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BLUEEBEOR LICKESEBRLTWS. 71U =H1 R
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HNIRA D B DFIEERZ ERINIFET 2 Z 2id, BEEOE
HAL e AL ZBOTWEICBWTARAI RZFETH 5. iEH
BEORBICE S BEXRNZYEIC L 2D DD, DV
FHEIC K BBEBD AT D EICL B D DHZ X L TR
TREIRENRHZ7-0THS. DX RIFEPAHEICRE Y
T, fBET — X EIGH L2 BROERKEY, EEEERTO
T REE - ROBEBEEEL XD EDHDE LN TES.
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I VAT 5 LT, BIRITANE 2 00FEIEI AT
3. 1, ZRICHEBINZ X —Dmhs, BTSRE
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BRHEE R T A RERBE o TWA. 212, BFRF—%
D TZE»roEHE REEICERT %, #HEBRORZEXT
3. ERT—-XIZBOTALBIEEN, TNLHHEE
WHR S BE L TV B 720, HiEhEF e W T ERME 0K
BRI ZIPTWV. EBIZ, RAEHS [3] % Le & [4] D3
T, WBC (HIMERED) ¥ CRP (C KX > 27) XS
RN OB WEEBRFICE ENDZ 22 T, RT0¥
R EMICTHETE S, EFLOMBRENME T T2 2 LR
NTW3. 2F0, T—2PEMTE 27201, HIEDOFEFAD
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DEFGREMHEE L a7 RV AR DBENEZRT

1EETH 2 F i (F-measure) ZFHWTERBNGHTZITS. &

DFfICEED &, BIRBIZBWT FEM EM B X O 5 4

FBEDRX—VEHEL, ZTOALDRX—VIZEETNIKER

foRD 55, HBfTAZRI U IIEE % 2R HEE O BHINE

BrLTRETS. zotk7, L2 FHIL (Ridge) [8] v 2

T4y ZAlREEHAL, BEOREERN L EHREROFSEE

Ay Xy UCTERINCTHE - 53 2 5 E T V2T 5.

FHMSEERTIX, 27 BEBBEOEBETINLT T —2h o/
31 58,598 LD LHIBBE T — X EHWT, REFEOBEWME
PRGEET 2. EBICBWTIE, FhoMR7 2 ofry s m
Z, ABERRDANA XY 4 > R RIREE & W - 72BN SR %
FAEH Y LT L, REOBEBTADEMICHFS T 5 KT
ZHEW - AT 3. EROBER, B OEMEMEE MO B EE
BEICBIT 2 BRI B VT, BRIAMR 8832
BRMZER 2 ERBMICHHTE 2 Z e 2R L.

AWZED ER BRI TO@ED TH 5.

o PWERRRONEIEREER L72aT7 k) =hLRRAL
DB BWT, FH 0.74 DILEOEWEA R THIHER
FERARR— VR TE 2 L 2HEILL, 20%EY (F
) 2RSS EBRIMNCERD D 5 DI ET 2 ZBNRE
TENGEE Tk AR LT

o L2 EHIk (Ridge) ZHEHAT 22T, BFEFT—XFED
ZEMGIEOFELIGIL, HRER  REER T T
CHOEELCEMEiT 3 Z e BRREIC L2

o 27 EEMBONIBET — I L, BSlioEEEE O
fEht @ C, RN 2 BT 2 BRNARER L A v X
b LTEEMITRL 7.

AFIL T O Tl e 5. 55 2 HiTld, ABgRIcRH
TAEMRPHER AL, EEMROFMEIRNZ. 5 3HiT
&, Ml ST ERIER SR =2 Da 7k s ) = AN RR
L QLEFHETE, B & OZICHED  SIEERHEE DFIEIC
DWTIENZ. 5§ 4 T, #EEFELAVFHEERORR
BRL, BoNHMRICOWTER T, Rk, 6 58T
AWFEDE ¥ & SHROFENT OV TR S,

2 S BEERE
2.1 EEMH

AIFFTH W B EANLRERS L O&Ic oW TN 3
2.1.1 ¥—# TR

BT ADRRIINIZ RN ZBEEIC RIS 2720, 747
Ly FBESS—F v RELTRO LS ITERT 3.
& 2.1 (T1TLEYE).

7AT7 5Ly bIEZDIRD XD ITEHRT 3.

I={i1,42,...,0n}

ZIZTi el 374A76%KRL, Zhehda=—2 %R
rLUTHbNS.

EE 2.2 (¥—TVR).
74T LYy P LINL, =7 YRS ELTO XS ITER
5.

S = ({s1, s2,---
ZZTs;=(id,i),i€l THbH, idid>—rYANTLI=—
IBAVTY I RATHB. £z, <s 13 S LORIAFERTS
D, Vsi, 85 €S, 8i <5 8; Vs; <s s BDILD.

y Sm}, ‘<S)

2.1.2 ¥—=F YTy ARR—y< A=V (SPM)

SPM & Agrawal HIC K-> TIRESINz>—F V> v LT —
ZR—Z (LUF, SDB) 22o8iths — 7 A2t $ % FET
H5 9. B, WES 100 1%, BTFALFOTZEA0Th
LAY —r Y REMH T 2 2T, BEERS —7 Y ADR
WMEIToTW3. 74 7 LDNEF %> —4 v ALY, SDB &
BB AEEIBTEI T VR, FDY—F U RE
—RBICD 2FAIT (LU, sid) ZAL T2EEILR 5.

E& 2.3 (ZIFE (Support)).
V=T VAT —ER—RA D IZBWT, BB TR aBE
LHEE (SID) DHIEEXIFE L ERT D
_ H(SIDi, Sp;) € D] C Sy, }|
|D|

Support(ca)

ZIZT, aCS,, B¥—Fr YR aW S, DR —r > ATH
%I BRY. AFEPERNRE L7/ FHE (min_sup)
MUEDR&Z— B E — 2 LIEA.

E& 2.4 (EEY—T Y RXT—42~R—2X, MSDB).

B — & v 257 —&R—2 (MSDB) 13EHEH O BB~
i ol xns. MSDB NOTF—X%EE D I T X511
EFINSD.

D= {(SIDI’ Spl)’ (SID?, sz); cees (SIsz Spm)}

ZZT, SID; ¥ i ZHHOBEDHANTTHD,
BB BEEERY — 7 Y A ERT.

EE 2.5 (RAILTATLBELURA L=V R).
TATLPFRELLRAEZ t L LT X, XA LTAT LI (G
,t) CERIND. T, XA LT AT L ORI NDBIET
s ERALY =T RS, LTFDXSIIRT.

S, 17 DH

s = <(i1, tl), (ig, tz), e (in, tn)>

EE 26 (X—T7>YZXANUTF > F (Sequence Variant,
SV)).

RA LS =4 VR s = ((i1, t1), (i2, t2), ..., (in, tn)) DIELE
T35E, A—07 47688 112U, REBRS7 A 7
LDNEFERELZ S =7 VR s = ((if, 1)), (15, th), ..., (in
L)) B =Y ZANY T (SV) LEET .

=T YANY TV SV(s) M RO LS RSN 5.

SV(s) ={s'|s' +s,s € SDB}

ZZT, s 3= YAF—ZN—2Z SDB N®D s IZBET
23— VATHY, N7 v MIEEY — 7 v XD -
B 72 2RI R RS,



EE 2.7 (VO—XRNE—=).

Y= YRS OFT, FAUXRELRED, o <2—ic
WESNIBNERDE S —r v R 70— X FRR—V L E
£7 5.

2.1.3 27 U= HARE OEEMIHliTEE

i X W ERER AR — > fs &, BREST IHE]
L EBINTMNEREBOERHETH 27727 ) =HL
A CPyase L DEGWEENZ7-0, UFOEEEERT 3.

EE 2.8 (EEXR, BRE, BLUFE).
SHBEFHER A — Y ICE SN EFHEROEE R Prs, 7
VoA ARRACEENBEEEROEEE Puse £ LI X,
HEH (Precision), I (Recall), BXUZDOHIMFEIT
%% F f# (F-measure) I TFD LS ITERSNS.

P B P ase
Precision(fs) = [Prs O Prase|
| Prs|
P S P ase
Recall(fs) = [Prs N Poase|
|Pbase|

2 - Precision(fs) - Recall(fs)
Precision(fs) + Recall(fs)
FEXNEWZY, TOX =3B k23 7ut Ga0n 2
EZRT.

F-measure(fs) =

2.1.4 DIFERHEE D= DFEHET L
BT at 2D HFS T 2R & E'mINCEHf S 5 720,
ZHuYRT 4y ZHEB LU v X HWS.

E& 2.9 (L2 EAHL (Ridge) O R F v ZEIR).
R T — 2 FE OZ BRI X B HEE DR LE X Z i < 72,
aZ MR J(B) BER/MET 2 L2 IEAHLEEAT 5.

n

k
J(B) == [ymp) + (1 —y) (1l —p)] +A>_ 5}
i=1 j=1
ZZT, N FEHHEORX 2HlH T 285 X =2 ThH 5. KT
T LD, HEOBWFHHZBLEENZHETD, HREFR
BBy OWMERIEREMZ, LELLHEENFREE 5.

E&E 2.10 (£ v Xth).
B2 4y ZEEETFAOREGRE 8; »oHEMHINL Ay
XLt (Odds Ratio, OR) &, UTD LS CEEEND.

OR; = exp(f;)

Ay X, 2 HIAZERDS 1 BAEIN L 2B, BNERD:
y=1¥7%254y XHAHNIZ L 2R THEETH 2. OR; > 1
DEE, %A T 2RFHIRIEDEFEROBIN (D) %2
FTEIHMIFELTVWDE I ZRT

2.2 B8E W3R

AEITIE, XN EHERER (X — 20t 370
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1 REFEOZKRK

X, ZEMREC X 2HEBROTNRE SIS ILBEOREL 725
TWb. AAS 3] R Le & [4] DFETIE, BEOEGHHRS
BRI G U 7= B2 HHEE 2 3R A T 2038, FRIRIMREER O &
WA S E 2 FEM 2 4517 2 Z e SRR ST v B, flxiE,
WBC (HIfiEkE) & CRP (CRIitMEX > 87) © X5 1HHEM
DIRNHE 2 FRICHAZRICE EN 258, ZAHDEIER
K FRHE 2 450, ETLVOMREZERTIE2ER L2 5.
XN T & — > DRI EERRER O LIRS 5
FFRCB VT S, BRI R R R RRRIVARLE DB ST
it +aThs. IWHS [11] &> —F ¥ R ID ZRW25708
FRATWV, HES [12] SRR MR EAISIR % R U 7 b
ZRATVED, ZHLRRNEOEBRKENTODIICHE -
TW3. 7, 285 [13) T X 2 HBIERBEED X — > Dl
BECHD S 75 RAX ) Y IFiED, BITNRIFEEDBE—EE
WKIREXNTED, vz otz 0ERBHKICES
SRR DEE 71t ARAN L TW

ZHUTH L, AR TE 727 ) = AR DEEMNR
BEVERHENC B D < e Ie IR B KM E IR 2 ML S 5. 54T
WD FIE [5-7] 12 & b i X h T SHBERER SR — > %X
G, FEEAWTazRy V=R ORIV, [
RENCEFRD B % 57150 % BLRHEE 0 VAR L U TZHITEE
3%, 20 k7T, L2 FAIL (Ridge) [8] Zi#ifH L-#istE7T
NEREET 52T, ZEEGOBELIHI LoD, 27 BFEE
RE D KHIE 7 — & % TEF U CHERR LR & SR RE LR & fat i o
HE - HE T 2 EORAEOHHETH 5.

3 BMEFE

BREFHEIZ, a7R7 ) 2SRRI R O E
b, ZEBMBHIC X2 0IEKRHEED 2 BFE TR ENS. £
TREREROEREED 7RI ) AN DI
XD MRERDIAA, KICBERERMRFEORELEHT
52T, ZEHBEEZMZ OOERNLZERZ2RET 5. &
RFEO2KRREX 1 1R 7.

3.1 AT7HBIVZALNRLDLERICEZNZ—DFFHEL
EE

ARFFETIE, BRREICLDFRESINZa 7RI V= HILRR

YOEIC XD, XA 8E - OBEMMEE EEANCEHE



35, AFHEioBINE, REFEIEEOERBSICE VTR
KIREME N2 RNERHEOBE S0t 2% ¥ OREEEMES
RAOLNTVEEMERT DS, FHTZ2a7#H22Y
ZHNRRIZ, BEREOHMRICHE S FHHATRICHEL Sh
ZEBIEREHICICHRELDDOTH D, BIGOMKEDH
FIC X D E¥RRZY IR E ATV S,

TMEICH Tz o TE, EF—RICBIT2 THNOFTH) 1TER
T 5HENHEEZRI 2, B V=N REEAT S, K
THSE D 7 — XIIE AL OEFE T BN R IRLIHEHRHFRI E T
BY, B EBOTEBIN 2 —HOBETE L AN Z B
—HOATHET 2 &, HHEENAYIENT 28005 57
HTH5. PIZIE, BEEFEICFMBITbOZET, 2R3N
HICTE SN TOWAREIE RO E 2B H ORISR X 3
tWol, HNOBERZE CEFITROQ L ENRET 258
BH5. AFETEZOBER S0, LINOERICEDE,
WS 2 HOEEIREBEE LZEM V) = AREHVS
Z 2T, FHEOHEEEEED 5.

EE 3.1 (ATBRIVZAINRELTERS ) ZHILIKR).
AT7RIVZHNNRA CPgse &, FEMiH d LERER o D
R7DFRHN e LTERT 3.

CPyase = ((d1, a1), (d2, a2), ..., (dm, am))

E—DERBERIERT 2 2 OO HICEET 2548, dHEOD
FERTEEN U7 V= AN CPapors ZLLT DD
ERT 5.

CPunort = {(d, a) € CPygse | —IsDuplicateEarly(d, a)}

RE—OBEWX, B 2HTERLEAR, HEX B
U FEEACTHES 3. fith X —YIE TN 2 EHREER
MATRIV=ANNRD THAEH) ¢ THEE OmETED
BE—SL TV 202 EENCGHET 2 B0 H2/-0TH 5.
AFETE, IR =Y Preq & CPoase & CPonort WIS
L, XhEWIHMIEZ R LS 2RISR ULTR
A3, flz3, FREOFMOBETYHOREERIEH
R EINDE Vo HNEZ E WL EEUGE,
FEHER)TE CPogse & D DIERHEFEEL 72 CPopor ¥ DEESE
HEL kB, X DEERERICHL FHiEEZRATE 3.

BRI, B SN FEZEEEY U COERHAEE O R
R BFEDEBIERERET 2. a7k V= H AR
WRE— A, 7V =ARXZR TR TWBH X —
YOMHED b5, FIEOBEREZMEMNCHZ 2. BEMCE, %
BRICBOVTFHO LUBIO RIS oD R — 22 #
EL, ZIp»ofBEHAT 2 FMEDOIERERILZEHE
%, REOMENERHEEICBT 2 HER y € {0,1} 2 LT
ERTS.

3.2 DIKERDHFEHEE

AHITIE, SRS ERE TR X — > O IEER %
FHINHEE S 2 FIROME RS

3.2.1 NREE & ZEHHH

SEATHSE [5-7) ICHED &, i I hHHERER X — >
POLEBEBEICBI S FHOLMBIC RS o2 #ET
5. By iz o 00Ty, By s ok 2z
V7R WIEFHER 72 7 I O T T & HEFRANICHE 2 2 BN D 5 72
TH3. BEINLRZ—UdE, FHFO2BEHECHEMES
GBI REZ R L7 T, FEORI T TOHMERT N2
HIEESCHEFER %2, DERHEOHNZER y € {0,1} 2 L
TERTS. Zhicky, 2RFCFICEMINIITAHTIE
7, BEORELHROAINC & > TGERY G2 0E 72
DR ZDHDRFINRE T2 e HAEEL 125,

SHAZAR 2 12id, BEEGEO HIEHR BXY, ki
DRERELRT TBIER ZHV5.

o ERRVIBER | ABTHAR, i, MR, KT 4~ 288 (BMD),

HEHIE (Total_N) , HEHBEL (Disease_N)

o BIEVEER - HBEFEARTHDO AL XA v, ERRREE

3.2.2 FiILHE Y R#EEt

EE T — ZIRE O KABER A NEICIS T 5 729, UTFD
IR Z(TS. BIEROKRIEICHT LT, F—EEOERE
WKBWTHIHO T — 2235 38551% LOCF i% [14] 2#/A 3 5.
MHOT =& RIELTWERHEICE, SHREEEEDS B
A7 (BMERDE—O 7 V—7) ) Zilo - BERHOF
BEEROCTHREETS 22T, REOMHA 2 #EF L-mxs
EHT 5.

W22 DN ¥ BRI oM %2 B, E#EiE (N4
XL, BEM) 2Z0OFEHNVEDOTIERL, BEHRKZIERH
PlicEo % MEMHE - E% - Sl o 3 EchiibLizh 73V
ANEROAZHET 2. X512, BEREEEF L OEREE
B 57z, NER ) SN BTEE 2 FEEED 65 5.
MEERREENEE TH o722 ) PREDEEEROEM (4
I57) % PUEMT 2 EHENRBER 2 1Z2 DI W THS. [
BRIZ, ETNVDREERER T2, N4 ZVF 4 MR
ROBHRMEICOWTHERD LN L. FEicoVTE, 7D
W8 R , A (18 L L 65 iEKi) , =ilE (65 %
PE) o3Rpr3%. Zhoh7TaVEBITHL, One-Hot
Encoding Z#MH L THX I 2L T2 LT, MaHETLIZ
U RENS MLEMERT 5.

3.2.3 EHEHEEETFILOMEE

REHHOEM (y = 1) ZFHxRe L, L2 ERHE (Ridge)
8] ZEMALAEHO Y R F 4y ZAREFLEHRT 5. EE
F—RIZBWTHRET 2 ZEH-EE (WBC & CRP DWWl
B ) 1Tk B HEEDOTRLENMENHIL, SHRFOFEELE
LTHET2:0TH5. BRIICE, UToBEWNBEE J(0)
PhHvMET 3 2 2 CTHIBREERET 5.

J(6) = =Y lyilog(ho(2:)) + (1 - yi) log(1 — ho(a:)] + A Y _ 67
j=1

1=1

A\:. ZT, n: Y IIAE, m FEER v J‘_Eﬁgij\ﬂ/ ]
BAZHANZ L, 0 IR 2 bV, ho(xs) © TRER,

M IEAHEAR S X —2 %K T, REFADEAIICELD, HEDE
WHEIEHHZRIMICE N 2HE TS, FHEDR T ICERE 2 8
HADBEDYTHENB RS AAREL 72 3.



ETFTAUEEICDH T oTIE, KRBEBOZEMZHRT S
», DEFAFMBETCOT —XEERAL, YHT— X IR
L7z, FEMERTOREZLIIC X > THEROPHINEHE, HH
T—REED 5 NROFIRBERIRHEEICR D, ETLDE
MR RS2 D 27-0TH5. £, HRFEOTE
ZIEFEICHE R 272, MR (Total N) EERIEEZERK
(Disease_ N) [ZDWTIE, FKHE - MNEED twvwolehra
VI ETOT, FERE GEFE) OFFETVIBEALL.
ZHZED, MR DBERY 2 — L DEVHTIICE X S
W, XDFEMNCEHET 5 Z LS A[REL T2 5.

A H e BRI 1L, R RE» SRS 4 v XLt
(exp(0;)) ZHWS. Zhc kD, FRPREME Vo2 TH
REHIA) ¥, MR Y 0 THiREHEK) OFEEEEN
WHBEL, FEDTIENFAET 2 ER 2 FBANCAHET 5 2
L xHET.

4 ¥ ffi R B

AETIE, RBEFEOGHANE X OERAGENZMEET 572
DIZAT o 72 FHISEERIC DWW TN B,

4.1 ERBRoBm

AEETIE, 7V RReDRICHE S =B Ih-E
FHERA R — OB D, FREHINCZ Y K CHEE R
RELZRT 22BN 5. BRI, FEZAWT
BEIN THBEY 22 0 2GR0 & —2 ) b Tk
R—V] ODENZIUCK L, ZEILRMECHEREZE DRSS Z )
HL7FEreEr v 2lEAT 5. Zhickb, BEOREERK Y
MR ER D5 % E BN i - FHEC X 2 0% MAE T 3.

4.2 RBRT—4

AREERTIE, HWBOBEFRERD S 2015 £ 5 2024 FFETIZ
IREXN-ELNTHEABEFILNTTF—&Zty h2HHL.
AEBRTHEHT 27 —Xty FOFHICH > TiE, XKiRE
B RIREE HEE TH 2 —BAHEFEA T4 77— &4 =
U7 4 TOMBEES (No. 2024 MIL_0004_A001) DE&
BRIz TOF—XEy ME, BEDOTSANS —(FHED
T DS R EL LRI TE D, B EEEEO 7 —
RO TE 3 &5, ERERa— FEORLH—D1TD
NTn3.

K1, REBRTHERHLEETF—XEy FORF—< %R
T BT =7 UEE ID BHICGEEE L, GRERSRENR
W, FHREREIEHINIFGTER-oTWS. 22T, BMI
¥ Body Mass Index DBETH D, KT 4 v~ RIEEHZIET.

£202, EF—Zty MNIBI 2 FERRER Y ZOBREHY
RT. ARPT 58,598 HDEE T —ZMBEEFNTEY, EBOE
FREUGIC B 2 B DHER 7 — ZINEIRILZ S U 72 KE
POSRRBRE RoTVWDE. ZOF—&XEHWE LT,
EOBEBICES T, HENZKN T TOREFROFMMEE M
AETE3.

IO ERRER T 4 T 2D OWTIE, &3 —F

£1 EF Xty bDRF—=

T—7I% Pl P & kg EERETHT
JV pRaE
BEER fig%k 1D, & ID, AbtH, Fis, 1 | ErEER
A, BMI
[SERNEE:H #ig% 1D, & 1D, Hi+, AkiH, B | ¥ =7 v 2
[S=!
IR IE R ik ID, #% 1D, ABtH, ICD-10 | &4
a—p
FRIER fid% ID, & ID, ABtH, FikiH, | Fil
Ka—F
JEHIE R iz ID, & ID, ABtH, #5H, | &3
Wy — ¥
MR IR fi?% ID, B ID, ABtH, WIEH, | M
WA 44, MAfE, BAL
BT AER | M ID, B ID, ABEH, EiiH, | 28 T4
L7 hEHa-F
NA ZOVIERR | S 1D, B 1D, AREH, WEH, | —
EHH%, WIEE, BT
PR IE R fig% 1D, #£% ID, AKtH, DPC | @HIE#H
a—F
£2 EF Xty b BRI OBREK
REA BEH (B)
FLE O E N fEE 12,841
BUE, 8 MERE M CR R 11,044
Jiti oD T BT 10,005
B3 Dt s 9,720
B OEMEEE 5,961
AR CMEZE 4,929
F - FFNREE o B8R 2,016
MERIIRZNE, ~v=7 1,194
TEE - RO ENE RS 888
&t 58,598

#3 BT VRIBIBTA T LAHMBEREN 5 M

EFERATIY | TATL% HIRE
Fifi Fti 100.00%
5 MR A 99.69%
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BT H fifi AR ZEARRE TR ETERL | 58.57%
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DFEHTH 3.
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