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(57) Abstract: A system and method for visualized question-and-an-
swer assisted differential diagnosis of a rare disease. The system com-
prises: a front-end Ul module, which collects basic information and phe-
notypic information entry of a patient to acquire an initial self-report
of the patient; a dialogue diagnosis service module, which provides a
phenotype inquiry recommendation service, a disease diagnosis recom-
mendation service and a knowledge base query service by means of an
API, wherein the phenotype inquiry recommendation service is to rec-
ommend an appropriate phenotype on the basis of the current dialogue
state so as to achieve relatively high dialogue benefits, the disease di-
agnosis recommendation service is to recommend an appropriate dis-
case on the basis of the initial self-report of the patient and new pheno-
typic information generated during a dialogue, and the knowledge base
query setrvice is to query and call, according to requirements, knowl-
edge stored in a knowledge storage module; and the knowledge storage
module, which is used for storing a human phenotype ontology knowl-
edge base and a disease-phenotype relation knowledge base. The sys-
tem is capable of collecting additional symptoms beyond a self-report,
and displaying auxiliary information for differential diagnosis using a
visualization technique.
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AR ZA IR R TR R &, K L B fe] B R R B % AT
G RIALL, JEm AT 200 S Je i o TEH Sy A -

(D) Fdeie A1t
Orphanet IR EE S O IAT HEAE W S 1 e e, — AN W)
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REBUERE Y TMRAT IR SRR RV, AER A, AR, £
B2 L LR BIEO B — B LA o I AT PR Rt BT
RPRTATIER R G — Oy B, PRSIl Rt 2h)n, A IwTa
PN AR P B A R SR

PointPrevy
Y PointPrev

Horb, Probyyetest (DYIRERZEFD K] 565 % (Pretest Probability ),
PointPrevpy LR LMD s K3 (Point Prevalence), Y, PointPreviE i~
P 27 L5 R R R 2 M

BARP I B 25 B R0 T, NI R AT SR A AR
HRH R — AR R R BARE

W PR BT MR RO RURR 2, 5t 43 0ms 2l 2 X g0y it
FEE N EIkH, % H MEUE B SR R 5 2 ) B i AR 2 1)
HE o S50 Ve AT <t 590 R i 2% HARAT DU R ERHRIX Se 1 i) o 36
ZH, WX 2% H IR AR P B AR iz 000 1) m R 2

SRR (FIMAT PRI B N A 22, JRATT 75 228 4H M Orphanet 3k HUi%
PR V38 R A% LA SR AE TG B o FH T 27 Wi ME LY 8, [RILERAT]
KGRI 0 B AE TR WA E NP L RF B K, 4 0 323 DA FF B2 4F
A3 I ) B

R AT MR BN B, FRATT LR A e 49 2 DA S A
FHE 99597 ) e BRI R

B AT PR R AR B B B8, HOBR RO SE W T A LIV,
FATAT T HH AR I 2R3 36 afe LY F7 82 AR w8 B I N RS S N TR L
BIHEAE 9950 (1) i B

W, AT IRAT SR AR A SR RS L, T AR R
e AE SN BT TR B B I AN CE H AR AR R I Leg], B0 U = s 8] A H Rl
A N LR B R IR A N, DRI LG 2 2 AR o o7 281 575 A8
L, FAME BN A 1002 — B 20 1) m IR

(2) BRI REERETHE,

T S R A B AN R AL S 45 B L S M DT R AR FE L

PRATE A 22 3 DU 7 o B ROR LE v B0 ik A T B — R B LR DA S e

PrObpretest(D) - #(1)
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TG AR, B EAR () LM, WRISERERFRE

RERERAL BMK AR (3 HHEEMGEENESBEREL, REHRYE

AR @) HEEMES, SRREA (5 152151 E % .
FES (Odds) HHES (Prob) 2[R AHLE C &

Prob Prob — Odds (2
1 — Prob’ ro " 14 0dds (2)

Z R E SR (Composite Likelihood Ratio) 5.2 3
Pr(p1, P2, - PulD) _ 1—[” Pr(p:| D)

Pr(p1,p2, -, PnlD) i=1 Pr(p;|D)

Heb, PRECRENERYES, (P12 - Pn) € P DRRERT ILIH
DUASMAFTE NG, Pr(p;|D)RoRR B p AL FFRD T IR, KAV
G PHIE SR EER T B B A p LUK EE R e

JE g R A 2

0ddsyosterior (P, D) = 0ddsyyetese (D) * CompositeLR(P, D)#(4)

Hr, 0ddsprerese (DYREF WIFD I Fa i LR o

ISP EL L e g ¥

Oddsposterior (D)

Probyosterior (D) = 1+ 0ddsposcerior (D)
HA 4R AUZ, B0 RR AR B R R R AN HE A e P B ), ARy
RAETH SR TSR LU IR 2o A2 N SRR W R R0, A0 -
RKAR RN G 2. BASKRTE, W TBOmER R R R, vl A
Wi 1 5 12 R B R SR AR O¢ . WS — AN BRIV AR A5 B IR
AR R AL R R, B A% B R R 12500 BOALLOR LU 2 B 1% 9 A
Wiy, BIURLE R T 10 TR — AL YR AUE BRI AN R Y
IR SR, TR AZRAVER R IAZ IR ISR LE BB N T R, BITALL
REE/N T,
() HE N Al A AE B AL JE T B R AL ik
AR ) oy — A BP0 Oy — Rh B R A S S R e 1R
B R B 1k, R N AR TE2 W IR 55 A e o (R SR B3 3 55
ZITVER H AR IS S BT B TR, RIS o 60 M 70 A1 175 10 A i -
REFREC R, WFHEW R KRR A REAT N . 2 E0HR

Odds =

CompositeLR(P,D) = #(3)

#(5)
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BE LN (Info Gain) THH. JEJefi#ol s (Gini Index Gain) 1154
PLA —H ) BIEN G S 2 AIGGI (Adaptive Information Gain and Gini
Index) THE ZAN 51 FAT R Jo 50 ML i i 20 FEBUE T H B AN R Y
S B A A JE Fa B0 i, AR 00 7 45 SR I AN e R Bl — AT
FIGE NG, HEE AIGGL & RRRAUE % G AF 212 i sk
DL o B R AN TR BT, ZR G0 5 L 0 ) S 2813 S B s UK R
TR BEAGI 12 W AN e P 5 A8 IR 2512 W e B 595000 Ja T ME 2 450
R, RG0S T if r] ] 88 2Rk e T HUR /D R BURIE — B TR 2
W 4R

(1) KB Z I8 B a1

AR S B B8 (Information Entropy ) K& 75 T 41457 45 SR B A
M. BREMAT RAGBESE, BB RIERESGHIAFHTEHE, E5
RS A5 B AR, RGELI AR B TR BRI, & MR R R L
D35 A2 LME By BB, FRATTRR 7 Ja e 2= Ay 7 R BB 1
HAAPIREE R, WX (7)) Fron. R GRS A5,
Ui B 2 W AN e MRS, B BRE UK

58 SRR 73 BAE 5 B Entropy(W):

Wi Wi
Entropy(W) = — z xlog

wieW VVsum Vvsum

R, W —MEES, w o ms U EEEW B — o am NBUE, Waym
FORW H T TR AEZ
HRTATERES T 19598 )5 S 2R A5 B Entropy ey, (D) N:
EntropYeur (D) = Entropy({Probposterior ()|d € D})#(7)
H, DREFHERRNES, Probysserior ()R AAHIIA IG5
7R
BA— RN TG B 2509
InfoGain(p, D) = Entropy,,,(D) —
y * Entropy({Probpssterior (d) * Pr(pld)|d € D}) -
(1 =) * Entropy({Probpesterior (d) * Pr(@ld)|d € D})#(8)
Horp, B—T08 YA RS N R G IR 5 B, 58 08 R
Tp Y RIPERS BS540, S0 =T R M p Y IVER B 5640, DR A5

#(6)

13



WO 2024/060508 PCT/CN2023/077386

WIRIIEES s Probygsterior (A)RNTIRAIN o BMEA, vy NBHEREY 7 SO
H, B{Prob,osterior(d) * Pr(pld)|d € DHEGR LR Z M, Pripld)RnE
R lEBFR AP I I, Pr(p|d) Fnm R M p ANEZR d b H B R4

(2) REMZENRESTREOTH

ARWERFEEFE (Gini Index) RFERGIRHET 45 R4, FE
JEAR B T H s I AL E sl g, BLefe il & Tk r, BiEKRAl
LG, MIRPICARTE L T 13 0 Bk o A TR Ja B it 2
ENRIBE T E LIRS B, WA (100 Fis. W% G
koA A A Do b, BUIBORIZ I aE RN Al s, AR (EA
No B E XEARKIE 73 RPCER B8 B Gini(W):

GHUOV)=]:—§SWﬁW(mZ;)2#GD

K, W PMEES, w B EEEWH BT RIBUE, Weun
FORW T I TG R AUE A
UHTREIRES T R 5 S M R A R 4R H0N
Ginigy, (D) = Gini({Probygsterior (d)|d € DH#(10)
HA, DERIRSFTAETFWIHRNES, Probysserior (A)FE NI NG
7R
BRI PR e 4R E0E 5 0y
GiniGain(p,D) = Gini,, (D) —
y * Gini({Probyosterior(d) * Prpld)|d € D}) —
(1 =) * Gini({Probyosterior (d) * Pr(pld)|d € D})#(11)
Horr, B8 Ty R RIS TN P R iR 2R e 4R, B 0N
F R p APHER 4L R FR 5L, 55 = TR p MBI PE RS (1 2 11 35 JE 5 3L,
Hanzdue LERAL (8),
(3) 15 B ad AEE JE 4R 50 B & R
5 AN IR JE AR R A A AR AT M R B Ui Re, (HEA AR E L
AN Ao A5 B E TE E380R, X EGLEdE A X 7k J g
RO E T AREEE R, EREKERAE SR, A EE T UK IR
PTG o TR MBS Wl AR 5 e I MR A RN, R
FLI F) B AR I BRI SR B SR PR AR R 2 W R AR E P s (R W22 Ik
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Jo ST S B i B R A O SRS N, 2R G SO0 Ay ) S0 B 3 JE R s/
R Kt — PR T 12 W A 2l o A RS S 25 R S Je 5 Hd AT
H & NN B, 77 2R B T 5 A% AN e 1 2 R Rk 5 B ATGGI
( Adaptive Information Gain and Gini Index):
AIGGI(p,D) = a * InfoGain(p,D) + (1 — a) * GiniGain(p, D)#(12)

Hrb, DERFAFWIRKES, pFori R, oy P HRTRE
RS RIS S A A R LR LS, T8 R e B BUE S
L N[0,1], K tha n] LLE A H Gini - (D) KRR

SRS, N T REXSWRIRE, A e AL [ HEFF I 25 N H
TERERE RN e — 23R A . oG, CILIRAR B AN a3 kAT
TRECRPROR I . BRICZ AL, X CICAR A IR, BRI ek 1y
NBHE, BRI R T IR IR A, BRI EARR Y
A, $ILRAERA e, RGN,

(VU2 WA X 112 W R Gext iz Wi B 48

FIIA T W RGN Z B AR 3 fos, fEgis e i B ik
T, 2R RE MR R T AL RS E 2 A R AUE R, 21k
) 5 RO Ul e R B I HE A 5 RAN A B AR IR e, R4t i 12
TR IR AN . X2 WAL VELR R RO -

QUELGISE: % S= P EDRFENIERE) B3 )R EPSTIS SRS/ b
NEERBE, SOFEEEFR HAERTER MR R,

(2) RKAAE . KGRI LEDSIDIRSEFER & 2 AIGGI H K
REHATWIR], WP BRI A < AAAE B AN 2 1 (B
Felo, BENT B, MRS, A DT UT B G2
W 7B A BB R S Al L TN TRRAS . T R ADIRE LUK
XF i P LA Ml AR E S

(3) Feiffets. B (2) HRGRMHEL SR E MR IKEL
BIR B B KT IR, ZRGUAR I I i SR A 2t o A I Al RO 1

DAL ik () St 51 0 A e W R B R O SRR e RCR BEAT 1 VRGN U
I 3B 1) 3 DL _E P O A e W B SERE B, JEASA RG4S 1], L
FEAS R I B Ji S 6 Y B A AT A s, b e A S [R]85 s, S A 5 A
AR IR L 2 A
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oM B R H

L — R W AL R 2 U D 5 2 W R 4t LA IEE T, L.

firm UL Bk, JHFHAT ANZ E, REBHIAEBMERE S K
AN CIERBUEH Hiran B Bk, FRAI R 2 AN 4E AT A AL B R BAE 5545 2.
PRI AR N 1 BEAT 455032 W

X2 W R 55 Bk, GEId APT R AER AL 2 R 55« IR 12 Wit o
AR 55 CA R RNAR FE B W I 55 s SRy IR HE T R 55 R AR U 2 A R 1 AR A 3BT
G R R LA BB B T e, JH 7 R SR G0 A A A AT DL % [
CAEAE” S AAFAE? B AN E s PRI WIETE IR 55 SR P T UT AR
SR B 1A E BN A T v AR R R A R HERE S I R
s KR B IR S5 AR AR R iy ) HE T R 55 AR 12 W T2 IR 55 1 7 22
B I U R AR T A (R R

FIRAFAERL, A7 N SR I AR RIAR 22 DA K50 -2 B O AR A
W

2. MRFERCRIZR 1 ik i 5 WL el ARAL 1] 25 2 B 2E 02 W R 48
HFFETET, AT UL AH s,

B AR R TR, s B A E AL AR IS B AL

AL i) & SUE S I TR, O PPA AL LRGSR L
B RS L 0 7 SERL I DU el B AR B, AT 22 A4 2 rT AL AL
JEBUARRAR B AR AN s HEAT S8 512 18

3. MRIEBUANZER 2 P 05 DL rT AL e 2 AU B 02 i &R 40
HAMIEA T, A ERE TR R H A B ARG RN
ML H 7T DA iz A A A5 SR B ke . M AR BHER A
PR B PER A

) 2 A S W T AL B4

RIS AL, s B B R . A SR LA SR L RS 15 L 5

XTSI, BUER & B A 2U s i 0 35 foe K M 11 i B %
R VLECTE L A LRI HER 7 45 R AN e TR

BE RIS, AZE T NSRRI IR IR AL R M 2241 1)
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BN A R B AE A H P

X I SEAL B B A R A, F T s R el i) R A4S B v
Peft )i .

4, MRISACMER 1 ik 528 W im mTARAL i 2 Ui D 550002 W 2 48
FURFEAE T, B HE4 IR 55 R 0 S B N S A TH R B0 Jim B A 32 1 5
X2 TR 55 B AR o) 1 465 TR R i 50 A 28 B K R0

P Im o g M Al T B 7 R

(a-1)¥ Orphanet &1 1R & IR IAT R B 5 — #e o U R &

(a-2) FEFWIRTOFE N, MR B AR B R e M Z, &
X N:

PointPrev,
Y PointPrev

HA1, Probpretest (D)YREEIGD K eI lE%, PointPrevpRRIZIHD
H = B0 E, Y PointPreviZs AT 5 I = Bom R 20,

P Ja SRR T B A A

(b-1) MHEEMERZ A ARG R N:

Prob Prob = Odds #(2)
1— Prob 1+ Odds

RGN (20 K9 510 500 ML 30 e 45 g g Sl 4 JHE B
(b-2) FRAFPIR R BIBCRTEREMTERAL FERUIMK IR 250 (3) 113K

RSB R SR

PTObpretest(D) - #(1)

Odds =

CompositeLR(P,D) =

Pr(p1, 02, s PnlD) 1—[” Pr(p;|D)
= #(3)

Pr(p1,pz - PulD) i=1 Pr(p;|D)
Hr, PRECRENERMES, (P, - Pn) € P, DAL WL
DU A ERIE, Pr(p;|D)RNR M p AFIHD I I AR, AL
& PHIE SR T N B R M p, AR LU IR 3fe AR s
(b-3) WHEAN (D RIS Odds,osterior (P, D):
0dds,osterior (Py D) = 0dds,yetese (D) * CompositeLR(P, D)#(4)
Horb, 0ddsyretese (D)YUEZFE WHD I SE I LS ;
(b-4) MHEAI (5 THERM G KRR Probyosterior (D)

0ddsposterior(D)
Prob (D) = P #(5
posterlor( ) 1+0ddsposterior(D) ( )
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5. HRIEBCHIE R 4 Frads @28 W gp T 44k 1] 25 A B B 2 W &2 4t
HFFEAE T, 25 (a-1D 1, RRmiAT MR B 48— i oy i R R [
VAN

O S BIR PRAT SR Ay SRR 2, IS e % w2t 3 IX 0 hy
“AHFTEE NI H, A %% B e Ym0 R a2 B T o 3
R s SR AR 2 b B DX I <t ALVE L 1 2% HRAE DL X Bl (X
Ui R R 2 H A R DL SRt X Ge v 1 SO0 R 4% B IR 050 P
PEANE iz 1 R 2

@A R FIR I TRAT IS BN K%, I MOrphanet /2 58 BUZ 97 (1)
VI RIR RS LU AET 085 S, T RO A 08 BAE T R R A 9o i Hp 2
G, A i 38 3fe DAY 03 4o B A A SR 5 1 R BB 38 5

AR AT MR B N 505, W) B0 s A s DA A N
I 25098 1) R s 28 5

@RI AT MR B A ) BB R, ELBR AR AR W 3T )L
S, DU A A e AR R afe LLAZ 5 R S aE i B N THE TSN TR
FEABIELAE 9 1) i R 32

OB AT A 2 A B =, MM ABAR G T2 —1E
LI ) TR

6 MRABCHIESR 1 Frads ()28 W T Ak 1] 25 2 B 2 02 W 2 4t
HAFHIEAE T, R RS-

FARE B E T E, EF:

(A-1) G BRI RS R AT e, Al (6) &
NXB 5 BN E WG B Entropy(W):

Wi
Entropy(W) = — z *log

wieW VVsum Vvsum

HP, W —PMEES, w, RN EEEWHF B —u R IBUE, W
FomW I Jo 3= BUE 2 ;s
TR TR A T B J5 S 2 1S B Entropy e, (D) N:
Entropyey,(D) = Entropy({Prob,osterior(d)|d € D})#(7)
K, DRI ERMMES, Probyosterior (A)RASTIRAI & ox

Wi

#(6)

18



WO 2024/060508 PCT/CN2023/077386

MEH
(A-2) H—RBFMHTHMEEEEA:
InfoGain(p, D) = Entropy,,,(D) —
y * Entropy({Probposterior (d) * Pr(pld)|d € D}) —
(1 —y) * Entropy({Proby,serior (d) * Pr(pld)|d € D})#(8)

o, B0 Y HT RS T s 5 I M G B, 3 TN
FAIp NBHVERS 0 205, 28 = IR B p N YERS 11 %485, DRISAT A
RIS, Probyosterior (A)RABIRAR) G TR, y NEATER A>3
B, BI{Probyoseerior (d) * Pr(pld)|d € DYELITLEZM, Pr(pld)Em
RRIpEEIRdF IR, Pr(p|d) R amRE p NTELIRd T IR

KUFEBREOIE, 4.

(B-D R e Bk Fonpmir s fmaig, UAR (9 EX
o BRI TR Gini(W):

Gini(W) = 1 — ZWEW (Wwi )2 #(9)

H, W M EES, w K EEGWH B SR NAUE, W
FoRW T IR T 3= BUE 2 0

LA TR T B 5 M R I A e R E O

Ginigy, (D) = Gini({Probygsterior (d)|d € DH#(10)

HA, DERIRSFTAETFWIHRNES, Probysserior (A)FE NI NG

M
(B-2) BB TR TR BOE 7 -
GiniGain(p,D) = Gini,, (D) —
y * Gini({Probyosterior(d) * Prpld)|d € D}) —
(1 =) * Gini({Prob,osterior (d) * Pr(pld)|d € D})#(11)

Horb, BB—IUN YT TR R BN G SR 2L e 184k, 2 A
FE M p N BRI (R 464 3 SR 488, 25 = TN R B p N EH ML (1) 461 L Je Fa 5,
HrZH0E &R AT (8);

W5 BB 25 B e R BUHAT HIG NS, RIS LA B AIGGI:

AIGGI(p,D) = a * InfoGain(p,D) + (1 — a) * GiniGain(p, D)#(12)
Hrr, DEORITASFIRNES, pRoasP R, oy N HHTR L
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IR N BIR JE S A AT C R BOR L, afiH] Ginig,, (D) KR
N

ARG H RIS A SR & E & AIGGI e KRBT A,
H P RHZ R IR SR AR AR B AN 1 1] 2

7. WRIEBRER 6 ik 557 Wop v 44K 1n) 25 2 Bl 25 0 2 b R 4,
FRFUEAE T, BRI R HE A B N R R R R e i — SR A, 0
i

CIEIR AR SR 3 PR AR X rh s i 17

X CICARAIBAE R AL, BOA L e R 9B, KA SR AT
JEL, AR,

Xt T EC IR R BAYER Y, BRI R AR R BAE, R A AR
i, ANERUDIE

8. —MRHINBCRER 1-7 AR —TUri& B Z Gedk A7 5 DI A B 25 0]
Wik, k.

(1) H P AERT S UL BEE ) {5 R AR PR NS L, &
FEEE RN . HAERYER] L BH R DL B 1t 2 Y s

(20 X2 W R S5 A DR 8 24 B0 IR e kil 5 5 B ATGGI sk
M4, F P SR R B AR AR AN B AN E I
& E, ZJa#EN N X

Al R T, T AT BRI UT AR R a1 i 255 52 A 12 I
BB IRE Z M A S, R E BN . SRR B
RGBSR G 52 5

(3) BEDIE (20, ERRMMERRER AN E T BR{E s &
BB THEARIN s R GEHRIESI9 o B M3 45 I R 7 145 ORI
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