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412 B B U AN H IE Dysbetalipoproteinemia 2014 4 3 ARR
90117 EPEEEE T = 2 —a N F— R Hereditary motor and sensory neuropathy, Okinawa type 2017 11 AR
100985 | BUSPEEMEX IR 4 R (R R Autosomal dominant spastic paraplegia type 4 2017 4F 4 AR
422526 JEL A B O e PP i e e Hereditary clear cell renal cell carcinoma 2017 - 12 AhR
35687 TV B B-F = AF Erdheim-Chester disease 2013 4F 6 Al
79665 i — R F—JiEfpht Gardner syndrome 2017 ££ 5 R
891 GRS LUV RE - (R RE Familial exudative vitreoretinopathy 2014 4 1 AR
980406 iﬁf)@x ToaA PR 7 o —PlEfEE (T k4 f:;rsl(l)l;ia:esjz;n;e-zzl:::nt nephrotic syndrome with 2017 £ 1 A i
440 FIEMEIRIE R Familial hypospadias 2006 £ 5 H it

97 FIGENEFE A S ) SRR Familial paroxysmal ataxia 2015 4 1 AR
2331 )1 IRE 975 Kawasaki disease 20154 1 AR
99922 AR R Ocular cicatricial pemphigoid 2018 4£ 2 AhK
195 X v v b7 A SEGERE Cat-eye syndrome 2016 45 1 AR
95409 SERIE A4 Acute adrenal insufficiency 2012 4 10 AhK
166427 B TAnA Startle epilepsy 2017 4= 8 Hhlit
3197 E5n (Bist) Hereditary hyperekplexia 2010 4 8 At
2750 H B AE G RE 1 Orofaciodigital syndrome type 1 2012 4 9 AhR



https://www.orpha.net/data/patho/Pro/other/Ijobetaripotanpakukessho_JP_ja_PRO_ORPHA412.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3264
https://www.orpha.net/data/patho/Pro/other/IdenseiundokankakunyuropachiOkinawagata_JP_ja_PRO_ORPHA90117.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11978
https://www.orpha.net/data/patho/Pro/other/Idenseikeiseitsuimahi4gataJyosenshokutaiyusei_JP_ja_PRO_ORPHA100985.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=14696
https://www.orpha.net/data/patho/Pro/other/Idenseitanmeisaibougatajinsaibougan_JP_ja_PRO_ORPHA422526.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=23138
https://www.orpha.net/data/patho/Pro/other/ErdheimChesterbyo_JP_ja_PRO_ORPHA35687.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10383
https://www.orpha.net/data/patho/Pro/other/Gardnershokogun_JP_ja_PRO_ORPHA79665.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11544
https://www.orpha.net/data/patho/Pro/other/Kazokuseishinshutsuseishoushitaimomakusho_JP_ja_PRO_ORPHA891.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=7036
https://www.orpha.net/data/patho/Pro/other/KazokuseisuteroidoteikouseinefurozeshokogunKanonnancho_JP_ja_PRO_ORPHA280406.pdf
https://www.orpha.net/data/patho/Pro/other/KazokuseisuteroidoteikouseinefurozeshokogunKanonnancho_JP_ja_PRO_ORPHA280406.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=20470
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=20470
https://www.orpha.net/data/patho/Pro/other/Kazokuseinyodokaretsu_JP_ja_PRO_ORPHA440.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3299
https://www.orpha.net/data/patho/Pro/other/Kazokuseihossaseiundoshicchosho_JP_ja_PRO_ORPHA97.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=264
https://www.orpha.net/data/patho/Pro/other/Kawasakibyo_JP_ja_PRO_ORPHA2331.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=788
https://www.orpha.net/data/patho/Pro/other/Ganruitenposo_JP_ja_PRO_ORPHA99922.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=14495
https://www.orpha.net/data/patho/Pro/other/Cateyeshokogun_JP_ja_PRO_ORPHA195.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=246
https://www.orpha.net/data/patho/Pro/other/Kyuseifukujinfuzen_JP_ja_PRO_ORPHA95409.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=12584
https://www.orpha.net/data/patho/Pro/other/Kyogakutenkan_JP_ja_PRO_ORPHA166427.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=17645
https://www.orpha.net/data/patho/Pro/other/KyogakubyoIdensei_JP_ja_PRO_ORPHA3197.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2862
https://www.orpha.net/data/patho/Pro/other/Kuchikaoyubishokogun1gata_JP_ja_PRO_ORPHA2750.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2506
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ORPHA %5 Orphanet %24 (HAGE Orphanet &4 (J5E .
67044 | M/ SE (e KRR ERI AR Rk e 1 2 ) Hhrombocylopenia_with —congenital dyservthiopoletie | o010 9 g
anemia
33577 s B FEA LR NG Ik 2% Nodular non-suppurative panniculitis 2007 & 3 H i
90289 R SRy P 58 S E Localized scleroderma 2010 4£ 7 Al
3165 O P BRE g AR 8 Eosinophilic fasciitis 2013 /£ 1 H ik
374 =)V T N JEGERE Goldenhar syndrome 2014 - 3 AR
1299 R =5 A AR B A E (B R Branchioskeletogenital syndrome 2017 4 10 AR
1452 PHE BHEE TP A B Cleidocranial dysplasia 2013 4 11 AfR
86906 BIR TR aE CRVIEEZ S ) Hypothalamic hamartomas with gelastic seizures 2018 4F 1 il
139431 T — N AR Jeavons syndrome 2009 4 1 AhR
563 JE PERL Lo i i Peripartum cardiomyopathy 2014 4 1 AR
19642 iﬁ;@fﬁk%?ﬂ-? 7 ZPE AP -WHERAR -SHH U o 2 S Ef RAE B PFAPA syndrome 9014 £ 7 i i
2462 Yad Y -I =)V RN JYEGRE Shprintzen-Goldberg syndrome 2016 4 10 A KK
86919 LA I - R A A fE Keratosis palmaris et plantaris-clinodactyly syndrome 2007 £F 9 Ahl
2202 1 A A OE - EEROE e Palmoplantar keratoderma-deafness syndrome 2015 - 7 AR
1010 U B BB A5 (L + 25 T MR AutosoTnal domir'lant palmoplantar keratoderma and 2013 4 7 F it
congenital alopecia
1368 U o O VR (LT 2 TP B Autoso'mal I‘eces'sive palmoplantar keratoderma and 2013 4 7 F it
congenital alopecia
813 V=T v IVIEMERE Silver-Russell syndrome 2007 4= 9 AR
308166 HELT MR AR B MERLBE £ B Erythrokeratoderma variabilis progressiva 2015 4 10 AR
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https://www.orpha.net/data/patho/Pro/other/KesshobangenshoshoSentenseisekkekkyukeiseiijyoseihinketsu_JP_ja_PRO_ORPHA67044.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10904
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10904
https://www.orpha.net/data/patho/Pro/other/Kessetsuseihikanouseishiboushikien_JP_ja_PRO_ORPHA33577.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10330
https://www.orpha.net/data/patho/Pro/other/Genkyokuseikyohisho_JP_ja_PRO_ORPHA90289.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=12000
https://www.orpha.net/data/patho/Pro/other/Kosankyuseikinmakuen_JP_ja_PRO_ORPHA3165.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=755
https://www.orpha.net/data/patho/Pro/other/Goldenharshokogun_JP_ja_PRO_ORPHA374.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=499
https://www.orpha.net/data/patho/Pro/other/Saikyukokkakuseishokukishokogun_JP_ja_PRO_ORPHA1299.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1533
https://www.orpha.net/data/patho/Pro/other/Sakotsuzugaikeiseifuzensho_JP_ja_PRO_ORPHA1452.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=443
https://www.orpha.net/data/patho/Pro/other/ShishokabukagoshuWaraihossawotomonau_JP_ja_PRO_ORPHA86906.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11782
https://www.orpha.net/data/patho/Pro/other/Jeavonsshokogun_JP_ja_PRO_ORPHA139431.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=16894
https://www.orpha.net/data/patho/Pro/other/Shusankishinkinsho_JP_ja_PRO_ORPHA563.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=8610
https://www.orpha.net/data/patho/Pro/other/ShukiseihatsunetsuAfutaseikonaienIntoenKeiburinpasetsuen_JP_ja_PRO_ORPHA42642.pdf
https://www.orpha.net/data/patho/Pro/other/ShukiseihatsunetsuAfutaseikonaienIntoenKeiburinpasetsuen_JP_ja_PRO_ORPHA42642.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10573
https://www.orpha.net/data/patho/Pro/other/ShprintzenGoldbergShokogun_JP_ja_PRO_ORPHA2462.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2275
https://www.orpha.net/data/patho/Pro/other/ShosekikakukashoShashishoshokogun_JP_ja_PRO_ORPHA86919.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11792
https://www.orpha.net/data/patho/Pro/other/ShosekikakukashoNanchoshokogun_JP_ja_PRO_ORPHA2202.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2085
https://www.orpha.net/data/patho/Pro/other/JosenshokutaiyuseishosekikakukashoSentenseidatsumosho_JP_ja_PRO_ORPHA1010.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1323
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1323
https://www.orpha.net/data/patho/Pro/other/JosenshokutairesseishosekikakukashoSentenseidatsumosho_JP_ja_PRO_ORPHA1366.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1573
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1573
https://www.orpha.net/data/patho/Pro/other/SilverRussellshokogun_JP_ja_PRO_ORPHA813.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=584
https://www.orpha.net/data/patho/Pro/other/Shinkoseihendoseikohankakuhisho_JP_ja_PRO_ORPHA308166.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=21301
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ORPHA %5 Orphanet %24 (HAGE Orphanet &4 (J5E .
828 AT 4 v 7 T —JElERE Stickler syndrome 2008 4F 11 Hhii
3198 AT 4 v T23= YV EfEhE & B R A Stiff person syndrome and related disorders 2007 4 8 H I
306504 b AR TS (S5 O 2 P 5 ) Juncti.onal epidermolysis bullosa with respiratory and 2010 4 1 A i
renal involvement
371428 2 DM B S RE - A HE -BARTE A7 kT A Multicentric osteolysis-nodulosis-arthropathy spectrum 2015 4 6 Hhli
218 £ U IR Darier disease 2009 - 4 Hhi
138216 %%%%;@\:Ki % PURA B dSEfi A A Bk IK -5 | PURA-related severe neonatal hV.potonia-s?izures- 9017 £ 9 Fi ki
- D EE B encephalopathy syndrome due to a point mutation
861 PV —=Fv— a3 X Treacher-Collins syndrome 2014 45 1 AR
34217 T VA Naxos disease 2006 - 3 H IR
137699 A - 5 BT P - L inir;cotranllle diarrhea-choanal atresia-eye anomalies 2008 - 4 1
823 oy AtE (FEPE) Isolated spina bifida 2005 1 H it
73014 FLIREEETE T HE Intractable diarrhea of infancy 2006 4 3 A IR
306507 AR 7 o —PhEfpRE (LAMB2 BiH) LAMB2-related infantile-onset nephrotic syndrome 2018 4= 4 A MR
425120 FLIAAEIE STING [ ifn & ¢ STING-associated vasculopathy with onset in infancy 2017 4= 12 AR
9961 R R AR R R, L KT o Hypospadias-intellectual disability, Goldblatt type 2012 4 2 Il
syndrome

122 N bRy 7-F o ~JEfGERE Birt-Hogg-Dubé syndrome 2008 4 11 A K
672 N Y RH —-IR— VSR RE Pallister-Hall syndrome 2013 4 5 HhR
401953 P HAE B RaRE CRBABREE A 5 ) Episodic ataxia with slurred speech 2018 4 7 A It
37612 A SR B S e 1 Y Episodic ataxia type 1 2015 4 7 Al
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https://www.orpha.net/data/patho/Pro/other/Sticklershokogun_JP_ja_PRO_ORPHA828.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=824
https://www.orpha.net/data/patho/Pro/other/Stiffpersonshokoguntokanrenshikkan_JP_ja_PRO_ORPHA3198.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=849
https://www.orpha.net/data/patho/Pro/other/SetsugobugatahyohisuihoshoKokyukioyobijinshogai_JP_ja_PRO_ORPHA306504.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=21219
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=21219
https://www.orpha.net/data/patho/Pro/other/Tachushinseikotsuyoukaishokessetsushokansetsusho_JP_ja_PRO_ORPHA371428.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=22539
https://www.orpha.net/data/patho/Pro/other/Darierbyo_JP_ja_PRO_ORPHA218.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=323
https://www.orpha.net/data/patho/Pro/other/TentotsuzenheniPURAkanrenjyushoshinseijikinkinchoteikaKN_JP_ja_PRO_ORPHA438216.pdf
https://www.orpha.net/data/patho/Pro/other/TentotsuzenheniPURAkanrenjyushoshinseijikinkinchoteikaKN_JP_ja_PRO_ORPHA438216.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=23370
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=23370
https://www.orpha.net/data/patho/Pro/other/TreacherCollinsshokogun_JP_ja_PRO_ORPHA861.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=293
https://www.orpha.net/data/patho/Pro/other/Naxosbyo_JP_ja_PRO_ORPHA34217.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10333
https://www.orpha.net/data/patho/Pro/other/NanchiseigeriKobikoheisaGanijoshokogun_JP_ja_PRO_ORPHA137622.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=16693
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=16693
https://www.orpha.net/data/patho/Pro/other/NibunsekitsuiKohatsusei_JP_ja_PRO_ORPHA823.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=5013
https://www.orpha.net/data/patho/Pro/other/Nyujinanchiseigerisho_JP_ja_PRO_ORPHA73014.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11032
https://www.orpha.net/data/patho/Pro/other/NyujinefurozeshokogunLAMB2kanren_JP_ja_PRO_ORPHA306507.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=21220
https://www.orpha.net/data/patho/Pro/other/NyujihasshoSTINGkanrenkekkanen_JP_ja_PRO_ORPHA425120.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=23209
https://www.orpha.net/data/patho/Pro/other/NyodokaretsuChitekishogaishokogunGoldblattgata_JP_ja_PRO_ORPHA2261.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2129
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2129
https://www.orpha.net/data/patho/Pro/other/BirtHoggDubeshokogun_JP_ja_PRO_ORPHA122.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=8627
https://www.orpha.net/data/patho/Pro/other/PallisterHallshokogun_JP_ja_PRO_ORPHA672.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2130
https://www.orpha.net/data/patho/Pro/other/HanpukuhossaseiundoushicchoshoFumeiryohatsugo_JP_ja_PRO_ORPHA401953.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=22858
https://www.orpha.net/data/patho/Pro/other/Hanpukuhossaseiundoushicchosho1gata_JP_ja_PRO_ORPHA37612.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10444
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ORPHA %5 Orphanet %24 (HAGE Orphanet &4 (J5E .
79135 PG FEAEME ) K FiE 3 7Y Episodic ataxia type 3 2016 - 1 Hhi
79136 [ R B S e 4 7R Episodic ataxia type 4 2016 4 1 AR

211067 PG FEAEME ) R FiE 5 Y Episodic ataxia type 5 2016 - 1 Hhi
209967 PG TV B A FE 6 Y Episodic ataxia type 6 2016 £ 1 Al
209970 | AEFEAEVEER IHIE 7 Episodic ataxia type 7 2016 £ 1 Al
87884 FESE R M B s Non-syndromic genetic deafness 2007 45 7 AR
2670 BTV IR Pierson syndrome 2007 4= 2 A it
2896 oy bR T v ASEGRRE Pitt-Hopkins syndrome 2010 4 5 Hhi
90348 PUEhARIE (Y M) Autosomal dominant cutis laxa 2011 4 1 AR
3006 B Y R AR TANA Pyridoxine-dependent epilepsy 2015 4 11 AR
391641 77 A A=)V RIEfERE 1 Feingold syndrome type 1 2014 4 2 AR
391646 7 7 A v T—)v NEfERE 2 Y Feingold syndrome type 2 2014 4 2 AhR
98974 7 AAENRL A ba T 4 — Fuchs endothelial corneal dystrophy 2012 4 5 Hhi
2053 7V =~ x )V R USERERE Freeman-Sheldon syndrome 2014 - 2 AR
931393 | 89Tt S 7 X gl R IR Detathalassemialinked thrombocytopenia. 2011 4 5 A i
syndrome
1656 INZ2INSE S Dermatitis herpetiformis 2014 4 6 At
502 EEZ SR e 2 T Trichorhinophalangeal syndrome type 2 2017 4 1 ARR
2308 Y o 7 U JEERE Jacobsen syndrome 2009 4 3 AhR
302 TEECIR R I B B e Epidermodysplasia verruciformis 2010 4% 2 Al
43393 T 28— heA — b BT RERRE Lambert-Eaton myasthenic syndrome 2013 4F 11 AR



https://www.orpha.net/data/patho/Pro/other/Hanpukuhossaseiundoushicchosho3gata_JP_ja_PRO_ORPHA79135.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11161
https://www.orpha.net/data/patho/Pro/other/Hanpukuhossaseiundoushicchosho4gata_JP_ja_PRO_ORPHA79136.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11162
https://www.orpha.net/data/patho/Pro/other/Hanpukuhossaseiundoushicchosho5gata_JP_ja_PRO_ORPHA211067.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=18709
https://www.orpha.net/data/patho/Pro/other/Hanpukuhossaseiundoushicchosho6gata_JP_ja_PRO_ORPHA209967.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=18676
https://www.orpha.net/data/patho/Pro/other/Hanpukuhossaseiundoushicchosho7gata_JP_ja_PRO_ORPHA209970.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=18677
https://www.orpha.net/data/patho/Pro/other/Hishokogunseiidenseinancho_JP_ja_PRO_ORPHA87884.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11802
https://www.orpha.net/data/patho/Pro/other/Piasonshokogun_JP_ja_PRO_ORPHA2670.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2437
https://www.orpha.net/data/patho/Pro/other/PittHopkinsshokogun_JP_ja_PRO_ORPHA2896.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2624
https://www.orpha.net/data/patho/Pro/other/HifushikanshoJyosenshokutaiyusei_JP_ja_PRO_ORPHA90348.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=12024
https://www.orpha.net/data/patho/Pro/other/Piridokishinizonseitenkan_JP_ja_PRO_ORPHA3006.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=880
https://www.orpha.net/data/patho/Pro/other/Feingoldshokogun1gata_JP_ja_PRO_ORPHA391641.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=22634
https://www.orpha.net/data/patho/Pro/other/Feingoldshokogun2gata_JP_ja_PRO_ORPHA391646.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=22635
https://www.orpha.net/data/patho/Pro/other/Fuchskakumakunaihihenseisho_JP_ja_PRO_ORPHA98974.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=13991
https://www.orpha.net/data/patho/Pro/other/FreemanSheldonshokogun_JP_ja_PRO_ORPHA2053.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=494
https://www.orpha.net/data/patho/Pro/other/BetasarasemiaXrensakesshobangenshoshokogun_JP_ja_PRO_ORPHA231393.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19182
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19182
https://www.orpha.net/data/patho/Pro/other/Hoshinjohifuen_JP_ja_PRO_ORPHA1656.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=879
https://www.orpha.net/data/patho/Pro/other/Mohatsuhanashisetsukotsushokogun2gata_JP_ja_PRO_ORPHA502.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=526
https://www.orpha.net/data/patho/Pro/other/Jacobsenshokogun_JP_ja_PRO_ORPHA2308.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=518
https://www.orpha.net/data/patho/Pro/other/Yuzeijyohyohihatsuikuijosho_JP_ja_PRO_ORPHA302.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=8531
https://www.orpha.net/data/patho/Pro/other/LambertEatonkinmuryokushokogun_JP_ja_PRO_ORPHA43393.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10583
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) B BRI (FE) @
ORPHA %5 Orphanet %24 (HAGE Orphanet &4 (J5E i o
IN—T g
2764 BT B R R Osteochondritis dissecans 2015 4 3 Hhit
3440 7 —)LT VT )V Ve ERE Waardenburg syndrome 2015 4F 11 HkR
A — S
FIRRR S (E38) @
ORPHA %= Orphanet % B4 (HARGE Orphanet B4 (5555 o
N—T3g
64 Alstrom JEERE Alstréom syndrome 2014 4 6 AR
2297 ARA 2 HBUE Insulin-resistance syndrome type A 2009 4= 1 AhR
2998 BAlA R UHRPUE Insulin-resistance syndrome type B 2009 4 1 AR
. o . Myeloid/lymphoid neoplasm associated with FGFR1
168953 FGFR1 FAERZ Y 5 BHER U o SR IEE 2017 4 8 AR
rearrangement

380 Greig SA# 2 A fRIEWERTE Greig cephalopolysyndactyly syndrome 2008 4= 4 A KR
2342 Haim-Munk JEBERE Haim-Munk syndrome 2008 4 11 A hit
391417 HSD10 J5 HSD10 disease 2018 4F 10 AR

85281 MECP2 E#JEMmRE — Xg28 F U v 3 —* MECP2 duplication syndrome
2496 Mesomelia-synostoses JEBERE Mesomelia-synostoses syndrome 2012 4F 10 ARk
2745 Opitz G/BBB JEEEE Opitz G/BBB syndrome 2012 4 8 A KK
3033 Renal tubular dysgenesis Renal tubular dysgenesis 2012 4 2 A IR
793 SAPHO JE e SAPHO syndrome 2014 4 3 AR
50944 Schopf-Schulz-Passarge JiE fE i Schopf-Schulz-Passarge syndrome 2013 4F 11 AR
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https://www.orpha.net/data/patho/Pro/other/Ridanseikotsunankotsuen_JP_ja_PRO_ORPHA2764.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=858
https://www.orpha.net/data/patho/Pro/other/Waardenburgshokogun_JP_ja_PRO_ORPHA3440.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=663
https://www.orpha.net/data/patho/Pro/other/Alstroemshokogun_JP_ja_PRO_ORPHA64.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1328
https://www.orpha.net/data/patho/Pro/other/Agatainsurinteikosho_JP_ja_PRO_ORPHA2297.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1251
https://www.orpha.net/data/patho/Pro/other/Bgatainsurinteikosho_JP_ja_PRO_ORPHA2298.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=5544
https://www.orpha.net/data/patho/Pro/other/FGFR1saikoseiwotomonaukotsuzuirinpakeishuyo_JP_ja_PRO_ORPHA168953.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=17804
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=17804
https://www.orpha.net/data/patho/Pro/other/Greigzugaitagoshishokogun_JP_ja_PRO_ORPHA380.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2011
https://www.orpha.net/data/patho/Pro/other/HaimMunkshokogun_JP_ja_PRO_ORPHA2342.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2194
https://www.orpha.net/data/patho/Pro/other/HSD10byo_JP_ja_PRO_ORPHA391417.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=22621
https://www.orpha.net/data/patho/Pro/other/Xq28torisomi_JP_ja_PRO_ORPHA1762.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=11671
https://www.orpha.net/data/patho/Pro/other/MesomeliaSynostosesshokogun_JP_ja_PRO_ORPHA2496.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2308
https://www.orpha.net/data/patho/Pro/other/OpitzGBBBshokogun_JP_ja_PRO_ORPHA2745.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3423
https://www.orpha.net/data/patho/Pro/other/RenalTubularDysgenesis_JP_ja_PRO_ORPHA3033.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2726
https://www.orpha.net/data/patho/Pro/other/SAPHOshokogun_JP_ja_PRO_ORPHA793.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=6523
https://www.orpha.net/data/patho/Pro/other/SchoepfSchulzPassargeshokogun_JP_ja_PRO_ORPHA50944.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10664

X-linked spasticity-intellectual disability-epilepsy

3175 X SRR A A B - A s AE (R 2006 4 9 Jhilt
syndrome
1762 Xq28 U VI — Trisomy Xq28 2009 4 2 hil
1 —3
ORPHA %5 Orphanet %24 (HAGE Orphanet &4 (J5E ﬂﬁff;?%ﬁ) ?

280302 1A o PERER Autoimmune pancreatitis type 1 2011 4 12 H MR
238769 1944 PRI R RAE (R 1944 microdeletion syndrome 2010 4= 10 HhR
261211 16p11.2p12.2 Fokl R ISE B RE 16p11.2p12.2 microdeletion syndrome 2011 % 5 Ahi
261204 16p11.2p12.2 foill G SE fe e 16p11.2p12.2 microduplication syndrome 2017 4 3 AR
1713 17p11.2 Bl AR E (e i 17p11.2 microduplication syndrome 2017 %1 HhR
217385 17p13.3 PHcHH B HEE B 17p13.3 microduplication syndrome 2010 4F 2 AhR
261349 2p15p16.1 PG R JCSE (B HE 2p15p16.1 microdeletion syndrome 2011 4 6 A il
228402 2923.1 Pl R IS fe i 2q23.1 microdeletion syndrome 2010 4 5 AhK
1617 2924 T R S 2924 microdeletion syndrome 2014 4= 10 ARR
251019 2932933 Pl R IIEMERE 2q32q33 microdeletion syndrome 2011 4 3 A Al
251028 2933.1 PG R JiE e i 2@33.1 microdeletion syndrome 2017 4 1 AKK
1001 2937 TG R S IE i 2q37 microdeletion syndrome 2008 4 8 A KK
574 21 €/ V/I— Monosomy 21 2012 4 1 Hhli
1727 22q11.2 Bk B HEE (o B 22q11.2 microduplication syndrome 2011 4 2 AR
48652 22q13 €/ YV I — Monosomy 22q13 2008 4= 5 A it
20 3- RE X -3-AF NI N ENVEEIRIE 3-hydroxy-3-methylglutaric aciduria 2014 - 8 AR
1620 3p WEALEE /S VY X — Distal monosomy 3p 2017 4= 9 AhK
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https://www.orpha.net/data/patho/Pro/other/Xrensakeishukuchitekishogaitenkanshokogun_JP_ja_PRO_ORPHA3175.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2835
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=2835
https://www.orpha.net/data/patho/Pro/other/Xq28torisomi_JP_ja_PRO_ORPHA1762.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1190
https://www.orpha.net/data/patho/Pro/other/1gatajikomenekigatasuien_JP_ja_PRO_ORPHA280302.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=20452
https://www.orpha.net/data/patho/Pro/other/1q44bisaikesshitsushokogun_JP_ja_PRO_ORPHA238769.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19305
https://www.orpha.net/data/patho/Pro/other/16p11.2p12.2bisaikesshitsushokogun_JP_ja_PRO_ORPHA261211.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19859
https://www.orpha.net/data/patho/Pro/other/16p11.2p12.2bisaichofukushokogun_JP_ja_PRO_ORPHA261204.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19858
https://www.orpha.net/data/patho/Pro/other/17p11.2bisaichofukushokogun_JP_ja_PRO_ORPHA1713.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1160
https://www.orpha.net/data/patho/Pro/other/17p13.3bisaichofukushokogun_JP_ja_PRO_ORPHA217385.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=18852
https://www.orpha.net/data/patho/Pro/other/2p15p16.1bisaikesshitsushokogun_JP_ja_PRO_ORPHA261349.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19878
https://www.orpha.net/data/patho/Pro/other/2q23.1bisaikesshitsushokogun_JP_ja_PRO_ORPHA228402.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19125
https://www.orpha.net/data/patho/Pro/other/2q24bisaikesshitsushokogun_JP_ja_PRO_ORPHA1617.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1739
https://www.orpha.net/data/patho/Pro/other/2q32q33bisaikesshitsushokogun_JP_ja_PRO_ORPHA251019.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19604
https://www.orpha.net/data/patho/Pro/other/2q33.1bisaikesshitsushokogun_JP_ja_PRO_ORPHA251028.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19605
https://www.orpha.net/data/patho/Pro/other/2q37bisaikesshitsushokogun_JP_ja_PRO_ORPHA1001.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1313
https://www.orpha.net/data/patho/Pro/other/21monosomi_JP_ja_PRO_ORPHA574.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=910
https://www.orpha.net/data/patho/Pro/other/22q11.2bisaichofukushokogun_JP_ja_PRO_ORPHA1727.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=343
https://www.orpha.net/data/patho/Pro/other/22q13monosomi_JP_ja_PRO_ORPHA48652.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=10630
https://www.orpha.net/data/patho/Pro/other/3hidorokishi3mechirugurutarusannyosho_JP_ja_PRO_ORPHA20.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=3296
https://www.orpha.net/data/patho/Pro/other/3penibumonosomi_JP_ja_PRO_ORPHA1620.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=1114
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393 46, XX i AR SR 46,XX testicular disorder of sex development 2013 4= 12 A
228384 5q14.3 PG R FE fBeRE 5q14.3 microdeletion syndrome 2010 4F 5 AhR
251066 8p11.2 KRAJEfERE 8p11.2 deletion syndrome 2011 4= 3 AR
251076 8p23.1 FEESEERE 8p23.1 duplication syndrome 2017 4F 11 AfR
251071 8p23.1 ki K IS EMERE 8p23.1 microdeletion syndrome 2012 £ 12 A hR



https://www.orpha.net/data/patho/Pro/other/46XXseisoseiseibunkashikkan_JP_ja_PRO_ORPHA393.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=5546
https://www.orpha.net/data/patho/Pro/other/5q14.3bisaikesshitsushokogun_JP_ja_PRO_ORPHA228384.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19119
https://www.orpha.net/data/patho/Pro/other/8p11.2kesshitsushokogun_JP_ja_PRO_ORPHA251066.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19613
https://www.orpha.net/data/patho/Pro/other/8p23.1chofukushokogun_JP_ja_PRO_ORPHA251076.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19615
https://www.orpha.net/data/patho/Pro/other/8p23.1bisaikesshitsushokogun_JP_ja_PRO_ORPHA251071.pdf
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=19614

