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SR BEDORLERPRE, BRI AN
Ty A IREOLET T ﬁ?%’j’%&ﬁ‘@nd‘ﬁﬁ&: BLE2F o SOS HERE. 2
E N = i

TAMTELRT,
ANEF S T et g e e o
Yo 36 5 Welby ST 7 HEPRIR D5 A DIF A TIIRDS Ay FEG FRAE D

FEIREB 40— |

AT ZAL TV A) ) =R, KA T4 T
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LERKY 5 LETORE

g - NIV THEFICBIT S ToT O I
A REVKE., ¥RT5 ETOREDL L,
BFEGNZ L > TRIIZR L2 00, —#Fwme L
TOELRFEXLITIZET 5,
O 2—HF—DFH

T =TT TIVRIEEE TN A e IR E
DTN T A BT — RS L, RER
REHOEOM EICENL 2 EPMFESN Ty
Bo 1272, ENEMHT L EER—RIEEED
VTR EDEH ) Do L O — Y RIZ, T—
T DATIRTINA ADEER EOFMB D5,
ZOFME ERAH A1) v b EI—F=PPKL, HE
BICHEH LTS 2D TEXL R &E
L ECRYBREE D, Y- EAZRFFT L2
ENBLWER DL -3 T747—Yarin
PR, WHRICHEAFLEDL VB Z O
TF— Y 52WAME Vo 2 EANEEIC R L5
9o

T2, IoTH—EAZEMT 5 LETIEAY— b
TA IR TLY "B T—=FEEONTERY
T—5 OHBNELHEL TW5ELDONRL WD,
EEENTOY —CAOBE, A= T4+ 2D
RO E R, ICT ~NORPURAFREIZ 2 5 &
SONAEZENH DL, 7272, 60RDA~Y— K7
+ Y OFTAFIE, 20134E1217.9% T > 72 D%t
L20164FTl347.0% & 2665128 L T b & v )
F=bHDHY, WeblZ L BRETH B 72034
TADDH SO, FHFELEAO ML FiEEE
v, EEDEO, 3 3FEOTRIIN
BIEH I,

@ <HAFTARX

ANNVAT THBEOIT EY A ADREE LT
o005, L. W BREE - TR
rHTONPEVITARIAATHE, EOEY A
BV THEZ RTINS RV EEZD, ~v
AT O EIFFICEMETH 5o B 2 I TRFEE
P—EADLGEEXEZEZ THhLE - —I3HH-

HEETHD, BHEIIL—F—DoEET LN
) DD MR 2 E ZTTEH, 2= — 184 %4
STHLIDIIFNLR Y DN— VDL EEZ
LNTWh, BEEHZZ EO%E, AR AY v
N EKT 2 F TICERE/M 2225 &)l H
RIZBWTIEKRE & AR CTERE O AN AN Z
NEEELC R VWAELRENHHBHELTEZLNS,
—Ji BB - ANIVAT TR T, RRE R &
HEHOREEDBEHETH 720, BHIREIZL S
ZRBNT L= — RN Th REBRERCE D 3%
Y4 b, S5, INSH LT —EARrLELN
B 7 — FTEER - g - fRER B A SE R ORI A
128 > THAMED D 2 TTREEA T V. TILH X4
HaMICIZ ., YRS A X EEZ LT EDK
RN,

@ TVEFUA

RS AEL T A5A1E, T 8T VAN EE
Elrbo FHIE, BEGICEDLLISETHL I L,
BHAHICANETE A S 5 2 L BEITHIZOW
TWRAKEDPVLETH LT &, R EOHBAZEITS
Nbo T7o0 NVATTHEIZBWTY, B
BOTL—V—% A BEAGLEDNH LHEC
3. T M LADITET Y A% KT Z BT,
D L,

@ F—F DKM

TV FHTABREOHRETERIGE, T—
Y OE., T — 5 L okia. Bl STl - A
IR ELREERDL T DHEE W) HTIE,
TWHHOREIZL A, T—F OFE. KIEO
B EPMEE 25 REYRH 5. T/2. 2O
7 — & HARCH FIifEA S UL LA, o7 —
7 LRAE DR DUED D DLEIIET— 5 O
EWWNEE D, SHIZ, T—YDOMERTLZ
b TRFH AT ) 12 A TERORGE 2 SR
DEEL MG IND, /2, ) LTHRLNT—

IR amEEHEE AT - ThH b7
B, ENVFNTT DL v BEEICKH LT ATE W

2) https://marketing-rc.com/article/2016073Lhtml?r=m (ZH4 :

2016/1007)
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STHMR T = A L T4 AEwvbils X
FUBLEELRDLIESH,

B ZAELRF DB V) #8 A

[ H AR LR 2016 |0 C H iR KO L S5
(85 4 WHEHEHG] OF—7—F& L TIoT Dif
AEBIFTBY . FEATIZTRYHADITDNT
Who TOHRTHEE - NIVAT TIZBIT 5 IoT
P— U2 ZHMET D ETEEOE T M
LTSI 5,

—ol, RIBFEEEIZL D [ToT HEfED 720D
PEEE TOVAIL RS (RS
B HENOHERE - ERERZIEH L 72ATE8ER
RHEFHE) | THbH, ZOFEEIL, L7 MER.

DZRWMBOBBAD T =7 T 7 ViK% CHME
L 7RISR R L. RN 2 TR EIED 729
DATEVER 2Rt T 2 FHETH L, ToTIC
L7V SR HHLEY R 4 I 7 THhAT
Bl X ) EFREROEELEZR I LT,
A & ANV A TRESEORIN - BN EX S 2
ERHMELTBY., 820 =T LR
Wshiz,

ZoHI. BBE LR EEE OLFE O
PFOH LTSNz [ToTHEMED >V — 2 7 4]
DWG D—>, [ToTHeET K] THEH, T,
IoT 7uy =7 b5 - EE L., M - &
& - BHOR2 SMEMICEET L L LB, K
USSR 7o IR - BT OB
B2 ToCnbY B - ANVATTIZBW»
ThH, AbilERFRFBEERE AR &

T2 ZAXAT 4B ENOZEITOILTW
%% IoT ZIEH L CH72 5 —EAZITH B
W ZRE 4 R BHIDSRRE L 20 5 2 L 03h B0, BERE
P #7217 T, Bl 2 BT sEE D
WHEST B 2 L TH R EY A A R AR THY H
AHATHN T\ 5,

=OHM, T A RAE R 728 E 12
BT LW MALE LT, NEERE WA EE
ICT & ama  HOICHE ST b [REER
B (5fR) | b %o BFHILTRLET Mo
TREHRGEMZZT TR, BBEEHLE LTHEA
DR - B - MBS RE FRFIMICERTE 5
PHR (Personal Health Record) #EEDEH D 7>
DO ENT VST,

FE&H

B - AV A THEIIC BT ToT i H L7z
F—ERE, BESLERE - THOHEZEDL L
BTEDEZT TR, FreelENLGE LTHH
fFEINTVD, T2, Wbz PO BEEASEIC X
LIEHEF LI Z CE b, TKT S ETOR
LWL 0D, SRBERE - ~NVAT TERIZE
RDOWBIIFEIIREL 2L THEEINS,
BUOFIZIE, 7 — % IR OARHE 7 & O BB A
THIREL 72w, BEEAZEL LT, BBFEE Y AR
EDLH BT F T =P T DR, 2
ML A ARE LTERT202, 4 DM
N L > THBRII R 57259 DS, BB
A& 2 R L 72w,

3) http//www.meti.go.jp/information/publicoffer/kobo/k160217004.html (Z& : 2016/10/07)

4) https://iotlabjp/jp/abouthtml (=M : 2016/10/07)

5) https://iotlab.jp/common/pdf/160301_info.pdf?date=1603011528 (=M : 2016/10/11)
6) https://iotlab.jp/common/pdf/161003_IPA_support.pdf?date=1610031525 (M : 2016/10/11)
7) http//www8.cao.go.jp/cstp/tyousakai/juyoukadai/wg_hito/2kai/siryo4-1pdf (ZH4 : 2016/10/07)
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Topics

TREHRICXT T B EEREBROERE

[ 35 o SE BRI SR AT EEMER A K
PRIEILAE - MR - SRAEMIZERTT BIER WFHE—
Patrwith 2 RN

P SR pE SEBORIFERT Cld, BR8N IE
SRR - AR - SRAENTZERT & EET. R - A
PR ORIFEZ T T, BRRREBRSCE 72 & D% £
B 7 TR & B BRI LR - T3 5 2 AT
& Ll 7 — & OREEE A 1T > T\ 5 382 HE306
BEPO ALY — ML, B s (F Y
DB G 7 &) ~PLKRTHTFETH S,

BELZ F5 B EERE 3065 U R 3 4 BR S BR S IR
PAZDOWTIRE L72A™, S0l 2o e i
x5 A ERIR RO FEi#E 2OV THREE T 572
DTHET L, LBz T7H 7 I 7 L BFEIHHE
L. &7 2= ARENNTOERMIRL: & & E&D
T, BRRBROFE ARG 2 A L 72,

EEEROERABRERE ORESE

JBE, BIE O FEEIE LTI o 727 fae i
306 BN D W TIFRERLLOEEL Y A b 2fF
% L . WHO International Clinical Trials Registry

Platform® Tl L 72 #ZEHEH 225 Clinical Tri-
als.gov®’ & Japan Primary Registries Network ®’
T, Intervention JH H (23 EERA D 2 i R ER
(19994 LIBED b ) w4 L 720

RO B FETHH SNz ERRBRIE, 75D
5 N 721525 BT 4 54,3991 (D~<45721
BEEEZNRETLIOHY)) TH), Zhbd
lZ2WT, FEREHEI127%24 7 % Primary sponsor JH
H 3 X UF Secondary sponsor 3 H |2 & F 115 S
S, Wb E R L7z,

2B ORI DI 13 Primary sponsor
(F1L301HEEE - #ikSE (DUT . #REESE) |
sponsor 1% 1,001 ¥% B8 & T & - 727, Secondary
sponsor (22 TIE, 1 FRREBRIZHEE D 5556
BHY., FFTHY Y N L7z,

#EH L L C. Primary sponsor ([Z2W T, 7
7T T OTTHEBASE (674%) . (37542414 BE %
(326%) ToH - 72o [AEEIZ Secondary sponsor (2

Secondary

F R X R SR PE SEBORWIZERT & 1= WFFE B 5810 N R SR 8% - R - S 2201280 (http://www.nibiohn.go.jp/) #33L[F CHIA -
T - EBREITER L7z S RIOFAIE. EV eSS N R - B - S ZERT O LR A o THrE |2

IVEHBSNZDIOTHY), TTIWTERHL LTS,

1) EIEREESEECRIIZERT [I828m 1IR3 2 AR GBR IR ) BoRif= = — X No48 (201647 H)
2) BT — ZIFHR28E 4 ARFETHAF L2 DIZb EDonTwni,
3) http://apps.who.int/trialsearch/Defaultaspx (= : 2016/10/ 1)

4) https://clinicaltrials.gov (ZM : 2016/10/ 1)

5) http//www.mhlw.go.jp/topics/2008/10/tp1017-Lhtml (ZH4 : 2016/10/ 1)
6) http://www.who.int/ictrp/network/trds/en/ (M : 2016/10/1)

7)
8)

Primary sponsor ®%£#%(3 “The individual, organization, group or other legal entity which takes responsibility for initi-
ating, managing and/or financing a study.”.Secondary sponsor ® €13 “Additional individuals, organizations or other
legal persons, if any, that have agreed with the primary sponsor to take on responsibilities of sponsorship.” & & 41T
b A % o

SEAPFROITCEZER & BEOR —MMIT T 2RO R & HEETIE LThH 7~ L7,

A7 M. ¥—7—F (University, Institute, Corporation ) 7 &% JCIZ L7727 H T I T EAEDY A+ 21900 #
) 2 b (https://en.wikipedia.org/wiki/List_of pharmaceutical_companies (ZHg : 2016/10/1)) =MW TIED
05, WTFRICOEU LWL DICOWTIZERTT AT I 7 e %I L7,
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DWW, T T3 T AT0AREREEE (703%) . At
SEDT20THERESE (297%) THh o7z EBHHLLT T
FITHEL, TEHRiIBRE HD72,

EEERDOEKRHBRDOERE

COMRERICEE BRI LIRS &
(#1a). 747737 (Academia, A) 7 Primary
sponsor & 7z © T\ 5 R RERIZ 242117 (55.0% )
2% (Commercial, C) 7% Primary sponsor & 7
5 T 5 R ERIL1,97814 (45.0%) THY ., &
e LTR7 7 7 3 7 R OERRER 5 %
H 72,

¥ 72, BER#E (Secondary sponsorfE L) @
fife R 35 033,00414: & - 725 Secondary sponsor (2
DWTIE, THT I 7T DA Secondary sponsor
&7 o T B ERIRRERHY633 (49.0%) 1. D
A DY Secondary sponsor & 7 o TV A iR ER A
5781 (414%). M Ji#HY Secondary sponsor & 7z
5 T 5 BERAERA 13414 (96%) THh -7z

R1 EEHRICKHT Z2EY & A ZERREERD
EREDNHE
a) 7H7T IT7 ELFEDRRHHERE

Primary sponsor Secondary sponsor (s)
# % # %
Academia (A) 2421 55.0% 683 49.0%
Commercial (C) 1978 45.0% 578 414%
Both (AC) - - 134 9.6%
Total 4,399 100.0% 1,395 100.0%

b) 7AHTIT7 EREDRKRAERE FFil)

Primary | Secondary

Trial# % Total %
sponsor | sponsor (s)
A 603 13.7%
A C 373 85%
2421 55.0%
A AC 120 2.7%
A - 1,325 30.1%
C A 80 1.8%
C 205 4.7%
1978 45.0%
C AC 14 0.3%
C

- 1,679 382%

Total 4399 | 100.0% 4399 | 100.0%

A : Academia, C : Commercial, AC : Academia and Commercial

Q) BoE= 2 — 2 Nod9 20164F11H

lifs R 585 = & 12 Primary sponsor & Secondary
sponsor & AT, Ehfkiflz oL (F1b),
7 #1737 A Primary sponsor & 72 - T\ 52421
oS b, BERE 31,3250 (RREEREIC
5 5 E|4 1 30.1%) T Secondary sponsor b 7
7T T OAOREKREIL, 603 (137%) TH
5726 %A Primary sponsor & 7% - T\ 51978
o5 B, HFERE L1679 (382%) T Sec-
ondary sponsor d 3D A DK FRERIL, 2051
(47%) TH o7

—F . EFEEN LT T I T EREOWEN
Primary sponsor & L < & Secondary sponsor (2
& FNDEEHRHAER (Primary sponsor - Secondary
sponsor : A-C, A-AC, C-A, C-ACD/3% — ) &,
AREPCE8TH: (FFH133%) 12k & F -7z,

ML ORI BREBROZ BT AT IT
HEVIIREDELELPOATEBIN TS
EERRTHDTH 72,

IEHROBRABRD 7 1 — X EEHREODDLE

K, TS DR 7 = — X T L OFE
# (Primary sponsor) D% R4 E (X2a),
7x—X1&3TIERENLC (Phase 11 A 219
4.C 30814+ Phase 3: A 275¢F.C 61114). 7 =—
R2EATET AT ITHE N o7z (Phase 21 A
69114:. C 5711}, Phase 4 : A 3571, C 168f4) .

HBHPBOEZERNRET D 72— X221
BLT, ZHOBEEZHRET L7 2—-X3TD
FEFERANEEBARFIOR Y ED Y 2D 5N
bo WL DBEERDS VR (FHARE)
DERFERIZDOWT D, 72— X3 D%  HAHdE
BEFERTOE-BTH L Z LD b,

¥7:. 757 3 77 Primary sponsor D¥& &
2273 Primary sponsor O#i4& (X 2b, ¢) %M
B 5L, REIEEE L) EMERE (C-) TO
i R AAERFE A% { . Secondary sponsor 2°& 5
maEb TR (CC) DI LB, THT
3 77 Primary sponsor D& b, 72— X4 T
3 HIFEE A3 Secondary sponsor (27 5> T\ 5
(A-C, A-AC) DIAMZ, fixe & R CEMH & 2o
T 5 IR e R TFDMA R 5o



1 IEEHRICT T Y % AV =R ER D Primary sponsor
a) Primary sponsor DERRRBR 7 1 —XZ EDHFE

m Academia (A) m Commercial (C)

800
700
600
500
400
300
200
100 -

0 | mem
Phase 0 Phase 1

Phase 1/ Phase 2/
Phase 2 Phase 2 Phase 3

m Academia (A) 32 219 175 691 126 275 357
m Commercial (C) 2 308 92 571 59 611 168

Phase 3 Phase 4

b) Primary sponsor 7 7 I 7 DIHE

Primary sponsor: Academia (A) - Secondary sponsors
800
700
600
500
400
300

200
0 | —

Phase 0 Phase 1 F;,:ZZZ ;/ Phase 2 E’:;ZZ g/ Phase 3 Phase 4
HA-A 7 52 50 204 34 82 66
mA-C 5 30 24 90 22 42 96
B A-AC 2 8 7 39 11 13 17
HA-- 18 129 94 358 59 138 178

c) Primary sponsor Bt ¥NIFE
Primary sponsor: Commercial (C) - Secondary sponsors

800
700
600
500
400
300
200

100
0 ] e -:

Phase 0 Phase 1 g:zz: ;/ Phase 2 i::z: 5/ Phase 3 Phase 4
HC-A 0 11 14 39 1 7 2
mC-C 1 33 9 50 11 59 24
W C-AC 0 2 5 3 1 1 2
uC-- 1 262 64 479 46 544 140
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BRI T 2BRAHBRERBOZ VWERE

THTITEREZNENT, BRABRE-E
DEVERHIIE2D8) THoteo THTIT
Dby TR TD > 7275, KEOWFZEHER A E
fLI2% R TIIRFRIEREN LA E Ko7z,
NS DFEREE HHIRERR AR Z L  Ef L T
LT ENbhrol,

R2 ETHRICHT 2EY AV EBRREERD
ERHEMOERE (Primary sponsor)
a) 7HT¥37

No. |Trial# |[Name

1 48| Assistance Publique - Hopitaux de Paris

2 45| National Center for Research Resources (NCRR)

3 43|National Institute of Neurological Disorders and Stroke (NINDS)

4 39 |National Institute of Allergy and Infectious Diseases (NIAID)

5 36 |National Heart, Lung, and Blood Institute (NHLBI)

6 27|0regon Health and Science University

7 24|Massachusetts General Hospital

7 24|Mayo Clinic

9 22|National Cancer Institute (NCI)

10 21|Children’s Hospital Medical Center, Cincinnati

10 21|Johns Hopkins University

b) &%

No. |Trial# [Name

1 82| GlaxoSmithKline

2 76| Novartis Pharmaceuticals

3 71| Pfizer

4 50|Biogen Idec

5 42| Actelion

5 42|Vertex Pharmaceuticals Incorporated

7 39(Biogen

8 38|Merck Sharp & Dohme Corp.

9 35|Bayer

10 34| Teva Pharmaceutical Industries

INHDH B EALIZH S Primary sponsor & L
T, 717 27 Tl Assistance Publique - Hopi-
taux de Paris (AP-HP) . #:3 TlxGlaxoSmithKline
(GSK) #—Hl& L THEM7 = — XD5H % L7z,
Fhifem OEI2484:, 821F) %#100% & LT~
= AT L OFEREE (K2a) 2H~<5 L, &K
O (K 1la) &L TCHAOEMSES N

@@ o 2 — 2 Nod9 20164:11H

720 AP-HPIZ 7 2 — X1 OFE[EHN %<, 7 —R
3VT 2 —RX2 LA THoTze THTITENE
OIERPS LT, 72— X 3HELEmINTW
LEAL N —AThHHEEZSLNL, GSKIZ7
=X 1940% LS v—T, 72 —X2~3
T20~30% DERIE %2> T b,

AP-HP & GSK 122\ T, D720 i ED
77— % % WHO 25545 (20164E 9 Ho Mo St
A —o NEI23591:, 2,0421F.) L7z (M2b)s %
DAEF. AP-HP Tld, W REEDPEREDOY G,
Tr2—A3NT72—R2E0%LoTHBY, —
F. GSKTIEfilc, 72— X298 7x2—RX3 kY
%L o Tz,

COEHI, ERE LRI, FE-EIZOV
T, TNENORERPEH LD L Eb s,

K2 7H7IT7EREOERIRRM (Assis-
tance Publigue - Hépitaux de Paris (AP-
HP). GlaxoSmithKline (GSK))

a) WREBIPIETHRDIEE

45%
40%

35%
30%
25%

20%
15%
10%
5%
0% -

AP-HP| GSK |AP-HP| GSK |AP-HP| GSK |AP-HP| GSK |AP-HP| GSK |AP-HP| GSK |AP-HP| GSK

Phase 0 Phase 1 Phase 1/ Phase 2 Phase 2/ Phase 3
Phase 2 Phase 3

b) MREENEEEDIHE

40%

35%

30%

20%
15%
10%
5%
o = H HH NN

AP-HP| GSK |AP-HP| GSK |AP-HP GSK |AP-HP| GSK |AP-HP GSK AP-HP| GSK |AP-HP | GSK

Phase 0 Phase 1 Phase 1/ Phase 2 Phase 2/ Phase 3 Phase 4
Phase 2 Phase 3




EEHRICXH T 2 ERRABRERE OEA

2N OEEREREIRRENL, WHO @7 — 7 «X—
AP EINT W B, BEAEDS19994FE LLRED &
DTHAH (7= 5 WED20164 4 A £ T)o

BEICHRE LT\ b X912, 20054 (CFRE174E)
WA EBUT B & OEIEHEBINC X 0 BRR GRS i
DOEGERI LMD, EHEL DA N ZELT A8
DB 572728 20055F LU BB SR s
WL Twbe 10004 UL EDEEH S 5 20054 ~
2015FEo@En (M3) % [/ 5 & Primary sponsor
PEFEOHE TIEHEMIERE (C-) OFEITIT
SEIPLFEE —E L CH\v, Primary sponsor 737
AT T ORETIE, BHMEREE (A-) OGS
A ZHEIL T a EFEFIC, 20054E ~20084F
LT, TATIT EENETERE &
7o TV B RRHEBOE G (A-C. A-AC) 2%# -
TWBDONEZT 6N,

TEEER IS T 2 EADRKRHAERERE DEME

74,3991 DERIRFRERD 9 B, FEREF RENZ HA
AEt b D3I (72%) THolzo &Ll
I HE L 7285 8, Primary sponsor (319014 (A:
14414, C:461F). Secondary sponsorid39fF (A:
271, C:121F) TH otz 31D H b, HZE
i (Secondary sponsorf: L) O GRERA279
3 - 725 Secondary sponsor D 3D EEH A
e WEIADS S o 72 A% BEIRBUER T & o 2 it A il
(AA 72 &) 1220w T b, &L IRITFEBEAR A
ThHo7,

HARIZBIT % KR ABRFERE D%\ Primary
sponsor FAZEME X, 777 I 7 ClE TR
bt Embe (4 1F) . /NE TgA BERHRI
= (41, MEERRFREGERL Y Y — (3
) ThHY., RETWEKTITIY - AIRATTA Y
(16fF). HA=ZERE 130F). /ST 4 A7
7=~ (A1), 77 4% — (A1), HFZEEY
Dy (1) OIETH 57z,

H ATt S 02 B O iR B EL L. 200545

3 IBEHRICTTI2EMEAVEBRRARE
& DEE
a) Primary sponsor 7 HF I 7 DIFEE

300

250

200

HA-A
150 WA-C
HA-AC

100 .

50

0

100% -

80% -

HA-A
mA-C
40% - W A-AC
mA--

20% |

0%
2005 2006 2007 2008 2009 2010 2011 2012 2013 2014 2015

b) Primary sponsor B {tENDIHE

300

250

200

EC-A
150 - EC-C
HC-AC

100 e

50

0

100% -
80% -
60% - EmC-A

HC-C

mC-AC

mC--

2005 2006 2007 2008 2009 2010 2011 2012 2013 2014 2015

WHDT =W b, MWHLE L T, FERithE
WZOWTIEFRF LD OD, FRZT7TH T3
TIZBWTHEZ TV LEEPRO Nz, 2, &
R (X3) LKL TH, THATITOAR, 3
D AT DRFIRAER D FRMATN A S S 125D 720
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A O HRE T B2 EEH3065 £ 0 9 HEEY) % H
W ERIRRER D TN T W B D152 HEIC L &
TR TWVBH IR Lz, SROFET, &
RO T = — R 2RO T B 73 7 OFEREA) 7 HL
HMABR TNz~ 72 =X 31220 TiE—
oWk R ExRRE, X FREETFETITDNR
TBY. THTIT ERENFERE & 75 EFE
R ERRBR D L nw b ah o7z,

HERAN O LA DIEFALIZIZ, HARENTHE
L), ) RX—=Ya kv bT—2 (CIN)
OMWMYHAD L H 2, BEL T A M) REETA

@ BoE= 2 — 2 Nod9 20164F11H

S4BT 52 EDNWETH LA, T
Mz T, BRI ARG 2 fRa 32 2 & b %
Thbo

WM T 5 L 72 F 20 hvwb o0, HAE
WZBWTHREIET A7 I 7I2BWT, BROER
IRFABROFEREHSTEIM L T 5o HAO RS -
BBAEICIDIOLET TR, EEE - EiE
HETO V27 N RO DL I EDOTE LD L
DS, BER O SR BN O flA % & 5125
b3 5= %bhd LNk,



Topics

IEEHRERDT — I N—X EDEE

[ 35 o SE BRI SR AT
BRIEILAE - MR - SRAEMIZEATT BIEHE

R HPEEBORMZERT Tl ELZRFZER ST AR
SRR - AR - SRAENTZERT & EET. R - A
PR ORIFEZ T T, BRRREBRSCE 72 & D% £
Y 72 1Rk 2 B AR T IO L R A - T35 2 &8 T
ELRHIT— & O T > TV o

BN, BRICARAER I TS B & R IR EA
AObDLL L, BREDERDITIZOWTHHE
ITHTEREIERT G TH S, mILTIE. HERE
TR ZE%HE (AMED) 2B 5 KW B A
=377 (IRUD" : Initiative on Rare and Un-
diagnosed Diseases) D375 ¥ FEFE A A
fzea > v — 3 7 24 (IRDIRC? : International
Rare Diseases Research Consortium) ~® Jill {4,
A B R 3 iR e i S AL SR S (B
=77 VHIE) e, FREOBRITHhI T
% 03,4 THEA E DIFHREHEED D T dr o 72720,
EINTIE T3 ISR HE £ 2o 726

ESH 2 A DBIR O a7 — 7 N— 2 & LTI
Orphanet® 7% %, Ziud, FEHE, Mkl 5
TEadedt, LR OHEAE, nioHE, EFo
7Bk % B & L CTU19964E 2RI IZ B R S A,
5000% 8 2 % B IHHR. 2,00085H |12 B L SERR MR
FIEHL 300 % 8 2 B FRIRIGERTE M4 S LT
%o

EEMER A K
WFHE—
Patrwith 2 RN

F72. SR o A FH R EREBIEDO ST HET
fEIRICE R 27— % N—= 2 & LTI HAD KEGG
(Kyoto Encyclopedia of Genes and Genomes) *’
PHOENT WD, 7 AT LAV OTEHRD, S
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Pk (& MG, MEE
Spinal and bulbar muscular atrophy ; Kennedy Disease : Spinobulbar muscular
atrophy
Amyotrophic lateral sclerosis
Spinal muscular atrophy ; Myelopathic muscular atrophy
Primary lateral sclerosis
Progressive supranuclear palsy
Parkinson disease
Corticobasal degeneration
Huntington disease
Neuroacanthocytosis
Choreoacanthocytosis : Levine-Critchley syndrome
McLeod syndrome
Charcot-Marie-Tooth disease
Myasthenia gravis
Congenital myasthenic syndrome
Multiple sclerosis/Neuromyelitis Optica
Multiple sclerosis
Neuromyelitis Optica
Balo concentric sclerosis

Chronic inflammatory demyelinating polyneuropathy/Multifocal motor neuropa-
thy

Chronic inflammatory demyelinating polyneuropathy ; Chronic inflammatory
demyelinating polyradiculo

Multifocal motor neuropathy

Inclusion body myositis

Crow-Fukase syndrome ; POEMS syndrome
Multiple system atrophy

Spinocerebellar degeneration

Lysosomal storage disease

Gaucher disease

Niemann-Pick disease Type A, B
Niemann-Pick disease Type C

GMI1 Gangliosidosis

GM2 Gangliosidosis (Tay-Sachs disease, Sandhoff disease, AB variant)

Krabbe disease

Metachromatic leukodystrophy

Multiple sulfatase deficiency

Farber disease

Hurler-Scheie syndrome : Mucopolysaccharidosis type 1H/S
Hunter syndrome ; Mucopolysaccharidosis type 2
Sanfilippo syndrome ; Mucopolysaccharidosis type 3
Morquio disease : Mucopolysaccharidosis type 4
Maroteaux-Lamy syndrome ; Mucopolysaccharidosis type 6
Sly syndrome : Mucopolysaccharidosis type 7
Hyaluronidase deficiency

Sialidosis

Galactosialidosis

Mucolipidosis Types II, IIT

Alpha-mannosidosis

Beta-mannosidosis

Fucosidosis

Aspartylglucosaminuria

Schindler disease:;Kanzaki disease; Alpha-N-acetylgalactosaminidase deficiency;
Alpha-N-acetylgalactosaminidase deficiency type 2

Pompe disease : Glycogen storage disease due to acid maltase deficiency
Wolman disease

Danon disease ; Glycogen storage disease due to LAMP-2 deficiency
Free sialic acid storage disease

Ceroid lipofuscinosis

Fabry disease

Cystinosis

Adrenoleukodystrophy

Mitochondrial disease

Moyamoya disease

Prion disease

Sporadic Creutzfeldt-Jakob disease

Gerstmann-Straussler-Scheinker syndrome ; Fatal familial insomnia : Inherited
Creutzfeldt-Jakob disease : Variant Creutzfeldt-Jakob disease

Acquired Creutzfeldt-Jakob disease

Subacute sclerosing panencephalitis

Progressive multifocal leukoencephalopathy

HTLV-1l-associated Myelopathy : Tropical spastic paraparesis

Familial idiopathic basal ganglia calcification : Primary familial brain calcifica-
tion ; Fahr disease : Idiopathic basal ganglia calcification diseases

Systemic amyloidosis ; AL amyloidosis

AA amyloidosis

Familial amyloid polyneuropathy
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ZAP-T0KIBIE

MHC 7 J A T Ki5#E

MHC 27 7 A 11 K484

74 ATy b AV R v F (Wiskott-Aldrich) R

B M LRI E B 2
FA I = AV RAER
7)— 24 (Bloom) JEfEHE
ICF JiEfsEff

PMS25HfiE
RIDDLE JiE i

¥ L7 (Schimke) JiEfeHE

A — b+~ (Netherton) JEfERE
oI (DiGeorge fEfERE. 22q1 1.2 S )
i IgE SEfREE

JHF e R IR PR SEE % 1 O SeIE AN 420
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4225 (Nijmegen breakage) fEfEH:

Yekn (& M4, MR
Ullrich disease
Distal myopathy ; Distal muscular dystrophy
Miyoshi myopathy
Distal myopathy with rimmed vacuoles
Oculopharyngodistal myopathy
Bethlem myopathy ; Beth Rem myopathy
Autophagic vacuolar myopathy
Danon disease
X-linked Myopathy with excessive autophagy : XMEA
Schwartz-Jampel syndrome ; Myotonic chondrodystrophy : Schwarz Yanperu
syndrome
Neurofibromatosis
Neurofibromatosis Type 1
Neurofibromatosis Type 2
Pemphigus
Epidermolysis bullosa
Pustular psoriasis
Stevens-Johnson syndrome
Toxic epidermal necrolysis ; Toxic epidermal necrosis
Aortitis syndrome ; Takayasu arteritis
Giant cell arteritis ; Temporal arteritis
Polyarteritis nodosa
Microscopic polyangiitis
Wegeners granulomatosis ; Multiple vasculitis granulomatous disease ; Granulo-
matosis with polyangiitis
Eosinophilic granulomatosis with Polyangitis ; Eosinophilic multiple vasculitis
granulomatous disease ; Churg-Strauss syndrome ; Eosinophilic granulomatosis
with polyangiitis
Rheumatoid arthritis with vasculitis ; Malignant rheumatoid arthritis
Thromboangiitis obliterans ; Buergers disease

Antiphospholipid syndrome ; Primary antiphospholipid syndrome ; Primary an-
tiphospholipid antibody syndrome

Systemic lupus erythematosus
Dermatomyositis/Polymyositis
Dermatomyositis

Polymyositis

Systemic scleroderma ; Systemic Sclerosis
Mixed connective tissue disease

Sjogren syndrome ; Sjogren syndrome
Adult still disease : Adult-onset Stills disease
Relapsing polychondritis

Behcet disease

Idiopathic dilated cardiomyopathy
Hypertrophic cardiomyopathy

Restrictive cardiomyopathy ; Constrictive cardiomyopathy
Aplastic anemia ; Aplastic anaemia
Autoimmune hemolytic anemia
Paroxysmal nocturnal hemoglobinuria
Idiopathic thrombocytopenic purpura
Thrombotic thrombocytopenic purpura
Primary immunodeficiency

X-linked severe combined immunodeficiency
Reticular dysgenesis

Adenosine deaminase deficiency

Omenn syndrome

Purine nucleoside phosphorylase deficiency
CD8 deficiency

Zap-70 deficiency

MHC class I deficiency

MHC class II deficiency

Wiskott-Aldrich syndrome

Ataxia telangiectasia

Nijmegen breakage syndrome

Bloom syndrome

ICF syndrome ; Immunodeficiency-centromeric instability-facial anomalies syn-
drome

PMS2 deficiency

RIDDLE syndrome ; Radiosensitivity-immunodeficiency-dysmorphic features-
learning difficulties syndrome

Schimke syndrome

Netherton syndrome

DiGeorge syndrome : 22q11.2 deletion syndrome
Hyper-IgE syndrome

Hepatic veno-occlusive disease-immunodeficiency syndrome
Dyskeratosis congenita

X-linked agammaglobulinemia

Common variable immunodeficiency

Hyper IgM syndrome

IgG subclass deficiency

Selective IgA deficiency

Specific antibody deficiency with normal Ig concentrations and normal numbers
of B cells

Transient hypogammaglobulinaemia of infancy with normal numbers of B cells
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P450%+ ¥+ FL &2 4 —+¥ (POR) K
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SF-1/Ad4BP S (4t fitk)
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Yekn (& M4, MR
Chédiak-Higashi syndrome
X-linked lymphoproliferative syndrome
Autoimmune lymphoproliferative syndrome
Severe congenital neutropenia
Cyclic neutropenia
Leukocyte adhesion deficiency
Shwachman-Diamond syndrome

Chronic granulomatous disease

Myeloperoxidase deficiency

Mendelian susceptibility to mycobacterial disease
Anbhidrotic ectodermal dysplasia with immunodeficiency

IRAK4 deficiency ; Immunodeficiency due to interleukin-1 receptor-associated
kinase-4 deficiency

MyD88 deficiency

Chronic mucocutaneous candidiasis

Inherited deficiency of complement system

Hereditary angioedema (C1 inhibitor deficiency)

IgA nephropathy

Polycystic kidney

Ossification of the ligamentum flavum

Ossification of posterior longitudinal ligament

Spinal stenosis ; Extensive spinal canal stenosis

Idiopathic osteonecrosis of the femoral head : Idiopathic femoral head necrosis

Pituitary ADH secretion disorders ; Inappropriate antidiuretic hormone secre-
tion syndrome

Central diabetes insipidus
Syndrome of inappropriate secretion of antidiuretic hormone
TSH-secreting pituitary adenoma : Pituitary TSH secretion hyperthyroidism

_Prolactin secreting pituitary adenoma ; Pituitary PRL secretion hyperthyroid-
sm

Cushing disease

Pituitary gonadotropin secretion hyperthyroidism
Central precocious puberty

GH secreting pituitary adenoma

Growth hormone secreting pituitary adenoma : Pituitary growth hormone se-
cretion hyperthyroidism

Hypopituitarism ; Anterior pituitary hypothyroidism

Syndrome of abnormal secretion of gonadotropin

Syndrome of abnormal secretion of adrenocorticotropic hormone
Syndrome of abnormal secretion of thyroid-stimulating hormone
Growth hormone secretion deficiency of dwarfism (child)

Adult growth hormone deficiency

Syndrome of abnormal secretion of Prolactin
Homozygous familial hypercholesterolemia

Resistance to thyroid hormone : Syndrome of resistance to thyroid hormone
Thyroid hormone insensitivity syndrome

Congenital adrenal hyperplasia ; Congenital adrenal enzyme deficiency : Conge-
nial adrenal cortex enzyme deficiency

Congenital Lipoid Adrenal Hyperplasia

3 -Hydroxysteroid Dehydrogenase Deficiency
21-Hydroxylase deficiency

11 -Hydroxylase deficiency

17 a -Hydroxylase deficiency

P450 Oxidoreductase deficiency

Congenital adrenal hypoplasia

X-linked congenital adrenal hypoplasia

Congenital adrenal hypoplasia, autosomal recessive form
IMAGe syndrome

Familial glucocorticoid deficiency

Triple A syndrome

Addison disease ; Primary chronic adrenocortical insufficiency
Sarcoidosis

Idiopathic interstitial pneumonia

Pulmonary arterial hypertension

Pulmonary veno-occlusive disease and/or pulmonary capillary haemangiomato-
sis

pulmonary veno-occlusive disease ; Pulmonary venous obstruction
Pulmonary capillary hemangiomatosis

Chronic thromboembolic pulmonary hypertension
Lymphangioleiomyomatosis

Retinitis pigmentosa

Budd-Chiari syndrome

Idiopathic portal hypertension : Banti syndrome
Primary biliary cirrhosis

Primary sclerosing cholangitis

Autoimmune hepatitis

Crohn disease

Ulcerative colitis

Eosinophilic gastrointestinal disease

Neonatal food-protein induced enterocolitis

Eosinophilic esophagitis
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Eosinophilic gastroenteritis

Chronic intestinal pseudo-obstruction ; Chronic idiopathic pseudo-bowel ob-
struction

Megacystis microcolon intestinal hypoperistalsis syndrome ; Huge bladder short
and small colon intestinal peristalsis deficiency

Congenital isolated hypoganglionosis : Intestinal ganglion cells insignificant dis-
ease

Rubinstein-Taybi syndrome
Cardio-facio-cutaneous syndrome ; CFC syndrome
Costello syndrome

CHARGE syndrome

Cryopyrin-associated periodic syndrome : Cryopyrin associated periodic fever
syndrome

Systemic juvenile idiopathic arthritis ; Systemic-onset juvenile idiopathic arthri-
tis

TNF receptor-associated periodic syndrome
Atypical hemolytic uremic syndrome

Blau syndrome

Congenital myopathy

Nemaline myopathy

Central core disease ; Minicore myopathy
Myotubular myopathy : Centronuclear myopathy
Congenital fiber-type disproportion myopathy
Marinesco-Sjogren syndrome : Hereditary cerebellar ataxia-childhood cataracts
Muscular dystrophy

Dystrophinopathies (Duchenne muscular dystrophy/Becker muscular dystro-
phy)

Limb-girdle muscular dystrophy
Facioscapulohumeral muscular dystrophy
Emery-Dreifuss muscular dystrophy
Oculopharyngeal muscular dystrophy

Fukuyama type congenital muscular dystrophy
Myotonic dystrophy

Non-dystrophic myotonia syndrome

Myotonia congenita

Sodium channel myotonia

Paramyotonia congenita

Hyperkalemic periodic paralysis

Hypokalemic periodic paralysis

Hereditary periodic paralysis

Hereditary Hypokalemic Periodic Paralysis
Hereditary Hyperkalemic Periodic Paralysis

Atopic myelitis

Syringomyelia

Myelomeningocele

Isaacs syndrome

Hereditary dystonia

DYT1 dystonia

DYT2 dystonia

DYT3 dystonia

DYT4 dystonia

DYT5 dystonia : DYT14 dystonia ; Segawa disease

DYT6 dystonia

DYT?7 dystonia

DYT8 dystonia ; Paroxysmal nonkinesigenic dyskinesia 1

DYTQ .dystonia ; Paroxysmal dystonic choreathetosis with episodic ataxia and
spasticity

DYTI0 dystonia : Episodic kinesigenic dyskinesia 1

DYTI11 dystonia ; Myoclonus-dystonia syndrome

DYTI12 dystonia ; Rapid-onset dystonia-parkinsonism

DYT13 dystonia

DYT15 dystonia

DYTI16 dystonia

DYT17 dystonia

DYTI18 dystonia ; Paroxysmal execise-induced dyskinesia

DYT19 dystonia ; Episodic kinesigenic dyskinesia 2

DYT20 dystonia ;: Paroxysmal nonkinesigenic dyskinesia 2

Pantothenate kinase-associated neurodegeneration

Infantile neuroaxonal dystrophy

Neuroferritinopathy

Aceruloplasminemia ; Hereditary ceruloplasmin deficiency

Fatty Acid Hydroxylase-associated neurodegeneration ; Dysmyelinating leuko-
dystrophy and spastic paraparasis with or without dystonia, spastic paraplegia
35

Neuroferritinopathy

Superficial siderosis ; Brain table hemosiderosis

Cerebral autosomal recessive arteriopathy with subcortical infarcts and leuko-
encephalopathy ; Cerebral autosomal recessive arteriopathy with baldness and
degenerative spondylosis : Autosomal recessive leukoencephalopathy with bald-
ness and degenerative spondylosis ; Cerebral autosomal recessive arteriopathy
Cerebral autosomal dominant arteriopathy with subcortical infarcts and leuko-
encephalopathy ; Autosomal dominant cerebral artery disease with subcortical
infarct and leukoencephalopathy
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125 MFEEIERA 7 =0 A PR A D BIEEO F AEEEAE  Hereditary diffuse leukoencephalopathy with spheroid [ ) -
126 =) —AEMRE Perry syndrome [ ] [ ] -
127 WiSEMSE IS Frontotemporal lobar degeneration [ ] [ ] O
Fo TR SRR R AR Behavioral variant frontotemporal dementia [ ] [ ] (€]
S BRI Semantic dementia [ ] [ J O
128 Ywuh—2A%¥ v 7k Vickers staff brainstem encephalitis : Bickerstaff Brainstem encephalitis [ ] -
129  FOEEATR (TAHM) SERE Acute encephalopathy with biphasic seizures and late reduced diffusion : Epi- [ ] -
lepticus type biphasic acute encphalopathy : Epilepticus type acute encphalopa-
thy
130 SR VEME SR Congenital insensitivity to pain with anhidrosis [ ] [ ] O
1381 7LHFF 25— Alexander disease [ J [ J -
B KMEEE (1LRD) 7Ly —ih Alexander disease type I [ ) A -
o HERh - REEAGEL (28) 7L - Alexander disease type IT [ ] A -
S R (38 T LAY SR Alexander disease type 11 A -
132 SRR L vEBRIRR Congenital supranuclear bulbar palsy : Congenital suprabulbar paresis : Worces- [ ) -
ter drought syndrome ; Worster-Drought syndrome
133 A & AJEMER Moebius syndrome ; Mobius syndrome [ ] -
134 PRI R EAE /N BV > T IEREEE Septo-optic dysplasia/De Morsier syndrome [ ) [ ) @)
b AR I S HE Septo-optic dysplasia [ ] [ ] (@)
L FELVYTEER De Morsier syndrome [ ] -
135 7 A HIVT 1 SEGERE Aicardi syndrome [ ] -
136 F Ml HE Hemimegalencephaly [ ] -
137 RIS PEE: B SR Focal cortical dysplasia [ ] A o
138 fi#RAl RS B L Nerve cell migration disorders : Lissencephaly ; Neuronal migration defect o [ ] ]
139 Se KRR BT A 4 Congenital cerebral hypomyelination : Congenital cerebral white matter aplasia [ ] [ ] (@]
SRR RN S B AVFASPAN Pelizaeus-Merzbacher disease [ ] [ ] (@)
A ER D I SIAVIASPAN: 3Bl Pelizaeus-Merzbacher like disease [ ] [ ] (@)
b BREA% 3 X OVININEER % £k ) BRI AN 2 Hypomyelination with atrophy of the basal ganglia and cerebellum [ ] -
F 18q RIAEMERE 18q-syndrome [ ) -
79y =Ry xR —EfER Allan-Herndon-Dudley syndrome [ ] [ ] -
- HSP60 chaperon i Mitochondrial Hsp60 chaperonopathy [ ) -
F I Salla disease [ ] [ J -
F NI & MR & b ) OB MR VR 45 Diffuse cerebral hypomyelination with cerebellar atrophy and hypoplasia of the [ ] -
corpus callosum
F o R NEE % ) BERSTE RO 4 Hypomyelination and congenital cataract [ ] A -
F o RE. OB E B B RS 49 Ataxia, delayed dentition, and hypomyelination [ J A -
b BERRRRARRE S KRR AN ASE ¢ 7 — 7 > /3= Peripheral demyelinating neuropathy : Central dysmyelinating leukodystrophy : [ J [ ] -
i Waardenburg syndrome : Hirschsprung disease
140 Dorabe syndrome ; Dravet syndrome [ ] A O
141 B L% ) NEIIEESEC A2 A Mesial temporal lobe epilepsy with hippocampal sclerosis : Medial temporal [ ] -
lobe epilepsy with hippocampal sclerosis : Mesial temporal lobe epilepsy with
bilateral hippocampal sclerosis
142 34 7u=—=XKMTAD»A Myoclonic absence epilepsy [ ] A -
143 IA 7 u=—RBlsEEEEED TADA Epilepsy with myoclonic-atonic seizures ; Epilepsy with myoclonic cataplexy [ ] A -
144 LV /v oA - HAb— iR Lennox-Gastaut syndrome [ ] -
145 T A bERERE West syndrome : Infantile spasms [ ] [ ] (@)
146 K HEE PR Ohtahara syndrome : Early infantile epileptic encephalopathy with suppression [ ] [ ] (]
burst
147 R34 7 0o = —E Early myoclonic encephalopathy [ ] -
148 HEETEE MR R ) AU CTADA Epilepsy of infancy with migrating focal seizures : Infant epilepsy with migra- [ ] -
tory focus seizure ; Migrating partial seizures in infancy
149 FrHEEE - R - T A D AJERRE Hemiconvulsion hemiplegia epilepsy syndrome ; One side convulsions, hemiple- [ ) -
gia - epilepsy syndrome
150 BER207E e to (e ot Ring chromosome 20 epilepsy syndrome : Ring chromosome 20 syndrome [ ) -
151 JF AL vt VRS Rasmussen encephalitis [ ] -
152 PCDH19B i PCDHI19 related syndrome : PCDH19 Epilepsy : Epilepsy and mental retardation [ ) A -
limited to females
153 Acute encephalitis with refractory, repetitive partial seizures ; Refractory fre- [ ] A -
quent partial seizures intussusception acute encephalitis
154 FRi IR RS RS 2 7R 3 C A A TERNIE Epilepsy with continuous spikes and waves during slow sleep : Epileptic en- [ ] A (]
cephalopathy with continuous spike-and-wave during sleep
155 ¥ Fw -2 L7 —fElEr Acquired aphasia with convulsive disorder ; Landau-Kleffner syndrome [ ] [ ] -
156 L v MEMR Rett syndrome [ ] [ ] (€]
157 A% =T - 7z —N—fEfER Sturge-Weber syndrome [ ] -
158 AL L Tuberous sclerosis : Tuberous sclerosis complex [ ] [ ] (@)
159 IR R IE Xeroderma pigmentosum [ ] [ ] O
160 SR Y i Congenital ichthyosis [ ] -
[ Keratinopathic ichthyosis (including Epidermolytic ichthyosis and Superficial o A O
TE T 22 Bz i epidermolytic ichthyosis)
SR X (A5 St Harlequin ichthyosis o [ ] (€]
- Autosomal recessive congenital ichthyosis (excluding Harlequin ichthyosis) [ ] A -
L Netherton syndrome ; Sjégren-Larsson syndrome ; Keratitis-ichthyosis-deafness A A O
syndrome ; Dorfman-Chanarin syndrome ; Neutral lipid storage disease ; Mul-
VTR T F) VHE iE. 25N tiple sulfatase deficiency : Recessive X-linked ichthyosis ; IBIDS (ichthyosis,
VT 7y —ERAEE. X EHVES VM EE B RE, IBID  brittle hair, impaired intelligence, decreased fertility and short stature) syn-
(ichthyosis, brittle hair, impaired intelligence, decreased drome ; Trichothiodystrophy ; Ichthyosis follicularis ; CHILD (congenital hemi-
fertility and short stature) . Trichothiodystrophy. &M dysplasia, ichthyosiform erythroderma or nevus, and limb defects) syndrome :
i . CHILD (congenital hemidysplasia, ichthyosiform Conradi-Hiinermann-Happle syndrome
erythroderma or nevus, and limb defects) JiEf##E. Conra-
di-Hunermann-Happle JiEf## % &)
161 FE AR TIEE © AN — - A1) =i Familial benign chronic pemphigus ; Benign familial pemphigus : Hailey-Hailey [ ] -
disease
162 HFNHE (BRUREAEEL &) Pemphigoid [} -
o ERE Pemphigoid [ ] -
L BRI Epidermolysis bullosa acquisita [ ) -
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Idiopathic pure sudomotor failure : Idiopathic acquired systemic anhidrosis : Acquired idiopathic gen-

eralized anhidrosis

Oculocutaneous albinism

Pachydermoperiostosis

Pseudoxanthoma elasticum

Marfan syndrome

Ehlers-Danlos Syndrome

Ehlers-Danlos Syndrome (Classical type)
Ehlers-Danlos Syndrome (Hypermobility type)
Ehlers-Danlos Syndrome (Vascular type)
Ehlers-Danlos Syndrome (Kyphoscoliosis tyep)
Ehlers-Danlos Syndrome (Arthrochalasia type)
Ehlers-Danlos Syndrome (Dermatosparaxis type)
Dermatan 4-O-sulfotransferase 1 Deficient Ehlers-Danlos Syndrome

Menkes disease

Occipital horn syndrome

Wilson disease

Hypophosphatasia

VATER syndrome ;: VATER association
Nasu-Hakola disease

Weaver syndrome

Coffin-Lowry syndrome

Arima syndrome ; Cerebro-oculo-hepato-renal syndrome
Mowat-Wilson syndrome

Williams syndrome

ATR-X syndrome : Alpha-thalassemia mental retardation syndrome
Crouzon syndrome

Apert syndrome

Pfeiffer syndrome

Antley-Bixler syndrome

Coffin-Siris Syndrome
Rothmund-Thomson syndrome

Kabuki syndrome

Polysplenia syndrome

Asplenia syndrome

Branchio-oto-renal syndrome ; BOR syndrome
Werner syndrome

Cockayne syndrome

Prader-Willi syndrome

Sotos syndrome

Noonan syndrome

Young-Simpson syndrome

1p36 deletion syndrome

4p deletion syndrome : 4p-syndrome

5p deletion syndrome : 5p-syndrome

Paternal uniparental disomy of chromosome 14 ; No.14 chromosome father di-
somy syndrome ; Kagami-Ogata syndrome

Angelman syndrome
Smith-Magenis syndrome
22q11.2 deletion syndrome
Emanuel syndrome

Fragile X syndrome related diseases ; Fragile X-associated tremor/ataxia syn-
drome

Fragile X syndrome

Persistent truncus arteriosus

Corrected transposition of great arteries

Complete transposition of great vessel; Complete transposition of great arteries
Single ventricle heart defect ; Complete TGA ; Univentricular heart
Hypoplastic left heart syndrome

Tricuspid atresia

Pulmonary atresia without ventricular septum defect ; Pulmonary atresia with
intact ventricular septum

Pulmonary atresia with ventricular septum defect ; Pulmonary atresia with
ventricular septal defect

Tetralogy of Fallot

Double outlet right ventricle

Ebstein disease : Ebstein malformation

Alport syndrome

Galloway-Mowat syndrome

Rapidly progressive glomerulonephritis

Anti-glomerular basement membrane disease

Primary nephrotic syndrome

Primary membranoproliferative glomerulonephritis
Purpura nephritis

Congenital nephrogenic diabetes insipidus : Nephrogenic diabetes insipidus
Interstitial cystitis with Hunners ulcer ; Interstitial cystitis
Osler disease ; Hereditary hemorrhagic telangiectasia
Bronchiolitis obliterans ; Obliterating bronchiolitis

Autoimmune pulmonary alveolar proteinosis ; Congenital pulmonary alveolar
proteinosis : Hereditary pulmonary alveolar proteinosis

Autoimmune pulmonary alveolar proteinosis

Congenital pulmonary alveolar proteinosis ; Hereditary pulmonary alveolar
proteinosis
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Alveolar hypoventilation syndrome
Alpha-l-antitrypsin deficiency
Carney complex
Wolfram syndrome
Peroxisomal disease (except Adrenoleukodystrophy)
Peroxisome biogenesis disorders
Zellweger syndrome
Neonatal adrenoleukodystrophy
Infantile Refsum disease
Rhizomelic chondrodysplasia punctata type 1
Peroxisomal beta-oxidation enzyme deficiency
Refsum disease

Plasmalogen biosynthesis enzyme deficiency : Rhizomelic chondrodysplasia
punctata type 2, type 3

Primary hyperoxaluria type 1

Acatalasemia : Acatalasia

Contiguous ABCD1 DXS1357E deletion syndrome
Hypoparathyroidism ; Accessory thyroid hypergasia disease
Pseudohypoparathyroidism

ACTH unresponsiveness : Adrenocorticotropic hormone unresponsiveness ;
Adrenocorticotropic hormone insensitivity

Vitamin D-resistant rickets/Vitamin D-resistant osteomalacia
Vitamin D-resistant rickets

Vitamin D-resistant osteomalacia

Vitamin D-dependent rickets ; Vitamin D-dependent osteomalacia
Vitamin D-dependent rickets, type 1

Vitamin D-dependent rickets, type 2

Phenylketonuria

Hypertyrosinemia type I ; Tyrosinemia type 1
Hypertyrosinemia type II ; Tyrosinemia type 2
Hypertyrosinemia type III ; High tyrosinemia ; Tyrosinemia type 3
Maple syrup urine disease

Propionic acidemia

Methylmalonic acidemia

Isovaleric acidemia

Glucose transporter type 1 deficiency ; Glutl deficiency
Glutaric Acidemia type 1

Glutaric Acidemia type 2

Urea cycle disorder

Carbamoyl phosphate synthetase I deficiency
Ornithine transcarbamylase deficiency

Citrullinemia type I

Argininosuccinic aciduria

Argininemia

NAGS deficiency

Lysinuric protein intolerance

Congenital folate malabsorption : Hereditary Folate Malabsorption
Porphyria

Acute intermittent porphyria

Hereditary coproporphyria

Variegate porphyria

Erythropoietic protoporphyria

Porphyria cutanea tarda

Congenital erythropoietic porphyria

X-linked dominant protoporphyria
Hepatoerythropoietic porphyria

Multiple carboxylase deficiency

Holocarboxylase synthetase deficiency

Biotinidase deficiency

Skeletal muscle glycogenosis ; Glycogen storage disease type VII ; Muscle gly-
cogen storage disease ; Muscular glycogenosis
Glycogen storage diseases type 0

Glycogen storage diseases type II ; Pompe disease
Glycogen storage diseases type III ; Cori disease
Glycogen storage diseases type IV ; Andersen disease
Glycogen storage diseases type V ; McArdle disease
Glycogen storage diseases type VII ; Tarui disease
Glycogen storage diseases type [Xd

Phosphoglycerate kinase deficiency

Glycogen storage diseases type X

Glycogen storage diseases type XI ; Kanno disease
Glycogen storage diseases type XII

Glycogen storage diseases type XIIT

Glycogen storage diseases type XIV

Glycogen storage diseases type XV

Hepatic glycogenosis

Glycogen storage disease type II-VI-IX

Glycogen storage disease type IV

Galactose-1-phosphate uridylyltransferase deficiency : Galactose-1-phosphate
uridyltransferase deficiency ; Galactosemia type 1 ; GALT deficiency

Lecithin-cholesterol acyltransferase deficiency ; LCAT deficiency
Sitosterolemia
Tangier disease
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Primary Hyperchylomicronemia
Cerebrotendinous xanthomatosis
Abetalipoproteinemia
Lipodystrophy
Generalized congenital lipodystrophy
Acquired generalized lipodystrophy
Familial partial lipodystrophy
Partial acquired lipodystrophy
Familial Mediterranean fever

Hyper-IgD syndrome : Hyperimmunoglobulinemia D and periodic fever syn-

drome

Nakajo-Nishimura syndrome ; Autoinflammation, lipodystrophy, and dermatosis

syndrome ; CANDLE syndrome : JMP syndrome

Pyogenic arthritis, pyoderma gangrenosum and acne syndrome : PAPA syn-

drome

Chronic recurrent multifocal osteomyelitis

Ankylosing spondylitis ; Spondylarthritis ankylopoietica
Fibrodysplasia ossificans progressiva

Congenital scoliosis with rib anomaly

Osteogenesis Imperfecta

Thanatophoric dysplasia

Achondroplasia

Lymphangiomatosis ; Generalized lymphatic anomaly : Gorham disease : Gorham-

Stout disease
Lymphangiomatosis ; Generalized lymphatic anomaly
Gorham disease : Gorham-Stout disease

Orphanet™

o0 0000 000 © O 000OCGOCOOGOGIO )

Huge Lymphatic malformation with cervicofacial lesion ; Huge Lymphatic malformation

Huge venous malformation with cervical, oral and pharyngeal diffuse lesion ; Huge venous malforma-

tion

KEGG*

>r>re @>)> O

4

Huge arteriovenous malformation with cervicofacial or limb lesion : Huge arteriovenous malformation

Klippel-Trenaunay-Weber syndrome

Congenital dyserythropoietic anemia

Acquired pure red cell aplasia

Diamond-Blackfan anemia

Fanconi anemia

Hereditary sideroblastic anemia

Epstein syndrome

Autoimmune Hemorrhaphilia XII1/13

Cronkhite-Canada syndrome

Chronic nonspecific multiple ulcers of the small intestine

Hirschsprung disease, entire colon type ; Hirschsprung disease, small intestine

type

Cloacal exstrophy

Persistent cloaca

Congenital diaphragmatic hernia

Infant huge hepatic hemangioma : Infant giant liver hemangioma
Biliary atresia

Alagille syndrome

Hereditary pancreatitis

Cystic fibrosis

IgG4-related disease

IgG4-related disease : Comprehensive

Autoimmune pancreatitis

TgG4-related sclerosing cholangitis

TgG4-related lacrimal gland, orbital, and salivary gland lesions
IgG4-related kidney disease

Macular dystrophy

Vitelliform macular dystrophy : Best vitelliform macular dystrophy
Stargardt disease

Occult macular dystrophy

Cone dystrophy : Cone rod dystrophy

X-linked juvenile retinoschisis

Central areolar choroidal dystrophy

Leber hereditary optic neuropathy

Usher syndrome

Juvenile-onset bilateral sensorineural hearing loss

Delayed endolymphatic hydrops

Eosinophilic sinusitis
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