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If a range of national data is available, the average is
Methodology calculated to estimate the worldwide or European

prevalence or incidence.

When a range of data sources is available, the most
Orphanet carries out a systematic survey of literature ifecent data source that meets a certain number bfyqua
order to estimate the prevalence and incidence of rargriteria is favoured (registries, medaalyses,

diseases. This study aims to collect new data regardingopulationbased studies, large cohorts studies).
point prevalence, birth prevalence and incidence, and to

update already published dataccording to new por congenital diseases, the prevalence is estimated, so
scientific studies or other available data. that:

. . _ ) . Prevalence = birth prevalence x (patient life
This data is presented in the fO”OWIng repOI’tS pUblIShed expectancy/genera| popu|ati0n life expecwn
biannually: When only incidence data is documented, the prevalence
is estimated when possible, so that :

i Prevalence, incidence or number of published cases Prevalence = incidence x disease mean duration.

listed by diseases (in alphabetical order);

I Diseases listed b?{ decreasimgvalence, incidence When neither prevalence nor incidence data is available,
[

or number of published cases; which is the case for very rare diseases,tmber of
_ cases or families documented in the medical literature is
Data collection provided.
A number of different sources are used : Limitations of the study

T Registries (RARECARE, EUROCAT, etc) ; The prevalence and incidence data presented in this

1 Nationali ional health insti q ___report are only estimations and cannot be considered to
ational/international health institutes an agenuesbe absolutely correct.

(Institut National de Veille Sanitaire (French Instiu . .
of Health Surveillance): American Center of Disease | € average values sented in this report do not take

Control and Prevention, American National Cancer iNto account the heterogeneous nature of the
Institute, European Medicines Agency, World Health methodologies employed by the studies considered in the

Organization etc) ; literature survey.

I Medline is consulted using the following search The validity and exactitude of raw data sources is taken
glgiggtr?ﬂrglo [MeSH‘fBgsgfs]e names>» SED for granted and have not been verified. Them)fusion
In%idence[‘l%e/abstréct] IOOR Prevalence[Title/ b_etween terms Sl.JCh as i_ncidence and prevalence and/or
abstract] OR Epidemiology[Title/abstract]; birth prevalence is possible du_e to the u_wterchangeable

use of these terms in certain  sources.

f Medical texts, grey literature and reports from It is possible that prevalence is overestimated in some
experts; cases as epidemiological studies areegally based on

hospital data in regions with higher prevalence.

I Orphanet collaborating experts

Data presentation
Data characteristics
Without specification, published figures are worldwide.
The data published in thisocument are worldwide An asterisk * indicates European data.
estimations, or European estimations if a worldwideP indicates prevalence data
estimation is not available. | indicates incidence data.
BPindicates birth prevalence
The published data is raw collected data or
extrapolations of raw data at worldwide or EuropeanPlease note that this is just a selection of Orphanet's rare
level when no genetic founder effect is suspected as disease epidemiological data. Currers®A9rare
cause of a disease. diseases are annotated with prevalence or incidence

Without specification, published figures are worldwide. An asterisk * indicates European data.
P indicates prevalence datandicates incidence data aB® indicates birth prevalence
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information in the Orphanet databa3e access the
complete data sets visit Orphadataviv.orphadata.ongy
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Prevalence, incidence or number of Estimated  Numberof

ORPH/ Disease prevalence/  published

published cases listed by diseases (|n Numbel or Group of diseases incidence = casesor

(/200,000) families

alphabetlcal Order) 10 |48,XXYY syndrome 1.9BP*
99329148,XYYY syndrome 10Cases
96264149,XXXXY syndrome 0.55BP*
Estimated | Numberof
Diserse prevalence/ | published 261534 49, XXXYY syndrome 2 Cases
or Group of diseases incidence casesor 99330]49,XYYYY syndrome 8 Cases
(/100,000) families 293944 1p21.3 microdeletion syndrome 9 Cases

79154 2-aminoadipic 2o0xoadipic acidurig 20Cases - -

401984 1p31p32 microdeletion syndrome 5Cases

79157 2-methylbutyryl-CoA 30Cases - -
dehydrogenase deficiency 456294 1p35.2 microdeletion syndrome 2 Cases

35701 | 3-Ydroxy-3-methyiglutary-CoA 9 Cases 250994 1g21.1 microduplication syndromd 46 Cases
synthase deficiency - -

939 |3-hydroxyisobutyric aciduria 13 Cases 238769 1g44 microdeletion syndrome 100Cases|

N 36368( 2p13.2 microdeletion syndrome 2 Cases
6 3 mgthylcrotonyl-CoA carboxylasq 2 65BP*

deficiency 261349 2p15p16.1 microdeletion syndron 11Cases
67046 3-methylglutaconic aciduria type 1 20Cases 163693 2p21 microdeletion syndrome 7 Cases

44503f 3-methylglutaconic aciduria type 4 22Cases ; ;
369881 2p21 mlcrOQeIe_tlon syndrome 2 Cases

505209 3-methylglutaconic aciduria type § 9 Cases without cystinuria
50521€ 3-methylglutaconic aciduria type 9 4 Cases 2284022923.1 microdeletion syndrome 18Cases
) 313947 2g23.1microduplication syndrome 2 Cases

79351 3 ph‘osphoglycer‘ate_ dehydrogena 15Cases
deficiency, infantile/juvenile form 1617 | 224 microdeletion syndrome 23Cases
3-phosphoserine phosphatase

79350 de?icienF::y pnosp 8Cases 251019 293233 microdeletion syndrome 25Cases

7 |3C syndrome 25Cases 251028 2¢33.1 microdeletion syndrome 20Cases

2616 | 3M syndrome 200Cases| 1001 | 2937 microdeletion syndrome 115Cases|

293844 3MC syndrome 32Cases 435639 3p25.3microdeletion syndrome 8 Cases

217064 5-fluorouracil poisoning 20P* 1621 | 3913 microdeletion syndrome 42 Cases

33572 5-oxoprolinase deficiency 8 Cases 960953926 microduplication syndrome 100Cases|

2975 46,XX disorder of sedevelopment 2 Cases 3569473926927 microdeletion syndrome 4 Cases
skeletal anomalies syndrome

- =S oY - 397694 3g27.3 microdeletion syndrome 7 Cases

444049 46,XX ovarian dysgenesghort 3Cases
stature syndrome 23875( 4921 microdeletion syndrome 14 Cases

2138 46,XX ovotesticular disorder of sq 2.5BP 5024371 425 proximal deletion syndrome 3 Cases
development

303 46,XX testicular disorder of sex 25p 329802 5p13 microduplication syndrome 7 Cases
development ' 228384 5q14.3 microdeletion syndrome 40Cases
46,XYdisorder of sex developmen| - —

753 |due to Salphareductase 2 50 Familieq 228414 5035 microduplication syndrome 30Cases
deficiency 25104€ 6p22microdeletion syndrome 19Cases
46,XY disorder of sex developme - -

90796 due to isolated 17,2yase 15Cases 75857| 69 terminal deletion syndrome 19Cases
deficiency 1718296016 deletion syndrome 12 Cases
46,XY disorder of sex developme - -

443087due to testicularl7,20desmolase 2 Families 251054 6g25 microdeletion syndrome 4 Cases
deficiency 314034 7p22.1 microduplication syndromd 5Cases
46,XY disorder of sex developme - =

’ 7911.23 duplicat

16855dadrenal insufficiency due to 9 Cases 96121 sy?\dromgucro Hplication 163Cases|
CYP11A1 deficiency 25106 - - 200

68560 46 XY gonadal dysgenesisotor s Cases 51061 7931 microdeletion syndrome ases

“land sensory neuropathy syndromd 8p inverted duplication/deletion "
96092 d 3.9BP
8 |47,XYY syndrome 50.0BP* Syndrome

251066 8p11.2 deletion syndrome 3 Cases

96263| 48,XXXY syndrome 1.0BP*
251074 8p23.1 duplication syndrome 1.72P

Without specification, published figures are worldwide. An asterisk * indicates European data.

P indicates prevalence datandicates incidence data aB® indicates birth prevalence
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Estimated | Numberof Estimated  Numberof

Disease prevalence/ | published Disease prevalence/  published
or Group of diseases incidence casesor or Group of diseases incidence caser
(/200,000) families (/200,000) families
228399 8q12microduplication syndrome 4 Cases 13947451;/1%1;2ﬁ21emicr0duplication 7 Cases
284160 8g21.11 microdeletion syndrome 13Cases
d Y 26126417912 microdeletion syndrome 103Cases
178303 8g22.1 microdeletion syndrome 6 Cases
q Y 26127417912 microduplication syndromg 118Cases
508484 8qg24.3 deleti d 2 Cases
q c’etion syndrome 363954 17g21.31microdeletion syndrome 6.25P*
324313 9p13 microdeletion syndrome 4 Cases 17923.1923.2 microdeletion
9g31.1g31.3microdeletion 261279 d 7 Cases
401929 1 2 Cases syndrome
Syndrome 254344 19p13.12 microdeletion syndromd 6 Cases
495818 90g33.3g34.11 microdeletion 4C
syndrome ases 357001 19p13.13 microdeletion syndrome 7 Cases
300305 11p15.4 microduplication 1 Family 447984 19p13.3 microduplication 6 Cases
syndrome syndrome
444007 11(3122.2q22.3 microdeletion 5 Cases 217346 19g13.11 microdeletion syndromq 12Cases
syndrome
261299 20p12.3 microdeletion syndrome 3 Cases
313884 12p12.1 microdeletion syndrome 6 Cases P y
313781 20p13 microdeletion syndrome 4 Cases
94063] 12914 microdeletion syndrome 22Cases P Y
- 12q15q21.1 microdeletion & Cases 444051 20911.2 microdeletion syndrome 11Cases
syndrome 261323 21%22.11q22.12 microdeletion 12Cases
412039 13g12.3 microdeletion syndrome 3 Cases Syndrome
- - 567 [22qg11.2 deletion syndrome 37.5BP
26112 14911.2 microdeletion syndrome 3 Cases d Y
- — 439232 AApoAIV amyloidosis 2 Cases
261224 14911.2 microduplication 7 Cases
syndrome 915 [AarskogScott syndrome 0.5BP*
261144 14912 microdeletion syndrome 3 Cases 916 |AaseSmith syndrome 10Cases
264204 14922923 microdeletion syndrom 5Cases 324729 ABeta amyloidosis, Arctic type 1 Family
401934 slyi%zrg'rigms microdeletion 3 Cases 100004 ABeta amyloidosis, Dutch type 250Cases|
48828( 14932 duplication syndrome 33Cases 324704 ABeta amyloidosis, lowa type 2 Families
314585 15¢ overgrowth syndrome 12 Cases 324713 ABeta amyloidosis, Italian type 7 Families
261183 15g11.2microdeletion syndrome 200Cases 3247149 ABetaA21G amyloidosis 2 Families
238444 slyl-';\cz]%g}]f microduplication 30Cases 324703 ABetal.34V amyI0|d05|s. 1 Family
- . 920 Ablepharon macrostomia 16Cases
199314 15913.3 microdeletion syndrome 246Cases| syndrome
26119d 15q14 microdeletion syndrome 9Cases 921 | AbruzzoeErickson syndrome 4 Cases
94065] 15924 microdeletion syndrome 30Cases 2310 Q/?}Z?Q;ideform'ty of legataract 2 Cases
261211 16p11.2p12.2 microdeletion 8 Cases Absence of fingerprintsongenital .
Syndrome 1658 L. 10 Families
S IL ool s moodooreat milia syndrome
16p11.2p12.2 microduplication "
261204 eyndrome 7 Cases 980 |Absence o.f the pulmgnary artery 0.51
485409 16p12.1p12.3 triplication syndromy 3 Cases 3016 Absent‘radlusanogenltal 2 Cases
anomalies syndrome
261239 16p13.11 microdeletion syndroms 7.0BP
16p13 11 microduplicafi . 2951 aﬁﬁﬂéé@%ﬁ@ﬁfﬁiﬁﬁe 3Cases
4 16p13.11 microduplication
261243 162Cases| — -
syndrome 3328 Abfent Eblapolydactylyarachnmd 3Cases
500054 16p13.2 microdeletion syndrome 6 Cases Cyst Syndrome
- — 67043 Acanthamoeba keratitis 1.0P*
06078 16p13.3 microduplication 27Cases - _ :
syndrome Acanthosisnigricansinsulin
352629 16¢24.1 microdeletion syndrome 42 Cases 90301 fresistancemuscle crampsacral 5Cases
enlargement syndrome
261250 16g24.3 microdeletion syndrome 27 Cases 926 | Acatalasemia 3.2p*
17p13.3 microduplication
217385 syn?jrome P 50Cases 48818 Aceruloplasminemia 0.09P
97685 17q11 microdeletion syndrome 170Cases| 929 | Achalasiamicrocephaly syndrome 7 Cases
Without specification, published figures are worldwide. An asterisk * indicates European data.
P indicates prevalence datandicates incidence data aB® indicates birth prevalence
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Disease

or Group of diseases

Estimated
prevalence/
incidence
(/100,000)

Number of
published
casesor
families

Disease
or Group of diseases

Estimated
prevalence/
incidence
(/100,000)

Numberof
published
casesor
families

15 |Achondroplasia 4.0BP 39 | Acromelanosis 10Cases
49382 Achromatopsia 2.7P 1827 | Acromelic frontonasal dysplasia 22Cases
424044 Acinar cell carcinoma of pancread ~ 0.021* o6g |Acromesomelic dysplasia, Hunter 10Cases

— - [Thompson type
40366 | Acitretin/etretinate embryopathy 26 Cases 0 Acromesomelic dysplasia, o Cacos
90065 Acquired aneurysmal subarachno| 10.0P* Maroteaux type
hemorrhage 969 | Acromicric dysplasia 60 Cases
91385| Acquired ioed 200Cases|
CQuIrec angioecema 955 | Acroosteolysis dominant type 100Cases
46487| Acquired epidermolysis bullosa 0.031* 263600 Acroosteolysiskeloid-ike lesions & Casos
79086 Acquired generalized lipodystropH 1.0P* premature aging syndrome
73274 Acquired hemophilia 0.1P* 85203 Acropectoral syndrome 25Cases
73274 Acquired hemophilia 0.08I 957 |Acropectorovertebral dysplasia 30Cases
2221 | Acquired hypertrichosis lanuginos 60Cases 971 |Acrorenal syndrome 20Cases
75564 Acquired idiopathic sideroblastic 0.091 * 99892 ACTHdependent Cushing 0.551
anemia : syndrome
464453 Acquired methemoglobinemia 242 Cases| 1636965;6)\,%(:2nr]ngoclonusrenal failure 38Cases
91136 Acqu[red monoclor_1a| Ig light chaiy 100Cases| 39759¢ Activated PI3Kdelta syndrome 18 Cases
associated Fanconi syndrome
79087 | Acquired partial lipodystrophy 1.0P* 284460 Acute annular outer retinopathy 12 Cases
- Acute disseminated
J Acquired pseudoxanthoma *
22824 elagticum P 20Cases 83597 encephalomyelitis 0.61
- - Acute encephalopathy with
99147] Acquired vonV\.llllebl.'and synd-rome 300Cases 363549biphasic seizures and late reduced 283Cases|
158673 Acral dystrophic epidermolysis 10Families diffusion
bullosa 293174 Acute generalized exanthematoug 03
263534 Acral peeling skin syndrome 40Cases pustulosis )
. - - Acute infantile liver failure due to
281127 Acral selfhealing collodion baby 2 Cases 217374synthesis defect omtDNA-encoded 19Cases
958 |Acrorenalmandibular syndrome 10Cases proteins
" Acute infantile liver failure
959 | A Focul 20 Familie
crorenakocular syndrome n 466794cerebellar ataxiaperipheral sensor: 3 Cases
36 |Acrocallosal syndrome 38Cases motor neuropathy syndrome
2008 | Acrocardiofacial syndrome 9 Cases Acute infantile liver failure
370088gmultisystemic involvement 6 Cases
221054 Acrocephalopolydactyly 8 Cases syndrome
949 | Acrocraniofacial dysostosis 2 Cases 08916|Acuteinflammatory demyelinating 3.1p*
- polyradiculoneuropathy
950 | Acrodysostosis 80Cases 79276 Acute intermittent porphyria 0.54pP*
Acrodysostosis with multiple
280651 hormoﬁe resistance P 40Cases 79276 Acute intermittent porphyria 0.0131*
2956 | Acrodysplasia scoliosis 2 Cases 79126 Acute interstitial pneumonia 3.8P*
1786 | Acrofacial dysostosis, Catania typ 2 Families 90062 Acute liver failure 20.0P*
64542 _I,_Acrgfacial dysostosis, Kenneely 2 Cases 17832 Acute lung injury 25.01*
eebi type
y.p - - 513 |Acute lymphoblastic leukemia 11.0P*
1787 Acrofacial dysostosif?alagonia 4 Cases
type 513 |Acute lymphoblastic leukemia 2.751*
1788 tﬁ;;ofaaal dysostosis, Rodriguez 13Cases 488239 Acute macular neuroretinopathy 101Cases|
1784 | Acrofrontofacionasal dysostosis 12Cases 518 |Acute megakaryoblastic leukemigl — 0.021*
i i 514 [Acute monoblastideukemia 0.131*
965 Acromegaloid facial appearance 23Cases u l. u I —
syndrome 08834 Acute myeloblastic leukemia with 0.02] *
963 | Acromegaly 55P maturation )
Acute myeloblastic leukemia .

963 | Acromegaly 0.351 98833 vithout maturation 0.011

Without specification, published figures are worldwide. An asterisk * indicates European data.
P indicates prevalence datandicates incidence data aB® indicates birth prevalence
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Estimated | Numberof Estimated  Numberof
Disease prevalence/ | published Disease prevalence/  published
or Group of diseases incidence casesor or Group of diseases incidence caser
(/200,000) families (/200,000) families
519 |Acute myeloid leukemia 2.51 978 |ADULT syndrome 50Cases
9gg32|Acute myeloid leukemia with 0.011* 86875 Adult T-cell leukemia/lymphoma 3.0P*
minimal differentiation : Adult-onset autosomal dominant
98277 Acute myeloid !eukem|a with 0.111* 99027 leukodystrophy 20Families
recurrent genetic anomaly -
284289 Adult-onset autosomal recessive 14¢
517 | Acute myelomonocytic leukemia 0.171* cerebellar ataxia ases
86843 Acute _pann_1ye|05|s with 0.061 * 255137 Adult-onse_t autosqmal recessive 2 Cases
myelofibrosis sideroblastic anemia
90064 | Acute peripheral arterial occlusio] ~ 16.0P* 420493 I)DA\((j'lIJ'IZtZ%O?yS;; cervical dystonia, 2 Families
520 |Acute promyelocytic leukemia 0.111* Adult-onset distal myopathy due t
- - 329478 . 9 Cases
Acute sensorineural hearing loss \VCP mutation
90059 acute acoustic traum_a or sudden 37.0P* 199351 Adult-onset dystoniaparkinsonism| 14 Cases
deafness or surgery induced
acoustic trauma 183669 Agammaglobulinemia 0.13P*
139417 Acute transverse myelitis 1.6l Agammaglobulinemia
83617 |microcephalycraniosynostosis 3 Cases
Acute zonal occult outer "
284454 retinopathy 150Cases| severe dermatitis syndrome
85448 AGel amyloidosis 475Cases
99901 A(;yl-_COA dehydrogenase 9 23Cases y
deficiency 98850 | Aggressive systemimastocytosis 0.33P*
100004 ACys amyloidosis 9 Families 442584 AH amyloidosis 12 Cases
55881 ) Adamantinoma 0.011* AHDCHrelated intellectual
974 | AdamsOliver syndrome 398Cases| 412069disability-obstructive sleep apnea 4 Cases
85198 | A " oo mild dysmorphism syndrome
ison disease .5P* S
- 250977 AICAribosiduria 1Case
2952 Adductedthumbs-arthrogryposis 9c
syndrome, Christian type ases 51 |AicardiGoutieres syndrome 10.0P*
213504 Adenocarcinoma of ovary 5.971* 90081 | AIDSwasting syndrome 20.0P*
42401€ Adenocarcinoma of the anal canal ~ 0.261* 79085 Iﬁ)*;gi;?r'g;if:,familial partial 1 Family
213774 Adenocarcinoma of the cervix ute 1.011*
. : e 85443 AL amyloidosis 11.0P*
99976 Adenocarcinoma of the esophagy 0.71 Alacrimiachoreoathetosisliver
- 404454 . 8Cases
424991 Adenocarcinoma of the gallbladdg 2.62|* dysfunction syndrome
and extrahgpatlc biliary tr.act 52 |Alagille syndrome 0.8BP*
424943 Adenocarcinoma of the liver and 0.211* - —
Jintrahepatic biliary tract : 178333 Aland Islands eyelisease 5 Families
104074_Adenqcarcmoma of the small 0.571* 2007 Alar cartilages hypoplasia 2 Cases
instestine colobomatelecanthus syndrome
45 |Adenosine monophosphate 100Cases 53 | AlbersSchonberg osteopetrosis 1.0P
deaminag deficiency — -
Adenovirus infection in 998 |Albinismdeafness syndrome 1 Family
1127}, ised patient 18.0P ALDH18A%elated De Bars
immunocompromised patients 35664 y y 32Cases
46 | Adenylosuccinate lyase deficiency 56 Cases Syndrome
Adenylosuccinate synthetaskke 79327|ALGICDG 57 Cases
482601 . 19Cases
1-related distal myopathy 79326 | ALG2CDG 1Case
404444 ADNP syndrome 10Cases 79321| ALG3CDG 15Cases
1501 | Adrenocortical carcinoma 0.75P* 79320| ALGBCDG 54 Cases
1501 | Adrenocortical carcinoma 0.031* 79325| ALG8CDG 15Cases
977 | Adrenomyodystrophy 2 Cases 79328| ALGacDG 12 Cases
Adult familial nephronophthisis
2666 spastic quadriparesia syndrome 2 Cases 280071 ALG11CDG 8 Cases
178487 Adult intestinal botulism 19Cases 79324| ALG12CDG 11Cases
206583 Adult polyglucosan body disease 50Cases 324422 ALG13CDG 1Case
Without specification, published figures are worldwide. An asterisk * indicates European data.
P indicates prevalence datandicates incidence data aB® indicates birth prevalence
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Disease

or Group of diseases

Estimated
prevalence/
incidence
(/100,000)

Number of
published
casesor
families

Disease
or Group of diseases

Estimated
prevalence/
incidence
(/100,000)

Numberof
published
casesor
families

502444 Alkaline ceramidase 3 deficiency 2 Cases 803 | Amyotrophic lateral sclerosis 3.85P
59 |Allan-HerndonDudley syndrome 320Cases| 803 |Amyotrophic lateral sclerosis 1.351

1006 | Alopecia antibody deficiency 3 Cases 357043 Amyotrophic lateral sclerosis type] 70Cases
700 [Alopecia totalis 10.5P* 228113 Anal fistula 23.0P*

701 [Alopecia universalis 25.0P* 98841|Anaplastic large cell ymphoma 2.0P*

1005 | Alopeciacontracturesdwarfism- 5 Cases 25163 Anaplastic oligodendroglioma 0.091*

intellectual disability syndrome 142 | Anapiastic tvrod - o1p
— naplastic thyroid carcinoma .
1008 _AIopemaepll_epsypyorrhea 12 Cases : : .
intellectual disability syndrome 142 |Anaplastic thyroid carcinoma 0.171*
2850 gﬁggﬁ”te"mua' disability 15Families 93347| Anauxetic dysplasia 10Cases
Alopeciaintellectual disability- 37553| AndersenTawil syndrome 0.11*

1014 zzrp:srrg;r;adotroplc hypogonadism| 2 Cases 157954 ANE syndrome = Cacos
726 | AlpersHuttenlocher syndrome 0.07P* 284984 Aneurysmosteoarthritis syndrome 45Cases
726 | AlpersHuttenlocher syndrome 0.7BP* 63442 (Qr;%f;z;aped phalangeepiphyseal 20Cases
60 | Alpha1l-antitrypsin deficiency 20.0P* 72 | Angelman syndrome 75P

399059 :;:EZ?nl?;g)ztt?]ISnrelated late- 17 Cases 72 | Angelman syndrome 1.3BP*
100024 Alphaheavy chain disease 400Cases 251671 Angiocentric glioma 52Cases
61 |Alphamannosidosis 0.1P* 2346 | Angioosteohypertrophic syndromq 0.8 BP*

3137 | AlPharN-acetylgalactosaminidase 20Cases 370039 Angora hair nevus 2Cases

deficiency Anhidrotic ectodermal dysplasia

79279 AIph‘a-N-acetngaIactosaminidase 10Cases 69088 [[mmunodeficiencyosteopetrosis 2 Cases

deficiency type 1 lymphedema syndrome

79280 cfglf::iael-r’:lc-icti:)y;gglacwsamlmdase 10Cases 1069 | Aniridia-absent patella syndrome 3Cases

— Aniridia-cerebellar ataxia .

79281 Cﬁﬁ:iz-rl:l;i%y;gglactosamlnldase 10Cases 1065 intellectual disability syndrome 22 Familieg

Alphathalassemiaintellectual 1068 SA?]lgs;zgnellectual disability 2 Cases
98791 [disability syndrome linked to 20Cases Y — —
chromosome 16 1067 An|r|c.i|_a—pt05|.s_|ntellec_tuaI 3Cases
Alphathalassemiamyelodysplastic disability-familial obesity syndromgq
231401 80Cases Aniridia-renal agenesis
syndrome 1064 . 2 Cases
Alphathalassemiaxiinked psychomotor retardation syndromg
847 [ ntellectual disability syndrome 200Cases 1070 | Anisakiasis 0.32
63 | Alport syndrome 2.0P* 356996 SAI\;\’IBKSCS?SI?J?&:&Ifc;zféﬂzablIlty 3Cases
Alport syndromeintellectual P y
86818 |disability-midface hypoplasia 2 Families Ankyloblepharon filiforme -
elliptocytosis syndrome 1074 |adnatumimperforate anus 3 Families
64 Istr d 950G syndrome
Alstrom syndrome ases 2206 Ankylosing vertebral hyperostosis 8 Cases
284 | Alveolar echinococcosis 0.161* with tylosis
169094 Alymphoid cystic thymic dysgene 9Cases 254411 Annular atrophic lichen planus 10Cases
93561 | ALysamyloidosis 7 Eamilies 281139 Annular epidermolytic ichthyosis 7 Families
1021 Amaurosishypertrichosis 2 Cases 675 [Annular pancreas 1.8BP*
syndrome 69125 | Anonychia with flexural 3 Cases
314422 Ameloblastic carcinoma 40Cases pigmentation
1028 Ameloonychohypohidrotic 2 Cases 1094 | Anonychiamicrocephaly syndrom 4 Cases
syndrome Anonychiaonychodystrophy
- - 90390 14 Cases
1908 Amt:nopft(-:;rln/rphethotrexate 17 Cases syndrome
embryotetopathy 1104 | Anophthalmia plus syndrome 17 Cases
319634 Amyloidosis cutislyschromia 27 Cases
Without specification, published figures are worldwide. An asterisk * indicates European data.
P indicates prevalence datandicates incidence data aB® indicates birth prevalence
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Disease

or Group of diseases

Estimated
prevalence/
incidence
(/100,000)

Number of
published
casesor
families

Disease

or Group of diseases

Estimated
prevalence/
incidence
(/100,000)

Numberof
published
casesor
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Anophthalmiamegalocornea 1682 Arterial dissectionlentiginosis 4 Cases
1101 |cardiopathyskeletal anomalies 3 Cases syndrome
syndrome 3342 | Arterial tortuosity syndrome 102Cases
77298 Anophthalmia/microphthalmia 30Cases - - -
esophageal atresia syndrome 1037 | Arthrogryposis multiplex congenit 5.7BP*
93976 Anotia 0.028BP* 1150 Arthrog_rypos_,is _mUItiplex 10Cases
- - congenitawhistling face syndrome|
2987 | Antecubital pterygium syndrome 11Cases Arthrogryposisectodermal
90079 Anthracycline extravasation 0.3P* 3200 |dysplasiaother anomalies 2Cases
Anti-glomerular basement syndrome
- * - N
375 membrane disease 0.08l 1485 Arthrogryposishyperkeratosis 2 Cases
- — syndrome, lethal form
45471 Anti-p200 pemphigoid 50Cases 1144 Arthrogryposislike hand anomaly L Famiy
81 |Antisynthetase syndrome 35P sensorineural deafness syndrome
- Arthrogryposisrenal dysfunctior
83 | Antley-Bixler syndrome 34 Cases 2697 cholestasis syndrome 100Cases|
- " - —
1457 | Aorta coarctation 35.6BP 65720 Arthrogryposissevere scoliosis 2 Families
Aortic arch anomalyfacial syndrome
1110 |dysmorphismintellectual disability 4 Cases 1253 | Ascher syndrome 50 Cases
syndrome 13768 Asherman syndrome 44.0P*
2299 | Aortic arch interruption 0.3BP*
85175( Astley-Kendall dysplasia 5Cases
3400 | Aorto-ventricular tunnel 130Cases|
- 251679 Astroblastoma 0.021*
Aphalangyhemivertebrae
1112 |urogenitatintestinal dysgenesis 3 Cases 94 | Astrocytoma 2.5P*
syndrome 94 | Astrocytoma 4.81*
1113 Aphalangysyndactyly 5 Cases
microcephaly syndrome 96 |Ataxia with vitamin E deficiency 0.33P*
Aphoniadeafnessretinal 1188 Ataxia-deafnessintellectual 8 Cases
32454(dystrophy-bifid hallucesintellectual 2 Cases disability syndrome
disability syndrome Ataxia-intellectual disability-
1114 | Aplasia cutis congenita 10.0BP 37002oculomotor apraxiacerebellar cyst 7 Cases
1116 Aplasia cutis congenitantestinal 3Cases syndrome
lymphangiectasia syndrome 459033 Ataxia-oculomotor apraxia type 4 12 Cases
1117 | Aplasia cutismyopia syndrome 4 Cases 1184 |Ataxiaphotosensitivity-short 2 Cases
- stature syndrome
99981| Apnea of prematurity 8.5P* - - -
100 [Ataxiatelangiectasia 0.49P*
425 | Apolipoprotein Al deficiency 30 Familie -
1190 | Atelosteogenesis type | 12 Cases
1126 Aprosencephaly cerebellar 2 Cases
dysgenesis 56304 | Atelosteogenesis type I 25Cases
Arachnodactylyabnormal 56305 | Atelosteogenesis type IIi 25Cases
1129 |ossificatiorrintellectual disability 5 Cases ~Tabaskar bra r -
syndrome 69739|Athabaskan brainstem dysgenesi 13Cases
1130 Arachnodactylyintellectual 3Cases syndrome - -
disability-dysmorphism syndrome 1192 Atheroscler05|5deafnessd|abetes 2 Cases
epilepsynephropathy syndrome
1133 | AREDYLD syndrome 3 Cases -
95713| Athyreosis 3.5P*
23 | Argininosuccinic aciduria 1.0P* - -
1193 | Atkin-Flaitz syndrome 14 Cases
23 | Argininosuccinic aciduria 0.46BP - - —
— 163934 Atopic keratoconjunctivitis 15.0P*
91 |Aromatase deficiency 38Cases ATP13AzZelated juvenile neuronal
314637 -~ o 4 Cases
178344 Aromatase excessyndrome 30Cases ceroid lipofuscinosis
ic lami i 1201 i i i 16.0BP*
35708 Aromatic l-amino gc_ld 100Cases Atresia of small intestine
decarboxylase deficiency 1479 |Atrial septal defectatrioventricular 11 Cases
Arrhinia-choanal atresia conduction defects syndrome
1135 | . . 4 Cases
microphthalmia syndrome Atrioventricular defect
Arrhythmogenic right ventricular 1352 |blepharophimosisradial and anal 2 Cases
247 ; 20.0P
cardiomyopathy defect syndrome
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(/200,000) families

or Group of diseases incidence caser
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352723 Attenuated ChédiakHigashi 100Cases 747 Auto!mm_une pulmonary alveolar 05pP
syndrome proteinosis
1456 | Atypical coarctation of aorta 0.17BP* 747 |Autoimmune pulmonary alveolar 0.041
Atypical dentin dysplasia due to proteinosis .
314721 SN)IISCZ deficienc)gl P 4 Cases Autoinflammation-PLCG2
. - - 32453(associated antibody deficieney 2 Cases
289869 Atypical glycine encephalopathy 20Cases immune dysregulation
2134 Atypicalhemolytic-uremic 1.0P* Autoinflammatory syndrome with
syndrome ) 329173pyogenic bacterial infection and 3 Cases
357004 Atypical her_nolytleuremlg _ 13Cases amylopectinosis
syndrome with DGKE deficiency 33110 Autosomalagammaglobulinemia 100Cases
238523 Atypical hypotoniacystinuria 2 Cases Autosomal dominant aduklonset "
syndrome 20933 . . 0.1P
proximal spinal muscular atrophy
391417 Atypical juvenile parkinsonism 6 Families ; ;
314399 Autosomal dqmlnant aplasia and 6 Cases
86797] Atypical lichenmyxedematosus 20Cases myelodysplasia
- - Autosomal dominant cerebellar
314464 Atypical Meigs syndrome 9 Cases 9 | taxia 2.7P
Auricular abnormalitiescleft lip Autosomaldominant cerebellar
77300]with or without cleft palate-ocular 2 Cases 314404ataxia-deafnessnarcolepsy 24 Cases
abnormalities syndrome syndrome
137884 Auriculocondylar syndrome 50 Cases Autosomal dominant Charcet
114 ol e > Farmil 487814Marie-Tooth disease type 2 due to 2 Cases
Auriculoosteodysplasia amilies DGAT2 mutation
352490 Autism spectrum disorder due to 60 Cases Aut_osomal dqminant Charcet
AUTS?2 deficiency 435819Marie-Tooth disease type 2 due to 2 Cases
370943 Autism spec_trum disordeepilepsy 8 Cases TEG mutation .
arthrogryposis syndrome Autosomal dominant Charcet
Autism-epilepsy syndrome due to 401964|Marie-Tooth disease type 2 with 2 Families
30841(branched chain ketoacid 5 Families [giant axons
dehydrogenas kinase deficiency Autosomal dominant Charcet .
Autism-acial portwine stain 99946 Marie-Tooth disease type 2A1 1 Family
137911 4Cases z p
syndrome 09938 Autosomal dominant Charcet 44Cases
324636 Autoerythrocyte sensitization 170Cases| Marie-Tooth dlsgase type 2D
syndrome 521414 Autosomal dominant Charcet 51 Cases
Autoimmune encephalopathy with Marie-Tooth disease type 2DD
420784parasomnia and obstructive sleep 10Cases Autosomal dominant Charcet -
99940 ; . 5 Families
apnea Marie-Tooth disease type 2F
Autoimmune enteropathy and 99941 | Autosomal dominant Charcet 1 Famil
391487endocrinopathysusceptibility to 5 Cases Marie-Tooth disease type 2G amily
chronic infections syndrome 99944 Autosomal dominantCharcot 30 Cases
98375| Autoimmune hemolytic anemia 2.021* Marie-Tooth disease type 2K
Autoimmune hemolytic anemia 99945 | Autosomal dominant Charcet 1 Family
444464autoimmune thrombocytopenia 6 Cases Marie-Tooth dlsgase type 2L
Jprimary immunodeficiency 228179 Autosomal dominant Charcet 20Cases
syndrome Marie-Tooth disease type 2M
; . Autosomal dominantCharcot
2137 | Autoimmune hepatitis 23.5P
P 228174Marie—Tooth disease type 2N 28Cases
2137 | Autoimmune hepatitis 1.21 ;
: : - 329254 Aut_osomal do_mlnant Charcet 8 Cases
444093 Autoimmune interstitial lung 5 Eamilies Marie-Tooth disease type 2Q
diseasearthritis syndrome 397735 Autosomal dominant Charcet 2 Cases
3261 Autoimmune lymphoproliferative 500Cases “IMarie-Tooth disease type 2U
syndrome 447964 Autosomal dominant Charcet 21 Cases
Autoimmune lymphoproliferative Marie-Tooth disease typ@V
436159syndrome due to CTLA4 17 Cases Autosomal dominant Charcet
haploinsuffiency 488333Marie—Tooth disease type 2W 24Cases
Autoimmune lymphoproliferative Autosomal dominant Charcet
27551 4syndrome with recurrent viral 1 Family 435387Marie—Tooth disease type 2Y ! Cases
infections Autosomal dominant Charcet
466768Marie—Tooth disease type 2Z 21Cases
Without specification, published figures are worldwide. An asterisk * indicates European data.
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90348 Autosomal dominant cutis laxa 50Cases 65743 | Autosomal dominant multiple 4 Cases
Autosomal dominant deafness pterygium syndrone
79499 onychodystrophy syndrome 22Cases 99846 Autosomal QOmlnant 2 Families
- - myoglobinuria
Autosomal dominant distal axona A o -
476093motor neuropathy-myofibrillar 8 Cases _l:jtfosc_)Ta ; on_unant myopia |
myopathy syndrome aa0354Midfacial retrusionsensorineura 1 Family
- hearing lossrhizomelic dysplasia
Autosomal dominant focal
329464 - 28Cases syndrome
dystonia, DYT25 type Autosomal dominant neovascular
Autosomal dominant focal non 329211 . . 99 Cases
o . inflammatory vitreoretinopathy
402003epidermolytic palmoplantar 21Cases AL T dominant : I
keratoderma with plantar blistering 9g7g4|/Utosomal dominant nocturna 100 Familie
- frontal lobe epilepsy
2314 Autosomal dominant hypetlgE 0.11* - -
syndrome : 98672 Autosomal dominant optic atrophy 3.3P
1810 Autosomal domlnant hypohidrotic 40Cases 67036 Autosomal dominant optic atrophy 3 Eamilies
ectodermaldysplasia and cataract
89937 Autosomal domlr_man_t 100Cases 1215 Autosomal dominant opticatrophy 0.4P*
hypophosphatemic rickets plus syndrome
Autosomal dominant intellectual 08673 Autosomal dominant optic atrophy 20P
457193disability-craniofacial anomalies 16 Cases classic form )
cardiac defects syndrome i i
.y : : 2783 Autosomal dominant osteopetrosi 33Cases
4 Autosomal dominant intermediate type 1
100043 . . 20Cases -
CharcotMarie-Tooth dsease type Autosomal dominant palmoplantal
100044 Autosomal _domlnant |_ntermed|ate 37Cases 1010 keratot_ierma and congenital 10Cases
CharcotMarie-Tooth disease type alopecia
Autosomal dominant intermediate Autosomal dominant polycystic
= *
10004“CharcotMarie-Tooth disease type 35Cases 730 kidney disease 3.96P
100044 Autosomal _domlnant |_ntermed|ate 12 Cases Autosomal dominant po_chystlc
CharcotMarie-Tooth disease type 88924 [kidney disease type 1 with tuberoy 30Cases
Autosomal dominant intermediate] sclerosis
93114 CharcotMarie-Tooth disease type 21Cases 1300 Autosomal dominant popliteal 03P
35067( Autosomal dominant intermediate 8 Cases pterygium syndrome '
CharcotMarie-Tooth disease type Autosomal dominant preaxial
Autosomal dominantintermediate 476119 ponda(_:tnyu_pperback 1 Family
324584CharcotMarie-Tooth disease with 9 Cases hypertrichosis syndrome
neuropathic pain Autosomal dominant primary
i i i 34528 ia wi 28Cases
266 Autosomal dominant limbgirdle 4 Eamilies hypomag_ne_semla with
muscular dystrophy type 1A hypocalciuria
Autosomal dominant limbgirdle . 88659 Autosomal dominant progressive 14Cases
34516 muscular dystrophy type 1D & Families nephropathy with hypertension
Autosomaldominant limb-girdle - 314889 Autosomal dominantproximal 1 Eamil
34517 muscular dystrophy type 1E 20Familieg renal tubular acidosis Y
Autosomal dominant limbgirdle Autosomal dominant
55595 muscular dystrophy type 1F 64 Cases 209867rhegmatogenous retinal 38Cases
Autosomal dominant limbgirdie " detachment
55596 2 Families - -
n;uscular cjlyjtrophy t)/lp:blgdl 3107 Q/lr,l]tctjarzcr):;al dominant Robinow 100Cases|
4 Autosomal dominant linb-girdle :
238753 muscular dystrophy type 1H 11Cases 140481 Autosomal dominant slowed nerwvi 1 Family
14095 Autosomal dominant 100Cases conduction velocity
macrothrombocytopenia 251287 Autosomal dominant spastic ataxi 53Cases
Autosomal dominant mendelian type 1
susceptibility to mycobacterial 100989 Autosomal dominant spastic 10 Families
31958 jiceases due to partial IFNgammg 68 Cases paraplegia type 6
deficiency . . 100984 Autosom_al dominant spastic 10 Families
Autosomal dominant mendelian paraplegia type 8
3195895|:Jsceptlblllty to mycgbacterlal 2 Cases 447753 Autosomal dominant spastic 2 Families
diseases due to partial IFNgammg paraplegia type 9A
deficienc i i
o y — 4477571 Autoslomal dom;nBant spastic 3 Families
457050 Autosomal dominant mitochondria 15Cases paraplegia type
myopathy with exercise intoleranc
Without specification, published figures are worldwide. An asterisk * indicates European data.
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100991 paraplegia type 10 10Families 352641 ataxia with late-onset spasticity 10Cases
100994 Autosomal dominant spastic 27 Cases Aut(_)som_al recgssive cerebellar
paraplegia type 12 404499 a_taxg-_eplIepsy-lntellectual 2 Cases
100994 Autosomal dominant spastic 10 Cases disability syndrome due to RUBCN
paraplegia type 13 deficiency
Autosomal dominant spastic - Autosomal recessive cerebellar
100998 paraplegia type 17 20 Familieg 204493 a_taxia.-_epiIepsy-intellectual 3Cases
100999 Autosomal dominant spastic 1 Famiy disability syndrome due to TUD
paraplegia type 19 deficiency
101009 Autosoma| dominant spastic 1 Family Autqsomal recessive cerebellar
paraplegia type 29 363429ataxia-pyramidal signsnystagmus 17Cases
320364 Autosomaldominant spastic 1 Famiy pculomotor apraxia syndrome
Jparaplegia type 36 95434 Aut(_)somal re_ce_sswe_cerebellar 1 Family
171612 Autosomal dominant spastic 13 Cases ataxia-saccadic |ntfu5|on syndromd
paraplegia type 37 363969 Autosomal recessive cerebral 4 Cases
17161 Autosomal dominant spastic 1 Family atrophy :
paraplegia type 38 466775 Autosomal recessive Charcot 29 Cases
300354 Autosomal dominant spastic 7 Cases Marie-Todth disease type 2X
paraplegia type 41 Auto;omal recessive complex
17186 Autosomal dominant spastic 1 Famiy 506353spastic paraplegla_ due to Kennedy 4 Cases
paraplegia type 42 pathway dysfunctpn .
4a409¢ A1 t0s0mal dominant spastic 1 Family 363437 (jal:;%se?g? L[iigsi'uvf tgoggFSgtzal 7 Cases
paraplegia type 73 eficionc
228164 Autosomal dom'lnant striatal 11 Cases y - -
neurodegeneration Autosomalrecgsswe congenital
Autosomal dominant 324267 Ze;_epellar ataxia due to MGLUR1 10Cases
46680gthrombocytopenia with platelet 4 Families ehiclency - -
secretion defect 281097_Autosor’pal recessive congenital 0.5P*
34149|Autosomal dominant 0.11P* S o
tubulointerstitial kidney disease 90349 futosomal recessive cutis laxa ty| 60Cases
Autosomal dominant
3086 Vitreoretinochoroidopathy 3Cases 90350 2Autosomal recessive cutis laxa ty| 40Cases
Autosomal erythropoietic . -
79278 |orotoporphyria 0.92° 101150 AUI0SOMl recessive dopa 50Cases
Autosomalerythropoietic . -
79278 orotoporphyria o0t 1974 | Autosomal recessive 26Cases
- - faciodigitogenital syndrome
1027 | Autosomal recessive amelia 3 Cases Autosomal recessive
247815 Autosomal recessive ataxia due t 6C 329329front0temporal pachygyria 7 Cases
g - ases
PEX10 deficiency : : 300547 Autosomal recessive infantile 12 Cases
139485 AL_Jto§omaI recessive ataxia due t 31Cases hypercalcemia
ubiguinone deficiency 217054 Autosomal recessive intermediate 8 Famil
88644 Autosomalrecessive ataxia, Beau 57 Cases CharcotMarie-Tooth disease type amiiies
type : 254334 Autosomal recessive intermediats 1 Case
Autosomal recessive axonal CharcotMarie-Tooth disease type
521413CharcotMarie-Tooth disease due { 2 Cases Autosomal recessive intermediate
copper metabolism defect 369867 c1yarcotMarie-Tooth disease t 3Cases
ype
4 Autosomal recessive axonal ili Autosomal recessive intermediate
324442 neuropathy with neuromyotonia 33Famites 435998 -y arcotMarie-Tooth disease type 4Cases
Autosomalrecessive e i i
139455 bestrophinopathy 20Cases 98676 Eﬁ:ggﬁgmal recessive isolated opti 5 Cases
448247 Autosomal recessive brachyolmial 20Cases Autosomal recessive
Autosomal recessive cerebellar 314574/€ukoencephalopathyischemic 3Cases
172 ataxia 3:3P stroke-retinitis pigmentosa
453521 Autc_)somal recessive cereb_el_lar 2 Cases syndrome S—
ataxia due to CWF19L1 deficiency 267 |Autosomal recessive limigirdle 1.0P*
412057 Autosomalrecessive cerebellar 10Familied muscular dystrophy type 2A
ataxia due to STUBL deficiency 353 Autosomal recessive limigirdle 0.2p*
muscular dystrophy type 2C
Without specification, published figures are worldwide. An asterisk * indicates European data.
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Autosomal recessivémb-girdle . Autosomal recessive optic atroph
119 muscular dystrophy type 2E 0.1P 227976OPA7 type 17Cases
219 Autosomal recessive limigirdle 0.3P* Autosomal recessive palmoplanta
muscular dystrophy type 2F ) 1366 |keratoderma and congenital 8 Cases
——— | :
34514 Autosomal recessive limigirdle 16Cases alopecia : :
muscular dystrophy type 2G 731 Autosomal recessive polycystic 1.17p*
Autosomal recessive limigirdle kidney disease '
34515 1.0P* - -
musculardystrophy type 2| Autosomal recessive primary
4 Autosomal recessive limigirdle . immunodeficiency with defective
140923 muscular dystrophy type 2J 1 Family 437552Ispontaneous natural killer cell 3Cases
Autosomal recessive limigirdle . cytotoxicity
206554 muscular dystrophy type 2M 5Families 1507 Autosomal recessive Robinow 100Cases
Autosomal recessive limigirdle syndrome
206559 ccular dystrophy type 2N 1Case Autosomal recessive severe
ive limiai 42070Z7congenital neutropenia due to 4 Cases
206564 Autosomal recessive limigirdle 2 Cases CSFg3R defio p
muscular dystrophy type 20 € |C|ency.
280334 Autosomal recessive limigirdle 1¢ Autosomal recessive severe
Imuscular dystrophy type 2P ase 420699congenital neutropenia due to 2Cases
254367 Autosomal recessive limigirdie 60 CXCR2 deficiency
muscular dystrophy type 2Q ases Autosomal recessive severe
26354 Autosomal recessive limigirdie > Cases 33117¢congenital r_1e_utropen|a due to 57 Cases
Imuscular dystrophy type 2R G6PC3 de?mency‘
T Autosomal recessive severe
Autosomal recessive limigirdle
36984Q  \ccular dystrophy typr:lgs 3 Cases 423384congenital neutropenia due to 14 Cases
363623 Autosomal recessive limigirdle oC JAGNL deﬂuency. -
Imuscular dystrophy type 2T ases 314603 A_utosomal recessive spastic atax 54Cases
Autosomal recessive limigirdle with leukoencephalopathy
352479 8 Cases Autosomal recessive spastic atax
muscular dystrophy type 2U 254343 Sp 6 Cases
Autosomal recessive limigirdle optic atrophy-dysarthria syndrome
466801 2Cases Autosomal recessive spastic N
muscular dystrophy type 2W 447769 eqi o 2 Families
476084 Autosomal recessive limigirdle 3Cases paraplegia type - -
muscular dystrophy type 2X 100995 Autoslom_al recessive spastic 1 Family
424261 Autosomal recessive limigirdle 3Cases paraplegia type 14_ -
musculardystrophy type 2Y 100994 A”mslom.a' [ocere /e spastic 10Families
480683 Autosomal recessive limigirdle 4 Cases paraplegia type - -
muscular dystrophy type 2Z 209951 Autoslon“_lal receszlve spastic 9 Cases
Autosomal recessive lower motor paraplegia type 1 - -
20658(neuron disease with childhood 5 Cases 101004 Autosomal recessive spastic 36Cases
onset paraplegia type 20
: Autosomal recessive spastic
Autosomal recessive 101001 35Cases
= .
238508 lymphoproliferative disease 17Cases parapleglaltype 21
: - Autosomal recessive spastic o
Autosomal recessive malignant
667 osteopetrosis [¢] 0.75BP* 101003paraplegla type 23 5 Families
Autosomal recessive mendelian 101004 Autoson’_lal recessive spastic 1 Family
47785 78usceptibility to mycobacterial P paraplegia type 24 :
diseases due to complete 101005 Autosom_al recessive spastic 1 Family
RORgamma receptor deficiency paraplegia type 25
Autosomal recessive mendelian 101004 Autosomal recessive spastic 10 Families
319564 susceptibility to mycobacterial 18Cases paraplegia type 26
Jdiseases due to partial IFNgamm4 101007 Autosomal recessive spastic 10Cases
deficiency paraplegia type 27
Autosomal recessive mendelian 101004 Autosomal recessive spastic 7 Cases
susceptibility to mycobacterial paraplegia type 28
319574 - 6 Cases - -
diseases due to partial IFNgammg Autosomal recessive spastic .
. 171622 . 1 Family
deficiency paraplegia type 32
319333 Autosomal recessive myogenic 1 Family 171624 Autosom_alrecesswe spastic 38Cases
arthrogryposis multiplex congenitgy paraplegia type 35
280654 Autosomal recessive nail dysplas 4 Cases 13948( Autosomal recessive spastic 2 Families
- paraplegia type 39
93329] Autosomal recessive omodysplas 23Cases
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320374 Autosomal recessive spastic 2 Cases 15Cases
paraplegia type 43
320401 Autosomal recessive spastic 3 Cases 280365{ Autosomal 1_aem|dqm|nant severe 7 Cases
paraplegia type 44 lipodystrophic laminopathy
320396 Autosomal recessive spastic 7 Eamilies 101014 Autosomal spastic paraplegia typ 3 Families
paraplegia type 45 30
320391 Autosomal recessive spastic 5 Cases 397946 Autosomal spastic paraplegia typ 19Cases
paraplegia type 46 58
306511 Autosomal recessive spastic 2 Cases 201844 Autosomal spastic paraplegia typ 14Cases
paraplegia type 48 72
319199 Autosomal recessive spastic 9 Cases 300345 Autosomal systemic lupus 7 Eamilies
paraplegia type 53 erythematosus
30038 Autosomal recessive spastic 6 Families 454834 Avian influenza 826Cases
paraplegia type 54 - -
Autosomal recessive spastic 782 | AxenfeldRieger syndrome 0.5P
320379 . 14 Cases -
paraplegia type 55 168549 Axial spondylometaphyseal 13Cases
300411 Autosomal recessive spastic 5 Families dysplasia
paraplegia type 56- : 401911 AXINZ2related attenuaFed familial 4 Eamilies
Autosomal recessive spastic adenomatous polyposis
431329 . 2 Cases —
paraplegia type 57 1272 | AyméGripp syndrome 18Cases
Autosomal recessive spastic
o
401799 paraplegia type 59 3 Cases 79332| BAGALTLDG 1Case
40180 Autosomal recessive spastic 1 Case 67038 B-cell chronic lymphocytic leukem| 48.0P*
paraplegia type 60_ - 171914 B-cell nontHodgkin lymphoma 17.451*
401784 Autosomal recessive spastic 4 Cases
paraplegia type 61 86852 B-cell prolymphocytic leukemia 0.051*
401784 Autosomalrecessive spastic 7 Cases 36234 | Bacterial toxieshock syndrome 3.0P
paraplegia type 62
i ; 93395| Ballard syndrome 12 Cases
401805 Autosorr_lal recessive spastic 2 Cases Y
paraplegia type 63 1225 |BallerGerold syndrome 40Cases
401814 Autosomal recessive spastic ac
paraplegia type 64 ases 1226 | Bamforth-Lazarus syndrome 8 Cases
401819 Autoslomal recezzive spastic 2 Cases 1227 |Bangstad syndrome 2Cases
araplegia type - -
parapedia typ - - 1228 | Bankisyndrome 1 Family
201824 Autosomal recessive spastic 2 Cases _ i
paraplegia type 67 2995 BaraltserWlnter' 60Cases
201830 Autosomal recessive spastic > Cases cerebrofrontofacial syndrome
paraplegia type 69 1231 |BarberSay syndrome 16 Cases
401834 Autosomal recessive spastic 4 Cases 110 |BardetBiedl syndrome 0.7P*
paraplegia type 70
i i 110 |BardetBiedl syndrome 0.5BP*
401844 Autoslomal rece;ilve spastic 1 Case Y
Fj:‘rap eg'altype : : 111 [Barth syndrome 0.22P*
utosomal recessive spastic
468661 paraplegia type 74 11Cases 1234 |BartsocasPapas syndrome 24Cases
459056 Autosomal recessive spastic 5 Cases 112 |Bartter syndrome 0.11*
paraplegia type 75 - — -
Autosomal recessive spastic — 10097d Bathing suit ichthyosis 20Cases
488594 . 7 Families
paraplegia type 76 166113 Bazex syndrome 145Cases
JA | i i P
466727 paljrfpigg:g t;iieiilve spastic 8 Cases 113 |BazexDupré-Christol syndrome 143Cases|
513436 Autosomal recessive spastic 7 Cases 98895 Becker muscular dystrophy 1.53P
paraplegia type 78, 98895 Beckermuscular dystrophy 2.2BP*
Autosomal recessive
95433 |spinocerebellar ataxieblindness 3 Families 116 |BeckwithWiedemann syndrome 3.5BP*
deafness syndromg 1237 | BeemerErtbruggen syndrome 2 Cases
Autosomal recessive —
401979spondylometaphyseal dysplasia, 4 Cases 1241 |Bencze syndrome 2 Families
Mégarbané type 251257 BENigN concentric annular maculz 27 Cases
dystrophy
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prevalence/
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prevalence/
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Disease

Disease

or Group of diseases

or Group of diseases

(/200,000) families (/200,000) families
1949 | Benign familial neonataépilepsy 100Familie 1257 | Blepharonasofacial malformation 3 Families
Benign familial neonatainfantile syndrome
14092 cizures 10Families 126 .BIepharophlmosmeplcanthus 2 0P
— - - - inversusptosis syndrome
Benign infantile focal epilepsy wit Bleon h Sntel ]
166308midline spikes and waves during 36 Cases 293644 >'¢Pharop Imosisintellectua 58Cases
Sleep disability syndrome
— - - - Blepharophimosisintellectual
Benign infantile seizures associat 2728 | . VL 30Cases
=
16630"With mild gastroenteritis 100Cases (:3|Tab;1||ty s;;\r.]dromt.e,tolrd(: tylpe
4 Benign nocturnal alternating 3047 | 2'ePharophimosisntetiectua 20Cases
209974 miplegia of childhood 12Cases ‘:?"Tab:'ty Sf_‘dm”f‘e't SEBYS:V'O?
Benign paroxysmal tonic upgaze 2057 | °'€PNAropNIMOSII0SIS ESOLropIay 6 Cases
1179 hildhood with ataxia 12Cases sglndzctylysho.rt statu.re synd.rome
Benign paroxysmal torticollis of epharoptosismyopia-ectopia
71518 01O PO 50Cases 1259 lienis syndrome 3 Cases
: : : Blindnessscoliosisarachnodactyly
324581 rﬁig‘g:rs‘;mantan congenital 4Cases 171844syndrome 4 Cases
- " Blomstrand lethal
252164 Benign schwannoma 6.0P 50945 chondrodysplasia 13Cases
464339 BENTA disease 8 Cases 125 |Bloom Syndrome 400Cases
5og |BerardinelliSeip congenital 0.5P* 16 |Blue cone monochromatism 1.0P
lipodystrophy -
274 |BernardSoulier syndrome 100Cases| 16 | Blue cone monochromatism 1.08P
118 | Betamannosidosis 0.14BP* 1059 |[Blue rubber bleb nevus 200Cases
i 217264 BNAR syndrome 9 Families
1035 Bet(lj;_mer_captolactate cysteine 1 Case Yy
disulfiduria : : 217004 Bockenheimer syndrome 40Cases
329284 niitf;‘c’]'eop:{!'::a‘:ifrt‘e'”assoc'ated 68Cases Body skin hyperlaxity due to
g 91135 |vitamin K-dependent coagulation 11Cases
848 | Betathalassemia 1.0l factor deficiency
65287| Beta-ureidopropionase deficiency 5Cases 97297 BohringOpitz syndrome 30Cases
BICD2related autosomal dominan 1842 Bone dysplasia, lethal Holmgren 7 Cases
363454childhood-onset proximal spinal 60 Cases type
muscular atrophy 223727 Bone sarcoma 9.29P*
Bilateral acute depigmentation of
69736} o iris Pio 62Cases 223727 Bonesarcoma 0.81*
140964 Bilateral microtiadeafnesscleft 3 Eamilies 1261 BonnemannMeineckeReich 4 Cases
palate syndrome syndrome
1980 | Bilateral striopallidodentate 200Cases 1262 | Bk syndrome 26Cases
calcinosis .
— — 1263 |Boomerang dysplasia 10Cases
79241]Biotinidase deficiency 1.6P* Bori F Leh
orjesonForssmarLehmann
79241]Biotinidase deficiency 1.6BP 127 syndrome S0Cases
364199 Bipartite talus 23Cases 69737 | BosleySalihAlorainy syndrome 16 Cases
179 |Birdshot chorioretinopathy 0.35P 1267 |Botulism 0.0221*
122 |Birt-HoggDubé syndrome 0.5P* 1270 | Bowen-Conradi syndrome 60 Cases
123 |Bjornstad syndrome 33Cases 93389| Brachydactyly type A5 2 Families
124 |BlackfanDiamond anemia 0.67BP* 93382| Brachydactyly type A6 7 Cases
93930] Bladder exstrophy 3.05BP 93397 Brachydactyly type A7 1 Family
Bleeding diathesis due to a collag| Brachydactylyarterial .
3211 receptor defect 20Cases 1276 hypertension syndrome 10Families
Bleeding disorder due to CalDAG Brachydactylyelbow wrist .
1275 : 4 Families
420566 GEFI deficiency 3Cases dysplasia syndrome
Bleeding disorder due to P2Y12 Brachydactylylong thumb
36355 defect 14 Cases 2946 Syndrome 4 Cases
1997 | Blepharacheilo-odontic syndrome 50Cases
Without specification, published figures are worldwide. An asterisk * indicates European data.
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Estimated | Numberof Estimated  Numberof
Disease prevalence/ | published Disease prevalence/  published
or Group of diseases incidence casesor or Group of diseases incidence caser
(/200,000) families (/200,000) families
Brachydactylymesomelia 1308 |C syndrome 0.11P*
1277 |i isabili 2C
;ntﬁ(ljlf(():rtrl:sl disability-heart defects ases CLIORF78laied autosomal
E)»/ hvdac] " 495844recessive hypomyelinating 6 Cases
1246 | Prachydactylynystagmus 1 Family leukodystrophy
cerebellar ataxia syndrome -
Brachydactylypreaxial hallux varu 497623 CL20RF6Eelated combined 30Cases
1278 Syrri;:m%e yiyp 8 Cases oxidative phosphorylation defect
Brachydactylyshort stature. 135 |CACH syndrome 148Cases|
1660394 . .7 12 Cases
retinitis pigmentosa syndrome 44801Q CADCDG 1Case
93409 ts;‘:hydady'ysyndaay'y’ Zhao 2 Families 136 |CADASIL 3.0P*
1292 dBrsac:i)illr;ﬁr?r%r;!sr;o:g'%hrggysplasm 9 Cases 369944 CADDS 4 Cases
ysp g Y 1310 | Caffey disease 100Cases|
1293 | Brachyolmia 100Cases| - -
- — 280064 Calciphylaxis 5.0P*
93302| Brachyolmia, Maroteaux type. 4 Families o100 Calvarial doughnut lesionbone SoCacos
1295 KBrﬁlchytelephglangsdysmorphlsm 2 Cases fragility syndrome
a‘mann syncrome 83472| CAMOS syndrome 5Cases
52047|Braddock syndrome 2 Cases - -
1318 | Campomelia, Cumming type 8 Cases
75374| Bradyopsia 5 Cases - -
140 |Campomelic dysplasia 0.33BP*
178504 Brain calcification, Rajab type 8 Cases -
- — 1319 | Camptobrachydactyly 1 Family
Brain demyelination due to
168599methionine adenosyltransferase 2Cases 1327 | Camptodactyly syndrome, 8Cases
deficiency Guadalajara type 1
Brain dopamineserotonin vesiculd 1326 |C@mptodactyly syndrome, 2 Cases
g .
35264“transport disease 8 Cases Guadalajara type 2
Brain malformation-congenital 488434 C@mptodactyly syndrome, 5Cases
75389 |heart diseasepostaxial polydactyly 2 Cases Guadalajara type 3
syndrome 2848 Camptodactylyarthropathy-coxa 30 Families
Brain malformations lvara-pericarditis syndrome
50015dMusculoskeletal abnormalities 29C Camptodactylyfibrous tissue
facial dysmorphisrvintellectual ases 1321 |hyperplasiaskeletal dysplasia 3 Cases
disability syndrome syndrome
209904 Brain-lung-thyroid syndrome 100Cases| 1323 Ca_mptodactylyjomt contractures 4 Cases
facial skeletal defects syndrome
1297 | Branchieoculo-facial syndrome 150Cases|
Y 85164 Ca:ppt_oﬁactylytalll statur(; 30Cases
50815| Branchiogenic deafness syndrom 5Cases Scoliosishearing 10Ss syndrome
- - 1325 Camptodactylytaurinuria 17Cases
1299 | Branchioskeletogenital syndrome 7 Cases syndrome
85284| BRESEK syndrome 5Cases 1328 | CamuratiEngelmann disease 300Cases
90354 | Brittle cornea syndrome 65 Cases 141 [Canavan disease 1.0BP
70589 Bronchopulmonarydysplasia 13.0P* 325004 CANDLE syndrome 30Cases
79493| Brooke-Spiegler syndrome 100Cases| 171881 Cap myopathy 21Cases
1304 |Brucellosis 0.11* 160144 Cap polyposis 67 Cases
2771 | Bruck syndrome 60 Cases 137661 Capillary malformation 261Cases
130 20.0P* arteriovenous malformation
Brugada syndrome : 147 Carbamoydphosphate synthetase 0.31P
131 |Budd-Chiari syndrome 1.5P* deficiency )
36258 Buerger disease 16.0P 70482 | Carcinoma of esophagus 9.8P
i 70482 i 7.01
280784 nl?:!?cl;lcsyctiiu.ixsse cutaneous 40 Cases 048 Carcinoma of esophagus . 0
— 418945 Carcinoma of esophagus, salivary 0.011*
703 | Bullous pemphigoid 26.0P* [gland type
543 | Burkitt ymphoma 0.171* 56044 | Cacinoma of gallbladder and 12.01
extrahepatic biliary tract
1306 | BuschkeOllendorff syndrome 5.01
Without specification, published figures are worldwide. An asterisk * indicates European data.
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42378 Carcinoma of stomach, salivary 0.011* 1381 Cata_ract!ntellectual disability-anal 3Cases
gland type atresiaurinary defects syndrome
137624 Sf/"r"]:jdr'(‘;"rf]:”oma“ehetemtaxy 9 Cases 1387 r%zféiﬁ:\’;ﬁ'rf?;ﬁé%;a:"'w 20Cases
2872 Cardiocranial syndrome, Pfeiffer 7 Cases 1377 | Cataractmicrocornea syndrome 8 Families
type
- - 1380 Cataractnephropathy 2 Cases
1340 | Cardiofaciocutaneous syndrome 300Cases| encephalopathy syndrome
97292| Cardiogenic shock 40.0P* 3086 | Catecholaminergic polymorphic 10.0P*
- - - \ventricular tachycardia )
1345 Cardiomyopathycataracthip spine) 9 Cases
disease syndrome 1388 | CatelManzke syndrome 33Cases
91130 Ct_:lrd|qmy0pathyhypoton|a-|actlc 2 Cases 1123 Caudalappendagedeafness 2 Cases
acidosis syndrome syndrome
90022 Siizifmmgwathyrenal anomalies 2 Cases 468684 CCDC11EDG 8 Cases
- - CD4+/CD56+ hematodermic
3238 Cardiospondylocarpofacial 5 Cases 86870 heoplasm 12.0P*
syndrome 66631 | CEDNIK synd 13C
syndrome ases
1358 | CareyFinemanZiter syndrome 20Cases - - y -
1459 Celiac diseasepilepsycerebral 170Cases
1359 | Carney complex 160Cases| calcification syndrome
31934( Carneycomplextrismus- 3 Families 3258 | CenaniLenzsyndrome 30Cases
pseudocamptodactyly syndrome 2931 | Contral Dilatoral - 7o
entral bilateral macrogyria ases
139417 Carney triad 150Cases| c Toudv d r‘?y -
entral cloudy dystrophy o
97286 | CarneyStratakis syndrome 20 Familieg 98972 Francois 24 Cases
156 |Camitine paimitoyl transferase 1A 60Cases 178029 Central diabetes insipidus 4.0P*
deficiency Central nervous system
228307 dCC}l.rI’.lltII‘IG palmltoylht_rap sferase Il 300Cases| 3240 |calcificationdeafnesstubular 2 Cases
Caring paimioy ransiease Peidosisanemiasyndome
. ili Central nervous system primitive
228308defluency, neonatal form 20Familieg 25187cneuroectodermal tﬁmor P 0.071*
Carnitine palmitoyl transferase I .
=
22830“deficiency, severe infantile form 30Familieq 73256 | Central neurocytoma 500Cases
157 Carnitinepalmitoyltransferase |l 10p* 411527 Central retinal vein occlusion 28.0P*
deficiency ) Centri ; : ;
— — petalis recessive dystrophic
159 dCz]i\.rr‘l|t|neacy|carn|t|ne translocasq 60 Cases 89841 epidermolysis bullosa 10Cases
enciency Cerebellar ataxieareflexiapes
1361 | Carnosinase deficiency 0.2BP 1171 |cavusoptic atrophy-sensorineural 10Cases
53035| Caroli disease 0.11 hearing loss syndrome -
2246 Cerebellar hypoplasigapetoretinal 3Cases
65759 | Carpenter syndrome 70Cases degeneration syndrome
93973 | CarpenterWaziri syndrome 6 Cases 444072 Cerebellasfaciatdental syndrome 3 Families
65282 | carvajal syndrome 7 Cases 46724 Cel;ebralt:_;\rteriovenous 6.0P*
malformation
195 |Cateye syndrome 1.35BP* ; Fy—
2081 Cerebral gigantismjaw cysts 9 Cases
50839| Catscratch disease 6.6P* syndrome
1373 Cataractaberrant oral frenula 3 Cases 329217 Cerebral sinovenous thrombosis 0.351*
Jgrowth delay syndrome 1393 | Cerebrocostomandibular syndron 75Cases
1368 | Cataractataxiadeafness syndrom 2 Cases 314679 Cerebrofacioarticular syndrome 9 Cases
314993 Cataractcongenital heart disease oC - - -
Ineural tube defect syndrome ases 1394 | Cerebrofaciothoracic dysplasia 20Cases
1383 Scizi?;tgeafnesshypogonadism 3Cases 66625 | Cerebrooculonasal syndrome 21Cases
/ — 169079 CernunnosxLF deficiency 5Cases
162 | Cataractglaucoma syndrome 3 Families - - —
2218 Cervical hypertrichosiperipheral 4 Cases
cjt?_taqactgrowth hormone " neuropathy syndrome
eficiencysensoryneuropathy n
436174 . . 3 Cases Channelopathyassociated
sensormeural hearing losskeletal 88642 congenitalinsensitivity to pain 20Cases
dysplasia syndrome
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or Group of diseases incidence casesor or Group of diseases incidence caser
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46627 Char syndrome 10Cases Childhoodonset progressive
- - 46692 1contractureslimb-girdle weakness 3 Families
65753 | CharcotMarie-Tooth disease type 17.5P muscle dystrophy syndrome
101101 CharcotMarie-Tooth disease type 1 Family 401866 Ch||dh00(}ons_et spasticity with 3Cases
2B2 hyperglycinemia
228374 2CIZBhSarcotMarie-Tooth disease type 4 Cases 3474 | CHIME syndrome 8 Cases
| CharcotMarie-Tooth disease type 137914 Choanal atresia 8.6BP
101104 13Cases - -
2H Choanalatresiahearing loss
CharcotMarie-Tooth disease type 1200 |cardiac defectscraniofacial 11 Families
3003192P 18Cases dysmorphism syndrome
397964 ;F:IarcotMarie-Tooth disease type 1 Case 70567 [ Cholangiocarcinoma 2.1P
443073 CharcotMarie-Tooth disease type 35Cases 70567] Cholangiocarcinoma 4.2
I2s 173 |Cholera 0.011*
495274 ZCTharcotMane-Tooth disease type 10Cases 1414 | Cholestasidymphedema syndrom 47 Cases
: ; Cholestasispigmentary
CharcotMarie-Tooth disease type .
99955), 01 yp 11 Families 1415 retinopathy-cleft palate syndrome 5Cases
o ; Chondrodysplasia punctata,
36398]4C|:3h3arc0tMane Tooth disease type 3Cases 79347 Toriello type 3Cases
: ; Chondrodysplasia with joint
CharcotMarie-Tooth disease type
99954(, yp 15Cases 280586dislocations, gPAPP type 4Cases
: ; Chondrodysplasialisorder of sex
CharcotMarie-Tooth disease type
1395197 yp 18Cases 1422 development syndrome 2 Cases
CharcotMarie-Tooth disease 319195 (_:hondl_'oectodermal dysplasia witl 4 Cases
90103 [deafnessintellectual disability 7 Cases night blindness
syndrome 404507 Chondromyxoid fibroma 50 Cases
(;harcotMarie—_Tooth 55880 | Chondrosarcoma 0.241*
166 |disease/Hereditary motor and 25.0P*
sensory neuropathy 251899 Choroid plexus carcinoma 0.011*
138 |CHARGE syndrome 6.5BP 1433 Choroidalatrophy-alopecia 2 Cases
- syndrome
1406 | Charlie M syndrome 4 Cases
— - 180 [Choroideremia 2.0P*
167 |ChédiakHigashi syndrome 500Cases| . Choroideremiadeafnessobesity 7 Cocos
1221 | Cheilitis glandularis 100Cases syndrome
184 |Cherubism 300Cases| 1434 Choroideremiahypopituitarism 2 Cases
syndrome
324629 Chikungunya 0.081* 85278/ Christianson syndrome 30Cases
90280 Chilblain lupus 70Cases 319309 Chromophobe renal cettarcinoma| ~ 0.011*
139 |CHILD syndrome 60 Cases i i i i
Y 435988§hr(r)1m(r:1 at.rlal andd intestinal 17Cases
209909 Childhood apraxia of speech 22Cases ysrhythmia syndrome
314373 Chronic diarrhea due to guanylatg 32C
168784 Childhood disintegrative disorder 2.0P* cyclase 2C overactivity ases
Childhood encephalopathy due to Chronic diarrhea with villous
293958thiamine pyrophosphokinase 5Cases 1670 atrophy 2 Cases
deficiency Chronicenteropathy associated
Childhoodonset autosomal 468641with SLCO2A1 gene 18Cases
36367 Jrecessive myopathy with external 22Cases 379 | Chronic granulomatous disease 0.46BP
ophthalmoplegia
; : 396 |Chronic hiccup 1.0P*
497906 ChlldhOO(%onset basal ganglia 4 Cases s
degeneration syndrome 2032 Chronic inflammatory 3.7p*
494541 Childhoodonset benign chorea 3Cases demyelinating polyneuropathy )
with striatal involvement 521 |Chronic myeloid leukemia 6.0P*
Childhoodonset motor and - - - N
50018(cognitive regression syndrome wit 7 Cases 521 | Chronicmyeloid leukemia 1.251
extrapyramidal movement disorde 98823 Chronic myelomonocytic leukemid ~ 0.291*
Without specification, published figures are worldwide. An asterisk * indicates European data.
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86830 Chronlg _myeIoproIlferatNe diseas 0.531 * 08843 Classu? Hodgkin lymphoma, nodu 1.28]*
unclassifiable sclerosis type
Chronic nonbacterial 394 [Classic homocystinuria 1.65P*
324964osteomyelitis/Chronic recurrent 0.3P - —
multifocal osteomyelitis 394 |Classic homocystinuria 0.3BP
Chronic nonbacterial 2584 | Classic mycosis fungoides 0.51*
324964osteomyelitis/Chronic recurrent 2.51 Classiaeuroendocrine umor of
multifocal osteomyelitis 329977appen dix 0.25I
95426 Chronic pain requiring intraspinal | ;5 5« CLCN4elated Xlinked intellectual
analgesia 48535(Q .. 38Cases
chronic on . I disability syndrome
d Chronic primary adrenal . -
101959 insufficiency 14.0P 398971;\:):?; cell adenocarcinoma of the 0.32] *
Chronic primary adrenal
lmgs%insufﬁcierﬁcy v 0.41* 319274 Clear cell renal carcinoma 1.991*
70591 Chronic thromboembolic p Cleft lip andpalate-craniofacial
059 pulmonary hypertension 3.0 50847qdysmorphismcongenital heart 7 Cases
2634634 CHST3elated skeletal dysplasia 2 Families defecthearing loss syndrome
1995 | Cleft lipretinopathy syndrome 2 Cases
93971| ChudleyLowry-Hoar syndrome 3 Cases
. 199304 Cleft lip/palate 80.0BP
314591 ChudleyMcCullough syndrome 25Cases -
2003 Cleft lip/palate-deafnesssacral 2 Cases
71 | Chylomicron retention disease 55Cases lipoma syndrome
43565]] _CIDEGIeIated familial partial 1 Case 2001 CleftI|p/_pa|ate-|r_1test|na| 5Cases
lipodystrophy malrotation-cardiopathy syndrome
1451 | CINCA syndrome 200Cases| 2014 | Cleft palate 53.6BP*
69744 Clrcumscrlb_ed palmoplantar 17 Cases 2013 Cleft palatelarge earssmall head 8Cases
hypokeratosis syndrome
309854 C|rrh03|sdyst0n|a-p_olycythem|a 20 Cases 2016 Cleft palatelateral synechia 11Cases
hypermanganesemia syndrome syndrome
247524 Citrullinemia type | 2.4p* 2015 Cleft pglateshort stature-vertebral 2 Cases
. anomalies syndrome
251383 CK syndrome 24 Cases Cleft palatestapes fixation
2010 | .. - 2 Cases
168984 CLAPO syndrome 6 Cases oligodontia syndrome
Classic congenital adrenal 1452 | Cleidocranial dysplasia 0.1P
90794 hyperplasia due to 2hydroxylase 7.0P* 1452 | Cleidocranial dysplasia 0.4BP*
deficiency
Classic congenital adrenal 1453 | Cleidorhizomelic syndrome 2 Cases
90794 |hyperplasia due to 2tydroxylase 7.0BP 284444 CLIPPERS 50 Cases
deficiency -
Classic congenital adrenal 228357 CLN9 disease 2 Cases
315304ghyperplasia due to 2thydroxylase 7.5P* 314629 CLN11 disease 2 Cases
deficiency, salt wasting form -
Classic congenitaldrenal 352709 CLN13 disease 4 Cases
315304ghyperplasia due to 2dhydroxylase 7.5BP* 93929 Cloacal exstrophy 0.54BP
deficiency, salt wasting form - -
—= - Cloverleaf skulimultiple congenital
Classic congenital adrenal 932671 malies syndrome 3Cases
31531Jhyperplasia due to 2tydroxylase 2.5pP*
deficiency, simple virilizing form 140944 CLOVES syndrome 100Cases|
79239] Classic galactosemia 2.11% 397725 COASY proterassociated 2 Cases
neurodegeneration
- - "
58017] Classidairy cell leukemia 0.291 53721 Cobb syndrome 45 Cases
. ) "
391 |Classic Hodgkin lymphoma 238 51577 Cobblestone lissencephaly 1.0BP*
Classic Hodgkin lymphoma, - -
98846 0.041* Cobblestone lissencephaly withoy
I)(/:rlnphf)q:e:elgle:ed t};]pe 352682muscular or ocular involvement 4Cases
assic Hodgkin lymphoma, * — -
98845 lymphocyterich type 0.11 90068 | Cocaineintoxication 1.0P
Classic Hodgkin lymphoma, mixe Cochleosaccular degeneratien -
2884 lcetuariy type 0-421” 3233 | ataract syndrome 2 Families
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191 |Cockayne syndrome 0.2BP* 431149 Combined immunodeficiency due 1 Case
" to OX40 deficiency
191 |Cockayne syndrome 0.51 231154 Combined immunodeficiency due 9 Cases
1458 | CODAS syndrome 12Cases to partial RAG1 deficiency
- Combined immunodeficiency due
192 | Coffin-Lowry syndrome 15P 314689to STK4 deficiency 7 Cases
1465 | Coffin-Sirissyndrome 190Cases| 476113 Combined immunodeficiency due 2 Families
1466 | COFS syndrome 20Cases [0 TFR_C deflmency — -
221139 Combined immunodeficiency with 2 Cases
263504 COGICDG 3 Cases faciooculoskeletal anomalies
435934 COG2CDG 1 Case 25492 COmbined oxidative 1 Case
phosphorylation defect type 2
263501 COGACDG 2 Cases ; dati
254925 Combined o>_(|dat|ve 2 Cases
2634871 COGECDG 9Cases phosphorylation defect type 4
Combined oxidative
464443 COGECGD 10Cases 25493Cphosphorylation defect type 7 7 Cases
79333l cocrcps 8 Cases 319504 Combined oxidative 7 Cases
phosphorylation defect type 8
95428| COGEDG 2 Cases Combined oxidative
319509 A 4 Cases
1467 | Cogansyndrome 300Cases phosphorylation defect type 9
Cogpnitive impairmentcoarse 324535 Combined oxidative 32 Cases
Jfaciesheart defectsobesity- phosphorylation defect type 11
44407 ; 3 Cases - =
pulmonary involvementshort 319514 COmbined oxidative 2 Cases
stature-skeletal dysplasia syndron phosphorylation defect type 13
193 | Cohen syndrome 200Cases| 319519 Combined oxidative 5Cases
phosphorylation defect type 14
31824 Colchicine poisonin 0.1P* ; idati
p 9 319504 Combined oxidative 16 Cases
15782( Coldinduced sweating syndrome 6 Cases phosphorylation defect type 15
369913 Combined oxidative 20 Families
2050 | ColeCarpenter syndrome 3 Cases bhosphorylation defect type 17
Coloboma of maculdrachydactyly Combined oxidative
1471 10Cases
type B syndrome 420728phosphorylation defect type 20 2 Cases
] Colobomatous macrophthalmia Combined oxidative
468674 ~. 21Cases
microcornea syndrome 420733 phosphorylation defect type 21 2 Cases
Colobomatousmicrophthalmia o Combined oxidative
424099 . 3 ; 5 Families
rhizomelic dysplasia syndrome 444013 bhosphorylation defect type 23 11Cases
Colobomatous optic disenacular Combined oxidative
43593(atrophy-chorioretinopathy 3 Cases 444454 phosphorylation defect type 24 3Cases
syndrome Combined oxidative
35900| Combined deficiency of factor V 05p* 447954 bhosphorylation defect type 25 2Cases
and factor VIl ' 477684 ComPined oxidative 2 Cases
440727 Combined iiamartoma_i of t_he retin| 120Cases phosphorylation defect type 26
andretinal pigment epithelium Combined oxidative
Combined immunodeficiency due 477774 Hosphorviation defect tvpe 27 3Cases
169090 . 10Cases pnospnory yp
to CRAC channel dysfunction 478029 Combined oxidative 1c
217390 Combined immunodeficiency due 11 Cases phosphorylation defect type 29 ase
to DOCKS deficiency 478047 Combined oxidative » Cases
505221 Combined immunodeficiency due 5Cases phosphorylation defect type 30
to GINS1 deficiency 309114 Combined pancreatic lipase 3Cases
Combined immunodeficiency due colipase deficiency
357329 . 6 Cases
to IL21R deficiency 2801334 COmPlement component 3 276
Combined immunodeficiency due deficiency ases
445019 - 23Cases
to LRBA deficiency 99429 | Complete androgen insensitivity 0.83P
Combined immunodeficiency due syndrome )
397964 - 3 Cases
0 MALT1 dfeflmency _ 99429 | Complete androgerinsensitivity 3.01*
50453 tC(')VImbln'eddm]lm.unodeﬂClency due 7 Cases syndrome
0 Moesin deficiency 1329 |Complete atrioventricular canal 20.0BP*
317424 Combined immunodeficiency due 6 Cases
to ORAI1 deficiency 98949 Complete cryptophthalmia 15Cases
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457379 é?;g'ﬁ;\lj:ggl cblasia 6 Cases 2040 | Congenital bronchobiliary fistula 35Cases
C Toat };tp Congenital catarachearing loss
306644 ompl |cat|qn after organ 9.0P* 300313severe developmental delay 5Cases
transplantation syndrome
268314 Complication in hemodialysis 13.01* Congenital catarachypertrophic
458754 Composite hemangioendotheliom 39Cases 1369 |cardiomyopathymitochondrial 40Cases
- myopathy syndrome
168964 Composite lymphoma 0.011* Congenital cataracmicrocephaly
3216 Conductive deafnessalformed 8 Cases 464738nevus flammeusimplexsevere 7 Cases
external ear syndrome intellectual disability syndrome
3936 Conductivedeafnessptosis-skeletal 3Cases Congenital cataracprogressive
anomalies syndrome 330054muscular hypotoniahearing loss 3 Cases
09934 Cone dystrophy with supernormal 45Cases developmental delay syndrome
rod response Congenital cataractevere
1872 | Cone rod dystrophy 2 5p* 521439neonatal hepatopathyglobal 2 Cases
developmental delay synbme
221142 Confetti-like macular atrophy 2 Cases Congenital cataractfacial
294974 Congenital absence of upper arm 0.62BP 48431 [dysmorphismneuropathy 170Cases
“land forearm with hand present ) syndrome
Congenital absence/hypoplasia o - 512260 Congenital cerebellar ataxia due f 6 Cases
973 fingers excluding thumb, unilateral 2 Families RNU12 mutation
418 |Congenital adrenal hyperplasia 6.0P* 32924 Congenital chronic diarrhea with 2 Cases
- - protein-losing enteropathy
418 |Congenital adrenal hyperplasia 6.7BP* 168612 Congenital deficiency in alpha 5> Cases
418 | Congenital adrenahyperplasia 13.351* fetoprotein
Congenital adrenal hyperplasia d 2140 | Congenital diaphragmatic hernia 30.0BP
90791 ;0 r?;—k:jeta—hydrox;(/jstfrpld 68 Cases 137 |Congenital disorder of glycosylati{ ~ 1.5BP*
ehydrogenase deficiency - —
Congenital adrenal hyperplasia d 85 Cong_enltal dyserythropoietic 0.16BP*
90795 - 0.47P* anemia
to 11-beta-hydroxylase deficiency C o m o
Congenital adrenahyperplasia dus 9gg70 | ~ongenitadyseryihropoietic 60 Cases
90795 o 0.75BP* anemia type |1l
to 11-beta-hydroxylase deficiency C @l d m ot
Congenital adrenal hyperplasia d 29324 ~ongenttal ayserythropoletic 4 Cases
90793 L 0.1P* anemia type IV
to 17-alpha-hydroxylase deficienc C il ent = h
Congenital adrenal hyperplasia d 103910su(l)fra]l?:zle?icieennirocy € heparan 3 Cases
95699 [to cytochrome P450 oxidoreductay 0.75BP* C Tl Y Tvesicul
deficiency 231573@?2%?2'5; erosive and vesicular 31Cases
495879 Congenital agenesis of the scrotul 6 Cases - Congenital erythropoietic 0.0651 ¢
79 dC(?_ngenltaI alphazantiplasmin 40Cases porphyria
eliciency : 325 |Congenital factor Il deficiency 0.05P*
210124 Conger_utal alveolar capillary 40Cases 376 o — N o1p-
dysplasia ongenital factor V deficiency .
3319 tﬁ%r:ggggzoifzﬁgakaryocﬁic 100Cases| 327 |Congenital factor VII deficiency 0.33P*
329 ital f XI defici 0.1P*
86816 Congenital analbuminemia 50Cases Congenital factor X! deficiency
331 ital f Xl defici 0.05P*
1195 | Congenital atransferrinemia 16 Cases Congenital factor deficiency
28 Congenital bilateral absence of va 0.0p" 331 |Congenital factor XlIl deficiency 0.041*
deferens i 335 |Congenital fibrinogen deficiency 0.15P*
79302 cj?(]zngenltal 3tzlle acid synthesis 2 Cases Congenital generalized
efect tYPe - ' - 47640ghypercontractile muscle stiffness 2 Cases
79095 dC(?ngenltaIlele acid synthesis 5 Cases syndrome
efect type Congenitalgeneralized
Congenital brachyesophagus 1023 hypertrichosis, Ambras type 40Cases
51435Zintrathoracic stomachvertebral 8 Cases . "
anomalies syndrome 98976 Congenital glaucoma 3.6BP
71278 Congenital brain dysgenesis due 3Cases 60041 ] Congenital heart block 4.54BP
Jglutamine synthetase deficiency
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1355 Congenital heart defectound face| 3Cases 34520 C_on_genltgl muscular dys_trophy 0.03P*
developmental delay syndrome with integrin alpha7 deficiency
Congenital hereditaryendothelial Congenital muscular dystrophy
98975 dystrophy type | 68Cases 329178with intellectual disability and 3 Cases
Congenital hereditary facial severe epilepsy
30653(paralysisvariable hearing loss 13Cases Congenital muscular dystrophy
syndrome 1875 linfantile cataracthypogonadism 7 Cases
2185 | Congenital hydrocephalus 46.5BP* syndrome
- — Congenital muscular dystrophy
442 | Congenital hypothyroidism 38.0BP* respiratory failureskin
- — 486819 S . 4 Cases
Congenitahypothyroidism due to . abnormalitiesjoint hyperlaxity
95711 21.3P
developmental anomaly syndrome
Congenital hypothyroidism due to 590 |Congenitaimyasthenic syndrome 0.3P*
95715|transplacental passage of TSH 1.0P* Congenital mvooathv with interna
binding inhibitory antibodies 31916( 9 yopathy 5Cases
— — nuclei and atypical cores
Congenital ichthyosisntellectual Conoenital mvopathy with
35233Jdisability-spastic quadriplegia 2 Cases 424107 gh : I'ky pathy 2 Cases
syndrome myastheniclike onset
Congenital ichthyosis 199329 Congenital myopathy, Paradas ty 2 Cases
2271 |microcephalustetraplegia 2 Cases 206979 Congenitaimyotonia 1.0P
syndrome Congenital neuronal ceroid
217399 C_ongenltal insensitivity to pain 2 Cases 168486IIipoquCinOSiS 10Cases
with hyperhidrosis - -
C Tl — - Congenital neutropenia
45351( _ongenlta |_nsen5|t|V|ty t_o pain 3 Cases 369854myelofibrosisnephromegaly 16 Cases
with severe intellectual disability syndrome
Congenital intrauterine infection -
1229 |. 30Cases Congenital norbullous .
like synd.rorr.\e — 79394 ichthyosiform erythroderma 03P
332 J:(;'n_gemtal intrinsic factor 100Cases| Congenitalosteogenesis
eticiency 2772 |imperfectamicrocephalycataracts 3 Cases
657 |Congenital isolated hyperinsulinis 2.0BP syndrome
Congenital labioscrotal agenesis 313904 Congenital pancreatic cyst 10Cases
dcerebellarmalformation-corneal - -
495874 dystrophy-facial dysmorphism 3Cases 139414 Congenital panfollicular nevus 3Cases
syndrome Congenital progressive bone
1954 | Congenital lethal erythroderma 17 Cases 50g544marrow failure-B-cell 5 Cases
- immunodeficiencyskeletal
210163 SONgenIal lethal myopathy, 4Cases dysplasia syndrome
omptonNorth type 66630 Congenital pseudoarthrosis of the 200Cases
1928 | Congenital lobar emphysema 4.0BP clavicle
93109 Congenitaimegacalycosis 25Cases 2444 | CONGeNItal pulmonary airway 8.2BP*
C Tl b malformation
ongenital membranous -
nephropathy due to fetomaternal 2414 Congenltglpulm_onary 100Cases|
69063 . : 15Cases lymphangiectasia
anti-neutral endopeptidase C 2l ol I
alloimmunization 3189 |“Ongenital pulmonary valve 39.3BP*
- - stenosis
Congenital microcephakgevere
39137(encephalopathyprogressive 20Cases 3269 | Congenital radioulnar synostosis 350Cases
bral atroph d i i i i
cerebral .a rop y. syn rOtne . 281190 Congenital reticular ichthyosiform 40 Cases
Congenital multiple cafeau-lait erythroderma
508519maculesincreased sister chromatig 2 Cases 290 |Congenital rubella syndrome 0.35BP*
exchange syndrome
i 290 [Congenital rubella syndrome 0.031*
157974 Congenital muscular dystrophy dy 23 Cases 9 Y
o LMNA mutation 2301 [Congenital short bowel syndrome 43Cases
258 t)(lisgglinltal muscular dystrophy 0.3P* Congenital sideroblastic anemiB-
- cell immunodeficiencyperiodic
98893 Congenital musculadystrophy 6 Cases 369861fever—developmental delay 16Cases
tépe 1B I g - syndrome
| Congenital muscular dystrophy . - -
37100 with hyperlaxity 14 Cases 103904 Congenital sodium diarrhea 15Cases
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101064 dcy:/(;?r%?)?]i)t/al stromal corneal 6 Families 3071 | Costello syndrome 300Cases
Congenital sucrasésomaltase 201 | Cowdensyndrome 0.5P*
35122 L 20.0P* -
deficiency 1508 | Coxoauricular syndrome 4 Cases
499009 Congenital syphilis 1.4BP* 1509 | Coxopodopatellar syndrome 47 Cases
Congenital total pulmonary venou -
99125 return anomaly 9.0BP 1512 |CraneHeise syndrome 9 Cases
858 |Congenitatoxoplasmosis 33.0BP* 1525 | Cranicosteoarthropathy 30Cases
92050| Congenital tufting enteropathy 0.5BP* 1513 | Craniodiaphyseal dysplasia 20Cases
291 |Congenital varicella syndrome 130Cases| 1514 S()I/rnadrll(())r(rjllgltahntellectual disability 5Cases
Congenital vertebrakardiacrenal - -
521438 anomalies syndrome 4 Cases 1515 | Cranioectodermal dysplasia 60Cases
216694 Congenl_te_illy corrected _ 3.0BP 85168 | Craniofacial conodysplasia 1 Family
transposition of the greatrteries 314561 Craniofacial dysplasi@steopenia & Cases
2391 _Congenltally short costocoracoid 1 Family syndrome
Ilgament- Craniofacialdysplasiashort
geo | Congenitally uncorrected 24.25BP* 459061 stature-ectodermal anomalies 8 Cases
transposition of the great arteries intellectual disability syndrome
300284 Connective tissue dls_or_der due to 2 Cases 1516 |Craniofacial dyssynostosis 14 Cases
lysyl hydroxylase3 deficiency Crariofacakieat o
raniofacialdeafnesshan
420794 Conaspondylar dysplasia 3Cases 1529 syndrome 3 Cases
ConsF itutip nal megaloblastic‘ 363704 Craniofaciofrontodigital syndrome| 4 Cases
31965J)anemia with severe neurologic 6 Cases — I <m0
disease 1521 CranloI rontocr;asa dysplasi®oland 2 Cases
436003 Contracturesdevelopmental delay| 6 Cases anomaly syndrome
“Pierre Robin syndrome 50814 | Craniolenticulosutural dysplasia 28Cases
Contracturesectodermal dysplasig Craniometadiaphyseal dysplasia,
1484 | \eft lip/palate syndrome 2 Cases 85184} ormian bone type 4Cases
Contractureswebbed neck 1522 | Craniometaphyseal dysplasia 160Cases
314009micrognathiahypoplastic nipples 2 Cases
syndrome 54595 Craniopharyngioma 2.0P*
1487 | Cooks syndrome 12Cases 54595 Craniopharyngioma 1.0l
1488 | CooperJabs syndrome 2 Cases 157837 Craniorhiny 6 Cases
1490 | Corneal dystrophyperceptive 24 Cases 1531 | Craniosynostosis 24.3BP*
deafness syndrome —
Corneal intraepithelial 1541 | Craniosynostosis, Boston type 3 Families
352663 dyskeratosnspalmoplantar 19Cases 2145 Craniosynostosis, Herrman@®pitz 2 Cases
hyperkeratosislaryngeal type
dyskeratosis syndrome 1527 | Craniosynostosis, Philadelphia ty, 1 Family
199 |Cornelia de Lange syndrome 1.9P* - - -
: 85199 Cranlosyno_stos&nal anomalies 9 Cases
199 |Cornelia de Lange syndrome 1.3BP* porokeratosis syndrome
CraniosynostosiDandyWalker
3194 | Corneodermatoosseous syndrom 7 Cases 1538 [malformation-hydrocephalus 4 Cases
Corpus callosum agenesis syndrome
52055|intellectual disability-coloboma 2 Cases Craniosynostosidibular aplasia
micrognathia syndrome 1533 syndrome 2 Cases
Corpus callosum agenesis Craniosynostosisiydrocephalus
459074macrocephalyhypertelorism 4 Cases 171839Arnold-Chiari malformation type- 2 Cases
syndrome radioulnar synostosis syndrome
Cortical blindnessntellectual Craniosynostosisntracranial
1389 | -7 3Cases Y
disability-polydactyly syndrome 52054} lcifications syndrome 3Cases
Cortical dysgenesis with 1528 | Craniotelencephalic dysplasia 4 Cases
30057(pontocerebellar hypoplasia due to 12 Cases
[TUBB3 mutation 90290| CRES8yndrome 8.0P*
54251 Corticosteroidsensitive aseptic 49Cases 205 |CriglerNajjar syndrome 1.0P*
abscess syndrome
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205 | CriglerNajjar syndrome 0.1BP* o575 | Cystic fibrosigastritis: 2 Cases
- - megaloblastic anemia syndrome
1545 | Crisponi syndrome 30Cases 111 Cystic hamartoma of lung and 3 Casos
1461 | Crisscross heart 0.8BP* kidney
- Cystic leukoencephalopathy
2930 | CronkhiteCanada syndrome 500Cases| 85136 Without megalencephaly 50 Cases
2935 | Crossed polysyndactyly 12Cases 213 |[cystinosis 1.5P*
207 | Crouzon disease 0.9BP* 213 |[cystinosis 0.75BP
93262 | Crouzon syndromacanthosis 0.1BP 214 |Cystinuria 14.0P
nigricans syndrome
1546 | Cryptococcosis 11.01* 75381 | Cystoid macular dystrophy 97 Cases
; : Cytomegalic congenital adrenal
Cryptogenic multifocal ulcerous 95702 g 8.0BP
=
46863 stenosing enteritis 60Cases hypopIaSIaI -
Po— Cytomegalovirus disease in
Cryptomicrotiabrachydactyly . g . .
1547 | cess fingertip arch syndrome 2Cases 137698pat|§nts (;N_lth |mpg|r3d cell - 25.5P
1548 Cryptorchidismarachnodactyly 3C mediated immunity deemed at ris
intellectual disability syndrome ases 94087 | Cytophagic histiocytic panniculitis 100Cases
1549 | Cryptosporidiosis 1.961* Cytosolic phospholipasé2 alpha
- - 477787deficiency associated bleeding 2 Cases
307766 Curly hairacral keratodermacaried 14 Cases disorder
syndrome
1552 [ Currarino syndrome 1.0P* 137674 Czech dysplasia, metatarsal type 20Cases
1553 | Curry-Jones syndrome 9 Cases 2437 | Czeizelosonci syndrome 3 Cases
96253 Cushing disease 24.0P* 356979 D,L-2-hydroxyglutaric aciduria 13Cases
96253 Cushing disease 0.21* 79315 D-2-hydroxyglutaric aciduria 80 Cases
Dacryocystitisosteopoikilosis
553 | Cushing syndrome 5.9P 1562 syndr)(/)mg P 5Cases
553 | Cushing syndrome 0.151* 1563 DahlbergBorer-Newcomer 2 Cases
- drome
 Cushing syndrome due to . Syn -
189421 - acronodular adrenahyperplasia 0.08P 1566 | DandyWalker malformation 5Cases
Cutaneous collagenous postaxial polydactyly syndrome
280779 20Cases o *
vasculopathy 218 |[Darier disease 3.4P
79140 Cutgneous neuroendocrine 4.0P* 300536 DDOSTCDG 1 Case
carcinoma -
Cutaneous neuroendocrine DDX4lrelated hematologic
79140 arcinoma 0.271 48864 7malignancy predisposition 3 Families
— syndrome
2881 Cutaneous photosensitiviyethal 3Cases
colitis syndrome 2962 |De Barsy syndrome 40Cases
451607 Cutaneous pseudolymphoma 60Cases 3214 |Peafblind hypopigmentation 2 Cases
Cutis gyrataacanthosis nigricans syndrome, Yemenite type
1555 craniosynostosis syndrome 12Cases 90024 D_e afn_ess with I_abyrlnth_lne aplasiz 56 Cases
09 - o 18P microtia, and microdontia
Cutis laxa i 3241 |Deafnesscraniofacial syndrome 2 Cases
Cutis laxa with severe pulmonary Doat r Tomtacl
22114Hgastrointestinal and urinary 21Cases 3232 | eainessear mafformationtacia 4 Cases
anomalies palsy syndrome
Deafnessenamel hypoplasianail .
171719 Cutis laxaMarfanoid syndrome 18Cases 3220 |y tects syndrome ypop 15Familie
Cutis marmorata telangiectatica Deafnessencephaloneuropathy
1556 . 300Cases|
congenita 254899 obesity-valvulopathy syndrome 2Cases
2686 | Cyclic neutropenia 0.1P* 3218 Deafnessepiphyseal dysplasia 2 Cases
Cyprus faciaheuromusculoskeletg . short stature syndrome
2674 | ndrome 1 Family Deafnessgenital anomalies
200 . . . 101" 3224 |metacarpal andmetatarsal 2 Cases
Cystic echinococcosis . synostosis syndrome
586 | Cysticfibrosis 7.4P* 90646 | Deafnesshypogonadism syndrom 5Cases
94064 | Deafnessinfertility syndrome 3 Families
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85321 Deafnessintellef:tual disability 3Cases 873 | Desmoid tumor 0.31*
syndrome, MartinProbst type Desmoplastic small round cell
3226 Deafnessymphedemaleukemia 20Cases 83469 tumor 300Cases
syndrome -
251863 Desmoplastic/nodular 0.011*
3230 | Deafnessoligodontia syndrome 5Cases medulloblastoma :
3231 DeafneswnyChOdyStrophy 50 Cases 35107 | Desmosterolosis 9 Cases
syndrome Developmental and speech delay
3217 [?eafnesssmall bowel 5 Cases 313892due to SOX5 deficiency 12Cases
diverticulosisneuropathy syndrom - -
Doat =T halas Developmental delay with autism
3239 ez nessvitiigo-achalasia 2 Cases 32919Yspectrum disorder and gait 22 Cases
syndrome instability
99970| Dedifferentiated liposarcoma 0.271*
! . P. -0 163984 Developmental delaydeafness 1 Family
Deficiency in anterior pituitary syndrome, Hildebrand type
29397dfunction-variable immunodeficienc] 7 Cases Developmental delayfacial
syndrome 369891dysmorphism syndrome due to 4 Cases
i MED213L defici
3202 Dehydrated r_meredltary 20 Eamilies eficiency .
stomatocytosis Developmental malformations
- 79107 . 2 Cases
Delayed membranous cranial . deafnessdystonia syndrome
3034 ossification 2 Families Dianzani autoimmune
- 275523 . . . 30Cases
Delayed speecifacial asymmetry lymphoproliferative disease
3038 |[strabismusear lobe creases 6 Cases DIAPH%related sensorineural
syndrome 494444hearing lossthrombocytopenia 8 Cases
1627 | Deletion 5935 10Cases syndrome
79134 DEND syndrome 20 Cases 66637 | Diaphanospondylodysostosis 18 Cases
2141 Diaphragmatic defectimb 7 Cases
99828 | Dengue fever 714.01 deficiencyskull defect syndrome
93571 | Densedeposit disease 0.25P 527468 Dlaphr_agmatlc hernisshort bowek 2 Cases
- — asplenia syndrome
1652 | Dent disease 250 Familie - : -
628 |Diastrophic dwarfism 1.2P*
99789] Dentin dysplasia type | 1.0P* - - -
628 |Diastrophic dwarfism 0.3BP*
99791 Dentin dysplasia type Il 19 Familie - - -
- - - 370044 Didymosisaplasticosebacea 18Cases
99792 Dentin dysplasiasclerotic bones 1 Eamil
syndrome y 146 |Differentiated thyroid carcinoma 5.251
49042| Dentinogenesis imperfecta 145P* 90060 | Diffuse alveolar hemorrhage 1.0P*
16626( Dentinogenesis imperfecta type 2| ~ 14.6P* Diffuse cerebral and cerebellar
- — 404437atrophy-intractable seizures 4 Cases
Dentinogenesis imperfectashort ; ) hal d
71267 |stature-hearing lossintellectual 2 Cases progressive microcepnaly syndron
disability syndrome 79456 | Diffuse cutaneous mastocytosis 30Cases
220 |DenysDrash syndrome 200Cases| 544 |Diffuse large BEcell ymphoma 16.0P*
1656 | Dermatitis herpetiformis 27.0P* 544 |Diffuse large BEcell ymphoma 2.791*
31112| Dermatofibrosarcoma protuberan 10.0P* 2123 | Diffuse neonatal hemangiomatosi 70Cases
1659 | Dermatoleukodystrophy 2 Cases 86918 Diffuse palmoplantar keratoderms 10Cases
221 | Dermatomyositis 6.0P* acrocyanosis syndrome
Y . 352487 Digital anomaliesintellectual 8 Cases
221 | Dermatomyositis 0.551* disability-short stature syndrome
1657 | Dermatoosteolysis, Kirghizian typ 5Cases 2926 Digital extensor muscle aplasia 3 Cases
— polyneuropathy
86920 rzﬁgmgg’spath'a pigmentosa 20Cases 1146 | Digitotalar dysmorphism 10.0P
79149] Dermochondrocorneal dystrophy 15Cases 226 [I‘Del:i\é/ic(irnocpytendme reductase 150Cases|
1660 | Dermoodontodysplasia 11Cases Dilated cardiomyopathy
1425 | Desbuquois syndrome 50Cases 2229 Q;Ir;:grrggéadotroplc hypogonadism 20 Familied
Desminrelated myopathy with Dimethylglycine dehydrogenase
84132 Mallory body-like inclusions 5Cases 243343 deficiené? y ydrog 1Case
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227 |Diphallia 0.02BP 352470 DNAZ2related mitochondrial DNA 4 Cases
- deletion syndrome
1681 | Diprosopus 33Cases DNAJBzelated CharcotMarie-
Dislocation of the hipdysmorphisn 443950 i disease tvpe 2 2Cases
2412 4 Cases yp
syndrome DNM1lL-related encephalopathy
79168| Disorder of bile acid synthesis 0.6P* 33005(due tomitochondrial and 11Cases
sorder of Jevel peroxisomal fission defect
2083 _D|sor er of sex development 3Cases
intellectual disability syndrome 3262 [ Dobrow syndrome 2Cases
71274 | Disseminated peritoneal 150Cases| 447737 DOCK?2 deficiency 5 Cases
Jeiomyomatosis Dominant dystrophic epidermolys
254351 Distal 7911.23 microdeletion 41 Cases 158676bu||osa, nails only 10 Families
syndrome Dominant hypophosphatemia witt]
| Distal 7q11.23 microduplication 244305 ant Nypophosp . 12 Cases
261102 syndrome 5Cases nephrolithiasis or osteoporosis
; : : 2143 | DonnaiBarrow syndrome 50 Cases
319171 Distal 17p13.1 microdeletion 16Cases
syndrome 79500/ DOORS syndrome 50 Cases
J Distal 17p13.3 microdeletion
261259 dromep 16Cases 255 | Doparesponsive dystonia 0.5P
399094 Distal anoctaminopathy 24 Cases 70594 Doparesponswe dystonle_\ (_iue to 43 Cases
sepiapterin reductase deficiency
329457 Distal arthrogryposis type 5D 33Cases i
gryp typ 230 D(:_pgmlne betahydroxylase 21 Cases
251519 Distal arthrogryposis type 10 53Cases deficiency
Distal hereditary motor neuropath — 3427 | Double outlet left ventricle 0.5BP
139525t e 2 4 Families Double uterushemivaginarenal
ép | heredi 3411 agenesis syndrome ’ 60Cases
139554 istal hereditary motor 30Cases g Yy
neuropathy, Jerash type 870 |Down syndrome 95.0BP
Distal limb deficiencies
1307 micrognathia syndrome 6 Cases 86309| DPAGTLDG 18Cases
1620 | Distal monosomy 3p 34Cases 79322| DPMECDG 9 Cases
96125| Distal monosomy 6p 35Cases 263494 DPM3CDG 1Case
1642 | Distal monosomy 9p 89Cases 33069 Dravet syndrome 2.5BP
96148| Distal monosomy 10q 40Cases 50817 sl?/l:lz?oen?:omalynyopathyscoIiosis 2 Cases
280324 Distal monosomy 12p 8Cases 233 |Duane retraction syndrome 10.0P*
1590 | Distal monosomy 13q 150Cases| 235 |Dubowitz syndrome 0.2BP*
1596 | Distal monosomy 159 i 98896 | Duchenne muscular dystrophy 4.78P
Distal myopathy with anterior tibig
17840Q | <ot yopathy 4 Cases 98896 | Duchennemuscular dystrophy 15.1BP*
63273 ;Dr:ztzln?;)r/icc)’;r)itgzdv%ﬁcoﬁgzﬁggtr leg 16Cases 1203 | Duodenal atresia 9.0P*
- 1203 | Duodenal atresia 9.0BP*
48865( Distal myopathy, Tateyama type 7 Cases
- - 314621 Duplication of the pituitary gland 38Cases
399109 Distal nebulin myopathy 13Cases
- - 237 |Duplication of urethra 300Cases
139541 Distal spinal muscular atrophy typ 28 Cases
3 239 |DyggveMelchior-Clausen disease 60Cases
3248 | Distal symphalangism 8 Families 46 4306[;?;3:;3;:;??% r|Tr]1(teellectual 54Cases
314589 Distal 1 23Cases
istal tetrasomy 15q DYRK1Aelated intellectual
1745 | Distal trisomy 6p 40Cases 268261disability syndrome due to 19Cases
96102| Distal trisomy 10q 40Cases 21922 139222 microdeletion
- - — 1765 Dyschondrosteosisiephritis 1 Family
293934 S?/l;é::l))r;quS microduplication 0 Cases syndrome
Dyschromatosis symmetrica
404544 DITRA 70Cases 41 lereditaria 300Cases
91131|DKXCDG 17 Cases 1766 | Dysequilibrium syndrome 51Cases
1775 | Dyskeratosis congenita 0.1P*
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2104 Dysmorphismpectus carinatum 2 Cases Early-onset spastic ataxia
joint laxity syndrome 313779myoclonic epilepsyneuropathy 2 Cases
Dysmorphismshort stature- syndrome
2282 |deafnessdisorder of sex 2Cases 98890 | Earlyonset Xlinked optic atrophy 4 Families
development syndrome To93adErsT " 260
. . - — syndrome ases
1822 | Dysplasia epiphysealis hemimelic 0.11 y
- - - 39132( East Texas bleeding disorder 19Cases
2204 | Dysplastic cortical hyperostosis 2 Cases 9
Dysraphismcleft lip/palate-limb 319214 Ebola hemorrhagic fever 28220Case]
2476 b 3 Cases - -
reduction defects syndrome 1880 | Ebstein malformation 1.25P*
85198 Dysspondyloenchondromatosis 16 Cases 1880 | Ebstein malformation 3.5BP*
210571 Dystonia 16 12Cases i
y 1818 E.Cao‘jzrma' dySp:?S:a' 7 Cases
412217 Dystoniaaphonia syndrome 32Cases richoodontoonychial type
Sveion " - 1806 Ectodermal dysplasiblindness 2 Cases
52140 PyStoniaparkinsonism 11Cases syndrome
hypermanganesemia syndrome -
- - - 247827 Ectodermal dysplasi@utaneous 4 Cases
303 | Dystrophic epidermolysis bullosa 0.7P syndactyly syndrome
89843 Dys_trpphlc epidermolysis bullosa 100Familie 1883 Ectodermal dysplasisensorineural 2 Cases
pruriginosa deafness syndrome
2554 | Earpatella-short stature syndroms 67 Cases 24782 ECtodermal dysplasiayndactyly 22 Cases
syndrome
1935 | Early myoclonic encephalopath 80Cases
y MyocTonis encepnaopaly 448270 Ectopia cordis 0.67BP
Earlyonset epilepsyintellectual Cctonia lentischororetnal
48863disability-brain anomalies 5Cases 1884 |, c Op'ah entischoriore d'”a 4 Cases
syndrome ystrophy-myopia syndrome
Earlyonset epileptic 1892 | Ectrodactylypolydactyly syndrome 1 Family
encephalopathycortical blindness Ectrodactylyspinabifida-
411988, tellectual disabilityfacial 3 Cases 1894 |- rdiopathy syndrome 1Case
dg’STO’ph'fT SYIr_‘dIrome — 293934 EDICT syndrome 4Families
arlyonset familial noncirrhotic
494348 portal hypertension 3 Cases 1895 | Edinburgh malformation syndrom 2 Families
256 dli}gzgﬁrﬂgset generalized limonset 0.4P* 1896 |EEC syndrome 1.11BP*
32429( Early-onset Lafora body disease 3 Cases 1897 |EEM syndrome 7 Families
Earlyonset myopathyareflexia 98249| EhlersDanlos syndrome 0.9BP*
43921 respiratory distressdysphagia 13Cases 230839 EhlersDanlos syndrome due to 17 Cases
syndrome tenascinX deficiency
2379 | Earlyonset parkinsonism 2 Eamilies 90309 EhlersDanlos syndrome type 1 5.0P*
intellectual disability syndrome -
- - EhlersDanlos syndrome, cardiac
]| Earlyonset progressive diffuse 230851va|vular type 6 Cases
49664 brain atrophy-microcephalymuscle| 22Cases -
. EhlersDanlos syndrome, classic
\weaknessoptic atrophy syndrome 287 type 5.0P
Earlyonset progressive EhlersDanlos syndrome
1943 |encephalopathy with migrant 3 Cases 1901 . ’ 15Cases
i dermatosparaxis type
continuous myoclonus ereDan r
Earlyonset progressive 75501 ersbanios syndrome, 1 Family
. fibronectinemic type
500144encephalopathyhearing losspons 3 Cases
hypoplasiabrain atrophysyndrome 285 EhIersDap!os syndrome, 12.5P*
- hypermobility type
Earlyonset progressive EhlersDanlos syndrome
encephalopathyspastic ataxia 300179 oS Sy ’ 9 Cases
496754 distal spinal muscular atrophy 6 Cases kyphoscoliotic and deafness type
syndrome 1900 kEhIﬁrsDalplo_s syndrome, 1.0BP
Earlyonset progressive yphoscoliotic type
352654neurodegenerationblindness 6 Cases 2953 |EhlersDanlos syndrome, 34 Cases
ataxia-spasticity syndrome musculocontractural type
Earlyonset seizureddistal limb 75392 Eh!ersDa_qus syndrome, 62 Cases
50523 2nomaliesfacial dysmorphism 12 Cases periodontitis type
global developmental delay 157964 EhlersDanlos syndrome, 6 Cases
syndrome spondylocheirodysplastic type
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286 t)Ifrr:l)ersDanlos syndrome, vasculan] 10pP* 301 |Ependymal tumor 0.21*
EhlersDanlos syndrome, vasculan] 25163§ Ependymoma 0.161*
230845||'k 3Cases Epibulbar lipodermoidpreauricular
ke type 231744 =P § P vl P g 1 Family
1902 | Ehrlichiosis 50 Cases appendagepolythelia syndrome
35125] Epidermal nevus syndrome 400Cases|
79106 | Eiken syndrome 6 Cases P y
302 i i i i 200Cases|
228244 Elastoderma 5 Cases Epidermodysplasia verruciformis
304 i i i 1.8P
289 |Ellis Van Creveld syndrome 1.1BP Epidermolysis bullosa simplex
304 |Epidermolysis bullosa simplex 2.2BP*
96170| Emanuel syndrome 350Cases| Ep'd Iy =P - pl r
pidermolysis bullosa simplex du
18022 Embryonal carcinoma 0.011* 412183 "opoan deficiency 2 Cases
251854 Embwo_nal tym(_)r of 0.22] * 412189 Eplderm_o_IyS|s bu_IIpsa simplex du 3Cases
neuroepithelial tissue to exophilin 5 deficiency
261 |EmeryDreifuss muscular dystropt| ~ 0.3P* 257 |Epidermolysis bullosa simplex wit 40Cases
muscular dystrophy
1927 | EmeryNelsonsyndrome 2 Cases 80838 Epidermolysis bullosa simplex oG
— X ' ases
485414 dlil?{ellell_slzl-related connective tissud 3Cases autgsomal reFeSS|ve Klfl
79401 Epidermolysis bullosa simplex, 6 Families
1031 | Enametrenal syndrome 11Cases Ogna type
i 141077 Epignathus 1.68BP
2396 IEr;fsgge;l;cran|ocutaneous 77 Cases EPIIQ : —
pilepsymicrocephalyskeletal
Encephalopathy due to 1948 dysplasia syndrome 2Cases
527274 r_nlt(_)chondrlal and peroxisomal 15Cases 1951 | Epilepsytelangiectasia syndrome 6 Cases
fission defect
i 1819 | Epimetaphyseal skeletal dysplasi 4 Cases
139404 Enpgphalopathy due to prosaposi 10Cases p. pny: ; . ysp
deficiency Epiphyseal dysplasihearing loss
- 1825 - 2 Cases
Encephalopathy due to sulfite dysmorphism syndrome
833 id defici 100Cases|
oXidase denciency 79135 Episodic ataxia type 3 1 Family
Encephalopathyhypertrophic — - —
319674cardiomyopathyrenal tubular 1Case 79136 Episodic ataxia type 4 2 Families
disease syndrome 211067 Episodic ataxia type 5 7 Cases
296 | Enchondromatosis 1.0pP 209967 Episodic ataxia type 6 4 Cases
J Endocrinecerebro-osteodysplasia
199337 syndrome ysp 7 Cases 20997( Episodic ataxia type 7 7 Cases
454724 Endometrioid carcinoma of ovary 0.811* 401953 Episodic ataxia wittslurred speech 13Cases
2790 | Endosteal hyperostosis, Worth tyj] 6 Families 293381§pitthe"r?l recurrent erosion 186Cases|
- ystropny
85186 hEndoTtegl sclzrosmerebellar 4 Cases 313920 EpsteinBarr virusassociated 1.2
Toa7 ypopasiasyncrome > [gastric carcinoma )

937 | EngStrom syndrome Cases 35687 | ErdheimChester disease 500Cases
60015] Enlarged parietal foramina 3.7P 999 |Ermine phenotype 6 Cases
83620| Enteric anendocrinosis 7 Cases 317 |Erythrokeratodermia variabilis 200Cases

Enthesitisrelated juvenile * -
85438}, jiopathic arthritis 57P 47600¢ EVthrokeratodermia 3Cases
- — - — - cardiomyopathy syndrome
449564 Eosinophilic angiocentric fibrosis 52Cases 1199 | Esophageal atresia 24 3BP*
E - - —
40203 Eosinophilic colitis 196Cases 3318 | Essential thrombocythemia 0.481*
73247] Eosinophilic esophagitis 40.08P 1957 | Esthesioneuroblastoma 0.02| *
3165 | Eosinophilic fasciitis 200Cases 785 | Estrogenresistance syndrome 2 Cases
2070 | Eosinophilic gastroenteritis 280Cases| 51188| Ethylmalonic encephalopathy 80 Cases
Eosinophilic granulomatosis with -
183 nolyangiltis 15P 1959 | Evans syndrome 0.1P
183 Eosinophilic granulomatosis with 0.181* 496751 EVENplus syndrome 3Cases
olyangiitis )
polyang 319 |Ewing sarcoma 0.131*
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1062 | EXOStosesanetodermia 1 Family 615 |Familial atrial myxoma 17 Familied
brachydactyly type E syndrome — - -
= 3 T Familial atrial tachyarrhythmia
3294 xtenspr tendons of finger 2 Cases 436242infra-Hisian cardiac conduction 7 Cases
anomalies isease
External auditory canal atresia 1551 " - — L Eamil
3023 |vertical talushypertelorism 10Cases Familial benign copper deficiency amily
syndrome 1416 Familial calciunpyrophosphate 100Familie
363579 Extragonadal germ cell tumor 0.131* deposition
- Extraskeletal myxoid . 1768 | Familial caudal dysgenesis 4 Cases
chondrosarcoma ] 46476( Familial cavitary optic disc anoma 17 Cases
Extrasystolesshort stature Familial cerebral cavernous
1964 |hyperpigmentationmicrocephaly 2 Cases 221061 formation 15.0P
syndrome 481667 ili ilblai 10 Famili
Eye defectsarachnodactyly Familial Chilblain lupus amilieg
2725 . 6 Cases — - -
cardiopathy syndrome 1428 | Familial chondromalacia patellae 5 Families
3172 Eyebrow duplicationsyndactyly 3 Cases 444494 Familial chylomicronemia 1.0P*
syndrome syndrome :
324 i 0.22BP* ili
Fabry disease 23574 Familial clubfoot dueto 4Families
Facialdysmorphismanorexia 17923.1923.2 microduplication
1969 |cachexiaeye and skin anomalies 3Cases 238727 Familial congenital mirror 75Cases
syndrome movements
Facial dysmorphismievelo.pmenta 451614 Familialcong_enital nasolacrimal 4 Cases
delay-behavioral abnormalities duct obstruction
284169 19Cases — -
syndrome due to 10p11.21p12.31 Familial congenital palsy of
. . 91498 6 Cases
microdeletion trochlear nerve
Facialdysmorphismdevelopmenta 319189 Familial cortical myoclonus 11Cases
46695Cdelaybehavioral abnormalities 10Cases —
syndrome due to WAC point 53296 | Familial cutaneous collagenoma 16 Cases
mutation Familial cutaneouselangiectasia
Facial dysmorphism 313846and oropharyngeal cancer 24 Cases
352714immunodeficiencylivedo-short 11Cases predisposition syndrome
stature syndrome 1799 | Familial developmental dysphasig 6 Families
Facial dysmorphisatens — — -
Jdislocation-anterior segment . 324589 Famlllal_dysklnesw\ and facial 18Cases
412023 L N 4 Families myokymia
abnormdities-spontaneous filtering Farmilial halonathy with
blebs syndrome gs110|—amiial encephalopatny wi 6 Families
- - neuroserpin inclusion bodies
Facial dysmorphisamacrocephaly Familial episodi - P
1970 |myopia-Dandy:Walker 3Cases 29139 _ar:“' 1 dep's.o 'Clp‘;"“ Syrl‘. rgme .
malformation syndrome with predominantly lower lim ases
Facial dysmorphisrshawl nvolvement
1778 o . 2 Cases Familial episodic pain syndrome
scrotuntjoint laxity syndrome . -
Focial : ey 391389with predominantly upper body 21Cases
g5162|  acial onset sensory anuotor 47 Cases involvement
neuronopathy Familial gastric type 1
1973 | Faciocardiorenal syndrome 4 Cases 464758 . roendocrine tumor 5Cass
269 |Facioscapulohumeral dystrophy 4.5p* 251274I'I:Iami"al hyperaldosteronism type 7 Families
30655( FADDrelated immunodeficiency 4 Cases — -
- 238479 Familial hypercholanemia 23Cases
3304 Fallot complexintellectual 5 Cases Talh - -
disability-growth delay syndrome 99764 Familia yperreninemic 5Cases
— — hypoaldosteronism type 2
88619 Familial acute necrotizing 11 Cases Eamilial h orodism g
encephalopathy 424 [F@MNA ypert yroidism due to 28 Families
733 |Familial ad : I - 5.0P mutations in TSH receptor
amilial adenomatous polyposis .0P* = —
_ b 93372 Familial hypqcalmurlc 55p
Familial adrenal hypoplasia with hypercalcemia type 1
95700 ﬁgfggtn’:t“'tary luteinizing 3Cases 300379 Familial infantile gigantism 3Cases
o - - : Familial infantile myoclonic
280391 Eam|l|al Alzheimedike prion 2 Cases 352582epilepsy 7 Cases
disease Familial isolated dilated
. - — amilial isolated dilate .
228271 Familial anetoderma 12 Familie 154 cardiomyopathy 17.5P
Without specification, published figures are worldwide. An asterisk * indicates European data.
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154 Familial isolateddilated 2911 * Familial progressive retinal
cardiomyopathy ) 488197dystrophy-iris colobomacongenital 9 Cases
99879 h':am"'a' 'St‘;]'ate%. 100Familie CFa tar.?.ml Syndtr.ome —
lzyperlpatlrg Iyr0|d ism 79147 Coaltlr:l :ean égiasc ive perforating 50 Cases
223g |Familial isolated 10Familied g —
hypoparathyroidism 231104 Familial rhabdoid tumor 5 Families
Familial isolated T
2239 |nhypoparathyroidism due to 2 Families 168624 hl;ggillllli?lli’;;atlsggcephaly syndromg 11Cases
agenesis of parathyroid gland 166264 Familial sick si " 11c
amilial sick sinus syndrome ases
314777 Familial isolated pituitary adenom 150Cases| — . - y -
Famiial isolated — Familial steroidresistant nephrotic
75249 a?' 1aliso a:]e restrictive 2.5P* 280404gsyndrome withsensorineural 13Cases
cardiomyopathy deafness
411784 Familial isolated trichomegal 2 Families ili i i
galy 91387 Fadmlllal_thg_ramc _aortlc aneurysm 22 Cases
79293 | Familial LCAT deficiency 70Cases and aortic dissection
768 | Familial long QT syndrome 20.0BP* 93953 Familial thyroglossal duct cyst 22Cases
— - Familial thyroid .
401943 ;nadn;g'\zlem?ds'an cleft of the upper 8 Cases 95716 dyshormonogenesis 4.0P
— £ Familial thyroid
618 |Familial melanoma 151* 95716 dyshormonogenesis 2.671
165804 Fa_milial m_esial tgmpor_al lobe 4 Cases 84 |Fanconi anemia 0.3P
epilepsy with febrile seizures - -
49593( Familial monosomy 7 syndrome 14 Familie 84 |Fanconi anemia 0.628P
338 |Familiaimultiple fibrofolliculoma 7 Cases 333 |Farber disease 96 Cases
— — 166104 FASTKDgelated infantile 3Cases
922 |Familial nasal acilia 8 Cases mitochondrial encephalomyopathyf
280403 Familial omphalocele syndrome 5Cases Fatal congenital hypertrophic
“|with facial dysmorphism 439854cardiomyopathy due to glycogen 10Cases
569 F_amll_lal or sporadic hemiplegic 10.0P* storage disease
migraine 466 |Fatal familial insomnia 27 Cases
Familial osteodysplasia, Andersof - - -
2769 type 4 Cases 280553 Fata] mjanule hypertonic 11Cases
e IR - myofibrillar myopathy
97290 wi?r:n :e;iaﬁ)azl i?lg X;g' I::i;fmo" 2 Cases Fatal mitochondrial disease due t
paprary P 168564combined oxidative 7 Cases
98306 | Familial partial |Ip0dyStI’0phy 1.0P* phosphorylation defect type 3
79084 F"amllla! partial lipodystrophy, 20Cases 391343 F_atal postviral neurodegenerative| 2 Cases
Kdbberling type disorder
34526 Familial primaryhypomagnesemia] 500Cases| 2492 [FATCO syndrome 22Cases
Familial primary hypomagnesemi FBLNZrelated developmental
30651qwith hypercalciuria and 200Cases| 404451ldelay-central nervous system 3 Cases
nephrocalcinosis anomaly-syndactyly syndrome
F_amlllal primary _hypomagneseml 163703 Febrile infectionrelated epilepsy 1.0P*
with hypercalciuria and syndrome
2196 A 72Cases
_nephrocalcmoys with severe ocul 1305 |Feingold syndrome 123Cases|
involvement -
Familial primary hypomagnesemi 391641 Feingold syndrome type 1 120Cases|
31043 [With hypercalciuria and 110Cases| 39164€ Feingold syndrome type 2 7 Cases
nephrocalcinosis without severe Fernale miertiitv due 1o ooovie
ocular involvement 488191 ~. - y y 16 Cases
Familial primary hypomagnesemi meiotic arrest
34527 |with normocalciuria and 5 Families 404466 Fema_le infertility due to zona 4 Cases
. pellucida defect
normocalcemia Female restricted epilepsy with
871 Famlllal_ progressive cardiac 50Cases 10103gintellectual disability 5 Families
conduction defect
A ; 1988 |Femoratfacial syndrome 62 Cases
280624 Famll[al progressive hypeand 3 Families
hypopigmentation 2019 | Femukfibula-ulna complex 1.5BP*
397929 Ferro-cerebro-cutaneous syndrom 3Cases
Without specification, published figures are worldwide. An asterisk * indicates European data.
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994 Fetal akinesia deformation 0.6 BP* 398189 Focal facial dermal dysplasia typs 21 Cases
seguence I\
363409 Fetal akinesiecerebral and retinal 3Cases 48918 Focal myositis 115Cases|
hemorrhage syndrome -
1866 Focal, segmental or multifocal 11.7p*
1915 | Fetal alcohol syndrome 1.6BP* dystonia :
294 | Fetal cytomegalovirus syndrome 40.0P* 1866 | Foc@l segmental or multifocal 201*
dystonia )
465824 Fetal encasement syndrome 2 Cases
y 2048 | FoixChavanyMarie syndrome 150Cases
85212| Fetal Gaucher disease 50Cases - o
300557 FOI||cula_r _cholang|t|s and 5 Cases
1917 | Fetal methylmercury syndrome 800Cases| pancreatitis
1906 | Fetal valproate syndrome 1.02BP* 545 | Follicular lymphoma 28.0P*
i i i 545 |Follicular lymphoma 2.121*
464724“_FevefF?ssomatzd acute infantile 11Cases ymp
Iver faluré synarome 228371 Foodborne botulism 0.11*
313859 FGFR2elated bent bone dysplasig 11Cases -
ysp 3219 |Fountainsyndrome 8 Cases
47765( Fibroblastic rheumatism 30Cases Foveal hypoplasiptic nerve
2021 | Fibrochondrogenesis 20Cases 397614decussation defectanterior 7 Families
337 Fibrodysplasia ossificans 0.05P slfgme:]:]dysglezng5|s synqlrome
progressiva . 2053 | Foveal hypoplasigresenile 11Cases
- - — cataract syndrome
84090] Fibronectin glomerulopathy 16 Familie
221124 Fowler syndrome 44 Cases
2030 | Fibrosarcoma 0.011* -
e asctodach] 908 |Fragile X syndrome 32.5P
ibular aplasieectrodactyly
1118 syndrome 50Cases 908 |Fragile X syndrome 2.4BP*
1757 | Fibular dimeliadiplopodia 11Cases 137834 FrankTer Haar syndrome 30Cases
syndrome 052 o28P
93323 Fibular hemimelia 2.0P* 052 |Fraser syndrome ;
Fibuloulnar hypoplasiarenal 347 |Frasier syndrome 88 Cases
2256 - 2 Cases
anomalies syndrome 834 |Free sialic acid storage disease 130Cases
3255 | Filippisyndrome et 2053 | FreemanSheldon syndrome 100Cases|
Finger hyperphalangyoe - -
369979anomaliessevere pectus excavatu 2Cases 85335 Fried syndrome 1 Family
syndrome 95 |Friedreich ataxia 2.0P*
97232 | Fingerprint body myopathy 20Cases 99672| Fried's tooth and nail syndrome 12 Cases
Finnish upper limkonset distal - -
399084 myapathy 7 Cases 1791 | Frontofacionasal dysplasia 14 Cases
79292| Fisheye disease 30Cases 1826 |Frontometaphyseal dysplasia 100Cases|
- - H *
1968 sFyIs(t:| Igtri??lcrostomlaear anomaly 2 Cases 250 |Frontonasal dysplasia . 0.7BP
228390 Fro_ntonasal dysplasmlopeua 5 Cases
98970| Fleck corneal dystrophy 30Cases [genital anomalies syndrome
2044 | FloatingHarbor syndrome 87 Cases 521309 Fronto_nasal dysplgsrdmfld nose 11Cases
upper limb anomalies syndrome
2045 |FLOTCH syndrome 6 Families Frontonasal dysp|asi8evere
2047 | FlynnAird syndrome 10Cases 306547 micr_ophthalmiasevere facial 3 Cases
. clefting syndrome
2092 | Focal dermal hypoplasia 300Cases| 282 |Frontotemporal dementia 3.0P*
Focal epilepsyintellectual Frontotem ro—
i poral dementia, right
35258 d|sab|I|ty-c_erebrocerebellar 7 Cases 293844 temporal atrophy variant 200Cases|
malformation 2059 |7 r o8P
ryns syndrome . *
39816€ Focal facial dermal dysplasia 147 Cases| yns sy
2058 |FrynsSmeetsThiry syndrome 2 Cases
79133 Focal facial dermal dysplasia typq 81Cases Y Iy Sy
24779Q FTHrelated iron overload 4 Cases
398173 Focal facial dermal dysplasia typq 22Cases ! v
- - 349 [Fucosidosis 100Cases
1807 Focal facial dermal dysplasia typq 20Cases
I 2854 [ Fuhrmann syndrome 11Cases
Without specification, published figures are worldwide. An asterisk * indicates European data.
P indicates prevalence datandicates incidence data aB® indicates birth prevalence
Orphanet R ePpevatehce @& mne diseases: Bibliographiatd - January 2019- Number 1 31

http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence of rare diseases by alphabetical list.pdf



http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_alphabetical_list.pdf

Estimated | Numberof Estimated  Numberof

Disease prevalence/ | published Disease prevalence/  published
or Group of diseases incidence casesor or Group of diseases incidence caser
(/200,000) families (/200,000) families
24 | Fumaric aciduria 40 Cases 2025 | Gingival fibromatosigfacial 2 Cases
- - dysmorphism syndrome
506359 Gabrielede Vries syndrome 10Cases 027 Gingival fibromatosisprogressive S Familios
352 | Galactosemia 2.0BP* deafness syndrome
352 | Galactosemia 211* 358 |Gitelman syndrome 2.5P*
o Glaucoma secondary to
351 |Galactosialidosis 100Cases 238763spherophakialectopia lentis and 12Cases
2065 | GallowayMowat syndrome 97 Cases megalocornea
Gammaaminobutyric acid i, Glaucomaectopia lentis
2066 transaminase deficiency 3 Families 2084 |microspherophakiastiff joints-short 3 Cases
33573 Gammaglutamyl transpeptidase 7 Cases stature syndrome
deficiency 2085 |Glaucomasleep apnea syndrome 5Cases
100024 Gammaheavy chain disease 120Cases 182067 Glial tumor 10.0P*
2067 | GAPO syndrome 38Cases 182067 Glial tumor 5.35]*
79665 | Gardner syndrome 9.1BP 360 |Glioblastoma 1.0pP
314024 Gas_tric adenocarcinoma and 28 Cases 360 |Glioblastoma 3.0l
proximal polyposis of the stomach - - -
2069 | Gastrocutaneous syndrome 24 Cases 251582 Gliomatosis cerebri o.01l
44890| Gastrointestinal stromal tumor 13.0P* 251576 Gliosarcoma 0.031
- - Global developmental delajung
44890] Gastrointestinal stromal tumor 1.0l 404476cystsovergrowth- Wilms tumor 2 Cases
2368 | Gastroschisis 23.7BP* syndrome
- Global developmentatielay-neuro-
355 | Gaucher disease 1.0P* 488613 ophthalmological abnormalities 26 Cases
355 | Gaucher disease 1.3BP seizuresintellectual disability
355 | Gaucher di 1.71* syndrome
aucher disease . Global developmental delay
77259] Gaucher disease type 1 1.0P* 73223 |osteopeniaectodermal defect 3 Cases
- syndrome
772 .01P* -
60 Gaucher disease type 2 0.0 Global developmental delayisual
77261 Gaucher disease type 3 0.05P 480898anom;llesproglrﬁsswecgrebelIar 6 Cases
Gaucher diseasephthalmoplegia atrophy-truncal hypotonia
2072 |cardiovascular calcification 10Cases syndrome
syndrome 141164 Glossopalatine ankylosis 30Cases
438274 GCGRelated hyperglucagonemia 8 Cases 97280| Glucagonoma 0.005] *
2623 | Geleophysic dysplasia 27 Cases 33574 Glutamatecysteine ligase 10 Cases
- - deficiency
2074 |G d 2 Cases
emlgnf'ml 0 rome. . 2 Glutary-CoA dehydrogenase 1.0BP
s bGtﬁnerah_zedI basal r:ep:(qermolyﬁs e 5 |deficiency 0
Ybullosa simplex with skin atrophy, ases - —
scarring ang hair loss Py 32 |Glutathione synthetase deficiency 70Cases
2411777 Generalized eruptive 40Cases 407 |Glycine encephalopathy 0.17P*
keratoacanthoma 365 |Glvcogen storage disease due to| ) ¢ b
98497 Genetic peripheral neuropathy 40.0P acid maltase deficiency )
2075 | Genitopalatocardiac syndrome 15Cases 420429 Gl_ycogen storag'e'dlsease due to 1.75BP
acid maltase deficiency, latenset
85201 Genitopatellar Syndrome 22 Cases 364 G|ycogen storage disease due to 10BP
93398 Genochondromatosis type 2 10Cases [glucose6-phosphatase deficiency
Glycogen storage disease due to
2077 | German syndrome 5 Cases 79258 [glucose6-phosphatase deficiency 1.0BP*
2078 | Geroderma osteodysplastica 50 Cases type la
- Glycogen storage disease due to
356 s();/i(rjsrtonrwna:nStrausslefSchelnker 0.0055I 79259 [glucose6-phosphatase deficiency 150Cases|
- — type Ib
643 | Giant axonal neuropathy 50 Families 2083 Glycogen storage disease due to 00Cases
251579 Giant cellglioblastoma 0.021* GLUT? deficiency
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Glycogen storage disease due to 2095 | Gorlin-ChaudhryMoss syndrome 7 Cases
367 |[glycogen branching enzyme 0.1BP -
deficiency 39812| Graft versus host disease 3.0P*
Glycogen storage disease due to 79094 | Grange syndrome 7 Cases
2089 |hepatic glycogen synthase 16Cases -
deficiency 2097 | Grant syndrome 1 Family
34587 &ﬁpogzr‘e;é?;‘g; disease due to 84 Cases 900 |Granulomatosis with polyangiitis 9.0P*
— — N
Glycogen storage disease due to 900 |Granulomatosis with polyangiitis 0.85I
26458(liver phosphorylase kinase 1.0BP* 33111 Granulomatous slack skin 50 Cases
deficiency : 721 |Gray platelet syndrome 60 Cases
Glycogen storage disease due to _
137628muscle and heart glycogen synthg 4 Cases 293375(§Srat1ysorr:W|lbrandt corneal 1 Family
deficiency ystropny
99849 rﬁ&);(::(l)é;ir;;t:;ﬁlg;glzgzi;aegse to 1 Case 1426 | Greenberg dysplasia 10Cases
- Y 381 |[Griscelli syndrome 150Cases|
Glycogen storage disease due to
371 |muscle phosphofructokinase 100Cases| 79476 Griscelli syndrome type 1 20Cases
deficiency : 79477| Griscelli syndrome type 2 102Cases
Glycogen storage disease due to - -
715 |muscle phosphorylase kinase 30Cases 79478| Griscelli syndrome type 3 13Cases
deficiency Growth and developmentatielay-
Glycogen storage disease due to 391348hypotonia-vision impairmentlactic 2 Cases
713 |phosphoglycerate kinase 1 30 Families acidosis syndrome
deficiency Growth delay due to insuliriike
Glycogen storage disease due to 3212 [growth factor type 1 deficiency 5Cases
97234 |phosphoglycerate mutase 50Cases 3035 Growth delayhydrocephalylung ac
deficiency hypoplasia syndrome ases
Glycogen storage disease due to * Growth retardation-mild
370 . . 1.0BP _
phosphorylase kinase deficiency 391366developmental delaychronic 2 Cases
Glycogen storage disease with hepatitis syndrome
263297severe cardiomyopathy due to 1Case
I . f_y_ patny 2101 Grubbende CockBorghgraef 3Cases
Jglycogenin deficiency syndrome
354 | GM1 gangliosidosis 0.75BP* 2102 |GTP cyclohydrolase | deficiency 16 Cases
79255] GM1 gangliosidosis type 1 200Cases| 382 rﬁ:;n:ﬁgs;cg;&;t: deficienc 80 Cases
79256] GM1 gangliosidosis type 2 50Cases - y. Y
2103 | Guillain-Barré syndrome 3.5P*
79257 GM1gangliosidosis type 3 70Cases —
2103 | Guillain-Barré syndrome 1.45]
309159 GM2 gangliosidosis 5.0P*
2957 | Guttmacher syndrome 3 Cases
30924€ GM2 gangliosidosis, AB variant 10Cases -
: 414 Gyrate atrophy of choroid and 200Cases
2090 | GMS syndrome 1 Family retina
602 |GNE myopathy 1.0P 168569 H syndrome 100Cases|
329984 Goblet cell carcinoma 0.025I 99803 | Haddad syndrome 60 Cases
66629 S(f/z:jdrl;en:gShpnntzen megacolon 8 Families 2342 Ha?mMunk syndrome. _ 100Cases
" 1408 .Halr defectp_hoto_s_ensmwty 3 Cases
374 | Goldenhar syndrome 2.9BP intellectual disability syndrome
53540| GoldmannFavre syndrome 50Cases 2107 |HaltRiggs syndrome 8Cases
1986 | GollopWolfgang complex 200Cases| 2108 |HallermannsStreiff syndrome 150Cases
1532 | GémezLoépezHernandez syndrom 36 Cases 2109 |HallermannsStreiff-like syndrome 2 Cases
169109 Good syndrome 241 Cases 2110 Halluxvaruspreaxial 2 Cases
polysyndactyly syndrome
65798| Goodman syndrome 3 Cases i
Yy 93946 Harc?el cerebrepalato-cardiac 4Cases
73 | GorhamsStout disease 300Cases Syndrome
377 | Gorlin syndrome 11p 73229 HANAC syndrome 6 Families
Without specification, published figures are worldwide. An asterisk * indicates European data.
P indicates prevalence datandicates incidence data aB® indicates birth prevalence
Orphanet R ePpevatehce @& mne diseases: Bibliographiatd - January 2019- Number 1 33

http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence of rare diseases by alphabetical list.pdf



http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_alphabetical_list.pdf

Estimated | Numberof Estimated  Numberof

Disease prevalence/ | published Disease prevalence/  published
or Group of diseases incidence casesor or Group of diseases incidence caser
(/200,000) families (/200,000) families
457 | Harlequin ichthyosis 200Cases 98879 | Hemophilia B 1.665BP
199287 Harlequin syndrome 100Cases 178394 Hemorrhagic disease due to alph 4 Cases
2115 |arod 5 70 1-antitrypsin Pittsburgh mutation
arrod syndrome ases
4 340 |Hemorrhagic feverenal syndrome 37.0P*
2116 | Hart di 4.2P
artnup disease 340 |Hemorrhagic feverenal syndrome 0.741*
2117 | Hartsfield syndrome 17 Cases . -
Y 324637 Hendra virus infection 7 Cases
99872 HashimotaePritzker syndrome 50Cases
Y 2136 |Hennekam syndrome 50Cases
2118 | Hawkinsinuria 5 Families
- — - 2135 |HennekamBeemer syndrome 3 Cases
Hearing losdamilial salivary gland H r— I
3225 |insensitivity to aldosterone 2 Cases 2031 |. e[l)latlc II LQS'Skr)(_J‘I_na cys(,jts 4 Cases
syndrome intellectual disability syndrome
Heartdefecttongue hamartoma 890 [Hepatic veneocclusive disease 11.0P*
1338 4 Cases - - -
polysyndactyly syndrome Hepatic veneocclusive disease
Heart defectslimb shortenin 19124} munodeficiency syndrom 28Cases
1354 | Heart defects| shortening 2 Cases u.o'ece. cy§y 0 e.
syndrome Hepatitis B reinfection following
— 90073 - 2.0P*
1350 | Hearthand syndrome type 2 2 Families liver transplantation
1342 | Hearthand syndrome type 3 3 Cases 402823 Hepatitis delta 40.0P*
- i 449 [Hepatoblastoma 0.021*
168794 Heart-hand syndrome, Slovenian 14Cases p
type 88673 Hepatocellular carcinoma 15.0P*
211 2 -
9 |HEC syndrome Cases 88673 | Hepatocellular carcinoma 3.091*
17833 Heinz body anemia 10Cases Hepatoencephalopathy due to
86813 Helicoid p_erlpaplllary chorioretinal 100Cases 13768%combined ox[datlve 2 Cases
degeneration phosphorylation defect type 1
90053 | Hematopoietic stem cell 0.65P* 95159 | Hepatoerythropoietic porphyria 40 Cases
transplantation ) - - "
206741 Hemidystoniahemiatrophy 100Cases 91378| Hereditary angioedema 15P
syndrome 289601 Hereditary arterial and articular 16 Cases
141144 Hemifacial myohyperplasia 12 Cases multiple calcification syndrome
Termh PY——— 145 Hereditary breast and ovarian 25 OP*
27628(?]. eminyperplasiamultiple 10Cases cancer syndrome )
lipomatosis syndrome -
— 1867 Hereditary bullous dystrophy, 2 Eamilies
2130 |Hemimelia 4.15P* macular type
306669 Hemiparkinsonisrshemiatrophy 68 Cases 85458 H_eredltary_ cert_ebral hemorrhage 350Cases
syndrome with amyloidosis
79230| Hemochromatosis type 2 74 Cases 676 |Hereditary chronic pancreatitis 0.43P*
225123 Hemochromatosis type 3 33Cases Hereditary combined deficiency o N
- 98434 |vitamin K-dependent clotting 30Families
139491 Hemochromatosis type 4 200Cases| factors
280614 Hemoglobinopathy Toms River 10Cases 398088 Hereditary cryohydrocytosis with 53Cases
- - normal stomatin
86817 Hemolytic anemia due to adenyla 7 Eamilies erediary crvormdrocviosis wih
kinase deficiency 168577 fy cryony vt 3 Cases
- - reduced stomatin
Hemolytic anemia due to
712 |glucophosphateésomerase 50Cases 26106 | Hereditary diffuse gastric cancer 1.51*
deficiency Hereditary diffuse
Hemolytic anemia due to 313804leukoencephalopathy with axonal 27 Cases
90030 h - 3 Cases ) - .
|glutathione reductase deficiency spheroids andhigmented glia
766 Hemolytic anemia due to red cell 5.0p* Hereditary fibrosing poikiloderma
pyruvate kinase deficiency ) 221043tendon contracturesmyopathy- 15Cases
448 |Hemophilia 7.7p* pulmonary fibrosis syndrome
448 |Hemophilia 6.05| * 90045 Hereditary folate malabsorption 30Cases
98878| Hemophilia A 485p 469 [Hereditary fructose intolerance 5.0P
— Hereditary hemorrhagic .
98878 Hemophilia A 11.25BP 74 telangiectasia 16.0P
98879| Hemophilia B 1.7P*
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3197 | Hereditary hyperekplexia 150Cases| 685 |Hereditary spastic paraplegia 5.2P
163 Hereditary hyperferritinemia 64 Cases 84093 Hereditary thermosensitive 1 Family
cataract syndrome neuropathy
217407 Hereditary hypotr!choss with 4 Cases 480851 Hereditary thromb_ocytc_)penla with 9 Cases
recurrent skin vesicles early-onset myelofibrosis
304357 Hereditaryinclusion body 17 Cases 3467 |Hereditaryxanthinuria 9.051*
myopathy type 4 Heritable pulmonary arterial
Hereditary inclusion body 2757717 h ; 0.08P*
- ypertension
79091 |myopathy-joint contractures 21Cases
ophthalmoplegia syndrome 79430 HermanskyPudlak syndrome 0.15P
5p3 |Hereditary leiomyomatosis and 200Cases] 531531 HermanskyPudiak syndrome typej 2 Cases
renal cell cancer 7
90117 Hereditary motpr and sensory 120Cases| 231537 HermanskyPudlak syndrome type 6 Cases
neuropathy, Okinawa type 8
178464 Hert_adltary m_yopathy with early 10 Families 280663 HermanskyPudlak syndrome type 2 Cases
respiratory failure 9
43115 Ht_ered}tary myopathy Wlth _Iactlc 19Cases 183674 HermanskyPudIak syndrome with 40Cases
acidosis due to ISCU deficiency neutropenia
1062 Hereditary neurocutaneous 9 Families 1930 |Herpes simplex virus encephalitis 0.3l
malformation 189 |Hidroti | asi Lop~
640 |Hereditary neuropathy with 35p Hfdmtfc ectodermal dysp asa :
liability to pressure palsies i 1808 H|d‘ro_t|c ectodermal dysplasia, 6 Cases
279943 Hereditary neutrophilia 16 Cases ChrlstlgnsonFoune type -
Tereditary North Amen T 1809 Hidrotic ectodermal dysplasia, 4 Cases
168584 creattary Morth American indian 36 Cases Halal type
childhood cirrhosis ah b -
- — 314029 High bone mass osteogenesis 2 Cases
30 [Hereditary orotic aciduria 20Cases imperfecta
79141 | Hereditary painfulcallosities 2 Families 36339¢ High myopiasensorineural 7 Cases
Hereditary pediatric Behgetike deamess syndrome
47610‘disease 13Cases 231080 H|ghgrade dysplasia ipatients 36.0P*
- - with Barrett esophagus
168614 Hereditary persistence of alpha 19 Eamilies - -
Fretoprotein 388 |Hirschsprung disease 10.9BP*
29072 Hereditary pheochromocytoma 0.3l 2155 Hirschsprung diseasdeafness 2 Cases
paraganglioma polydactyly syndrome
158024 He_rednary_ progressive mucinous 18Cases 2153 leschsp.rung dlseas_aall 3Cases
histiocytosis hypoplasiadysmorphism syndromg
221034 Hereditary sclerosing poikiloderm 9 Cases 2150 Hirschsprungliseasetype D 4 Cases
\Weary type brachydactyly syndrome
280594 Hereditary se_nsorlmotor - 4 Cases 2158 Histidinuria-renal tubular defect 5 Cases
neuropathy with hyperelastic skin syndrome
Hereditary sensory and autonomi 98287| Histiocytic and dendritic cell tumo{ ~ 0.051*
32038Yneuropathy due to TECPR2 5Cases - -
mutation 98293 | Hodgkin lymphoma 2.41
139564 Heredltaﬂr]y ?ensolré and autonomi 2 Families 93970| HolmesGang syndrome 3Cases
neuroga y type 5 - 79242 Holocarboxylase synthetase 0.5BP*
970 nl-:lzjrri |;atrr]y ?enzozry and autonomi 35Cases deficiency .
p. Y VP - 2162 |Holoprosencephaly 13.4BP*
314381 Hereditary sensory and autonomi 4 Cases
neuropathy type 6 2163 HOIQprosencephaly 11Cases
39139 Hereditary sensory andutonomic 3 Cases Ccraniosynostosis syndr-ome
neuropathy type 7 3186 Holoprosencephalyradial heart 4Cases
: ; renal anomalies syndrome
478664 Hereditary sensory and autonomi 11 Families
neuropathy type 8 392 |Holt-Oram syndrome 0.7BP*
Hereditary sensory and autonomi 2167 |Hol 3 Cases
139573neuropathy with deafness and 4 Cases ° zgreve. serdror-ne
global delay 620 |Homocystinuria without 73Cases
: thylmalonic aciduria
Hereditary sensoryeuropathy- N me a
4563lE{:ieafnessdementia syndrome 6 Families 391665 Homozygous familial 01P
hypercholesterolemia
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3322 | HoyeraatHreidarsson syndrome 33Cases Hyperammonemic encephalopath
- - 401948due to carbonic anhydrase VA 4 Cases
391414 HSD10 disease 37 Cases deficiency
85295| HSD1@lisease, atypical type 5Cases 168584 Hyperandrogenism due to 11Cases
] - cortisone reductase deficiency
391451 HSD10 disease, neonatal type 3 Cases — - -
276404 Hyperbiliverdinemia 2 Cases
HTRA1related autosomal -
4820771dominant cerebral small vessel 21Cases Hypercholesterolemia due to
disease 209904cholesterol 7alphahydroxylase 24 Cases
~2811d - 200 deficiency
HughesStovin syndrome ases Hypercoagulability syndrome due
56970| Human prion disease 0.3P* 83639 |to glycosylphosphatidylinositol 2 Families
defici
56970| Human prion disease 0.151* = |C|enf:y - - I
1032 | Hyperdibasic aminoaciduria type 26 Cases
3265 | Humeroradial synostosis 150Cases| —
163984 Hyperekplexiaepilepsy syndrome 2 Cases
3266 | Humeroradio-ulnar synostosis 30Cases - —
16895 Hypereosinophilic syndrome 1.5P*
94056 | Humeroulnar synostosis 5Cases - -
2410 Hypergonadotropichypogonadism 3Cases
3383 | Humerus trochlea aplasia 5 Cases cataract syndrome
97340] Hunter-McAlpine craniosynostosis 10Cases 343 Hy_per_lmmunoglobullnemla D with 200Cases|
periodic fever
399 [Huntington disease 2.7P i ini
g 324575:¥pgnnsullnlsm due to HNF1A 2 Cases
399 |Huntington disease 0.38l : iciency — =
— yperinsulinism due to
98934 Huntington diseasdike 2 50 Familie 263459 deficiency 10Cases
401901 Huntington diseasdike syndrome 10Cases Hyperinsulinism due to short chaif
due to COORF72 expansions 71212 [3-hydroxylacytCoA dehydrogenas 10Cases
93473 | Hurler syndrome 0.5P* deficiency
Hyperinsulinism due to UCP2
93473| Hurler syndrome 0.7BP* 276559 de);irt):iency 2 Cases
740 S';‘;E:(‘)igseme”ford progeria 0.005P 682 |Hyperkalemic periodic paralysis 0.5P*
- - - Hyperkeratosishyperpigmentation
740 HutchinsonGilford progeria 0.025BP 1336 Syndrome 10Cases
syndrome - - -
498474 Hyaline fibromatosis syndrome 150Cases| 412_|Hyperlipoproteinemia type 3 1oop
Hyperornithinemia
2177 | Hydranencephaly 10.0BP 415 |hyperammonemia 12.0P*
Hydrocephalus withstenosis of thg homoocitrullinuria syndrome
2182 . 1.7P
aqueduct of Sylvius 3416 |Hyperostosis corticalis generalisa 35Cases
2182 Hydrocephalus with stenosis of th| 17BP - —
aqueduct of Sylvius . 443099 Hyperostosis cranialis interna 13Cases
Hydrocephalusblue sclerae ] 99880 Hyperparathyroidismjaw tumor 100Cases
2186 nephropathy syndrome 1 Family syndrome
Hydrocephaluscostovertebral 508524 Hyperphenylalaninemia due to 6 Cases
2180 |dysplasiaSprengel anomaly 8 Cases DNAJC12 deficiency
syndrome 238583 Hyperphenylalaninemia due to 02pP
5183 | Hydrocephalusobesity- 2 Cases tetrahydrobiopterin deficiency )
hypogonadism syndrome Hyperphosphatasiantellectual
- - 247263 .07 24 Cases
Hydrocephalylow insertion disability syndrome
2184 . 2 Cases
umbilicus syndrome 157799 Hyperplastic polyposis syndrome 1.0l
Hydrocephalytall stature-joint - -
2181 laxity syndrome 2Cases 1519 |Hypertelorism, Teebi type 25Cases
Hydropslactic acidosis 2911 |Hypertelorismhypospadias 3 Families
528091 sideroblastic anemiamultisystemic 1 Case polysyndactyly syndrome
failure syndrome 2213 Hypertelorismmicrotia-facial 9Cases
79155 Hydroxykynureninuria 30Cases clefting syndrome __ _
. - - 293958 Hypertelorismpreauricular sinus 13Cases
309141 Hyperbeta-alaninemia 2 Cases punctual pitsdeafness syndrome
2220 |Hypertrichosis cubiti 28Cases
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2999 Hypertrlchoss lanuginosa 100Cases 139441 Hypomyehqatlon with atrophy of 19Cases
congenita basal ganglia and cerebellum
966 Hypertrichosisacromegaloid facial 27 Cases Hypomyelination with brainstem
appearance syndrome 36341Jand spinal cord involvement and I¢ 13Cases
Hypertrichotic spasticity
1517 osteochondrodysplasia, Cantu typ| S0Cases Hypomyelinationcerebellar
Hypertrophic cardiomyopathy and 447893atrophy-hypoplasia of the corpus 4 Cases
32452renal tubular disease due to 3 Cases callosum syndrome
mitochondrial DNA mutation 85163 Hypomyelinationcongenital 10Cases
2224 | Hypertryptophanemia 12Cases cataract syndrome
Hyperuricemiapulmonary Hypomyelinatiorr
363694hypertensionrenal failure-alkalosis 4 Families 88637 Eypogona_\dotrozlc hypogonadism 105Cases
syndrome ypodontia syndrome .
4 Hyperzincemia and 2237 HypoparathymlFjlsmsensorlneural 180Cases
251523 ; . 5Cases deafnessrenal disease syndrome
hypercalprotectinemia
1 *
Hypo- and hypermelanotic 436 |Hypophosphatasia 0.21BP
cutaneous maculesetarded Hypopigmentationpunctate
2435 growth-intellectual disability l4Cases 32456%palmoplantarkeratoderma 6 Families
syndrome syndrome
429 |Hypochondroplasia 3.3P* 722 |Hypoplasminogenemia 0.2P*
36412| HYPocomplementemic urticarial 200Cases 2248 |Hypoplastic left heart syndrome 24.0BP
vasculitis - Hypoplastic pancreamtestinal
989 | Hypoglossiahypodactyly syndrom 47Cases 293864atresiahypoplastic gallbladder 16 Cases
Hypogonadismmitral valve syndrome
2233 |prolapseintellectual disability 2 Cases 98723 Hypoplastic right hearsyndrome 3.3BP*
syndrome -
m dotropic h T Hyposmianasal and ocular
2230 ¢ yr;ogon_at(: r?p'c Y pogo;a ISH 6 Cases 2250 |hypoplasiahypogonadotropic 2 Cases
:j)n opaneda ta opet}::a syn ro(r;e hypogonadism syndrome
ypogonadotropic hypogonadism — —
2235 A 2 Cases Hypospadiasntellectual disability,
retinitis plgment0§a syndrome . 2261 Goldblatt type syndrome 3 Cases
Hypogon‘adotropr:c hypogop ad'S'T 137904 Hypotonia with lactic acidemia an 4 Cases
293967>CVEre microcep alyse_nsorlneura 4 Cases hyperammonemia
hearing lossdysmorphsm - —
syndrome 16369( Hypotonia-cystinuria syndrome 22 Cases
_Hypohidrosisglectrolyte 79507 H_ypotonlafallure to thrive- 2 Cases
Jimbalancelacrimal gland microcephaly syndrome
528105 S . . 22Cases
dysfunctionichthyosisxerostomia 55654 | Hypotrichosis simplex 38Cases
syndrome Hypotrichosis with juvenile macul
Hypohidrosisenamel hypoplasia 1573 deypeneration u u 50Cases
363523palmoplantar keratoderma 12 Cases g
intellectual disability syndrome 330029 Hypotrichosisdeafness syndrome 1Case
238464 Hypohidrotic ectodermal dysplasi 6.7P* 2066 | HYPOtrichosisintellectual disability 2 Cases
Hypohidrotic ectodermal dysplasi Lopes type
98813 "I - ysp 0.2BP* Hypotrichosislymphedema
with immunodeficiency . .
— - 69735 [telangiectasiarenal defect 4 Cases
Hypohidrotic ectodermal dysplasi
- - I syndrome
1882 |hypothyroidism-ciliary dyskinesia 3 Cases - - -
Hypotrichosisosteolysis
syndrome ; o
Hvoomnsulinemidy Ver— 30793¢periodontitis-palmoplantar 2 Cases
293964 YPOINSulinemichypoglycemia a 5 Cases keratoderma syndrome
body hemihypertrophy Py 500
545 i i 1
681 |Hypokalemic periodic paralysis 1.0P* latrogenic botulism ases
Hypomandibular faciocranial 2268 | ICF syndrome 66 Cases
1790 . 3 Cases - - - -
dysostosis Ichthyosis follicularisalopecia
— 2273 . 40 Cases
Hypomyelinatingleukodystrophy photophobia syndrome
13763dataxia-hypodontia-hypomyelination 8 Cases 79503 Ichthyosis hystrix ofcurth-Macklin 10 Cases
syndrome - - -
m et h Ichthyosisalopeciaeclabion
2680 | HyPomyelination neuropathy 9 Cases 2269 lectropion-intellectual disability 4 Cases
arthrogryposis syndrome syndrome
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2274 Ichthyos|shepatosp|§nomegaly 2 Cases 206569 Immune-mediated necrotizing 300Cases
cerebellar degeneration syndrome myopathy
91132/ Ichthyosishypotrichosis syndrome 11 Cases 34597 | 'Mmunodeficiency by defective 30Cases
Ichthyosisintellectual disability- elzxpressm()jn f(.Jf.HLA (E)Iasds ]} -
2278 |dwarfism-renal impairment 4 Cases 572 |/Mmunode ";'znl_(zl Iy ezecnve 179Cases|
. — mmunodeficiency due to
2272 El;r:]r;tr?é/:l)iselsc;;a:;r;iggltal 2 Cases 169100deficiency 2 Cases
— Immunodeficiency due to ficolin3
88621/ Ichthyosisprematurity syndrome 16 Families 331194 deficiency Y 1Case
Ichthyosisshort_stature— ' Immunodeficiency due to
36399brachydactylymicrospherophakia 7 Cases 70592 [interleukin-1 receptorassociated 49 Cases
syndrome kinase4 deficiency
930 [Idiopathic achalasia 8.0P 331187(;2}:2;2(():deﬂ0|ency due to MASP 1 Case
930 [Idiopathic achalasia 0.771 Y — -
_ _ _ — Immunodeficiency due to selectiv
724 ;ﬂggs}?ﬁ;cme eosinophilic 100Cases| 70593 :n?-polysaccharide antibody 100Cases
eficiency
139429 Idiopathic acute transverse myelit 0.25I 200418 Immunodeficiency with factor | 35 Families
42> | 'diopathic and/or familial Lop* anomaly
pulmonary arterial hypertension ) 2759 |mperforate oropharynx 2 Cases
- - - - . costovertebral anomalies syndron
88 |ldiopathic aplastic anemia 0.4P - -
45453 Incessant infant ventricular 1.5BP*
33208] Idiopathic hypersomnia 30.0P* tachycardia )
Idiopathic intracranial . Inclusion body myopathy with
238624 hypertension 14.0p 52430 |Pagetdisease of bone and 26 Familieg
45452] Idiopathic neonatal atrial flutter 1.5BP* frontotfemporal demer\.tla
idiopathic pleuroparenchymal 611 [Inclusion body myositis 0.5P
494429 . 37Cases - — -
fibroelastosis 464 |Incontinentia pigmenti 1.2BP*
275764 rl}()ilg);?é?‘lscigrlljlmonary arterial 1.1P* 98848 Indolent systemic mastocytosis 3.8P*
2032 | Idiopathic pulmonary fibrosis 11.5P* 70587 Infant acute respiratory distress 20.0P*
syndrome
2032 | Idiopathic pulmonary fibrosis 3.811* 70587 Infant acute respiratory distress 35|
99931 Idiopathic pulmonary 0.0425] * syndrome
hemosiderosis ) 178479 Infant botulism 0.2BP*
90003| IgG4related hepatopathy 140Cases| 178479 Infant botulism 0.31*
IgG4related retroperitoneal ; ;
4904 g osis 0.351* 313854 (;’;‘;a;‘r:ieractgsbe"a”e“”a' 11 Cases
477661] -2 L related infantile inflammatory 3 Cases Infantile cerebral and cerebellar
bowel disease : 402364atrophy with postnatalprogressive 5Cases
238621 lleal pouch ar_1a| angstomoss 3.0P* microcephaly
related faecal incontinence 1313 | Infantile choroidocerebral 10Cases
85173|IMAGe syndrome 28Cases calcification syndrome
42062 Iminoglycinuria 6.68P* 199267 Infantile digital fiboromatosis 200Cases|
42062 Iminoglycinuria 6.67BP* 238454 Infantile dystoniaparkinsonism 16Cases
Immune dysregulation Infantile hypertrophic
23854 nflammatory bowel disease 80 Cases 352563car¢_omyopathy due to MRPL44 2 Cases
Harthritis-recurrent infections deficiency
syndrome Infantilg hypoton?a—ogulomotor
Immune dysregulation 522077 anomalieshyperkinetic 11 Cases
37042|polyendocrinopathyenteropathy-X- 150Cases| movementsdevelopmental delay
linked syndrome syndrome
Immune thrombocytopenic Infantile multisystem neurologie
3002 25.0P* 456312 endocrinepancreatic disease 2 Cases
purpura
3002 Immune thrombocytopenic 6.751 * 2591 [Infantile myofibromatosis 0.67BP*
purpura 35069 | Infantile neuroaxonal dystrophy 150Cases|
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251304 Infa_lr}tlle onset paqn|cu||t|s with 4 Cases 171864 InteIIec_tuaI disabilitycataracts 3Cases
uveitis and systemic granulomatos kyphosis syndrome
Infantile onset spinocerebellar Intellectual disabilitycoarse face
1186 ataxia 29Cases 397709macrocephalycerebellar 30Cases
3173 Infantile spasmsbroad thumbs 2 Cases hypotrophy S)‘/ndrf).me . .
syndrome Intellectual disability-craniofacial
Infantile spasmspsychomotor 329224dysmorphismcryptorchidism 2 Cases
retardation-progressive brain syndrome
263410 atrophy-basal ganglia disease 4Cases Intellectual disability-
syndrome 3454 [developmental delaycontractures 5 Families
Infantile-onset ascending . syndrome
293168 hereditary spastic paralysis 17Families Intellectual disability-
Infantile-onset axonal motor and 3044 [dysmorphisnthypogonadism 4 Cases
457209sensory neuropathyoptic atrophy- 2 Cases diabetes mellitus syndrome
neurergeneratlve syn.drome 268620 Intellectual'd|sab|||ty-ep||epsyL 3Cases
Infantile-onset generalized extrapyramidal syndrome
49452¢dyskinesia with orofacial 8 Cases Intellectual disability-expressive
involvement 43615 aphasiafacial dysmorphism 13Cases
Infantile-onset mesial temporal syndrome
391314globe epilepsy withsevere cognitive 3 Cases Intellectual disability-facial
regression 40444Qdysmorphism syndrome due to 7 Cases
ile- iodi SETD5 haploinsufficienc
500063 Infar!tlle_qnset perlod_lc fever 5Cases p nsutt .y
panniculitisdermatosis syndrome Intellectual disability-facial
Infantile-onset Xlinked spinal - 37001ddysmorphismhand anomalies 3 Cases
1145 muscular atrophy 14Families syndrome
1849 Infundibulopelvic stenosis 3C Intellectual disability-feeding
multicystic kidneysyndrome ases 363611(difficulties-developmental delay 5Cases
247257 Inhalational anthrax 0.1P* T'f’l‘l’cetph";‘g_ Syl:_l?'t’o';]‘e —
ntellectual disability-hyperkinetic
254504 Inhalational botulism 10Cases 369847m0vement.trunca| ataxia Syndrom( 5Cases
Inherited congenital spastic Intellectual disability-hypoplastic
21Ol4ltetraplegia 17Cases 1495 |corpus callosurpreauricular tag 3 Cases
79361 Inherited epidermolysis bullosa 0.8P* syndrome _ :
- - - Intellectual disability-hypotonia-
79361] Inherited epidermolysis bullosa 1.9BP* 314579brachycephalypyloric stenosis 2 Cases
63259] Iniencephaly 50.0P* cryptorchidism syndrome
] - - Intellectual disability-
411599 Insulin autoimmune syndrome 404 Cases 457279macrocephalyhypotonia-behaviora 16 Cases
97279| Insulinoma 0.251 abnormalities syndrome
— Intellectual disabilitymuscle
Intellectual disability syndrome dy ]
46431:[tO a DYRKI1A point mutation 35Cases 457365weakness§hort staturefacial 3 Cases
Intellectual disability, BirkBarel dysmorphism syndrome
166109 ype Y, 1 Family Intellectual disabilitymyopathy-
Iynt loctual disabiitv. Buenoar 3068 |short stature-endocrine defect 2 Cases
3079 N 2 ectual disability, Bue Ires 5 Cases syndrome
yp — Intellectual disability-obesity-brain
3080 | Intellectual disability, Wolff type 2Cases 35253(malformationsfacial dysmorphism 2 Cases
Intellectual disabilitybalding syndrome
3041 |patella luxationracromicria 3 Cases Intellectual disability-obesity-
syndrome 397973prognathismeye and skin 2 Cases
Intellectual disability- anomalies syndrome
36457 QbrachydactylyPierre Robin 4 Cases 3082 Intellectual dlsa_lbllltypolydactyly 2 Cases
syndrome uncombable hair syndrome
Intellectual disability-cardiac Intellectual disability-seizures
50849anomaliesshort staturejoint laxity 18Cases 51345dabnormal gaitfacial dysmorphism 15Cases
syndrome syndrome
Intellectual disability-cataracts Intellectual disability-seizures
3042 |calcified pinnaemyopathy 13Cases 36983 7hypophosphatasisophthalmic- 4 Cases
syndrome skeletal anomalies syndrome
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369950 Intellectual dlsablll_tyselzures 7 Cases 468666 Is_olated generalized anhidrosis 7 Cases

macrocephalyobesity syndrome with normal sweat glands

391377 InteIIecFual dlsablllty-_severe speed 48 Cases 306527 Isqlated here_dltary congenital 8 Families

delay-mild dysmorphism syndromg facial paralysis
3074 Intellectue_ll disability-short stature- 6 Cases 2345 |Isolated KlippelFeil syndrome 2.0P*
hypertelorism syndrome - - "
Intellectual disabilitysparse hair 2345 |lIsolated KlippelFeil syndrome 0.6BP
3051 61Cases - -
brachydactyly syndrome 2542 Isolated microphthalmia 5 3BP*
Intellectual disability-spasticity: anophthalmiacoloboma
1891 3 Cases -
ectrodactyly syndrome 480554 Isolated neonatal sclerosing 4 Cases
isabili i cholangitis
363524 Intellectual disability-strabismus 34Cases g : .
syndrome 718 |lIsolated Pierre Robin syndrome 5.0BP*
981 [Internal carotid agenesis 100Cases| 35098 Isolated plagiocephaly 3.0BP
Interstitial granulomatous - -
79099 dermatitis with arthritis 53Cases 2924 |lIsolated polycystic I|ve.r disease 1.0P*
182099 Interstitial lung disease 5.41% 440713 (;Se?iﬁfndcjed"hem“'Ok'”ase 2 Cases
Intestinal obstruction in the — -
31437¢newborn due to guanylate cyclase) 16 Cases 823 |lIsolated spina bifida 18.6BP
2C deficiency 457083 Isolated splenogonadal fusion 145Cases|
137624 'ntractable diarrheachoanal 3Cases 2440 | 's0lated split handsplit foot 5 4BP*
atresiaeye anomalies syndrome malformation :
Intrauterine growth restriction- Isolated succinateCoO reductase
436144short stature-early adultonset 15Cases 3208 | jeficiency Q 37Cases
diabetes syndrome
)./ - 99731 |Isolated sulfite oxidase deficiencyj 50Cases
329324 Inverse KlippelTrénaunay 15Cases
syndrome 45475( Isolated tracheoesophageal fistuld 2.2BP

209981 IRIDA syndrome 75Cases 3366 |Isolated trigonocephaly 6.7BP*

209943 IRVAN syndrome 30Cases 2306 |lIsotretinoin-like syndrome 6 Cases

84142]Isaac syndrome 150Cases 33 |Isovaleric acidemia 1.0P*

229717 Isolated agammaglobulinemia 0.3P 439254 ITM2B amyloidosis 2 Families
1048 |Isolatedanencephaly/exencephaly  35.0BP* 435 |Ito hypomelanosis 10.85| *

250929 Isolated aniridia 1.311* 457379 ITPArelated encephalopathy 7 Cases
557 |lIsolated anorectal malformation 20.0BP 2307 [IVIC syndrome 4 Eamilies
3387 Isolate_d ant_enor cervical 20Cases 1540 |JacksoAWeiss syndrome 200Cases

hypertrichosis
1134 |Isolated arrhinia 20Cases 2308 | Jacobsersyndrome 1.08P*
Isolated autosomatominant 1873 | Jalili syndrome 49Cases

199326:13;peomagnesemla, Glaudemans 21Cases 79139 Japanese encephalitis 0.65] *

Y|

30391| Isolated biliary atresia 18.5BP 313799 Jawad syndrome 4 Cases
2343 | Isolated cloverleaf skull syndroms 120Cases| 90647] Jervell and Langdlielsen syndrom o3P

79143]Isolated congenital anonychia 50Cases 474 _|Jeune syndrome 14BP*

88620] Isolated congenital anosmia 15Cases 324999 JMP syndrome 3Cases

91396/ Isolated cryptophthalmia 30Cases 2315 | JohansorBlizzard syndrome 0.4BP

475 |Joubert syndrome 1.125BP
217 r!::I:‘ecl)tr?r(]jaltDisrr:dy\Nalker 2.1P* Joubert - d d related
oubert syndrome and relate
217 Isolated Dandywalker 1.0BP* 140874disorders 1.1BP
If i ' i i
malformation 1454 Joubert syndrome with hepatic 8 Cases
1885 |Isolated ectopia lentis 90Cases defect
Joubert syndrome with Jeune
. . * =
93928| Isolated epispadias 2.4BP 397714 sphyxiating thoracialystrophy 8 Cases
Isolated focalnon-epidermolytic Joubert syndrome with oculorenal

44826 palmoplantar keratoderma 2 Cases 2318 |4 fect 17 Cases
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2319 | JubergHayward syndrome 13Cases 480 |KearnsSayre syndrome 2.0P*
93972| JubergMarsidi syndrome 16 Cases 2662 |Keipert syndrome 12 Cases
79405 iiczzi;”a' epidermolysis bullosa 9 Cases 2333 |KennyCaffey syndrome 65 Cases
Junctionalepidermolysis bullosa 435624 KeppenrLubinsky syndrome 3 Cases
306504with respiratory and renal 3 Cases 494 Keratoderma hereditarium 50 Cases
involvement mutilans
79404 Junctlo_nal epidermolysis bullosa, 0.17BP 79395 Ker.atoderma_heredlta_num 50 Cases
lgeneralized severe mutilans with ichthyosis
79403 Junc_tlonal e_pldermoly5|s bullosa 100Cases 2339 Keratosis follicularisdwarfism- 6 Cases
pyloric atresia syndrome cerebral atrophy syndrome
2321 | Jungwolff-BackStahl syndrome 2Cases 86919 | Keratosis palmaris et plantaris 20Cases
- - - clinodactyly syndrome
1941 [Juvenile absence epilepsy 73| 293807 Ketamineinduced biliarydilatation 2 Cases
247794 r‘il;\;el)m:ﬁc%astsrriiesrnfé?gr?]?ea 12 Cases Ketoacidosis due to
g Y 438079monocarboxylate transporterl 9 Cases
93672 Juvenile dermatomyositis 0.295I deficiency
248117 Juvenile Huntington disease 0.6P* 85202 Keutel syndrome 30Cases
248117 Juvenile Huntington disease 0.041* 477 [KID syndrome 100Cases|
2028 | Juvenile hyaline fibromatosis 70Cases 50918| KikuchiFujimoto disease 1052Caseq
92 | Juvenile idiopathic arthritis 1.51* 482 |Kimura disease 300Cases|
86834 Juvenile myelomonocytic leukemi 0.1P~* 2908 (Kindler syndrome 250Cases|
2801 | Juvenile Paget disease 50Cases 99741|KingDenborough syndrome 18 Cases
79076 Juvenilepolyposis of infancy 11Cases 261494 Kleefstra syndrome 114 Cases|
2929 | Juvenile polyposis syndrome 3.851* 06147 | Kleefstra syndrome due to 9q34 86 Cases
- - - microdeletion
247604 Juvenile primary lateral sclerosis 4 Cases o165 Kleefstra syndrome due to a poin 23 Cases
26137| Juvenile temporal arteritis 20Cases mutation
Juvenileonset diabetes mellitus 309087| KLHLGelated earlyonset distal 10Cases
445064central and peripheral 5 Cases myopathy
neurodegeneration syndrome 447974fKI|p|?3I-Fe|I an?]malymy?jpathy 2 Cases
2322 | Kabuki syndrome 3.1P* ac-la ySToTprism synciome
- 90308 | KlippelTrénaunay syndrome 0.007P*
254519 KagamiOgata syndrome 84 Cases -
- 96169 KoolenDe Vries syndrome 4.0P*
254534 KagamiOgata syndrome due to 7 Cases :
maternal 14932.2 hypermethylatio 363964 <00lenDe Vriessyndrome due to 3 4 Cases
i point mutation
254524 KagamiOgata syndrome du_e to 8 Cases
maternal 14g32.2microdeletion 99749 Kostmann syndrome 45 Cases
KagamiOggta syndrome due to 2351 |Kousseff syndrome 8 Cases
96334 |paternal uniparental disomy of 37Cases
chromosome 14 487 |Krabbe disease 1.0P*
478 |Kallmann syndrome 3.75P* 487 |Krabbe disease 0.7BP
2326 | Kallmann syndromeheart disease 8 Cases 306674 Kufor-Rakeb syndrome 16Cases
syndrome
33276 Kaposi sarcoma 0.341* 454749 Kuru 2700Caseq
2328 | KapurToriello syndrome 6 Cases 1149 | Kuskokwim syndrome 8 Families
Kyphoscoliosidateral tongue
2329 | KarschNeugebauer syndrome 11Cases 49668datrophy-hereditary spastic 12Cases
401994 Karyomegalic interstitial nephritis 12 Families paraplegia syndrome
- Kyphosislateral tongue atrophy
2330 | KasabackMerritt syndrome 300Cases| 496686my0ﬁbri|lar myopathy syndrome 3Cases
2332 |KBG syndrome 100Cases| 79314 L-2-hydroxyglutaric aciduria 140Cases
KCNQZelated epileptic - L-Arginine:alvci
4392189 11 Families Y -glycine
encephalopathy 35704 amidinotransferase deficiency 9 Cases
Without specification, published figures are worldwide. An asterisk * indicates European data.
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44073] Lferritin deficiency 2 Cases 506 |Leigh syndrome 2.0P*
2363 Lacrimoauriculodentodigital 100Cases| 506 [Leigh syndrome 2.8BP*
syndrome 507 |Leishmaniasi 0.1P*
501 |Lafora disease 300Cases elshmamasts i
- : 507 [Leishmaniasis 25.01
52145 LAMAS5related multisystemic 11 Cases :
syndrome 140934 Lelis syndrome 9 Cases
4 LAMB2related infantile-onset . -
30650 nephrotic syndrome 14 Cases 137839 Lemierre syndrome 10.01
1296 | Lambert syndrome 4 Cases 2382 | LennoxGastaut syndrome 15.0P*
H *
43393 Sl;in(;:)oenr:-eEaton myasthenic 0.35P 2382 | LennoxGastaut syndrome 0.11
LenzMajewski hyperostotic
313 |Lamellar ichthyosis 0.55P* 2658 dwarfism 10Cases
2632 | Langer mesomelic dysplasia 50Cases 548 |Leprosy 3.71
389 |Langerhans cell histiocytosis 1.5P* 509 [Leptospirosis 0.121*
626 |Large congenital melanocytic nev|  2.75P* 510 |LeschNyhan syndrome 0.34BP*
633 [Laron syndrome 0.3P* 158687 g_jltgzsa;acantholytlc epidermolysis 4 Cases
Laron syndrome with i
220464 - 10Cases Lethal arteriopathy syndrome due|
immunodeficiency 314718, fibulin-4 deficiency 22Cases
503 |Larsen syndrome 0.4BP* i i
' Y . 53696 Lethz_al arthrogryposisanterior horn 15Cases
Larsenlike osseouslysplasiashort cell disease syndrome
2370 tat d 3Cases Lethal ataxia with deafness and
stalure syndrome 1187 | ronh 4 Families
284139 Larsenlike syndrome, B3GAT3 tyj 14 Cases optic atrophy -
- 137774 Lethal congenital contracture 1 Eamil
2808 | Laryngeal abductor paralysis 9 Cases syndrome type 2 amily
2375 _Laryngeal apdugt_or paralysis 20Cases 137784 Lethal congenital contracture 14 Cases
intellectual disability syndrome syndrome type 3
2004 | Laryngotracheoesophageal cleft 7.5BP* 1972 | Lethal faciocardiomelic dysplasia 3 Cases
Laryngotracheoesophageal cleft Lethal fetal brain malformation
93940 type 3 30Cases 444069duodenal atresiabilateral renal 4 Cases
h lasi d
93941 Laryngotracheoesophageal cleft 20 Cases ypoplasia syndrome
type 4 Lethal fetal
Late-onset distal myopathy, 439897cerebrorenogenitourinary 2 Cases
98912 MarkesberyGriggs type 11Cases agenesis/hypoplasia syndrome
2282217 Late-onset focaldermal elastosis 5 Cases 1046 | Lethal hemolytic anemiggenital 2 Cases
o o enid I anomalies syndrome
ate-onset junctional epidermolys
79406 bullosa 37Cases 480524 L‘ethal hydrqnencephaty 2 Cases
- - - diaphragmatic hernia syndrome
Late-onset localized junctional Lethal intrauterine growth
231556 eplde_r moly3|s bullosantellectual 2Cases 2570 [restriction-cortical malformation 4 Cases
disability syndrome -
- congenital contractures syndrome
2789 | Lateral meningocele syndrome 14 Cases 2347 | Lethal Kniestike dysplasia > Cases
46059] Lathosterolosis 4 Cases 2371 |LethalLarsenlike syndrome 8 Cases
2378 | LaurinSandrow syndrome 14 Cases Lethal left ventricular non
650 |LCAT deficiency 125Cases 4780 49compactionseizureshypotonia— 4 Cases
cataractdevelopmental delay
330014 Lead poisoning 2.3P* syndrome
65 |Leber congenital amaurosis 2.5P 33108 S'-y(‘ir‘]tgzr;n:mp'e pterygium 28 Families
65 |Leber congenital amaurosis 2.5BP Lethal neonatakpasticityepileptic
- - 435845 8 Cases
104 |Leber hereditary optimeuropathy 43P encephalopathy syndrome
- Lethal occipital encephalocele
*
99718] Leber plus disease 0.04P 293925skeletal dysplasia syndrome 5Cases
4 i i 1.31*
549 |Legionellosis 3 2736 SLentgil r(T)]reTlphalocelecIeft palate 3Cases
137604 Legius syndrome 2.2BP Y!
Without specification, published figures are worldwide. An asterisk * indicates European data.
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1832 Lethal (_)steosclerotlc bone 40Cases 329341 L|n_1b|c _encephalltls with DPP6 4 Cases
dysplasia antibodies
210144 Le_thal polymalformative syndrom 10 Cases 498700 L|n_1b|c _encephalltls with neurexi3 5 Cases
Boissel type antibodies
1423 | Lethal recessive chondrodysplasi 4 Cases 220407 Limited systemic sclerosis 200Cases
99870] Letterer-Siwe disease 0.2P* 140933 Linear atrophoderma of Moulin 30Cases
2968 | Leukocyte adhesion deficiency 350Cases 228234 Linear focaklastosis 30Cases
99842 | Leukocyte adhesion deficiency ty 0.1P* 2612 |Linear nevus sebaceus syndromeg]  10.0BP*
| ) — -
- — LIPErelated familial partial
43566(. 4 Cases
09843 Leukocyte adhesion deficiency ty| 7 Cases Clllpodystrophy
I Lipoatrophy with diabetes
99844 Leukocyte adhesion deficiency ty 40 Cases leukomelanodermic papules, liver
1] 156156 ) . 1Case
- steatosis, and hypertrophic
L.eukoenceph_alopathy with cardiomyopathy
139444bilateral anterior temporal lobe 29Cases Lipodystrophy due to peptidic _
cysts 1979 h fici 1 Family
Leukoencephalopathy with brain jgrowth factors deficiency
. . Lipodystrophyintellectual
137899 stem and spinatord involvement 127Cases| 50811 disability-deafness syndrome 3 Cases
high lactate syndrome — —
Leukoencephalopathy with mild 401859 Lipoic acid synthetase deficiency 3 Cases
36354(cerebellar ataxia and white matter 6 Cases 530 |Lipoid proteinosis 500Cases|
pdema 69078/ Li 1.01*
Leukoencephalopathdystonia Liposarcoma .
163684 2 Cases - .
motor neuropathy syndrome 401867 Lipoyl transferase 1 deficiency 4 Cases
83629 Leukoencephalopatiymetaphyseq 4Cases 98955 Lisch epithelial corneal dystrophy 36Cases
chondrodysplasia syndrome -
Leukoencephalopathy 171680 Llsse_ncephaly due to TUBA1A 15Cases
2386 |palmoplantar keratoderma 4 Cases mutation
syndrome 86821 Lissencephaly type-gamilial fetal 5 Cases
Leukoencephalopathythalamus alflnesm sequencsyndrome
314051and brainstem anomaliesiigh 14 Cases 86822 | Lissencephaly type-thetacarpal 2 Cases
lactate syndrome bone dysplasia syndrome
Leukomelanodermanfantilism- 100014 Lissencephaly with cerebellar 50 Cases
1816 |intellectual disability-hypodontia- 4 Cases hypoplasia type B
hypotrichos?s synQrome - 100014 Llssencgphaly with cerebellar 2 Cases
Leukonychia totalisacanthosis hypoplasia type C
210133nigricanslike lesionsabnormal hair 11Cases 533 |Listeriosis 0.3371
syndrome IMNArelated cardi
- 363614 related cardiocutaneous 5 Cases
48162 | LewisSumner syndrome 0.9pP* progeria syndrome
65285| Lhermitte-Duclos disease 220Cases 2407 |LOC syndrome 50Cases
524 | LiFraumeni syndrome 6.0P 93685 Localized Castleman disease 1.0P
525 |Lichen planopilaris 300Cases| 251393 Localized juncti(_)nal epidermolysis 20Cases
- — bullosa, norHerlitz type
254474 Lichen planus pemphigoides 100Cases| Localized lichemyxedematosus
2390 | Lichtenstein syndrome 2 Cases 90398 jwith mixed features of different 10Cases
- subtypes
526 |Liddle syndrome 80Cases Localized lichen myxedematosus
99812| LIG4 syndrome 28Cases 90399 jwith monoclonal gammopathy or 5Cases
- - — systemic symptoms
97231] Ligneous conjunctivitis 200Cases -
2406 |Lockedin syndrome 33Cases
263 |Limb-girdle muscular dystrophy 2.32P - —
T = dvetonn 60030| LoeysDietz syndrome 52 Familied
imb-girdle muscular dystrophy -
445114 i to POMK deficiency 2 Cases 5 |Longchain 3hydroxyacytCoA 8.0P*
50085l Li 380 dehydrogenase deficiency
5| Limb-mammary syndrome ases s Long chain d1ydroxyacylCoA onre
171679 Limbal stem cell deficiency 3.0P* dehydrogenase deficiency '
2408 [Lowe-KohnCohen syndrome 1 Family
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24g7 | Lower limb malformation 2 Cases 420179 Malan overgrowth syndrome 20Cases
hypospadias syndrome - N
Lower motorneuron syndrome i, 673 |Malaria 3.0P
276434 . 17 Familieg -
with late-adult onset 673 |Malaria 73.01
844 |LownGanongLevine syndrome 12 Cases Male hypergonadotropic
2409 | Lowry-MacLean syndrome 3 Cases 2234 h_ypogc_)nadismintellectual_ 2 Cases
disability-skeletal anomalies
1824 | Lowry-Wood syndrome 8 Cases syndrome
83628/ LUMBAR syndrome 54Cases 09915 Maligant granulosa cell tumor of 0.12] *
- the ovary
1120 Lung agenesiteart defectthumb 9 Cases - - -
anomalies syndrome 679 |Malignant atrophic papulosis 200Cases|
Lung fibrosismmunodeficiency 09912 | Malignant dysgerminomatous gerf ¢ o4«
13763]46,XX gonadal dysgenesis syndro 2 Cases cell tumor of the ovary :
90283 Lupus erythematosus tumidus 250Cases 398934 Malignantepithelial tumor of ovary ~ 9.391*
91546 | Lyme disease 21.91 276145 Ma_lignant epithelial tumor of 0.73] *
— - salivary glands
538 |Lymphangioleiomyomatosis 0.15pP 35807 | Malignant germ cell tumor of ovar 0.081*
538 |Lymphangioleiomyomatosis 0.0135I ;
ymphang . y 168999 Malignant melanoma of the 0261 *
Lymphedemaatrial septal defects mucosa
86915 facial changes syndrome 5 Cases Mali t migrati tial
ges Sy 2931g7[ V'2ighant migrating partia 114Cases|
Lymphedemacerebral seizures of infancy
86914 ; 5Cases - - ——
arteriovenous anomaly syndrome Malignant mixed Mdllerian tumor .
- 213517 0.121
Lymphedemaposterior choanal of the ovary
99141 atresia syndrome 6 Cases Mali t ithelial t f
Vi 39894¢ Malignant norrepithelial tumor o 0.43]*
275761 Lysosomal acid lipase deficiency 2.0P* ovary
Malignant peripheral nerve sheath
397614 Macrocephalydevelopmental 9 Cases 3148 tumor 1.01
delay syndrome Malignant peritoneal
2105494 Macrgcephe_llymtellectual 40Cases 16881:lmesothelioma 1.5P
disability-autism syndrome Vil " I
Macrocephalyintellectual 35808 falgrrlant sex cord stromal tumor 1.85P*
466791 disability-left ventricular non 6 Cases o oya bl
compaction syndrome 35808 I\f/lallgnant sex cord stromal tumor 0.131*
Macrocephalyintellectual o oYary
457489disability-neurodevelopmental 8 Cases 398987 Malignant teratoma of ovary 0.071*
disordersmall thorax syndrome 252214 Malignant triton tumor 170Cases
2497 Macrocephalyshort stature- X - -
paraplegia syndrome ases 180242 Malignant tumor of fallopian tubed ~ 1.0P*
243 | Macrosomiamicrophthalmia-cleft 5 Cases 398049 Malignant tumor of penis 1.0751*
palate syndrome - I
Macrostomiapreauricular tags 943 [Malonic aciduria 34 Cases
83619 |external ophthalmoplegia 9 Cases 52417 MALT lymphoma 4.0P*
syndrome 52417 MALT | h 0.31*
220444 Macrothrombocytopenia with 2 Cases ymphoma :
mitral valve insufficiency 238744 Mammary-digital-nail syndrome 11Cases
Macrothrombocytopenia 397941 MAN1B1CDG 25Cases
487796 lymphedemadevelopmental delay 2 Cases i '
facial dysmorphisrcamptodactyly Mandibular hypoplasiadeafness
syndrome 36364Yprogeroid featureslipodystrophy 21Cases
syndrome
91494 Macular colobomacleft palate- 2 Cases _ .
hallux valgus syndrome 2457 |Mandibuloacral dysplasia 40Cases
137867 Madras motor neuron disease 200Cases| 4 43995;\r|0ane(2:;ulofaC|al dysostosis with 4Cases
163634 Maffucci syndrome 250Cases| P - - -
Mandibulofacialdysostosis
3249741 MAGIC syndrome 21Cases 357158macroblepharormacrostomia 2 Cases
77297 Majeed syndrome 4 Families syndrome :
79113 Mandibulofacial dysostosis 107Cases
87503 Mal de Meleda 1.0P microcephaly syndrome
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52416 Mantle cell lymphoma 3.5pP* 57196 Medial condensing osteitis of the 58 Cases
clavicle
511 |Mapl ine di 0.67BP
ap e Syfup urine cisease 2006 | Median cleftlip/mandibule 70Cases
99826 | Marburg hemorrhagic fever 500Cases "
9 9 2699 | Median nodule of the upper lip 4 Families
221074 i i idi 250Cases]
MarchiafavaBignami disease 370127 Medich giant platelet syndrome 3 Cases
2461 | Marden-Walker syndrome 50Cases - -
4 Medium chain acy—l(_:(_)A 6.85P
558 |Marfan syndrome 15.0P dehydrogenase deficiency
Medium chain acyiCoA
* *
558 |Marfan syndrome 25.01 42 dehydrogenase deficiency 12.0BP
Marfanoid habitusautosomal ”
171851 5 Families
2463 |recessive intellectual disability 4 Cases MEDNIK syndrome
syndrome 1332 | Medullary thyroid carcinoma 7.0P*
314041 Marfanoid habitusinguinal hernia 2 Cases 1332 | Medullary thyroid carcinoma 0.221*
advanced bone age syndrome
2464 | Marfanoid syndrome, De Silva tyy] 6 Cases 616 |Medulloblastoma 1op
300914 Marginal zone lymphoma 7.0P* 616 |Medulloblastoma 0.111*
300914 Marginal zone lymphoma 0.31* 98954 | Meesmann corneal dystrophy 250Cases|
Megaconial congenital muscular
559 |MarinescoSjégren syndrome 200Cases| 280671dystgrophy g 19Cases
560 [Marshall syndrome 17 Cases 2041 Megacystismicrocolonintestinal 230Cases
. h istalsi
561 [MarshallSmith syndrome 33Cases dgggg;s;::;z"szndrome
466714 Martinique crinkled retinal pigmen 14 Cases 2478 Jleukoencephalopathy with 100Cases|
epitheliopathy subcortical cysts
98292 Mastocytosis 9.0P* Megalencephalycapillary
2209 | Maternal phenylketonuria 10.01* 60040 Sr:rﬁl;(;;nr;?on-polymlcrogyna 170Cases
411712 Maternal riboflavin deficiency 2 Cases Megalencephalypolymicrogyria
Maternal uniparental disomy of 83473 |postaxial polydactyly 62 Cases
96181} mosome 6 15Cases hydrocephalus syndrome
97678 Maternal uniparental disomy of 3C Megalenc_ephalysevere
chromosome 13 ases 457359 kypgoscollosmovergrowth 2Cases
Maternal uniparental disomy of syndrome
96186 chromosome 20 12Cases 352324 MEGDEL syndrome 67 Cases
06187 Maternal uniparental disomy of 2 Cases 85282 MEHMOsyndrome 8 Cases
chromosome 21
i i 550 |MELAS 0.6P*
06188 l\:llaternal uniparental disomy of 4 Cases
chromosome 22 2482 |Melhem-Fahl syndrome 2 Cases
205 Maternally-inherited diabetes and 0.1P* -
deafness : 2484 [ Melnick-Needles syndrome 70Cases
2470 | Matthew-Wood syndrome 43 Cases 2485 |Melorheostosis 0.09P*
3109 Mayer-RokitanskyKusterHauser 11.0BP 1879 Melorheostosis with 5 Families
syndrome ) osteopoikilosis
2578 M;lé/fr—rﬁolzitanszkyKusterHauser 1.0BP* 401973 MEND syndrome 19Cases
Syncrome ype Mendelian susceptibility to
57782| Mazabraud syndrome 54 Cases 99898 |mycobacterial diseases due to 31Cases
562 |McCuneAlbright syndrome 0.55P* complete IFNgammaR1 deficiency
— Mendelian susceptibility to
2471 |McDonough syndrome 2 Families 319547mycobacterial diseases due to 13Cases
2473 | McKusickkaufman syndrome 90 Cases complete IFNgammaR2 deficiency
McLeodneuroacanthocytosis Mendelian susceptibility to
59306 <vndrome y 100Cases| 319558mycobacterid diseases due to 49 Cases
Y complete IL12B deficiency
3097 | Meacham syndrome 13Cases

Mendelian susceptibility to
564 |Meckel syndrome 4.0BP 319552mycobacterial diseases due to 180Cases|
complete IL12RB1 deficiency

70588 Meconium aspiration syndrome 2.44pP*
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Mendelian susceptibility to Methylmalonic acidemia with
319563mycobacterial diseases due to 6 Cases 79282 homocystinuria, type cbIC S00Cases
complete ISG18eficienc i i ia wi
Menpdelian susceptibilityyto 79283 rm%tgigﬁmig a;(;ss r::qtl){;lDV\”th 17Cases
31960(4mycobacterial diseases due to 2 Cases Methylmalonic acidemia with
- - 369955 A 2 Cases
partial IRF8 deficiency homocystinuria, type cblJ
Mendelian susceptibility to Methylmalonic acidemia with
319599mycobacterial diseases due to 17 Cases 369962 homocystinuria, type cblX 18Cases
artial STAT1 deficienc i iduri
p: > y 280183 Methylmalonl_c aciduria due to 5 Cases
2495 | Meningioma 0.151* transcobalamin receptor defect
565 |Menkes disease 0.33BP* 50243q MetopiC ridgingptosisfacial 8 Cases
dysmorphism syndrome
498251 F!\’/Iat:.igztircufaelv(;yrcledependent 5 Cases 309029 Mevalonate kinase deficiency 300Cases
508099 MEPAN syndrome 7 Cases 29 |Mevalonicaciduria 30Cases
Mesoaxial synostotic syndactyl I MFFrelated encephalopathy due
157807 phalang)(/aal reductign ly 6 Families 48542]1:_0 mitozh(;ndtrial and peroxisomal 4 Cases
ission defec
2496 | Mesomeliasynostoses syndrome 5Cases
Mesomelic dwarfismcleft palate- 79329| MGAT2CDG 13Cases
2631 camptodactyly syndrome 2 Cases 2510 | Micro syndrome 203Cases|
1836 t;\//Ipeesomellc dysplasia, Kantaputra 5 Families 2511 Shcr(;?:r;enechycephalyptosis-cleft lip 2 Cases
2499 | Metachondromatosis 25Cases 85172 x'scggcs‘?ghggm?ltse;:);&asuc 4Cases
512 |Metachromatic leukodystrophy 0.1P* - — -
2637 Microcephalic osteodysplastic 150Cases
512 | Metachromatic leukodystrophy 1.47BP* primordial dwarfism type |
] Microcephalic osteodysplastic
1240 4C
Metaphyseal acroscyphodysplasi ases 2636 brimordial dwarfism types | and Ii 30Cases
1040 | Metaph | dysplasi 27 Cases i ic pri i i
€ aphysea| air:a ysSp aS'aI . 468631(;\l/ljlé:rt(;cgﬁ)_r_}?\lll(agfrilé?eorzgl dwarfism 12 Cases
33067 Metaphyseal chondrodysplasia, 16 Cases _ el ) :
Jansen type 329224 Microcephalic primordial dwarfisni 10Cases
16603d Metaphyseal chondrodysplasia, 2 Cases due to ZNF335 deficiency
Kaitila type . 3196712?;2?;???;0 primordial dwarfisi] 10Cases
2501 SM et:physealchondrodysplaSIa, 18Cases Microce );1alic rimordial dwarfisnj
N‘Ijat r tﬁ’pe _— 310675, t‘)’/pe P 2 Cases
etaphyseal dysostosintellectual
2502 [disability-conductive deafness 3 Cases 2617 Microcephalic primordial dwarfisni 3Cases
syndrome Montreal type
B0 e ione
2635 | Metatropic dysplasia 0.2BP* o513 | Microcephalyalbinism-digital 2 Cases
- anomalies syndrome
1923 | Methimazole embryofetopathy 40Cases 2433 Microcephalybrachydactyly 3 Cases
41369 Methotrexate toxicity or dose 3.0P* kyphoscoliosis syndrome
selection ) 2503 | Microcephalybrain defect 3Cases
Methylcobalamin deficiency type spasticity-hypernatremia syndromq
2169 |opie 27Cases Mi halycapil
—— 294014 " crocepnalycaptiary 10Cases
Methylcobalamin deficiency type malformation syndrome
2170 33Cases - -
chlG 2516 Microcephalycardiac defectung 3Cases
Methylmalonic acidemia due to malsegmentation syndrome
308429methylmalonytCoA epimerase 7 Cases Microcephalycardiomyopath
defici)t/ency Y P 2515 syndromz ¥ yopathy 3Cases
26 Methylma_\loni_c acidemia with 500Cases| Microcephalycgrebellar '
homocystinuria 329332hypoplasiacardiac conduction 4 Cases
79284 Methylma_nlom_c acidemia with 15Cases defect syndrome ' . .
homocystinuria type cblF 2592 Microcephalycervical spine fusion 2 Cases
lanomalies syndrome
Without specification, published figures are worldwide. An asterisk * indicates European data.
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Microcephalycleft palate- Microlissencephalymicromelia
2521 |abnormal retinal pigmentation 3 Cases 50810 syndrome 2 Cases
syndrome i ia wi i
y. 139471 I\_/Il(_:rophthalrma with brain and 2 Eamilies
Microcephalycomplex motor and digit anomalies
423894sensory axonal neuropath 3 Cases i ia with i
ry pathy 1106 Mlcrophthalmla with limb 35 Eamilies
syndrome anomalies
Microcephalycongenital cataract Microphthalmia with linear skin
48816¢ psoriasiform dermatitis syndrome 5 Cases 2556 defects syndrome S5Cases
Microcephalycorpus callosum ang 08555 Microphthalmia-anophthalmia 8.3BP*
500159 cerebellar vermis hypoplasifacial 4 Cases coloboma ’
“[dysmorphismintellectual disability 77299 Microphthalmia-brain atrophy 3c
syndrom syndrome ases
Microcephalycorpus callosum 2547 | Microphthalmia-microtia-fetal 20
457284hypoplasiaintellectual disability- 5 Cases akinesia syndrome ases
facial dysmorphism syndrome Microphthalmia-retinitis
o533 | Microcephalydeafnessintellectual 2 Cases 251279pigmentosafoveoschisisoptic disc 9 Cases
disability syndrome drusen syndrome
Microcephalyfacial dysmorphism 797 - - - 101*
52144Yocular anomaliesmultiple 10Cases Microscopic polyangiitis i
congenital anomalies syndrome 83463| Microtia 15.5BP
21705 Microcephalyfac_icyc_ardic_}skeletal 5 Cases 'Microtia-e_ye coloboma _ _
syndrome, Hadziselimovic type 13945(0imperforation of the nasolacrimal 1 Family
2172 M|cfroce%hslyggtlomeru:;)nephntls 2 Cases duct syndrome
mgr anoid ha .I us syndrome 289522 Microtriplication 11g24.1 2 Cases
Microcephalyintellectual 5290 " : p T
isability- i i Microvillus inclusion disease ases
457351dlsablll_ty sensorineural hearing 14 Cases
lossepilepsy-abnormal muscle ton 2557 |Mietens syndrome 9Cases
syndrome — -
Microcephalylymphedema — 2558 | Mikati-Najjar-Sahli syndrome 5Cases
2526 o 50 Familie
chorioretinopathy syndrome 169799 Mild hemophilia B 0.6P*
2528 Mlcdrocephaslymlcrocornea 2 Cases Mild spondyloepiphyseal dysplasi
syndrome, Seemanova type 93279|due to COL2A1 mutation with ear} 4 Families
171703 Mlcrocephalypolym|crogyr|a 4 Cases onset osteoarthritis
corpus callosum agenesis syndror 531 m ™ ’ L0BP*
2519 Microcephalyseizuresintellectual 2 Cases Miller-Dieker syndrome .
disability-heart disease syndrome 98919 Miller-Fisher syndrome 0.11*
Microcephalyshort stature- Minimal pigment oculocutaneous
42330¢intellectual disability-facial 2Cases 352734 inism type 1 10Cases
dysmorphism syndrome
y‘ 4 y 494433 MIRAGE syndrome 19Cases
397951 Microcephalythin corpus callosur 4 Cases '
intellectual disability syndrome Mirror polydactyly-vertebral
T N
o535 Microcomeacorectopiamacular 3 Cocos 3004 |segmentatiorlimbs defects 0.3P
hypoplasia syndrome syndrome
2536 | Microcorneaglaucomaabsent 4Cases MITFrelated melanoma and renal .
frontal sinuses syndrome 2938220e||dcarcmoma predisposition 30Families
Microcorneamyopic chorioretinal Synarome i
369974 atrophy-telecanthus syndrome l4Cases 1033 Mitochondrial DN:‘ Idepletlonh_ -
Microcorneaposterior fsyndro_mhe, enﬁelp alon_wyopgotl c ases
23173@megalolenticonuspersistent fetal 8 Cases orm with methylmalonic aciduria
vasculaturecoloboma syndrome — MIthhOﬂdflﬁJ DN: Idepletlort\h_ .
Microcviic anemia with fiver iron syndrome, encephalomyopathic ases
83642 ovlerloa)(lil 1awith fivert 3 Cases form with renal tubulopathy
217377 Microduplication Xp11.22p11.23 12Cases Mltgchondrlal DN: Idepletlor:h.
syndrome 369897 "drome, encephalomyopatnic 20Cases
Micr ialimb reduction defect form with variable craniofacial
2538 < Lcdfc?na:z fal eduction detec 16 Cases anomalies
l\)/llicrognathiarecurrent infections Mitochondrial DNA depletion
363534 3C
47612¢behavioral abnormalitiesmild 4 Cases fs;’rrlrc]irome, hepatocerebrorenal ases
intellectual disability syndrome
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254574 Mitochondrial DNA depletion 45Cases 1723 | Mosaic trisomy 2 22Cases
syndrome, myopathic form —
Mitochondrial DNArelated i, 100071 Mosaic trisomy 3 6 Cases
1349 . . 2 Families —
cardiomyopathy and hearing loss 1747 | Mosaictrisomy 7 31Cases
Mitochondrial hypertrophic - "
314637cardiomyopathy with lactic acidosi 8 Cases 96061 Mosaic trisomy 8 3.0l
due to MTO1 deficiency 99776 | Mosaic trisomy 9 50Cases
28956 Mitochondrial membrane protein 0.1P 1708 | Mosaic trisomy 16 226Cases
associated neurodegeneration
2598 Mltochond!’lal myopathy and 7 Cases 1711 | Mosaic trisomy 17 31Cases
sideroblastic anemia 1052 Mosaic variegated aneuploidy 21C
Mitochondrial myopathy-cerebella syndrome ases
502423ataxia-pigmentary retinopathy 9 Cases 3347 | Mounier-Kihn syndrome 300Cases
syndrome
i i i 2152 | Mowat-Wilson syndrome 1.7BP*
2597 M!tochondrlal myopathylactic 2 Cases .y
acidosisdeafness syndrome Moyamoya angiopathyshort
Mitochondrial stature-facial dysmorphism
298 [neurogastrointestinal 0.1P* 280679 hypergonadotropic hypogonadism 9 Cases
encephalomyopathy syndrome
Mitochondrial oxidative 2573 [Moyamoya disease 0.0351 *
2443 |phosphorylation disorder due to 9.0P* v T ™
nuclear DNA anomalies 401944 0yamoya disease wi early 9 Cases
- - - onset achalasia
447784 Mitochondrial pyruvate carrier 4 Cases
deficiency 2574 [ Moynahan syndrome 26 Cases
Mitochondrial trifunctional protein . 79323| MPDU1CDG 8 Cases
746 - 1.0P
eficiency 79319(MPICDG 25C
ases
180234 Mixed germ cell tumor 0.011*
304364 Mixed sclerosing bone dystrophy » Cases 263347 MRCS syndrome 7Cases
with extra-skeletal manifestations MSH3related attenuated familial
- 4805349 . 4 Cases
497751 MME-related autosomal dominant 18Cases adenomatous polyposis
Charcot Marie Tooth disease type 320360 MT-ATPérelated mitochondrial 5 Cases
Moderate and severe traumatic spasticparaplegia
90056| " .~ 37.8P* —
brain injury 100024 Mu-heavy chain disease 35Cases
169794 Moderately severenemophilia B 0.6pP* 398961 Mucinous adenocarcinoma of ov ~ 0.851*
570 [Moebius syndrome 300Cases| i i
. Y 424053 Mucinous cystadenocarcinoma off 0.011*
Moebius syndromeaxonal the pancreas
2560 |neuropathy-hypogonadotropic 7 Cases 575 |Muckle-Wells syndrome 200Cases|
hypogonadism syndrome —
576 |Mucolipidosis type Il 0.84BP*
79330| MOGSCDG 3 Cases
- 577 |Mucolipidosis type IlI 1.0BP*
52368 Mohr-Tranebjaerg syndrome 91Cases
423461 Mucolipidosis type Il alpha/beta 13.0P
2563 | MOMO syndrome 8 Cases —
. Monocytopenia with Susceptibility 2 Coses 579 [Mucopolysaccharidosis type 1 0.25P
“lto infections 579 |Mucopolysaccharidosis type 1 0.82BP
2565 | Mononen-KarnesSenac syndromg 1 Family 580 |Mucopolysaccharidosis type 2 10.0P*
77301 Monosomy 9q22.3 42Cases 580 |[Mucopolysaccharidosis type 2 0.68BP
1598 | Monosomy 18p 2.0BP 217085 Mucop(f)lysaccharldoms type 2, 0.4BP*
1600 | Monosomy 18q 2.5BP SEvere form
581 |Mucopolysaccharidosis type 3 0.3P*
574 |Monosomy 21 50Cases
581 |Mucopolysaccharidosis type 3 0.87BP*
48652| Monosomy 22q13 200Cases|
309297 Mucopolysaccharidosis type 4A 15.0P*
83467| Morvan syndrome 60 Cases
e "
TMosaic genomewide paternal 583 |Mucopolysaccharidosis type 6 0.16P
329813 . . 13Cases .
uniparental disomy 583 [Mucopolysaccharidosis type 6 0.16BP*
1692 | Mosaic trisomy 1 18Cases 584 |Mucopolysaccharidosis type 7 0.01P*
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P indicates prevalence datandicates incidence data aB® indicates birth prevalence
Orphanet R ePpevatehce @& mne diseases: Bibliographic datdanuary 2019- Number 1 48

http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence of rare diseases by alphabetical list.pdf



http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_alphabetical_list.pdf

Estimated = Numberof
Disease prevalence/  published

Estimated | Numberof
Disease prevalence/ | published

or Group of diseases incidence casesor
(/200,000) families

or Group of diseases incidence caser
(/200,000) families

Mucopolysaccharidositike 29073| Multiple myeloma 6.0l
syndrome with congenital heart -
505244 defects and hematopoietic 19Cases 321 |Multiple osteochondromas 1.0P*
disorders 324299 Multlple paragangllomas _ 2 Cases
53271 Muenke syndrome 3.33BP associated with polycythemia
- Multiple pterygium-malignant
587 |Muir-Torre syndrome 205Cases 2215 hyperthermia syndrome 4 Cases
2576 | MULIBREY nanism 150Cases! 3151 Multlplg _scler05|5|chthy05|sfactor 2 Cases
Mullerian derivatives VIll deficiency syndrome
1655 |lymphangiectasigpolydactyly 8 Cases 65748 | Multiple self-healing squamous 100Cases!
syndrome epithelioma
2491 Mullerilgn ductdanomaliedimb 5 Cases 585 |Multiple sulfatase deficiency 50Cases
anomates syndrome 3237 | Multiple synostoses syndrome 30 Familied
93686 | Multicentric Castleman disease 100Cases} -
- - - - 102 |Multiple system atrophy 35P
371424 Multicentric osteolysisnodulosis 50Cases
arthropathy spectrum 102 |Multiple system atrophy 1.81
139434 Multicentric reticulohistiocytosis 200Cases 0gg33 | Multiple system atrophy, 2 Ap*
5 - - — 3.6 parkinsonian type )
1851 | Multicystic dysplastic kidney .26BP Multisystemic smooth muscle
- - - 404463 . 7 Cases
3282 | Multifocal atrial tachycardia 0.67BP dysfunction syndrome
641 [Multifocal motor neuropathy 15P 370997 Muscleeyepram _dlsease with 2 Cases
_ i B bilateral multicystic leucodystrophy
2091 |Multinodular goiter-cystic kidney 3 Cases Muscular atrophyataxia-retinitis
polydactyly syndrome 2579 [pigmentosadiabetes mellitus 10Cases
Multinucleated neurons syndrome
50013g2nNydramniosrenal dysplasia 3Cases 19934q Muscular dystrophy, Selcen type 12Cases
cerebellarhypoplasia :
hydranencephaly syndrome 1g77 |Musculardystrophy-white matter 2 Cases
A Multiple congenital anomalies spongiosis syndrome
280633 hypotonia-seizures syndrome 15Cases Muscular hypertrophy
200494 Multiple congenital anomalies 15 Cases 32441ghepatomegalypolyhydramnios 2 Cases
hypotonia-seizures syndrome typel synQrome i
Multiple endocrine neoplasia typel . Mutilating hereditary sensory
652 P plasia typ 3.3pP 139578 neuropathy with spastic paraplegig 14Cases
Multiple endocrine neoplasia typel . Mutilating palmoplantar
653 |, P plasia byp 2.9p 659 |keratoderma with periorificial 73Cases
- - - keratotic plaques
251 | Multiple epiphyseal dysplasia 5.0P* - -
Valiol on dveplasia t 589 |Myasthenia gravis 7.77P
ultiple epiphyseal dysplasia typq -
93311 5 18 Familieg 589 |Myasthenia gravis 0.53I
166024 Multiple epiphyseal dysplasia, Al 4 Cases MYBPCxelated autosomal
Gazali type 498693recessive nodethal arthrogryposis 4 Cases
166011 Multiple epiphyseal dysplasia, 1 Family multiplex congenita syndrome
Beighton type 268249 Mycophenolate mofetil 25Cases
166014 Multiple epiphyseal dysplasia, 2 Cases embryopathy
Lom;ry Itype - — 178564 Mycosis fungoides and variants 0.591*
| Multiple epiphyseal dysplasia, wit -
166032 iniepiphyses 2Cases 52688 Myelodysplastic syndrome 151%
166029 Multiple epiphyseal dysplasia, Wit 3 Cases 08275 MyeIodysplastic/myeloproliferativt 0.29] *
severe proximal femoral dysplasial disease
201864 Multiple mitochondrial 21 Cases 86850 Myeloid sarcoma 0.021*
dysfunctions syndrome type 1 98274 I erati I 3.071*
401874 Multiple mitochondrial 6C Myeloproliferative neoplasm .
dysfunctions syndrome type 2 ases MYH%related late-onset
Multiple mitochondrial 437572scapuloperoneal muscular 12Cases
363424 dysfunctions syndrome type 3 2 Cases dystrophy
- - - - n
457406 dM:}ltur)]ICetig::tsoghrc:g:jor::L " 8 Cases 182050 MYH9related disease 0.3P
ystu Y yp 2588 | Myhre syndrome 55Cases
29073| Multiple myeloma 11.9P*
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48049 _MYOSBre.Iated progressive familig 5 Cases 59303 Neonat_a_l|chthy05|ssclerosmg 12 Cases
intrahepatic cholestasis cholangitis syndrome
86909 | Myoclonic epilepsy of infancy 106Cases| 294024 Neonatal inflammatory skin and 3Cases
- bowel disease
2589 Myoclonuscerebellar ataxia ac
deafness syndrome ases 398127 Neonatal scleroderma 6 Cases
Myopathy-growth delay Neonatal severe cardiopulmonary
2601 [intellectual disability-hypospadias 1Case 466784failure due to mitochondrial 3 Cases
syndrome methylation defect
206641 Myotonic dystrophy 6.7P 94058 Neovascular glaucoma 24.4P*
99967 | Myxoid/round cell liposarcoma 0.11* 654 |Nephroblastoma 10.0BP*
2608 | N syndrome 3 Cases 654 |Nephroblastoma 0.141*
69087 | NaegeliFranceschettladassohn 0.035P* 223 |Nephrogenic diabetes insipidus 0.15P*
syndrome — —
3145 Nephrogenic diabetes insipidus 2 Cases
245 |Nager syndrome 100Cases intracranial calcification syndrome
Nail an: teelth akIJnotrmahtles 93606 .Nephrog(_antlc sy?_g_rome‘ of 21Cases
423454Marginal paimoplantar 6 Cases inappropriate antidiuresis
keratodermaoral 2668 | Nephropathydeafness 5Cases
hyperpigmentation syndrome hyperparathyroidism syndrome
2614 | Nailpatella syndrome 0.2BP* 2669 I\_le_phr05|sdeafn(_essur|nary tract- 5 Cases
- - - digital malformations syndrome
2613 | Nail-patella-like renal disease 3 Cases -
Nephroticsyndromedeafness
2615 | NakajoNishimura syndrome 30Cases 300333pretibial epidermolysis bullosa 3 Cases
627 |NanceHoran syndrome 196 Cases| syndrome - -
280576 Nestor-Guillermo progeria 2 Cases
2073 | Narcolepsy type 1 25.0P* syndrome
2399 sNizcr)grilgebral lipomecoloboma 30Cases 634 [Netherton syndrome 0.5P*
Y - 634 | Netherton syndrome 0.5BP*
150 |Nasopharyngeal carcinoma 2.0P*
2671 [NeuLaxova syndrome 91 Cases
150 |Nasopharyngeal carcinoma 0.361* - -
- 2672 |NeuhausefEichnerOpitz syndromg 5Cases
2663 | Nathalie syndrome 1 Family
3388 | Neural tube defect 91.05BP*
255229 Navajo neurohepatopathy 49 Cases
635 [Neuroblastoma 11.0P*
443167 \DEYrelated 1Famil
microhydranencephaly y 635 |Neuroblastoma 5.8BP*
391673 Necrotizing enterocolitis 45.0P 635 |Neuroblastoma 1.261
464364 d@g;g;fted lethal skeletal 5 Cases 2481 |Neurocutaneous melanocytosis 1.25P*
- Neurodegeneration due to 3
607 | Nemaline myopathy 2.0BP* 88639 |hydroxyisobutyrytCoA hydrolase 20Cases
217564 Neonatal acute respiratory distred 0.067BP deficiency ‘ ‘ _
due to SPB deficiency 3g5 | Neurodegeneration with brainirorf o,
398097 Neonatal antiphospholipid 34Cases accumulation ‘
syndrome Neurodegenerative syndrome dus
398109 Neon'atal autoimmune hemolytic 2 Cases 2173823to c_e_rebral folate transport 3 Cases
anemia deficiency
398117 Neonatal dermatomyositis 3Cases Neurodevelopmental disorder
- - " 453499craniofacial dysmorphisntardiac 15Cases
224 | Neonatal diabetes mellitus 1.1BP defecthip dysplasia syndrome
Neonatal diabetescongenital Neurodevelopmental disorder
hypothyroidism-congenital craniofacial dysmorphisrtardiac
79118 o . . 3 Cases g
glaucomahepatic fibrosispolycystid 35266 defecthip dysplasia syndrome dug 13Cases
kidneys syndrome to 9921 microdeletion
Neonatal encephalomyopathy Neurodevebpmental disorder
45718Ycardiomyopathyrespiratory distres| 11Cases i i i i
yopatnyresp y 45350 4cranlofa_clal dysmqrph|sncard|ac 2 Cases
syndrome defect-hip dysplasia syndrome dug
446 |Neonatal hemochromatosis 35Cases to a point mutation
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33445 Neuroectodermal melanolysosom 20 Cases 467 Norracqwred _comblned pituitary 29 0BP*
disease hormone deficiency
2676 Neuroectodermalendocrine 4 Cases Norracqwred _comblned p!twtary
syndrome 231720 hormone deficiencysensorineural 13Cases
877 |Neuroendocrine neoplasm 2.531* hearing lossspine abnormalities
syndrome
97253 | Neuroendocrine tumor of pancreg 0.211* o i
p 631 Norracqwred _|so|ated growth 0.39P
100074 Neuroendocrine tumor of stomach 3.2P* hormone deficiency
Non-epidermolytic palmoplantar
2673 | Neurofaciodigitorenal syndrome 3 Cases 2337 keratogerma yiep P 2.5P*
157844 Neuroferritinopathy 90 Cases 2972 rll\lor;-elglsrzgog r?lj Sejttmafsx”r:z%me 4 Cases
636 | Neurofibromatosis type 1 21.3P* Ypop .g - - g Y
91349| Non-functioning pituitary adenomg 1.051
636 | Neurofibromatosis type 1 33.3BP - -
357034 Non-hereditary retinoblastoma 0.0381*
637 | Neurofibromatosis type 2 1.7pP* -
- - 547 |Non-Hodgkin lymphoma 11.61*
1143 Neurogenic arthrogryposis 4.3BP* - - -
multiplex congenita : 329883 Non-hypoproteinemic hypertrophi 1 Family
137754 Neurological conditions associate 15Cases |gastropathy
with aminoacylase Meficiency 363999 Non-immune hydrops fetalis 42.0BP
35705 Ne_uromet_apolic disorder due to 30Cases Non—immunog!obuli_n-mediated
serine deficiency 329918membranoproliferative 14.0P*
71211 | Neuromyelitis optica 1.5P* [glomerulonephritis
- - Non-immunoglobulinrmediated
4 Neuropathy with hearin . . .
139517 impairrzenty 9 1 Family 329918membranoproliferative 0.151*
13759¢ N trophic keratopath 4.2P jglomerulonephritis
eurotrophic keratopa 2P*
P paty 90061 [ Nor-infectious posterior uveitis 18.0P*
165 |Neutral lipid storage disease 50Cases - Non-papillary transitional cell 57 0p"
98908| Neutral lipid storage myopathy 36 Cases carcinoma of the bladder )
; : Non-progressive cerebellar ataxial
Neutropeniamonocytopenia 314647 .. " e 15Cases
2690 |4 afness syndrome 3Cases with |ntellgctual disability ”
o - Non-seminomatous germ ce
J Neutrophil immunodeficienc *
183707, P y 2Cases 363494 \mor of testis 1.211
yndrome - — v -

. N Non-spherocytic hemolytic anemig o
263434 Nevus of Ito 1.17P 90031 due to hexokinase deficiency 17 Familieg
77292 | NiemannPickdisease type A 0.25BP 500 Is;?qﬁgssyndrome with multiple 296Cases
77293| NiemannPick disease type B 0.4P* g - -

2701 Noonansyndromelike disorder 27 Cases
646 |NiemannPick disease type C 1.0P* with loose anagen hair
1390 Night inndnessskeIetaI anomalies 2 Cases 649 [Norrie disease 400Cases
dysmorphism syndrome - —
- 75327 | North Carolina macular dystrophy 2 Families
647 [|Nijmegen breakage syndrome 1.0BP -
- — p— 3032 NPHP3elated Mecketlike 10 Cases
240764 dl\iléjgr:gg;en reakage syndromdike 1 Case syndrome
— 397619 Obesity due to CEP19 deficiency 15Cases
447731 NIK deficiency 2 Cases - - -
66628 Obesity due to congenital leptin 30Cases
99825] Nipah virus disease 556 Cases| deficiency
263665 NK-cell enteropathy 8 Cases 71506 | Obesity due topre 7 Cases
opiomelanocortin deficiency
NKX62-related autosomal Obesity due 1o brohormone
527497 recessive hypomyelinating 25Cases 71528 Y pre 16 Cases
convertase | deficiency
leukodystrophy Obesity-colitis-hypothyroidism-
2478694 NL.R P_l;hssocnated hereditary 19Cases 88643 |cardiac hypertrophydevelopmental 2 Cases
periodic fever syndrome
- delay syndrome
86867 Nodal marginal zone Bell 1.0P* —
lymphoma : 198 | Occipital horn syndrome 20Cases
86893 Nodulgr lymphocyte predominant 0.121 280644 OCC|p_|taI paghygyrla and 3 Cases
Hodgkin lymphoma polymicrogyria
2704 | Ochoa syndrome 100Cases|
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35074 Ocular albinism withcongenital 3 Families 1811 | Odontomicronychial dysplasia 5Cases
sensorineural deafness - -
Ocular albinism with lateonset 2723 | Odontotrichomelic syndrome 4 Cases
1000 . 9 Cases - - - -
sensorineural deafness 391659 Off-periods in Parkinson disease 4.15p*
1125 | Ocular motor apraxia, Cogan typg 50Cases not responding to oratreatment
276434 Ogden syndrome 8 Cases
2714 | Oculopalato-cerebral syndrome 5Cases 9 y
TOculoauricular syndrome, 75382 Oguchi disease 50Cases
157962 5Cases
Schorderet type 2729 | Okamoto syndrome 5 Cases
39815¢ Oculoauriculofrontonasal 41Cases Oligoarticular juvenile idiopathic .
Syndrome 85410 arthritis 20.5P
2705 | Oculocerebral dysplasia 2 Cases 251651 Oligoastrocytic tumor 0.111*
Oculocerebral hypopigmentation - -
2719 syndrome, Cross type 14 Cases 75378 Oligoconetrichromacy 14 Cases
2720 SO;:]léIrc())(;(:;etl)arsall:\Sypopelgmentatlon 2 Cases 46484 | Oligodendroglial tumor 0.35I
Y - P 251627 Oligodendroglioma 0.251*
1647 | Oculocerebrocutaneous syndrom 38Cases - - - —
- 300576 Oligodontia-cancer predisposition 2 Eamilies
2707 I?;uuflr?](;(ra]rfbrgfamal syndrome, 14Cases syndrome
yP 2920 |Oliver syndrome 7 Cases
534 Oculocerebrorenal syndrome of 0.2pP
Lowe : 39041| Omenn syndrome 25Cases
55 | Oculocutaneous albinism 5.9P 2733 | Omodysplasia 30Cases
352737 Oculocutaneous albinism type 1 2.5P 660 |Omphalocele 11.7BP*
79431 Oculocutaneous albinism type 1A 1.3P 3164 | OMPhalocele syndrome, 5 Cases
— ShprintzerGoldberg type
79434] Oculocutaneous albinism type 1B 1.3P - -
Omphalocelediaphragmatic
79432| Oculocutaneous albinism type 2 2.55P 496693nhernia-cardiovascular anomalies 7 Cases
79435 Oculocutaneous albinism type 4 1.0P radial ray .defect syndr?me
— - 352540 Oncogenimsteomalacia 400Cases
370091 Oculocutaneous albinism type 5 1 Family - -
— 300504 Onychocytic matricoma 5 Cases
370097 Oculocutaneous albinism type 6 1Case -
— 300512 Onychomatricoma 50Cases
35274 Oculocutaneous albinism type 7 9 Cases - -
2741 Ophtha_lmomandlbulomellc 3Cases
2709 Oculodental syndrome, Rutherfur 1 Family dysplasia
type 2743 Ophthalmoplegiaintellectual 6 Cases
2710 | Oculodentodigital dysplasia 243Cases disability-lingua scrotalis syndromq
1876 c;)(S:;Jrlggsstromtestlnal muscular 1 Family 2745 | Opitz G/BBBsyndrome 3.0P
ySopy 2746 |Opsismodysplasia 30Cases
1794 | Oculomaxillofacial dysostosis 4 Cases
1183 | Opsoclonusmyoclonus syndrome 0.021*
2713 | Oculoosteocutaneous syndrome 3 Cases - - —
- 201771 Optic atrophy-intellectual disability| 6 Cases
99806 Oculootodental syndrome 1 Family syndrome
Optic atrophy-peripheral
2715 | Oculorenocerebellar syndrome 5Cases
Y 49679(neuropathy-developmental delay 8 Cases
2717 | Oculotrichoanal syndrome 20Cases syndrome
2718 | Oculotrichodysplasia 2 Cases 313800 Optc;c nerve edemesplenomegaly 3Cases
- - syndrome
Odonto-onycho dysplasialopecia - -
2722 syndrome 2Cases 2086 |Optic pathway glioma 0.121
2721 | Odonto-onychodermal dysplasia 30Cases Oratfaciatdigital syndrome with
T — o 508501 short stature and 3Cases
69082 Odonto-tricho-ungualdigito- 21 Cases brachymesophalangy
palmar syndrome - -
. - 52994 Orbital leiomyoma 26 Cases
166274 Odontochondrodysplasia 11Cases —
664 Ornithine transcarbamylase 14p*
77295| Odontoleukodystrophy 4 Cases deficiency )
2724 Odontpmatoswaortae esophagus 3 Cases 664 Orru_thme transcarbamylase 1.77BP
stenosis syndrome deficiency
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