. {FEEAECE A RNA-Seq Z4a{F NI

Li ¢ A\ [B4] 12 H1 T BT 2o BIbs 26 R A% IMILP JF385 1 2 i 4 5L (K120 RNA-Seq
BRI SR AR IR 2 . AN EIERAEE S . B R MEENEEMAE”, BN
PR AN B SRR EE SRR W28 Fhded 5 45 1 GO KB HI M 28 B et -8, AN e A 13
BB, FHENE W SR TN, BIVES e B9 2 78 IR L R 52
CLIHE ML NN, FFHR ISR DIRERIN . AR T HEZRIRSE AL, FER
THPR LA . fEIEE, SRR E 2 AN S ORI FRA5 5 R0 5
B MARTSOA GRS H 8 AN /U AR 101550 o AR SRR T A R
SN PN ] DAY 48 AR IR i 7 RS AR ARSI R . (BRI R, /EERE T =
PR RIRE, B TR IE SOPNFIARZESN, VR AR LA bRt Y B R Y A AR T
RN IX—FR%E

R REECE IR BRI GO ARIE=F IR, MARY AR A N AR HK .
M, Yo ZE N [BS] $2 7 ET B4 EXUEA L E (bi-random walk) HY IsoFun Hi% . %5
IRAEAG Y S o N 4% aad T 7 il B AR AL R S R TN S A R D B TsoFun F5BMRME M2 1
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RNA-Seq #ifa 8 I EE Y A AR R IR TE A — > SRR T RE R R4, AR EE R BT A T
B Bogs itk B ToR, Bl 7 — ik, BN GO ARTEA A M4t , Ll
AR S AR Z AR C R GO RIBZRIHE KR R LSS AR Z (A DI RESCHR o X Fh 57 5T
W26 AT AR BEAE T AT A9 R GO 3R LUA 5k (] 5 S A4 TR Y 5% 23R 22 ) S 30
FEIVER S AT AN SE B B B IR A 52 M SR)5 , TsoFun fEAGIE B S ot i 28 BRI T BT
LB E BIARSAL R, DAV AR REbRTE . 5 4h, AR E A B © A LhRE 2/ 0 H =
Rz — k&, IsoFun fERRGEAHUE CAIDIRE A2 (clamp) " H1 5L (responsible)
[ AR o

BREITRRET IR 7 I HEORK, X875 K 2 DUEE R A R 7K B SRR 9 SN
WZR— DR MZ, A 2 2 R A A (R B D REFR T 0 o

Z AT BR85S X2 I ST HOR . (HE, APREIIGER T B
ZBHG T IXLETENIYERE. Dl Shaw S5 A [B6] #2H1 T DeeplsoFun 8% % FI54G 2 7R ]
> 55E N (domain adaptation, DA) JBAHZE & 1E—fL, (T RNA-Seq 2 il 441 GO
FRiEo fE DeeplsoFun FEHAEAEM M BERIEI A iqdst. e iRisi, AR E
M, HTA S AE R AR R shAh, AN EREARIBEE, A GO UiRE k.
I, AR AR E S, — B E] I A AR R — A, @ BRI B — 7 il o 18 I o
BEiA, BRI P REFIZIA A Y9 5¢ R AT LA RS B A fAds b, e T 7 1 fE. DeeplsoFun
HHEYR A 28 R B DU s (1) Bmfidas, DARIUN MY IEEAE; (2) BEAL)
REFINGY, LIbnict DA IORE: (3) SAfRDhRERING:, LIbnict AR iEe; (4)
ARSI, AT OR R IR ML RIS 7 B S A X DAL PR B ol 1 — IR B i 152 4
7k, FF R/ MR A T RE TN 2R AL (R Ty RE TN LA AZ B3 R A I35 2 T A 2k SR 12 EA T )1
ro RUERUT T —@EMRTH, (HEIFE iR, DeeplsoFun X THRAAR AP A 5P AL
HIA IR F o

TR B Z /TR 7 0 A Al ek i AR E R, TR T A R 7 31 AR B X — ]
il SRR S O TR = a7 NS IR R (i e VA = N AR X VA S SN = e I NI L e S S DTy v S A
WA HRER. ik, Chen ZE A [B7] #2H T3 TIRE 7 I HI TSI IE 15 H I S AL {4
DIREPRIERYETL DIFFUSE. 280550 AW B S8 —FrBog — MRE &Mz, HUNS
FIA P FI TR R S S BURHE IR A R MG P SR . 58 I BOZ SR, TR A4
W28 B ISR IAME 2, S BIRAITIONEE R . 4 T e i A AP GRS R A R . AF
Fieth TR EET 2R STHEZR A A IR B I R

B RFRETHERE RE A D R 5 - AR TN ER B B AR D REARTE B T, HE
17 ARG AR S R TR ml A R SR, TR AR S A D RETE R S AR s . IR TT
A TR R e S 28] 65 2 1) PN 7 A T 25

mFRecSys &% [38] & Kandoi #2 HHAY—FE:T =[A 1 f# (tri-factorization) HYJ /7%
DT e AR B 20 Al S10 ELFES A R-GO ARTE R R ARG LR T 0%, 1FESIN TSR =
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A DRI F-5E e LT A RN GO RGBSR B ZE S LA R fifvs I3 shial i, IF B A A
M1 GO ARIBHRHE, [FIEHAELetE el o FEalH, VEE AU T mRNA FIE H B 751
FE, WEXRMN FAS SR e EEE. F b, —SRARE R A SR =, R,
SUATERE SR T A BA T RETE I

Wang 25 A\ [39] #2H T 53— ME T[R40 fi# (collaborative matrix factorization) [Tl
MIF% DisoFun. BB E Z: A1 DhRETE R 2 MR LE S AR T RER Sk . B A
TR SRIBEARFE AR -GO ARIE I R A MR AR IR R, AR IR 2B AR 1 K4 AR
Frad A BN S 2 e R AR S DD RE T . (eAh, BRI PPT W28 1 R AR R G54 i3
— LR A3 i

Bn—BEETIB I MBS, F50 ., DeeplsoFun Hi 1) IeE il BAR & —FhiE 2%
> AR T8 e JEAEE A Li 55 A [40] SRITIFR 1 BT fwdse/N 3k (partial least square) fy
IsoResolve 55 o 12 A4 R AP AR AR KT A RHAE 20 AR A PR H Frdele &% A i
BeA WA B FR AR T s B, 3755k B R0 B i B LAY 40 A, X (AR (A 4
(FEATH T AR DI RE TN o /(U AE T RNA-Seq ZARAENRHE, Hp— MRS O T
HLE R IAE R -

i, Ferrer-Bonsoms S5 A [A1] #2H 1 ISOGO 5%« 8k M TiZR 2 IRy B, iA
VEWABr Bt S8 — W BOAE PSP RRIE RN . A5 210N AR 1 BT GO FRiE Y, 9 B
NG ER F—S 2 NGA R H—HARRE ML (correlation method) , H:
FECE A RV AL5RIA AN . IFH Spearman A2k REGTEEL A BRI A RS, S8 )58 4] Wilcoxon
K951 A 25 7€ DI REARTE BYBE A 5 ARRTE R B K AT Eb 8, 1531 Wilcoxon z-score 41 2y J (K] #¢
S5 E DREFTRR T AT REME o L A (R AR R BT S A ) i e 10X 5% L U 38 R R e M A
#1” (elastic-net regularized logistic linear model) , HPEALE g EE, 528)8E H s
EDNREATFRTER logit (. 26 5 it DI HnZ 4835 0 H (Bayesian logistic regression) £
%, LMHIRIEHY z-score FIEET S5t 1Y logit (H LKL BTSN E A4 B 19-FITE N
BN, BEEMWDHREL, 153 ELTINEI . FkH 8 B BSR4 2 i T 8 1 POk
FHENZR B, SO ST RVRHE SN . 152 SRR GO TERETN . (B2t
)T S RS S RGNS R A, i U2 BoACPARRIE Y 25 H RO B R
M EFAIAACFRIRAE_E, RIS T A R D REVR T E R R RE A TR -

TR AR R AT AR B R AR GO FRIERIN . ok, —LERFSE A UG R T SR A -
PRI ok A2 TN )@l Huang £ A [42] $2 1 77—k IDAPred FY LT 46 M7 g 2 7 1) =]
Jiik, G T RERAHA ISR AR, SR SR R AR (Disease Ontology, DO)
Wit % BRI H BT i R B fl-7R 95k &, IDAPred 5]\ T 43 & 12 & (dispatch
and aggregation) #4F, DUREREA-BEps S/ Bogs S SeAa i, I IX 280 oy SR B 1A SR 5.
BIRHCHE R B B0k, BllE T ARMERAY: (OFEZERFFIEA/EMZS) Fdk A
7 (4045 M\ RNA-Seq HEfHiE HVAH LU Sk S R LSRR W28 Bidls, DA e [R5 R Bk
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HiF FLAED S8 LAE LA 7 s SRR - B e T340, oA T IRl e W2 38 ) 2 PR -5
KIEHIRZE, TEERIT — D IEMI, LY TR S R MBI (BER) SCHK
X3 TT

BT, Yu 25N [43] B TR M 2542 11T DeepIDA 423 LU S5 440 (4% 5 50 4 5
B o VEZ LTINS HABE - TT 0 K BT, DeepIDA #4451 f13% mRNA J531 U LA A1
M\ RNA-Seq 45 o2 UK 218 EEHAE AR PO R SSA R AP L, LA ZhREVERER] miRNA-
target s (R STASHAEAR I, et 200 A B 55 R ST R A TR R 4y Sk
e, AT T R 2R 0 2 LA K G AR S5 AN A 4 Focal 134 SR (441 XTBTRBEATYI125, MM E
BETHI R N AR SRR

K% ERA B E LT T RS WUER], IUE IR T RNA-Seq ik it
B, L A T A, PPLIAS. GO RGN (RapaE s s a, SN1hg
AR LLR LA )

. T SIRIIE A SA AR BRI A IR, WFFE A AR BR B T3T e 8  SR
FA R =AW (1) XTSRS R (single isoform gene, SIG), I B H244 58 R IR I 114
SERMRIIFRTE . FERDX L SAG ARG TRINEE AT IRl s (2) X T2 SRR (multi-isoform
gene, MIG) i3 RI/K-PAITTAL . BT HL BT A SR AT 43 B R B A3 IR
HG (3) KT RAEAE SCR I AR T I SR, 3B BB, XA B
B FIYTERGE . HIE, TXEHT 2 1 A S R RE 52 4 A B B e B A KR E 1 4 T
il NI P2 SRR R T AR FTRA . JU LR X T 42 A AR R ) S B At i H
AT 4 o

5 TR AR SR B TN o bR T S BT  S A R R ZH 2k S R
IR B AT M REAE SESes SE 15T R A RE R FE ThEE. /R4 mFRecSys fil IsoResolve [{ 528 it
T AR HLUE S4BT . Ihh, BATTES BRI FER
1 JR I B DA et A S X T RE S A B

=, WAMTEEERET AENVNRSR, TARZ R LT . O,
Ve VR BT BE) mRNA AR (A 51038 15 9 ZU o T L T LR T REN AT S IR
i, 76 A RNA-Seq it B2 MBI AT fE 232 ST R e T A (FNZ B 0 Fh)
SRR AR AL, (AT BETC IR MR SO A R E BHEYUR IR (k) 19 Stk
VERE . RTAOTHET T LUE 60 SR [ 2 AR BRI, e T ST S A
Ferf 18 ] o

ST, BRI 7 IE AR A BN R I 25 8 S T, (U i T
T U IERE PRI, TSR GUREASHRTE , JXahas SR BRIV R SR R . B I BEET Y, K
S8 I BE ML R B AR T B RV SR A . ph o PRI A — 7 (R, (H s b, R
B TE S IR AT B U T LA 2R W S 2 BRI AR N B 525 SE DIRERR S I K R, (HAR A
Wi 2 A AR AEAE S o RIS, TORE AR SRR AR BB AT RE 255 | N5 A1 % IMILP F] IsoFun
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R TR IE s DOPIRIARAE SN, SRR E T ORI RS TR TCAREERE [N, I o i
RN =53 SR IR, JRERT A ) T B A A B

B, BARTEZ ZRUATE DT IR . i TP EAAREEAFA A8, A
TARSATE B T R A AR I m ATE AR . T H, DIARSE N HUO R TONA 2 50F %5 R 3
PRERYZIREE Y, AT TN EE R L — 2k

SRS R AE YY) AL AT RE TN A A Fe (B X L SR IR N0 o b T A2 A B B
7 R R PR N B2 — S H o AR, S DI SRR R RS R B rT RE S 2
BER S AV EAN R B £ e 5, O B R3R 7S AR [B0]. [RIIL, Xf ] A88T4)
SR T HPO ARk N T2 — M FEi AT R A7 7o HEOh, R GR SeHE . IS A
SEHABME. BB AR a2 Uit 2440 2504 MRS ATER(E
B B SRR BHZ SIS AT I K R -

3 FAREARAYIEEL

TREAS, RS 45 EPRTERE TSR B R B H b, 18R A0 s B AR 1 iy E
BEEUR T flan, £E 2020 4F 10 H & AR HPO FRytBdaterf, (UFfk 1 1500 42 55500 1)
HPO f7HRE, X S IEFRER RS SE . BTG 02 i T ede A9 FR - SEae oM id iy
MATHRAER, HFHEE R DRER RERR T BN SR, IS BRI/ AR AR A
. HFFEARD (BT REEEB NS BA) BAES REAR . B, X T AlEs
SJTEORHEE B PRGN T RIS, AR e 2P RE i R W B T
SR A I REAR B AN R R Bl . R 2 EONA BB AR MR RTEE E Frh
BEALIZE AR AR K I A R PR TR £ 3 BT SReAs DRI B 5 GRS 4 s Fir A,
BT B SRR A BRI X T4 T8 T B A T RE A #i g o

L b SR RBIE SOAR 73 G FAT IR, #0744 24 “PU 2 2] " (Positive-Unlabeled
learning) , SUARIFYTTVEA (5 B 58 S OC S i) Rocchio 513% [45] FIRHN B PU 22 3] 0K
1-DNF #37: [46]

MR A SO AR e BRI AR A2 AL 2 I BrEh RETOINE S T Y - Mostafavi ¢ A [47] $2H T
PR Sl as” (sibling) Y& MESNE . FEIZSRIEH, FrAni p AR ERER B RRE R
P E AR TR TIRIEER , EEBARHEE — A 241 K R FRTE
B2, R4 [AT7] 55 HEHRRE, “ Sl o0 SR AR R RN 2 S s 1 iU R BRI AL
FEH PR A AT RTERE, S IR LE T RESS DT T R X LEEESR 1 25 1 it LA T ICiE A ik
T

Zhao ZE N [48] ET WM B PU ZZJH AREEH T AGPS (Annotating Genes with Positive
Samples) HIAR . ZEILEN HAR AL SRR MRFRICHI R B sh A i dke A B,
EEE B ED R EAEEEE. BRFRIAENE D E 6 EdE S R E R E SR kD
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REHK R[4 (functional linkage graph) 1, $KJ5 5% &1 SAE 4 AfEORSREARAEEOT AR TR ER
WERE o de, AR AGPS SR E AFEATF IR ME E U DiRE. RUENZ T A8
G T 2MERIE, (H2EA%E GO 1245 .

Youngs 25 A [49] E:T 1 280 pY VI (parameterizable Bayesian) £ R iTH 6N EH T
5552 (prior bias) FFLAMERE TUREARY I ALBias. /F&E L, M THENARE ¢, &
B i JRTARYE ¢ S ERMlR 2 A4 EEH I i FIARTEARTE m Al I ¢ iY45 S5
ZEME. T, FraAE S BN A ATE M R A AR F A TR A R A 5 A TR B R Se ke
B O MR N OREAS . B, A SRAE HA AT BRI TR RE ¢ S5 RR A thBLEE 1t ¢
1 EARTERE, IR g TR ¢ I TUREA . 1EERIZENE S GeneMANIA FUREEN, &
REERE TIERE.

b 5 , Youngs 28 A [50] X % ALBias #EA 703, #2 H 7 SNOB (Selection of Negatives through
Observed Bias, 1 WM 2= #kik k£ 4 #1 NETL (Negative Examples from Topic Likelihood,
MEBRSAEBRIE AREA) . 5 ALBias A[A], SNOB 4 ArAATE (XL BT By L
TR BEATPH, AR BEARAIARTE, I EAMRA JZ R S5 I HART /A ke 5
KON 0 B Pode g FEAR, SNOB 224G TP — 28 n, RIS B RN, ik
P BRI n DM ER A TE N AR . NETL MM SCARIZIRI ML, BEATEEDT X
RARRE, BRI GO ARIBEE LT ORI B, (I AMEE BRI H LA
B s X B Y AR TR BT B ST EE, B & T ThRE (PRI AT A
TEREDIRE) , ol dEfE R (error) FI§E LHRE (missannotation) ([AIARTEHE/EIB(ERT R, H
A GO IEREARESIER I BUEPR A EEM) o T2, 1FE N2 FAEN ST, RS rE
434f (Latent Dirichlet Allocation, LDA) , 2% 2] ix S8y r - iak “ B2 T RERY 904, trl LA
) BR] B TR GO RIBEI S0 . — HANE TiX L8540, NETL ghosig ARLe i =+
9 5 TERE AL AT REAN R A A RSN DOREAS . FF S P i 8 B P DR AR 2 . 18
IFSLEE R IR, SNOB AH L THRLE PU % )5 51 2k 1Y 75 3% LA KIS & SR BT T S AR 7
FRIRES . XK, RUE =z K p G E IR, (H GO £¥fs R i H & TR Al REY SRR A
HIBR=E BT T 4file

BT Ui i R B PR R AR AR KRR Z . T A A 58 A\ R 54
T, 5 BRI SR A AR TE T 2 FE AR TE BEAR S e e e, DAL 3 2508 3 o 2
RETEREA TR . BAA [50] 1 Es A NIAE B R BT84, (B3N RESE 3R IR 1
BT THRE A e W TR LI SCRFEICRAR R A, — AR A Y BE HAR A ARTE AT IR ) 2
HPT, HEMAEZARTERHSEARTE TR . AR, — D BARR (BMsiiy) ARIERTE
[ EE F B0 T HARSEARTE, RGBT b 1R AR 2 K585 o [49-50] &5 512 4
[ T IR ARG A TR 8 A SRR, R EA TR T A 58 B TR I (DURTE Z R HY 42
R, 2L T ARG AR S . AN, EEEBUY GO TR T 2 WG I (Al iy i 42
HOR B2 YT ARTER JE AT S HIABER. Shitt, Fu S8 A [51] i B E ARG LR S
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HYEE E PEREE T T NegGOA R iZFEM M GO ARG B HYZ XA TE S A GO
FERAEE, FHW AW E SR RN E (downward random walks with restart) 7% & GO
TERERTEAE, R ARYE P ARTELE R R B A S50 SR RSB G BT R T
I, BIREES T E B IR RS R VB A T RE M SR PRI AR

BIRTTEACRTERX GO WE KRG EA IEFEAH R, 20 1% EA D i e AR
HH ARG S (ER PEAER RN ER T IEE) BRI ik, 7 ESEA [52]
PR T BT IE AR R B S RETIN /5 7% ProPN. iZAA B g — A A 5 IE S
AR T 2R F i S DI REFR DY IE R B E 2 B P R BAES BRI REARIC R HY 5%
Bk R, FIEEAF5IEE I ERARSALREEIR IO E B UThRE , A4E OARER > DIREdRIC &
H P gl B2, BT EEREAEMG R AE—ERRBRIATEEA SR, X ERATEE
VEZBIEIE FREEIR L LR . AN, KED DhRE D AR M, B IhRE A& 1 B4R
WD, FEAmCAe R IX LR BibR IO S AR 1T B 56, DRIt 2 B TR SO 0] ) B

ZJa, wESEEN B3] B B AT T B AR FR T T — R T W2 bR T 25 H]
SE2ERY 2R 1 BOAAE R DHRETION /7 7% IFDR . TFDR &5 id A5 285 1 DT ELAE W 45 QR P A 2R 1
JR-DREVRIC R IRAE M B BT REALIEE . 4248 1 DT 1A P AR5 SR AT 25 1 o A ke
TIREPRIC, T35 9 F FH &7 A8 o9 Ml ot A D 00 3 5 [ A DA {1 4 SO I A8 st 7 )
WER, e R B TR AR A Fe W IR B S 71

i, Vesztrocy ¢ A [54] /48 17— D48HY S L% (Open World Assumption,
OWA) AR EMENAMESE, HpR I T — MM RS L BN HE B R IRH TR R R
RIGARERN B L b, L5niE A EEH] PANTHER RFIH RS KL B RN L
BAFH GO Rigx R Lk B EREEPHESIRESIHT 7 IERER. A, XEHETRER
SR BN NERERI AR R SR AR R I D REAE R E B T A AR, W13
HIART R G RO IO E TR, XEWEREREZ S X FAL TREDRE. T/&, @
I A4 PAINT yERH A RS2, AT PAS: R B SR AR

H T R, B8 SURE AR TN T A I E AR S PR — R 2 1S . AR
W, RN R Z R R LU A SRS X ATl . (1) SOREARTONE RS . X T A
to IFZI S TG, AT 1o 2 ¢ ISZIRRR Y B ORI BRI S 28, St g iR -
BT (2) XTHE BT REFINPE RERY RS B - 42 th B SRR ACR ST R AR A, 45
A OARIEREAR, IEANEH P RERUUAA R, XF b FHBEATL M R A O’ 4 B8 AR 2
FEAESEAR B A5 2N AR R RE . 1B EREII R T LA

FRRLE T AN LRI TR A B R R AR U . ATLAR R, BUE T 5
2EET @I TE, GO WR IR 2185 45 € DIRE AT RERH R Y AUREAC s B4R FHAL s
S EOR, AR B oDl RETUIASTRL A T 5 A Bl SURE AR LAY B ER THIUNRS B . KU GO
HERE O AR S TAVIREAGEE, BRI EAE—SEIY, L GO ARG A E LA —
Hirpy kA, Fin, HEH (moonlighting proteins) £E17 {8 T2 BT REZ SNAHA HoAth ik 2
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X2 EARVIERINAERERSELDLS

Method Keyword Data source
SibNeg [47] Sibling negatives GO hierarchy

) Protein interaction network
Two-stage PU learning, ’

AGPS [48] Single value decomposition Gel)rizgiiﬁrcesrsrilgrlleirgifs’
ALBias [49] Parametric Bayesian priors GO hierarchy
SNOB [50] Parametric Bayesian priors GO hierarchy
NETL [50] Lantent Dirichlet Allocation GO hierarchy

GO hierarchy,

Direct signed hybrid graph,

ProPN [52] Label propacation GO annotation,
propag Protein interaction network

Random walk, GO hierarchy,

IFDR [53] Single value decomposition, GO annotation,
Semi-supervised regression  Protein interaction network
Vesztrocy’s method [54] Phylogeny Curated gene phylogenies

BESRENRE, (GEE GO MR R G HIARME T IR 8 1 0 DR . IS, X2k
MR IE _EJRIRT AR B —ENT s S mi 8 A oy, XA 1 BEAR 22 WP g 2k (A 4
AN EE R TR, BEE IR IAERIA . REAR. S5REEE 2 ARG SRR T R L
AR kR AR S T 2 ME S, HEHAZE TSR
MR, Gy B R T s WL, T —LehRBEM AT . IR 5 e as T I L6 1
JXUBSE o

FRIRAE HR 1 S RE PN SR AR TR BT SR RO AT S U T — et (R X 2R R
AN A SRR I S8 2 — Ak 2ot H AT HPO B & Serb L 3 ik i S bn T 25 BUR
A T HEVAEGE T RIPR R A G, TN T R AR B H B A &=
PR RPN ERE . AT LL AT 5 T AEXT T4 Bl e 38 SObnT B ik $R TR AN T
HAEREA & U Tk

4 MEEEREIRA

HPO P AR L A ) HPO AR{ERS, B el PR 5 U5E sy HPO Frit, FEA
PR PR N B SRR A ORHK, I A HPO ATE R R R o ARTEN X
TR TERE I ARSI A2 - (1) T IEREERT (IEA); (2) EARIVIRIRBIFE (PCS); (3)
PANIERZS: (ICE) 1 (4) AlEMAEEFRE (TAS). fExdidr, TEA il SURIZ R
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J¥ B . OMIM %# 22 A “Ilfe R4FAE” (Clinical Features) —E& 4l HUZ B 1 i 2R B G HK
TR RGN TEAR R, SECTH#RIRE. #1an, f£ 2020 48 /]
RATHIEEA Y HPO AR{ESCfbH, 55 HP:0000246 525298 (Sinusitis) HHICHEE A ELHE ARMC4,
BLM. CCDC114. CCDCI151 #1 TTC25, {HZIXLECHRAERE T 10 H & AT BRI ST AR5 o
FE b, BREIIEA A . AT, FRATHIXLEEE bR E SO IRIE. BLA R HPO
PRETON ARSI ORI 1 Br R BAR A5 R R TC IR Y, 0 T WA R A SR Tt
SERM . T HL, XM bR iR T R AL B R R R IR MRS
597 BRI T S 2 DSBS N o BRI, AR HPO IR b
T, A TIRE ARG EN T RE, TEEEFRS M.

F5 E, AP GO PrFEEdR R A EA DR bRTE o AT BULIR, HEYRE A TEA.
ISS ZEFRIEHRFEA DR . RE A —Sit 58 TR, XIAFEERRT GO bRyt iy n] FEvk eIt
ToHTe AER, XT RS R DD REARIE MR A AR, RGO TARIR o
Z o WAL TTE T DARSE L SRR R (1) AR LT RE R P R St I T
REPRIER A FRME; (2) BTl 2 J7 i HE T AT AR M A bR

MRk, HIE P s Rt B A WA R . g, W
FL” (lactation) JIFRAHILTIFLENP 1, “LekiifR” (mitochondrion) HZx7E EAZAEVIAHMLN o
T, W A R R R E— Sh REARTEARTE R — 2k, " LAR BT BERY 4512 FRTE . Deegan
LN [BS] R T TET YR HIAREL RN, JEd e — 8k d, KIMC AT
SR IR AR IR R, o il Wei S8 [56] i TFp =R, 1R LAY IEIFE— GO
AFER)“FRIE T (ratio of annotation rates, RAR), 4§ RAR M HARMIFRIE AT TE A IE 1
TR RUE XTI REMS LI B I — S8 iR I D RETTERE . (B2 EATrE T YR (R
WIARIKE T B, —6ng -5 A B oG R 2, 1T TR N . —
Mo 12, GO:0061630 17 H 4K HIERMEYE (Ubiquitin protein ligase activity) &40 #H2E
[ GO RiE, KAz AR E 8 B A S B AR R e M B L o A2, WoZ AR S 30
PR SR, (HRFRTE T —FPdliR 25 (SspH2, UniProt ID: POCE12). {HESE [, AR YY)
RETTREE IEMAIY , [KI2h SspH2 J&—Fj E3 {2 ZIE M , 1201 TR S G = T EZE £
RRERNER. BOMREERE T SRR, (5 FRE A SR A0 B 30 i i g iR
PR IE— T N LA A

BN [57] {5 432527 (taxonomic) FITE SUFHUEFE HH T NoisyGOA B3k 1 7 15 %%
T GO JZIREE IR 2 (R 938 SRR B R AR ATE Z R 2 SO, SRR
ICe— MR B A T REbR TS © 8 O AR 1 BT D REFR T Y S Ko B2, e
W i sl S8 H TR A BNV S A R D REAR T E i B 1 B M s ThREAR T . 98
1M, NoisyGOA FE 1515 SUHPUEE 1Y N5 ) 52 85 1 T O W s T REVRTE A5, 0 240 T 2
REARIE R IESR JE e b, RESESEA (58] B Tk & i si 2~ 2 H 7 NoGOA Hik.
NoGOA T 561 5L K- AR TH SR AR B b I F i i 3 7 SR I /D W R 52 I, IEF AR i 7
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x3 ERRREERDRANEESS

Method Category Keyword
Deegan’s method [55] Taxon-based Taxon constraints
RAR [56] Taxon-based Ratio of annotation rates
NoisyGOA [57] ML-based  Semantic similarity, Taxonomic similarity
NoGOA [58] ML-based Evidence codes, Sparse representation
NFA [59] ML-based Evidence codes, Sparse representation

FECR RN Z [ TE SRR . SRJG . BEE TR FIZ AR AR SO A N R Y S 524
AL RO Z 5 R B W B TR o 2 R, NoGOA BT FEAN R iRUA HY B AL DD REAR T SCA A 11>
HEARACAS M TR A FE 3, R Al T A9 EER AN GO 192 IR G X SRR AERE R ST R AT
IARe feJi, SR I AR PR - E S R PR ATISR 1 T 4002 PR RT3 5245t M T R A e
LAMEE R B3N [59] J5 SO0 NoGOA BT, AFF#EA T3 T Mgtz m B B, 1t
e MR SR TR R IIBOCIE R R SR, $2H1 T NFA 535 NFA [FRSEIRYE
DIRESRERY ISR B MEAT GO BYZ IR EEHIN & A - D REVR SR IR R TINRL, SR A ALY
RIHEFE LR 6-norm ZPRAYFR AR /N TH AR H U RIATE SR . XA SR —8, &
EA A B R T SGE AR A R S REFR S B SR IR AIZ & 8 R O REPR . A
TLIX P AT IR AR BUA 25 IS S RER R SRR IS

X EAR TR A WA T IS BRI IR, BT SRR A LAT BIRR PR A SR
s (1) FE to B 2T LI ARTERE 4 WO EE R S0)E LUIREEAE o I ZI I BVEAEZ )G ¢
IS ZITH SR AR TE D B, PP TGS R AORE s (2) KR T0I] H A s s MR AT AR T S
AR, ISR R RIAREERR I 28R SO RETNACRL , -5 SR Aa AR LR I R A AR X
FO, IPAE RS BR AT AY M S AR T R & 1R T D REWNAC R A MERE . i, T AR IR AR AR
AN P A R EE R EURRARAY TR A A TR AR A LS R B A it — 118

REEA 2R GO prErP R ER IR, (HEigrY2. Har. H% HPO Fritrhiy
WP AR PR T Al e (2, BT HPO ARt P AFAE Ry — Lo bR 2 45 2R 1 TR
TR A PERE AR N R, BTN, TRRIET S HPO M bRt SR B iRk
2 MEFRABITERY T I o

5 BREEAR HPO t7iF

LA (Pseudogene), SCFR{yZEIA, 2B N Z AR AR T IR TC N RERY SR B Y . /2
JEEL T NSEE N B S i S A SR IR, AW AT RN 2 BeA DhRE
B4 DNA” (junk DNA) , (HITRAGWFFE WoR . Bt KA A IR gwhs b B, A 1%
SENFE I RE [60]o (BCELN B E X 4ERr BRI IR A B s RS, 4t
PSS A B B PR S LS O ) i Je i BB 40 [61] e — & A R 12 (2 A
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PTENP1 £ JUAMEAE Ot 2 A PTEN B s [62]. STk [63] MAS A5 TR B2 A S5
NEBALPIRRI RN AT TIRNRY ik . AR, ] HPO ARTEXHEER: A BEA T EE R vl LAE B A
FEN A B RAR AR PRT Ja s e 2 R . A1, HETETC AN R s, SR
S EGIE A (BREE K] HPO FRid A4 128 o

it Fan SN [64] BT EGE BRI LS HR HH 1H TR DA D) RE T A~ B 2 > AT
Pseudo2GO. B2 K T RE TN B9 SR PR R kD RS U RAE AN D RE R, X (A5 I 2R ATt A
TUARIG R . VEE 25 FE IR A 5 H AL K 5 DNA P31 1958 AR Zm A B R 2 ) D RE A BLE:
DA AmtaBE R B FE 1) GO TERE, 5 i 32T B Y U7 3 AR S 2 A BE TR O 45 ER T 2
RTIRE. VB B oA e SRR DU P LG BB (RN A Ak (A . 3604 5 microRNA
FOMHEAE T 8 oA EA R FHAE (6 AH ELAE S A A Y 22 R AR B 19 R P RN B
O — et fa, MG LR LR RUE, DO B R T2 2.
PRRLAE b B R A s I R 8 BRI, Xt A AT 2R A s R EA T T e
GENCODE [65] A B fide: A A St R R b T 520 o s AT AL, X2 — 2 M —
R AR B BRI R T RERY SR

FATAN, HREEL A A HPO PRyt i, TRZR B R HPO ARt A s U AN &A%, Xt
TEITEIR R ZOLEL BARECRE A 5 A\ R PR RIBCA AT Bl . RASRAEAR TS T 1] o
6 B

AT T AR BT A RO ARE T DO AS AU IROREG  Wr RE SRA LA R AR A
PR TE AT S AE D RETE B TN G E A e, (EAE SRR N SR A IR R AL 55
X PRV SR TR 2, X EA TR T KRGS, WASKTT Mg T/RE, (FER ]
AR AR BEZ SOOI 58 A JRAN AT . I A ORI U FFE N BN BRI Ak
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