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Bb o, 7, HREAEKG RS OREIL, WENROBEDLEREER T &2 2. Wit
Wil D RV R FHAM 2 BIRE T T T S 2 X D WM& 2P S 2 2 L &Sz, THBH O BORTR LA
ORFIR D FT5 &) IR O VT, (RD IWRLT, Gk, TN TTOLAT S TR
SPRHEMESESE 7r AR 2 THERIE, —IIES 7 b D Okt S i Tw 5,

x1 HERSFRESNLRER - BRLERD TR - BRERBOREOREIFICOVT

BRI R ES TR HORE R h S
BEEN| L0RMICELOBIET A | SPUESODIT L ABEIRET s L LRk CERROREE
FET B HbE
OB HBUTIC NS AT | @ UREFIH T BNTHL M SLUT | @ BFLROEE SRR A D DB
2B LOEBERRMTS LW BRE AR TE B LOIERSE| CHLT. BEEEOZANETS
CEEEE BEAARURES | HEMHTS © e T LU 1S B 75 B R LA
WMUTHEREROERERIEMA |0 S FLEBME TABLMETE2 | BEBNT2
oy | FICETOBEREETOIL *ET2 o I D IE At HE S A D ES A 1 HS
X e HEREROERY FT— 7 B HER HBPELLBICBEDZANESTD
5 O LR EE DA DT AMNKE
CHFEDEENZORIEOBAEEE RIBHT2
2. BEGEBEECAELIRET 0 5F 7 EBHLAA TIAE - A
5L ICHETS TEBLODELERSHRMT S

ek, HEERE D —F 4 32— Z —EERREPN I B VT, B L oMK R ARG 2 & O HINE 7
& e PR & 4 o T T2 A3, BT T TR PR SR AR T IR, BRSNS 0 — T 4 A — & — LEBRS
AV e —BUEIRBIRE S D Z L L Lol MRDEGEEE 2 — 7 4 32— & —i%. RNk
DTz, BERHHEBIE 2 O OIS T T, WY L EREB M3 2 2 &, EBENEEF O R AR
DR, HRER IS T 2 EBREFE ~DOWHME, W LS QMR DO T2, Nu —T — 7 FE~DHHE
ZHEST 2 2 EMRFLE LTRSS ATV, 72, BRSHL Y V2 7 — ik, BHZEO 720 o BE#EEE O
KA. B EEFO—RABLEOHMR, BH L OLMNRRPLEREIK L £ OMHE~OIET 2 Z
EHREITHhE ES ATV,

FIE T VL O e PR AR % . ERTE e v X — R LR RO L LT, IEMELRBIT. I LIRE 4 & o B
TS 27:0, ENEEFMEHEM L v % —, RWifE A =7 F 7 (Initiative on Rare and Undiagnosed
Diseases; IRUD). HEHIIZEHE, £ O%aH5 0 % 2HREHER v b7 — 27 BRI ATV 5,

F 7o BTz TR BRSO As R BRI 351 2 S INAEYE 2 X 2 7o . DRI 23R E 3 2 Bl AR
Husdbih sy & o, NEISHER & U 2o AT IO Y, SRR R v & — L L 7R R Ok
BEBELREPREINT WD,

T O & D ITHEIF RN O BEHEE 05 720 T L L FRRLWIRYEE L 0D 7 O OHEERESR A v
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D H Tz T REER AR T D 2
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[HE9 O PR R LAT OMEFI (R 2 F51 & ) 1213, FEBRBIREREORNLILE T 27 o0HHE L LT,
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TH >,
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BiE SRR OER - BEPI T BRERZRERTE6HHEBEILIL
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(1) FCsic

HEETATIREEEEEE LT HIZFEERARICO AR ZHEB LT RE2eS, EhtEnd
4774 YOEILZTRELIAMII»2rb 2, FTHEZIT ) BITIARAS X USRI X 2 A O A T
322 LoHEETH ) FEAHD OO ARBETH B, FEBN TIPS F PRI & O JEEREAE
FCH ) SERGEHATEIE S RE O T b i b RIS 2 fE R 3 R & TH 228, EBALIERE
BHEBHOARNTH o720 2 DT DR L 1% 2013 4R 2 O ABE T IR BIAE B N TIPRAREES H R B X CHNEEN v
7 ) —EiEOWME LG L& ARESKENREIT) LToBFL L7 —2 el 2 2 L2 HINL L
HEE1T>TWw3,

SRR 22 0 B CRkSER 12 2 E O FLE T IR BIFE BN TIPS E R OME LT D 12012, EBATLIT
WeRRR 2 LD D I D BRI L 72, 2013 4EFEITIZIE R (A ER MR BRI BI S 2 1)
FROCBHEZBEOD ) J B3 2% ¥F (FFEREHE PEHIES) X OMRROKENE oY =7 bF—
L DIHE LT 7 oI BNREKIEZ LTz, 2014 4525 2017 4RI [ 3 BB o LA
B3 o MgE] BE (FFEAERE  PHIRIES) 50 HABEREG ¥R BB ATRRNEAXIIE S 51
BATIPELEE D P OB IHITH L TRAREAL TR LB THREZRIEL 72, 2018 4R 5 513 kit
NERREPOR L 72 142 bR S 8 HHITRT LT, [HWEEH ORI SCIRRGNIC B 3 2158 9E (e
INRETF) . TR B ORA ISR AT B 3 21F%2) 9 (MFRARER  DHEER) »o oL LT
A kR L 72,

2013 4, 2014 4E43 7 B 1 HIGE. 2015 4EDAREIE 3 H 31 HIAIC B W THESE CA MRS (KUE IR
TEEATIRCTPPY, JHMREEEA TR NPPV) %255 L T W 2 B3 OB IRBISEOR AN v
7 ) —OEERBIZOWTHERT o 120 REDPLFONTZENEND T — X 24T L 1R HER T 7 —
RENFRT DI ELE LT, LBNGBEEIZEHICRG 3. 3 XTOMEBATIFRARIELH & LT,

(4) 2EMEFRNEBAIFERBREZRERR

2021 4¢3 H 31 HWR S TOFESE TPPV 2 HBULEERE 7,700 £ TH o 72, 1£5 TPPV 25 H OIMEN v
7V —EiHRIT TP 90.4% ., HULfiE 88.6% . #RENFULETIXIRK 100%, /) 71.8% TH o7z (Fl1, K1),
1E5% NPPV %5 H BUI A E T 13,488 N TH o 7z, SMEB N v 7V — 2 #1339 47.8% ., I 40.9% T
FOE LR TIXIRK 79.3%. I/ 6.3% DR TH o 7c (F£1), NPPV IS L bHEF (24 BiiH) 25
ZREDBLWIGED D D IEN v 7V — 2R A3 TPPV 1T ~EWE]AIZ H 2 25, NPPV MMl T & v
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x1 2EHEFRIEBAIFERERE2021

TPPV TPPV NPPV NPPV
A LAt LA et (o) BT BT -

EHEH (B) RS EHmEH (B) E RS
dbimE 306 295 96.4% e 421 313 74.3%
EHRE 47 44 93.6% BHE 123 80 65.0%
EFE 70 64 91.4% EFE 111 88 79.3%
TR 154 147 95.5% TR 301 200 66.4%
KEE 54 45 83.3% KEE 151 32 21.2%
LR 53 53 100.0% LR 95 41 43.2%
BEER 78 56 71.8% BER 172 87 50.6%
TR 179 174 97.2% TR 296 177 59.8%
HARE 114 112 98.2% HARE 193 73 37.8%
HER 113 97 85.8% BER 246 114 46.3%
BER 433 422 97.5% BER 639 405 63.4%
TFER 349 328 94.0% FER 577 349 60.5%
BRRED 943 901 95.5% HEEB 1,559 906 58.1%
AR 486 449 92.4% )R 755 312 41.3%
I 44 39 88.6% WLFIR 92 57 62.0%
FRE 97 89 91.8% R 375 201 53.6%
FILE 54 40 74.1% ELR 101 35 34.7%
A)INE 52 45 86.5% AE 132 42 31.8%
BHE 52 42 80.8% BHE 116 39 33.6%
¥R 189 166 87.8% REFE 252 84 33.3%
I B2 1R 127 112 88.2% 5 B 1 310 103 33.2%
Fri 12 192 178 92.7% FriE 12 411 166 40.4%
BN 500 466 93.2% BAIE 778 405 52.1%
=58 62 57 91.9% =EER 154 52 33.8%
I 137 135 98.5% WIS 196 83 42.3%
BT 180 140 77.8% TS 325 98 30.2%
N 656 509 77.6% N 1,185 469 39.6%
EEE 323 297 92.0% EEE 562 300 53.4%
REE 58 53 91.4% REE 133 46 34.6%
MILE 40 32 80.0% MILE 110 35 31.8%
SEUR 32 27 84.4% SEUE 100 72 72.0%
ERIE 28 26 92.9% EiRE 108 35 32.4%
LR 128 115 89.8% L IR 227 105 46.3%
LEER 201 185 92.0% LEEE 373 135 36.2%
il =)= 66 55 83.3% Ifm)=! 138 42 30.4%
mER 55 52 94.5% mER 68 25 36.8%
FIIE 50 44 88.0% FIE 130 34 26.2%
ZER 70 61 87.1% ZEE 201 78 38.8%
= AR 48 42 87.5% AR 87 20 23.0%
1B IR 432 394 91.2% BEE 357 192 53.8%
EBEIR 9 7 77.8% B 64 4 6.3%
RIGE 41 32 78.0% RIFE 150 59 39.3%
REARIR 49 39 79.6% REARIR 130 19 14.6%
AR 30 26 86.7% AR 109 47 43.1%
= 5= 48 41 85.4% =50 135 59 43.7%
BERER 82 64 78.0% BREE 159 65 40.9%
RABIE 189 167 88.4% paakif=! 81 41 50.6%
A& 7,700 6,964 A& 13,488 6,424
AR A 78 64 88.6% Ll 159 78 40.9%
TH{E 163.8 148.2 90.4% Fig(E 287.0 136.7 47.8%
RAME 943 901 100.0% RAME 1,559 906 79.3%
R/IME 9 7 71.8% B/IME 64 4 6.3%
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)

BEEE 2021 (2021 £ 3 B 31 AA)

()

25



26

B B2 WHEED B D BRI LETH 2,

2013 4E 2 5 2021 4F Z TOFEFE R OAERMERS (£ 2) TIE 2013 4F & HhxT 2021 4¢ TIXFESE TPPV %
BHHEBUZ 4,990 4225 7,700 44 L9 1.5 5, 1652 NPPV 255#13 10,453 4225 13,488 4 £ #9 1.3 f 124 L
TW3, 1 PFHOMNENy 7 ) — 2521345 TPPV 253 T 55.3% 5 5 90.4% 12, 1E9% NPPV %35 #
T 14.5% 5 47.8% IZHMML TWw 3,

%2 Z2EESAIWRBEBFEROHR (2013 £~ 2021 F)

" 2013. | 2014. | 2015. | 2016. | 2017. | 2018. | 2019. | 2020. | 2021.
“ 7.1 7.1 331 | 331 | 331 | 331 | 331 | 331 | 331
CEH () 7 9 9 9 8 8 8 8 8
RV 4990 | 5418 | 5461 | 5988 | 5895 | 7,395 | 7,754 | 7,489 | 7,700
EEER (B) ’ ’ ’ ’ ’ ' ' ' '
A e e | 553% | 62.7% | 755% | 84.1% | 845% | 895% | 90.2% | 91.4% | 90.4%
NPEY 10453 | 11,538 | 11,339 | 12013 | 11,874 | 12,114 | 12539 | 13,264 | 13,488
SEEH (2) ' ' ' - , , ’ ’ ’
o Mo | 145% | 13.4% | 19.3% | 209% | 390% | 436% | 42.1% | 46.8% | 47.8%

T2 OFELARTAT b N7 AE BN TIPS H BB 3 2 RBUBGRE 2P 13 48 (2001 4F) FEJEA L
WF MR AIT BT 2 RN [FEEMR Y 7 OBUR, BRI 350 2 B L IekRE ] 03B 2 Y, Z oWl
1% 2001 4 6 H 30 H D If T O MAE 2ol U 724215 3,298 il - EHHEBH % x5 & L7 7 v & — b il#E (Il
N 22%) % b LICBEOEBALEREESEFH ORBDHEE S T b, Hidhs W-2EESE TPPV 255
TR 2,500 N (PREATBEE 71%. 12 PMEPHZEMERIEEE 6%, MifiA%HREAE 10%) ., f£58 NPPV 2854 # 50X 7,900
N (IS PEPAZEMERGEE L 29% . FiAS R0 34% .. MEATEEE 16%) TH o 7z,

B2l NFET20134E05 2021 4EFZ TIMOPELIT > T E Tz, Fx OREDRFIZFEB A TIER 3%
WO FERLEBEIPOOT -2 2/HT0EH, BNOTRTOMBELLDTF— X TRL VA, 140 11
WToF—2ThH o, EBALFRGESEEOMEMPLEEA L EZBETSES ZVWR LR EBHIT oD,
TR ORGSR & B U 7z LT, AREIREI O 1E S N LIRSS H OBBEER B X ARB N v 7 ) — 0 2R
IZOWTH LT TEHTIREAREL T X LFE 2 5,

(6) ¥bbIC

BN LIFREREEEE ORBEN RS O 2 EHER R 2R LT, WENREREESREO 7 — 2 25% 1
PR 2 O BN LIFR AR EH ORDL % R U K ER O HEINR 217 5 B D 5, 2016 4E125K 4 2531
FBHATF— a VTR LT o 127 v 7 — FE?D CIMESE TPPV 2353 {1518 #1213 11.5% T
H o7z, 2021 4F 5 H O KFERFIEARIES O —FBERSOE 1T A W AT B B3R O IR Bl RS T il 2955 2
BLLoTH ., FHITEBANLIYLERERE F TS SRR O % 15 51247 D BEDD 5,

<ZEXH - ZREHR>

1) ARFALS : EEWFRT 7 OB, MRUEICH1T SBUE LRk BEERFHREMYE HERBIRWR
¥ HRI2CHTIHAEMR. TR 13FEREARBEE (EEMEE FEWLBZ) 0 108-115. 2002

2) 183 #%5 EEAIRRBEEOKEROHRI ~SHEERT a7y r—REHNLDRZITEILD
D~. BEAHRESR v b7 —2o%455. 6(2). 30-35, 2018
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AR kL T b0 B T, O BV AR EENRE AR

1) HARBERRZASEREE  IpeE Rt

D) ERDBEBERE TR R e > & — Ik R
0D FENLEBERIE YL ROREE  IpRE R
IV) ABRILRSL RS MY E B i PRt

(1) ELCOIC : #iEHIR & KEXR ERHRARIE

LT E O KFERNRDBIETDH 2 T L oW b 2T o Tz, BHHEHIT L o TR D ME LR KFABRZAB TS
25, BEAYHAPOMGEETD 2 L 3HBTH ), KNKEIBETH 2, RINRERE L. HEI
FE L T 72 DI REE R I b 2 BRI S L IRHTIR T D 2 HHTR, R ATBOR BRI HL S AE
VL RRITORMEERT & OIS IRBATDH 2, IO H T BN RO B (DT, AR &S (2l
FROBHI L L CABEBELET 2 2 LHFVL EOHHIEEE LT3,

R S8 O SEE AR L BRI B0 2 AR 7 0 v = 7 b F — 2k THREIBN L o MR
BARBI OREZI B 3 2 0F52] (2008 ~ 2010 4FJE) & D R & — b L, 2008 4F iz [93H yHEm 2 R Bl SC ikt
Wi % HE S 2 7 OIRSE] HWFIEHED SEH RGN BE IR EMN v — % v 7 7V =TIk o URS
2V 2O, 20114 3 7 11 HOBRHARKREI S IABE & 2 ORIE, BREGEFH 1 bk 2 2l L B0l %
5.2 79,2012 48 & O HAMES 2 CIRIEHABRIGE & BliG U, 2014 10 BV SEEBR B R & ot L 72 s
AT 2018 4R ITHIREF 2T & o THABEIFILITALE S NI AREIDE Y = Vv & 2 OB 2 3i e LT [
=Y VHi & Y=Y v] o HRMERZOMY Mo e l#His 2.

(2) EXEMRMICL 2HREBEFDOKENE

JEHEMEIIC BT 2 HEMNE 027 bF—2 i3 kB0l 22— bV UCUBRIE [F MR
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