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[ Abstract] In the face of the new scientific and technological revolution and the transformation of medical
paradigms, the field of rare disease medicine, as a cross-disciplinary emerging discipline integrating basic re-
search, clinical practice, drug development, and policy support, is experiencing unprecedented development
opportunities. This paper systematically sorts out the disciplinary connotation, construction paths and practical
challenges of the Department of Rare Diseases, and puts forward countermeasures and suggestions for promoting
the high-quality development of this emerging discipline in China.

[ Key words] rare diseases; department of rare diseases; discipline construction; multidisciplinary treatment

Funding: Education Innovation and Reform Program ( CMB-JYCXGGO02) ; National High Level Hospital Clinical Research
Funding (2025-PUMCH-D-006) ; Chinese Academy of Medical Sciences ( CAMS) Innovation Fund for Medical Sciences (2024-
I2M-C&T-B-014) ; Open Research Fund of the State Key Laboratory of Complex Severe and Rare Diseases (2025-0-ZD-005)

J Rare Dis, 2026,5(1):1-6

HATH . U MEREE IR SRR E (CMB-JYCXGG02) 5 1 i KV BEBE I REHIF Il 45 2% (2025-PUMCH-D-006) 5 [ P& <4 B
el 2 SRR AU TR (2024-12M-C&T-B-014) 5 SEXET AT K 7 0y 4 B 0 9000 = o B8 (2025-0-ZD-005)

SURHASC W, K785, WRF AR FEWREZER &R S ARER [J]. FWHRFF, 2026, 5 (1): 1-6. doi: 10.12376/
j. issn. 2097-0501. 2026. 01. 001.

Vol.5 No. 1

1



SO R AR, R IR E R B
B R g, b e E R R
FAFRPHERY 2R R AR o A A G TR T
HEB— PR B SERIARAT . W AT I R R B 2
BRI, BENBLT 5 W HGRT TBh = 4y
M, CE BRI IR EE | R MR R A
W Z 4B E 1297 (multidisciplinary treatment,
MDT) . Hitt, w2 REas @& i < fEfksn”, m
SRILAL A RS IRAE ), AT R EE & | JEX A
FRAR R AT IR TG, Bl R A G B 4
B, ORI KILR, REBR
WA R B, WKL TETFRRM
“HIX A", HEEREFA, AWELY.
FEHERST SRR MM, AR RBOR 54t 2 81
FREe T, F OV o < IR, T N 48 78
NEBIRALE] M2 RH I EZE R O, Wbl
SR 2 A

I LA UL | M S AR A A B 1Y
Bob2e 5, BT HRARMAR . AR 22 | IR
R ZFERARTURAE, MBS RE. 49
Al BRITRRIRRCE . BORDRERIAL 2NN 5 i ok
() AR X T MDT (% UL A 12 W s
&, VCFE IR O ausss & KRR G BAA
Bl s, RS2 il 1 AE L AR I2 YT bR
PRI, MEAEE AR W | 18 MR 127 R,
WHRIE T 46 20 4 3 FIAR 3 5 T B2 2 R i 5
K,

TERCTF SRR, 2023 4F 4 A a0 AR B aE 30
SEFE LR BE A RE bR R A R T2 S 5 LA X 5 L
WAL, B E 2T, WhREEFE W
W BE S AE S — 1T 2% 28 SO B U8 B Ty s 2
AU WG, AR A A AR LR
P2 rful AR 5 A S, AR R R R I Y R
ARIPLIE

1 FERFEFMBEREMSZOFHE

UL PR 2 B F AR SR I R R 2 3 e, T A
THRAH TR G P EM LR — TR, H
AFRAERBAE LT 4 T3,

L1 SEXXM.: fTHERFERES2

AR TBAHL (World Health Organization, WHO)

B I E SO BT AR T 0. 65%0~ 1% %N . 42

2 January, 2026

BREHFEILAGZ 7000 Fft, il 53040 R 7 L A8 4
TE2.6 /L5 4. 52200, 3[4 DL £ B ot
2000 J7" R Rkt . AR, e, 0T
W | IBIRAFZAFRGE, B ER Sy L BB R 19
b, KRBT IIRHMELL iy 81— L BHoE sl il 5 K
AR, FEOE B B AU S N R, SNRE, g
o LR MRE BB, 7R EAER R 2
FOREESR DHA B RS2 R
i, EMELEFE L KIE MDT BB P RC,
SHMNZWE T, MRS R IR ) iR . A i
Jal AR AE B
L2 fFESEE. KIETERARKE

MZEFHLIACRVE BERHR, B — R S R A
WO AR A S 2 D DR B S v 5 A%
SEANE, DAURBIRTIT BRI S 2Rk e, T —1K
MJF  (next-generation sequencing) . /Mg F/ 43
HIF (whole-exome sequencing/whole-genome sequen-
cing) . RNAJIFE | A=W {5 B4 70 A7 58 BOR 1 AT
WERTTFE RS T2 W R, AT
(artificial intelligence, Al) % BRI 24 BAR
TABAIE . FEA AT S AT IT BT BOR BRI L, 1
SFEWGEE ) a2 alh ., AR ik,
1.3 AXXKMFHE: BEREROES

LA bR — R RS 7 iR g5 i, L
WA SR REEE, RIERERR ., Stk
By, JFREEZE . Ik MDT S 422 ol ot B2 57 iRk
G100 L B A R R A A T A 3 R
NHETE I B FEA UG TE SR 297 A
5, EEREEAERE, RBAS KD, 8
SOMEBE | OB S S AR S A R IR 55 R
X, B ASGRIE
L4 EURERENME. ERIGKRSH ESH

FIIFIS T 5 258 T F A g AR R ) 8 B3R 5
Fi, 00 HSHE | FIR Y R R | BE
TRUEABLRISEE . B LA A A M XTS84
PR A EOR, B S IR RS B L, B
g, FIRESFIRA RS “Hm g kBT —
KA E

2 FRBEFHMEZRNZOER

FUIRHEIRRAG, BRRGE), BT RE
L, XPEERHEBAR I T RGN ERMEOR,



RGP F I R A R R 5 AR S

TEMFIRFRHME R, T REHLINE . A4 B
fh, BI7Pa. BIHERNKEOER, B “&
IP-RIE-ORIE” PR ER SR R, VIS4 TH 5 W 12
JTKT 5 B R

2.1 AREMBERFNEZBRNEEZERRA

(1) “#RbEEH, FURE¥R EESRTEL
SERMIME R I SRS W iR R PR
58, FERHEEIR CRITE. AR B, AR
BHSAT RIS PO T, WEIT2 . WE . g
BHADU RS- &, e RCIERE 42 B A B0 A7 2 R ik
TREABNARF,

(2) MDT . MDT 453002 Bk 2 UL iR 12 M
R S, b T i R BR e e R ) T R A LR
MDT 312, #4550 (R 38 19 F- S 8012 i () N 4 4745
R4, BEIFETREEL 90%, A MDT #4281 4
JUHRAE T SEEAR

(3) @ “Hun-RIRSLET Mg, DIER
YAIr O s, XIEE B AR AL . )2 BRI
Hfilfh, LHEIE A, e, 2N enE
o ALEH A EE B A Sk S Y 4 [ A WL 29T UME
W, HEE R 419 RERE, W6 1 FKERREB,
33 KA RIEEBE A 385 GEpL 0t L e, A6 T B A IS B 7
OF R BT B IR AR S SR, a4 [ L
1297 UME R i 3 il 2 AT R 29T R 4R § 3
fF, FE2EREE N InEE AR Lk l, #E) MDT
X, FTEN AR S 2ME, 4 e EsE
WG UMER 2 1 & B T, S -
XIS = RN HE AT B T IR S AEA,

(4) AEZSBZOHN, BEBEY. s
Wi, LR BRI R, TR RS I A
VIR, NEZRFEWRWE AR ST, RE
AR,

2.2 AAREBERFRNEZBHZOTA

(1) WFRFWREHEN. KIteEF R
JPOMEM , S ARHEALKT VIR R, T B DT 2% D
MBI SI297RE 1, e 75 e s AR b A L R
HEFW” WATINEE; (2) @#ansfeFmin, 4
ZAE BTV AR, BN FE WSS W i e . 0
R RIS AA BT, (3) EERLEHAFTS
LAVIARR . M s Sk FmhLn, Eid2eR
W b0 EREmEEA, R s s A
PUMPRR , #0297 K5 E bRai iR .

2.3 BIrFERRRFNRBHEALIE

(1) S5 DL W PR KOG P 5 e R A A
DL I S S0 1265 A R AR I 2 57 DL T S B A% 0 8
o MR AR, PR EZFE IR TN RS (National
Rare Disease Registration System, NRDRS) iM%
VLT S 9 TT A, AT 249 NFEILIERFTEBASY ;b
PN e 5 DL AR R AS R R 7 T AR A1) DL
FEUEH R H R 30 RTT I AEWREAS, 2 DU &
THLH PR M2 T A BE0E T Sl

(2) JPRERERMBIZH RS LR E RS
ThEREBE A ST G AR P - KRB AL
DAY | DAAE 5t BRI e w25 o o B o W 5 . &
KPR RN Z A RHERLZ 20, IR E I
TR RS MR o S, o A R 2
EIRSS , ARARTHFE IR ARCR, IFIESs T iR
G AR5 S PN Y NI i - A Sl RS S PN
o B2 e B T B e 5 g 25 ) A ) 2 AL i e PR A
RERIZ I R SE DeepRare, 1 BILLIG IR = VT2 W7 L 4
BAR, R REAMESE MR S SR, SEELaT AR Y
FhieWr; & HREEREE SR SF T A 1 5 WA
BRETi & SR RG, EARERAER, Bk
PEMLAE PEK | AR PR R 25 2 Wi il b JE A 4
HORGHE . SRR A 52T 55 5 A TP RLEOR A R B
ey e i s R UF B B SRt A Y < WRNG - R, F
T ) LS WL Y G AR BUE | A2 HER
7. AR R IR REROEL,

(3) #ymBEa2S5HeH. FhE EFa
SHRFBES PR IR U, AR B WAE R R K R
BRMLIF 8T, THFEWRZITN B —2n
iR
2.4 MERBRREFREZBRHKEZRE

(1) WFFIERIETE S IR RAT SR, SCB I
IR-BHIT-F2 0" B RETREN, BRER AR R W &
AL, L5 AR K2 T b il SE B )R, T A
“ DAl R SRR S BRI TE , DAL A 98 e S 45 1l R i
7 RIS R (2) AL EER A OE S HESh AR
PIRYY . BT A S AT RO 1 i RS HIS% 4L,
PREE UL 25 BT A5 5 U 2 et L e AR, HESh
FALOR B AR, (3) s A, E PR S 1E
HEE s, Wt E N JEETES . 252
RZ O Im RIS, TR A b A R S o e
BT,

Vol.5 No. 1 3



3 ERRESHNERIR. BRNTRSH
EEs

Fos T RSB e R L 20K E) 1y, db s
PR BEARFE T 4E FE 5 Z 2 RHE#, E3) nl i iR
B, KFEN 2 RILE T Fem L RE
R, TERBEHCMOR B HEA -, X MDT /97 0
Wi K SRS B s F A S BT 2 D B o B A A
lf, REE T A SR B A SRS R R
T2023 4F 4 HIER MO FE I ARG, st
BEpife R IFE WK G 1112, 5 IR BE = BHis
B, b s 2 F 1 T B 7 LR I 2 Lo 1 A il
SRR R T R G AR SRR E, HA R
BRI,

UL B 2E RV SE R TR B AR | L
MDT S HEfill 39 5 W27 A 8 5 By i =X [RIiE,
FEELL R R i) MDT BY7 R IR R, L3 LG
H 10 E PR i 4325 (International Classification
of Diseases, ICD) s AINTF, FFREFTw Wil Ko
O GRS LR G T B AT 8l FRE T
TRBETT B | R A AR, AN, TR E
A e 2 Ui A B 20 e Wk S A e R A A
REZRILP ) S mT A B AU P 2R 2 DL B2~ R e
FUERIRE, B AR | PR IR
Ja AR S B E FA BB, IR < I = S
AR EE S NSO AT T, AR E 5
BHAR, BN IR 6 B B A o A B 57
BERR, R TR 2 e S 5 77 LA A 75 e R S 2
MEZAREI M EARNAS S A B R RS2 B 5L Al
L, P IR E MR R P ER T
W FI BIIEIIPE . FREEFR S i S PR AL
WA Z MR AR AT s S, Feor RIEBESY KRG
FNRIE T OUWER . 49K, MEZ O3 Kb
FE 7 BEIT LA, TR IR 2T K 2 28
5, WHOEIREZH, WRIESFKT | @k RLEE
PR, P, FUWIREFRIRE, B EARE
SRS SE UM RN S B A JE s 1=, 455 S PRtk — 20 4
b, A FE R A S nl R Ry,

4 FERREFHHILHE
R, 5L S A B0 S AT 1 I 22 T PR A

4 January, 2026

(1) FIRZ EmARBIR R M A E 5= 5 0 T
EHE R, ZEITREAKE . AR ATES 5
BOREA—, (2) #R T 0w RS HAr 50
ML MARBII A E R E R R H R, ez
PhSL R AT L AR TR S LI 9 SR, i
MNAMBNEBE, (3) MR R AR, =5
— W BE R AR S IbRE, 55 AR5
UL AR AR G, )2 B 7 HLAG A 55 DL 1R 01 E
T, (4) WHBAXMEL KR, wRkEHEES
PRI I B S B S A LR S R, A, T
BB R A B R GEATE R 15 Hp I IR 45 )
M, MDT s A7 808 A FF 8T, (5) 25l Ktkf
FRARTE: EC L a5 WA 2500 a4 fl, ik
TS EZKF, Hamm Y RWAER, &
HEITRMUE . (6) BARILEALHI B 5w
Wy EL, BHIPECE R A, L RAT R BT S
WA Ik, (7) BITRIHEAFAEM ST, JLE W W
KR, BEFE DI, 25 WL
A0 AT, ESON R 2 0 3 LB 5 DL 8 A
AR R ST 2R A IR

5 ENERNRFEMNERERRAXREN

51 TR AANERFRL EREK

T R A A R 2R A W s 25 R B (4 iV 4
B, WA E I BT — IR
R R, TR EC AR B, BT LN
WEHFENINF . DLEWIR 2T IEMN 542, L
MDT Jy3Effi . LL=% (NRDRS. [ % W52 I7 iRk
FEERGEMEZRFIIREYG) PIE (FWWN
I AR 2 R AE R A ) &1 DL I A
KB O B 2 T . 25 R
PREE TAER R, (A DT 6 30l 5 2 W 2= ) i it
i KSRGS Z Pk, FWRPA R R EY | F
SRR SR EE RS TR, M2 30, B
PR WPk 27 REE . Ty, DA SRR
0. PMEREERE AL N S HE 48 1 5 LAl T
A E B, B R DA T A
“CFEWIREE" FIRIGRE ST RIGRSF, X
eI G E , TFRAI I — R kb5, #r
MR R, DU A A B A
52 FERIE: TEEREFERREZHD

PJIRVAY £ 2 Sl T I NIENYA o 2.5 N U SRR 5v S X5



RGP F I R A R R 5 AR S

BIBNIEIRFRIE R, IRIEE KPR, #ixE “In
IRIYT B2 F 53 -2 W P AL 50005 A8 J- N A B 3R - 1
PR fE” F—IRmE R BTG E = DO, B
St I HOR SCHEEM 2%, ot BB DA D 2 LR 12
I7 T B SR O BB R (R R R s, I
I P T P R W AL ) 5 5 D . R 2 B
ARG B IR R, ST IR 0 98 1Y)
BARARAT R A A R IR IR L DL L 25 B R
MG IRIGTT T ml, FT AR 22 SRR A X F L
PRI I 3 PR SR ms, HESh (R B EOR . AL, B
.MU R, T4 QDR R 7R 5 R 2T
MR, T e DAL At ATF 5 B0 16 R 107 FH 1 44 2% BF &
Wit
5.3 HESH. TEEEMEHRHEX

PREZR I BRI s AT R #
WARLTP RS dIE | B S PRA e  BE ORIRFIIR BBl
il s HESH A L st A% AR O A, S0 5 DL B O
B2 o 5 W L IR IE 3L 4, 8 il DR R F
98 HAL IR IR-s LR -2 BRI B2 T B
A MR LR G . B MDT Ak i 2 W
W EHI IR R 4 G BT 5 R AR 4L 58 %
MG E . BRI R, HLHIORBE 0RO AR, BT
T 22 RHIMEZ IR 1 5 0 S BE Mk K 12 W 2 0 R
#, WML FEWRESREL . 2R EY
BITHE R .
5.4 HFEWEE. RAFZNKRISITHEE

G A R 2 T U E M BA R, KR
NRDRS'", S AR5 . 259 Wa 5 BOR PEAs T
VETFRE . AT H AR RTIRASZ 16 1 22 5 5 A5 245 119 485 4
b, AL ARG L E A5 B, &
2% RIS A e R B R B I PR B A DL g
BITHROR, A RORACE SR, LR, U
MR - KW AR Y P — ST R R RE A B2
T 2R 0 0 A Ak Rt B A R DL AL KR A
HARC B G EPRTE, WirEE T w2 yT b E s
S TR,
5.5 #aHiE: BESTEGSSEN

BB EAL, AR ES . BAM, Hik%
F S 5FEWRRRE E AL | BE OISR S R
TAE, Bl I R AR A S B
S EIRF WAL AE, S5EBEFELR 2
SRRl e, 48 IR A 4 Bk A UL A B b i O
AL,

6 /N

PG R G, AU — I R B Y
Bor, HR—REAHE IR ZE S, IR R
DU e B LB E gL,
CWBHRIXE T G BB, N R2T
Wi “RGEGH”, BOL LTI FEWRESF, &
SRR HE S 5 UL R G2y e R R IIE R B AL
T BH AL A A I B =B — 1]
BsERl, el E R E R RN LU I
ARG [ epAhE . AR AR
AR, A A RHA R BT SEE | BOR BT Y
SRR WM FE IR R Y H AR 4, ARk 5 UL 24 Bk
SCBUH R B A K R, O B 2 5 DL AR R A A
HIESL

EE Tk
R
FISSMZE. ALY ERRALEAZFE,

IR T XL FRE;, RFHH v XL F

2 % x M

(1] SJET. @b E R ko 32 U REIR Sy 4 ikt
2 F AL R KM A 45 iy 2 ——FE P E 3= 50 58—+
WeEEMARK S EMids [R/OL]. (2022-10-25)
[2025-12-25 ]. https://www. news. cn/politics/ cpc20/2022-
10/25/¢_1129079429.htm.

(2] JBrtedt. P RO TR — Rl ) i B A5
TETAE TR 2 7 G2 IR 14 T 2 D35 40Dl oo A i A I 407 o
[EB/OL]. (2021-04-20) [ 2025-12-25]. http://www.xinhuanet.
cony/ politics/2021-04/20/ ¢_1127349282. htm.

[3] ki, skd78h. dCo b e e 2% W S 2 B g B A 45
[1]. EWIRIFE, 2024, 3 (2): 164-167.

[4] Nguengang Wakap S, Lambert DM, Oy A, et al.
Estimating cumulative point prevalence of rare diseases:
analysis of the Orphanet database [J]. Eur J] Hum Genet,
2020, 28 (2): 165-173.

(5] BrHER. RLOWTE 2000 2774 FpEE — FEm
PARZR IR L7 5 R < X [EB/OL].
(2022-11-03) [ 2025-12-25]. http://www. xinhuanet. com/
2022-11/03/¢_1129099496.htm.

[6] Szasz TS, Hollender MH. A contribution to the philosophy of
medicine; the basic models of the doctor-patient relationship
[J]. AMA Arch Intern Med, 1956, 97 (5): 585-592.

Vol.5 No. 1 5



i)

+

=
&

Xie J, Jin Y, Shen M, et al. A patient-centric, coordinated
the
consultation program at Peking Union Medical College Hos-
pital [J]. NEJM Catal Innov Care Deliv, 2023. doi: 10.
1056/CAT. 23. 0297.

WA, AU, e, 5 FIREARHRRE 15
AR (1] MR8, 2024, 15 (5):
1224-1229.

RULE, skATH. W2 ST M50 6 2 UK
R [J]. FWRHFTE, 2022, 1 (2): 93-96.

R DAAERE AT, FRE DAEERRI AT T

care model for rare diseases: multidisciplinary

REWIRSITHEE (2019 4Eh) MEA (E I ER
(2019)198 =) [ EB/OL]. (2019-02-27) [ 2025-12-25 ] .ht-
tps://www. nhe. gov. en/yzygj/c100068/201902/073540e
8f83h4a54a28684d23e2ae2f5.shtml.

[l R DA R I AT R T EN R BRCR KB A 4255 86 1
FIBFRAISI IS (2025 4ERR) B9 (E TIpE
PR ((2025) 252 5 ) [ EB/OL]. (2025-06-17) [ 2025-12-
25 1. https://www. gov. cn/zhengce/zhengceku/202507/
content_7031426.htm.

(k. 2025-12-25 FH: 2026-01-13)

iR R - BE

(ERFHR) 2026 £

(FRAAR) AMBREAREENALZY, PEAEFAFRLTHAFER, TEERDRE A5G

WEFELF 2021 F2ERHABmEFNR AL, T2022F 1 AEXER, BRSATFLIT, KFIZF
BAH Az A (P EAEBE LT R, BB XA Scopus, DOAJ 5 B IR & 2848 F KK,

AFEBRIARERZRANITFT, £ TREBNINE LB . 58RI F R ASE,

LRABZELRFIRAARERTR, BRMEF N RELEABES BRESY, #HLESY HF HEPAIB
REAFREFTEOFHNE, HREFHAR, INEFELRMEFRABEHEE, HBEARFESZFH
RBEAE Foth %,

*“:i\

AFVREAHIE, £ REHK,
ERABBER, HFERH, ST RFLR
R E R H AR SR AAS |

AF| P4k https://jrd.pumch.cn

48 H AR A

jrd@pumch.cn

U3k AT W AR AN E 15
B 7 935 :010-69156282

6

January, 2026

wE. ERE, FFhEHER, RIS,

4 FRmeTE . BREE, IRILE S



