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1-1. HDHEBICET 5 EFRER

1-1-1. Orphan Drug Act&FDA'

KETIE, 2ECTEFED200 K TH O . ARRIARIESKRMEL TH b RE1HDEE (Rare
Diseases) & LT3,

HPRE D0 OEHEG L [Orphan Drug (FAREAEER) | LMEhs, 2o X5 REER
ICDOWTIE, ZDRFECEELZMIET 2 720D+ HNA vy T 4 TH\ 720, BHFEEIH D
Wi X7y (=77 vt "orphaned”) . #LgEHFIEICR 5720 L72d D% HoTee TD XD
BRERICNILL, FVERBERFZOBFEICA v ey T4 7252500 & LTII8FICZ I NAD
2 [FHAEEES S (Orphan Drug Act) | TH %,

[ RSS2 TRMEH S (Food and Drug Administration(FDA)) | 25AT& L T\ %,
L Z Ofth o EIEGFHFEE 1L, A H4EE (orphan drug designation) ZHFES 5 Z & 23 TE | FDA
32 DERBPFEDRMEZ - L C O GHIIEEL KR T 5, fYEEEEZITs L, UToX
IIFIEEBEEERZ TS Z LR TD,

- JERE 7 ERR SR 105 B Bl AH PERR
ALV - - A SO RkR (B0 55130007 Fov)
- KRR T AR O Pt Y ARGEHE

7o, MAREBERSED T T, HAREHERROMBEICESEZRMT 2 [FHOREAERRE
JRERIE] AT TS,

1-1-2. ORDRIZ2 VT

BT, 19934F I E Sz AEFgerr (NIH) WNic TFHDEEENEE (Office of Rare Diseases
Research (ORDR)) | 23i%37. & 117z, ORDROLF X, /D ERITFE OFRTE & X3k, 7D B O 5e
B ~DOXIG, fPBRICB 3 2 G RoREE 2 & T, 2002451, [ ENHE (Rare Diseases
Act) | M E L, ORDRE Z DBEBESEDRTEDONDE T L LiroTz,

BH{E. ORDRIINIHNIC27H 2% - v v X —D—>, [FFvRL—vaFi - 44Ty
i+t~ % — (The National Center for Advancing Translational Sciences(NCATS?)) ® 1 #J@ i hrE >
FohTwna,

NCATSIZ20124 LIS 307 S 7= 4B <. RIS T 2 7z mipBES L W RO BFIC#EE I NS
9. F I VAL =Y aF N H ATV RAD T O AR BT B ERTHFTH B, ZD-DICT,
P, W, ERERoBRE~0RItEZRED 3 LA AN E LT, (1B LI (translational
research) | ICFB )% a2 b PR D2 2 FEEZ B, FRE, BT 24 7 =2 a3 v ORHFICH
DA TV,

! https://www.fda.gov/patients/rare-diseases-fda?msclkid=94bff35ea5aalleca63fab90df24e013

2 https://ncats.nih.gov/about/center
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XHEWE L (Translation) & F 5 v AL —3 3 F i - 4 &2 (Translational Scienc)
(FEHEL | &id, B, R, ik e s 0 2 8IS 2 . WiEE, R, ERLE
TTEER L Voo, AR —RTTRO@ER % 5T 2 720 DEFEN ﬂﬁ%LWWT%7D%XT%%
. FPIVRAL—vaF - ATV RIE, BT 0 ROREREOIE L 7k 2 BIEAH - BERY
JRRI OB 2 C L ICERZ Y TR TH 5,

NCATSDO FNic®H 20RDRIFRD & 5 &flfk, v 7 2%2ELCWwb, 3
< Bin - Y EBRIEEH 2 v 2 — (The Genetic and Rare Diseases Information Center : GARD)
- VI EBERIRIFZE A v b 7 — 2 (The Rare Diseases Clinical Research Network : RDCRN)
cBInIREN7 2 —7F v b 7+ — 2 (The Platform Vector Gene Therapy : PaVe-GT)
- VB LY X M) 71 77 L (The Rare Diseases Registry Program : RaDaR)

D5 b, GARDIE, % < DAVEE - BISTEREICEE T 2 Bt ORI Z 2t 3 2 © & 23T
WHCThsd, HBELASNA VEECTRMEINE AV 74 VOGARDT — 2 X — 2%, BIEETH DML,
FER, IR E ORI O W CIEE R R Rz IRt L T 24, T 51, GARDDIEIRA =Y v V
A M, HEEE A~ vEET, EEEIC X 2EMICLXIEL T B

RDCRN 7' v 7' 7 L%, BRARWIZE % 8 L. HLFEffFgE. mHgessk, 7 — 2% {832 2 & <,
KRB OESNEZHET 22 L 2#HME LT3, RDCRN2 Y Y —3 7 LA %@L T, ERiRE
FHLZOYEN T — LB BEEREER L5 L. 2KONEET200LL EofPEOWMIEE T > T
2z, it‘xaa%ﬁ%ﬁ%%(Nm)i RDCRN % U ClR/A WA DIREBOWMEZ1T S 70, F}
. BRIRE, BE. KiE, BESRHF D205 — 24 (Fi/icsr7v—T7%ET) 1C2019R25HEEICH)
M%ﬁb»@ﬁ%%%&%tkdﬁ;_n6®ﬁn%@%§%15t@nﬁwﬁ¥ﬂ%%kVﬂ—
IZH 70007 FAkE5shns, 5

PaVe-GTlZ. 4 2B LEIEDO Y A v 2R 7 2 —Z2FH L. BIEFIEEOBF & RO
MEOKERA EAZHIEST SAey 727 FTH 3B,

% L TRaDaRli%, [Global Rare Diseases Registry Data Repository] &WMEEi/z7 v 7 F LZHY
ELTEY, BEL Y ALY (patient registry) ZHERET 2720 DRETIEEARET S L ZHNE
LTw2, 72, MmEARL YR IR0 1] 28E L. fREREEEORIICE S
LB DTnD

1-1-3. NORD (National Organization for Rare Disorders) =D T

3 https://ncats.nih.gov/about/center/org

* https://ncats.nih.gov/gard

5 https://www.rarediseasesnetwork.org/

% https://rarediseases.org/about/
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KETIE, FVERBOMEHEEICIZIEFRKRE D= F =2 v TRH#EBA IR TH D & I T
0, ORDRE#EE L T W3 EREAMA L LT [NORD (National Organization for Rare
Disorders) | 23%1F b5, NORDIZH DS % Ffo Ml A5 X O BF FARIC R 13 2 BE SRR
T, 300% 8 2 2 MERADHE T 2 KRERKO/mDEEBER K TS 5,

[Fi DR B EEE L DA, AR BB 3 2 iR ClnBik 0TIz L A LfTb Tl winh o
Too XD, W O OFPEBEFMERD Y —X =725, COREICHEOFEEZINT %729
IR 7 A R A A B L L A DI IR 3 Ak D BT IS K & < Bk L 72, 19834F, £ 0 & 53  NORD |
720, IRE30FEL Richb 720, NORDIZHMEEZ I 2 =7 4 0 =—X 25 L., IRBER % H#tE
L., B ZED, RDBLEEL T IEALDDICEE ERE~D - R 24T 2 2 & icFEDY
EEE R L Tn B,

NORDIc% % 2 BEMEIIA LD L YR MY 2F2o8560% . £72NORDH&2* [TAMRARE
Registry Program| & \WH LY R MV HEED D Tu 7 0% HLTWs, £2D7=H, NORDD W
APEMLT, FITHBEEREOLYRMNVICT 7 RTHILNBTE S,

1-1-4. IAMRARE Registry Programl=2UL\T’

NORDIZ, #AEEROHRE T =2 DORRICHHLT 5 728, IAMRARE™ML Y 2 b ) 70 /7 L%
b B, BEOEDE, AR, RN ICERERME T2 2N, TRTORDE
BICOWTHA L =MW 7 — 2 INEEZ BT 2HEEZHL ANV DT 7y b7+ — L %FF L
776

(1) FVEBLSAMIDA VT SBE

A ERE, BEEMAHIENICOEL Cw 2, EEOFKEDOIREICET 2 HIRE AL L TWw 5,
FBRHERIR-CIRIE AT A B 74 v 3 MEFE L s o, B3 2 BPRIER S B B 0 #2580 & RO BRR 5 0 803
[RohTwail, HELoMAOHELXIILZ T2,

BEERIC X o TR O N DM 285 T — 213, ARBOFEWRE, Fi. BRBICET 2 EHE
HEWzRMET 2B TE 2, chbD T — X, MRERT — 2 2fiE L., FEAFBICE T 2EHEE
BRIV FEFRAVF2FET B2 T 2 L8 TE, BRIIBENREKRABRSINE 2 e 2
ODFEELTHIRET 22 AR TE 5,

L2sL, BEMEEICIE, LY A M) OffFs X OEBRICHERY VY —ZABF R L0 5H08% <.
TEWTEHIITZE D EfICLE 5 A2 R/NRICHIZ 2 72T Tk, RSP TF —2DaIa=F41C
XA RET 27201cdh, IHEOHIEBL YA VDAL v 7 IPEETH S 2 LHEH N,

(2) 9539 FR—RDEFT 5 b7+ —LOFRREE L UVERXE

NORDIZ, 8, /s, iFoes. WRE, S 7z & ombiREBRE L L. BFB IV
NEEOWITIC L 2 RINE LR T -2 AN Z2EBICT S5, 779 FR—RDEHKT T v +

7 https://effectivehealthcare.ahrq.gov/products/registries-guide-4th-edition/
users-guide?msclkid=5a27294baf3211ec9cb33¢6d91dc727¢ PP.130-131
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7 A —LBXUHBN ARy R -7 v 77 L ERKL -,

BEMBIE., 779 74 —LDA VI TR T I F R EF R TR ST LEREHLT, BHL
VAM)EHAEBIOCEH TR TE S, BT —2%HE (CDE) 3&L YA MY e b,
BREF & DR EFFEEC. CNOPFEEL RWERICIEII A X LFEIC L > THiTE SN D,

77 v b 74 —LIA T, NORDE, [A UEEFHIK CIEH) 35— b F—[M Dtz 35t =
vV =T LOFEERIREST 5 XER. BRE IV T OHEMRBEF oLV RN DT — X &
L., HEEEROWE IR L TCERBBBLUOHN A P I74 vDL v a—2#2 T 2 b ToTw
%, NORDIZ, W57 ¥4 v, #ihXE. B LXUCEENAHEER 7w b a v 2RRT 572010 3—
FF— e BRI L. B Elnstitutional Review Board (IRB) & D X—FF—32 v FHEL T,
LYAMYDNL BT 7 2% %,

NORDiF ¥ 7. HEH Y 2 v+ — WNHRA 7 -2 ay 7 liiEEZ@E LT L —= v el vV —
AT, VYRR EINE E, 7Ty b7 r—olF, BEFOL YR MY 250 LT
EDOMTEMRT — 2 G T 2 ERHEITOY 722 F 4 2R —F L, TNICX>TLY A MY DE
LR AL 2=7 1 DML EHIRT 5.

(3) IAMRARE Registry Program® R

20144ELAFE, 71 25 L3350  Eo LY 2 P VIS E L. 9000 A F o 22— — 237 LA E o3
HefRiL Tz (0195 HR R OHEN) o« COMfT, 7' 7T Lofki aFREI:. NEkKo
TV — bRk ¥ HLlAA T vV FoREEELCED bR, RN A T — 2
NE—DIVF—I AV e AV Ty MickoTHEEINTX 7=,

T 7 LDA 2T A R—ZLCHNARDY) K= v I —F4 7, LY RAMD =}
F=BHLvave 7 EREL, VY —RREARENEIE L, B~ AL ZA b=V BRI 72
DD EIRoTWn5,

NORDDOE i B L N7 1 275 Li7e 4 v 7 T X b HARN 2 NOKE 2 o BFERE < X 21
FC,LYRMIBTHRAMILEZT =228 EENE, LY M) OTFHT— £k, ENE X UCEBES
mCHRRIN, Bt HR BRI, BEICESE YRR ORRB ICERE R T 572
DI EINT WS,

1-1-5. A—20 7 V FS v TRRICHT IRB LD 2o T 4T CKE) ©
R D% K OHFYF, HEEDOA—T7 7V F 7y Z7ORRICKLTA v v T 4 7R
LTWwWd, ZnbDAf vte vy 74 71, @8M7a A Y v b, KO RWHEGE, X OEL < RWEIRT —
AR EPEETN D, FVBRHERS ST 2 1 EoEBEEEZFEC TV EE LTt KE,
WM, AA, A—2 b 2V)7, BE. 77V0, 2 LTRIETEA Y FAETFLNS,

1) A—2o7 FS5yoHE
HROA—T7 7 K7 v o5 bEEit, 2019F 0 5 20244F 12 227 TCAGR12.3% TR E T % & Tl

8 https://credevo.com/articles/2019/12/15/rare-diseases-regulatory-incentives-for-development-of-orphan-drugs-us-europe/
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INTEY, TNEFEA—T7 7V F 7y 7iiGo FREOK2EICHY T2, 20245 £ TicAH—7 7
Y F 7y i 324208 FvicEL, IMROMSTEFR EOSpDl 2w 5 L FHlE NG,

(2) kBOA—27 > F3 v 7%
KETIE, 207 AR O BEFICRIES 2 5B REZ T, R, 2T 2 ERMN T 72 134970
BHNI, A—T7 7V F Iy JICIEEINIEAELH 5,

(3) kETOA—T 7> FSy taERE
=T 7V Ty SICEEIND I, UTOLERZTHELRD 3,
c DUETICERER I N T Wi WERRTtH B T L,
cH LA —T7 7V F Ty SOMGEE oMK TH B Z &,
CBRICHEKEIN TV AREIA T I —03HF X ERICENT WS Z LRI N-3EATH
5Tk,

(4) XBIZHT2F—77 VEETOEADFNI
HER1. kKEIZHFI2F—T7 7 U EETOERADFHN

Submit Orphan Drug Submit Marketing
Designation Application
\ ™
Office of Orphan Center for Drug Evaluation &
Research or
De':r?du;‘ t ‘ Center for Biologics Evaluation
\ Sionen ) & Research
- \ / - \ ( |
Issue denial or Grant ‘ Approva(;o Ta'k‘“
deficiency designation Prouuc
T
Receive Orphan Exclusivity
Incentives Determination

Hi# : https://credevo.com/articles/2019/12/15/rare-diseases-regulatory-incentives-for-development-of-orphan-drugs-us-europe/

(5) REIBTBF—T7 U FIvTIc/TBdA 0t T14T
KEFDAZ, FOBFRMAERES (XF—7 7Y F 7 v 7)) ORISR L T, kA R 2 R L Tn
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a. RFENEAY v b
- B EoEBEE A — 7 7 v F Ty ZBiEEER: (ODTO)
* =77V Ty FOREEZT AR Y — 13, BARRERFEM R IC R L 2B IO W OB
PR A2 5 2 ENTE B,

MRS - A =7 7 v B 7 v 73, FDADSE RS 2@ % O R Ee R 2 ek 5,

b. Bl o XY v b
s FVNRREBEEEEANY Ty — - Tu s 7 ATk, [HRA/NREER ) T B EESE 2138
YIRS D KGR 2 Z T Te AR v 4 — \ﬂﬁ?k—%ﬁﬁméﬁﬁﬁ@ékéMTW5oC@
Ny Fx—% ML LT, RO O G DIRTEHFEICN L TEENLREEEZX T 5 2 L

- EHEGHOEKRTFHE X, FDAC X 25Hfio /2007 7 A7 v 7 FfiZ 22 LT 5,

C AR VI3, RN REELFFRE ORI B W T, FDAR LR LIEEEZZIT 5 2 LT
%5,

c. ERIRFAFED AV v b
- /D P RS S B B 13, A DR DIRIEC 2T D 72 0 DT L \WIREE D R R B bR 1IC & 4
ML, EEMLFEF I X P 2T 5,

d. ~—=7 74 v I
- TR A
%E@ﬁﬁﬁfﬂﬂu%uéﬂf%wmi7@%@%%@5%%%518ﬁ??50HMﬁ%
WL L E o wig i S 1L, BEESERITH 5, HOBEBRAEES OB A, FDAIZAE
:ﬁﬁﬁ %@m&fﬁ@%b@/lzJ/7E%%®m% AR E 527\, L L, TD4 v
VT4 7E, EROIPREHMAE LV DENTE Y, FHEWEA vy T4 7Lk 5,

A AV N R A F & m%ai% ZENICHEE IR T 2 2 L8 T & B, IBEHIRBEE (-IND)
X, AT D X 5 FEE 0 &R T T, X o CRAEMRFEH TS T2 L28TE 3,
OHEERERCEM® %fﬁﬁfﬁ@(F%Emabfﬁﬁmf%é L.

Oﬁﬁ&té AR BED N T &
BRI CH Y, IGEARRD -0 DIEBIBREETH B Z &,

e. BB
- MBS (HUD) 7'v 277 4 Cli, BB ZIEET 5, KETHERIS,000 ALAT 0 B
KB LR 52 5, £33N RACIREOIREZ - i3ZkicksnwT, BFICFEZb 267 C
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LEHME L ER SR, NERESEHRIA O RE LT3,
KIATIE, ERdo &9 IRPc#iA, KENC T 2 HPEREICE T 2 EIMERORE W 5 2103

%72, RaDaRic oW b4 %, 72, BN AREREROIH & L CHADER O BE AR
LZLY APV OFEFIcOWTHTW Z 2icd 3,

11
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1-2. [FHOWEKSE S UVERRORER

1-2-1. FADEBL R MY FAa4 S5 L The Rare Diseases Registry Program (RaDaR) ]

RaDaRIZORDROEHTICH 5 70 /"7 LT, HPEBEOL VA Y 2 - EH T 277K 0
T, BEIERICHA XV 2% T 24540 ) Y —2DT7 2 7% 4 FTH 5,
RaDaRHKIZEE T — 2 DIECHRTFICIFES S, LY X M) 20 3HNICER T & 2 & o
LYV RAP)ORELEHDOLDDORRFTA X v 20y — iRt L TH Y, RaDaRic X - T,
F— 2 DINE, 7. BRSO HER PR B TE 5, $72. HDEBOFIE, WFeH. EEHEME,
B LOEERPLRCEHERILTE 2 X5, B, M. B X OEEN 7R 2N 2 7732 /0
LCTw3,

PFcit, KEICETFA2L YA MY OFEZH %729, RaDaR2 LT 2L 2 2 b U OREEE - HEfy
EIICBHT 2 EME B L TH <,

1-2-1-1. RaDaRDEiI& & L T® lGlobal Rare Diseases Patient Registry (GRDR) °]
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ONA A RIEMERD =+ F—
OBURT - MHIH%EE

1-2-2. BEHHF TDRegistry

1-2-2-1. NORDIZ&&EESh =L R Y

o X oic, BREROFDEEBENEOHEAATH Z2NORD (National Organization for Rare
Disorders) &% 4 Ficid, BEHEOL EIFZL YA VKBTI R—V % Aons, Zhb
ZHEH L C, NORDOH A FCHELYA M) 2 —EICLEDBUTORTS 5,

ZDH b, IR T [TAMRARE Registry Program | [INORDZSGEE L CW 2 EHOL Y R+
D77y k74 —5T, BHEAOU EDOL Y X b ) 38R I T2,

ZNUREL, 4 DBFEHEER TS 2L IR TH S,

E53. NORDICEEEMNHBHL A FYD—EK

LA U4

IAMRARE Registry Program

AED Pregnancy Registry - Massachusetts General Hospital

Alpha—-1 Research Registry

Be the Match Registry

Bloom’ s Syndrome Registry

Central Brain Tumor Registry of the United States

Chromosome 18 Registry & Research Society

Chronic Granulomatous Disease Registry

Congenital CMV Disease Research Clinic & Registry

Delaware Cancer Registry

Familial GI Cancer Registry

First Natural History Registry for Necrotizing Enterocolitis
Gilda Radner Familial Ovarian Cancer Registry

Global FKRP Registry

International Fanconi Anemia Registry

International Long QT Syndrome Registry

International Pleuropulmonary Blastoma Registry

International Registry of Werner Syndrome

Intestinal Multiple Polyposis and Colorectal Cancer Registry
Johns Hopkins Hereditary Colorectal Cancer Registry

Juvenile Dermatomyositis Registry at Children’ s Memorial Hospital
LGMD—-1D DNAJB6 Foundation and International Registry

Li-Fraumeni Syndrome International Registry

M. D. Anderson Cancer Center Hereditary Colorectal Cancer Registry
Metatropic Dysplasia Dwarf Registry

National ALS Registry

National Batten Disease Registry

National Temporal Bone, Hearing & Balance Pathology Resource Registry
Severe Chronic Neutropenia International Registry

Southeastern Hereditary Colorectal Cancer Registry

QO IDD DD (DD [D DD DN |DN DD [DD [ = | = | =t | = [t | = | = [ | | = =,
SO ||| [ [N |— S|l ok |w o= | |©R | |OH |0 D= E

Hi# : https://rarediseases.org/?s=registry&submit= & https://rarediseases.org/ DR R 0> & FRK
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1-2-2-2. NORD®DIAMRARE Registry Program!

[TAMRARE Registry Program | iZJ1IEX % #5 % [ the IAMRARE Natural History Study Patient Registry
Platform| £\, HAME YV EHBEDOL VA MV 2EL T 7y P 74— 248 LC2018F10H Kkt & L
7z

BFE, 40% 2 2R - JEIRO LY X M ) &I TH O, SNEI1X13,600 A, 21 X 7z
HEEAH125,00008LL E & ThTw 3,

BE#%&4. IAMRARE Registry Program

IAMRARE BY THE NUMBERS:

§ﬁ, 40+ rare conditions
125,000+

survey submissions
received to date

= 13,600%

enrolled participants

HiH © https://rarediseases.org/iamrare-registry-program/

(1) IAMRARE® H#

IAMRARED b o & b EHEELHNO—21%, [#HPEE 2 I2=7 4 2FEEL T HEEORFEC
BEOETFOE R LD 70 OKRRRICGTEHTE 2 7 -2 2 INET 2 2 L °F, 4 0 EHFLIRNE
lZ. IAMRARE”' 7 v b 74 — L Z2F|HL T, 2N ZNOHPERICFHLLZBFEL VR M ) 2R
THIENTE D,

¥ 7. JAMRAREZFHL CHEFEL YA MY LT 2O HNE LTI ROEBEHH > T 5,

STFFERR & 7 B AV b 7 ORRIFH R ETICO VT, b o & b W AR E D 72 53, Bl

% D HAREEE FE T 5,

CFREDHRDER 2 I 2 =T 4 etk LTCREOT 5, idikd 5,

CHFEFRVPRa L 2 =T 4 I X BIEEREORE R BT B,

R TH D AHDIEBOIREERTLL T E IR T 5,

cMADKREEIET 2HAEE LIRS 5,

L WIREEORGER O EREN 2 R — b T 5,

bk, 22T [HRYHE (Natural History Study) | & 13, & 2B OFE % KIHWICERRS 5
TEERHEME LR T, FFEDRIRCEEEZFFOARL, ZOFRIEV R 75 FOAERNRLETEHD

1 https://rarediseases.org/wp-content/uploads/2021/09/NORD-Registry-FAQ-09-22-2021-on-letterhead.pdf)
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TH 5, TOWFETER K2 EREICHE L, RKC £ OfiFR & MBS 2 NIRRT, EIR,
BRI, 2 DM DB 2 FE S % DITRILD,

(2) REEThBDT—4

INEINET—XICEUTOdOREETNED, THIKREINSE DD TIE AR,
Otts - NOFERHEN 7 — &
OBE# - ZWnito 7 — £
OiRE & D ETIRIL
OFr7~=y AV L
Qs/AVF4 - F+7 547

F— %X, NORDDFHFE L 2 KEHR T 2 7T R—AD Y AT LABUCTINEINS, FFESmE L.
Wit o <, REMOFMR L) LTI NAFEEZE L T, Bfich%E S 2, S
& & ix, RICSML. ZoMEo o IciFREIEI N2 HALIET. ESNES S cEM
CHFETCE R WEEIR. RETESRBECHE T2 LbH 5,

LY R VL, @HES RS 5EMBARMING, SmE . EMMicL Y 2 b ) ofFR % Ei
TrXokwonszendbd, 72, HEIhOL I L THTF -2 CEEIFVIA VT Ty
F7r—LbhoTn3B,

LY AR VICE, RO FEMRILAE G L | @Y 08T S Tn b 2 & 2 RAET 2t A K
V=05, ARV —REA B, KB, 2 TH V1§52, IAMRAREL Y R F U D
Bt L BHEARB ARy —Th 5,

(3) T—2DER

LY Z b Y IINORDIC & » THEHE T\ 2, NORDIZ £ F 2 U 7 1 {13812 B3 2 JE AU HE I HEHL
L7299 FR=Z2D T 59 P74+ —L ETCLY R MY RFRE L, ¥ AT LD LGN 729
R—bPERHELTHE, —HHERAFR =i, WEFIHOMKES L OEFEED, BEHEL VX MY
DHEMNZREHZIT>o T3,

LY RN VIR, BIFOERERHA F 74 VicitoTEh, BEOIEFERIEESRIL TN TS, 77
v b 74 —24l3 HTTPS TRtxn, F 774 v 785t a s z0, B HRELEE <
ZEBTEL, LYAMY) - TV b 74 —LDP— "= T =2 =DM DHE b EFLE T
W5,

(4) T—32OmMEE

AR RER T — 2, BT — 2Dl e b, ARV =2 FET 2, 7T—2% LD L)
L GEEHEFET 22OV TH AR Y I = RIET S5, NORDLY R MY « 7' v b 74— LEKT
INEINELLT =203 71y b3, KBTI I 2 =7 4 2RO X v N — T3 % 5 BT
BatE LT FRA Y —G#%2E T 57201, NORDICRtxIh 3,

SINE DO TOIELOBIRT 2 2 &3 TE 223, FEH T CICHBINLWEZTT 57
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oIT, BOBATNICIPE L 2@z 5 i i3 5 2 L 3T & %,

(5) 4124 —LF-a>tEYMZDOWT

AV TZr—LF - avey D7 axRE, PEEIHERE A ICRIICER T 2 (Blx X W%
BT 2F73 . XV T7Ly b HOWBIAERBLTC) T OBEY . HFELTT T2 F THel .
WERE A B DROEE ka2 =7—2a v ) VI TH S,

AvIr—LF -aveyboratvzicii, KO3 OOEELEMELEH 5,

OWFFEt SEFEICA v 74 —LF - a vy P OREICHELERYETT 5,

@FIR ENT-NE OB * (LT 5,

OOMZRICSINT 3208 5 D ORED AFRM 2 ET 3,

fHEICE &, A Vv 7 +—2LF-avry et ARV I —DBHESINERERICHFTRNE %2
Tz, BMTEH2EIPRRETE-DICHERERYEMT 2 7o 2TH ), IAMRARETIE Z
D7 at ZDRMEBREIHF TN TV B,

1-2-2-3. HI Global Registry [&Xi&E=m4 >R 1) > MjE]
- HI Global Registry (HIGR) (%, KM :E A4 ~ 2 V) Y IIfE (Congenital Hyperinsulinism [ HI ]) |
DEFEENRELZLY ALY T, 20184E10HICHKE L 72, IAMRARETS » & JELDOH 5 L
VAPIDO—DTH D,

cLYVR M) OFEEF T = 2 -V v — Y —HICARHLE E < BFHIR [ Congenital Hyperinsulinism
International (CHI) | <. KEDIgs, EE, 757V ZA, FAV, ARTINL, A RX—1LERED
BT IC #5532 IS N\OHEMERSRIAFER 27— 7 2B L Tw b

- DERMEA v R ) VIE] 3, R LMD — L 223204 v R Y Vil &
7L, Atz 2 2 JRETH 2,

(1) LYRAMN)DHE

- HIGRIZF 1 HOREEL2 F— L= TAFLTHB Y., UTFotdizzhicHEonwTws, 2018
FDOFRLIE2021FFER T Clic, 467 EH D 437 AHAHIGRICESK L TH v, 2,000 Lo T v
r—FEEINT WS,

- HIGRO E7HIVZLL To@EY L InTw3,

OBRFOARBL LIRFEZLIRT 27201, ZNE (F-E3NEE) PACHE T 2720 0fFf] 74
VIAVTIy b7 r—L BTk,

OHID MR 2 G s L OBES 2 i feE B IcB 3 2 ik z M L x4 5,

OHIDEIR 2T 23 8 # D FEERGT R ICMUT T HENC O W TR CHEST 2 2 &,

Of 7z 2 HIER OERK, BIE, 3 XUCEFHOEFE LoRicowT k) BROHEES 5,
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Ofk % e HIGWRE O3ERKICBE T 5 7' 7 R &~ A F RADMRETHERT 5,
O v — ik o, BARLEFEEHREZFML <, HEEFO 7 7 OfFEL 2 R 5 5,

c B, Ao NAFT 7 ) vy — ¥R HIGROEANMT — £ 25 L WIREEOFFICER L <
W5,

(2) LR M) ~DSME

LY AU ~DEFEIKEL T ThRLEASHFICHOMHLTEL, 202149 AAcosmEoE
FEHUEIZA T 0@ Y TH 5,
kAR D oL b% <, F—a v XBRZFNICRKS, TYVTHLHIE22ABERKL T3,

EI%&5. Hl Global Resgistrylz& s hi-&mE

335 Participants Enrolled in HI Global Registry

Antarctica

csof 1 Sep 2021

Hi8l : https://congenitalhi.org/wp-content/uploads/2020/06/
IRB-Approved-HI-Global-Registry-2020-Annual-Report_06232020.pdf

SINE O FEhnfE IXRIA < . EBRBOAER 2> 560 T o T 3,
HID % 4 72w Tid, 53% 28 U A (Diffuse) . 11%23EATH: (Focal) | 5% 25JEE R (Atypical)

OHIL ZWE Tz, 72, 31%BFFERFET. 9 B20%BHIOEE AR, 9%23KZW. 2% I3HID
RNTH D,
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B%%6. HI Global Resgistry® % 4 7D AER

Figure 1b. HIGR Participants, by age

Figure 2. Reported Hl types

Age Participants HI Type (n=166)
0-2 years 71
3-b years 102 o 2
6-9 years 73 ’ \
10-12 years 17 :
13-17 years 23 e
18+ years 49
Youngest 4 weeks 53%
Oldest 60 years
= Unknown Diffuse
Focal Atypical
m Hl suspected ® Undiagnosed form

Hi# : https://congenitalhi.org/wp-content/uploads/2020/06/
IRB-Approved-HI-Global-Registry-2020-Annual-Report_06232020.pdf

1-2-2-4. Johns Hopkins Hereditary Colorectal Cancer Registry [E{EEXRBHAA]

Johns Hopkins Hereditary Colorectal Cancer Registry (JHHCCR) 3. E{ntEKE0 A FKEHEKR
WERRIESE | EARPEIE R Y K — o ARG A B FER Y R — o X, R A V-2 = — RfEMGRE 7 & Bk 4
52 A 7 OBUBIERIG S A D BE OFIRD F ik MR T 2 WM CH 5, 19734FICERZI N2 D
B, BE. 20O ORBICHEE L BB OKENERI N TV 5, EIRERBEOEHECZ D
Kiti, ERIZNRE L-BEER L T 512

FRiic, Yav X - kTFVROYA + L COFHANE LTI,

KIGEDOBED B 2 KIEO ERERIT. KEBERT7 7 A VICREIN T E T, 1973F DL
Dk, BRI NIZFKEEZY a v X - w7 F VARFETITDON S KIEE RGBT OEE L 72> T
¥, YavX - RkTFVRDINEE LB IE, BRA VO EIT V. BIEMEKRGE D FEAEIC
B3 24008 TE2RRALTWET, b oEERMERIT, BEREORKEOERL XIEARL
IR LETFohEEATL 2,

OLYA V252 L 25TTHR?
CRBEIA. IFE ERNCN LT, BSARZOHERRIHZ ML 7,

- K3 A DEIGHIFERNICBE S 2 IS (F1EFRTO =2 — AL 2 —) & THRELEFREMK
iRt L £

12 https://rarediseases.org/organizations/johns-hopkins-hereditary-colorectal-cancer-registry/
I3 https://www.hopkinsmedicine.org/kimmel_cancer_center/cancers_we_treat/colorectal_registry/index.html
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- BEIAMEATO AR OELEA Y v T BN L E T,

s VavX e R TR VRREE LR oA L L. BiIntEREEOFER, FHIZE R
BBEICOWT IR B TEET,

- BEIAC CREEMERAEICERRL 5,

CHE I TFRE EFREEER T OBM R LRI L £ 5,

OV YR VBT 2 720 IR DB EET T D ?

BEICSIMT 2 7= 123, KIEOREICE T 2EMFE L Y a v X - m7F Vv ZDREFICEAL
TLEE O, B0 2B T, Bika—7 4 4 — 2 —PFECEBERHEF IEKE ALY, Sk
e DEIEDHASEICBE T 3 ERE R AFT 22 dH D ET,

O 774"y =3I NT T ?

BT RMT 2 T X COFEmRIT, EHABUN 235173 % Certificate of Confidentiality ! X o T{R#
XN, ERICHEERNERY £, ZoiFHEIZ, JHHCCROME -3V a v X - F7F V2D
WIEF LN DF A PHIL L CHIH L2 & 75 7= DA RERIGHRICT 7 e 2T 5 2 2L T g
T, Bz DERO—HIIWIHNCTHERAINDG Z LDV T4, HAaz04AT L PHIRH % 7-D
TR HHE N L IRRLTHY FHA,

JRIEEGRIC O WTIE, FIRER [ BEEFRHM] © 1.9 a v X - & 7 F v R KFEOIRIFE S
BZWBD L,

1-2-2-5. Severe Chronic Neutropenia International Registry [EfESXEIFhERFAME]

199443 A IC#% 37 X #17zSevere Chronic Neutropenia International Registryld, NIHD 7% 5% 17,
HESE R HERAME (SCN) @ BE 2T 5 ERMID» L & 255MEBERIC L > TEE I N TV S
Wk <H %,

FERMEAF R BRIAE 1, BB CHFHER & XN 2 K 0E © [ IMBR D PEAE 234 3 2 MEER T H %,
FFhERDS RIS 2 L FOEOMIFEEEIEIC 0 LT hd 2L hH 5,

oL YR offidrid, SCN & &7 BEORESE X OREBEE O IC B3 2 M 7«
T—RAR—2A%ERET 5L TH L, WEINZHERIT. BEOUECTEROEEMTROERL 22
CERFFEIN TS, COEFERIZIERNZD DT, KE, AKX, 2—my X =X TV 7,
A, 7V7, HHOBES L UEBEREEZNRE LTWwEY,

TaEiic, ERLv YA Yo% A b ECoOBHNE LRI,

Severe Chronic Neutropenia International Registry (SCNIR % 7z 13 Registry) 1%, EEFES KP4

" https://rarediseases.org/organizations/severe-chronic-neutropenia-international-registry/

15 https://www.scnir-neutropenia.uw.edu/
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BRIAME (SCN) D JFR 5 BBk s Bo 3 2 & % HiW &+ 2 AR 7 #%k <<, SCNIR
. BRER 2 o = — A 7 (G-CSF) &I EN 2 MR R 7 25SCNICHE R RiGEETH B 2 &
ZWREBTFEEL L 2%, 19944 BRI NT L 72,

TP ERIEAE X, MR OIFFREROBAWA T 2 2 & 2R E L3, IFhERiz, MIECEREO
BT IR T % 72 I RN CEEAMIE T, BEEOMFREREMAE & 1k, IR I Y A—
kL@ 72 0 500fl A, TR H05X109/LAMTH 5 & L R L 3, B RERBAME & 13,
B DU RERIRESEOAR 2 5B H. 2 I EHEIChz > TR L 720, #VIBLERELZ
DT LEERLTT,

KLYV, FICBIF? O OfliBhe L lMA» L OFMICL o T2 bR T B EERIRT
T, BEIALIZ, VPV b YRE (v v M T EA) o N —RN—ERKE (F4Y) BX
U7 DD IR - WHEDHEICE S WTA v 74— F - avey s 2T2E5MT 5 2 &5
TEFET, BT 52 LT, SCNE ZDREEICET 2 RIITERAE O L. BE I AL Z DRI,
HYEICAY v F23BHY 3, 25FDFEHOF T, LY RV IFSCNOHAE, #EEE X0 T
g 2 L CRRBOGEEICHAT 2 BEREHREL ZoT0E T, LY AP DT — 2 X—RL,
INODEHRICEHL THARARADY v —2 & o TwE T, SCNIRFEMEZEE S B X USCND 2 &
EHICHE L 7 O HFI 2 M EE S il 42 O BFCEMICIE 2L T 7,

<EERT 4 — L LFEEE>
BT+ — 2 onTiE, BIRER [HEESAK] o (2. SEEKEFRERBAE ERL
VA VERT +— L] ESROC L,

s [FAEFEICoOWTE, TRURLZZHO Z &
https://cpb-us-el.wpmucdn.com/sites.uw.edu/dist/6/5500/files/2021/09/Form_Reg_Intl_Consent.pdf

1-2-2-6. Monogenic Diabetes Registry [BE—iBIzFREIC L 2HERKF] '°

Monogenic Diabetes Registry (MODY ¥ 7z i3 Neonatal Diabetes Registry & L T3 MEEI 5 ) 1%,
Louis Philipson = EDOIFEDO T, o H T RFIC K o THFE I -,

FAERBEIRFE L & X b U iE, KECRYOFTERERFOLE R LY A MY TH S, Siri Atma
GreeleyEH L OIEHO T, o7 IREMFFE L. GHEMFERFEITE IS JDRF) & OKRERERIF
% (ADA) BARvHF—tiroTWw5b,

MODYL ¥ & } U iZ, Rochelle Naylor[E“#{#1-23Philipsonffif- & HFCHFE L b D TH S, Z
D2ODL Y A bV IFHEA X . BFEDMonogenic Diabetes Registry (Bi—i8{x 1 EH 1< X 2 HEIRIE)
ElmoT\w3,

16 https://monogenicdiabetes.uchicago.edu/our-research/mody-registry/
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Tadie, vy 2 r V¥4 b EToOHBNRZRTY,

OMonogenic Diabetes Registry® H 131 T3 % ?

ZOWFEEEL T, HAEWRERFRZFOAOK, e, LOXITREI 20D, ZLTEDXIIC
BT DDA ROPICONT, LVFELIMB I ENTED LHIFLTET,

Atz125 H (1) K CREPRIE & 22 S vz AL Fric B0 o H AR CRolr v NiE, 1TRUBEIR
WCIE R, B—BETEEICX2IERERKECH 2 AlREER BV EEbN T E T, K5 OFEK
it FECHKZEORELR L, BEIERKFICIA N WEIEZES 2 epxH Y 3, .
b LMHDPEIRIRDIGHTEICH SN AN F= AT LT HIRE, 4 v 2 Y VYUANDIRESINGED H
D ES,

Ot IR ER RIS ICSIMTcE 35 ?

BRI DBARI R K 2353 2> o T B A K T TH L GETOMODYEFRICSIT 5 2 L3 T
XFE T B A Y E 2T TRECHEREOBIRNRRE 25D N 5 56 B ELHE 2 72 41X, MODY
LYRAMVICSMTHI LB TEET,

HFMERERE L~ 2 b ) ~OSINIMERETH Y. SMBFEE TS, LYA PV DRZ Y 73,
HIPAADRIHINCHE S I8 AHY 722 e 2 PRAE L £ 37

<EfRT7 A — L FEEHE>
BT =IOV T, PRRURLEZZHO Z &,

https://cri-app02.bsd.uchicago.edu/monogenics/registration_2013.aspx?msclkid=072317d7aaaf11ecbfbf5d498587d89b

- [AEFICOWTIE, TRURLZSHo Z L,

https://monogenicdiabetes.uchicago.edu/our-research/mody-registry/consent-documents-2/

1-2-2-1. BESERDEBELCA MY
DU, AARSERT RS REMHiRE S BRFHER SO TEEREFEICE T 2 5REL 2 X
N Y OBURT L RE | 25 D5IHTH DS,

IT4E, Patient centricity DFE X HBRIEL TETCWED, JREL YA MV ICEWTHEERLZD
FKIEOED Y DR EEFESEAEBEL A MY L w ) FESE»NDS L) ICho TE A, BESM
MoPEL Y X b VL, Patient-powered registry (PPR) O F 5 Z iR L CHAGERL 72 d D 72235,
FIEkDFEE & L C [patient-generated registry | [patient-run registry| [ participant-controlled
registry |7 EMELNT WS BESHOEEL VX M) DERDM—S LT biF Tl
BERCTOFRFICEL > CRIISNEEEHINTOIREBEL YR M) oA E2FETES %) b d
Wi, FTHBRPFIEBRRIC XS TREPCZORGER AT — 7 FVv X —0—HE L TEREL YR b

17 https://monogenicdiabetes.uchicago.edu/our-research/mody-registry/
18 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005itt-att/bd_rwd_202105-3.pdf
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Y OEELERIIER EICBD ) FRIICSH L CONTEBEFESEAREL O X LY LIESGE
UE$) dH 2, AMEHFCIIBREDOERLZRML 7,

BESEMOEBEL VA MY E WIS BENAETNTE AT RICE., EROWFEE TFEIC X 2R
LYY CIRBELCZ OFRIERARYLICHE L T 5 15H EROFEL T2, IBEOFERL L) 1
Yo TuhwhnZ A LITLIEAONZ, TxETz, BEAHOLPEEDOYFEHF L L UE
BLYRAMY)ORVCHEEICHEKL X9 LB Z 8T 2, WSO EESWBERECBE
ODERICEC 2812 CH 5, 20X 2B ITHEN L HRZEOEH & . ARERRB
ThROKETRHICEATH 2, BESHMOEEL VA L LTHERTELRDIELOH 2 H D
X, KEDAVF v b VRO BERED 1968 FICERL L 72 Hereditary Disease Foundation 1€ X
ZHEBLY A M) TH B, COXIITRBAL VR ) OB D L BECZ OFESFET 21
ALHB, FEEL IRV ICHT 2 BECEZOREOHEOH /T I3Mk4TH 5,

BEZM GO CIROFFICEELHINE, BEYFEOHRE»OEY) 27 V= AV 2 XFavE
WEL. HEICL > TRONMHRVPEFEYREEICL oTERDODHLDbDLRDETLTH D,

¥ 72, FDA @ patient-focused drug development ® 4 4 & XT®, “patient experience data”
ELTREBL YR PIBETONTW A, BHESZEHBEOL VXY ThhE, BETLZ KL
TR T 7 b 1 LAEERR Y — A DB, BEOENFEL LI WT, MAZELELLEZLN
5, JREBLY AP VICEHIL T2 HEED L —ROBEICHT 2KEL YR+ U ~DSNNEHE LR
KON (vyFv 7)) SEFESHEIC L 2HEE LT TH 5, HIC, BESMWIC K > TEED
BT LT 2 BREHE (BEFo/m, WY k) 2RI 4 —F Ny 2732528 (Bedto
Bench) ICbERZb0eEZOLNS, ZOXSICHESDEAPKEL VX b VL, BHECZORE
HHVIINEE R, REL YA ) OMENGANHE L L COXTENRFErb. T FNf ¥ —
W E R E OB 2B A ERNARL X P VFREDOL I RFEEICL I B LDV D,

M BT 2 BESHAYERL DX VDb, REMEDDEZLUITITRL 72,

(1) The Duchenne Registry [Ta z XREH A O 1—]

The Duchenne Registry (|[HDuchenneConnect) I3, DMDEEZED 7 — 2 #IUET 2 5EEL V&
I} U C. Parent Project Muscular Dystrophy (PPMD) I X - T19834E I K E CTHESE X 7z, PPMD
X, 199441 B #Rii© & - 7zPat Furlong, DMD £ olifl, tHRRHT X Y 5% & -4k <. Pat
Furlong 15 % DMD® BT % -T2 %, PPMD® 3 v & = v 13DMD% R E X ¢ 3 2 & Th
. EEEE ORI IEE, EEOEFEH L L 2{To T 5,

The Duchenne RegistrylC & #k 3 LT % 7 — X IIWIEE L O REORME S AIRE T, B& ) 2
n—t AV REIRRERD 7V A v BETRHICHIE S5 2 L A3 T 5, 2018411 R T4,723A
DBEFRINTE Y, 0DEKABOEEY 70— b AV MCHEH I ATV S,

(2) Patientslikeme [ALS.ZMILEE./N\—F > VKR HV/AIDSZ ]

Patientslikeme ¥, KEDBEFRLOERERILA I I2=T7 1434 FTH Y, BECHHED
ANZIC X 3B E M ThbITWwWE, =¥ F a—+t vy TREKZR OB ZEMEERIZREE{LAEE (ALS)
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BEOFKIGENGEHALL72d DT, EREEHROILALUMNCH ALS BFICN T 2EEL VA F VRO
DD T —2PEY —r e L TR, Ehih ofRERERZEGH T 5 L TclEY 27—}
AV MCFERE N TWS, 7—2IUEEICEIL T, REEE O EFRAr 2 THEcE s Lo c, f#
VR F KBRS D Z USRS N B Y — L2 L Cw 5, =% v Y VIRTIE, 5B
DEATRD ZEFRT 2 &0 ) ANNHEICZR > TWwb, hE X, HA X OBEfER Lo 9Ok %
ANFT B e TRREETE, BRI NT — 2R HICHAETE 5,

Business 2.0 Magazine 2% A 72 [THAR %25 2 5 15%E ] 1<:#H (20074E7H) & #1. Ars Electronic
Website® [community| 57 2V — Tl ifiiE 2% E (20084E9H) . FierceHealth IT C@#RIT
DHOREA /) R—T 4 TEEZE (20074F4H) +5742E, B0z Z I Tw3,

(3) The GIST Patient Registry [;H{tEREES]
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ABOUT REPORTS

THE STRENGTH OF IS
THEREGISTRY IS YOU

WHY JOIN THE DUCHENNE REGISTRY (FORMERLY DUCHENNECONNECT)
powered by Calendly

HilL @ https://www.duchenneregistry.org/
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The GIST Patient Registry +
Q]

Our goal is simple - a cure.

Until that goal is achieved, our responsibility-with the help of patients and caregivers- is to collect as much evidence as possible to
ore, the Life Raft Group has decided to create a GIST Patient T I RALEROUE

stry to capture specific data elements of the disease that will influence the overall survival of patients

put the puzzles together of this rare disease called GIST. Th

]
I

The GIST Patient Registry is an ongoing research study where GIST patients and caregivers from all over the world volunteer their Patient Navigation
information regarding their GIST treatment. This information is used to understand the natural history of GIST, treatment » GIST Patient Regist

GIST Patient Registry
outcomes, and to help accelerate research with our Real World Evidence Data B -

> Tissue Bank
Since the LRG is net limited by the design of traditional clinical trials, we have significantly increased flexibility in the areas that we

can examine. Because our GIST Patient Regjstry is only driven by patient-reported data, we are better at following patients for
prolonged periods of time and across institutional boundaries causing a significant impact in reaching and understanding real-life

issues that come up daily in the patient's journey. This strong connection allows us to track traits of the disease that are of concern Core Values
to the GIST community. The data collected allows us to educate/advocate patients in the decision making and treatment options for
their disease. Patient
Perhaps more importantly, by moving beyond the role of patient-advacates to become patient-scientists, we are changing the Powered
medical research environment. We are claiming a voice at the decision-making table and influencing what research is being done
and how it is being conducted.

Science

Advantages of joining the GIST Patient Registry:

The Life Raft Group uses cookies to enhance your visit to our website. By using our site, you accept the use of cookies. For details, please visit our Privacy Policy. [

Hi#4 : https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005itt-att/bd_rwd_202105-3.pdf
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DUTiE, AASE T YRS ERSHIZES BKRFHGTSo TERSEKICE T 2EEL V2
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KETIEHT L WIREE ORI K RIS~ 7 8 A % HiY & L 7221st Century Cures Act
23 20164E12H ICHOT L7z RIETIE [ TOBEICEGER T v £ 2tz ko 32 28 Rw
TiERDH] LT o TEY, 1980FMUC HE~FERFFEE M 251072 v, 10K F vz
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Drug Administration : FDA) O&ZE 7 vt 20EEKD, EEL Y X ) o RWD Ofbh:
W7 HRD N T 5, T, ERZE 5 FUNICHEREICHATTYTAT— A P T v
Z (Real World Evidence : RWE) OiERHICBT 24 X v xZ2HT e bkdDTnW3b, 2z
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ZHAR—1+925 RWEDHHEM: % 3l L 72 [FRAMEWORK FOR FDA’S REAL-WORLD
EVIDENCE PROGRAM | %FH L7z, Z DT, i F TORWED BN 25 HHEH], FDAD
BRREICHHCTE 27 — 2 OGN L 241, RWDZIGH LAWET ¥4 vERE#H I LT»
%, 20165E12H 12t [Real-World Evidence—What Is It and What Can It Tell Us?] & @ L 72RWE
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oy —2 (BFBRT—22L 27 7 -2, JKEL VAN VE) 2offbh s~V AT 7 I
THHEHRTH Y ROV e — A INEEREER TGS 2 & L WEREIR T To BEEHR
%, R D DO RAMICHHT T X S [ReMED B 2 —J7. RWEICIIZH&EC T — X O fE, N4 7 2D
D5 DIRML T 5, KR TIL. 201748 A ICFDAS b ¥ K WFDA DK E I A 1F
TFDADRRRRE % % +F — b 3 2 RWEDTEHICBIS 2 74 X v AR I NTze KTA XV AD
e, RWEDER, HHHPN, 2241k, FHEIECBE L td~onTs b, EHERE L CTIIATE
TR A 1T O 72 DIRFIE. Historical ControlE 22 F b T3, Tz, KEOREEUEE
IZFXIE & L7z Agency for Healthcare Research and Quality (AHRQ) (%, 20074 ICEEBEL Y X MY
R EH T 2 fllo2EXE L L T [ Registries for Evaluation Patient Outcomes-A User’s Guide |
ZFEAT L. 2014481213 3rd Edition & L CHETI N T 5, KKIFHTIE EEL YA PV DT F A v -
HE - T - Gl D 72 0 O WHE AR S E I N TH Y . BN GHFEAIDET o TS

1-2-3. LY R M) ERLORERR
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BFLWER LOBRE L 2 0FRKEBIRREINTW S, TRRICW L D0HEflZRT,

1-2-3-1. T—2WEDEE L FIL~DHkEE [EiaERMEMEH (CFF)]

(1) H&
- B FNUMERMEEM T (CFF) HESEIE, B LI TR O 2 EI 7 )k 2

19 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005kg4-att/disease_registry_analysis.pdf
20 https://effectivehealthcare.ahrq.gov/sites/default/files/pdf/registries-guide-3rd-edition_research.pdf
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(1) d¥&
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W& o1 X 2 HEM 2 IEE T, MEREEREDBREZUET 57201(C
I ndboThHs, COBHROENIE, MEREEZOS 7TOH, K4
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- BAARAE - 20024
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VAM)EHRLLTz, ZOFERTIE, ABROEFMICOWTI20U FoBE, TYrmex| HROE
MEPNEL, ERORBRFIYEMOZERICIEI NG,

BEICSINT 2bECld, WRE R D FMEZ T TR COEERERONRE 5, TOERKD
HuiHiis 2 ECciRd V27 0@ ERETT 2 C, BROFREE . SR E &5 EEOERN
RREETHZ D RO DIRKE 2 032 EEHESITFO—~DTH % &M L 72, Shifiak o kAT,

% &I E Lz,
LoL. Zo7V—71%, 2200 EoiEz Wik 6 BB D 5 7,
DEA L. SINEBEOBT ADBEEHE % 2 4 20 — o BHNIROE W HIETEE L & TR
Xabrna e,
LR IE, IRBEASEFINCHIRICSIM L T w3 729, fEbiBE O AiH%Z 20 2 b icii vk
WwzZé,

(3) RRE

LY A MY F =23, Wb b0BEFHERT -2 7 7 A VEFEH L CBEEZFEMT 2 51H %7 C 7k,
FIRbeix, LY A N VICEY) AR L B L DB ZMEDFERT — X2 7 7 ANV ERRET L L KEI
oo =t~ R-byFay 7ERELYZ—0FHTF—L0%, ICD-9 (FEREFERI2EHEMN) =—F%
AWTHERT —22&H T — 2 LBAL, 22— —ICk3BAE TR TC—KLado=—H
DEET7 7 A V% FECHEZR L 72,

(4) #&

20034F I TO N RYIDEETIE, WRE 22 BEDOMT%HAL VA P Y ICERIN TRV
DAL 7z, BRI N TOARWEF T, BRI NTOAZEBE & TR R 2R % 72 &> T 2 A[REED
BB, BT — LEBMHEREIC, BRINTOUARVTRTOBFICOWTER 7 + — L 2EKT
5 XKML 72,

COBNICEY, ERARERBEOHGIZ9% U LIcmL 72, F—2ldE 7, THAHOEE L
BRI N BHEOBBURILZ L 7223, IRICHEEEZZRD bNhd o7z, F— 403, BEIEE
I BRI N0 Cch Y, BEFICHBRN 2 MEIX o 72 LR T 7z, WL DEFLAEWICTL D,
BEZERL oMl e LT, BREMFICBET 2R, P —=v /O, 174+ —L4F -
a2 vy b ORI T SRR BT bz,

20064F & 20084 D it T b R DRI AMF 5 117223, ICD-9D 2 — F (I R DULE L7 <1k
Wiz, LY A MY DOWPUE LICD-9D 2 — FOEWZHTEICT 57201007 ) ORFRIBHETH -
7z,

20114, VSGNE®HSIME B SGE € 7 V13, MESEFE4SIC X o TVascular Quality Initiative
&L CRAI N, BIECIRIMENRIYES O BH LM O T ICHR X 172 VSGNED X 5 7Ze il
HIoN—T7DEEry VT =7 LizoT,

20124F i3, 7 — 2 OERMICB T 2 2E N AR EE A 1= X403, ICD-92 — FOfffs» 6, Ehl
DCPT® (current procedural terminology) K7 — X 1Y) Y b o 7z, 20124F O FAiif) = AR Tl
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CPTR—ADFERT — 2% HHT 22 LT LYA PV T2 D~y FY IR XY EEICRS L
VNI Nz,

L DLYALVILE 5T, B OEE IR, 7 — X DN L AMELIERS 2 D OER X
FBETH2, LoL, MROBEFENESMUKET 2L Y A b Yk, BEY 0220 THERICHE
EOazE 23RV S ICEET BELRD D, KT 7 AN EEORFAFTELEBTF 7740
RV EREEIC XY SIERICERERHPERESBEL 5282, VYR P VICERS
N7 R BE DO EE IOV TR Y A3l 235 5 iz,
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1-3. IFROFIFERIZDONT

1-3-1. ABMEDZEMKREE (Historical Control) *'

20124E1 H ICFDAIC KGR & 7= FERAVEARMEAE (Cystic Fibrosis: CF) D ia#%E3E Kalydeco® (ivacaftor)
DIGEFRHEHE ICUS CF Foundation Patient Registry s, HfifaE 4 B {RAE~ D RIANY 72 20 5 % WGk 5
57-0IiER I N,

ZOLYANYIBKREDEYT -2 2G5 2 Lz AL LTH Y, RKETOTF— 203 EHIhTw
%, Kalydeco® D5 %% F T BEMLTER G551D (772 11 AHE) BHEICEWT, fEEans
FitEREDAERIE THEE AR L. 2 e T2 LY A MY 225857z F508del (27 7 2 11T ZH)
FEEAEBEOMBERK TR KT 2 2 Lic kY, KAKS 3 FRGERZIC T 2 hiitEE DK T ]

Hill 2R L7z,

1-3-2. 22OLPRMYBOT—4#HF (KP ACLRLCR MY E/ Lz —HFHEL

CARY)
[Registries for Evaluation Patient Outcomes-A User’s Guide] (4th Edition??) 12, 22D L ¥ X
FUVREOT =2 EICET2EHLED L, LTICZONEEZRT,

(1) ¥
. SHBEH : Kaiser Permanente Anterior Cruciate Ligament Reconstruction (KP ACLR)
Registry (5 4 % —o%—= % v 7 Hi+FEHE FHENT) (3. ACLROALE, Hiffi,
777 L O, BEELA VT T ORBICEET 2 EHEN L T — 2 ZIUE
TBDICHLINT, TOLY AU oHIZ, BEERITHEER, 777
M EARARIC OB 2 fEMEF 2R ET 22 L, AR 77 &
A7 LEERMOMEERET 2L, ACLREEDZEFZHIHT 2 C &,
SNfiEx COFEFEAERZRE LHIEKT 5 2 & ACLRDO#ERZIE 5 FkD
MDD OMHH ZIRMET 2 2 L TH 2,
« AR V¥ — 1 Kaiser Permanente
- B AR 20054
AR T Akt
- TEEK - 420 Fhfit v & — L 240D A FHE
- BEEC 40,000 A A |
(2) B

KPACLRL Y Z PV IZ, /A7 = —BHEL X MY LT, BEORBKRKET, BT
s SR IC BRI S 2 Tl & Hifli 2 B ICH E 2 720 0 — 3O EZ{T5> 2 ¢ #HIE LTWw

21 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005kg4-att/disease_registry_analysis.pdf

22 https://effectivehealthcare.ahrq.gov/products/registries-guide-4th-edition/users-guide
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5, TD2ODL VANV DTF—XEHAEDESLZ LT, HEDGEMRKATFEZ L REEL., (K48
EOEREZFET 2 Z L SA[REIC R B,

(3) BRE

T HEOLYA Y DERFaF - EFMAEERET 2 000, a7 -4
FERERTL YR P VR Iz, TR, LY R R Y B A oSN —F B A D BRI O W CHER
FITOBRICER I N EEERERPFFET 520 I{Thbiv, it\ H\ D435 b HERR T ¥ 2854,
BLOT =2 %S 20ER WAL N T2 201, HESZHL 2L 72,

(4) HR

BT DA, G, HERLL TET O BE R I X 2 EoRE. BESEDOQOLICOWT, LY A+ Y
IRFERRD D TH 2 Z L Hbhoi, AN, ZIERFICITo T XK=y Fili £ COREHE, %
R R, EEEOHEHICOWTIE, 22008 FRHTEBEAONE, ZbDENE, SHEljL Y
APV DT =R EHEL TN T 2BICE R T 20BERDH 208, KAELEZT -2 CTTs 2 &ick
D, X V% L DACLREFEEMIC L TE 2HALSO N A[REEDRH 5 2 LR E LT,

OB D%, 20 DIRGHICEE DS OB Thbh, HESINAZLY AP IDTF—4+y FEHAV
TERME AT SN, KeyPointL VA M) T =2 2T 7T — AT 252813, 7 — XD 7
DYV ITNFA R RELT2-0OEELRT 70 —FL 2045, LrL, LYZX M) ORAIRE
frDEMIc B b L7z0, HE7uey =227 bozwicr—42%2G L7203 30, LY A YD
k- bBIXUOBEOMHER., BUSA%2ERT 2L EETH 5,

1-3-3. BEVINL—H?

HVIREBOREY 7 v—F (BHFINZEEL, BB - BRTIFCICHERMCHAAN) ICEEL Y
A FUYBRERHINTWE, LUTiIC, Wol 20HEflZRT,

(1) SMA

SMA @ #3# Y 7 — b International SMA Patient Registry 237G I LT 3
ZOLYR LY, KEOBEZRIFEF FRCureSMAZ LR L TH D, SMADHIE LRGSR
ICHIR D B 2 B RO Z OFKGE~NERERET 2L 2HWE L2bDTH 5,

(2) =S raYFY7RH
Irav FY THROEEZEY 77— FIZ North American Mitochondrial Disease Consortium Patient
Registry and Biorepository 235G LT3
ZOLYZFYiE, NIH P\lbcnxﬁént?%’}‘ BITZERE I EE T 2K I P a v F Y 7=
vV —3 7 . (North American Mitochondrial Disease Consortium : NAMDC) i X - CFfE T

2 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005kg4-att/disease_registry_analysis.pdf
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BY., MECHKARDO-0DEEY 7 v— b, IREETCOT—2EEY v I LroE2HWE
L72bDTH 5,

(3) #HEMLABIRXERVEMFENSHMERE

i 2 FEEAIR R I CBEEREI 2 FIME RFDERE Y 7 v — MICKEOL YA Y B3EH I LT
W3, JEE TR DVasculitis Patient-Powered Research Network (V-PPRN) 720 & BB Z§k 23 0] BE T,
BRI DLW RFR O EW R A 2 Z L 3 TE 5,

(4) BEMRHFHEREEL

RV TR B D B ) 2 L — i CARRA Registry 235G XT3,
TOLYRMVICIE, KE, AFZDE2MEXBSML T\ b, IWEFT HIEHRE Lz, ERHZEY.
MyEEERR, BEOEHICOWTERMBS AT T 21EHR. BEHRET v + /124 (Patient Report
Outcome : PRO) | RIEFSEKRIRIR 2 &350, 2N b AL T, EEMLOFEMESL LM%
BT ELEREHMNE LTV,

FERmIC, LY N VIR & MAEARE., En TR R &0 F 3 v TRl AE b TR
FTHZLIkY, FEDERFECREOKREICX VRO FHIRHREEL AT L2 HIEL T 5,

1

(5) 7IKR— HEMRE

TR — MEGEFEOFIRABR DO EBE Y 7 v — MTKED I 4V 2 KT I 7z Alport
Syndrome Treatments and Outcomes Registry (ASTOR) 233G & u7=,

ASTORIZ, RATH L WIBREEHFEOIIRICL Y, THR— MEBEHOBHFOEEH 2 WET S C
&2 HIVICERAL E L7z,
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2-1. HFOERBIZET S ERER

2-1-1. The UK Strategy for Rare Diseases?

BEIC BT, APREICB T 2 EISEIS DR 2 72 3 0 13 [ EER DB (The UK Strategy
for Rare Diseases) | TH 5,

20094, WONEABESOBEIC LY. EUKEIZ20134EK T CIcAmD B atE £ 72 13 3% % 50E
T2 ENRD LN, 20105EiCiE,. [HREEFETLEDERHREE (Annual Report of the Chief
Medical Officer (England)) | T, #ARHE & Z OfEFE~DEIC F‘aﬁ?“%??%b@%%‘l‘”fﬁi?ﬁ%)ﬁé Nz,

20124F, TEERMEA X, AR ICBE T 2 RERIHOFKEICBET 2 a v LT —va v REML,
300LA EDIREDR D - 77,

[PEE R DRG] 13, 2D 2R T C20I3ENHICKEINZDDTH B, Z OHIKIZ, 7
FIRICHERB L 2T _RCOALXOEEZRA LS ® 27200 F Y 3 v 2ED 72 e iEH e Pl A0
THY., 2% BELCOEMIT. BHELZORKCEIN TS, TOWIKTIE, ST ITARNETT
D510 Iy AV FHARINTEY KEZHEET 2524 7BHA VY77 F . Ray 7V,
T x— X, LT AT V) I, 201452 ARE TICARINE FPEDOKERKOFHT, Thb%
EDEICEKT I 2rERT LI N,

KE D 4 rEB T, B VIHENICTEZEZ T HIIRD50TH S,

- WPIRIE L D AN A DR

- VIR OFEE L TP

2 & I A
T e aA—T 4k —vav
- Mg DA

2-1-2. /AOKRBICEAT HEBREROBE

FECERIE D FE R % 57 1 T, HERES (Department of Health and Social Care, DHSC) #|E 4 (KT
HIER & D X HICEBIN 0% 5B - BT 2720, FEEFGDER 7 A — T LBHL LTz, 74—
TLDRX Y AN—ITE, FAREa I =T 4, EER FE MEEOREREGEETh T2

T BT, 2016%F10H , HERARDBRLSE & AR BIIRIC B T 251D R DERICEREZ S T3
7=, RERVEBBIRBZEBRVHLI N, ZORERI, BEEHFEOFRZEEL ., Mg CTED
bhfza Iy b AV R TEERZ A ) RE2KROMMTDH 5,

20184F11H. FVIEFRKEEESLOE B DT, NHSA v 275 v F (National Health Service
England,NHSE) & DHSCH % N Z 4L, # /IR D 72 8 O S [EHBE D AN % Jiii 72 3772 © O Efi g1l %
F¥FL7, 2D H HLDHSCOESEEEZS [ Rare Diseases implementation plan for England | <, £ ¥
77 v FlicEWw T, DHSCHHL S X & iy g L fTEI 2 /R LT\ 5,

Z OEMEHHTIY EF5 4 74 MiE, LT OEEITH 5,

CRPBIRBR 7 A+ — 7 L, BLRU 74— T LD LT VELVT 7y b7 — Lkl L, B

Zhitka ORI

24 https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/260562/

UK_Strategy_for_Rare_Diseases.pdf
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- WEAGDTIRBORE AR X 5, D =
il < B 7z mEER AR O FlfiE

- mPREBRED T2 ORI (diagnostic odyssey) | ZRET L. ET 20D XR 7 &7 4 =
v a SN — T DR,

C10FANT 7 670y x 2 b QRS R & R

- BESGEREY - FVBEBEBSY — 2 (NCARDRS) Db I & e

- WINL 7 7L v A s 4y P 7—2 (ERNs) &) % EEORES & FERE

- ENZARERTZERT (NTHR) IC X 2 WF9eib B i & . W did 2 90 - S8 2 E ke % Kig
KR b g2 HOA v 7 T REET 2

=T A BXUOFDERBORE 7 + — 7 LDOER%

11

Db, AVI TV FILE T HPRECET 2 EIERCBEES 2825, [HREE - Hd
P BB $ 9 — v 2 (National Congenital Anomaly and Rare Disease Registration Service :
NCARDRS) T#® %,

NCARDRSZ, it oFEfEatH i< /37 - T20154 4 Hic, DHSCO A4 v 77 v FNETHBI ¢ 5
[4 v 27T v FoREER (Public Health England : PHE) | i X > TiZzb B S5 072, NCARDRS
X oTA V77V FTRYID T, ERERFE OERP2ERICATDI, OHIKEDT — 2 IUE
%Tﬁjﬁj‘é Tt ioi, NCARDRSTIX, MRWEHA. MR NEH, KAicswT, 1 v 7oV

IZBT TN TORRERE B L OHPHRE EEZWB LR C0H2 bD) 1L 27— 2758
W% TN D%,

A v 7o v FEACcH, 7= XTiE [Congenital Anomaly Register and Information Service
(CARIS) ] . 2z v F 7 Fix [Congenital Anomalies and the Rare Diseases Registration and
Information Service for Scotland (CARDRISS) | IZ XV, ZNZNDOITBEHEUTHERFE L T, &
RIEIWCBES 2 7 — 2 DINERfTTONIL T %

Ty T XD RITEREBDMT O b o2 IF T, KRERE, BEMKOFMHT LAY
% b ERoTn3,

KIA T, PAED X5 A biRECE T 2 EHREMEEICO W TANICEHHAT 5,

2-1-3. BRMICH T34 —27 0 FS5 v JICET 28H%°

EUL., fhoHiECikFE I R v X 5 i PRED 720 OEEFOMIEHTEICHE VT, BELLE
il 2B 2hDA4 v v T 4 THRIBHL TV S, 2T, EMADER T 2 —5E 0 HLHE % i 7~ 3 EK
mICOWT, =77 VIEEZHFEL., Tho oEBfEEEZMHT 508 TE %,

(1) BRMTOA—o 7o FSyraeER#E
- EUSICIH ANICSALL FOEETREL TwiaWn &,

% https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/679123/
UK _strategy_for_rare_diseases_-_implementation_plan_for_England.pdf

26 https://credevo.com/articles/2019/12/15/rare-diseases-regulatory-incentives-for-development-of-orphan-drugs-us-europe/
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MRS TIREPEMEN RS2 D Lo TRE B, T, BT s EEnTHE L, X
I, ZDEHFEGVFHFIED 2D DRE R IEULT 270D Y X —v 2 EANTHALDE RN L,

s 2. PRI BERICE TR D WL TTEPFEL R\, 72320 X5 EsBICHET 5
Lty X OEHERDBZ OREBICHEE L AL I L o TRE BMWAIGEZ S 7253 b O ThiFL
RN

(2) BRMIZH T34 —0 7 VEEETOEADFN
H&10. BRMICH T2 —T7 7 VHERETOERADFNI

Submit application to EMA

’ Request for pre - submission meeting ‘

l

‘ Submission y

l

‘ Validation ’

1

‘ Evaluation ’

|

" Approval ]

Publication in the register

Hi# : https://credevo.com/articles/2019/12/15/rare-diseases-regulatory-incentives-for-development-of-orphan-drugs-us-europe/

(3) BRMICcHFDA—o 7 FSvTIcwddTd1o0toT74T
MMMDEMAIZ. A =7 7V F 7 v ZOMBEFICH L THALRA vy T 4 7947 4 v b it
LTWw3,

a. HENEAY v b
SRS, A—7 7 v R 7y SOMERREICE T, UTOX) BA v ey T4 722 T 5L
EMTE D,
OWf%E 7 v b a L ORE T K84 2
OBMEFHEL DA T
OEUDHiBI & % R+ 5 < &£ 5T X 5,

-HUNRSE, A—T7 7V BTy JORREET S MBFEICH LT, MR - UM (SME) 12504
INDZDEI »ERMERTELIRL TS, ZD X5 a3, FTOSMEA 7 4 RiC X 2
B Fi g LOZRPFREOBELR Y, o0 2BERHEZR TSI LHRTE D,
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HEEA—T7 7V Ty ZICHE L IR, T O X D M4 5 OG8N 3 2 TR 2 I
T 2BENnTES,

O7m b arvg

OfLEIGE AR &

O AT oMt

OXEZBZIAT DN % BLEIRGEAR D2 FHHIGE

OF2E DIl

CWE, A—T7 7V F Ty I DRAKR YIS BB KIZIT o T r vy, MINEE A5
DBOYREZTONEGELD S,

b. Ml Lo A) v b
- NBFES S EUR CEE X Nz EHE L o, SNSRI/ BRI S o R RS R 050 #
INTW YA, MiTNREIIHEOLRE2Z T2 2 L0 TE 5, $/z, mAEMPAERS
(F=77vF7v2) CowTi}, & LI2EROHHRLEHEN S T h 5,

- —TCM AR FHE, T_XTCOA =77V F 7 v ZHEEREM T, BNEE N ©—Joiic i
HRGEHKR D 1= D DBEEBITOND, T D7D, REIFZMINEESTIC—EDOHGF 21T 5 721 T,
BINZE R b —HOoBER ERENPHIN, ZORERTXCOEUMBECcCHEMITH S, £
Tow ARV I —IF, A—7 7 VIEE 2R T, —ITULI N Th & CHRM S 15 AR T
7XATHILDBTE D,

cZu—"nu XYy b, EMALFDAIZ, A— 7 7 VIEEHFEB LA —7 7 VIEEEZE KO
BHFRDLICEE T 3 B EZE 0B Ic oW T, B FIEZFFEL 72,

c. =TT AV EDRXY v}
AREINEA =T 7V BTy Sk, SRR 22 5 S L TE B, T, HEA—T
7Y F 7y 2, BRI CARKRE R CE 3 METHE [av Sy v ar— b
=R | I X2 RE~DREGDBRDO ONBHEND 5,

- 104 [ o TG M S HEORFE , A IC BT S, FREFRHE 2 i 72 37 2 & %A & e R IT R,
LOfE[E DS HEIC X 2 (REEX TG T 5,

- Z OMRFEMRX, AP OTEE OB ARG T N AEE A O/NRRER R i
HEPLL T B EEHOG S, 2FHIERTE 5,
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2-2. IFBOIE L KBROKER
2-2-1. EXURE - HOEBEE Y —EX (NCARDRS) #

(1) NCARDRS(National Congenital Anomaly and Rare Disease Registration Service) D4F

* NCARDRSIZ, 4 v 277 v Pt T, FRUERELH VIR ZROALZiL#klL Tnb, 2OV —
EZDHKIRDMEY TH 5,

QERENEDEVEREREZ S K-+ 357000 v —2%iEftd 2,

O ECEEICEEL e Rt T sz T, BELZONEE LB L. 52 5%,

QICRIERE XA VPIH O FAEMEL, Rk, R, RIS 2 A Gl e £ =2 Y v 75 E 2
92,

O RIERT, MmKE, BEERICET 250w 050 GEFERY:. FIRL TR, 2l 6.
EMRLE) 23RS 5,

O DR & RMEERRY — v X Dt B X RFLIC&RILD,

QX)) —=vr7nr 7 roRIMEEER TGO, ER - LAY — e X 2R B, A
T27200Y Y —RERHET 2,

OV - R, ERPOEMINT A VT v FNTHI O REFER, £ v v iEfIE
B LY 2 b Y (National Down Syndrome Cytogenetic Register) . 3 X U7V 7 Vg B KME
B LY X MY (British Isles Network of Congenital Anomaly Registers) Z#i&L72b DT, Zh
FCTT—2NETDOIL T Wi o7z icd . Fiiz a5 — 22835807 & 7z,

- ZDfER, NCARDRSTIX. R « EERICE T 2 BEEFZH O A AN —FH, 2015F121321%
TH o725, 164FEIT49% [ . 20184E 25 13100%IC3EL T 5,
¥ 7-. NCARDRSICIUE X 2R HE - SEROEZ. 20194FEF A C 1400/ 2 8 2 T\ 5,

(2) FHEBET SR

- NCARDRSIC 35\ Cl3. NHSE20064E552515%%1c 05 2 PHEIC S 2 b - EEFafIc Bl » €, HF
T—A2ARNEINS, PHEIZ, A4 0EREEPOFEIEZRD ZHHE R, TOT—2 %2 NEET 550
EEEPSHETHWS,

- PHE(Z. NHS{A{EWF%¢// (HRA) OSFMERHAMN 7 v — 7 %@ L <, RIERED b HF 2 Dk
T oG ERD R ITNIE bR\, ZOT—2%2EMT 572912, NCARDRSIZT — % DIVE,
R1E. DBic oW T, PHEL HRAIC X o TR I N B AT EZED TEY, 2N b DTN
THERL T,

&7 — 2 DIENE

@< b L — VBRI 5 BSRKERIE

Q2 7ERIEHT 00K DY He

27 https://www.gov.uk/guidance/the-national-congenital-anomaly-and-rare-disease-registration-service-ncardrs
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@Y — RITHE TG -

(3) T—45#H

* NCARDRS T3, DT ogazkkg, BELZRECE2EME®AT L2 Lidn .,
SLEVLFICFAEL T3 5h
QLN MMM EE R bR 213 T 255
€7 — X DXWHEEPEN LA 23T 255

*NCARDRSIC BT 2B A[RER T — 21X, TNO DR T R Tz ENEHEICOARNHEI NS,
F— ROZHEE T T — ZFOMRFEICHEY 2 FER L ABEYE L. T— X I o 2E X 0
%,

CRRMRELHVIIO 7 — 213, WE, EE, HideitozoicosrMfIng,

DT =R ERACEMREERLEDEIR, 2070y 27 P ORGERETCNCARDRSICEE L, KD

HEHERT 2RHELDH 5,

QT — 2 BHFEHMICARL TS &

T a2/ r OB 2D TH Y FUMEEZFAITo72, R EHEToTW2E
Bnlgnz b

QLR T — 2 BB ABI Nz b DTII AW E

(4) EUROCAT (European Surveillance of Congenital Anomalies) & MO RB8{%&

EUROCAT X, e KMEEEOEFZHEBEAITH 200, a—a vy HETOL YA M) DAY b
7 —27Tdh%, NCARDRSIZ, EUROCAT¢: F—2 %2/ 22T, X hvwHilfichz %57 —
X% 7=, I—u v RO EITW, HYREE G L Tn 3,

(5) #—2 7% v b (Orphanet) & DR
Orphanet|d, fWEREBICHNT 2@z mO, fiVKEBEOBW,. 77, hEedET L%
Hiye L7 B AR B e mREHER (F—7 7 F 7 v ) DKR—21rH4 b Th D,
PENLEEI0ER], HELE T A VT v FICE T 2 5 DPN OGS % 8% L. Orphanetd 7 — X X —
AICHBAL T &7z, ¥ 72PHE|ZOrphanet UK%EE L T3,

(6) T—5ORFY - T2t

- NCARDRSTIZ, IAZIFETCE LT —XICT 7 ATELDERONTZRL Yy 77 THY, $7-
T—RICT 7 ATELDIE, T—XDOMEZRGET 2720, FLEFFREDA v T v P E2fES
27207 FCE, T—RICT 72 RTBHMF I — 713, PHENO R & AGAHTCili %20, %
BriToTWw3,
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EINT XIS I NS A, SO DONTIETATRERR O . EAGEBIER (GETCHERT A3H
RInT—2Tirbnd, O IEMEZER T 27207% L, oIE 23 BH 2 RFE T % 2 1FHIc
T eAT BREND G, CoHRE R LEMEGEHIL, PR AT R R, YR
7L P FH#EA T — 2 2B L 2t BT kI 5,

EAZRETE 27 —20EFIE. AESRONLGA. $72E3T7 -2 %28 KT 2 70— 7RHA
D RIGARMEER» 0 ERZ G2 O NGB ICORTbIL S,

(7) BEBEODT—3~DT7I €A

- NCARDRSIZF — X %# &8 LA, BHICOWTOBERY R LI LN TEL, 2oOF—2HE
BRI —MEAEE (GP) #BL T, TRICE > T, YT — 2RO TFT— X% HEK L 7~
ANCORREIND Z LBMEHEI NS,

B HEREFEOTFT X IIRICL o TERIN TV AR, BEHGBHS TERTEX 3 L5k —
ZNVH A4 b ORI TW 3,

(8) T 7Tk

- NCARDRSIZ, fRESLHREREZFEFOTRTCOADT—2%2&k L., koD 7z0DE
B — ZADGHE c BICELTEWEEZTWS, LL, T—2%2&HLZANTVWOTH, H
57D T XTOE#RZNCARDRS 2 HHIFRT 2 X 5K (A7 TV ) 352828 TE 5, HIFRIK
FET-oTH, BEDHESL T TIGEERREZ & ixk v,

-7 b7 U T 28513, NCARDRSSICE T A — v & 72 i3 FHH CEMKTIIE L W,

(9) B&. BEEAK. —RHTREOERS

NCARDRSIZ, RDOEZH>ThH bWnizneEFEZ T3,
€7 — XUVEDHH

&7 — 20Tk

&7 — XD

NCARDRSIZ, EHLEEMGE L EWICEE LAV, B OWEBNESLEEZRETE 27 — 4208
DERHEZFHL, LOXICHELEZLXWHT P4 R %KD, XEE BV TW5,

EBEPREERNTOY —7 Ly P TR, ERMERECHDIREBOER & 132, e &R E
BOh, HETLILAREDIICAT I T U I TELZDh, EXFMHL TS,

(1 0) NCARDRSIZ&I+5T— 2 IREK T +— L7

28 https://www.gov.uk/guidance/the-national-congenital-anomaly-and-rare-disease-registration-service-ncardrs
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- NCARDRSClt. XD 3 DDEHHIC OWT, 75D E . ERERE IO WD TF— 22 INELCE
D, ZRFNICOWTEMDOILATE 74+ —L05 5, TNFROF—&1F. UTFTo Xk dic LT
FENTVE, GHERTT -2 /AR — 2 /g% T — %)

a. HAERT—%
CERMERE (REEMN., eaRr, 2rn) 28bnsg, 72 3R S N2 iROME 1< 3%
Lﬁﬁﬁim(MMmm)7#—A%ﬂﬁ?50L@7ﬁ—Aﬁ\%%#%bﬂé%u\it
THAERTICHERR S L2 BE ) HIRBHET L wBaIclHIN S,

- S O I AHERR O I - IR OAE R T2 T, 2D 7 4 — L %3i%X(53 5., NCARDRS T,
BEPFEON L GAE. HOEEE, OHEREI S 2, RH 7+ v —T v 7TIERENET 2 L
Db 5,

CRKMERE DD 2 BRSER 2RO G S, EoRRICET 2 EHAE 02N HETH D L
RS %,

T RCOHHICGEATE RS TH, TELRTL L DEHREGLAT 5, FflkEMiOZD, LT
DWFNLD I —FIRMNT 3,
QH T 2 2 ¥ ¥ VHR
/)=y L L—
) Zifteaie
L ZIR S

CFEABEAD T x— Lt AF v VERE ZHAT L. NCARDRSHUBEHFT (4 v 277 v FHIC
OffifidH5) DA —NLT FLRICA—NEET 3,

b. AT —x
- AR (Delivery) @7 4 — Ld, ERMERE (HiEny. REMARN. B2 s35bh s,
TR I N ER ARG T 2RI T 5, IR T L, IR & HEE O li 5 D& 23
AFTELZLH o THhLMEMT 2, fiFHAREFEL TS 25,

c. HAE®RT—%

CERMERESHER I NAAER, 23 ERICEE DI, I5hoME (WG, REk,
L) o TV RN ZIME T 27201, 4% (Postnatal) 7+ — 2 Zffifl3 5, Z
D7+ —LiE, HWIROERP G o N R GHAIC IR S v, 2720, BRI H 55
BlE, T—2RX—XECHELARb 2 A ZRET 2 DICKRZLOD T, BEOMRE RIS 2,
ft I HART & [F U

TRCIC, HERT 7 + — o (K1) | HAR 7 5 — L& (K5R12) | HAER 7 +— 4 (MFK13) 2R,

2 https://www.gov.uk/guidance/the-national-congenital-anomaly-and-rare-disease-registration-service-ncardrs
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EI%R11. NCARDRSO 4R (Antenatal) 74 —L

OFFICIAL -

National Congenital Anomaly and Rare Disease
Registration Service (NCARDRS)

Public Health

England Data collection

Auhorised under Section 251 of the NHS Act 2006 b

Please notify any suspected or confirmed anomaly identified antenatallty — structural, chromosomal or bicchemical.
D0 NOT WAIT until final confirmation before sending this form.
ollect inforrration without patie

SENSITIVE

Far office use anly

form - Antenatal

porse! (CAG 10-02id)2015)

MOTHER'S DETAILS ANEUPLOIDY SCREENING DETAILS

(Sicky labed, if available)
Surname: | |
Forename: | |

Hosp. no: | |

Date (specimen) Test Result
(O combined | (C Accspted
Toesktin] | Tranenskin| |
C Quad Coeciined Ohotottersd Reason| |
C Puositive o Megative O Inconclusive

Address at | |
booking: | |

Postcode: Date of birth: |:|

Ethnic category: (_) White (Mixed (JIndian () Pakistani
(C)Bangladeshi () Other Asian* () Black Garibbean () Black African
(_)Other Black™ (_j Chinese {_ other* (_)Not known

“If other, please state: | |

= || Cnier
Risk: 1in I:l
DIAGNOSTIC TEST DETAILS

Date (procedurs) Sample Result
l:l O C¥Y5 ONorrnaI CAbnuImal ODeclinad

O amnic | Ootterad C Notofiersd Resson| |

O Fatal blood Oi}thar. specify: | |

Occupation: | |

pe/microarray: | |

BOOKING DETAILS ANTENATAL SCAN DETAILS

Date of 1st booking appointment: |:|

Booking hospital: | |
£oD: —

Height:[  |em Weight:[ kg BMi |

Smoking status: () Current (JJEx (CUJMon (O Never () Not known
Weekly alcohol units at booking: I:l
Substance use at booking: (_iYes (U No

(U Not known

If yes, substance:|

Prescription drugs (1st trimester) inc. dose: |

Maternal illnesses: [

Falic acid: (_) Pre and post conception () Post conception only

(C) Taken, timing unknown  (_) Not taken () Not known
If taken, dose: (C standard 400mcg () High 5mg
Assisted conception: CivYes (O No ) Not known

If yes, type: (U Ovulation induction ( IWF (U ICSI () Not known
Number of previous live births: |:|
Number of previous stillbirths (24+ weeks, incl. TOPs): [ |
Number of previous losses (<24 weeks, incl. TOPs): [ |
Mumber of previous neonatal deaths: [ ]
Previous congenital anomalies: | |

[ |years
Family history of anomalies:
Maternal: | |
Paternal: | |

Consanguinity: () No (O Yes, 1stcousin () Yes, 2nd cousin
(_ Yes, other () Yes,relationnk () Not known

Father’s age at booking:

PREGNANCY DETAILS

MNumber of fetuses:

L

Twin type/chorionicity: | |

Please attach copies of any relevant scans/clinic letters/laboratory or
post mortem reports.

Please send by secure electronic transfer to your regional NCARDRS office. Details of each
regional NCARDRS office can be found at www_gov.uk/phedncardrs.

a

Click to lock all form fields
and prevent future editing

Hih

antenatal_form.pdf

1st trimester (dating) scan:
Date USS findings (attach report)

l:l (_) MNormal O Abnormal (_) Incomplete
NT measurement l:l mam

Fetal anomaly (18+° — 20€) scan:

1st attempt USS findings {aftach report)

Date O HNormal O Abnormal C‘ Incomplete O Not known
(_) Not done, give details: |

2nd attempt USS findings (aftach report)

Date O Normal O Abnormal O Incomplete

-

() Not dane, give details: [

Echo/MRI/Other:
Date

L -]

Findings (attach report)

REFERRAL DETAILS

Department/Hospital: | |

Consultant: | |

ADDITIONAL DETAILS

Uz thiss bk of thee form 4o extersd arewers or include ary exdra informartion you think is reeant

NOTIFIER DETAILS

Name:
Hospital:

| pae[ -]

https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/553572/
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E3%12. NCARDRSOHi4Hs (Delivery) 74—

Ly

OFFICIAL - SENSITIVE

National Congenital An
Registration Se
Data collection form

Public Health
England

Auithorised under Section 251 of the NHS Act 2006

MOTHER'S DETAILS

Please notify any suspected or confirmed anomaly identified - structural, chromosomal or biochemical.
DO NOT WAIT until final confirmation before sending this form.

omaly and Rare Disease
rvice (NCARDRS)
— Delivery/Postnatal

1 irvformion without patient consent (CAG 10402(d2015)

ANOMALY DETAILS - LIST ALL

(e label, if available) Anomaly Suspected How confirmed?
Surname: | | prenatally  E.g. cytogenetics, x-ray, PM
Forename: | | () Yes
Hosp.no: | | ONo
NHS no: |
Address at | | Date confirmad
booking: | | :
| — ) Yes
Postcode: Dateofbirth: [ ~] CINo
Ethnic category: () White (UMixed (_lIndian (_ Pakistani
(O Bangladeshi () Other Asian® () Black Caribbean () Black African
- \cni - | —
(_ Other Black® (_) Chinese (_ Other* () Not known
*If other, please state: | | Oes
Occupation: | | (Ne
BABY'S DETAILS
e E—
Sk labed, if available)
Surname: [ | CYes
Forename(s): | | O Ne
Hosp. no: [
wsre [T e —
Address at birth: :
| | O ves
| | O Mo
Postcode:
T —
Sex:  (UJMale (UFemale (UIndeterminate  (_ Not known ate confimed
BIRTH DETAILS OYes
(UNo
Place of delivery: | |
Type of delivery: () Spont. vertex () spont. other () Low forceps
—
(O Other forceps (C)ventouse  (C) Breech
(U Breech extraction (_) Elective CS () Emergency CS O Yes
Cother,specify[ | (JNotknown O No
Birthweight:[ | g  Birthorder: [ |of [ ]
OUTCOME DETAILS Dateconfimed [ |
Outcome: () Live birth () Stilloirth (24+ weeks) () Fetal loss (<24 weeks) U Yes
() Termination of preg. (<24 weeks) (O Mot known ONo
Termination of pregnancy: () Medical TOP () Surgical TOP
( Yes - unknown method {_ No TR E
S | PROCEDURE DETALLS (ifappiicable) |
PROCEDURE DETAILS (if applicable]
Feticide: () Yes O No () Not known (If app )
If yes, date: |:| Date/age Department/ Procedure
performed/ Doctor
expected

DEATH DETAILS (if applicable)

Dateofdeatn: -]

Post mortem: (_J Yes (U Not requested
() Requested but not performed

(U Not permitted
() Not known

NOTIFIER DETAILS

Name:

Hospital:

Department:

Email:
Tel:

BABY'S REFERRAL DETAILS

Department/Hospital: |

Consultant:

Page 1 of 2 Form continues on next page wipe

54

101



B%12. NCARDRSODOH &M (Delivery) 74—L4A  (#=)

Date of 1stbooking appointment: [ -] Date (specimen) Test Result
Booking hospital: | | I:l O combined | (O Accepted

EDD: Tovdskrn| | Tiamamskim| |
Height:[_ ]em Weight[ | kg BME[ | Oauas Opecined Onotoferad Reasen [ ]
Smoking status: (C)Current (O Ex  (C)Non (C)Never ()Mot known [ =i|Ower (O Pasiive () negative C inconclusive
Weekly alcohol units at booking: || |

Substance use at booking: () Yes (O No () Not known DIAGNOSTIC TEST DETAILS

If yes, substance:| Date (procedurs) Sample Result
x U Cvs UNmml U.ﬂbnormal UDacIina:I

|
|

| : (U amnio (Uoffered (U Notoffered Resson| |
|

Prescription drugs (1st trimester) inc. dose: |

Maternal illnesses: | O Fetaibiood | (JOtherspecity: [ |
| T, SpecIty:

; ; Karyotypa/microarray: | |
Folic acid: (_) Pre and post conception (_J Post conception only

() Taken, timing unknown  (_) Not taken () Not known ANTENATAL SCAN DETAILS

If taken, dose: (_ Standard 400mecg (_ High 5mg 1st trimester (dating) scan:

Assisted conception: (JYes {(OJNe (U Notknown Date USS findings (attach report)

lfyes, type: () Owulationinduction (O VF (O 1csl OmNotknown | =] Onioma O abnormal O incompiete
Number of previous live births: |:| TR |:| mm
Number of previous stillbirths (24+ weeks, incl. TOPs): [ |

Number of previous losses (<24 weeks, incl. TOPs): |:|

Number of previous neonatal deaths: |:|

Previous congenital anomalies: | |
Father’s age at booking: |:| years

Family history of anomalies:

Fetal anomaly (18 — 20+%) scan:

Maternal: | | 1stattempt USS findings (attach report)
Paternal: | | Date O Na(malo Abnormal O Incomplate O Mot known
Consanguinity: () No (O Yes, 1st cousin () Yes, 2nd cousin -

(O es, other (O Yes, relationnk () Nat known

PREGNANCY DETAILS

Number of fetuses: [ |

Twin typefchorionicity: | |
ADDITIONAL DETAILS () Nt cone. give dtais:
) ) ) 2nd attempt USS findings (attach report)
User this boe to excend answers or include any extra irormation you think is releant
Date O Mormal O Abnormal O Incompleta

L~

O Mot done, give details: |

Echo/MRI/Other:
Date Findings (attach report)

L -]

Please attach copies of any relevant scans/clinic letters/laboratory or post mortem reports.

Please send by secure electronic transfer to your regional NCARDRS office. Details of each regional NCARDRS office can be found at
www.gov.uk/phe/ncardrs.

Click to lock all form fields B

Page 20f 2 and prevent future editing

Hi# © https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/553573/

delivery_form.pdf
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F%13. NCARDRSDOHi4%#% (Postnatal) 7 x+—.L

OFFICIAL - SENSITIVE [
f@* National Congenital Anomaly and Rare Disease :
Public Health Registration Service (NCARDRS)
England Data collection form — Postnatal

Please nofify any suspected or confirmed anomaly identified — structural, chromosomal or bicchemical.
DO NOT WAIT until final confirmation before sending this form.
Auhorsed under Section 251 of the NHS Act 2006 to callect informetion without patient. corsent (CAG 10-020d201 5

BABY'S DETAILS ANOMALY DETAILS - LIST ALL

(ke labed, if mveilable) Anomaly Suspected How confirmed?
Surname: | prenatally  E.g. cytogenetics, x-ray, PM
Forename(s): | | O Yes

| | Cno
Hosp. no: | |
NHS no: | I I | Date canfrmed
Address at birth: | | ( Yes

| ' No

|
Postcode: T 11
pate of it

Sex:  (UMale (UFemale (_Indeterminate  (_ Mot known

BIRTH DETAILS s
[ BRTHDETALs | CNo

Place of deli\rery:| |

Type of delivery: (C Spont.vertex () Spont. other () Low forceps N
( Other forceps (O ventouse () Breech

e —

\ : . Y
(_ Breech extraction (_) Elective CS (_J Emergency CS 8 NZ-S
(C other,specify[ | () Notknown
Birth weight:[  |g  Birthorder: [ | of |
Gestation at delivery: |:| weeks + |:| days fateco
)Y
MOTHER'S DETAILS (if known) O Yes
O No
(Sicky labed, if available)
Surname: | |
Forename: | | Date confirmed
Hosp.no: | | (O Yes
NHS no: [ [ If | (UNo
Address | |
at booking: | | =
E—
Postcode:
. EEEN EEE O Yes
S — o
Booking [ |
hospital:
BABY'S DEATH DETAILS (if applicable) B
Dateofdeatn:[ | C ves
X : CNo
Post mortem: () Yes (I Mot requested () Not permitted

() Requested but not performed () Not known

BABY'S PROCEDURE DETAILS (if applicable) Date canfimed
Datefage Department/  Procedure ADDITIONAL DETAILS

performed/ Doctor Ui tis bk of thesform o arinclucks i o e i s redecant irclucing futune
e)(pected reshrrals v treatrnents)

NOTIFIER DETAILS

Please attach copies of any relevant scans/clinic letters/laboratory or

Name: [ | post mortem reports.
Hospital: | | Please send by secure electronic transfer to your regional NGARDRS office. Details of each regional
MCARDRS office can be found at www.gov.uk/pha/ncardrs.
Department: | |
Email: | |
i Click to lock all form fields a
Tel: | | Date: and prevent future editing

Hi# © https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/553576/

postnatal _form.pdf
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(1 1) NCARDRSIZ& > THRLONT-HR

- NCARDRSTII2015FUEIFE, 4 v 27T v Fetic BT 3 e RKERE O B4R T 2 HREE
ERITLTWS, ZORHTITH 22019FKIC Lk 3 &, SRR ZFHoHAERICEL, XD X
BRHERAEONT WS,

Q2019FED 4 v 77 v Fick T 2HAER (EREIEE) 614,952 Nicxt L, NCARDRSIC#Hif
N7z 12l Foe KR 2o ERIZA45H13,306 A, HAEFEKRRIZ1 T AY Y2164 T
B, ERERE L2 ERITEERdetbicox 1 ANE 7R B,

QLERMERF ICIT, IIETICKRTEZ2dDLZIThVLDORH 5, 20194F1C1312,674 A
(95.0%) DI % AICOWTHIZIFHIAHIIL CTH Y., 2D 5 H68.0%HIEFTZN 25213 T
Wb, SRMEEFESHAERCBH I NGE. £ D59.8% 00 E oz, HAERICERIERY
LZWiE N GG, 2098 2% ERMB RV I bIBiEhTw 2,

QL RMERTE PRI NIz, 72X REMEDE V13,306 AOFTAERD 5 B, 633N D 1 4E[H]
T LTH Y, AT ITHIA10,000 4729 103N EmoTwd, FRERFEZHS KT

Db, RO 2351.8% & i d % < R TRAMKIEFE22.7%, H{LER18.3%TH 5,

Q2019FICE I NZT —2Ic X 3 L, B REEOERRIZEEHOERE & b ICHEML, &
DR (40l EoZctt) Tld, EHwEEE QoK O ct:) 1Tl _TH 95D Ev,

‘{BU@E%VG‘@\ 2019@5@4 VAN DWW, -8y \/E@;ﬁ,ﬁﬂjﬁiﬁllo,()()()}\gl 70 @;ﬁr—%z
1325.4 GRHAHGE94 NI 1 ) . = F 7 —JEMEREIZ6.9 (1,449 121 N) | »5F = —JiEfEfElx

2.5 GEHA%4,000A 121 N) THo7=,

QKB HFEDY TN —F (ICDI0D AR ICHEN) Alic B 2HAEERE HAER1 T AY7-
DAB) BT oMY ThHs (4 v 77w F 20194) [[M£14] .

BR14, EXEEOYITIIN—TRIRI-2HERRE
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Congenital heart -
Limb I
Urinary - l
Nervous system - .
Digestive system - .
Oro-facial clefts - l
Genital I
Abdominal wall - 0

Respiratory |

chromosomal-| [ R
Genetic syndromes +
microdeletions | -
I
0

Skeletal dysplasias

10 20 30 40 50 60 70
Prevalence (per 10,000 total births)

Non-geneatic - Genetic

HiBl : https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/1021335/

NCARDRS_congenital_anomaly_statistics_report_2019.pdf

2-2-2. Congenital Anomaly Register and Information Service (CARIS) %

(1) CARISO#EE

TV TFVBETICAET S Y =2 — A X T, 4 v 27T FONCARDRSICHHY 3 % il £ 2 CARIST
Hb, CARISIZ, 7V =z —AXICH T3 EREEFICHT 2GE5HEOm VT —2 2R+ 2 L %
Hipe LTk, BRMREZFD, 232058005 0, HIRK TRICEERZR Y = — 1 X
BELCO AT RCoRRE 2 3HERICET 2 HERZINEL T b, HRIZ, BELH L L2
Wi S AR R o2 5, D L b ARIFEHOKD Y TToOARBEETND,

- CARISIC X 2 7 — 2 INEE X, 19984E1HIHICHEI TV 5

(2) CARISIZH T2 FEB O
- CARISZS19984EICE T I NTH S, FDBEHT— X IC BIEYE DT VISR % & A T 1228,
FNahDERKERE XA L TWizblFTlizw, CARIST, oKtk %‘k%‘u D IEA
BEFINDE L IICEo72DI1320134FEH 5 Th 5,

30 https://phw.nhs.wales/services-and-teams/caris/
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SJeD X ST, 20134 [EEEADIREIEE | BREI N, TNERKTTY 2 — A AT, Vz—

NRBURD [ F VR FEMHE | Z2FK SNz, £ DT, CARIS~DFDIEIR D B &k SIHTE I
MEITONDE LIk 72DTH 5,

sk, FFHHTIEY 2 — VXTI AT PIERICHEER L T3 LHEELTwE 2, 2D

B CARISICELF( DS H % D IFZHI17,600 N & TN T 5,

(3) CARISAD#E
- CARISTd. e RMHRE OFEGIZ Hl o 72 [EREY — C AEFEOLEBIC, 7 — X OFREE U 1T

~

TWwa,

- CARIS~D &I, 22—V bbb 7+ —24 (CARIS7 +—24) 2FIHI N, ELhEH%r

119 7= Ic R E7x, ﬂ%*%?é?&waMFﬁﬁ%ﬁéné WE L IR T L, 27l
& 1 DD REF OGN ALY B 2 5EICRARMTON S, REAIIX, FEFFIR & /NER
FIROM ST 2> SIEME (T2 DL D 5 03, uﬂg@%ﬁi\ﬂ%i$%%77mﬁﬁumﬁéﬂ
TWw3 i3 Thd,

B0t 74— AN ESE 7 — F (Warning cards) Do 5, BEH— P, 5k

KEFOFRRCENEZ DB SHIEZCARISICHI b 520X, 2hicX b, CARISIZ
TAR =Ty TIREBENLR T A ZRIIGEAMT 52 e T&E 5, -3, BE
DHEAZHRET27-0IC F%@%&@%%ﬁ@@ﬁ?%:&ﬁ@%éoQmmﬁ\%%ﬁ~F
IR BT CHE L SN IGEAICFIHTE 2 X 5 K& w5,

cF . BEI—-FOWebiiTHde7 7—F (e-Alert) b, JEFIOMEICHHEINT NS

(4) CARISTOT—4 MEBH &

a.

7 — XL
HEZZ TS &, CARISIZ T — 2 Dl # WDS (Welsh Demographic System) & A L,
AAEAH. FETORE, #ifEES . NHSHES OZ L2 R T 5, d LI T ni
Hix. FE L HERONHSES2NEME 1 5,

CRPNCHRR Z TV, T CTIREEMIN TV IR E I %R T 5, T CIKEHRIN TN
B, EEITEYIICETFT I N, ) ThVLWEEAIZ. TTLWEEoEERfThbN S,

* CARIST — 2 R — 212 iZ, FHHOEFOEHERS ZFHMREEL. % 22 o{FEFNCEET 215 H
B, X, BBXZ0Z7)V v FL 77 L Vv RAZEIXHTRRA N —FY 77 = 7T AA
FNTWn3
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c Wit BEBOZE, BEED T — ML Twe s,
CIBICHETF = v 7 BTV, T X ORE L EAEEZREEL TV 5,

b, a—74v7
- CARISTZ, RKUERFE @Y ea—T 4 v 7BAARTH 5, CARISICHE S 72T C
D ¥ E 1, Royal College of Paediatrician and Child Healthd®ICD10 (i S OF BEsEL R i i e
DEFFEI D EHE 10D IRk A L Ca— MM hTwn b,

- ¥ 72, CARISTIE, EFEMER (ONS) BELLZV AT L ERE L CTRRERED /v —
THFEITo T3,

AR ORI I 2 FiE, WHOBFER L T 2 fREIF B LA 08 (ATCa—F)
EFWCa— FILE T3, NWIFEUROCATEROME L LCHAInCH Y . HED
Y e REOMEN 2 FHET 2 LA TE B,

- R X EIRRER R 04 (ISCO-88) AV Ca—FlkanTtunid,

c. T —R2OREN L EEN
T RTCOT— X, BiEREF 2DV T 40 ETHREINTNVS,

- CARISIZ, 20064 Rt ARAULIEH2515RICHED & Rt A EEERIG]W A ~F v 2 &R
Kho, BEZFECTE 2HREUE T 2720 DRREZZIT T2,

+ CARISOTEH DMt 2 Ko 2 ZaF 13, WREE, Bi7Ed. 7 = — A XBUN, THRAREICED
(iR L, FIFEREHLLHFELNTND,

- IS OTEHRRMERFICICZ 2RI IE, BEORENREE I L. 7T — 2 REELFHICTFON
TW5 2 L MRS 2701 g M EER S 2, A L T BRI H % %1, CARIS
W3 5> =7 A% v 7 &Public Health Wales® > =7 w4 — ¥ ¥ — IR 2K T 5
TliThoTwnad,

-CARISIZ, BE L ECTEX 3T — X%, TOTF— X Pt L - BRE F 72 1ZEIKF —
LN DEF IR T 5 C &3,

d. CARIST — % DOifH]
- CARISOT7—xix, UToZ 2 icfIHENn T2,
OiRE~DE R, BE, EDzoD7 4 —FNy 7,
OCARISD 4EMTIAT)
O7 Vv 7 fluiEbE ~oxt
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OFRAREHBINE=2) v Z7DRXF— L4

2-2-3. Congenital Anomalies and the Rare Diseases Registration and Information Service
for Scotland (CARDRISS) *

(1) CARDRISSO#%E

70 FvEILERICE T 3 2 a vy b 7 v FTb ., NCARDRSIZXG$ % #illE <& 2 CARDRISS 3
H EBRoTWS,

s 23y b7 v FOFEVEBEME T, CARDRISSIHEM 71 275 4D 1 DIcfiESFbnTE
D, 2018%FEIC A2y F IV FEUFA, NHSHF Y aF A% —v R - 2avy b7V F [HHRFP—x
M (ISD) e % D% % FFE L7z (202044 H, ISDIZ 2= v b 7 v F O 7z A ELAREE
%%@%éPwMﬁkmh&mmm(Hﬁ)@~%k&0‘CMHRES:%?%%%iHE#@o
Ztiiol) .

- EUROCAT 23354 2 3L#E 1 JA - €. CARDRISSIC I3, FE 4w Se KSR PR W
FE TRl LN T W A EERE O E X Z I - ER 2 &R T2 FETH 5,

-it\iﬁliuw HEPZW I N-AR, TR24EN ECRAE L - BRSEE. iTIR20~23
BCHRAEL 72 HIRILE, B 7= o IR T T L 2RI R CERI T 3,

<Ll Eo X O A FEERE O BRI, X i, CARDRISSO#iH % AT, o DEE D
EHDITH>TETH D,

- %], CARDRISS (Z20214E IC &8k # IR T 2 FETH o 7225, ITY A7 LI T 2 EER
COVID-191C X o TEIE L 72728, 20224ELARRICHIE D S nTnw 3

(2) CARDRISSD*8

Ll Eo X Hic, CARDRISSOEFIIE T > Tnirly, ZDFICBHL, HFH TH o T
L2 EIFROEYTH B,

OCARDRISS % U TESR E N A FEFIIC O W TR X & BRI 7 — 2HHICBE L., WEz
BTCHAEMMSE LN,

OCARDRISSICKE R FT L WITY 2T L %R T 2EE 2 MR, 20> 2T 4137 — 2 IUEE
ORABGE & BEHFOPHSH A EFR Y 2T L DFFHli &2 17\, SRl 22 ITTHESR S o AR I %07

31 https://www.gov.scot/binaries/content/documents/govscot/publications/progress-report/2021/02/
rare-disease-final-progress-report/documents/rare-disease-final-progress-report/rare-disease-final-progress-report/

govscot%3Adocument/rare-disease-final-progress-r
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TALDTH B0, AR 5COVID-190 KiRfTic L ViERTW S,

OCARDRISS7u Y 2 7 b F—LAlF, A2y b7V FDOTRTO MY Y I -2 L BinHE
DWFFERT % 3 L. WFZERT 2> & PHS~D#T L W EN 72 7 — ZGETCOIRE R ERK L T 3,
ZOFHLWT =R XY, BIENEREZRORE OREL X 7254 RO 5l X h,
WEEZIEHERPED X S ICBMI I N0 (B2 IE, W2 OB, E S k) (T
B3 2Bt s C itk B,

ORFEOHELZ TR 2 AICETIHLWREN AT -2y F2{EKL, X2y TV
FCHO CHRRERE DT — 2 2 BEFRKT L L 2FHL TV,

OEUROCATD 7 74 Vx4 b Ay RN=thhh), Tz A bAvN— ZLTIERIC
CARDRISS SR E I NBRICIT TN A VN —~DFMEZZHH L T 5,

Ogﬁﬁ%‘_{%}gﬁﬁ 7“/1/*“ 70%%—‘:[‘ [/\ CARDRISS 70 =) V I 7 ]‘ ?‘ — IZ Ej]% k @%&Efg f; yl}:ﬁﬁ%*%ﬁj\:
L. ¥ — R OWISINEITE, Fehs. & X RGN B 2 B8 5.

2-2-4. 100,000 Genomes Project

EREECEMEE RO EROERD 132, KEBUNO T /7 47 — X EREHENETH 2 [100,000
Genomes Project] O T, FH/WMEREBEEDOF v IABNEI N, ZD2T ) LM AFE X T
W3,

c2018FICER T LAz o7y 27 P Tk, mWERBEEES IV ZomEE (2 AL » 5y
VINAEINELTWS, TuY s bXoTINEINEZY Y i, £HH15000 N2 E&0, i
85,954 AL XN T3,

CEEE, TRESMENC 310 2 7 AESROFIRE - (R - G ICBET 2 A (NEER R - B
HISERCREE TouAt b—<wv aviirrgvraEath) 2] 22RInln,

<2021 1HAIHIC A I N =F VP EER 71 — 247 — 2 (The UK Rare Diseases Framework) TlZ.

[MOAANT 7 a7ay 7 Tk Y, RZWOFDIEEEBEDAINCIADYD CEWEZ T L &
NCE] &b B3,

2-2-5. Orphaneti2&EHDUKARDL SR R ¥
KEEFU LK EBETY, BEMEPSRKELREDRTESTZL VR ) RS HEET 5, UTiX, 2—

32 https://www.kantei.go.jp/jp/singi/kenkouiryou/siryou/pdf/genome_chousa.pdf
3 https://www.gov.uk/government/publications/uk-rare-diseases-framework/the-uk-rare-diseases-framework
34 https://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf
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a0y N OB BE RO E AR TH 52 OrphanetiCEfF I N T 5, FEEHNOL YA MY O—ET
H5,

%15, Orphanetl=Z@REh-EZERADL SR )

No D

1 |Batten Disease Neuronal Ceroid Lipofuscinosis (NCL) Patient Registry

2 |British Isles Network of Congenital Anomaly Registers

3 |CRANE: Cleft Registry and Audit Network — England, Wales & Northern Ireland

4 |DRN 377: Clinical Register for Transient Neonatal Diabetes

5 |EIMD: European registry and network for intoxication type metabolic diseases

6 |UK Cystic Fibrosis Registry

7 |English cystic fibrosis patient registry — contributes to the EUROCARE CF and ECFS
8 |English hereditary angioedema patient registry — part of the HAE European registry
9 |English registry for lymphangioleiomyomatosis

10 |English registry of biliary atresia

11 |English severe chronic neutropenia registry — contributes to the SCN international
12 |Familial Ovarian Cancer Register (FOCR)

13 |Great Ormond Street Hospital Congenital Melanocytic Naevus Registry

14 |Juvenile Dermatomyositis Cohort Biomarker Study and Repository

15 |TREAT-NMD network

16 |National Congenital Anomaly and Rare Disease Registration Service (NCARDRS)

17 |National haemophilia database (NHD)

18 |NDSCR National Down syndrome cytogenetic registry — part of BINOCAR and EUROCAT network
19 |NHR:National Haemoglobinopathy Registry

20 |North Star database

21 |SWCAR — South West congenital anomalies registry — part of BINOCAR and EUROCAT network
22 |The UK Paediatric ITP Registry

23 |The United Kingdom Facioscapulohumeral Muscular Dystrophy Patient Registry

24 |The United Kingdom National Registry for Myotonic Dystrophy

25 |The United Kingdom Thrombotic Thrombocytopenic Purpura Registry (UK TTP Registry)
26 |UK and Ireland Vasculitis registry (UKIVAS)

27 |UK facioscapulohumeral muscular dystrophy patient registry (part of the TREAT-NMD network)
28 |UK mucopolysaccharidosis registry

29 |UK Myotonic dystrophy type I patient registry (part of the TREAT-NMD network)

30 |UK National Acromegaly patient register

31 |UK Paediatric ITP (Immune Thrombocytopenic Purpura) Registry

32 |UK Registry for Central Hypoventilation Syndrome (CHS)

33 |UK Renal Rare Disease Registry (RaDaR) — Part of OXAL Europe

34 |UK Thrombotic Thrombocytopenia Purpura (UKTTP) Registry

35 |UKAITPR: UK Adult ITP Registry

36 |UKESR: United Kingdom Evans Syndrome Registry

37 |UKFITPR: United Kingdom familial idiopathic thrombocytopenic purpura (ITP) Registry
38 |United Kingdom neuromyelitis optica registry

39 |United Kingdom Primary Sjogren’ s Syndrome Registry

Hi#4 © https://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf

N

LT, FEEoL YA PV DWW opiconT, #olE»HCcnwl zicd 3,

2-2-5-1. UK Cystic Fibrosis Registry®® [ZERaft{g#AE]

(1) LR M) DOBE

% https://www.cysticfibrosis.org.uk/sites/default/files/2020-12/Study Protocol UK CF Registry Oct 2017.pdf
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- UK Cystic Fibrosis Registry (UKCFL ¥ 2 + V) &, HEHNOZERIVELRHERE (Cystic Fibrosis)
D HBFMETH %[ Cystic Fibrosis Trust |03 FfEF 5 LY 2 + U €, 200742 5 E I T b,

LY AN Y ORI, FEETERAEE RS O FINELZUE T2 2L Th Y, x oI, ADHT

AT =20 WRT -2 BEREO T -2 2 IEL Tw 5,

- UKCFL Y A PV iICizL vy A P VHEZRES (RSC) 23H 0., 7 — 2 {R#EECH T mBEER B2k
RIBEADWFETm b arZEFL TS L E2ERT 2EMTEA > TS,

(2) LR L) OFHFKRER

- UKCFL ¥ & b U 2%34F [Annual Data Report] #F{TLCTH YD, ZD20204FERICX 5 &, LY
Z MY ~DEFRRIIZLL T O Y T, 2020 M T10,837 A EFKL T3,

E#*&16. UKCFL R kY ~DEREFIKR

2015 2016 12017 2018 2019 2020
CF patients registered' 10810 10461 10469 10509 106565 10837
Excluding diagnoses 10586 10214 10255 10287 10462 10632
that year
CF patients with an annual
revigw; n (%) 9587 (91) | 9695(95) |9887(96) | 9847 (96) | 10070 (96) | 9922 (92)
Age in years; median® 19 20 20 20 21 21
All newly diagnosed
patients (newborn screening | 224 247 214 222 193 205
[NBS] and other)*
All newly diagnosed
patients (amended)’ (300) (303) (270) (278) (244) (TBD)
MNumber of patients born
identified by NBS* 168 216 192 167 150 152
Age at diagnosis in
months; median® 2 2 2 2 2 2
Adults aged 16 years 50.9 60.4 60.6 60.4 60.6 60.6
and over; %
Males; %? 23 53.2 53.3 53 53.2 531
Genotyped; %?° 981 98.4 99.3" 991 99.2 99.2
Total deaths reported
during annual review year; | 125(1.2) 148 (1.5) 132 (1.3) 137 (1.3) 114 (11) 97 (0.9)
n (%)*
Total deaths reported
amended: n (%) 135(1.2) 159 (1.5) 143 (1.4) 143 (1.4) 118 (1.1) (TBD)
Age at death in years; 31(29,35) |32(29,35) |31(29,34) |36 (32, 38)

median (95% Ciy 28(27,33) | 31(29,33)

Hi#h : hteps://www.cysticfibrosis.org.uk/sites/default/files/2022-03/2020 Annual data report - Version 3.pdf
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(3) LR MY O
- ZDOLY ALY OXRFE L, [Cystic Fibrosis| DMEEZW %2 T - EENOEETH L, LY
A b ~DEEFEDERKIL, E‘/\Lﬁbf:%@@@‘v’}ﬁﬁg{%% L oT, BE~DORELZHLZEHFICON
TiTbhd, By —NIZLY A M) DOI A PCREBINEZHEHOA =V TH 5,

BRI NZBEICR Y AT AL CTHADIDES B G ENSE, ZOIDIFTF— 2 ~—ZHNTH
BT o % —EmRC, EHEICD o TREFICNET 2, 2 D720 BEIHOEREHET ICH -
THRICIDAMER T N2 720  [EHTOEFDORIEWAES TR 5, 72, ZOEAHAIC I D
BEDOAHNL, HEONEHE L, LY R MY OEEOETFH TH % Cystic Fibrosis Trust D 22 72H%
BOADBHILZEHRTEDL LS ICE> T2,

DR IC T — 2 2R T 250, 20HD 7 VX LREFES AR S N, ST E ICiR it
INLET—%%y MiclE, IDTEARL, TOTVRXLBRBFEZOARETINDG, 20 2EBOESH
ft7exRic XY, kT —L0HD, 77— 2 2IDFFICBEEMT, T HICEFBMAZFE TS
HIEHICBEEN 1 2 T3] 2R 5 2Ltk b,

(4) 41>24+—LFK-avtEF
- HBEOREIZ. FERIIICKRDOFIEIC L > T ThiLS,
OO~12ﬁ®%‘%
0~ 12D BHICOVTIE, BWith, LY R PV ICF -2 28T 2R1IC, RilEH DS O
BEHTWD,

O13/%~15m% D BE
13~15 D BFICIE, BlE - IIMREEVLBL LZFEFICMA T, KRAXELT 57200
BEEARHL TV,

O165 L E o #E Rk
16 A EoBFICIE, MADFEEEZEL WD

(5) LA M) OXERREGIME

- B RETIED 720 D 7 — 2 A5 1%, Cystic Fibrosis Trust DRSS FIEEICHE > CTEEE D, T —
ZHFELIZV AN )EERESDOY T IV —TTHBEL YA VNIRREAVNES L TEh, H
AR A It G,

KT AMEOMEEIZ. UTOEY TH B, THICREI NS DD TIE R,
OF — & g
LYZAMIDTF—Z+ty ME, IEEELZA EX 5720, EREEY— 2 (NHS) |
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btr vy — Fital (HES) . EEK#EHE (ONS) o7 —x e#dfEIns b b, Z DR
AN E NG C e ld7 <, EET— 2y POEAINDG, EEINE T —XICTiE, E
BV — e XOFRIL. ZWiFER, FECET -2 BEEN2560DH 5,

OAXTFIV T RAEFR—F+TE520DMMDOF—2 =2 L DA
UKCFL Y 2 b Vi, HROCFLY R YDAy b7 =2 icBnT, BEX4LT—4%%y + %
MadTsceicky, BRoABEELRERZITS 200 IBRE/MET 2 2 L 2HIEL TWw
2, FILOHFET -2y FOREIF, LYRMIRRERCL VR EhE, cnboH
HLEEEHIRIC IR RD X 5 b DRD B,

@®FEuropean Cystic Fibrosis Patient Registry (ECFSPR)

ECFSPRIZ. Cystic FibrosisfB# ICBH T 2 B4 LT — & 2 &8k 3 2 BN RI 0 B8 < b 5,
ECFSPRICERE T — 2 2 feti 3 2 EH b H 228, KEZESUHFOL VR ) 2HoEIE, EH
fLadh7zz s 2R -+ F =2 2HBERBL W3, 7—2EHEIZHEICECFSPREHE L H
KD—HERY, TRTOT —XERICOVTEE R T 5, FEIET —2EF oL LT
HED T — 2 SRS 0D C & R IEST 2 MR 2 L. MaE s HEICEET 70 —53 5 X
DY T A LATRETH B,

O K[E & K EH o g

UKCFL ¥ & } V 1ZKE D [Cystic Fibrosis Foundation Patient Registry | & D17 /1B %
CH Y, AR HEBITEE T CEF OB - M AR ZTo T3, fe I
hWi7—2ty PORMAZELT 25681, MLV A L) OEKREELIHEDLRD D | HAIIIC
T ZONBERLT 2H—DL YR ) ~DT Vv —F ik, BFoGIhizT—X %y b
IR T 2HERD B,

OF ¥ NYOF 3=c!

FEFERD L DEFHF L, Lo v Xiciho THRET I N5, FEERICIE. BEL L OER
Tlx7e ., Eird T =2 0H & 115, Cystic Fibrosisf&a# D729 OH L WiRELED
FAFE. FIFHPTREM:. FHfi 2 (e 272007 — 2 EFERFE I N2, Mo~ —r T4 v 7
L HRFERHE IC B 3 2 BEFIXEF T S n

OB AEMEREE (PAES) ¥ X UIKGRKBL 2R ER (PASS) D 7-® Diffst
UKCFL ¥ 2 b Vi, AR AMMRE (PAES) ¥ X U&RRRL &SR (PASS) o7
077 LEWELLTCWS, ThbORERIT, WMNEREST (EMA) OFA4 FI4veTv
L— Mo TEMINT WS, 205 DERTIE, B2 o7 L7z UKCFL & & b
U OffEHEYH LR ETEMD, 5 LT -2 LR = b ERERT 2, 2O rELRDH
T, RIS PEMAICHEZE L LD F — 2838 kX n s 2 ik,
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2-2-5-2. EL A UEMBEEEZE (NDSCR)®

NDSCRIZ, v Y FYK¥I7 4 —v « AT Y =K"=y « b v FVERERKERE - PHEY
VE—"PlEE L Twb, NDSCROTF—ZINEIZ, 4 v 77 v FARBERFOEESE 232 T Tn»
5,

(1) NDSCROBEHRY
NDSCRIZ19894FICFHLEN, A VTV FE v o — AV ATHRELR2L, 18, 13 YV I-LtZD
B EZE T D F X C OMNLER AR £ 72 ZDNASE ZINE L T 3,
INLDT — &I,
OFY EOHERIAZ ) —=v 7B XU — e RDE=2) v
QM. HBE B LI NEEN T 7T OeHR % . C 3 05E L ix 2 BIRBOFER T — % Ot
Q&Y VIEER. = F 7 —XJEER S X 08 2 VIR O 5T~ O 1 iRk fit

(2) NDSCRD LK &

AV 77V FBLUY 2= VXD TR COMALER AT, £V VIEGER, = F7 — XfEER
B XUz vEERO AR S X CHEROTRToBHICOWT, BHEICEHAT S, ZoHMKIE
HopTav—L, Rl iNDSCRc‘i%n)IE@Eﬁ};ﬁEu:’E“%ﬁé BRREEIX, FRL T2
HWAEBEML, NDSCR IZ7 + — L %KX T 5 X ORI ND, T —XDOZYMEZERT 2720, KX
éhtf-ﬂiﬁﬁﬁ%%fﬁﬁyx%bklU%ﬁ%fﬁﬁﬁﬁ#ﬁﬁ?57~ﬂk%ééﬂéo
BI4E, HERRIZMA%TH 5,

B®17. 1989FEMS2012FFTDA VTS5 FED 2 —IVXITHIT B 50 VEDZE L iR

36 https://eu-rd-platform.jrc.ec.europa.eu/sites/default/files/
EUROCAT-NDSCR-Reg-Des-NDSCR.pdf?msclkid=9¢fd1645a9ad11ec9a1{98d275¢4£844
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BRSO

B4t (%)
DB T FERI(%) T "R | B T %
25 = - /stilbith
MEFL T
1888 | 1,066 318 (30) 750 750 8 55 2 3
190 | 1091 370 (34) 738 739 12 52 2 6
1801 | 1139 423 (37) 736 737 9 89 4 7
1002 | 1143 494 (43) 662 663 18 o3 2 6
1893 | 1150 553 (48) 621 621 8 93 2 5
1994 | 1228 607 (49) 637 639 25 o3 2 5
1005 | 1212 652 (54) 579 581 25 o 2 6
1996 | 1299 713 (55) 606 607 13 o3 1 5
1997 | 1381 728 (53) 666 867 19 54 1 5
1e08 | 1,289 695 (54) 631 633 25 o2 1 7
198 | 1311 723 (55) 602 604 26 o3 1 5
2000 | 1363 805 (59) 591 594 43 52 1 7
2001 | 1,361 811 (60) 576 580 63 o3 2 6
2002 | 1427 874 (1) 584 589 75 52 2 6
2003 | 1418 832 (59) 614 817 58 52 2 6
2004 | 1610 a78 (1) 660 664 67 o1 2 7
2005 | 1751 1,040 (59) 740 746 104 52 2 6
2006 | 1836 1,108 (60) 758 764 102 o1 3 6
2007 | 1,788 1,106 (62) 716 721 78 o2 2 6
2008 | 1,844 1,128 (61) 750 754 63 o1 2 7
2008 | 1827 1,193 (62) 787 792 83 50 3 8
2010 | 1911 1,219 (64) 728 734 101 o2 1 6
2011 | 1,901 1,232 (65) 733 739 100 89 2 9
012 | 1982 1,259 (64) 765 775 186 50 3 7
B3 | 35429 18862(56) 16230 16310 1291 52 2 6

20120 F — F [ IWER T,

TrF—YTHEESATVET,

Hi#4 © http://www.binocar.org/content/annrep2013_final_nologo.pdf

E%&18. NDSCRT—% &% +—L
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Reference No

NDSCR | | | | |

NATIONAL DOWN SYNDROME CYTOGENETIC REGISTER

Now including trisomies 13 and 18
Please complete and return this form to:

CONFIDENTIAL

NIGB ref: 2-08(¢) 2002 Trent REC ref: 09/H0405/48

Joan Morris, NDSCR, Wolfson nstitate of Preventive Medicine, Barts and the London, Charterhouse Squut London, ECIM 6BQ

Telephone: 020 78826220  Fax: 020 7882 6221 (comfidensial)  Website: bttp://www wolfson. qumal ac uk
and forward blue copy to the referring clinician. Thank you for your help.
TRISOMY D D M M Y Y age
Laberatory ID | S W 18| i Mother's date of buth | {4
> (age 2 tessng)
Specimen ID | L
e Father'sdateofbirth |__|_ | | | | | 1
DD M MYY oM MY Y —~
IMP i 11 EDD |__1__ I
. | OUTCOMNIE

Method of karyotyping Result ' Termination |__| Miscarriage |__| Stillbirth |_| Livebirth [_|

Microamay || H D D M N Y Y

of - PCR J | Date of buth | |

FISH (| '

MLPA | 1 Gestation at outcome || |wie

Conventional |_| | Infant’'s buth weight Ll lem

D2 N N Y Y '
Date sample taken |__| | gk wks 1 Name of referring clinician and hospital:
Sample CVS|_| Ammio |_ | Postnatal || Other ... e 4 or del 2 ot of cl and kospital:
Confi of g d Yes| | No| | !
v e —— == | Multiple pregnancy? No |__| Twin |__| Triplet _| Other |_

SCREENING TESTS | 1 yus, plexse grve sex and outcome of all other fetuses | babies

NHS |_| or Private |_| i

iu:::u-.u ve |_| el | Riklm : Is this the first ocy? Yes|_| No |

e i + Ifno, please give zumber of outcomes of previows preguancies

NT alone |_| Serum alone |_ Combined |_| ||

> + Termmations || Miscamages | | Stllbuths || Livebarths ||
NT . mm Other US findings !
2nd trimester ! No. previous pregnancies with tnsomies 21 |_| 13 _ 18|
Triple |_| Quad |__| | If previous anomaly,

Integrated ||  Senum Integrated ||
Yhax-v«xﬁmodw screenmg test performed:

\ol ser nnod ‘_}
Toolate |_| Notoffered |_|
Other |_ | plese pecity ...

TIMING OF DIAGNOSIS AND INDICATIONS
Prenatal Screenveslt || MatAge || Famaly hustory [_|

() U'S findmgs (please specify)

Screening test declned |_|

Too early |_|

Other
1 No
Diagnosed after sscamage [__| Other

k=
IDENTIFYING INFORMATION
Mother's hospital [D |

Dy test dechned

| please specify outcome
| Other chromosomal anomaly, including pareats’ if known:

| Mother's usual town of residence:

yPostcode || || | E

PCT |__|_ ||

1 Note: (e g condition of mfant, previon: famaly biztory. fernity problem, etc )

(Please contmue overleaf)

FOR OFFICE USE ONLY

First 3 letters of mother s surname | Imnsl
Mother's NHS No | | | |

Infact’s hospatal [D | L |

Infaes’s NHS No | |

Reference Ne NDSCR

Laboratory

Hi8l : http://www.binocar.org/content/annrep2013_final_nologo.pdf

2-2-5-3. The UK Myotonic Dystrophy Patient Registry®’ [fFEREH X FO T 4 —]
FRBRMEY R b7 4 —iREE, BIE. L4 L WIREESRHFE I N CE Y, BRRRSLTE

HECOMGESBEL ShTwb

KB ~DfHy At a7 4

(1) A&

o SOV YA YL, RE DEFRGERPHTIEICHE L 72 8E 2 FE L.
BEDERZFFD Z 9 LRGP TED H - 55T,

SEICHA - BAIT A A A[REIC L. B

—BEOHELZRHICTELHDTH %,

COLY RV EEEEOHREEEY X a7 4 — (DML, Curschmann-Steinert, ¥ 7= i3DM2.

Proximal myotonic myopathy 'PROMM")

7 https://www.dm-registry.org.uk/

HELTWIEEZNRELTNS

TR, BT L wink
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EOMKRAEICSNT 2DICH L 7-BE 2 &L, MEELHREE A Yu 74 —0BEL2T T+
AEREOHEZ RN TORMFE L2 FERHME LTS, {toT, ZDOL YR MY IFHEETH
DEEZEZNRLEL7ZDDTHY, BRICTL bz HDaEdke LTTIEI Ry,

(2) BEICE->TODAY Y

EIRIES A b 7 4 —DBEPEFRIND &, BEICL o THIS RERREBR PR Gl v
BEHEE) ZENT LB TES, £/, BRI LICKY, MREVHRRES A o7 4 —
DERKICEHT 2 MR T — 222 2B TE, IXTOEFICL o THMSGEHREES 2 &3 T
E5E51Lk5,

(3) EHMIT1HER

FEEOL YR MYk, IREEC A e 74 —DBZEDZDOB DT, HRREY A br T 4 —D
%%’%Té%ﬁ?%k;@%ﬁ%r—ﬁ%ﬂﬁbfmé FBREMEY 2 b a7 4 — DIREEDIE
DI, B OEBORER L 72 5 B TERICOVWCTIEHEREREZFF > C»wb 2 L3 EHE
Thb, TOHERIZ. LIYA PV ICEoTNEIN, EfRICKL > THRIEEINE TETH D, PNEX
NEEEREERT -2 EAOT T, HAFOED 30 offfged icitft s i, HFREY A bu 7
A —DWFRENEZ B ENTERZ LIRS,

LI, Tho OMREHERO—FICoW» Tt BRHB-CHAREOHBIC X b | FE DR
BOAREONR LD 5 2BELRDINFECTE 20EMEH 5, BEEFRICIT, BFOEKETE
RPMARIRBICE T 2 IEMECRATOEMR. B L CEEOEBLAEHRINT 5, HFERES A o
74 —D X5 aHPEREOEBFER LT E, AEREBREEBIC T2 2 EE %2 Ao 2 ol fil4E
bHY ., Z O, FIREMED B 5 IRENE DFAFE KIEICEN 2 AlRETED B 5,

WEEFIRELEY R P v 7 4 —EEER TR, 20X RERIT. BFoReARRERE~ LT, B
FHLBRFOTTICED 2 HMROM G2 bRt I N5,

(3) HREREITHR

LY R MY I3ERIEE LT T, DMt Z{REL., IEI 2 7-DICEELRFERETDH 5,
FO7EOIC, LY AMY IARTECKIET LB TE S,

- WFFEETIH
LY AR VIE, BEREEZT TR, o 0EFEMBERE IV 2 52 FE L, KU 2t 5
v 2 =N OBEN R R — 2 RATE0I&% o, & 6iC, FFEo e % i+ 3 L
CIEHICEE 2, EROFFE OMIANCBE S 2 FBHNL S N2 57 — 2 2 féfit 55 Z L AT %
5,

5D 720 DHEE
LY RV, BRFZEIC ST 2 BE 2R L 722500 B3 ICEig 2 LD | SR 25 6 ¢,
MRICOVWCTOFERZIREET 22 LB TE 2, ZMEROEEZRD XLl TaBZNRE
THIENTE S,

- WF9E o FEjit
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LYARMVIE, TV o7 —bPIEILSH - R, oI ER L, ROEHICHHT 2 &2
T 5,

LY A Uik, DMOAGEE, BfE, 77, miExn L34 X5 &3 a0%HE. AR, EER»D
OHFEZYFR—F L, #HLTVE, LYRXL ) LORHELPEIE RBHHEICIE, LTObOREE
NaH, TNHIKIREI NS DD TIER,

cBHERIECR AN T T 7T 4 AR WET B 70 ORI

CPRIR A N1 = X LSRR RE O BRI % PR B 72 8 O FiER RIS

RBOEWRESCEMRIZ LV R CIFET 2 720 OISR

BT L WRREE IR R O AR R

LY ALY OMMEZRET 29813, LY R P VEEZEERICRIT 2 20ERH 5, ZORARII,
FEffi, B, BEMEORREL OB INTVWE, 7—%iF, VYA VEEREROEKR G
T ORI N5 IR OMEN - FFANEEZITO 2L RV YA T Y OERTII RV, RERII,
Z DX mEESEY) LB X o> TiTbh 2 L WO RO R 2 kD 5 2 L3 T& 5,

EKEF Y A ba 74 —BEERIT, EENOEBEMKIC L2 EEERICL>THALONTWE, &
DL YRV, TRCOMEE. AMBIRE. FEERD., omEBICEd 2 M. HE, HEZH
FXB 220D L EFLEALTVE, 2D, LY A Vida X FEINEZERICES 2 IR L
TWw3,

5

2-2-5-4. UK and Ireland Vasculitis Registry (UKIVAS) 3 [mn& 2]

UKIVAS (UK and Ireland Vasculitis Rare Disease Group) Registryld., H¥& . FiKRE. BlE& 250
LLAFIRETALT VY FICBIF2IMERBEOPIOREGT — X _XR—ZA%HEL 5, 2oLy
A VIR, BEE T ANVT v FOLEOMERICHEES 2 25 ENE R EF OFRSERI N TS,
E# ey a vid, BRI T7 — 2 IUEE%@ U<, RIS BT 2 I K o AR E % SR IciEiE L.

MEREFOZM L IRRICBEIT 27 vy 22 @LT 22 L TH 2,

(1) B

- I R DY Ol) CERRER, BRRHRANE . RREAEE S, MER ) — e AL BHE O 0 O FIERE
IO BB CHERER R T — X 2MRICAFTE S L HICT 3, ThITiE, fiek, Mk, HETE
S X o CTEIML I NMERRRERT — 2 2MET 5 2 e 3& i 5,

CMERODECE W I, REEEARFEERIC L > TR o BERT -2 2t L. o
IRIOCEET 2 FER DM 7' 0 777 L% kT 5 o BRIREABR~ DSl # OFrE % iRl 5
52 d Y, RERO KRB FHEZ (EET 5,

3 https://ukivas.ndorms.ox.ac.uk/
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(2) ERFE

T2 TA VR =T 2= AN LTCHAEL—F =BT 7 ATELIWNNDODH LT — 2 R—2 % KR
ML HMERET 2,

DT = EZR—ADMEREICH T o TE, WEFEAL, T2 ANF VR T T AN —RERRESL
INBZLEMERET 5,

*NHSO v 27 4 L ol - AL 0, R ez vl ) B < .

CMERBIREOR Y F~v— 27 ZA[REIC L, @A OEYEHOER%Z IR T 5 720 DR EHKEL Y
K—+F3,

- fRERAICAGE X L IFFE R IS 3 5 72 0 OIREE & W= HEWTAY 7 — 2 2 iRt 5,

s RaDaR7 — & X — ZLEBRW R ME L L Y& + Y LY A &di L, MHAEANE 2 RKRICED
%,

2-2-5-5. The UK Paediatric ITP Registry [4&F& % /MRt 1 4 5857 ]
BAF i, The UK Paediatric ITP Registry® %4 F¥» 5 05[HTH %,

(1) &%

FENCE T BITPOFED 2b i, TNE THRERNA DL ORI TONTEERHATL,
% L DA ERMIE LA LR, EHEECER cHRICEET 5 720, MU/MEE #2372 DFF
BB E L Lizwvrdb LhERA, Ll 240 odElE (1920%) 2367 AHUMICHIRIC
BELAWEGERH D, 20X RGHEIENEITPE 20 £3, EBWHITPOFEH2b 13, HEXR
MMM Y 227 ABEWEEZ bNE 720, FYNAR (A7 a4 FetfEs a7 ) vinE) ©Fil (%
figdi i) AMFEIC R B3 2 L R3H Y T,

INFE TR AEMERTONT I b oTcd, NMABE~DKICH IR D37 7N — T DHE
T 35, HIMEEHHED V 27 BFICE WA — T BFEHET 20 3L 2 TIEd Y T8 A, K
JeCiE. KREEMITP#HZE 7 v — 7 (ICIS) 23ha L 7z BRI &8I ) v 7 T3 EED T — X R —
AEMEET 2R HNE LT T, ITPEFZEFEICOZ VBN L, SR, HImsEE,
BEOLEEE ST LT,

COT— 2= (%, BWITPO HAKEICE T 2 5 il iz et 32720 c7 | ITPICD
WTEDECHIZ RN TEAAZEETAZEDHMELTCVE T, 2L AICIE, B
MMOWFE~DSME BFANT 5 TFETT, TOT —ZX—=2H%, RENRREAE A TEdD 5. A
BEYEZ DR X T YL 725 2FET 2 720 ORI 2 (T 2 2 L S h T,

(2) LR M DA

The UK Paediatric ITP Registryld, #EICIH T 2 T X COHFHOITPIEHNICEI T 2 HIWAUEL .
FifelE (181F) ITPOF L 2 mE204EF CEBIHE ST 2 2L 2 HME LT T,

39 https://www.itpsupport.org.uk/index.php/en/the-childhood-itp-registry
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fhiopige L 13872, EMERLY 2 =720 Tk <, HIDHED —NERED b DHEEZE T
WES, ZONERMMLT 308XV NEETT S, KEO/NEDOITP DAL & Hul & IEHE I Sk
THIENTEBIXTTT,

HE D FKIL, Intercontinental Childhood ITP Study Group & % 1CHEE L, EED 7 — & % {th[FH
DF—REHIKT I ERTE TS, NUEHITPES X, 200650E3H22HICCOREC (thfmlZRE
) D ORI RERER 2B T 2007 F1H ICEEO/NERHE~DREENEZTE T LE L, F
VIAVT =2 R=2 FAFEHR— . H#R— M, V7Y A4+ (www.uk-itp.org) 2257
JHARTDHIENRTEET,

LY A MY EFROEZHIIUATO L BH TT,
- INRITP D FEAER & Hinli 1T B 3 5 IEME R Gz A 3 %,
cEHoHA N T4 O
- FERREA AR E b s HIY X7 o@mo iR FEE T %,
CHIMY 27 2MEL mEEREE L2 RET 5,
- INRITPIC 351 2 BLEARIIESE & #rdE o BRIRESR % e 5 5,

ZOLYARLMYDOFERICE D  Graingerfi £ DO 0P &kiZ. 201348 A ICBMJ D Archives of
Disease in Childhoodi§ic## I N FE L 7240, &3 Tld, Z OWMFRICE D ZHHE L 72 ITP iR a 1t
HrihxTnEd,

2-2-6. National Disease Registration Service (NDRS : £E&EFZXFH—ER) ¥

National Disease Registration Service (NDRS) (%, 234, ERWETE, B X OHDEEDEH ICE
TET7—2%NELTnD,

D7 —2F, NHSOEKF — 21 K o T, HEICH T 2B L~V A7 T OFHE - G IC &AL T
bid, 7. AR EEMIARIC X 2 PBOR I RIS HEL > T b,

20214E10H1H, 4 v 77 v FIZ BT 2 0REES AT LOEFE L W BUFOBEEO—BE L L T,
Bea T —2NEPH - ROEML L EHIZ, X7V v 7 ~LARA v 77 F (PHE) 2 5{lidoNHS
AR ICHE S, 2EFERERY — © 20EHEMT X, 20214 10H 1HICPHEA 5NHS7 ¥ 2 vicks
HIN7z, NHSDigitalld 7 — 2 D7 — X EHE L e 5 7=,

(1) EEh(T—4%
NDRSI322 DHIFERRIC I T B

0 https://adc.bmj.com/content/98/11/895.abstract?sid=81606048-db0d-444c-9153-730ebc3b6249%20

4 https://www.ndrs.nhs.uk/

2 https://www.ndrs.nhs.uk/clinicians/what-data-is-collected/
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- NCRAS - National Cancer Registration and Analysis Service ([E3723A B804 — & X)
- NCARDRS - 2EERWRE - fiRBERY — X

NCRASIZ, AT =2 EZUTH2LIEEL TW 3,
OJRBHR Y 5 X IR — & &
Ohnsr
OB BRIB ST
OF 2L R
OMSZIR T
ORZY—=vI7H—¥t 2R
O gz
O—fx =
O % DAth D JE 23 A ik

EEOEHRFELODTF— RS DRI LT, AVIIVFILBTA2BRAOERZEY L b X HiE
TERZLRTESE, BDAREDLSICEZHIINTWE Y, BEBRLED LS ICHBELZZITTWEDL, %
LCZDBRBERREY R 8TE 3,

NCARDRSIZDWT X, flido [2-2-1. KGR - i EEEHFY — X (NCARDRS) | 2%
Boz e,

(2) £Fa )71 LHENR

INEE - pWT L 727 — 213, WS EE oz ins, BETF— 23Rl ClGEans
i37ml, BEANDE YV OMELFLND LI ICEEL T 5,

7 — ZINDRSTHHT L, LD 72010 %H | BIKE, BERER AT 2, 138 A DA,
EALEZRMEAZRECE R WE LT —2 2L T3,

REMKPLKY 2 EOMRAH L, BE»OZREEMV R0 b & BT nwEET —X
T 7 AT 3HFZHETILENTE S, T—X2DHGEIX, Office for Data Release (ODR) #
BLUTIT) 2 ENRTE S, HEEHIZ, 72 % AT 2 E4RBNRD 5L, T— X2 {Ri#ET 57
D DY) I BRI B 5 Z & ZFFH L 72 Fuid 7 & 7e v,

NDRSIZ, BEL_ALDTF -2 %INE L, ERO@ELF2 -0 IS 2 ENF 2B/ T\0» 5,
ZOFFAIE. 20124F ERRAE S mALE (2012 Act) 25451 KO, BEEAEMERE» 5 D
Directions & FFIEN 2 EMTE RO FICG5 26N Tw3, BETFT— 2 %25 T AIE. HHRTF
VAD ML ==V 7 %ZT, BEOERPLEIMRIZND LB L WHRANCE->TWw 5,

4 https://www.ndrs.nhs.uk/clinicians/how-data-is-kept-safe-and-used-responsibly/
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2-2-7. The International Transient Neonatal Diabetes Register* [$r4 R — @R %]
(1) BW

The International Transient Neonatal Diabetes Registerid, #74: W—@ Ml PR B35 1< B 3 2 1T,
C OFRBICEET 2 FIEHE. BEIRIE O WIFAER DEFEIRIVFE IO W TIEFT 2 2 L2 HWE L Tw 5,

IV I N BT IZRA SERE LN, R, 2D NDFERIFIC O W TRI2HT L WiEER S - 7-
DI EPFRT Y HENRCHET 2mIERCER L) T2 LHTES, ZOT—ZR—2
X, BERIRICEE 4 2 FE MO —> TH % Diabetes UKD ESEM 2 Z T TR I LT3,

(2) FHRLEWCL

COEHRENET 22 LT, FERERKFICOWT X WV ECHRT 2 08 TE 5, Fic, UTo
ERFNTZnEEZ TS,

- ZORRDOEMN R e | R TEIREAFHIET 2 A0 5 D,

-7 )=y 7 TRONBIEIRD, TORKORKAZNGERE ED X5 ICBRL T2,

- TND % a9 % i R D /7 1T 22,

(3) T2 OREFIZOVT

BRI N5 T — 2T, FrER—E MRS O B3 B T 2 B ok T H 5, T DFiEkIL. The UK
Data Protection Act 1998 D JRHICHE - THREFEEI NS,

6% Jtafk (6q24) DBIGTZEACICBHEST 2 TNDABM L ro B, A v 7+ XA —vavyy—F
CRIEEPEING, b L, ZMCFAEINLEGAEIL. ZOTOERIEIC, BRICE o ZZFEICO W
THIRN 27l %2 L > T2, 72, BRNASEREEZET 272010, EELHE~DT 712
D BHNT L FETD D,

SEC LT, BIEEDHEHRE, WIRROBHAROEE, Z OfhOfEROF. # L WKIRE, £i5E
BIcBET 38R R L 2iTw, 740 =Ty 7%1T5,

T 3 I, KOk 5 BEACHHTE 5,
BRI 7 8 Y 2 2 b OWFEH . TNDEIEBEO(ER & (o =0,
R L IR BT X - TR X N RO I 1 i b 3 B,

(4) HRDOSMIZDLTH

International Transient Neonatal Diabetes RegisteriCS 13~ % 72911, LT D W I iuh OEIER
JRERNC & 2 —@ M4 RN L EEZMT I N TV 5 2 EBRETH B,
- 6q24 2 EH
CHREEA Y -
- 6q24D EH

# https://www.southampton.ac.uk/geneticimprinting/informationclinicians/transientneonatalregister.page

% https://www.southampton.ac.uk/geneticimprinting/informationpatients/joinresearch.page
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- 69240 A FALKIE (hypomethylation)
- ZFP574 %
KIR6.2Z 5 7x L D JFRIC & 2 — i@ 034 RBEIRIA. KA A RE R IR O JBE TSN C % 7,

2-2-8. Rare disease genomics*®
(1) BW

-NHS & 15 LT, ERIREREIFPERECHA & EDRRKRDOZW., . FHIc&RZL>7 /7 4
RAEZRM L, Wb IcsEd 5,

BB LZOKED DT, *ﬁbb\lif%%ﬁb X VR R ERES AT -0, WIS
DIE L T BT — & LS T Bl & fe

T—2e¥a ) T4 nRERICERL, —RTRZEZARLDE L, 707 T ALY
LR L EREEZ R EHT T <,

(2) T2 &%

NHSY / LIEBES — A TOHRBO—ERE LT BE~ET ) Ly — 7 Y A2 RN 256805
%2, $72, BREIR, BEOT ) LY T — 2 ZENL T 7 AFFENER (NGRL) ~oEhn%
2T 2, 2k, NHSEAROBENMELE L CHEFEEOSMICNT 2 X 04022 B50%
BiiFzbochs,

BEARFET L, BEOF— 23S, NGRL (7 45 X UOHET — 2 0ReRER
T—RAR—2) GBI N5, KRS Nz eE CHRE IR, BE IRt I Wiz v T 27 —
2%, MhOTADDANL KT 22 LBTEDL, LVELDABRSIMTNIET2I13L, Bk
Wi% 2\ 65 aHEMED S £ %o

(3) Genomics England PanelApp*’

- Genomics Englandi¥, [100,000 Genomes Project] %% 3 % 72 & IS HEFER{EE IC X > CTREOT -
A EN T EEEOEHTH 5,

cHVEEB X VEEREEDP LD VY IO —EITHEWIC AN, ANy 7 ICERBINTEY, &7/ 4
=T VAT =R E—FITHIT LT B,

- Genomics England i, 5 O HMR BT 54 VICBHT 2RI E AR EZILE T2 X 51T 5
7= ¥ IZPanelApp Z [l FE L 72,

6 https://www.genomicsengland.co.uk/genomic-medicine/understanding-genomics/rare-disease-genomics
47 https://www.genomicsengland.co.uk/research/panelapp
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- Genomics England PanelAppld. EfIR. WFEAT. A28 DEE O HMKIC X 2851 & FEE O BRI
KT 2T Vv REINET 24TV 77y b 74 —LTHH, HRFOEKRE LORY 21 2
=T A NOHMRPMIABR T AN ERRBL I AV T EIEHTE S,
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2-3. IREMOFFRAICONT

2-3-1. HIREERRKOHE/ REMEOFME"

% F PR L AE (Multiple Sclerosis : MS) OIGERFTIEREAHIAEE 2 HIN & L CHRIEAFE % 1572 Sativex®
(nabiximols) O ELERFEH L EEFIE S HW L LT, GW Pharmaceuticals?25L 2 2 + U #EEE L 7=,

RLUY AU, 2010 FICKETEM SIS L. Z DH201291C F 4 Y, 201551 A f A~
LR X 7z, VEIC20E], ERTIZSSativex® L RFICH HEHFRCFRICHEH TR EFRE ARNICKRE T 5
HAE L7,

LYZA Moo zRIANGR VA7 7a 774 0iE, A9-TFZevuhvire/—u, AV
FEVA—NOHHOREET w7 7 AL —E L, MSOIRRICIAEMELR S » Ak a3ERch 5
R T ARG O N, 20154FEDYITHICIE, HEEICEWTT —ZIESIKT L, FA V& x4
ADHBTRL YA Y 2MEFGE ST b,

2-3-2. LR FUMZIET B85 [The UK Myotonic Dystrophy Patient Registry] *

20124 LA, The UK Myotonic Dystrophy Patient Registryl¥, iff5t 7 v~ = 7 b oHE, H#HE. &
Riklig7e &, S EIEAMREZ S F—PL T3, 72, fRELEY R o7 4 —0FE ol ic
DWT XV ESHFET 27201, BALDO B 2M5EE IR T —2 2 HEFT 22 L HA[REIC L T &
720 AP, LYRPMIBRIELAZSTIE ATy 27 P ERT,

€20214
L= AN—Y T4 ALYy B YRV FREEZANHS 7 7y v TF—va v - 7R PO,
ZoOFED HIIE, MIRE P ESIREEFAICRE T 201IC, WTREEDOH 2DMIEE 2L, %
INSz7ur 7 YR EOREFEYITH 0BT LI ThoTz, BEIADPLDT 4 —F
Ry 73, BETHENET Y 27 FOBEEICHEDNS,

N AR CORE, < OWED AN, WETRE L EOEE (11~1880) 12 & - TR
SRICH 255 b, Fio, EHILED, MR, G5 7% LAFOLONITICHEL 5 2 5
DESDEIET 5 L Th o7,

- BT AR REMRERERE, ZoFEDHMIE, COVID-1923#fEfEEDBEICE 2 5
WERHET L ThoT,

920204
- IMI7'm ¥ = 7 FPREFER ( [Patient Preferences in the Benefit and Risk Assessments during the
Drug Life Cycle| ) (¥, E#FDIF4 7% 4 2 @ U CEHFPLOERRELMILTE L %
ZFEAMNE LT, 7exRicMbs AT — A2 — (BHlYE, &%, HTAKB, 7R, EE

8 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005kg4-att/disease_registry_analysis.pdf
4 https://www.dm-registry.org.uk/Projects_supported/index.en.html
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EREERL) KWERERMET 2 7 v R L EMFRICE D S HERFHIE A KT L20165F ICHE L 72,
2020FE3HICL Y A MV IC Lo T84 vy FRABXEE I, 17%0EHE (69%) LY A FY
ZBLCEEINS,

- Cure DMEEEMFEFE, LY AP VIE, VYR VICET 2 RES 72 33 FHRIEODME R
EZDEBICOWT XY ERCHEL, HENDO NS ORI X 572 3 KR Z AT 2 DI
CeERHNE LT VT =R LTz, LY AR Y256 13220% 0 BERSINL 72,

- European Reference Network (ERN) for Rare Neuromuscular Diseases COVID survey (/>
fiEBICE T 2N EER A Yy 7 —2, COVIDF#) . ERNiZ, NMDEF Itk 1T 3
COVID-19D%h BRI T 27 — 2 2 INET 2 2 L ZHINE L7z, 20204E4HicT7 v — b S
I,

- 7Y v AKFHECOVIDIAE, ZofFEOHMIX, Y7 I v Z7KDStay Home T F YA 273,
HOBRBRERCRASPERZ LMo TICE DX S BEE2 5272052 Mb L THoT,
T v — ME20204E4 H ICHE X ns,

- B F A X —REEMRTEERE, ZoHfEo B, MRGEE O BE IR T 5 COVID-190
B LIRS A2 L THoTz, 20204E5 ICTHBEEAME L 7,

C a1y AR, MRRRRIC BT 2 IR FTREE L IRICBE T 2 A, =2 — /1 v AR
. MRBEEICE T 2RI LIIRICO W T X VRT3 72018, Tv o7 — b E2ERL 72,
THIF20204E7HICLY A Y ZBLCHIE S L, SED17% (750) ADMEELH, LY R
FYOHBETH -T2,

- Genetic Alliance, H#H & NiEH OFEHGEHA, Genetic Alliancell X > T, HLWHDPER 7L —
27 — 2 (JHFR : UK Strategy for Rare Diseases) IC X o Td 725 N EMRDOEL AR TE B
X5, HOREEE L NHEEORMOFMZ RS 272007 v 7 — P BMERI N7z, 20204E7
HicvLy 2PV AL CRIEI N,

cVRFEERTLY MY 27 MHY AR T 4 — - FY XL - TV FFRA v A, Parent
Project Muscular Dystrophy (PPMD) & Sysnavic X 0, AR EZHOBREIALL ZDO IR
M, NEEENRELEZRET v — PRSI, 2hid, BRARICETF27 27770
ToNA ZDER, BEN R T 7 P 7y P oK ERICET 2 EA, R, Bah 2 IUET
2ERENAFHECH 5, TIT20204E8HICL YA Y AL CHE I N, EEH LYY I
25105 \ODMEE LOANDNEELSIML, LY R MV IZZRICEHBL 72,
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2-3-3. B&EYVI— b (SMA)

HKE T2 DKM T — X XN —ZANRSMADEE T — 2 2 fRF L T\ %, 12I3UK SMA Patient
Registry & ' (Z 41, SMARLH H & 258G 3 28U M CERIRIEIR Z o 72 7 — X X — 2T, SMADR
AERICSIARE R BE A RIHICY =1+ 322 L2 HMWE LT3, b 9 121ESMArtNet database
LR, ERIC X 2 HEZSEORAT — 2 2RET 27 —X2RX—2Th 5,

¥ 72, UK SMA Patient Registry t \SMArtNet23 /1 L. RIADEHKR T — &2 O & SMADHT L \»
PP AT 0 FRBR A HUHL 4 % i3~ 2 SMA REACH UK & W 9 24E[ld 71 & = 7 b+ 23Tk & T
Wb, LYAPY T — 2= CHAICEALL 72 BEE#RZ T & . SMARH OBRICEY)
LCw 2 FiRlfEax 2 SmL <, RIIcCEmBEO 7T -2 2INET 2 2 LAFREICAR 2 22 HIEL Tw
%,

2-3-4. TETADEIH (UK Renal Registry) °

UK Renal Registry (UKRR) 1319954 i %#i[E ® Renal Association(C X Y %37 & 11, L)L EE DR
flE L ERIC XV ESEMZZ T Tz, 2 F1RICIINPOL LTz L, BIEWIEE 20 DEHIC
JGZ BB EMEDKRT —2 X=X L L TRO LN TS, JiFEEREFRAM D National Service
SpecificationlC & Y ZMABFH T o <TE v, RENTIOKA, 130/NEEEL v 2 —DF7 -2 %
INEE - 3 - G LT 5,

2-3-5. ERREFERFZE (Genomics England’ s PanelApp)

Genomics EnglandiZ, #—A } 7V 7 C7 /7 L DOWFE%EAT 5 Australian Genomics & FE[F] THF 5L
X#wHFK L7, (Genomics England?®20214:8H10H DEFE? X v 8H)

Australian Genomics & Genomics EnglandiZ, PanelApp”'7 v + 7+ — 2 %FIH L T, B TIE
B oBEMEICET 2T v A%ZFHE L. ZBOERICHD ANz L v FEICHY HAE L
720

EHE 7R ERIREZWTIE, £ OB TR AZ 5 ERE 2 T2 I D W TOHERICHE L T F 323, BT,
BLFAANDOERICIZIELL L DIES2Z2H 0, 4,00084 EOBEAIOEIE TREBEE2RH b |
Fa % OREEERFERINTHE T,

] - — 2 13 [ ¢, 7H30H I American Journal of Human Geneticsis (CHT L WIFFEEm S % 3K
L., ZOH Y HA%ZFHHL % L7z, PanelAppld. < 22 DF IR EOBIE T2 IC 3 13 52,000
DIEDA—BRZREL, BRT 5720 DHBIFRICAWRBIFIET Lz, L, BRI AT L%
KT 22 ) v — X DFAFE LR ICN T 2 R T Ve —F O KR EIET 2 b DT, HELD
. 2O XD RHEDEED, T LREERZ T LIRRICIEHETEX A L) — gz ity s 2 &

50 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005kg4-att/disease_registry_analysis.pdf
51 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005kg4-att/disease_registry_analysis.pdf
52 https://www.genomicsengland.co.uk/news/panelapp-international-collaboration
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FXZ2TWBE WS Z & TE,

BEZ*19. Genomics England’ s PanelApp at the heart of international collaboration®[X]

!

Ldnmnm..

Genomics =- /\¢ éustrolion
\ |
v\ Genomics

Hi#8 : https://www.genomicsengland.co.uk/news/panelapp-international-collaboration

2-3-6. Genome UK: the future of healthcare

2021 E1HIH I NI =7 VyEE 7 L — 4.7 — 2 (The UK Rare Diseases Framework) 12T,
BUF23F2 L 72 [ Genome UK: the future of healthcare | 122 W-CEIHH L T 353,

2020F9H26H. BuUMfix [Genome UK: the future of healthcare ] ZFF L ¥ L7, T, &l
T nRE g, BilioRFTOESZBEDOOIER T 57291, 7/ a3 la=T 40
ED XS ICHIFE L T < AR IR L 72 AR 22 AR < 3

T, NHSEUKANA A3y 7 01005 tED 2y 7 LEEHRE % & 5005 tED 7 7 Mgt o
HEEXEGENTE Y, NHS% ., FRCHmERCHAZ B I AL/ L THERZEO —BRE L
TR ) LRHIRE Z et 3 2 AW O EERHE L T2 2 e 2 HINE LT E T,

A v 77 FONHSGMSIZ, v aFrn -7/ 3Iv 7 -Av7x~T 427X %= 2 (NGIS)
LTOONHSY 7 W58~ 7 (GLH) ©4 v F7 —2ICX o THHE— I, 7/ LREDHA
VAT LERMET 2L DI, FFEDRACHDIREDT ) LREICOWTHEETIND
National Genomic Test Directory (£F%7 / &7 4 L2 b V) %232 FETT,

2-3-1. BCRER) I FHRBBEOEFHILTHA (HDK UK) *

Health Data Research UK (HDR UK) 2, ~ VAT — X ¥ A TV 2D DOREEDEZHIEFFTH
D, BY FYy s 3212y FIAF—2kdulic, EENIIAFFCEE L, 100&ESIREF O

5 https://www.gov.uk/government/publications/uk-rare-diseases-framework/the-uk-rare-diseases-framework
5 https://www.hdruk.ac.uk/projects/using-health-data-science-and-large-scale-data-to-improve-the-lives-of-people-with-rare-
autoimmune-rheumatic-diseases-and-other-rare-diseases/?msclkid=2aab41beb58b11ecbcb7db0e77ddc3fe
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a2 ML -EEMERTH 5,

HDR UKTIE, EED~ VR T — X 2ty L. N2 QG Z A 3 & 2 R 2WREIC L KRBT —
S EREBRDHTICE > T, HowWwBEHE - NEOH AN L FEEEBmtIns 2 ZHIEL T
%

HDR UKic (3, REREOE AL T ZFIH L T, PRz fiio A4 Df@fe 7 7288, H
CRENEY V= FRER EOMMKEDNLZ OAEERELZHIET 70y =27 V83H 5, 20 7ud=
7 b DFGE L fEREE TRCICR T,

(1) R&E

TV ACHRIENEY v~ FEEIR EE AL T 5 RIE L, ZWi0s N 2 IBEmiRETH B,
L2l COMOFMEREDBEICET 27— 2 ZWAMNTH Y MABSZ DFEEEZ R > T B D,
ECTEDIIICIHRBEARZIT C02D0 L o RN RERT ORI DLH L, DX
BREARNREET — 2085 n0, EEY — v 20l BIEZRE, 7T L RN Bk z Bol
% 7- D DEFIREIE %175 < L BWEETH 5,

FEBOBFICHET 2 BEMII T CICHEEL TV Z e B% s, BT, 2R vIicEE L <
WHEVWERRLZVAT AL TIEINTHE L TH D, T2, 1FLACOREERICIT, B -
N#ET— X CRETE 2 X9 fFHEN R a— F23 70,

INbDZ Lid, HPEEOBENEY)BW L IEEELZ T 5 FTic, —NREEOEHF IV D
RAffdnd e, 2L T ORI 2BEPLT LI LT VALK o THRICEMITF LT
W3 EIERL W EEERT B,

(2) fRR%E

RECORDER”w ¥ = 7 b X, NCARDRS (National Congenital Anomaly and Rare Disease
Registration Service) . 4 ¥ 277 v F&HONKPE, E£#, BREL I L. BEFOMIKT — 2 L7
TR EMEETEDICEH LTS, TOEELIVLDOT—2EHWT, K7uey 7 bTlE, A4
V7TV FORRSREDRY R ACRENL ) v F B EZAFREEL T b, EZTIRELTW
200, TNODEENRED L) RIBFEEZITC0 202l FELZITo T3, ZOFERIZ, ftho
WFEE D720 ICNCARDRS 7 — 2 2 v F O'H L etz b X ¢, FRROKFZED -0 DFRIEFS L
WETLERREET LI 0% 5,

2-3-8. UK IPF Registry [tF#MEMMRHEE] OBFEF O

UK IPF Registry (¥, EEMEEEYS (BTS) 1T, HEEICH T3 20 a+r— + ORI, A
B, IRICBT 27— 22 INET 27Ty F 74— & LT, 2013 T E NI,

UK IPF RegistryD iR#] D6ERMICINE I N2 R =2 T4 vT =2 DL v a—t | KENO SR
OB RICONT, AT 2, (&, [HEEICEH T 2 R MEMRHEE : 201345 52019
¥ COREREYESETFEROMT P2 SR)

% https://openres.ersjournals.com/content/7/1/00187-2020?msclkid=52ee0de6b58f11ecadf0dd655439fd65
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@2013/E1H1H 2 520194F10 31 H Dfflic, 24740188 X Nz, 13 A Y DBREIZAME (79%)
T, FHERIZIT4E8.3i%. 66% B TCHIEE TH - 7=, HoREE & bic, 70U Lo EE OHE
MBI T Nz, L L, BYRLEORERS 127 AU EfFLCTW7201363%TH Y, FHIFKH O
fEREIZ R S N o 72,

@B L 10 M <, FrRMMMAEE (IPF) oA L AR RFPcHFEL WML w3, 774
V=T TEOT —XR=2D5HIC X 5 &, HETIX. 6000 N/FDHFHIEE L 32000 LA EoD
IPFEED VS LHEE SN T WS , IPFIZEETIRI00 IS ADHTERE o, R IC ABERA
FRLTEY, f@E oKX ABELELEoTWS, LAL, 2HLDTF— &k, EEICE T 3%
i H & ERER ORI Z EIC KM L Tw 3 LIRS v,

@ - O EBERICHEY) LERIRY — e X LiER R T 2 72010, HEICEH T 2IPFOFEAER L HHFRIC
B3, XOREMAR [ER] 0 F — 2088210 ETH 3, %20, EEREREESES (BTS)
X, IPFEEZRRE L-2EBBEOE &Y 27 L 2% L 72, UKIPF Registryld, & DA
CUfEar. MliZEM 2 & O 2Wieds, Mitkae. GR. imicB 3 2 RIAMN AR 7 — 2 o USEZ ATREIC L |
BN ZEHMZLL TO@EY Th %,

- REIC BT ZIPFOBEEHE, FRRIVEHEL SORSEICO W THEEZED 5,

FRIRERBEE ORE T2 WE L, XV % DR ES 7 L oREDIBREFE 2 RETE 2 X5
AN R el RPN

AR CE G EDOTE T v A LIS T 2 2ROEH OB 25l %,
MEIRWEAER & AR B 2 R o KB L BB RH 2 51§ o e, Wil RIBERICBE T 205t % 12
T 5,

@ EE T, FIEDOHKREIRAARE L, ZW & iBEDEIL o BUR 2 iR 3 2 D Ic&ir b, ik
I i3f % D BE O 7 T3 2 MR LEED 7 7 v —F 12708 3 a[EEME2 ® %, UKIPF
Registryld, P ZLAK64EM T, 2400 A\LA EDBE DR =X 74 VIFIRT — 2 2INE L., 2T TIC
WMEINAHE-EOIPFLY A MY & LCIIRABIEEE a5 T 3, MiBSERERE LR, HE
WX o THREZRINT 2R L ZRAV, 2OL Fr R T 4 7o Cld, REICET S
IPFEEDO LY [V TAT = V] hEEZEST 2 2 &3 T% 5,

@ — 7 4 volffikktix. INPULSISHHSE & FIfkic, & —R+ 7Y 7IPFLY 2 + U (AIPFR) | <=
NF¥ =L V72 TN T ORI EIPFL Y X b Y (PROOF) , A<= 4 v[EIZIPFL ¥ X } U (SEPAR),
F—nu v LERIPFL Y 2 Y (EMPIRE) LY 2 U THEINTWED LML TW3,

Q@ LEEHDT— 250, IPRICB T 2HEEROEEL., LV EWEEOYE L oMEHt R I N
TWw3,

Ok %3, H—EHTORADIPFES, S, OB OEEOBEDOEE KL, R—ZXF7 4 VD
ANO#EF, ZWE X OTRBEEIE 2 3R L 72,

83

130



@fiis LT, KA IZIPFOH—ECORAMBD 2k — F 28E L. 2 OB ORI L HARRGH,
B 0 BEORHKEHOZNICET 252155 2 &3 TE 7k, 4 DfiHRIZ. IPFOIE
IR X AR 2 TRIR 7 0 X ) RWIfF 2 RE 35, 2013452 5 2019F Do EE I B 1T 5
IPF&EIEE OB W IC 35 0 2 EE L ZMNERIE L 72, £/, BET TICH T 2 HELRUGE
wAINTz, INLDZALBABRCETE R EORMNZZT v A LI ED X5 ICHEST 20, 72,
ERBCROFFICED L 5 RfEHRZRMHET 22003, TEREINLTVARV, I 51T, SHOMIERK
Ik, DO Z—7 v F & T REERE LM, FRICF RO BEENFEEZ Y ICh o7z, &
DEIRVY ALY ODHWNEERT 5720 1Ci%, MW RT — 2B A RTHD, L, FricL
VAM)T-20BLREENE LD XD ICHEFFT 200 L O kRN A REA R > TE D . SAEA
MeEH EOREDM T L > Twd,

2-3-9. FAOKRBL R M OREFE

MAFOEPRL Y 2+ BMRE S e B R HEZ & OB 72 LT\ 2 22 2 5l L 7 &EHG R 2 48
N5, COREBIL FETI2RMEO D 2LFHORELIE T2 2L b HINE LT, (&3,
[(FDEBL YA Y OGEFHE —EEL Y X b ) OKRERFHE O G| 0% 1)

@ - DERM AT D BIiE, EESBROREN 2R e R I s X & EEEICEIL <. %R
Halaz=740aveyFRADLVEIERT 272010, MEMAEERO ) —X—%2FET 2 Z
ETHoTe, W0DWIFHHFEL VAL Y ZRET 2BADOEEED S B, 95%LA LA, HHD GEH
Bl LT, BN ANF VYRV RT LOMET (GEAGE, LY A b ) EHI S — 4 BEHEEB T,
RIARsetEstE) . 7 —2 o8 (F—2 ANHYE, T—20EF =y 70FE) . HoFEwL
VA Y HERFD 72 ® DFAIR (Findable, Accessible, Interoperable and Reusable) JER[ICH] - 7-1T#E
MR, Pl —Y—7 272X, AT —2DMHE, 7T —2WHFIE, V274 v 2 —T7x2—2%
G, LEZTVWS, HOCHi 21T 272220 LY 2 VD55, 80%LL E2S, LY R RV ICidY —
F—, 7uvzs VEHIV—T7 GEERAR, WREZESMEHEE, Vo7V A b B2
T RATEHBH DL EEZLTVL, ZOHEE, REINEGEERECT2HVa ey R
LT, MIEHEFEL YA MY OHEWEFHETIC O W TR 2 I 2 =7 1 DI CZ T AL
TWw3,

OnEH X, KA, BT A—, FiEHERE., RKXFT2LVR PV /LY M) HAEDEKRIELTA
T2 EIRDOoNT, HEFICIITHEA S D, 300 H»L T3 (K] . BHIO®7 v
a VOIHBIAANF Y RICEHT20THY (Fl:TL o2 PV IdiERINEY) — X —% o &),
fi<ervavolEHIIT—208 (fil: Tvy2b)oa7s—2EFRIAMKRTEEL 2— ML
INfEzFEORE] ) LITA v 7 708 (fl: [LYRAPIEFT2TA Vv E—T7 2 —A%HD

% [HAEEL YA MY OFEFHIE-EEL VR Y OB IR O R
Salma Rashid Alj, Jillian Bryce, Yllka Kodra, Domenica Taruscio, Luca Persani, and Syed Faisal Ahmed)
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8620980/
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XX | ) ICoWT, RDEFRDOMWEDLEEZLEDDTH S, RIEHIZ. FHEHHICHT 3EIEDOE
HuE [FAETE] $721F TRELARV] ob&TRTLoRkobnr,

Q@40DRDL Y2 + ) #REFTBHHIBLDOL YA Y V=K =235, EEL VX Y RGN R
EEZLN DL NE WEEMEICET 2 FBICEE Lz, 400RDESD H b, KE, HE, HFXHh
bZNZENI0ME (25%) . 8fF (20%) . 11F (3%) DL Y X + U ABFHEI Nz, 5 Y D214F (53%)
BFfhoa—m vy NTHEIPLI—F 4 A —bENTVD, MO~y ¥ v 2EETRES L2310
i PN IMREOEIEL YA MY D 5 b 22 (7T1%) 2345 E o A CiHlidis 21T, ZoEEL
VALY PREINAPHEEL YA M) OFERHES COBERZ LT WL,

Q@4 DFETIE, INNOBFEONDWL Y A PV DA ANF VY RICIIEDPDIELOE0BH 5L 5T
HHZlBbhol, LeLAEMEL, fHEY —AZHCCHCHEZ{To72L Y2 Y @80%LL |
B, Bl bOL YAV ICR) X —v T Tuave s VERIILV-T BERES, kL
BEOWN, V2T AV E—Tz2—R, 2—HF =T 7 ZA#HBH 2 LiBRTV2, T, T0%LA
FOLYA PR, IV T — NI T 2 BROTERLD S ERIEL T3,

@+ 7 A Vi Xk 5fliG e ERHIE, WFEE 2 I 2 =7 4 DR TRIFANLONPLT VI LERLT
W3, ZHIEFRDL YR Y oG EFHIEICEE S 2 2 L A3 TE, RDL YR+ U sk Il o 3
CUEEAREIC L, Z OB ZER T2 2 L3 CTE 5, O XS AiflElR. Ay b7 =B
REREEOL YA MY LI L, BA59 5 2 L 2 AIREIC T 2 RBINHHEZFAFE T 2 - ICfHH &
N5 AREMED & %
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3-1. FOERBIZET 5 EREMK

3-1-1. FEBREICAHT 21348 L EEHRK

=R+ 7V TiICBEWT, FdEEICET 5 EREOREEZ 723 D 320204F 2 HICHKE S Lz
[ SEM A5 /0 6 R ERIE M F 7B 51 (National Strategic Action Plan for Rare Diseases) | T® %,

CoOFHEE, A=A+ 7Y TERMEE S DESRMICI Y, LT T AR AT YT
(Rare Voices Australia : RVA) ATFEL TCHREI N,

Z MR, A=+ 7Y T THOTO, FmALIRICIY T 720 OERM L GHREETH 5, &
FHRERL, T2 e RO, FHTRER Y AT AL A E v I 3o FHNICHE S TR I T
%,

Z OB, 20174F 6 HICRVADRRKR L 72 [REFMRE 7L — L7 =7 QWU ] icB T
5 [ 6 DDHIGHIENERIE] LHEAL., ChEeREI LD DOTH S, Ioic, MEMHEREICHET 2
[E| 5 Hlg 7 L — 2.7 — 2 || [ National Aboriginal and Torres Strait Islander Health Plan 2013-2023 |,
[WHO Global Action Plan for the Prevention and Control of Noncommunicable Diseases | & %4 L
TWwb, 7. TYTREERFE &2 (APEC) o [FHVEIRICEET 2{TEIGHHE] & bEEAL T
(AR

fTEDRHINE 3 D DHCHER X, 2 N Z AT IZESEHIE, B2 N2 TH), EfiDEH 2RI Tw 5
30@&&%@@%$ﬁiuT@ hThH2s,

(1) BH%-¥8
BIENEAZL.T F—A 7V T ANEAD, HYERBICHT 28#EERED b,
BIENEAL1.2 : TABIRE ICEZE A=A+ 7 U T ADS, FBIRE O ISR I S
TEL LI REHMEBAEEZTIONDE LI ICT 5,
BeEfz1.3 71 ADEER G, B L FEROTFEICHIE T 5 ERADHEEAM
Bg % E S 5,
(2) #¥7&HHR—+
EelEfr2.1 TR ERITNCOF—RA T YT AL, BELFRHEEZFLE L,
AW CEY) R DR T 7 &R — bRt 2,
EBeEfz2.2 7/ PR D B W AN ERE 2 D IEREICf T DN S X 9 12T B,
BICNEfz2.3 ANECBET 2 A2 %0 3 2 L kT 5,
BIENAf2.4 ¢ TRCOA =R+ 7Y TERD., FHAWRE R RE O EBREMc T 27
®ATEBHLHICT 3,
BEIENENL2.5 ¢ FIPIRD T T L HFE— P A VR~V R AN - BT 2 e —

AV T EifiaIds,

(3) HIE-T—4
#EFeNEfz3.1 TOREDOE=2) v 7 EARROERMZIAEL, 77 <A P A v | W5,
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s 2 7 LEHEICTER 2 1204 2 200, B> ol T — 201
ExTHEICT B,

BeEfz3.2 i VIRE D 7= 0 OERMFRHEIE 2 FE L, HPEREBEDZD0H bW 5 fEMH
DOWFEE ER. X, HEL, B I NAEBAEEICHEML, ¥v v 7
RIS %,

ESENENZ3.3 - TP BIRDMEDHIEITAZ P LE L2 DTHD LI ICT 5,
B SENEz3.4 - frgEe 4 7 ~—va v ZERT 7TICRIEL L, BRT 7230E e 4 7 ~—

vavicliElRE RS 5 X 51T 5,

3-1-2. Rare Voices Australia (RVA) [z2ULvTY

Rare Voices Australia (RVA) 34—+ 7V 7ickF 3 BEFEOEAEKRT, o X5 T1TH)
RHEL SREDORFEH T D D, A —R 7V THUNE & EE 2 1EH 2 > T 5,

RVAIZ, 20114FCBifE X #1725 1 [[]Awakening Australia to Rare Disease International Symposium
DSANFE200 NDFRIZIC L V. 20124FICERZ. S Tz GROZLCR, RVAITBURIC A A5 BRG] %2 F20E L
T\ 7z, 20154 3 HRVARRWIO A —Z + 7 ) 7 0 &EFVHEY T v F 25 L, F0mE oI
LA E HWZIZE L 722 1 2 =7 OREEZRG L7z, HICiZH200 DA H A28 £ E 4
L. 2E&EDHIREIE O IR/ L 72,

201746 AICiE, 23 2=7 D7 —<HELICKEL, Ko [REFEE7 L — L7 — 2 O
2] e [ 6 DDEIRIELEFIE] PER I L. RIEEREICRE I Lz, T OBERE L. FPHR
BUR. FRICHDBARLH DR ENR e L EAgiARki s (MRFF) of#, Mk rn 77 4
DELFe, A VEIGE IS 2 AR S TECR I B 4 2 FRORHubRIC B 3 2 BOH 2 iRl 3 5 LTl
THERDDTH o7,

Z L C2018%, A — A+ 7V 7TBUFIZRVAICADIREICBI T 2 [ESEIEAIITEIGHE | o 3 [FFHF
EEST L X IOEKGE. RVARINZREL 72,

T HICRVAIZ20194 238 U C ATHRHENICBE T 2 INEI CEHR AR AT — 7 R A X — Dk 7 v 2 X %
FHEL 72, fREARRIZ. 33077 Ao E & & i, 20204 2 H26 H I TEh G i 2 IE3UICBRAR.
RVAIZ, {THRHH O FEfi%Z T 83 3 -0 1c, MBIFB X OCELBUF, 2ot RT—27 R X =L D
Al % e 1 T B,

3-1-3. Australian National Congenital Anomalies Register (NCAR)®®

Australian National Congenital Anomalies Register (NCAR) %, [{78EtH] © 3EZFEHOHTH %
(W%E - 7 — %) © [EEIENS.] : FVRBOE=2 ) v 7 LAFHOE/EEL, ¥ T<A T A Y
b WFgE. ERE Y R T LAGHENICTERZ R T 2 20, el o i 7 7 — 2 INE X FIREIC T 5 |
ICEDWTEHE I Nz, BRERFE ORENZERHFIETH 5, TEIEHHENICIZ. NCARICDOWTHUT
DX IcREdBTh T3,

57 https://rarevoices.org.au/our-purpose/
5 https://www.health.gov.au/resources/publications/national-strategic-action-plan-for-rare-diseases
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<A =2+ 7Y TREREHTT (AIHW) 13, fiEED 2 —7 1 » 2" (Orphacodes) % &% [4—
A b7 ) T EEERERFEER (NCAR) | 2 T2, chick b, B+ —2 1+ 7 ) 7INRE
BEEH (WARDA) THTI{TbN T i mPEEDa—7T 4 v 7%k, Ik, 2EL. B
B sERE 11 (ICD-11) X SEICEHERT 3,

TEIEFENC I A Lo X S i d T n b 28, EfED L 2 A, AIHWSA— R + 7 U TER{#EE O3
A MICIEINCARIZODWTDRIBA T 572K &, HESCREMSR LI T Ez2obN 5,
% ZC. NCARDEFTHIE L LTE M INTWEIWARDAICOWTERT 3,

3-1-4. Western Australian Register of Developmental Anomalies (WARDA)®

PEA—2 70 TIFZERFE SR (Western Australian Register of Developmental Anomalies :
WARDA) (%, 20114F 1 A, FMREEOHANICESE, WA—Z+F7 V7 (WA) Mick T 5 FE
RE 2 BT 27201, UTD2008EEZMALLDDTH S,

-~ WA H Az R 7 6
- WA i 1R JoR 92 5

2008 BAFHIL OEH SN TV L0, TNTOREPHAERICHSL 2 Tlda d, AR

BER o ThroBMI N 25604 ), HHRINEDEMZ L) K724 L72dbDTH 2,

F7-. WARDAOHMWIZ, UToHEINT 3

- WANIC 351 5 FeE R T OfEFIE BT 5

-WAIMIC BT 2 FGERE O T L Bl 5 X OFZERFE 2 RHOANOT T D70 D% — v A % HH],
Bifd. el 2

- FEEBE BT 5 — I F - 3G IR AR L. &K TS

CFERFEORRB L OTFH. A2 ) —=v 7, GEY - 20AMEICET 2% 1T

RIATIE, 2D X EWARDADEREICOWTHE T 3L & T 5,

3-1-5. National Alliance of Rare Disease Registries®

RVAIZ20184Eic, A=A+ 7V THDL Y R } Y O#EE{RTH 5 National Alliance of Rare Disease
Registries# f%iZ L7z, LY A MU REELRERY —LThH Y| EREOHE, AiG0HE, AHFEx ML
BB AREEZ FF ORGP F 7 v AL = a A —F 2T 5720 OBEFHXIR O iR
NEFETHE, LOEZHLTH D,

COLYRALVEGIT, BEEPLLELERRNT 777 4 REHEEL, TE RO —%E L.
ENORPERICET 2HEZFED L LICRNTEZe2HNE LTEY, A—X+Z YV THOE
TP REBL YA MY OB A v =L LTHIL T 5,

HED A v oN—F, RVADBRRT U ToREES X R ZEFL, fi— Iz T T3

5 https://www.wnhs.health.wa.gov.au/Other-Services/ WARDA

%0 https://rarevoices.org.au/research/
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ZLIAELTWD,
- RVADTE T35 X O A5 D 72 30 o [E 5Bk (1T Bh 51 & o 341
LY RAMIDORRNT T 774 A, HER, VY — A% A[REAIRY AT 2
cABEINEZRINROT -4ty FEBFEL, EHT S
CFVREBL Y R M) D720 O E FGE BRI SCE A~ O B R
CEEROBG %% T AN, BB ORFOERE RS S
AN ZFLE L72QOLTF — & DIUE Dt
“HLWVL YR Y OMEODDORAHAR, Y —, BLXOZREREET 2
MHAEERAEEZER L, BET 2B O L VR Y o2 T 5
BN ERA N T T 7T 4 AP A Y T — 0 L oA ERD
- KR & FE DO 720 0 2EICEED b vz e A~D LY {4
c BERFDIEBAAL AN 70T =2 R=2 Y, MO HEICO W TR 3

National Alliance of Rare Disease RegistriesiCHI#i T 2L Y A Y 0—EIUT DY TH 5,

B#%20. National Alliance of Rare Disease Registries® A >/ \——%&

Za%ii)

=
o

Aplastic Anaemia and Other Bone Marrow Failure Syndromes Registry (AAR)

Australia Idiopathic Pulmonary Fibrosis Registry

Australia Interstitial Lung Disease Registry

Australian and New Zealand Massive Transfusion Registry (ANZ-MTR)

Australian Cystic Fibrosis Data Registry (ACFDR)

Australian Duchenne Muscular Dystrophy Registry

Australian Genetic Heart Disease Registry

Australian Genomics Health Alliance

O (00| |01 | [ [DO |+

Australian Myotonic Dystrophy Registry

10 |Australian National CJD Registry

11 |Australian Neuromuscular Disease Registry

12 |Australian Spinal Muscular Atrophy Registry

13 |Global Angelman Syndrome Registry

14 |Leukodystrophy Registry

15 |Lymphoma and Related Diseases Registry (LaRDR)

16 |Monash University Genomics Program

17 |Monash University Registry Science and Research Unit

18 |Myeloma and Related Diseases Registry (MRDR)

19 |Phelan—McDermid Syndrome Registry

20 |The Australian and New Zealand Fontan Registry

21 |The Florey Institute of Neuroscience and Mental Health

22 |The University of Melbourne

23 |Transfusion Research Unit (TRU)

24 |Venous Thromboembolism Cohort Study (VTE)

25 |Western Australian Register of Developmental Anomalies

Hi#8 : https://rarevoices.org.au/research & Y {EAK

KRIETIE, 2AOESMEDOL YR PV IconTh, —HEBNT 3,
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3-1-6. Genetic and Rare Disesase Network (GaRDN) &ML X k1) ¥
GaRDNZA— R } 7V 7 I BT 2 B8R DEREEE D100LL E O 7V — 7 0 SRk H 4
LELCOEERTH > 7228, EH2O0BESEMPBITBYIbN/Z729, 20214 6 HICEAH L 72,
LoL, 2094 MEIE7AEEChY, 22 I1CI3GaRDNICEHF I NZL Y 2+ ) 0o—EHREH X
nNTws, 20959H, NRMWEREA -+ 7V 7 (B3I WN=a2 -V =V FTH3E) LYRF)D—
ERUTTH? (FHEEETLIID0LH D) ,

BEZ*21. Genetic and Rare Disesase Network (GaRDN) EB#EEDL A M) —%

ZaXin

Aplastic Anaemia Registry

Australasian Colorectal Cancer Family Registry

Australasian Psoriasis Registry

Australia and New Zealand Dialysis and Transplant Registry
Australian and New Zealand Paediatric Intensive Care Registry
Australian and New Zealand Society of Cardiac and Thoracic Surgeons, National Cardiac
Surgery Database Program

Australian Autologous Haematopoietic Stem Cell Transplant Multiple Sclerosis Registry
Australian Bleeding Disorders Registry

Australian Bronchiectasis Registry

Australian Calciphylaxis Registry

Australian Congenital Anomalies Monitoring System

Australian Cystic Fibrosis Data Registry

Australian Genetic Heart Disease Registry

Australian Haemoglobinopathy Registry

Australian Inherited Retinal Disease Registry and DNA Bank
Australian Leukodystrophy Registry

Australian Mitochondrial Disease Patient Registry

Australian Motor Neurone Disease Registry

Australian National Creutzfeldt—Jakob Disease Registry
Australian National Duchenne Muscular Dystrophy Registry
Australian National Myotonic Dystrophy Registry

Australian National Spinal Muscular Atrophy Registry
Australian Orthopaedic Association National Joint Replacement Registry
Australian Rheumatology Association Database

Bariatric Surgery Registry

Cerebral Palsy Register

Familial Cancer Registry

Global Angelman Syndrome Registry

Human Variome Project - Australian Node

Hypersomnolence Australia, Idiopathic Hypersomnia Patient Registry
Idiopathic Pulmonary Fibrosis Registry

Myeloma and Related Diseases Registry

National Familial Hypercholesterolemia Registry

Neonatal Alloimmune Thrombocytopenia Registry

NSW and ACT Hereditary Cancer Registry

Prostate Cancer Outcome Registry - Australia and New Zealand
Prostate Cancer Outcomes Registry - Victoria

Registry of Kidney Diseases

Thrombotic Thrombocytopenia Purpura Registry

Upper Gastrointestinal Cancer Registry

Victorian Cardiac Outcomes Registry

Victorian Lung Cancer Registry

WA Register for Autism Spectrum Disorders

Western Australian Cancer Registry

Western Australian Register of Developmental Anomalies

HiL : https://gardn.org.au/registries/ X Y EK

»-J>>—J>%%%%wwwwwLOC,OOJwwNNNNNNNNNN»—A»—A»—A»—A»—A»—A»—A»—A»—A»—AQOO\]@m%wm’_‘z
Gl ([WN | |O|(O(0|I[D|OT1|WIN = |OO|0 N |OTE|WIN = [O|O|0 [N UT | W N~ O o

%1 https://gardn.org.au/registries/
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RIETIZ, FEEOL YR P VIconWTh, —Ex2#ENT 5,

3-1-7. New Rare Care Centre (A —X FS5 U7 M)

A—AFZVTTIE, FTILWLT - 7TV X—5%E L7, European Joint Programme on Rare
Diseases (EJP RD) #320224E3HA3HIC, TitDacs® # N6 L 7262

2H25H, A=A FZ VT THLWLT - FT7 2V 2—2DRELTE Lz, 2OV X=X, HP
EECRKZMOERZROTEb b, EANARTFTETAVERRMET 2 2HME LT E
ER

S— 2 NEERE (PCH) 2l e 322Dy 2 —ld, A— R F 5V 7 2RET 2 ZERPLHHE
OESRMEEZT, SERCTRELT A —A M7 ) 7 FAZET 2 2L PARELTHE T,

Ay z—i3, HFOEEOAREE 2o T b 2 b 0AER L RARRZFEHR L, X H#
OEMERZW 2 XET 220 clnEmibLET, £/, ¥R+ T T - a—T 44—V a v
D, HUIRERCHKAR, HE~DT7 7 2b R EIEET, 2oy E—iF, 7RIV =D
fRRE A IC D R Y T, FHEZORBELZAECHEEE N — AR DLV AH A -
AN B TFIETT,

AED»OOESIF, BE LY X =D, /a— kA= bF— v 7 HEFE, BT
077 L PEELREHIREOHEE IR I CoNE T,

KRB FPE TR Y R — AT AANT AL I Z—DH LA~ 4 Follitiz, 2oHMIE, £
ORI OBV DB 27 TET AV ERET 2 LIk ), HPEREZIX 57 &b 0K
HEXDORBEOEFEZNET LI ETHD EBRTHET,

K vx—ix, HFRREEE (WHO) o7y a—~1ty b7 —2 28, HEAEHD
TOPIROEMF L@ L T E 9,

31-8. F—R SV T7REBENMSDERN
=2+ 7 ) TRIEE DY A b Cid, [ SR I 1T )5 1E (National Strategic Action Plan
for Rare Diseases) | DX 72HL 0 #HAZHE/ L Tur 563,

- Medicare Benefits Schedule (MBS) Iz, 4 — %+ 7 ) TN BIK T 2 EEHMY» — e 2D ) X b
T» Y. Chronic Disease Management plans (8RB EH) © 77 v 7 L O BEDIBEL DI

WSRO,

- [EH AL (Pharmaceutical Benefits Scheme : PBS) (3. A—7 7 v F I v L QM IN B 7

%2 https://www.ejprarediseases.org/new-rare-care-centre-will-coordinate-rare-disease-care-at-perth-childrens-hospital-australia/
% https://www.health.gov.au/health-topics/chronic-conditions/what-were-doing-about-chronic-conditions/

what-were-doing-about-rare-diseases
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ISR ERR S O SHA N2 SR B,

- fanESE S, 7 a 77 F 4 (The Life Saving Drugs Program : LSDP) TIXHR{E, 100 %D FEE I L
T, EIESBAHE (PBS) 1[C#B# & LT 7 W 165H5E O R s a8 3R I &4 2 fR it L. 51400
AU EOWREEOGAER - RFWEHEZERL T3

< 3R - EESITEUS (Therapeutic Goods Administration : TGA) ¥, #HAERZIREST 5729
DHFDHFER 2 ORI 24 —T7 7 v V7077070035 5%,

CATFAHAN YV —F - Ta—F ¥ — -+ 77 F (MRFF) & EZEEEZEMIEFHES (NHMRC)
X, FVBIROEERTRICESE Z{To T3,

3-1-9. Orphan Drug Program

F =2+ 7V T OFRDFERAERSL 7w 77 LTH S,

O PIRAERE S & X, BB F DN 0GR, T, ZWncER T 2 ESES, 775 v, ERN
SWiEETh 5, BEEAE, FF - RRICHh 25 a2 X MICHkR, BFENRRRY 2Dk nwko, 29
L7z 8GOS - IREZTD R\ T L%\, EEED L2010, 7PN O BE OZECiaEis
I oNTmCAREED B B, HAEEOEEFICIT, —RIEWKOEBE LF U SE, ARk, Zetk
DIEZES % T ICANDER 3B %, Therapeutic Goods Administration (TGA) 1%, Z O[H#E % whk
T30, KERMERMLE (FDA) o7 v 7 nu5Eic, #VEmHERES (Orphan Drug)
a7 L ERKE L, TOTRTT L, HREDIBRICH G 2O AR H =, F—2R
FZUTCINLOEREMEZGER - RFET L 2REHT LI LEHNE L TWE%

3-1-10. A—R FSVTPIZBTZ2F—T 7V FS5 v BT 3 341%
(1) A=A FSVTIZB T34 —T 7 VIEEEROELE
CHEERIC A — 2+ 7 ) 7T A AT OEIE THRIET 2R % KT 2 20 OERGTH 515

CHFEEMICB L T, B0 (12) (o) KERT 2 FFHEEPRERETNAGRY . 2KV
Y=t =2+ 7 )T CHHEERERTET 5 2 L BREFHNICHEE TR VW EZ LN A,

(2) A=A S VTIZBTRF—0 7 VEETOERADFN

BF22. A—A SV T7ICBT2F4—27 VEEETOERADFKN

% https://hspersunite.org.au/rare-diseases-in-australia/
% https://credevo.com/articles/2020/01/15/rare-diseases-regulatory-incentives-for-development-of-orphan-drugs-japan-australia/
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Optional pre-submission meeting
(3 -8 months prior to submission for
registration))

(Recommended 3 months prior to

{ Designation application ’
submission for registration)

Eligible

Assessment of g
Designation application Not Eligible

Fee Submission of dossier for No fee
waiver Registration waiver

HiL : https://credevo.com/articles/2020/01/15/

rare-diseases-regulatory-incentives-for-development-of-orphan-drugs-japan-australia/

(3) A=A S VTFICBITRA =07 FSvyITORBLEDA 2T T
a. AR AY v b

CTFREORER A -7 7V R Ty JIEERHRET 50, AR VY — RESCIE £ 72 3 RE
DHIFE L RIRHCRERGER 2 XL ) BBV H 5, =7 7V F 7 v TIEEF AR I NI-EH.
ZOFHRHIIL RIS,

CEETFER  BEREMHERERMOERPHEICE T, A—T7 7V F 7y JIEEEZRZ T T 254,
BEFERSRRING,

cF =T 7V F Iy SIREDIR A =T 7 v F 7y JEEQREHRFHICE. FERNI» 2L
WV,

b. Bl Eo Y v b

C.

SRR S L 72 FHi O 720 0 —EH L 2 EZWMED H 5 T u e 2242 5,

~—UT74v7EDRXY v F

i e, A OBIRAES S & U CHRE S RS SaEM o SR 5 T s,
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3-1-10. XM B DERIRTOT 5 LADEM®

=2+ 7Y 7B BN DB ILR 7 e 77 F 4 (EJP RD) i} L, BEAEDFSE ARSI (MRFF)
Z@LTI00H v O BESREEZIT) Z b 2 REK L, BINDOAT 47V Y —RICK 2L, EJPRDIE
'35 EICh 7 5 EBN AR L A —2 b 7 ) 7 o OREEEOEERN LICERT 5 "L b5,

#F—2Z + Z U 7IZEJP RD Joint Transnational Call 202210 L., #AFEEBEICET 2 L EEHE 7 =
Y PCESEREET S,

% https://www.health.gov.au/ministers/the-hon-greg-hunt-mp/media/276-million-to-back-australias-brightest-health-scientists
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3-2. TFHRDINELEFOWKNR
3-2-1. Western Australian Register of Developmental Anomalies (WARDA)®’

(1) WARDAD & & &
< SeD X 51z, WARDAIZ [HIZERFREEESE | & TIMIEREIES] 2HA L0 TH Y, NRIE
BIIR0 288 TH D,
) JEAETRL
QHEIER 72 (IBERERY R BH ©. ZIBRFICHETE S 2 A, AR TRINCRAE L. IR, JUE &
To lZIEYRAE T2, £ 72 13A%OE TICEKII NS DD

- 22T, MENE 3RO O Y &, R & 3RO @ F 2 EIRT 5. MG ARFERT I, =
SPEME. SERMEMBIEINE ., BRI OASTe K25, BRAERY 22 B 1T 13, FEIOVERRAENE < LA 70
E0H b, BT va — VIEREEC XY VIER EOREEEFE S, FERFEDOVLOTH B,

CFEEREE, JORMIABIE, KRR, RMERFE LI b d 5,

(2) MEShDFH/

s FHHCOWTIE I N EHRIZLL T OE D
K4, B EFEAH. Wl 7TRY Y =27 R) Y =poXsny, HEROGE - KE, &
S0 E COFRERBE OZWIER E ZNFNORE LB X N2 & X DER., 6L TDOTR
ToOZMICBIT 2 1hHR

R (BXOREICIE TR o0 TH T OERBIINES NS,
KA. Fr. AB4EHH

s e, RO TRIEICOWTH, HEDOHFE, SECHR EDEHRPINE S NG, EERICIHER
IR LZANCRE L ZHAM b EEEkREI .

CFRICFELBEEEA Y v FInmnX i, AT EEHHOEMPLETH 5, FikIhiz
HHRE, OA—R P 7V THTORE LTI L GERRTIEI N offRe Y v 7 3ns,

(3) 1FHDRHE

e DfREBEMANIC XY BERFEOBMMTDb NI RS EEEE, T 3BMeiTo%k
ERiSRH 21T 5 |50 H 5, lmHIZEW 25 6 » AUNICIT Y BERH Y, TNE B - 2854
HeRRELILE Z L 0D B,

7 https://www.wnhs.health.wa.gov.au/Other-Services/ WARDA

96

143



- ERiZ. BOPRZH L ERERESCHDR 7T LTWBFEHICELEREREICONWT,
WARDAICHRE T 2 Z L BMERCEBMMITONTWBE Z L%, REFICHHTRZLINTNE,
WARDAICEH$ 2%y 7Ly P2 lElIcET L TE 3,

(4) HROBRAE

- WARDAICZ 5 3 % 2275 B 0@ AN AT 7 — FIC & o Ciibi 3. BAIH — FId R RS & ik
FRBLIC O WC 2B V. POMBNICEA T onizr—F, 224y b Epbryvyo—
FL7A—=F%2FHT 25, RELLTIC, @D — FOFEFIZRT,

CFIRTIEL GBS — FIZARI L. WARDAICER . 2 SB35 2 25, FRRIICIZ. 2WiENE
JEHZ F W CWARDAICEZWHTER A O XI5 FETH D,

- YA, WARDAD R X v 7 BEMNCHEMKEZILY . X5 R2FRE2RMET 2 X5 BT 2
b b,

(5) EHIFMICEET 4R

REE . BOOTHICBET 2 EMBERIN T2 » 2B ENRH D FRRI T
5B, 20a v — 2R TWME LR TEET, ZoFROFKIZ, WARDAGAGEKE 1
AL, HETITIRELD 5,

- -REE L. B0 FHICBE T 2 EERAWARDAICA 7R & b 6 FHRE S Niztk, A%
BT E BIEHRAWARDAD LHIFRT 5 & 5 EkcX 2, [HFHOMUIGRIZ. WARDAE MG HRE &S
KEBICGHAL, XETITOMLELD L, ZoE, fAZENTERWEREY., WARDAICER T C
LbTXR 3,

(6) AEFLDOWAH

- WARDA X, #f5e#E & oLFEFFEOEES ZE8IL T3,

- WANAREERFIE, 19924F FE N ARMEE P iEE e GEAE) H10TEICH#EILL CRITE
72, B P ENRETEAEEMEOEMICEETEHA F 74 VICEOWTEEINANTED=DIC,
BEIEMEBRT 2MEREZH T 5,

- WARDAWERH N Cw» 2 FUSMC X 2 B G TRE LR ~D 7 7 & 213, R BB D e FFgE
MHEZRE SO IcESE, NREEREOHIELRI I Z2S-G8ICoR{TbIE,

- AREAERR . 201088 ANICEEEH I N B D 72911, AN ZFE T & 2 WIFROFR 27 A/
THILENTE D,
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(7)) AREDT—E2~DT7 O RFEE
- WARDAD 7 — 2 R L 72i5e 2 5L T 2588 13, LT OTR E 2175 LELH 5,
i. WARDADEFICHEAE L, IFEIREICOWTHET 2,
i, fREDKGE
i -1, WFEIREAWARDAIC X o TKB S L, BT — 2 IEFE, il HEHEHRo AT
» %6, WARDAIZ T CIciEMZ2 i - f2it4 5,
ii-2. fREVBWARDAIC X VGRS 17228, WEAGR A E GG, REE e FMftmELRE
KB ZOMO v FIEMEZES THHI A TW 2 FIHICHKE S,

F 7-WARDAD FETH X, WARDAHEE ) 77L VR« IV —TIC X3 KBD-DIT, 2
LDWVG I BICL2EHN2ERT 3,

IR ERAGEEA D 2 v — 2 WARDAICHEX 3" % (Department of Health Human
Research Ethics Committees HEIFIZIT 9 ) o

i, HHEEZ Etk%\WMHmﬁ%ﬁ%%&L\ﬁ%%m%ﬁiéo
v, B AREE LR EHIRT 2561k, HIKETICWARDAD ETEDHEE XX T 2 LELRH
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E®23. HEREICEYTEMD—F

f!gi Government of Western Australia OFFICE USE ONLY+ - © OFFICE USE ONLY+ o
l: Department of Health o |‘_., “, |‘, |‘_., |‘, “, |‘, | b “, |‘_., |J “_., |‘_., “, |J |‘, e
WOMEN AND NEWBORN HEALTH SERVICE i+ o ~
. . - DoBe — i Public Hospital URN# N i+
/A-Register of Developmental-Anomalies« — e o _ - .
King Edward Memorial Hospital. Sexe | [CIMIZIFe | [T Live Birth [ Stil Birth [Z] Othere] [F=55 5
PQ-Box:-134« Race+! [J AboriginalCJ-Mon-Aboriginal< Pluralitye! [C] Single Birth|IZ] Multiple Birthe i
SUBIACO-WA-8904- Gestation (7540 Birth Weight £ 47 0
. . . Hospital of birthe | [F5555 “
Western-Australian-Register-of-Developmental-Anomalies~ P : — .
Birth-Defects -Motification-Card- Tdeceased® | Date-of-deathe ; FEEERe -
CONFIDENTIAL~ PostMorteme | O O Ne IFY, where« o i
o Pe P PLEASE LIST ALL- ANOMALIESS i
H b f Ageat o
Sumame | E ; Forenames<| W u Anomaly< D\aggﬂusm OFFICE USE ONLY®

Addresse | [T ; Postcodes; [770e 1 —f e alelelelel|lalelelal?
® i o e o lalelolealaele]e]| el
others Details+ Fathers Details+ - 3. o |e|e|elelelel|le|al
Surname+ X Surname+ %) i+ R o e lel|lolelelelel
Forenames«; =" e Forenames«; "7 """ o 5.3 lo wlalalalalolaleo|al
" fiaiden saa . o o

ames o URN# - 5.3 w wlalalao|lalolo]a|a
URN< sereng DOBe e ! 73] ja olelalelea|lole]e| il
DoBe - - 2 - o alelelelele]e]| el

Parents-aware-of notification to WARDA< OY One ° B i ol R e e R
) oS- e e |e|ealealele|e]| e
e @
Doctor(s)in-charge of careaf ol i
otified By | [FF559a i Dated [F59590 v
Addressq [FRE -+
This space-has been-intentionally left-blank+ &) A
Has this child been referred to-any-other agendes, hospitals-or-doctors? Please list.« o
s o
Further comments+ u
S o
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Hil @ https://www.wnhs.health.wa.gov.au/~/media/HSPs/NMHS/Hospitals/ WNHS/Documents/Services/ WARDA/

WARDA-BD-Notification-Card.doc

ER24. BitEREICEET S BMA—F

]
< o

j ﬂ%i Government of Western Australia OF™'CE USE ONLY®
B
wl:‘m_DepartmenIDlH!alllh . |J |‘, ", ‘J |‘, - ",
OMEN AND NEWBORN HEALTH SERVICE _, *’
e

WA Register of Developmental Anomalies«
King Edward Memorial Hospital

PQ-Box 134~

SUBIACO-WA-6904-

tern-Australian-Register-of Developmental-Anomalies-
Cerebral Palsy-Notification-Card
CONFIDENTIAL-

El o

Surnames | FTTRe Forenamese 777 Date of birth 7773

Addresse la Pustcude&’f la

Hospital of birth« e

Type-of cerebral-palsy« = .

Severity of cerebral palsy | ...
(or GMECS level if known )« ;

Postnatal Causes! OY-O N+ Ifyes,-age-(or-date)attime of injury- orilness; «
If deceased« | Date of death+ L

Kl

Notified Bys; 7777 | Dated FEEEES

Addresse “
Parents aware of notification to WARDA'JZ Oy One

Is-this cnild-attending-any-other-doctor-ortreatment centre 2+

R T O A A

srang

Further;comments+

Hi#8 ¢ https://www.wnhs.health.wa.gov.au/~/media/HSPs/NMHS/Hospitals/ WNHS/Documents/Services/WARDA/

WARDA-BD-Notification-Card.doc

(8) WARDADT—% =FA L-#%

- WARDAZMYEE L 7216 HIE. B4 e oG it I Tw3, ZOHEERY V¥ — X2 HWT200
DL E ot i Er» v, WARDAIZRGPERE & FZBE oM RIcs TR0 ) —& - ko
TWwa,

DN T4 FIRUTOHEY,

OMRERIBIE T O/ D e 2 I VIEBROKENCET W%, £7-. 207 —Xlk, PLVF
DE=ZXY v ICHFH TN, ZIBHROIERY 7Y A v F offillolgine, oML
gD H =R s Ic BB LT, MRS KIBAE DR 23R S T3, WARDARIEE L 7=
T — 2%, 20094EICA —R F 7Y T CEA SNBSS HNER O EHlEL O RE =2 )
VY735 ECIRENICEETH %,

OWAIMIZE T 2 X7 VIEDQHE—MR 7 ) —=v 7 O5Hi, chickh, F—HRI7 V) —=v7
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7Ry 7 LE, XY VIED ) R 7 OEGHIRORHEICIER ISR TH 5 2 LRI T,

OWAMIZ BT 2 IEEMET L a2 — VEREEOE/NTEfTi & . W o oHiKic s T 2 BEET L
a — WIEERE O & W EIE & FEE 3 298,

OMPHERRBD IR RNICBI T 2 HIRIC L D, —RICIELoNT V2D L3RR Y, HEICK KDL »
A DG~ DIRFEA T, EIZMPERBEOEMRIFKTH 5 2 L AL Il o, ZD1D,
BHE Tl D fERRA T, FricHEIRD RARIRATIC A L, WS 251 2 2 372 B 0 1y
i ZBG LT <35 &) A et sEhashTn s,

O%  OH L WIEFREA A FIHAIBEIC 2 Y . ZO@EIKIFE I NV — T DANA DFEMPILER T 5720,
W) 75 Y — & R R % FHE S 2 72 D ICHEE O MR OB % Bl I 2 BB A EETH B,

3-2-3. Monash Clinical Registries

EF v 2 KPANREE - FPIESER (Monash University School of Public Health and Preventive
Medicine) IZiZ, [Monash Clinical Registries| &M:EN 2 —FEDOL YR+ U BEEINTED, %
DEUL35ITH DIT 58,

INLDOLY A OPICFFHEDEEENRET2HDDHY, 2D 5DV L 20 % U T ICHIR
35,

3-2-3-1. Australian Cystic Fibrosis Data Registry (ACFDR) [ZEMtE#RHEE]

(1) LYRM)DOBE

- Australian Cystic Fibrosis Data Registry (ACFDR) (X, ZEM N O FERIMARRHELE (Cystic Fibrosis)
DEFICHEHTILY A M) TH L, BENIKRTH S [Cystic Fibrosis Australia (CFA) | D171 &
HERMO T, £ 2K DClinical Registriesd—2 & L TEM - HE I N T3,

- ACFDRODBHFAEZEDBHIR L 72 D 1219964 T, 19984FIC Y —F v /' EF AN I Nz, CFAIZ
ACFDROESHEL 7 — 2 EM A Y L, 20165F9H1HICEF v 2 KFEDTF— XLV R MY %
VR =PHTICEMAEHY T L XY IiC o T,

LYY ORI T o Y T°H B,
@®H - HiE:

ACFDRIZ, A —X 7V TicHF 2CFEFH D NHFaE. HEEZK, TR ZRRICIEHE ICIEE
L. fEfERzAH L CRMEZ D, BEERE2HEL, A -2+ 7 Y 7 REHOCFe v £ —

% https://www.monash.edu/medicine/sphpm/registries
% https://www.monash.edu/medicine/sphpm/registries/acfdr
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DXy F<— 271X BiEROMERA 2B - B L CEEOE 2 E L., 3L WiREECIHEG
DEHFEICL 2 ERYT =2 —FT 52 ZHELTW 3,

@it * N RN

F— 2+ 7V 7 ENOCFEEEMMICERE L T v 2 FEMERHEE (CF) t2ZHians~zL<To
BE ZniE. 2EOCFEEDIONU EE - L Tnwd LHffEINS,

@ X /-

B FAEROHFER E DML - ZWi7T — &, JiKAE-CBMIfE 7 & ORRIRTEEE. FEGE, RES
OHIE. B, IRaBiE, STk L,

QLB ¢
Cystic Fibrosis Australia, »¥—7 v 7 2#I3 (Vertex Pharmaceuticals)

(2) LR MY DOBFIKR

ACFDRIZ734E [Annual Report| ZFfTLTH D, ZD20204FEKICK &, LY R MY ~DEHk
IRPLIIREDE Y T, 20205EKFH T3 538 AN E L TH Y, ThidA—A+Z7 V70D CF &F

D B5%LAEE LD B EHEEI NS, 200EDEFEILTANTD B,
EiRE O ERNL22.6/% T, 55.5% 1318 L TH B,
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E5$&25. Australian Cystic Fibrosis Data Registry (ACFDR)®DH< 1) —

SUMMARY OF 2015, 2017, 2019 AND 2020 REGISTRY DATA

THIS SECTION PROVIDES AN OVERVIEW OF THE CF POPULATION, HEALTH OUTCOMES, AND

CARE IN AUSTRALIA FOR 2015, 2017, 2019 & 20207

2015 2017 2019 2020

PEOPLE WITH CYSTIC FIBROSIS

Total people with CF in the ACFDR 3,379 3,1513 3,446 3,538

Age (median) 18.8yrs 19.6 yrs 19.6yrs 20.2 years
Age (mean) 209 yrs 21.7 yrs 22.0yrs 22.6 years
Adults (= 18 yrs) number, (%); 1,756 / 52.0% 1,692 / 53.7% 1,854 /53.8% 1,965 / 55.5%
Adults: Males % 53.2% 53.7% 53.1% 52.8%
CF DIAGNOSIS & GENOTYPING

Newly diagnosed people with CF (pp) 98 72 66 74

% Diagnosis < 1 yr 73.5% 76.6% 85.0% 82.4%

% Diagnosis = 18 years 3.1% 4.2% 4.5% 10.8%
Genotyped — one allele {two alleles) 91.7% 94.1% 96.0% (88.0%) 98.4% (92.2%)
% F508del Homozygous 50.2% 49.8% 47.0% A7.0%

% F508del Heterozygous 42.0% 36.6% 42.0% 43.0%
CLINICAL MEASURES

(LUNG FUNCTION & NUTRITION)

Median FEV1 % predicted children 6-17 years 95.0% 95.0% 95.0% 96.0%
Median FEWV1 % predicted adults 18 years 71.0% 71.0% 74.0% 74.0%

and clder

Median weight for length percentile < 2 yrs B7th 75th B8th 76th
Median BMI percentile children B4th 62nd B8th 65th
Median BMI - adults kg/m* 229 232 235 233
RESPIRATORY MIGROBIOLOGY

P. aeruginosa (%) 50.1% 55.9% 47.8% 41.6%

S. aureus (%) 33.9% 50.9% 51.5% 471%
Aspergillus spp (%) 18.2% 22.2% 22.9% 18.8%
Non tuberculous mycobacterium (%) 2.8% 4.2% 5.9% 6.4%
COMPLICATIONS

% with Diabetes = 12 years NAA INFA INAA 23.7%
CFTR MODULATORS

% taking CFTR modulator at end 2020 MNAA MN/A NAA 51.7%
TRANSPLANTS AND SURVIVAL

Bilateral lung transplants 30 H 33 15

Deaths (Total CF deaths) (N) 17 27 26 18
Median age of death 31.8 years 35.6 years 32.0 years 30.7 years
Survival median (cohort, 5 year) 47.0 years 49.8 years 53.0 years 54.3 years

2. In 2018 the data registry changed platforme during that year and did not report data.
3. Total number of patients for 2017 is lower due to the exclusion of two sites for low completeness.

Hi#8 ¢ https://www.cysticfibrosis.org.au/getmedia/84536037-f04e-4cf3-b34c-f34031fbf995/

ACFDR-2020-Annual-Report-V1-1.pdf.aspx

102

149



3-2-3-2. Lymphoma and Related Diseases Registry (LaRDR) [V >/ B &L U B EKE]

Lymphoma and Related Diseases Registry (LaRDR) &, V v SEEF QBB LR 2 SGET 5720
DA =R+ ZVTICHT2FENZRIY A TH S, LaRDRIZ, EEZRIMEEEICET 2h0% < D
BRARL 2 b Y LRk, F v 2 REAREE - THIEATORMFAE L=y Mic X o TEBINT
Wb,

20214FKRBIE. LY A P VICSAL Tw B faax (ile) #1333, BEEE49714TH 5, Bl
HTE, A=XFZ )78z, =2a—Y =7V F2bod 1EERPSML T3,

LaRDRD HIJIERDRICH 5 & T 570,

Q) vV AEREDOER~DT /v A% iET 2

O E Nk X CEIEM RiRROR v F~—7

2R slE. EfERom 2R T 2
@FRAERLERED L v FOH

QLR EHOE R L, WRICHEL 52 2 RO IEH 2 % OfEE
@K D 70D Y V-2 L L THERET 2

(1) LR M) OBFEE"

*LaRDRIZSBI L TV 3HRFETY v flE B S 2 BE X, SMLAVERRLAWVEDL, LY
AP VICERIND LI D, BERILEZLTOMY TH 2,

@k XY vl RYF ) VoS 8D v oMERIE S X OBEE B O F 2 W

@ 5Hbt COMEARRT 6 » HUNICZiahizd o Gk AT — 2 INEZR/NNRICT % /-
%)

@ £85I

QLK Y vl FEHE T 2 8E

ek ic, BEPIEEREZERLAVIRY ., BEOHFRAHEMICERINS, 7272, S
RSICEETHY ., IBECMOEELYE 2228k, WwOTHLaRDRA L DR (&7 F 7
v L) BEIRTBZZLNBTE B,

* LaRDR~DO& % A 7 b 7 v b § %1213, sphpm-lymphoma@monash.edu IZ8 T X — L %X
X,

(2) IEEhHHER
* LaRDRCIUE T N2 fEHIZR D@ Y TH 5,

0 https://lardr.org/about/#Background
™ https://lardr.org/patients/#Generalinformationforpatients

” https://lardr.org/about/
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@ i OB B L O HIRKTR

@I D~ v F~v— 7 ALHERRE. BXE X CFEESMOBE, MRS & Rk 2 & TR
BEE DPE

@i)w (i, HEREAIR, B, ek oMk

ORI cinls (BAB XU CERL OHIEICK D)

(3) EFEDKR"
- LaRDRiZ, fli#i72d D TH 5%, [Annual Report] ZFITLTH Y, £ D20214FEMHIC X 3 &,

B EERII497TI8TH B, LY ALY DRIIRIZ20165ETH 525, AT D X ) ic, SfEEU
JEFCHML Tw 2,
- BWIRFERR O R IHEI262.3TH V. 59% 2 HETH 5,

- ZWIHERIC O W TR, BREABHIREE Y vosE GERTF v ) Vo) BTT%, Y F V) voNE
13%., 189 Y v EAME(CLL) 7 %k Ll 7o Tn 5,

E%*26. LaRDROEFEHTE ZERKR

Patient registration since 2016 1%  Diagnoses

1%

® Mature B.cell non-Hodgkin
lymphoma

= Hodgkin lyrmphoma

6% [

A0

s CLL

Mature T- and NK-cell
lymphoma

» Post-transplant
lymphoproliferative disoder

10 oyl oy

21108 rils 2018 A1 KN rdl AL

® Unknown

Hi8l © https://lardr.org/wp-content/uploads/2022/02/20220221_LaRDR_AnnualReport.pdf

(4) E&R#E"
- BITELaRDRIC (X, AT D 3 ESERZREL T 2,
@7 v 7 4 (AbbVielnc.) CREANAAEFEGSMDE, =2 —3— ZEEZRIGIFT 15
@7 %t 7X47 (AstraZenecaple) EEOHIMPETH L, v v F Vil AT, NASDAQ

S https://lardr.org/about/
™ https://lardr.org/wp-content/uploads/2022/02/20220221_LaRDR_AnnualReport.pdf
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+5%
@BciGene DABBEEROHIEZHMETEINNA AT 7 /70y —4¥ TE, KE, F—X 7
V7, I—ay Xt 74 A8 5,

B, LENCIE, VYT AT A A, B a, YUy E Lo AR AEEMES A0 RE
Y HEEFRYE Lz (Fuey o2 PRI TOBIDED) .

3-2-4. BERAADEETEZLORMN)
3-2-4-1. The National Diabetes Services Scheme (NDSS) [#EFR3%]

(1) NDSSO#E

[ S MM RE Y — v 2FHE (The National Diabetes Services Scheme : NDSS) | (2. 1987412
BENTA—A 7V TEHFORY MATH O, EERIGEE L T2 03B REEE MR OEE
{kCH % [Diabetes Australia] TH 5,

- NDSS~D &% %17 5 DIk, 1RUBERE. 28U0EIR. TIRMEIR AR, % D fth D HEPRIF ICHER L T
2HRETH D,

- NDSSO HEYIE, RO FICOWT, WIRREEDOREN 2R LT E5I L TH 5,
@Bk D E BV ZHE L, HEEHET 3
OB/ ICBIT 2 I — e A, ¥F— b, MBS ZRERFEG~DT 7 & 26

LI FEOHWB DD, NDSSIF, EBFE2ERT 2710, BigELEEF L <. HEEIcE
T2 —E AT FR— b, Z L CHIBIEM & ofERRBEEE N 2T 2720 0&EERL v 7 7
OEE ZH-> T3,

(2) NDSS~DEHFHE™

- NDSS~D&fkld. BEARN, 72132 0R#EED, ERAREOZFDO TICTH, FRTE S

DIFLUTDOATH 3,

Q@+ —XFZ U TIEELTWS, 03,

@+ — 21+ 7 YT EHEMNEERGE CK) 2HATHWIELL, FUTE2EFTRALTW2E
HTHo T,

@ =i & HEFRSE & Wi hTwd A, 7213

Om%ﬁ®i%m&%:&)/7%Myaﬁéﬁ®ﬁﬁﬁkﬁ%ﬁbfm5ko
(i Bl i S 3 2 22 IEIRFIMUBEIE 52 3 0 N I3 B ER T & 7))

@IDIC. AT AT T HA—FNERITBEKEANE#ER? — F2AFiL T35 (LRI 2 &
BHbH) T,

™ https://www.ndss.com.au/about-the-ndss/registration/
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@ = hin 2 4 7 D RIENTEEREIR R

@z ofth, BEIRE L BT % 2 & DB 5 BEBIERAEE

(3) NDSSAMDEEEH XS
- NDSS~D & TiE I T oMY TH 3,
Q@ E AR NDBNDSSEFER 7 + — L4 (RELITIC/RT) IKEEAT 5,
QL LIS U T DA, T2k 165% L ECREE BV E LG IX, EHRAKOREEMIC L

ADRD BN B,
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QLMD a v —2iiske L CTRET %,
Q@57 +— L, BT A —1T info@ndss.com.au IZX[ET 52>, Hikd 3,

- NDSS~DEFEB AR I NS &, BEODL LICILUTObDHEL,
ONDSSEHE B 257 S 1 7=SMS X v & — | %7 |INDSSERHE S, MMl o ATk, %
DO 7 g (s oo Bl PRI R O #AE L SE) 23508k & 7172 Welcome £ — b
@3 /-, NDSSEHkH — F Gl (NDSSZR X —%—o%y 7)) | % LT Y ORERBEIE
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7 https://www.ndss.com.au/about-the-ndss/registration/
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Person with diabetes

The questions in this section are about the person with
diabetes. Follow all instructions.

1 Title  Given name(s)

Family name

Do you have a current Medicare card (preferred)
or DVA file number?

Yes P fill in details and go to 8

No P Goto4
4 Are you a resident of Belgium, ltaly, New Zealand,
Slovenia, Sweden, the Netherlands or the United
Kingdom?
Yes P Goto7 No PGoto5
5 Are you a resident of Finland, Malta, Norway or the
Republic of Ireland?
Yes PGoto6 NO  You are not eligible for the NDSS
6 Are you in Australia on a student visa?
Yes You are not eligible for the NDSS No PGoto7
7 Please fill in details
Passport number
Country of issue Visa expiry
-]
8 Email (preferred method of contact)

9 Previous Name (optional)

10 Sex
Male

11 Date of birth

Female Intersex

IF the persan named in Q1 and 02 is
v || under 15 years ald, the “Carer cr guardian®
section must also be completed.

12 Do you hold a valid concession card?
Yes B Fill in details No P Goto13
Type of Concession
Health Care Card Pensioner Concession Card
Veteran Gold Card Veteran White Card
Concession Card Number

Expiry

Verzion 11 September 2021 NDSSFRMO0T
Diabetes Australia: ABN 47 008 528 481

ER27. NDSSE& T+ —L (BEARARLAH)
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13 Daytime phone number (mobile preferred)

14 Alternative phone number

15 Address

16 In which country were you born?
Australia Other {please list)

17 Are you of Aboriginal or Torres Strait Islander origin?
(tick all boxes that apply)

Mo Yes, Aboriginal
18 Which language do you most often speak at home?
English Other (please list)

Yes, Torres Strait Islander

19 When were you first diagnosed?
(or approximate date)

20 Were you living in Australia?
Yes P Go to 21 No (please list) b Go to 22

21 Where in Australia were you living?

22 By signing here, | am confirming that:

* | require NDSS products and/or services for the management of
my diabetes; and

* the information | have provided on this form is true and complete;
and

* lagree to the , use and discl
the purposes set out in this form; and

* | understand giving false or misleading information is a serious
offence.

for

re of my i

o -

Hi#8 : https://www.ndss.com.au/wp-content/uploads/forms/form-ndss-registration-form.pdf



Carer or guardian

This section must be completed by a primary carer or

guardian if the person named in Q1 and Q2 is:

* aged 15 years or under; or

* aged 16 years or older and requires a primary carer
or guardian.

23 Title  Given name(s)

24 Family name
25 Date of birth

26 Address

27 Daytime phone number (mobile preferred)
28 Email (preferred method of contact)
29 Relationship to person named in Q1 and Q2

30 By signing here, | am confirming that:

= | am a primary carer or guardian for the person named in

Q1 and Q2; and

= the person named in @1 and Q2 requires NDS5 products and/or
services for the mar it of their di ; and
the information both the person named in Q1 and | have provided
on this form is true and complete; and
both the person named in Q1 and | agree to the collection, use and
disclosure of the provided information for the purposes set out in
this form; and
where | am providing personal information about the person
named in Q1 and Q2, | will advise that person of the privacy
information contained in this form; and
1 understand giving false or misleading information is a
serious offence.

& ’

Certifier
This section can only be completed by an authorised
health professional with a current Medicare provider
number or a credentialled diabetes educator (CDE) with
a current Australian Diabetes Educators Association
(ADEA) CDE number or a practice nurse with a current
Australian Health Practitioner Regulation Agency
(AHPRA) registration number.
31 Which of these are you?

CDE Nurse practitioner

Endocrinologist/Diabetologist Practice nurse

GP

Other registered medical practitioner who specialises

in diabetes (please specify below)

32 Diabetes diagnosis
Type 1P Goto 39 Type 2P Go to 37
Gestational (GDM) P Go to 33
Other (list condition) I Go to 39

Verzion 11 September 2021 NDSSFRM001
Diabetes Auwstralia: ABN 47 008 528 461

E5R28. NDSSE& T4 —L (fREEHE - ERERELAM)

33 When was GDM diagnosed?

34 Baby’s expected date of birth

35 Has the woman’s biological parents, sisters,
brothers or children been diagnosed with diabetes?

Yes No Do not know
36 Details of woman’s regular GP

When registering for the Mational Gestational Diabetes
Register, both the registrant and their GP will receive
regular reminders to check for diabetes.

37 How is the diabetes managed?
Diet Exercise Tablets
38 Is an approved non-insulin injectable required?

Yes P Fillin details No ) Goto 39
Victoza ® } Date of first use:
Byetta ® .
39 Is insulin required?
Yes P Fill in details No P Go to 40

Injection

’ Date of first use:
Insulin pump

You will also need to fill out an Insulin Pump
Consumable Access Form

40 Certifier details

41 By signing here, | am certifying that, for the person
named in Q1 and Q2, | have either:
performed the diagnosis of diabetes,
OR
sighted the documentation relating to the diagnosis
of diabetes as a CDE or practice nurse.

Hi#8 : https://www.ndss.com.au/wp-content/uploads/forms/form-ndss-registration-form.pdf
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(4) NDSSOR#Y 54— ER"

- NDSSic 88k d 2 2 & ¢, BIRREEPERZHCER T 22003 F— P RERY -2, &
B, 7077 A SN EHGE~OT 7 2B RMEI N,

- NDSSICEHFT 2 2L TRILNLZ I — LR EILUTOMY TH 3,

OHEIFOHOEMD 720D F—+ LIERY — v 2

@K DO FEIRIFEHIA (NDSST— = v 1) 232t 2 HCEICBT 2 1EME v v a v HEF
Tar I LA TONG, ZNICE Y, TanEmRe S EOERL. BEZR - THRE %
BHTE2XHIcn b

@ RIFEBEEAIRED FIi 2 X3 5 7w 7T A

@ 1 BB RIR B P ER IR R E D20 D T H R — PR ED IV —THFE - Fu s 74

OFERICET 27727 by — by 7Ly b, ZOMDIELEN N Yy 7 &8 L 7-Ek

CINLDI—ERAERIT S -0IC, Mtk oMERF A (NDSSICELE) i@#EfE L, & X 5 7=NDSS
T T LAY - RERMBEL C 2002 MERT LN TE S, £72. NDSS~Lv7F 4 v
(1800 637 700) ICHE L CTdH X\,

cZD XS A ENDSSOIEHR. FYu s 54, HFE— ¥ —v R, NDSSIc&ET 5 & T,
fERlcHHTZ %,

(5) NDSSOR#Y S8 A"

s A= b 7Y TBIF IR, BERWEEE N L, BEIRORB SR S 2 e TATTE S LI, %
R ZTo T 5, TOXRRIINDSS 2l UCEME N CTH Y FERINEE 25506 2 30 R
WNCEBES 5 7z D IC BB i - 3 — X 2l RHEERIC I Lic i o5 & 9 BEIRIR &t o
H, AFHEEE, BALR T 2{ET 5 2 LIt T,

- NDSSic&#k3 5 2 & T, il X CcAF T 28-ABIIUTOMHEY TH 5,
Q@EMEHIER A P Y v 7 (4 v 2 ) v EHH L Tk 02U R EE ICIHIR2S 5 )
O KBEEHATY v
@ 1 VR VR Y 7R (TR R )
Q@EHABLV 7 Ivvalsna—re=2) v G

(RS EH 5 X O [ 2 oo BRG] BE)
@1 VR vikhtds L ~ v R
(4 v R ) v ERFERINIZIEA v R Y VIEFERLERGE)

<N - HEINEURF X, NDSSZ@E U CA I N Vv BIFRHGBCY ) vYoHCAH P2 AT 5 C

™ https://www.ndss.com.au/services/

8 https://www.ndss.com.au/services/
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LIl o T3 72, NDSSICERRE T 2 HERE (I, EHEHES &2 FHEMICHER TA
FTHLnTE S,
B A VRAY v EGUEREMIINDSSTIRHIEATE 2w, BAICILTELSLETH 5,

(6) NDSS~DEEFRKR

- NDSSTif, [Diabetes data snapshots| & L C, EfFEDORNEZ 3 r HZLICRKL T3,
H T % 2021412 H fRIC X 4L\ NDSSIC 8Bk L Ty 2 BERIN 131,426,245 A TH 5, 9 B
2BUBEIRIR DY D o & b % < T1,236,136 A, 1EIFEIRNI1Z129,211 A TH %,

E%*29. NDSSOH&&EE (2021/12/31)

Diabates Type MNum ber % Registered in Past Year
Type 1 diabetes 129,211 8% 3,824
Type 2 diabetes 1,236,136 BE% 65,816
Gestational diabetes 50,195 4% 50,195
Other diabetes 10,703 < 1% 1,225
Total 1,426,245 100% 121,070

HiB  https://www.ndss.com.au/wp-content/uploads/ndss-data-snapshot-202112-all-types-of-diabetes.pdf

- 7z, 2021/12/311c 15 2NDSSO 25§55 1,426,245 N DIEFRRI /3R 1T LA T O# Y TH 5,

F#30. NDSSEHEEDE#EASM (2021/12/31)

400,000
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200,000
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50,000
0

0-20 21-29 30-39 40-49 50-5% &0-69 70-79 BO-8% 30+

Hi8l : https://www.ndss.com.au/wp-content/uploads/ndss-data-snapshot-202112-all-types-of-diabetes.pdf
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(7) Australian Diabetes Map’®
‘NDSSTid, A=A+ 7V 7B 2 BEREEE OB R %E T - TR T Y — & LT,
[Australian Diabetes Map | %% L. Web LICAR L Tw 5,

- ZD=y 7 TlE, NDSSOBFERL., A—2FF ) 7HEHE (ABS) 1tk 3 A0F—% (2016
) 2% o, XS - BIRIREEDOX DI OARK G2 RRT L ENTE D,

SRR DX E, B N, JEZEX, WG AR, 7747 -~ 2%y P T =2 BEES
W7 &CH B, FERIHEF ICOWTIE, Fiin, WAL BEREO 2 4 7 HAREFNAN O A

REDBH D,

LU, e L C)s BRRIRBI D BERIN B E AR CORRER M EZIR L T 5,

E%31. Australian Diabetes Map =&k % BAKFIDERFEHRESH (2021/06/30)

™ https://map.ndss.com.au/#!/
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Hi#h : https://map.ndss.com.au/#!/

3-2-4-2. Australian Bleeding Disorders Registry (ABDR) [ZEMHMmMEKEEL X FV]

(1) ABDRO#IE

(SR E L 2 A b Y (Australian Bleeding Disorders Registry : ABDR) | (X, A —R
7 ) TICEET BB MR E O BE ORFRICEE S 2 TR CORKIERZINES 5729
DTF—=RARXR=RATH b, DY AT LIX1995F SN EZIMA T (National Blood Authority :
NBA) ik o Tl CRFE I, HEOE 4> 27 20F, 20124 8 HIcEA X117z, ABDR
i, NBABSEM MK £ v % —Kipzr (AHCDO) | MAMMEA—2 7Y 7, HXUFFRT
DEIHPINBIF & FLF L GEE L CEB Y, A —X b 7 U TIMREIRE L ~ £ — D Simon McRae
EL2mE 2 B0 2 EERZERPEE L T b,

A =R P 7V TOFTRTCOMKIFRR L Y 2 — (HTC) DEFREAD, MR EEE OB
L, MMPREOFRAR L EHREL L) RAHES 37201, ABDRZ HERICHHL T
W3, 7z, Zoffmid, BERTEHAIOREZLREL, BEZEDICT 220 EHINT
ll\%o

- 20144E, ABDREHE) 3 3 MyABDRE W) 2=—F 7+ YHDOLLEART 7V (B X UWeb¥ A4
b)) 2NEA XN, IR B O BE PE#EE X, MyABDRZFH L T, BHE CoRELHIMD
GUEk, RIREOEEEHE A L AT LB TEDL LS Ik o 7z,

(2) ABDRADERE L BHHEN
- ABDR~D&§klZ, BEARAANT ZIIREEORIE 2572 Lo, HIIHEEOZK %217 - 7-HTCD
FHRECIHEF — L0317,

- ABDRICEFRINZDIE, RO L) BFEBICHEEBL, DI2VIIEREETEIALZLTH S,
@11 /< JHA,B,C

@t DT RZHAE (Bl HUKWT. HVEHETF, HEXKET. BHXTEF, HXMAT% L)
@ (A)JFEMEERRE (MAJHA, B)

@ 1% AP R

@7+ T4LT7IVEH (1, 2, 2A, 2B, 2M, 3

@7 7= UEE

@ [l )V

@ & |7 E

- RELUFIC, ABDROER 7 + — 2 %271 F, INEDIE, RO XS REEICHEEREL, &2 0ILE
RERET DAL TH L, TTICRZ XHIC, I EMRIT, KA CEigE, EERECH

80 https://www.blood.gov.au/system/files/documents/abdr-myabdr-privacy-policy-v1.pdf
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BICBT 215 8® (BRCOFE, 2k, BEHH, BEEOMARLY) | ML ZERE - X
(BRI PRI AR &)  IRERICAIHEICER L 720895 5, hETH D,

- ABDR~DZESHIZEILETH Y. T20DOTHABDRY OGRS 2 2 L 28C% %, ABDRIC

SIML WA TH, IBRICEE IR, ERITIZ, A—ZX 7V 7013 E A EOHTCO B EH

ABDR@:%—ﬁﬁme
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E#+*32. ABDRE & T +—L

Attachment C

< ABDR PATIENT REGISTRATION FORM «$¥yABDR

Clinician/Murse to complete. Fields marked with an *asterisk are mandatory, optional fields are shaded grey.

O New patient O Change of O Change of address
name

ABI?R IIZ_J Title Australian Resident Status (Please tick)
(Existing patients only) O Australian Citizen/Permanent Resident [ Overseas

Visitor

O Temporary Visa
*First name Second name / Initial *Family name
Known as / Alias *Gender *Date of birth Previous family

name/s
"] OMkOfemse | T || |
*Address
1 *Suburb
2 *State
3 *Postcode
Country
O Home phone O Work phone [ Mobile
| | *Tick preferred contact method; at

O Home email O Work email least one contact must be

supplied.

O Mother O Father O Spouse O Grandparent 00 Emergency [0 Other Piease spscify:

Title First Second name / Initial Last name
name
| || | |
Address
1 Suburb
2 State
3 Postcode
Country

O Home phone O Work phone O Mobile C0 Home email 00 Work email Tick best contact method
Best contact number or email address | |

Diagnosis See overleaf for # options

* Date diagnosed *Bleeding disorder #

| [ | |
*Severity Baseline factor date Baseline factor level *Weight in kilograms

| | 1 | %] | |

Mild / Moderate | Severe / ere applicable here applicable
Unknown [ Not applicable {Wh PP } {W pp )

Treatment See overleaf for + * options
*Regimen + *Product name * *Total dose *Frequency

Comments

Attending Physician and Clinic / Hospital Address Missing data will be requested by an ABDR Data Manager.

*Title *First name “Last name
| | | | |
*Name of Clinic / Hospital *Best contact number or email address
| |
*Address
1 | *Suburb | |

Hi#8 © https://www.blood.gov.au/system/files/documents/ABDR-Patient-Registration-Form-Nov-2016.pdf
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E%33. ABDRE&FKT7+—L (#EE)

3

DECLARATION:

These detalis are true and cormect at the time of completing this form | have read the ABDR User Terms and Conditions and the ABDR
ABDR. The patient is also aware of the purpase for

Consent Policy and | understand my role and b A

their details in the ABDR and has been

Pamphiet and the

“State
*Postcode

RaryTy
ided with a copy of the

Collection Notice. | have confirmed the patient’s understanding of those materials and

obtained the patient’s express consent for the collection of their personal information in the ABOR.

Name Signature Date !
#Bleeding Disorder “Treatment Regimen | “Product Name (type)
F 26300 1l detcancy (Prosvomdin) On demand Advate® (VW)
Factoe V cellcency Przphylany BernfiXe |FiX)
Factor WU gefciency Tekerisanon Riosace® (pF Vi)
F actor VM deficency (Maemophia A) Secondary Prophylanis Copratn® (Proten C)
Facter 1X deloercy (Haemootiia 8) Crycoreopiate
Factor X getoensy COAVP (Gynihets Marmone)
Facter 1) deboarcy Faosw EgM bt Sypass Agent FEBAD) Bypassng
Facior X cetcency
¥ actce JOE defcercy :::wcmn.oa‘mn
Syrretoease Cavier F. VI dedoency (Hasmcphia A) Factor X) boi® (paF )
Syrptomase Camer Facky (X Sefciency (Hasmcphls 8) Factor X1 LFB Memoieven® (peF X))
WCW‘WVIMW :wnwg‘n’
) een Pasma )
Agy g eung Came Faonw (X cafouanty (Haemephis B Haemotompletian P 1§ (peF sy
von Wilebrand Dinaase Type | I Ivencus Immunogicbuln (TVg)
vort Wietrand Duesse Tipe 2 - Uncharactenaed Kogenate oFvan)
vor Wiebrand Detease Tyoe 2A Kogesate FS - Blood Servee (500
vor Wieteand Driaase Ty 28 Nenof X8 - VF pafFix)
o Wileteand Disaase Type 2M NovoSevess (FVI9)

Hi#L : https://www.blood.gov.au/system/files/documents/ABDR-Patient-Registration-Form-Nov-2016.pdf

(2) ABDRAMDEEREHS
- ABDRC I3,

[ Annual Report] & L CEFE DRI A BEFHERL T2, BHRTD 52019-20

FERIC XX, ABDR~DEFIRIIILL T 0@ Y TH 3,

- 2019-204E 1 5 1F 2 ABDR~D B FRE R AFH L T6,686 AT, 5 BRIk (Hereditary) 0 HE
13515,358 A (HMA, HMB, VWD®Gl) | %KM (Acquired) BEFIIFEE % FrvC126% T

BH%,

© 72, 2019-204F I TR LA &2 32 1 B - 72 BRI 1,706 N & o T B,

81 https://www.blood.gov.au/sites/default/files/ ABDR-Annual-Report-2019-20-FINAL.pdf
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E34. ABDRES LAMAMAZZTMo-BERDER

Number in ABDR Registry* Number who Received Product during the year

2015-16  2016-17 2017-18 201819 2019-20 2015-16 2016-17 2017-18 2018-19 2019-20

Hereditary

HMA 2,301 2,365 2,302 2,372 2,449 1,022 1,009 1,040 1,104 1,083
HMB 548 564 341 558 585 219 218 227 247 235
VWD 2,092 2,141 2,146 2,221 2,324 287 248 239 307 273
Acguired

HMA 74 68 74 78 92 13 11 12 15 12
HMB <5 <5 <5 <3 <5

VWD 22 23 27 32 33 8 10 3 10 9

Other Diagnoses

Othert 179 193 162 181 195 15 14 12 18 12
g;;iir;:;:m 391 427 449 469 510 52 50 51 58 49
Platelet Disorder 1 288 302 323 355 19 10 8 2 19
Vascular 7 9 7 7 8

Fibrinogen Disorder 62 74 il 113 133 11 20 13 23 14
Total 5947 6155 6102 635 668 1647 1590 1,607 1804 1,706

Hl : https://www.blood.gov.au/sites/default/files/ ABDR-Annual-Report-2019-20-FINAL.pdf

(3) ABDRMDER®

- ABDRZFIHT 2 &, 4 DEFICOWT, BWREELHAIOFMAIRIZ & 2RRT 52 LT
x5, $7-, MREEE Y 2 — (HTC) Tb., HEEDEBRELRSL Z D AREEDIRI., BA 5 off
kit 7s & EHICHI 2 Z L 23 CTX 5,

c REDLTIC, 21 DR/RNHEATH 3 [Dashboard | OFEFlZ/RL TEHL,

82 https://www.blood.gov.au/sites/default/files/ ABDR-Annual-Report-2019-20-FINAL.pdf
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#%35. ABDR® [Patient Dashboard] EIE
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BI%36. ABDR®) THTC Dashboardl &
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3-3. IREMOFFAICONT
3-3-1. EELROIELGT / LIRE

Australian Genomics Tld. F—ZX 7V TOEEDHAMNEL/NRIC, REART ) sEEZREL
T\ %, Australian Genomics®372320184E1 A31H I FELHNA D=4 00 L 7284,

Australian Genomics23g72 ICBAME L 7242 D 2EW 7 /) LT O—ER & LT, BhEELRSED
NEZEFEOA—A 7V T AHSRS/NRIic, Bl r ) 2ERTH R Rt s FETT,

KA O, BUHEERS 7 LfEE LT, A=+ 7 ) 72 oERiGEED O BIRIRERIEE
ONDIANEPIERINZ FETT, TOMETIE, RESHAMTY / S EEREL, Fito
FTER DR Z RGEICRFE L, BRT 7TICKME 22 2 L 2HMWE LTS, BE, RdEAT /) LM
iz, HETH T —HoMiRTLAEmMEI N TE LT, ORI, FVEBEOREZH D0 D
2ENET 7e—F 2T 20O CORA L D TFETT,

~— v 7 e o IEEF St L O ENUEBREOBKEREE TH Y | R EZETIC
BFOTY ) LREZFYEHT 2 2 L OKRNE X ORENAIEZFEHET 2 M0y b A& T4 %
T T3, Zornitza Stark##z 13, [EHIEEE CRKAOASN R 2 IBET 2854, FIFIZIEF ICE
BbHDOTYT] T wES, [BUE, 7/ LEFTORES LS ETIC6nHZET 22 hH0 %
T2, EHEEEOTF LD b2 r T T 5RERCHIREZIT 212k, T D ICH KR 2 0 3%
T3, FAebid, o cT CIcmARBORPIZHOMEEHRZL TH Y, SKRIEA—X 7 ) T4
TicEEIEARL, RFESH CERERZRIET 2 FETT, |

F—Z 7V TENDOI8DHER - /INREFIREE TR L Z T T 5250 NOFLY) L2 b EREL X
NEDNAY Y AR, 77 L7 vike e s b ) 7THOERELRYE Y — v 2~%k b, il i)
EE N3 FETT, ity 2 —DF —Lid, DNAFHEA 57 ) LESHIRE, A+ 4 v 7 +=T 4
7 @, 2. EROBEHIE CoRERICE T, TrexoaM b Fifihom 2Ky, 4 —
A+ Z YT CEAEIBIOR VALY — FCiIREHT L ZAREICL T,

3-3-2. EERIPFORLHEDOHBET—42Y

MSia#EE# © Mavenclad® (cladribine) DEINIC 31 2 HEEKGRHBFOLEEOHB T —2 L LT,
PREMIERE Registry X ('RECORD MS Registry23iEH & 172,

PREMIERE Registry (¥ MavencladDEfi/kiA5#% (PREMIERE) (20 L 7= MSH# D R 75 &4
HoBHiEHPE L7zb D ThH, RECORD MS Registryld M I 5\ THEGEEE O L2 VEIG R DO INE
ZHIIL L72bDTH %, 7. Mavenclad®lZZIM D fids2 5 ZBLICHLR L TH . RECORD MS

8 https://www.australiangenomics.org.au/
84 https://www.australiangenomics.org.au/faster-genetic-diagnosis-for-critically-ill-babies-and-children-in-australia/
8 https://www.jpma.or.jp/information/evaluation/results/allotment/lofurc0000005kg4-att/disease_registry_analysis.pdf
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Australian Cystic Fibrosis Data Registry (ACFDR) . W5t X OB EBHNO 720D 7 — 2D K

FIAZBER L T\ b, 20204E1C1E. 15FDTF — X 7 7w RER 21 H - 7=,

F—=RT 7 ARICE, LYRL) OEEREASBLVOCEET A HHEESOEKALLETH 5, I
HEIT, TF v aRFEL RS, . ACFDROF— 27 7w AKY o —ickox, FEE»%E

ERCE A=Rar R

T =27 7 ALROWERIE, A FEHES S XIS (Fhd 7 A Y AARE) 2056
off. ke (A—X 7V 7, AFK) »ooff, WM (A= 7V7) »o2tF R¥E (TAY

AARE) Ho 1HFTH o7z, UTNICERNAEZRT,

(1) N4 AEHELRTES X RS
a. Vertex Pharmaceuticals (7 A U 7 &%IE)

* TGADIBEETOmk 2> 5 11K DEIC Orkambiia B 2 A L 724 — X + 7V 7 NEFICH T 5

AR & a1 D R 7o SFARARS S
N AT =N/ TANHAT PG RFEICE T AFEVIHK TR
- FENOMERRHERE OB I5 T AIC X 255 L B RO T

b. Eloxx Phramaceuticals (7 XV 51 &% EH)
cF—RPTVTIEBT L7 T RAIB LU T R2EREROCFOHEHRE

c. Mylan (7 2V A&RE)
- CFRERNOBRH 7 — 2 Dot

d. ArrowHead Pharmaceuticals (7 X U 775 H)

- A=+ 7V T OCFiR%ICE T, SikArrowHeadt: D 35| o B R EAER IC # % &

32 CFEEZRET % 720 DHKHE
(2) JHki
e. ANKLVESNERRE (F—Z 50 7)

- CFiAz =/ — Mg 1 2 RHIE RS X O RAER O RIPENR IC 20w T

f. v b~4 7Lk (HF %)

Bbhn
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B#*&37. ACFDROF—A2F7H R YU TR+ (20204)

ORGANISATION REQUEST TYPE REQUEST
701/2020 Maxing Orr Viertex Non-research Long-term evaluation of effectiveness and safety
Phamaceuticals outcomes among Australian patients who initiate
Orkambi therapy between the ages of 6 and 11
for TGA
14/01/2020 | Katherine Royal Children's Research Long term outcomes following early infection and
Frayman Hospital inflammiation in & birth cohort with CF
30/01/2020 | Scott Bell/ QIMR Berghofer Research MNontuberculous mycobacteria infection in people
Christine Medical with CF
Duplancic Research
Institute
1/02/2020 Anne Organisation FResearch Health Outcomes and Survival in CF between
Stephenson Unity Health France, Canada, Australia and New Zealand
Toronto, St
Michael's
Hospital
304032020 | Dolar Vergil Australian Mon-research Prevalence of CF in Australia, by age, sex,
Institute of Health saverity and state/territory
and Wlfare
13/05/2020 | Efrat Gordon Eloxx Mon-research | Prevalence of CF in Australia of Class 1 and
Phramaceuticals Class 2 mutations
23/06/2020 | Karen Raraigh Johns Hopkins Research The Clinical and Functional Translation of CFTR
University (CFTRZ)
072020 Marianne Yvemel | Mylan Non-research Analysis of the most recent data on the CF
patient population
8/07/2020 Claire Wainwright | CQueensland Mon-research | Audit of clinical outcomes for Children's health
Childran’s QLD CF =ervice
Hogpital
QAOT/2020 Shedla Sivam/ Rowal Prince Resaarch Adult diagnosis of CF in Australia
Amelia Lim Alfred Hospital
TROB/2020 Maxine Orr Vartex Mon-resaarch Rate of decline in FEV in patients treated with
Pharmaceuticals lumacaftonivacaftor
7082020 Maxine Orr \Vartex Non-research Epidemiology and disease characterization of
Pharmaceuticals cystic fibrosis by genotype
28/08/2020 | JohnHuetsch ArrowHead Non-research Request to identify CF patients of Australian CF
Pharmaceuticals cantars who may qualify for future clinical rials of
AmrowHead drugs
7092020 Patar Wark / Johin Hurter Resaarch Comparing outcomes for patients with CF gating
Anna Tai Hospital mutations, comparing Australia and New Zealand;
similar genetics, differances in access to hacaftor
25/08r2020 Claire Wairnwright Queensland Research ACFBAL Follow-up Studies: FAB & GAIN
Children’s
Hospital

Hi# : https://www.cfsa.org.au/wp-content/uploads/2022/03/ACFDR-2020-Annual-Report-V1-1.pdf
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Name: __ Post Hire Health History

HEALTH HISTORY QUESTIONNAIRE ASSESSMENT

This form is to help determine your capability of performing your job functions at Howard County General Hospital.

__Male _ Female Next of Kin /Emergency Contact & Phone Number
Fast | Present | Newer CHEST & LUNGS Past | Present | Newer EYES
Chronic lung disease Inflammatian
Bronchitis Excessive tearing
Emphysema Blurring of visian
Pneamonia Hemorrhage
Chronic Cough Pains
Cowghing of blood Blind spots
Tightness ar constriction
Cowgh up alot of phlegm Cataracts
Pneamothorax Glawmoma
Wheeze or have to gasp to hreath Color visson problems
MNight sweals Do you wear glasses or contacts?
Have you ever breathed in hazardows airborne If 5o, ko see far or near?
chemicals (gases fumes /dust]?
Broken ribs/Chest injury fsurgeries Eye prosthesis?
Tuberculosis Past | Present | Mever MOUTH
Ashestos Dentures or plates
Lung cancer Bleeding/sore gums or mouth
Disease of mouth or lips
Past | Present | Never CARDIOVASCULAR [Heart) Laoss of taste
Heart pain at rest Discoloration or white aress
Heart pain on exertion [angina) Past | Present | Newer NEURDLOGY & PSYCHIATRY
Radiation of pain o arms, jaw or bade Mervous breakdown
Fast pulse Mood swings
Irregular heartheat/ Palpitations Depression
High blood pressure Anxiety
Heart attack/Heart filure Bipalar disorder
Peychiatric disorder
Attention defict disorder
Clats in veins Learning disability
Poor circulation in fingers/toes Multiple sclerosis
Stroke Mumbress tingling in hands Teet, neunopathy
Heart surgery Severe dizziness
Rheumatic fewer Blackout/Fainting spells
Hesurt murmur Unconsciowsness, altered conscionsness
Abnormal EKG Convulsions, Seizures, or Epilepsy
High Blood Cholesterol Difficulty with speech
Heart dizsease
Past | Present | Newer THROAT Loss of coordination
Persistent hoarsenpss Paralysis
Difficulty swallowing Severe Headache or Migraine
Consistent sore throats Past | Present | Mever URINARY
Infections ar disease Trouble urinating
Tumors or lumps in throat Posor blsdder control
Hyperthyroidism Frequent urination
Hypothyroidism Blood ar pus in orine
Past | Prescnt | Newer EARS Kidney stones
Midkdle ear infection Bladder infections
Ringing in ears Chronic kidney disease, dialy=s
Hearing loss Past | Present | Mever HEMATOLOGY [hlood) & ENDOCRINE
Draining of eardrum Immunodeficiency,/Low immune functioning
Dther ear disease Chronic fatigee
Hearing aid High blood sugar/Dabetes
Past | Present | Newer NOSE Excessive red blood cells
Disease of nose Anemia [bow blood count)
Loss of smell Leukemia, Lymphoma, Cancer, tumor
Freguent nossblesds Sickle Cell Disease
Sinusitis Hosdgkins Diseass
Discharge with pus Bleeding disorder
Ulcer of nasal septum Hemophilia
Past | Present | Newver PFREGNANCY Bruize easily
If current - how many weeks & delivery date Blood transhesion - when fyear?

Page 1 of 4

! https://www.hopkinsmedicine.org/howard_county_general_hospital/_downloads/

PreEmploymentPhysicalAssessment_Forms/2020 Forms/3_Health_History_Questionnaire_Assessment.pdf
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Mame:

Post Hire Health History

Bowel or stomach tumors

Any current surgeries within last 4-5 months?

Past | Present | Newer SKIN Past | Present | Mever BONES & JDINTS
Inflammation Fibromyalgia
Hives Fractured bomes in any parts of the body
Razh [
Allergic reaction Arthritis
Eczema Ostenarthritis
Contact dermatitis Sacroiliac Pain
Cracked or thickened skin Herndated, Bupbared disc
Psoriases or other skin disease Scoliosis
Frequent cold sores Sciatica
Frequent skin contact with hazardous chemicals Injurexd back
Carpel tunnel syndrome
Numbness with nse and normal sensation?
Decresse sensation with or withowt pain?
Prior surgery?
FPast | Present | Newer LATEX RISK ASSESSMENT Pain related with carpel tunmel syndrome?
Atopic, ecoema Fheumatoid arthritis
Asthma, reactive airway disease Autpimmune disorder
Contact dermatitis Dsteaporosis
Foaod allergies [banana, kivwi, water chestouts, Past | Present | Newver | Howe you ever experienced poin, stiffiness,
drupe] wenkmess, tingling, loss of motion or
semsniion of dhe:
Symptomatic when sxposed to latex prodscts at Shoulders, any injury or pain with use?
home, work, surgery or dental procedure Surgeries?
leching, swelling of lips or fce Elbows, any injury or pain with use?
Surgeries?
Sneezing, rhino-conjunctivitis Wrists, any injury or pain with wse?
Surgeries?
Hives, wheezing, chest tightness, tachycardia Fingers, any injury or pain with use?
Surgeries?
Anaphylactic allergic reaction during surgery, Hips, any injury or pain with use?
mexdical, or dental procedure Surgeries?
1gE mediated, immediate-type, contact urticarial Knees, any injury or pain with use?
Surgeries
Ankles, any injury or pain with wse?
Past FPrescnl | Newer GASTROINTESTINAL [Stounoch, Intestines) Surgeries?
Excessive weight change Toees, any injury or pain with wse?
Surgeries?
Cancer aof howel or stomach Cervical /Neck, any injury or pain with
use? Surgeries?
Currhosis or enlarged hiver Thoracic,Mid,.-back any injury or pain
with wse? Surgeries?
Abnormal liver tests Lumbar/Lower, back any injury or pain
with use? Surgeries?
Prior back ractures?
Prior episodes of lower back pain/.
Current intermittent pain, spasms, or
musche weakness
Current frequent significant pain with
muscle weakness?
Constipation [frequent or chronic) Tendonitis?
Digrrhea [freguent or chronic) Past | Present | Never TREATMENTS
Rectal fizsure or fistulas Radiation or Chemotherapy
Hemarrhoids Surgeries:

Jaundice

(Gall bladder disease

Hospital izations:

Black or bloady stool

List medications /drugs you have taken in the last 3 months

Change in bowel habits

Colites

Diverticulitis

Stomach or dundenal ulcer

Loss/change in appetibe

Do you have any physical limitations or weight restrictions?

Severe stomach pains

Hepatitis

Hernia

If yes, please describe:

172
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Hame: Post Hire Health History

Have you ever been exposed to biological or chemical agents in the
military?
IF 5o, describe:

Hawve you ever worked on a hazmat team?

Yes or Ko

EMPLOYMENT KO | YES IF YES, PLEASE EXPLAIN
Have you ever been refused employment becaunse
af your health?
Have you ever been discharged from the Armed
forees for mesdical reasons?
Have you ever been invabred in a motor vehice Date of the accident?
accident? What was the injury?
Have you ever had an on-the-job accident? Date of injury?

How kong?

What was the inpary?

Dl you mizs work?

Did you receive compensation

Were you hospitalized?

Where were you employed when the mpury socurred?
DRINKING HISTORY KO | YES IF YES PLEASE EXPLAIN

1-4 Drinks Monthly

1-4 Drinks Weekly

1 or 2 Drinks Daily

Recovering alcoholic

Substance abuse program
SMOKING HISTDRY KD | YES IF YES PLEASE EXPLAIN

Have you ever smoked?

DRUG HISTORY PAST NOW NEVER If ves, Explain. Last time wsed?
Marphine
Marijuana
Methadone
Cocaine
aly
Hernin
Darvon
Barhsturabes
Amphetamines
Addiction fAbuze
af Prescription
Medication

I certify that the information contained in this persomal medical history is true. | understand that any misrepresentation or omission of fact is suficient basis
for a refusal to hire me, or for my immediate dismiszal. | authorize its imvestigation and agree that any misleading or false satement would render my
employment application vedd, and would be sufficient cause for immediate dismizsal in the event of employment. | understand that this physical soreening

does mat duplicate or replace the physical done by my physician,

Date Signature of applicant

I hawe read and understand all the information presented to me and give my permission for to
receive the appropriate immunizations, PPD test [tuberculosis screening) or chest X-ray, and blood work that is necessary for a pre-employment screening at
Jokins Hopkins Bayview Medical Center.

Date Parent/Guardian Signature Relationship to applicant

Page 3 of 4

173



AIAER T B e

(4 =~—2H)

Hame: Post Hire Health History
RESPIRATOR ASSESSMENT
YES | NO YES | NO

1. Do vou have medical problems that
might interfere with mask/respirator
use?

Z. Do you currently smoke tobacco, or 6. Have you ever had any of the following
have vou smoked tobacco in the last cardiovascular or hear problems?
month?

3. Have you ever had any of the following Heart attack
conditions?

Semmare [fts) Stroke

Diabetes Angina

Allergic reactions that interfere with your breathing Heart fRilure

Claugtrophohia [fear of closed-in spaces) Swelling in your begs or feet (not cansed by walking)

Trouhle smelling odors Heart arrhythmia (heart heating irregularky]

4. Have you ever had any of the following 5. High blood pressure
pulmonary or lung problems?

Ashestos Any ather heart problem that you've been tald abouat

Asthma 7. Have you ever had any of the following

cardiovascular or heart symptoms?

Chronic bronchites Frequent pain or tightness in your dhest

Emphysema Pain or tightness in your chest during physical activity

Pneumonia Pain or tightness in your chest that interferes with your

pab

Tuhercubosis In the past two years, have youn noticed your heart

skipping or missing a beat

Silicosis Heartburn or indigestion that is not related to sating

Pneumothorax [collapssd lung) Any ather symptoms that you think may be related o

heart or drculation problems

Lung cancer 8. Do you currently take medication for

any of the following problems?

Eroken ribs Breathing or lung problems

Amy chest injuries Heart trouble

Anmy other lung problems that you've been told abouwt Blood pressure

5. Do you currently have any of the Seizures [fits)

following symptoms of pulmonary or lung

illness?

Shortness of breath 9. If vou've used a respirator, have you ever

had any of the following problems?

Shortness of breath when walking fast on a kevel ground Eye irritatian

ar walking up a glight hill ar incline

Shortness of breath when walking with other people at Skin allergies or rashes

an ardinary pace on kevel ground

Have to stop for breath when walking at your own pace Anxiety

an level ground

Shortness of breath when washing or dressing yourself (peneral weakness or fatigoe

Shaortness of breath that interferes with your job Any ather problem that interferes with your use of a

respirator

Coughing that produces phlegm [thick sputum] Type of res pirator used:

Coughing that wakes you up in the moming

Coughing that ocours mastly when you are lying down MEVER USED RESPIRATOR

Coughing up blod in the last month

Wheszing

Wheezing that interferes with your job

Chest pain when you breathe deeply

Any other symptoms that you think may be related to

lung profilems

Page 4 of 4
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Severe Chronic Neutropenia
International Registry SCHNIR
1107 NE 45" St, Suite #345

Seattle, WA 98105

Phone: 206-543-9749
800-T 26-4463
United States Office at the 206-543-3668

University of Washington

Fax:

REGISTRATION FORM

FOR OFFICE USE ONLY
Registralion: O Appraved Diabies: ) )
Month Day  Year
O Mal appraved
Reviewar's Sigreabure:
PHYSICIAN CONTACT INFORMATION
Physician Name: Spacialty:
Institution Name:
Institution Address:
City: Slate/Province: Zip Code: Country:
Phona: Fa: Pagar:
Email:
PATIENT CONTACT INFORMATION

Patiant Nama:
Addrass:
City: Slate/Province: Zip Codea: Country:
Phona: Email:
Parenl/Legal Guardian (i spplicabie) Relationship:
Phone: Email:
Date of Birth: ! ! Date of Onset: ! !

Mormth  Day  Year Month Day  Year
Sex: jcheckone)  OMale DFemale Date of Diagnosis: ! !

Month Day Year

Race: [checkane) DO Caucasian

DOBlack Diagnosis: jcheck one) O Congenital

D Asian O Cyclic

DO Hispanic O |diopathic

O Autoimmune
O Dther (speacify):

DO Hawaiian/Pacific Islander
O Mative Amarican/Alaska Mative

If your patient has a sub-diagnosis of Barth Syndrome, Shwachman-Diamond Syndrome (5D5), Glycogen Storage
Disease (Type 1b), or Myelokathexis please submit the corresponding lab evaluations that support the sub-diagnosis
(e.g., Gene Dx, laboratory reports, 505 report from the SickKids Malecular Genetics Laboratory in Toranlo, Canada).

Severe Chronic Neutropenia International Regestry
Regmstration Form
Page 1of 5

102008 IRE Approved: 12208

% https://cpb-us-el.wpmucdn.com/sites.uw.edu/dist/6/5500/files/2020/02/Form.Registration.pdf
5
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Severe Chronic Neutropenia

International Registry SCNIR Phone: 206-543-9749
1107 NE 45" St, Suite #345 800-726-4463
United States Office at the Seattle, WA 98105 Fax: 206-543-3668

University of Washington

REGISTRATION FORM

Not Tested

O

Hawve Anti-neutrophil antibodies been delected?

2 If Tesled, plegse atiach lab repon
Has a Bone Marrow Evaluation been done?

= f ¥es, pisass affach ALL pathology reports
Has a Cytogenetics Evaluation been dona?

= f ¥es, pisass affach ALL bematology reports
Has a Bone Density Evaluation been dona?

S If Yes, please afach ALl radiology reports
Hawve Bone Marmow Slides been done?

SIf Yes, please submit one stained and oune
wrstained slige for e Regisiny o keep
Hawe CBC's (complale blood counls) been done?”

Ol ol ol o]l OF
O O gl o] Oz

O U

*If Cyelic than provide documentation of ragular eycling in the form of CBCs done x'week for
i weeks prior lo the pafent’s initial exposure 1o cylokine (G-CSF Neupogen@).

O |

= f Yaz, please afach ALL lab reports of CBCE
with cifferentiais o dafe

Has a Bone Marrow Transplant been dona?

2 If Yas, plaass provide date of BMT: ! !
Month  Day ¥ear

TREATMENT HISTORY

0 Check here if cytokine {G-CSF/Neupogen®) has never been taken. Skip to the section entitled, “Other
Medications for Neutropenia.”

Cytokine |G-CSF/Neupogen)

Discontinue
Start Date: End Date: Quantity mecgimlice  Frequency*  Reason
EXAMPLE: 7/ 1 s2008| 7/ 15 /2008 .55 ml ap Nairfrophit
Month  Day  Year | Month  Day  Year Recovery
(G-CSFI J J
. ) [
Neupogen®): Month Day  Yewr | Wonth Day  Vea
! ) ! !
Month Day Year Month  Day Year
Dther Cytokine: _ _
ffor neutropenia such ! ! ! !
| &% EPO GM-CEF] Month Day Year Month Dary Year

OTHER MEDICATIONS FOR NEUTROPENIA

0 Gamma Globulin
Othar (specify):

Yes Mo Have any of the following medications been taken to treat neutropenia? | - e o pege 2 of s arucions
compietng Regaireiog fomn” for Frequancy
o o Steroids (ex. Coticosieroid, Prednisone, Methylprednisolone, eic. ) (specly) s

Dsconfinue Masaona
5 MNauvtrophd RMeoovery
irmfrcive
s oty
* e ]

Beyere Chronic Meutropenia Intermatioral Regestry
Registralion Form

Page 2 of §

1072008
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Severe Chronic Neutropenia

International Registry SCNIR Phone: 206-543-9749
1107 NE 45" St, Suite #345 800-726-4463
United States Office at the Seattle, WA 98105 Fax: 206-543-3668

University of Washington

REGISTRATION FORM

SIGNIFICANT CLINICAL HISTORY OF INFECTIONS

IMPORTANT: History of Infections FREQUENCY OF EPISODES
must be BEFORE the initial dosea (Check ane bax for each Infection)
it (G L Napogen®) Nane 1-3 per Year 4-12 per Year }rlf:::l;:e;n
continuous
Mouth Ulcers O O O O
(Cngera Pt O O O O
o LY = O O O
oy O O O O
Sinusitis O m| O 0
e = O O O
| (Pt tompen coe D O O O
Pneumonia O O O O
Hlaﬁaiﬁ:?;nxtmn O 0 0 0
(p|312mmmsﬁnal Infection :. 0 0 O 0
Peritonitis 0 0O 0 0
Liver Abscess O O O O
Urinary Tract Infection O 0 O 0
Other (specify) O O O O

GROWTH AND DEVELOPMENT/PHYSICAL ASSESSMENT

Date of Assessment: ! [
Month  Day Year

IMPORTANT: Thesa assessments must

Haight: ar i be BEFORE the initial dose of cytokine
cm ft in {G-CSF/Neupogans).

Weaig ht: ar
kg It az

Spleen: [ Palpable cm bom [ Mot Palpable [ Mot Assessed

(bedow coslal margin)

Liver: [ Palpahla cm bem [ Mot Palpable [] Mot Assessad
(below costal margin)

Seavere Chronic Neutropenia Intermational Regestry
Regetralion Form

Page 3 of B .
10732008 IRE Approved: 127208
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Severe Chronic Neutropenia

International Registry SCNIR Phone: 206-543-9749
1107 NE 45" 5t, Suite #345 800-726-4463
United States Office at the Seattle, WA 98105 Fax: 206-543-31668

University of Washington

REGISTRATION FORM
REPRODUCTIVE ASSESSMENT

Number of LIVE births.

Mumber of STILL births.

Number of MISCARRIAGESTERMINATIONS.

O ves [ Mo Isthe patient or patient’s partner pregnant?

! I
= If Wes, whal is the estimated delivery dala? Month  Day  Year

SIGNIFICANT CLINICAL HISTORY OF NON-INFECTIOUS EVENTS

Was this a problem
, BEFORE the intial dose
Is this a problam NOW?™ Ty’mhim {G-CSF/
Meupogen®)?
Yes No Yes Mo
Enlarged Spleen O O O O
Enlarged Liver O O O O
Inflamed blocd Is-Kid
" I'Eil':rrrcrul;::hsrgi:l -y D D D D
Arthritis O O O O
Inflamed blood vessels
{Wasculilis) D D D D
Cancer O O O O
Other (specify): O O O O

Severe Chronic Neufropenia Inbernational Registy
Registration Form

Paged of & )
102008 IRE Approved: 1202008
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Severe Chronic Neutropenia
International Registry

United States Office at the
University of Washington

SCNIR Phone: 206-543-9749
1107 NE 45™ St, Suite #345 800-726-4463
Seattle, WA 98105 Fax: 206-543-3668

REGISTRATION FORM
FAMILY HISTORY

[J ves L[] No Are the parents of SCN patient related to each other (e.g. 1™ or 2™ cousins)?

If Yes, please specify relationship:

(Chack all that anply for each fsmily mamber)

Enrolled DOther Blood
Relationship to Patient Living Deceasad in Heutropenia | Leukemia Disorder

Registry (specify)
Mother: O O O O O O
rathor: O O O O O O
Brothers: 1. O O O O O O
e | o o ol oo o0
nene) 3, L] H| ] O L] |
Sisters: 1 O O O O O O
mor [ I = = = T = =
none| 3, D D D D D D
Other Affected Family Member:
{Specify Relalionship O O O O O O
Other Affected Family Member:
{Specify Relalionship | O | O | |

O Check here if Family History is Unknown.

~ Stop here and submit registration form =

Mail to: SCHNIR

1107 NE 45th 5t, Suite 345 Or Fax to: 206.543.3668
Seattle, WA 98105

Severe Chronic Neutopenia Int=rnational Registy
Registralion Form

Page 5of & 1203
ivEn0R IRE Approved: 1202008
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