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| IESBEENEHSMMERFAN IS IRIREIE

Fi: IRBETRER

1A15H, TAEETRERIIABMETERG AT CIAEFSHKRIERE
TR IZEBRRREMER. INERE) BERN, BRFMPERM. MR,
EEANLH. RERMEEMESE EBRR BRI RBENTFEINERBRANIAE 112
ISSRERE, FEUH I2ENRmMIZET MM ERS,

JR3L s

http://www.jiangxi.gov.cn/art/2024/1/15/art_21221_4760520.html?xxgkhide=1

| PEERFEERR/ALRERFST SREFSENRFES ML

FiE: PEFREXE

1A5H, PEFERHREKE/ARFEARSTSREFZHUREDZEILREF
I A=, BAEE, ERMNERFREEFETEREURFEISEAS
R, BEEEAFWES—WEERR (LEBKEBER) MEHFHR. MHER
RERNERFREEE. O KRFEAEREEEHE. IERDNERFEHR
REAREEZER. PEFMFREKERITESKEMRADSETEEZRNEE
EERMRIES

JR3LEE

https://www.chard.org.cn/detail/news/1992
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PEIFER B E/ACRERK ST SEREFSEENTI0H
{FLA Y IL

FiF: PEFIREXE

1B78, FEFNREKSR/ACRENRZT SREFSEENLT O EARELE
BAMIAZ, EBERFHBEUERBERBE S ES BEENTINEA
K, FRRFHARERDNEE. BHERARFEREREFHEE. ItR
MHMEREFHEE. TEEEAFF_MEER (BHER) EFEHERELT
BIEK, EEARFMBLELUERS A, FEAFHRERAR. WARKFEFT
EER (FR) ERAEEMS.

RS

https://www.chard.org.cn/detail/news/2006

|ﬂ OEEEFE RPN AN ERESR

KR PEBIEFRE
& Kk, T8, PEls, KT, T
XE8: FMIREE; EWE; SEESR

HE:

HEY: SAREEEE RPN AR HEIT CEEE, HUBRHNARN
BSMIK, ASEZTHIAREHESE,

Bk BRARML TR ERMARICERESRIERm NG EZFER, HE
wZPubMed. Web of Science. Embase. MEDLINE. CNKI. WanFang Data.
VIP. CBMEUEERMEXMAR, MENRIYANBEE2023F681H,
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ZR: HHANBREXE, MREEEENRMEFEENVATIREE. H)
ZH. AYEEMUNMARZFSESAE, S RRAREHIRER. MiRRER.
IRHEIE. FIRRRSMAIRF0E,

Zie: MIREEEMESMAZRER. WEERBRMUM 2T REYH AL EE
TRHIRRER, EERERATGEH—TRINH,

JRS e

https://kns.cnki.net/kems2/article/abstract?v=TmrGBFWiZ[1jtMwJbDVs_11tSu_6yDgcJ2iJUbYCi
cjbFk3hw8ATESdU9blahOIEFa_SfLDiPQIRii2WtFx5Qi8rq2s2yFVHLD7_g9GGr0C0S9fthnvdHg5zPtf6
976_3sTI1RyCwC_U=&uniplatform=NZKPT&language=CHS

| euhkmEEREIBENRGSESMetad

KR PEZARE

¥&:. BRE, ZN¥E, B=E, £i

X8 FEmw; IRRE; BEMAE; RGN, Metaf i

e

HH: REMESITN2XKORFEENERYAE, ISEFAREXAYE
HETENA DERA TR EEM SRS 5,

A HBENERPEMM. AAEE. £EN. PEEMESR XESIERE.
PubMed. Embase. the Cochrane Library. Scopus#IWeb of ScienceZE#51E
B, WENRREERBEXAENENEXE, WRNEIYNEEE2023F
28, Tk Ek. REGEEN N XEREG, KAStata 15. 14 R A
Ei#1TMetas3 17,
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https://kns.cnki.net/kcms2/article/abstract?v=TmrGBFWiZl1jtMwJbDVs_11tSu_6yDgcJ2iJUbYCicjbFk3hw8ATESdU9blah0IEFa_SfLDiPQlRii2WtFx5Qi8rq2s2yFVHLD7_g9GGr0C0S9fhnvdHg5zPtf69Z6_3sTI1RyCwC_U=&uniplatform=NZKPT&language=CHS
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R REBMAISEXE, MNARHNERYBERSMNREESS1790.905
0.46, EARKGNALMEEER (EQ-5D) RIERNENHARES (73.7%)
Meta P ITERER, 2IROAREENREMAEN0.69, 95%EEXEH
0.65~0.74, B¥. . EREZERENAESFI70.79. 0.70. 0.64; +H
HYRENREMBAE (0.64) BTFFAFEINHMHNESE (0.69) ; FEERE
BHARRRMAB(EN0.55, BTFRIAEE (0.46) , BRTFEMAKXER.

Zit: TRER/MXMRERAE—ENRRYE, REAERMNERFEEEER
AESTARYTER; MEMARTERENNE, BRYBETHEERBPE,

JR3 R

https://kns.cnki.net/kems2/article/abstract?v=TmrGBFWiZI0pcrGsW8iCzD-pG1lrlypvlY1Q1N8rwA
XVPygCfJéwnEkwCzYeCpsielfteHYdX-t9Z_s9K5mpS2IGNFe7rdgneZyJ3AnzTzMSO5hEeBGZvIXPV
Bm3pK5NbJ3e9otiqEKI=&uniplatform=NZKPT&language=CHS

| PESARENS: TR, PiSEY

FiF: BELFHR

E&: R

Xi@iE: ER; RENG;, ETRSERE, HofNRE, EZRKRE

T

L, RESIMXRIIRRRELENRFRENG, GEETRSFE. ol
RRFE. ZERARME, TLEER, mRRAMBHEIR. 2TTRSENTE. &
YRR RZREN R E. BERSENFIREEF, X, ERURKTLE, N
SREDIIEXT, MERAAENRERENGIHEIR; MRELFRZITRAMR, AR
WRZITIRSEES; REFENRAMNSTREZFEESR, BRAELKRARA
KitE; REGAEZER, MRELEEENERRZEREBRENS,
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https://kns.cnki.net/kcms2/article/abstract?v=TmrGBFWiZl0pcrGsW8iCzD-pG1r1ypvIY1Q1N8rwAXVPygCfJ6wnEkwCzYeCpsielfteHYdX-t9Z_s9K5mpS2lGNFe7rdqneZyJ3AnzTzMSO5hEeBGZvfXPVBm3pK5NbJ3e9otiqEKI=&uniplatform=NZKPT&language=CHS
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RS

https://kns.cnki.net/kecms2/article/abstract?v=TmrGBFWiZ|3rs7Vk52P-YS7TdZncmyOQWS8hRhrFe
7Z1-azmmFH2me7nu2YEfRA43d0jTgPegM5hZES72cHra tJWB-8xy n8LadfeA3GTmldUtImMVNa
plvi6liWrAaM7efSBhfQ59 0=&uniplatform=NZKPT&language=CHS

B FFLAMEEHNF AR FEHSER KR EER
SERNEIAR

Development and evaluation of a patient-reported
outcome measure specific for Gaucher disease with or
without neurological symptoms in Japan

3KiE: Orphanet Journal of Rare Diseases

{E%&: Aya Narita, Yuta Koto, Shinichi Noto, et al

XHiE: XER, BE, BERSERNE, £HRE, HRAE,; B&RF%
XigmE; BE; ME

HE:

H=: XEYE (Gaucher disease, GD) B—MENMABMAEMEIRE, HmEXR
MEEEREEXEDFRE (Health-related quality of life, HRQOL) . $x31%!
XiEm (GD1) AAMNEBEIRSERNMEILAR (Patient-reported outcome
measure, PROM) REREF2E (GD2) F3E (GD3) HEKFIEM X%
(Neuronopathic GD, nGD) B#&. AR AT —MEHRFFIEGDIEEME
ERGERVNETE, BEXHANGDEEHITIH KM ESE DT, FHLUtLHEM
BIE TnGDEHARPROMEZ B, ZEit, AR T R1IEBERESNGDHKZE
HEENEERSER/NVEILE,
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https://mp.weixin.qq.com/s/mczyIQzDwrDNamgNkkIZaw
https://kns.cnki.net/kcms2/article/abstract?v=TmrGBFWiZl3rs7Vk52P-YS7dZncmyOQW8hRhrFe7Z1-azmmFH2me7nu2YEfRA43dOjTgPegM5hZES72cHra_tJWB-8xy_n8LadfeA3GTm1dUtImMVNap1vI6liWrAaM7efSBhfQ59_0=&uniplatform=NZKPT&language=CHS
https://kns.cnki.net/kcms2/article/abstract?v=TmrGBFWiZl3rs7Vk52P-YS7dZncmyOQW8hRhrFe7Z1-azmmFH2me7nu2YEfRA43dOjTgPegM5hZES72cHra_tJWB-8xy_n8LadfeA3GTm1dUtImMVNap1vI6liWrAaM7efSBhfQ59_0=&uniplatform=NZKPT&language=CHS
https://kns.cnki.net/kcms2/article/abstract?v=TmrGBFWiZl3rs7Vk52P-YS7dZncmyOQW8hRhrFe7Z1-azmmFH2me7nu2YEfRA43dOjTgPegM5hZES72cHra_tJWB-8xy_n8LadfeA3GTm1dUtImMVNap1vI6liWrAaM7efSBhfQ59_0=&uniplatform=NZKPT&language=CHS
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Bt BYHAREREEHLRELERERZCHIXEREESNMAE
(2021%58) RERBEE (2021F108E128) . PROMIEGE=1 8%
$1. 2859 GD1 PROMEIE N HIE, FIMOAFFAZE. BE (WER
HBIPEAE) ESRBRPROMHIBEIHARHUE, S2HMGDEEFIHDIIEH
E. RITETHRBZEMEXM. RE—14 (Cronbach's alpha) FMEMIE
E (Cohen'skappa; RIEXEZE, EIFRE2E)

ZR: P7HEL6ZEE 3BCGDIEE; 6BGD2EE,;, TEGD3IEE) M33F
#£E& (9RGDIE#E; 138RGD2EHE; 112GD3EE) ST FIRAEMERA
&, FTEGD2EEM=52— (6/18) MGDIZBEWRERIFEIEE NS, F
BN ER, GD2EENMIBRS, GDIBENAIERMK. EEXNBESD, K
M-S (B1&Cronbach's alpha=0.898, %3&4950.916) , #3345
MENEERS (13/1670% B 8kappa > 0.60) , EFE1IBIHEERE
(12/151 % B #kappa < 0.60)

£ HRFLAH—MIFETENPROMIE, JRATFESMLEMNGDESE,
HEIEGDLIPERFE1IME2E, EGD2HERHE2ME3ES, EGDIFFE
FA%E1. $£2ME3E 5,

JR3 R

https://pubmed.ncbi.nlm.nih.gov/38183145/
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M BATFarEERNINILE: FDARE. IaRIREE. 38,
1TRF. g, SEBHEMZH

Partial orphan cancer drugs: FDA approval, clinical
benefit, trials, epidemiology, price, beneficiaries, and
spending

3ki&: Valuein Health

{fE&: Thomas Michaeli; Daniel Tobias Michaeli

*$#i7: Medicaid; Medicare; FNJLEINE; TELY); wKRIAKE; YA,
Y t; RITRT; SEFR; MBoM)LE; g, THEREFRH

HE:

HE: (FM)LZEZE) (The Orphan Drug Act, ODA) BFIHRTIHEBHE
FREFENRLY. B2 L ATRNBATETERLRNELR, £8RAN
BT ZETHNEER ™. AMRDITEZ A TREST I LANHEA.
AR 2 W 1B .

FE: HEEEFDA# &R FTAS5MEEGENER 1707254 (2000-2021
F) . RI\EXXM. 2REHRDIEHARLUKMedicaid. Medicare#iE, X7
110M70) L (REERFENE) « 22MBHM) LA (EERFMIERNRK
EME) A38MIAEAN) LAY (REIFFEIFRENE) RIFEH#. K. 5.
TTRE. M8, REBHENZRERHIT TR
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Z5R: BN TFEHLIMLAMIEI LAY, MILAETERTATARERK. ™E
EERSNMRMERR, XEAYERETRNIERERNNEZE. B2
JLAMNFE—ENERE T &N ERERRIELAT) LAV 1F, ) LARITHE
EEHRERK (PAER: 4.0 vs. 2.8 vs. 2.8, p<0.001) BE#HEEEKRE
(R {u#k: 5.1vs.2.5vs. 3.6, p<0.001) . #l)LAFME D) LAKB NG
ST IEMILE (Pfugk: $17177 vs. $13284vs. $12457, p<0.001) . S3EFR
JLZSFNTRN) LZ5AELL, EB A0 LAY AEL (8790 vs. 4390 vs. 1730) FIEF
ZMpRIcH (§570vs. $305vs. $156; BBfil: BH) HES,

i MR LAWK E. BEAZHKASIETEM) LAERBM, HRE
TEALE, HRRY BIFMNERE, mHEBFANSTH, B LANZH
LB IR E S FIT RN [ AR E PR &R H1TIE o

JRS e

https://pubmed.ncbi.nlm.nih.gov/38244983/

BUNERBESEMEEFIFERNSBIFITHE? —BURSHE
R

Are the European reference networks for rare diseases
ready to embrace machine learning? A mixed-methods
study

3KiE: Orphanet Journal of Rare Diseases
{E#&: Georgilskrov, Ralitsa Raycheva, Kostadin Kostadinov, et al
KigiE: ATE8E, 12U, ZHRIER; BUNSERLE; HBES,;, FENK

| 09 |


https://pubmed.ncbi.nlm.nih.gov/38244983/

ENFHREFARARLE

are disease policy and academic trends

HE:

B=. £ (Rare Disease, RD) ZBHEMIZHTEENEIFFLLE WERESE
FK, M2B’FES (Machine learning, ML) HARBEREENRHREX— ABEHN
PHERE, SMRETREZRMMNELRSE ML (European Reference
Networks, ERN) BYGAXXLERL ARBVHREERIZ 30 M EL N FBE 1T,

FAE: MARARERZE, fHITELEE, HE#HITES/NARFK. AR
RFBAETHREEWVAR, EBHEIE24KERNFPER—RBN A

ZR: FHRATHNIRBERNEEN423MEE, S5EFBRTYIMLEANT
BMERER. DB ANARBZHERERREENEEGR, HARES
IRRER, HRTRZIOXEHFZARNEIN, BB T HEEMIGRSEEPIE
%M. KZHZIHEZIFEMLEARDIZENTIE R — eI HE B HFAIED
o RKZHERNERRIAN, TERRKSFEAN, MLAERRRFELRIZE, XL
AR AHZRIBIIERE . E/NMABREBEHER: MLEABHEKX, HHAIA
ZREARNETRE, CHENELRTEETELM, BT AISRERAHIE
ETREEVAGHZOEESN, RIFEINNERESHARARBYIEME, LA
RERNBERUENIEYE. BEFTXRRARER, RINNETARESHAR, UT
REMFEEXENRRMAE, SEEEARANEL.

Zit: HAREM, REAMIVAANRZEK, ERNLEMMZAML A (THEHZ
RDUEAIZUT T H) MrmmiiE. EFREZ VAR, ARARG. Bl BE
HIEEMEBEALRZENBEANESSEN TRILEE. BRERRURREIE
BIZEZETMLIEANIZHEREXEE,

JRS e

https://pubmed.ncbi.nlm.nih.gov/38273306/
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ERBRSEADSEXRELEFTNRSTMERNDAERLS T, ATPEFEERE. WARAZAETEFR
PEEERSBEMRAOLUAAZERREFRAAPLENFRREAMNAENFEIRE, #xl%ﬁﬁﬂ%géﬁ
B “FIEEXENA T I AERENTENRERR £, THEEAIZENRVINEXBRSEARAERR, #

HE IR SRR $§ELL£$?%W&% mm%*mu,t%&¢mﬁ$ﬂmﬁﬁmm\E671\%

%@m&%*ﬂf%ﬁﬁkikk,%opﬂ FFEMIRNBRER, #—PREHESNENFENXE, B

WARNRBELRSE, RNEH %*ﬁ\ﬁWMW\E%ﬁ\%%Z@%Eﬁﬁﬁ,%&%ﬁéﬁ,ﬁﬁﬁmﬁ%

ABIIENRRE

ENRBESFADSEXTIEZEGRERMAEANAS: —BMIERE. ETFFRER. HER. EUHEEEN. EIR
R, EEFDA. EREEEMAROrphanetZEARNESF MM ARSERNRERKE. HmETEAMN)LE

ABINESHEXEN, Z2RMPEXMM. AA. #Z. PubMed. Web of Sciencef1EBSCOEFEARERTI IR ZE LUK
Orphanet Journal of Rare Diseases. Value in health. Intractable & Rare Diseases Research. Haemophilia.
Expert Opinion on Orphan DrugsEEMMEXNASHICEAXTERRISTSHE. ZYIFHSHA. BTtk
R, BEARLBREFERMNFEARRARMEIENFEARTDS,

PEFENFHERZERPERREEREERER, tRNHER. FEEAHEESR. PEERNS. FERREERF
2BXRE, AEREFIRISTEANETIN. Bk, BF4HR. EATIVFTFERKSERNEEN. FEFE. &
EENZRTE. PEFIRKERRS FARRMEBEEE. EFEHE. AFHIIRSNEESERRS, AREFERNHEEM
BEESESARISTRNREARE— SRR S R

IWFRAFRBERFARPOEEEE - RERFBFARTINOREBHATE, FOEERRSR: —REAEELR/MSREZE
SRRt RFR, —REERSERSREMANE, EERFOLERMERBARZES, HEFH. BRIRE. WHOF
BEHRES0RTL, S5ERIN0RFAAZSREFMEIERFSERNNRRASEUEXR, RORRABRERIFSERERVEM
BRAFEFRASEFIIRS, BOFIEFERRRIFUANIRAAEN, BERRRFHR, BNHBERERE,

WWARKRFAHDEFRDEEESHEMRTH ORI T002F, F220FEMNAHDEFREERENL, ZBFRERER
AR SEFSDEFUEERONERES, WFARXRREITEE, PEFORHEEFSPEFIERT IWIREMEL
TIVHUEFR, HEERIERREDELFSERMAERERE. WREERHUEESTE, DEFONEHERES
K, SERRXNFAME, BRFsREEEEAT, REDTEFRFINESRENEESE, RESARERR.

Xix PEIZENFEEEHEARSLNERF
www.chard.org.cn TREATISCER. 2T IEIRE. SRS, BEEETA
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