Nivakag Zrtaviwv OpOaAporoyikwv Nabriocewv tou ApdiBAnotpoedn Xttwva, tTng QXPAC

KnAidag, tov OntikoU NeUpou Kat Aownwv Zuvdpouwyv pe ICD10 kot ORPHACODE

A/IA Disease Name Ovopoaoia AcBévelag Ap18u6g Orpha ICD-10
1 | Stargardt disease - Fundus flavimaculatus No6oog Tou Stargardt ORPHA827 H35.5
2 | Best Vitelliform macular dystrophy No6oog Best (AuoTtpogia wxpag) ORPHA1243 H35.5
3 | Adult-onset foveomacular vitelliform dystrophy ORPHA99000 H35.5
4 | Familial drusen OikoyevAg NTpoUZev ORPHA75376 H35.5
Areolar atrophy of the macula . . . i
s | Central areolar choroidal dystrophy XopIo€IdIKr duoTpoia KEVTPIKAG TTEPIOXNG ORPHAT75377 H31.2
6 | Sorshy's fundus dystrophy AucTpogia T0TToU Sorsby ORPHA59181 H35.5
71 Coats disease Néoog Coats ORPHA190 H35.0
7.2 Coats plus syndrome Néoog Coats pe cuvdpouIkr Ekppacn ORPHA313838 H35.0
g | Choroideremia Xoploeidnpeyieg
Choroideremia . . . .
81 Tapetochoroidal dystrophy Xopioeidnpepia (Tutrou TatrnToxopIo€Idikry SUCTpo®ia) ORPHA180 H31.2
Ayazi syndrome >0vdpopo Ayazi
8.2 Choroideremia - deafness - obesity XoplogIdnpepia HE KWEWTNTA ORPHA1435
8.3 Choroideremia - hypopituitarism Xoplogidnpeyia - UTTOUTTOPUAITHOG ORPHA1434
g | Stickler syndrome 2uvdpopa Stickler
Stickler syndrome
(Hereditary progressive >uvdpopo Stickler (KAnpovopikr TpoodeuTikh apBpoo@BaAuoTrdbeia) ORPHA828 Q87.5
9.1 arthroophthalmopathy)
9.2 Autosomal recessive Stickler syndrome >0vdpopo Stickler (AUTOGWHIKOG UTTOAEITTOUEVOG) ORPHA250984 Q87.5
9.3 Stickler syndrome type 1 ZUvdpopo Stickler Tutou 1 ORPHA90653 Q87.5
9.4 Stickler syndrome type 2 >0vdpopo Stickler Tutrou 2 ORPHA90654 Q87.5
9.5 Stickler syndrome type 3 >0vdpopo Stickler Tutrou 3 ORPHA166100 Q87.5
9.6 Suarez-Stickler syndrome Z0vdpouo Suarez-Stickler ORPHA166277 Q78.8
10 | X-linked juvenile retinoschisis Neavikr) QUAOGUVOETN PETIVOOXION ORPHA792 Q14.1
Amaurosis congenita of Leber . .
11 | Leber congenital amaurosis 2uyyevng apaupwon Tou Leber ORPHAB5 H35.5
12 | Leber hereditary optic neuropathy KAnpovouIkA oTTikA veupoTtrdBeia TUTTou Leber ORPHA104 H47.2
Lyme disease Noooc Lyme ORPHA91546 A69.2
13 | Lyme borreliosis
14 | Bardet-Biedl syndrome >Uvdpopo Bardet-Bied! ORPHA110 Q87.8




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
15 | Behr syndrome 2 Uuvdpouo Behr ORPHA1239 G98
Oculocerebral dysplasia . . .
16 | Behrens-Baumann-Vogel syndrome 20vdpopo Behrens-Baumann-Vogel (O@BaAuikr) ducTtrAacia) ORPHA2705 Q11.2
17 | Cockayne syndrome 2Uvdpopa Cockayne
17.1 Cockayne syndrome >Uvdpopo Cockayne ORPHA191 Q87.1
17.2 Cockayne syndrome type 1 >Uvdpopo Cockayne TuTrou 1 ORPHA90321 Q87.8
17.3 Cockayne syndrome type 2 20vdpopo Cockayne TuTTou 2 ORPHA90322 Q87.8
17.4 Cockayne syndrome type 3 >Uvdpopo Cockayne Tutou 3 ORPHA90324 Q87.8
17.5 ?grr;);z;ma pigmentosum/Cockayne syndrome >0vdpopo - olpuTTAeypa Cockayne (XpwaoTikr) =npodepyia) ORPHA220295 Q82.1Q87.1
18 | Cohen syndrome Z0vdpopa Cohen
18.1 Cohen syndrome Z0vdpopo Cohen ORPHA193 Q87.8
Frydman-Cohen-Karmon syndrome
Blepharophimosis - ptosis - esotropia - syndactyly - >uvdpopo Frydman-Cohen-Karmon ORPHA2057 Q87.8
18.2 short stature
18.3 Dennis-Cohen syndrome >0vdpopo Dennis-Cohen ORPHA1651
Camero-Lituania-Cohen syndrome
Holoprosencephaly - craniosynostosis >0vdpopo Genoa ORPHA2163 Q04.2 Q75.0
18.4 Genoa syndrome
18.5 Lowe-Kohn-Cohen syndrome >Uvdpopo Lowe-Kohn-Cohen ORPHA2408 Q87.8
Proteus-like syndrome ' ORPHA2969 Q87.3
18.6 Cohen-Hayden syndrome >Uvdpopo Cohen-Hayden
Fraser syndrome .
191 Cryptophthalmos-syndactyly syndrome >uvdpopo Fraser ORPHA2052 Q87.0
19.2 Fraser-like syndrome ORPHA2051 Q87.8
20 | Mucopolysaccharidosis BAevvotmroAucakyapidwaoeig
201 Mucopolysaccharidosis BAevvotroAucakyapidwon ORPHA79213 E;gg E76.1E76.2
20.2 Mucopolysaccharidosis type 1 BAevvotroAugakyapidwaon Tutrou 1 ORPHA579 E76.0
Hunter syndrome' _ B)'\svvo1'ro)\uoa|<xapl6won TUTIOU 2 ORPHA580 E76.1
203 Mucopolysaccharidosis type 2 >Uvdpouo Hunter
Night blindness - skeletal anomalies - dysmorphism . g )
04 (Hunter-Thompson-Reed syndrome) 2Uvdpopo Hunter-Thompson-Reed ORPHA1390 Q87.8
Oculo-reno-cerebellar syndrome (Hunter-Jurenka- - ) R
205 Thompson syndrome) >0vdpopo Hunter-Jurenka-Thompson ORPHA2715
Mucopolysaccharidosis type 2, attenuated form BAevvotroAucakyapidwaon TUTTou 2, e¢aaBevnuévn popen ORPHA217093 E76.1

20.6

Hunter syndrome type B

ZUvdpopuo Hunter TUtrou B




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
Mucopolysaccharidosis type 2, severe form B)’\avvo1'ro)\uoa|<xapl|6wcr] TUTTOU 2, coBapr HopPn ORPHA217085 E76.1
20.7 Hunter syndrome type A 2Uvdpopo Hunter TtTOU A
Mucqpolysa_ccharidosis type 3 B)tavvo1'ro)\LJ_c_raKxapi6wcrr] TUTTOU 3 ORPHAS81 E76.2
20.8 Sanfilippo disease No6oog Sanfilippo
20.8.1 | Sanfilippo syndrome type A Z0vdpouo Sanfilippo TUTTOU A ORPHA79269 E76.2
20.8.2 Sanfilippo syndrome type B >0vdpopo Sanfilippo TuTTOU B ORPHA79270 E76.2
20.8.3 Sanfilippo syndrome type C >Uvdpopo Sanfilippo TdtTOU C ORPHA79271 E76.2
20.8.4 Sanfilippo syndrome type D >0vdpopo Sanfilippo TdtTOU D ORPHA79272 E76.2
Mucopolysacchandoss type 4 B))avvao)\uo_aKxapleon ToTOU 4 ORPHAB82 £76.2
20.9.1 Morquio disease Néoog Morquio
Mucopolysaccharidosis type 4A B%avvowoAuongrcxpiBwon TOTTOU 4A ORPHA309297 E76.2
20.9.2 Morquio disease type A Néoog Morquio TUTTOU A
Mucopolysaccharidosis type 4B BAevvotroAuoakyapidwaon TutTou 4B
20.9.3 Morquio disease type B Noéoog Morquio TUTTOU B ORPHA309310 E76.2
Mucopolysaccharidosis type 6 BAevvotroAucakyapidwaon TUTTou 6
20.10 Maroteaux-Lamy disease Néoog Maroteaux-Lamy ORPHAS83 E76.2
20.11.1 | Mucopolysaccharidosis type 6, rapidly progressing BAEVVOTIOAUGAKXpIBWaN TUTIoU 6 paydaiag Tpoddou ORPHA276212 E76.2
20.11.2 | Mucopolysaccharidosis type 6, slowly progressing BAevvoTroAUGaKXapidwon TUTou 6 Bpadeiag Tpoddou ORPHA276223 E76.2
20.12 Mucopolysaccharidosis type 7 BAevvotroAuoakyapidwaon TutTou 7 ORPHA584 E76.2
Scheie Syndrome 20vdpopo Scheie
20.13 Mucopolysaccharidosis type 1S BAevvotroAuoakyapidwaon Tutrou 1S ORPHA93474 E76.0
21 | Hurler syndrome $0vSpopo Hurler ORPHA93473 E76.0
22 | Hurler-Scheie syndrome >Uvdpopo Hurler-Scheie ORPHA93476 E76.0
Asphyxiating thoracic dystrophy of the
newborn ZUvdpouo Jeune ORPHA474 Q77.2
23 | Jeune syndrome
Joubert syndrome with Jeune asphyxiating thoracic ORPHA397715 Q04.3 Q77.2
24 | dystrophy
25 | Laurence-Moon syndrome >Uvdpopuo Laurence-Moon ORPHA2377 Q87.8
26 | Neurofibromatosis NeupoivwpaTwoeig
26.1 Neurofibromatosis type 1 Neupoivwpdrwon TutTou 1 ORPHAG36 Q85.0
_I\Ieuroflb_romato_5|s type 1 due to NFImutation or NeupoivwpdTtwon T0tTou 1 (ueTd@AAagn NF1) ORPHA363700 Q85.0
26.2 intragenic deletion
26.3 Neurofibromatosis type 2 Neupoivwudtwon TuTToU 2 ORPHAG37 Q85.0
26.4 Neurofibromatosis type 3 Neupoivwpdrtwon TutTou 3 ORPHA93921 Q85.0
26.5 Neurofibromatosis type 6 Neupoivwudtwaon TuTTou 6 ORPHA2678 L81.3
Neurofibromatosis-Noonan syndrome Neupoivwpdrwon - Zovdpouo Noonan ORPHAG38

26.6




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
27 | Legius syndrome >0vdpopo Legius ORPHA137605 Q85.0
28 | 17911 microdeletion syndrome ORPHA97685 Q85.0
29.1 Etclj'[)r;ﬁli(gsk?ual\zgrum hereditaria N6oog Norrie ORPHA649 H35.5
29.2 Atypical Norrie disease due to monosomy Xp11.3 ATuTin vooog Tou Norrie Adyw povoowpiag Xp11.3 ORPHA261501 H35.5
30 | Paget disease No6ocog Paget
30.1 Extramammary Paget disease E¢wpaoTikr) Néoog Tou Paget ORPHA2800 C44
302 g‘ncéufii)onqobtgﬂqyp?rg?%zﬂ)émiig] Paget disease of bone MuotréBeia pe €ykAgioTa owpdTia, vooog Tou Paget Twv 00TWV KAl JETWTTOKPOTAQPIKH Avola ORPHA52430 G71.8
30.3 Juvenile Paget disease Neavikr)y Néoog Paget ORPHA2801 M88.0 M88.8 M88.9
30.4 Paget disease of bone OaorTikA N6oog Paget ORPHA280110 M88.0 M88.8 M88.9
30.5 Paget disease of the nipple No6oog Paget Tng BnAnig ORPHA180275 C50.0
306 Spastic paraplegia - Paget disease of bone >maoTik mapatAnyia - Nécog Paget Twv ootwv ORPHA329475
30.7 Venous thoracic outlet syndrome DAeBIKO aUVOPOPO BwPaKIKAG EE630U ORPHA357131 G54.0
" $fi‘;%‘:nsyyrl‘gmme $0vSpopo Patau (Tpiowpia 13) ORPHA3378 ggi:‘; Q91.5Q91.6
32.1 Refsum disease No6oog Refsum ORPHA773 G60.1
32.2 Infantile Refsum disease Bpegikri N6oog Refsum ORPHA772 G60.1
33 | Sandhoff disease Néoog Sandhoff
33.1 Sandhoff disease Néoog Sandhoff (TayyAiogidwon GM2) ORPHA796 E75.0
33.2 Sandhoff disease, adult form No6oog Sandhoff, evijAikn poper ORPHA309169 E75.0
33.3 Sandhoff disease, infantile form Néoog Sandhoff, Taidiki popen ORPHA309155 E75.0
33.4 Sandhoff disease, juvenile form No6oog Sandhoff, veavikr popen ORPHA309162 E75.0
34 | Tay Sachs disease Néoog Tay Sachs
34.1 Tay Sachs disease Noéoog Tay Sachs (FayyAiocidwaon GM2) ORPHA845 E75.0
34.2 Tay-Sachs disease, B variant, adult form No6oog Tay Sachs, mapaAdayr| B, evijAikn yopen ORPHA309192 E75.0
34.3 Tay-Sachs disease, B variant, infantile form Noéoog Tay-Sachs, mapaAiayn B, maidikr) popen ORPHA309178 E75.0
34.4 Tay-Sachs disease, B variant, juvenile form No6oog Tay-Sachs, mapaAAayn B, veaviki popon ORPHA309185 E75.0
345 Tay-Sachs disease, B1 variant Néoog Tay-Sachs, mapaAAayr| B1 ORPHA309239 E75.0
3 B(;Zf (?/cgfb};)r/go‘lpri%ﬁzztnag% dsr)(l)r:gé())me, Yemenite >0vdpopo Warburg-Thomsen ORPHA3214
36 | Micro syndrome (Warburg micro syndrome) ORPHA2510 Q87.0
37 | Walker-Warburg syndrome >uvdpopo Walker-Warburg ORPHAB899 Q04.3




‘ A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
3g | Wolfram syndrome Zuvdpouo Wolfram ORPHA3463 E10.7 H48.0
Zellweger syndrome .
39 | Cerebrohepatorenal syndrome >0vdpopo Zellweger ORPHA912 Q87.8
Cadds
40 | Zellweger-like contiguous gene deletion syndrome ORPHA369942 Q87.8
Peroxisome Biogenesis Disorder-Zellweger syndrome ORPHA79189
41 | Spectrum
42 | Pseudo-Zellweger syndrome >0vdpopo yeudo-Zellweger ORPHA2981
Zellweger-like syndrome without peroxisomal
43 | anomalies ORPHA50812 Q87.8
44 | Uveal melanoma MeAdvwpa Payoeidn ORPHA39044 D03.8
45 | Retinoblastoma PeTivoBAdoTwua
45.1 Retinoblastoma PetivopAdoTwpa ORPHA790 C69.2
Familial retinoblastoma OIkoyevAG peTIVOBAGOTWHA
Bilateral retinoblastoma Alpepég peTivoBAGoTWHA ORPHA357027 C69.2
45.2 Hereditary retinoblastoma KAnpovouiké petivoBAdoTwUa
453 Unilateral retinoblastoma Movopepég peTivoBAGoTWHA ORPHA357034 C69.2
46 | solated cryptophthalmia Mepovwpévn KpuTITo@BaApia ORPHA91396 Q11.2
47 | Microcornea MikpokepaToe1dikég TTabnoeIg
471 Cataract-microcornea syndrome >uvdpopo Katappdktn-MIkpoKepaTOEIdr) ORPHA1377 Q13.8
47.2 Congenital cataract microcornea with corneal opacity ZUYYEVAG KATAPPAKTNG MIKPOKEPATOEION e BOAEPOTNTA TOU KEPATOEISOUG ORPHA289499
47.3 Juvenile cataract - microcornea - renal glucosuria Neavikdg KaTappAKTNG - MIKPO KEPATOEIBNG- VEPPIKY] YAUKOZoupia ORPHA247794
MRCS syndrome
Microcornea - rod-cone dystrophy - >uvdpouo MRCS ORPHA263347
47.4 cataract - posterior staphyloma
Microcephaly-microcornea syndrome, Seemanova ) o ] ORPHA2528 Q87.8
47.5 type Mikpoke@ahia-pikpokepaToeldikd auvdpopo, TUTTog Seemanova
47.6 Microcornea - corectopia - macular hypoplasia MiKPOKEPATOEIBIKA - WXPIKA SUTTIAATia ORPHA2535 Q15.8
47.7 Microcornea - glaucoma - absent frontal sinuses MIKPOKEPATOEIBIKG YAQUKWHG ORPHA2536 Q15.8
Microcornea - posterior megalolenticonus - persistent ORPHA231736 015.8
47.8 fetal vasculature - coloboma
Microcornea-myopic chorioretinal atrophy-telecanthus ’ ’ , ’ ORPHA369970 0158
47.9 syndrome MuWTTIK) JIKPOKEPATOEIDIKA XOPIOAU@IBANCTPOEIBIKY aTpOia
48 | Axenfeld-Rieger syndrome >uvdpopo Axenfeld-Rieger ORPHA782 Q13.8
a9 | Peters anomalies Avwpalieg Peters
49.1 Peters anomaly Avwpahia Peters ORPHA708 Q13.4
49.2 Peters anomaly - cataract Avwpahia Peters - KarappdkTng ORPHA101033 Q13.3




‘ A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
49.3 Peters plus syndrome Avwpaia Peters pe ouvdpouikr ékgpaon ORPHA709 Q13.4
Von Gierke disease
Glycogen storage disease due to glucose-6- No6oog Von Gierke ORPHA364 E74.0
50 | Phosphatase deficiency
51 | Fabry disease No6oog Tou Fabry ORPHA324 E75.2
57 | Cystinosis KuoTtivwon ORPHA213 E72.0
53 | Tyrosinemia Tupooivaiyieg
53.1 Tyrosinemia type 1 Tupooivaipia Tutrou 1 ORPHA882 E70.2
53.2 Tyrosinemia type 2 Tupooivaiyia TdTTou 2 ORPHA28378 E70.2
53.3 Tyrosinemia type 3 Tupoaoivaiyia Tutrou 3 ORPHAG69723 E70.2
53.4 Transient tyrosinemia of the newborn Mapodikr TupooIvalpia Tou veoyvou ORPHA3402 E70.2
54 | Alkaptonuria AlkeTOvoUpia ORPHA56 E70.2
E85.0 E85.1 E85.2
Amyloidosis Apuloegidwon ORPHAB9 E85.3
55 E85.4 E85.8 E85.9
55.1 AL amyloidosis ApuhAogidwon AL ORPHA85443 E85.8
55.2 Amyloidosis cutis dyschromia Apulogidwaon / duoypwyia ORPHA319635 E85.4+ L99.0 *
Autosc_)ma! dominant beta2-microglobulinic ApuAogidwon (QUTOOWHIKN ETTIKpaTouoa b2) ORPHA314652 E85.1
55.3 amyloidosis
55.4 Dialysis-related amyloidosis ApuAogidwaon oxeTi¢opevn pe dIGAuan ORPHAB85446 E85.3
55.5 Familial amyloid polyneuropathy OikoyevAG apuAoeIdIkA TToAuveupoTTdBeia ORPHAB85447 E85.1
55.6 Familial primary localized cutaneous amyloidosis OIKOYEVAG TTPWTOYEVAG EVTOTTIOUEVN AUUAOEIdWON ORPHA353220 E85.4+ L99.0*
55.7 Familial renal amyloidosis OIKoyeVAG VEQPIKA apuAogidwan ORPHA85450 E85.0
g S:rrgg?l renal amyloidosis due to Apolipoprotein Al OIkoyeVAG VEQPIKA apuAogidwan Adyw atroAimrottpwreivng All ORPHA93560 E85.0
Familial renal amyloidosis due to Apolipoprotein All o . . AOSIS AG A wvne All ORPHA238269 E£85.0
559 variant IKOYEVAG VEPPIKA auUAOEIBWAN Adyw aTTONITTOTTPWTEIVNG .
Familial renal amyloidosis due to fibrinogen A alpha- . . . Lo
5510 chain variant OIkoyeVvAG VEQPIKA apulogidwaon Adyw ivwong A ORPHA93562 E85.0
55.11 Familial renal amyloidosis due to lysozyme variant ORPHA93561 E85.0
55.12 Familial transthyretin-related amyloidosis ORPHA271861
55.13 Gelatinous drop-like corneal dystrophy ApuAoeIdIkr) duoTpoia Tou KepaTOEIBOUG ORPHA98957 H18.5
55.14 Hepatic amyloidosis with intrahepatic cholestasis Hrrarikr apulogidwon ORPHA102069 E85.4
55.15 Hereditary cerebral hemorrhage with amyloidosis KAnpovouIkA aiyopayia ge aguAogidwaon ORPHAB85458 E85.4+ 168.0*
5516 zfgﬁg'tt;g cerebral hemorrhage with amyloidosis, KAnpovouIkA aigopayia pe apgulogidwaon, ApKTIKOU TUTTOU ORPHA324723 E85.4+ 168.0*




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
Hereditary cerebral hemorrhage with amyloidosis, KAnpovouikA aigopayia pe apguhogidwaon, OAAavdIKou TUTTOU ORPHA100006 E85.4+ 168.0*
55.17 Dutch type
Hereditary cerebral hemorrhage with amyloidosis, KANPOVOIK| aipopayia pe apuAoeidwar, PAapavdikol TUTrou ORPHA324718 E85.4+ 168.0*
55.18 Flemish type NPEOVOUIKN aipopayia pe ay n, M - -
Hereditary cerebral hemorrhage with amyloidosis, KANPOVOIK| aipopayia pe apuAoeidwan, 1oAavaIkos T0TIou ORPHA100008 E85.4+ 168.0*
55.19 Icelandic type NPEOVOUIKN aipopayia pe ay n, . .
Hereditary cerebral hemorrhage with amyloidosis, . . . .
KAnpovouikn aipopayia pe apulogidwon, T0TTou lowa ORPHA324708 E85.4+ 168.0*
55.20 | lowatype
He(edltary cerebral hemorrhage with amyloidosis, KAnpovouikr aigopayia pe apulogidwon, ITaAikou TUTToU ORPHA324713 E85.4+ 168.0*
55.21 Italian type
Hereditary cerebral hemorrhage with amyloidosis, KAnpovouIkA aigyopayia ye apuAogidwor, Titrou Piedmont ORPHA324703 E85.4+ 168.0*
55.22 Piedmont type NPOVOUIKNA aljopayia pe a n, . .
5523 Lichen amyloidosis Apulogidwon Lichen ORPHA49804 E85 +199.0 *
55.24 Macular amyloidosis ApulAogidwon wypdg knAidag ORPHA137814 E85.4+ L99.0*
55.25 Muckle-Wells syndrome >0vdpopo Muckle-Wells ORPHA575 E85.0 L50.8
55.26 Nodular cutaneous amyloidosis ORPHA137810 E85.4+ 1L99.0*
55.27 Primary localized amyloidosis MpwTtoyevng eviomopevn apulogidwon ORPHA314709 E85.4
5528 Primary systemic amyloidosis MpwToyevAg ocuoTnUIKr apuAogidwon ORPHA314701 Eggg E85.1E85.2
55.29 Secondary amyloidosis AguTepoyevig apuhogidwan ORPHA85445 E85.3
55.30 Senile systemic amyloidosis [epovTIKA cUOTNUIKA apuAoEgidwon ORPHA330001 E85.8
5531 Transthyretin-related familial amyloid cardiomyopathy | Oikoyevrig apuAogIdIkA KapdiopuoTIaBEIa ORPHA85451 E85.0
X-linked reticulate pigmentary disorder with systemic . . . . . "
553 manifestations DUAOCUVOETN XPWOTIKF) GAAEIWON PUE CUOTNHIKEG EKONAWOEIG ORPHAB85453 E85.0+ L99.0
55.33 Familial amyloidosis, Finnish type KAnpovouikA aigopayia pe aguhogidwon, PiAavdikou TUTTou ORPHAB85448 E85.1
Goldenhar syndrome SuvSpopo Goldenhar ORPHA374 Q87.0
56 | Craniofacial microsomia
Hallermann-Sireiff syndrome S0v8popo Hallermann-Streiff ORPHA2108 Q87.0
57.1 Frangois dyscephalic syndrome
57.2 Hallermann-Streiff-like syndrome ORPHA2109 Q87.0
sg | Treacher-Collins syndrome >Uvdpopo Treacher-Collins ORPHA861 Q75.4
59 | Ehlers-Danlos syndrome 20vdpopa Ehlers-Danlos
59.1 Ehlers-Danlos syndrome Z0vdpouo Ehlers-Danlos ORPHA98249 Q79.6
59.2 Ehlers-Danlos syndrome type 1 >Uvdpopo Ehlers-Danlos tUtToU 1 ORPHA90309 Q79.6
59.3 Ehlers-Danlos syndrome type 2 ZUuvdpouo Ehlers-Danlos 10tT0U 2 ORPHA90318 Q79.6
59.4 Ehlers-Danlos syndrome type 11 >uvdpopo Ehlers-Danlos 10tT0U 11 ORPHA2295 Q79.6
59.5 Brittle cornea syndrome >UvOPOUO EUBPAUCTOU KEPATOEIDN ORPHA90354 Q79.6




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
o6 Ehlers-Danlos syndrome due to tenascin-X deficiency ORPHA230839 Q79.7
59.7 Ehlers-Danlos syndrome type 7A >Uvdpopo Ehlers-Danlos tdtTou 7A ORPHA99875 Q79.6
59.8 Ehlers-Danlos syndrome type 7B >0vdpopo Ehlers-Danlos tutTou 7B ORPHAQ9876 Q79.6
s Egtlg:z{?;glos syndrome with periventricular ORPHA82004 Q79.6
59.10 Ehlers-Danlos syndrome, arthrochalasic type ORPHA1899 Q79.6
59.11 Ehlers-Danlos syndrome, cardiac valvular type >Uvdpopo Ehlers-Danlos kapdioaABidikou TUTTou ORPHA230851 Q79.6
59.12 Ehlers-Danlos syndrome, classic type >0vdpopo Ehlers-Danlos khaaikoU TUTTOU ORPHA287 Q79.6
59.13 Ehlers-Danlos syndrome, dermatosparaxis type ORPHA1901 Q79.6
59.14 Ehlers-Danlos syndrome, fibronectinemic type ORPHA75501 Q79.6
59.15 Ehlers-Danlos syndrome, hypermobility type ORPHA285 Q79.6
o6 tIi/rlg’lgrs-Danlos syndrome, kyphoscoliotic and deafness ORPHA300179 Q79.6
59.17 Ehlers-Danlos syndrome, kyphoscoliotic type ORPHA1900 Q79.6
59.18 Ehlers-Danlos syndrome, musculocontractural type ORPHA2953 Q79.6
59.19 Ehlers-Danlos syndrome, periodontitis type ORPHA75392 Q79.6
59.20 Ehlers-Danlos syndrome, progeroid type ORPHA75496 Q79.6
ot tIi/r‘;lgrs—Danlos syndrome, spondylocheirodysplastic ORPHA157965 Q79.6
59.22 Ehlers-Danlos syndrome, vascular type >Uvdpopo Ehlers-Danlos ayyeiakou TUtTou ORPHA286 Q79.6
59.23 Ehlers-Danlos syndrome, vascular-like type ORPHA230845 Q79.6
59.24 Ehlers-Danlos/osteogenesis imperfecta syndrome ORPHA230857 Q79.6
60.1 Kniest dysplasia AuoTAaoia Kniest ORPHA485 Q77.7
60.2 Lethal Kniest-like dysplasia ORPHA2347 Q77.8
61.1 Marfan syndrome Z0vdpouo Marfan ORPHA558 Q87.4
61.2 Marfan syndrome type 1 >0vdpopo Marfan tutrou 1 ORPHA284963 Q87.4
61.3 Marfan syndrome type 2 ZUvdpopo Marfan Totou 2 ORPHA284973 Q87.4
61.4 Neonatal Marfan syndrome Neoyviké oUvdpopo Marfan ORPHA284979 Q87.4

62 | Sotos syndrome >Uvdpopo Sotos ORPHA821 Q87.3
63.1 Werner syndrome Z0vdpouo Werner ORPHA902 E34.8
63.2 Atypical Werner syndrome ATuTTO GUVSpopo Werner ORPHA79474 E34.8

64 | Corneal dystrophies AuoTpoitg KepaTOEISOUG




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
64.1 Meesmann corneal dystrophy AuoTtpogia kepartoeidolg Meesmann ORPHA98954 H18.5
Reis-Bucklers corneal dystrophy . . o
42 Corneal dystrophy of Bowman layer type | AuoTtpogia kepatoeldoug Reis-Biicklers ORPHA98961 H18.5
Thiel-Behnke comeal dystrophy AuoTtpogia kepatoeidoug Thiel-Behnke ORPHA98960 H18.5
64.3 Corneal dystrophy of Bowman layer type Il
64.4 Granular corneal dystrophy type | KoKK(WENE BUCTPOPia KEPOTOEIBOUC TUTTOU | ORPHA98962 H18.5
64.5 Granular corneal dystrophy type I KoKkW8NGS BUGTPOGI KEPATOEIBOUC TUTIOU I ORPHA98963 H18.5
64.6 Lattice corneal dystrophy type | AIKTUWTA BUGTPOPIa KEPATOEIBOUC TUTIOU | ORPHA98964 H18.5
64.7 Fuchs endothelial corneal dystrophy Evdo6nAiakr duaTpogia kepaToeidolg Fuchs ORPHA98974 H18.5
64.8 Posterior polymorphous corneal dystrophy OtrigBia TToAUpop®n ducTpoPia Tou KEPATOEIBOUG ORPHA98973 H18.5
64.9 Congenital stromal corneal dystrophy 2uyyevng SuaTPOPia TOU OTPWHATOG TOU KEPATOEIDOUG ORPHA101068 H18.5
64.10 Posterior amorphous corneal dystrophy OTrioBia duopen ducTpopia KEPATOEIBOUG ORPHA98971 H18.5
64.11 Macular corneal dystrophy AucTpogia wxpag KNAdag kepaToelidoug ORPHA98969 H18.5
64.12 Fleck corneal dystrophy AuoTtpogia kepatoeidoug Fleck ORPHA98970 H18.5
64.13 Schnyder corneal dystrophy AuaoTpogia Tou kepaToeidoug Schnyder ORPHA98967 H18.5
64.14 Lisch epithelial corneal dystrophy Em6nAiokr) ducTpogia kepaToidoug Lisch ORPHA98955 H18.5
65 | Fuchs heterochromic iridocyclitis Fuchs - ETepoxpwHIKH IDIBOKUKAITISG ORPHA263479 H20.8
66.1 Congenital hereditary endothelial dystrophy type | Zuyyevng KANpovopikr evdobnAiakni duaTtpogia TUTTOU | ORPHA98975 H18.5
66.2 Congenital hereditary endothelial dystrophy type II > uyyevnG kKAnpovopikr evdoBnAiakr duaTtpogia TUTToU I ORPHA293603 H18.5
67 | Keratoconus KepaTokwvog ORPHA156071 H18.6
68 | Syndromic keratoconus SUVBPORIKSC KEPATOKWYVOC ORPHA98623
69 | Isolated keratoconus Mepovwpévoc Kepatokwvog ORPHA2335 H18.6
70 EDICT syndrome YUvdpopo EDICT ORPHA293936
71 | Iridocorneal endothelial syndrome Ip1dokepaToeldikéd evooBnAiakd alvdpouo ORPHAG64734 H21.1
72 | Chandler syndrome 2uvdpopo Chandler ORPHA98979 H21.1
73 | Cogan-Reese syndrome >0vdpopo Cogan-Reese ORPHA98980 H21.1
Autosomal dominant limb-girdle muscular
74 | dystrophy Muikn SUGTPOPIEG AKPWY - AUTOCWHIKGIG ETTIKPATOUV
Autosomal dominant limb-girdle muscular ORPHA102014 G71.0
74.1 dystrophy MUuikr SUCTPOPIEC GKPWY - QUTOSWIKGIC ETTIKPATOUV '
Autosomal dominant limb-girdle muscular dystrophy ORPHA266 G71.0
74.2 type 1A Muikr) duaTpoieg AKPWY - AUTOCWHIKWG ETTIKPATOUV TUTTOU 1A '
Autosomal dominant limb-girdle muscular dystrophy ORPHA264 G71.0
74.3 type 1B Muikr) duaTpoieg AKpwV - AUTOCWHIKWG ETTIKPAToUV TUTTOU 1B '




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
Autosomal dominant limb-girdle muscular dystrophy » o , o ORPHA265 G71.0
74.4 type 1C Muikr) duoTpoPieg AKPWYV - AUTOCWHIKWG ETTIKPATOUV TUTTOU 1C
Autosomal dominant limb-girdle muscular dystrophy ) ORPHA34516 G710
74.5 type 1D Muikr] SUGTPOQIEC BKPWY - QUTOCWUIKWG ETTIKPaToUV T0TTou 1D
Autosomal dominant limb-girdle muscular dystrophy o o ’ o ORPHA34517 G710
74.6 type 1E Muikr) duaTpoieg AKPpWY - AUTOCWHIKWG ETTIKPATOUV TUTTOU 1E
Autosomal dominant limb-girdle muscular dystrophy - o ’ o ORPHAB5595 G71.0
74.7 type 1F Muikr) duaTpoieg AKPWV - AUTOCWHIKWG ETTIKPATOUV TUTTOU 1F
Autosomal dominant limb-girdle muscular dystrophy - o ’ o ORPHAG5596 G71.0
74.8 type 1G Muikr) duaTpoieg AKPWYV - AUTOCWHIKWG ETTIKPATOUV TUTTOU 1G
Autosomal dominant limb-girdle muscular dystrophy » o ’ o ORPHA238755 G71.0
74.9 type 1H Muikr] SUGTPOPIEC GKPWV - AUTOCWHIKWCS ETTIKPATOUV TUTTOoU 1H
75 | Congenital glaucoma Juyyevég yYAaUukwpua ORPHA98976 Q15.0
Neonatal diabetes - congenital hypothyroidism -
congenital glaucoma - hepatic fibrosis - polycystic ORPHA79118
76 | kidneys Neavikdg SIaBrTNG - GUYYEVAS UTTOBUPEOEISITUOS
77 | Idiopathic infantile nystagmus I510TTABFAC VEOYVIKOS VUGTAYUOS ORPHAG51 H55
78 | Karsch-Neugebauer syndrome ORPHA2329 Q87.2
79 | Lowry-Wood syndrome ORPHA1824 Q87.5
go | Tremor - nystagmus - duodenal ulcer NuoTaypog e oUVBPOUIKEG EKSNAWOEIG OTO TIETITIKG ORPHA3350
Autosomal recessive cerebellar ataxia-pyramidal MapeykeaMISIKA aTagic QUTOGWHIKOU UTTOAEITTOHEVOU TUTTOU HE GUVEPOHO 0PBAAUIKAG ORPHA363429 G111
81 | signs-nystagmus-oculomotor apraxia syndrome ampagiag
Brachydactyly - nystagmus - cerebellar ataxia
. ORPHA1246 87.8
82 | Biemond syndrome ¥ (vdpopo Biemond Q
ngenlle neuronal ceroid lipofuscinosis - Batten ORPHA79264 E75.4
83 | disease Néooc Batten
g4 | Behget disease No6oog Behcget ORPHA117 M35.2
g5 | Neurotrophic keratopathy NEUPOTPOQIKA KEPATOEIBOTIGOEIT ORPHA137596
ge | Retinitis pigmentosa MeAayxpwoTikn ap@iBAnoTposidotrddeia
86.1 Syndromic retinitis pigmentosa MeAayXpWOTIKA OuQIBANCTPOEIBOTTAOEIN JE TUVSPOUIKT EKPPOCH ORPHA98661
86.2 Primary ciliary dyskinesia - retinitis pigmentosa MpwToTabig duokKivnaia Twv KPOGOWV - HEAQYXPWATIKN au@IBAncTpoeIdoTTdOeia ORPHA247522
86.3 Retinitis pigmentosa MeAayxpwaTikr) au@IBAnoTpoeIdoTrdBeia ORPHA791 H35.5
86.4 Posterior column ataxia - retinitis pigmentosa OTrioBia pueAikA aTagia - yeAayxpwoTIKA au@IBANOTPOoEIdOTTABEI ORPHAB88628 G11.1 H35.5
86.5 NARP syndrome >0vdpopo veupoTrdBeiag, ye atagio kal peAayXPWOTIKA au@IBANCTPoEIBOTTa0EIa ORPHAG44 G31.8
Congenital bile acid synthesis defect type 4
Liver disease - retinitis pigmentosa - polyneuropathy - ORPHA79095 K76.8

86.6

epilepsy




A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10
Cutis verticis gyrata - retinitis pigmentosa -
86.7 sensorineural deafness
86.8 HARP syndrome ORPHA157855
Hypogonadotropic hypogonadism - retinitis
pigmentosa ORPHA2235
86.9 Chang-Davidson-Carlson syndrome
86.10 Metaphyseal chondrodysplasia - retinitis pigmentosa ORPHA166035
Microphthalmia - retinitis pigmentosa - foveoschisis -
86,11 optic disc drusen ORPHA251279 Q15.8
Muscular atrophy - ataxia - retinitis pigmentosa -
diabetes mellitus ORPHA2579
86.12 Furukawa-Takagi-Nakao syndrome
Autosomal recessive I_euk_oencephalopathy with ORPHA314572
86.13 ischemic stroke-retinitis pigmentosa syndrome
O_steochondrodysplatlc nanism - deafness - retinitis ORPHA2653
86.14 pigmentosa
Polyneuropathy - hearing loss - ataxia - retinitis
pigmentosa - cataract ORPHA171848
86.15 | PHARC syndrome $ovdpopo PHARC
RHYNS syndrome
Retinitis pigmentosa - hypopituitarism - ORPHA140976
86.16 nephronophthisis - skeletal dysplasia TOvdpopo RHYNS
R_etlnal ciliopathy due to mutation in the retinitis ORPHA156168
86.17 pigmentosa-1 gene
Retinitis pigmentosa - intellectual disability - deafness ORPHA3085
86.18 - hypogenitalism
S'past_u_: tetraplegia - retinitis pigmentosa - intellectual ORPHA3011
86.19 disability
X-linked intellectual disability-retinitis pigmentosa ORPHA85332
86.20 syndrome
g7 | Usher syndrome Zovdpopo Usher
87.1 Usher syndrome Z0vdpouo Usher ORPHAB886 H35.5
87.2 Pemphigus erythematosus ORPHA79480 L10.4
87.3 Retinal ciliopathy due to mutation in Usher gene ORPHA156177
87.4 X-linked mixed deafness with perilymphatic gusher ORPHA383 H90.8
87.5 Usher syndrome type 1 >Uvdpopo Usher 10TTOU 1 ORPHA231169 H35.5
87.6 Usher syndrome type 2 Z0vdpouo Usher tutrou 2 ORPHA231178 H35.5
Usher syndrome type 3 >uvdpopo Usher t0tT0U 3 ORPHA231183 H35.5

87.7




‘ A/IA | Disease Name Ovopoagoia AcBéveiag Ap18u6g Orpha ICD-10

Septo-optic dysplasia ORPHA3157 Q04.8
88 | De Morsier syndrome >Uvdpopo De Morsier
g9 | Baraitser-Winter syndrome ZUvdpouo Baraitser-Winter ORPHA2995 Q04.3 Q15.8
g0 | Pigment-dispersion syndrome 20vdpopo d1a0TToPAg XPWOTIKAG ORPHA26823
91.1 Aniridia Avipidia ORPHA77 Q13.1
91.2 Isolated aniridia Mepovwpévn avipidia ORPHA250923 Q13.1
g2 | Central cloudy dystrophy of Francois AuoTpogia pe kevipikr) B6Awon Tou Francois ORPHA98972 H18.5
g3 | Cerebroretinal vasculopathy EyKe@aAIKN-au@IBANCTPOEISIKA ayyeloTTABEIa ORPHA3421
94 | Von Hippel-Lindau disease No6oog Von Hippel-Lindau ORPHA892 Q85.8
95 | Age-related macular degeneration HAIkiakA ek@UAIon wxpdg KnAidog ORPHA279 H35.3




