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Achondroplasia
Acromegaly
Addison-Primary adrenocortical insufficiency
Adrenoleukodystrophy

Autosomal recessive Agammaglobulinemia
Albinisme

Alkaptonuria

Alopecia-universal or totalis

Aminoaciduria

Amyloidosis

Amyotrophic Lateral Sclerosis-ALS

Apert syndrome-Acrocephalosyndactyly type )
Arthrogryposis

bartter s syndrome

Bladder exstrophy

Charcot marie tooth disease paralysic or syndrome
Common variable immune deficiency-CVID
Congenital dyserythropoietic anemia
Creutzfeldt- jakob disease or syndrome
Cryoglobulinemia

Cutis laxa

Cystinosis

Deletion chromosome )

Dermatomyositis

Diamond-Blackfan Anemia

Duchenne Muscular Dystrophy

Dyskeratosis congenital

Ectodermal dysplasia

Diastrophic dwarfism

Edwards syndrome

Ehlers-Danlos syndrome
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ouioilogleil,S Slidgisseil Eosinophilic granuloma Cat,1 Y
Sl lg,y S, low Epidermolysis bullosa- EB QA),4 Y
Ugw, 1l S)low Fabry-Anderson disease | EVvo,Y- ve
Ju8 JusS 09,30 Feil Kipple syndrome = QV1,) Yo
(0209 3y Ul S3Muuud 9,09) (sSiow 3,0 Fibrodysplasia ossificans progressiva | M1),) A
S MS (5w0;39:5VE Galactosemia classic Eve,Y v
aigS S)low Gaucher disease or splenomegaly | Evo,T) YA
U558 0,033 S low Glycogen storage disease-Glycogenosis =~ EVs, .+ Ta
JU,sl sslyynle SN s Congenital adrenal hyperplasia-CAH Evo,- &
weiwl old,85 S)low Gorham-Stout disease-disorder bone = MAQ,0-+ &
wdd d S)low Hailey-Hailey disease | QAY,AY &y
J5,S-aodd sullac (599> Limb Girdle Muscular Dystrophy = GV),+,) &y
PRV VN HAM/TSP-Tropical spastic paraparesis-Human T-lymphotropic virus G-g,) 23
Y Gig E9id Slygu)e Henoch-schonlein purpuradisease or syndrome D1, o
(bwld,55Y Jglw 59iloglgil,S) X seipmniowgsd Histiocytosis X-Langerhans cell granulomatosis ca,- a
Suls Hunter syndrom-Mucopolysaccharidosis type Y EV1,) &V
Vel b)eS Huntington disease or chorea G). EA
BUNYY Hurler disease-Mucopolysaccharidosis type H EV1, - £q
(2> p,3w) IgE douglSeigoul sLs;l 09, Hyper immunoglobulin E syndrome DAY,& o
Sod Syl woilewdgnd X-linked hypophosphatemia EAY,Y o)
59a5Sul Ichthyosis | QAY,AY oy
Jlabl uguwssS,L Infantile dystonia-parkinsonism GY- oy
3=>U,S pg,)3w Kartagener syndrom-Primary ciliary dyskinesia Jana, - oz
(9958 e SauS wuislaid)gigou=>99 (s=>9SuS kikuchi-fujimoto-Histiocytic necrotizing lymphadenitis IAM) oo
wbS s low Krabbes disease-Galactocerebrosidase deficiency = EVo,YY o1
olewlS - JuSeid p)iw Lennox-Gastaut syndrome =~ Gg-,s- ov
wwsss)d Syol Slazale (8995w Dreifuss muscular dystrophy | GVY,-,Y oA
2B S)low b puwjeilogleil ,Sou Farber disease-Farber lipogranulomatosis = EVo,YY o1
3954539 3y Aiugan Lipoid proteinosis-Urbach-Wiethe disease EVAA e
£yl WAly (swoud 940S9,S o Waldenstrém macroglobulinemia CAA, » Ay
lado > Jbo S, low Mal de meleda-Keratosis palmoplantaris transgrediens of Siemens = QAY,AS v
A
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Maple syrup urine disease

Marchiafava-micheli syndrome-Paroxysmal noturnal Hemoglobinuria
Mayer-Rokitansky-Kister-Hauser Syndrome-Rokitansky syndrome

Medium chain acyl-CoA dehydrogenase deficiency
Menkes-Kinky hair disease

Methylmalonic acidemia

Microcornea- aniridia

Miller-Dieker syndrome

Mitochondrial myopathy-MELAS

Moyamoya disease

Mucopolysaccharidosis-MPS

Holzgreve syndrome- Multiple congenital malformations
Myasthenia gravis

Primary Myelofibrosis-PMF

Myotonia congenita

Meningococcal meningitis- Neisseri meningitidis
Neurofibromatosis

Neuromyelitis optica-Devic disease

Niemann-pick disease

Osteogenesis Imperfecta

Osteopetrosis

Patau syndrom-Trisomy Y

Phenylketonuria-PKU

Pheochromocytoma unspecified

Pierre robin deformity or syndrome

Polymyalgia rheumatica-Rhizomelic pseudopolyarthritis
Polymyositis

Pompe disease-Glycogen storage disease due to acid maltase deficiency

v

porencephaly congenital
Porphyria

Primary lateral sclerosis-Adult-onset primary lateral sclerosis
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Aol
Jigi bogauSiogsgw Pseudomyxoma peritonei-Gelatinous ascites CVA az
s, sJgisll 5liade,Sao Pulmonary alveolar microlithiasis =~ JAZ,++ o0
(au, adgl i yud) adol Soy; S,Lad Pulmonary hypertensin primary Ivv,- n
|90y paaininiy Retinitis pigmentosa  HYo,0- AV
0,590l Scleroderma = MVg,Q A
JSoi sawls  sug> S Sickle cell disease OR anemia DoV, )\ a9
3903w Siderosis JIv,8 | Nee
USes oy diow Sjogren syndrome =~ Mvo,+  1*)
Logeud Saiwlwl Spastica dysphonia IYAY | oY
Jlulew! coMac (99,0 Spinal muscular atrophy- SMA ~ GIY,a 1Y
wlS)lewl s)low StargardtS disease-Fundus flavimaculatus = HYo,0)  1+&
RN L N, syndactyly  Qv-.,a 1«0
usSLlw b s, low Tay-sachs amaurotic familial disease-TSD Evo,s | 141
ol 5l Tetralogy of fallot ~ QV),Y 1V
S 95uwga0 yi Suigun i Slygs o0 Thrombotic thrombocytopenic purpura-Moschcowitz disease | MY1,) | 1A
oo lSewl g yugi Tuberous sclerosis-Bourneville syndrome = QAo,) | 1+9
(YoYo) £Eg ) swiujgy Tyrosinemia type-I-ll-lll | EV+,YY | 11e
Slogoel puwbilio 9 0,91 JSuw VWil Urea cycle disorder metabolism-Disorder of urea cycle metabolism and ammonia Evr,y
_ detoxification
oS Jwiowl pussl 2as 39408 Very long chain acyl-CoA dehydrogenase deficiency-VLCAD deficiency | EV),YY | MY
935 Juud Ug S low Von Hippel-Lindau disease-Familial cerebelloretinal angiomatosis ~ QAo,A- MY
(ol b b olyod 39ilogleil ,S) 089 Wegener s granulomatosis-Granulomatosis with polyangiitis =M™,y =~ 1&
g s low Wells disease-Eosinophilic cellulitis LaA,y | Mo
(,YYQV 5909,S WBi>) 50ldyg o)aiw Williams syndrome-Deletions chromos vgi1,YY | QAV,AY | M1
Ugulyg S, low Wilson S disease or syndrome =~ EAY,<) 1V
CvuSo Ugaadig g, 5w Wilson-mikity syndrome PYV,« | MIA
Vg ud g 0g)icw Wolf- Hirschorn syndrome =~ Qav,y 114
(DIDMOAD ) pl,alg 9,350 | Wolfram syndrome-Diabetes insipidus-diabetes mellitus-optic atrophy-deafness EYY,A | Y.
syndrome
X 4 Qwuly (swoindgiglS LI X-linked agammaglobulinemia DA+,« 1Y)
((San9 b)) Gwsiggsi)l Sley)lzidl Arteriovenous malformation =~ Qvv,v = TY
£9yew Jaw ws,b Bardet-Biedl syndrome  QAV,AY 1YY
Hl=-,0505S pyiew Crigler-Najjar syndrome EA-,0 | 1VE

¢
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Leprechaunism-Donohue syndrome
Kindler syndrome

Rett syndrome

Bilateral atresia microtia

Chronic inflammatory demyelinating polyneuropathy
Friedreich ataxia

Fuch s dystrophy-Fuchs endothelial corneal dystrophy
Vogt-Koyanagi-Harada disease

Leber congenital amaurosis

Intestinal lymphangiectasia

frontonasal dysplasia

generalized lipodystrophy

Acute disseminated encephalomyelitis
Corpus callosum agenesis-neuronopathy syndrome-Andermann syndrome
Asherman syndrome
Ataxia-telangiectasia-Louis-Bar syndrome
Atelosteogenesis type III

Barth syndrome

Rheumatoid arthritis

Beta-ketothiolase deficiency-BKD

Bloom syndrome

Carnitine Deficiency

Multiple myeloma

Cerebrotendinous xanthomatosis
Chediak — Higashi Syndrome

Chronic granulomatous disease

Cone rod dystrophy

Congenital heart block

Congenital muscular dystrophy
Congenital myasthenic syndrome
Congenital neutropenia

Cri-du-chat syndrome-Monosomy op
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Darier disease

CFCystic Fibrosis

DiGeorge syndrome-YYQq)),Y deletion syndrome
Dilated Cardiomyopathy

Fraser syndrome

Fanconi anemia

Gorlin syndrome

Guillain-Barré syndrome

Hepatitis Delta Virus

Cerebral palsy

Hereditary motor and sensory neuropathy
Hereditary spastic paraplegia

Hereditary spherocytosis
Homocystinuria-Homocystinuria without methylmalonic aciduria
Hutchinson-Gilford progeria syndrome

Hydatid Cyst

Hyper-IgM syndrome
Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome
Hajdu-Cheney syndrome

Hidradenitis suppurativa

Idiopathic pulmonary fibrosis

Idiopathic torsion dystonia-Early-onset generalized limb-onset dystonia
Isovaleric acidemia

inflammatory myofibroblastic tumor

Joubert syndrome

Kleine-Levin syndrome

Klinefelter syndrome

Leukodystrophy

Limb-girdle muscular dystrophy

Lysinuric protein intolerance

Marfan syndrome

Metachromatic leukodystrophy-MLD
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Mixed connective tissue disease
Myelodysplastic syndrome

Psoriasis

Neurodegeneration with brain iron accumulation- NBIA
neuronal seroid lipofuscinosis
Opsoclonus-myoclonus syndrome

Paget s disease

Periventricular leukomalacia

Persistent hyperplastic primary vitreous
Peutz-Jeghers syndrome

Hereditary lymphedema

Progressive supranuclear palsy

Propionic acidemia

Proteus syndrome

Pyknodysostosis

Pyrroline-o-carboxylate reductase Y deficiency

Septo-optic dysplasia

Severe combined immunodeficiency
spinocerebellar ataxia
Stevens—Johnson Syndrom
Sturge-Weber Syndrome

Sulfite oxidase deficiency due to molybdenum cofactor
Synovial chondromatosis

Takayasu arteritis

Trigeminal neuralgia

Turner syndrome

West syndrome-Infantile spasms
Wiskott-Aldrich syndrome
Xeroderma pigmentosum

Benign schwannoma

Denny-Brown s syndrome
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O e

US8,u0ul 50502900005 Dentinogenesis Imperfecta Keeyo | TTe
P29 suind uslo,s Dermatitis herpetiformis Ly, ™M
A5900wd 908 Desmoid type fibromatosis-Desmoid tumor DsA,Y | TYY
ol Jud Elephantiasis ~ IAq,-Y  TIY
Hle> €95 j93usdsSeo Mucolipidosis type IV Evo,) = YVE
JwoSiiogleo Myelomeningocele  Q-0,a  YYo
Caxpu9,90 Neuro-Behgets = MYo,v | YY1
UgtinS Parkinson s Disease Gy.,» YWV
aJol Uli9,0Sowl i MS Primary sclerosing cholangitis -psc KAY,« | YYA
Y £95 )9l Sy)UglS gy0ud Y-hydroxyglutaric aciduria ~ EVY,A+ T4
S320 S35 pawd Cerebral dysgenesis | Q-£,A | Y¥*
owslwl 2,2 p)aicw Churg-Strauss syndrome-Eosinophilic granulomatosis with polyangiitis =~ My-,) T\
Ssliynbe (siligas Congenital myopathy | GV),YY | YYY
(Y wgi SlogS ;L) pwlisw=cp)55 0w Dejerine-Sottas syndrome-Charcot-Marie-Tooth disease type ¥ = G1+,-Y = Y¥Y
aiyd el Sladsdg > Gelatinous drop-like corneal dystrophy-GDCD | HYA,0) | TVE
S 9wl SyHUelS (seusSg,ud Glutaric aciduria Evy,y YY¥o
P 09N Hennekam syndrome = QAV,Ao = YT
Oblg> Slbgsal 59 85wl Idiopathic juvenile osteoporosis = MAY,o =YYV
) Ugo,9D 3940 Isolated growth hormone deficiency | EYY,++ | TYYA
)Vguing,9l Csugiuu> Oromandibular dystonia Gvs,s | TT4
598d Ul o,iew Papillon-Lefévre syndrome = QAY,AT1 | Y&
gl oae syl Familial isolated hypoparathyroidism due to agenesis of parathyroid gland EY.-,A Y&
39299 5L Sarcoidosis DAl | Y&Y
£9)ow JSow Seckel syndrome =~ QAV,)-  Y&Y
NS )90 Melanoma Cey | vee
S £95 S 9wl S uigs sauSg, D Succinic semialdehyde dehydrogenase deficiency- s-Hydroxybutyric Aciduria ~ EVY,AY  Y&o
b (s w azyys S5l Tricuspid atresia =~ QvY,& = Y&
JI5Ugi59,99.51,S <S5 s> Craniofrontonasal dysplasia QAV,)) Y&V
09,5 o,aiw Dravet syndrome = Gs-,sY YA
S iows—l oy iw Eisenmenger syndrome ~ Ivv,y. Y&
NS 3,0 Epidermodysplasia verruciformis B.v | Yo
Sao9l Suidgod pjaicw hemolytic-uremic syndrome = DoA,A+ YOI

A
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Hereditary ataxia

Immunodeficiency by defective expression of HLA class Y
Lambert-Eaton myasthenic syndrome

Laron syndrome

Leukocyte adhesion deficiency

Macro-AST

Muckle-Wells syndrome

Progressive familial intrahepatic cholestasis type -Byler disease
Trichothiodystrophy

Trisomy YY

Autoimmune hemolytic anemia
Inclusion-Body Myositis-IBM

Glycine encephalopathy

Perrault syndrome

cardiac sarcoidosis

Encephalopathy, unspecified

Autoimmune hepatitis

Autoimmune Pancreatitis

Autosomal dominant distal renal tubular acidosis
Chronic intestinal pseudoobstruction
Congenital pulmonary lymphangiectasia
Dandy-Walker syndrome

Early-onset generalized limb-onset dystonia
Infantile neuroaxonal dystrophy

Leigh syndrome

Myoclonus-dystonia

Pachydermoperiostosis

Primary membranous glomerulonephritis
Leprosy

Congenital scoliosis

Facioscapulohumeral dystrophy

Kallmann syndrome
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Myotonic dystrophy

Syringomyelia

Truncus arteriosus

Vasculitis pan-polyarteritis nodosa
Vitamin E deficiency

Peter s Anomaly

Congenital lymphedema

Familial Mediterranean fever
Anomalous left coronary artery from the pulmonary artery
Hereditary Fructose Intolerance
Hyperinsulinism

Neutral lipid storage disease

Moebius syndrome

Mucolipidosis II alpha/beta

Pulmonary Alveolar Proteinosis
Stiff-person syndrome

Optic nerve atrophy

Phocomelia

Olmsted syndrome

CADASIL syndrome

Alexander disease

Carnitine palmitoyltransferase I
ALG)- Congenital disorder of glycosylation
Other hereditary and idiopathic neuropathies
IgGs.-related disease
Hyperchylomicronemia

Idiopathic hypereosinophilic syndrome
\pY1 deletion syndrome

Hyaline fibromatosis syndrome

Yellow nail syndrome

Budd—Chiari syndrome-BCS

Sulfite oxidase deficiency
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Becker muscular dystrophy

CHARGE syndrome

Wolman disease

Cytophagic histiocytic panniculitis

axonal motor neuropathy-myofibrillar myopathy

syndrome
Pemphigus vulgaris

Poliomyelitis

Choanal Atresia

hyperoxaluria type \

hereditary angioedema
Gangliosidosis-gm\

Sezary syndrome

Prader willi syndrome

Testicular feminization syndrome
Idiopathic achalasia

Creatine deficiency syndrome-CDS
Allan-Herndon-dudley syndrome
Aplastic Anemia
Facioscapulohumeral muscular dystrophy
cerebro oculo facio skeletal syndrom
Fibrous Dysplasia

Lupus

Behcet s disease

Alopecia Areata

Actinic lichen planus

Ankylosing spondylitis

Coeliac disease

Hallervorden-spatz disease-Pantothenate kinase-associated neurodegeneration

'Y

Zellweger syndrome- Peroxisome biogenesis disorder-PBD

MARINESCO-SJOGREN Syndrome
GNAO) - encephalopathy
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White - Sutton Syndrome
Pseudomyxoma elasticume
Multiple exostiosis

Beta ureidoprapionase Deficiency
Von-willebrand disease
Eisenmenger syndrome

Maffucci syndrome

Arnold-Chiari malformation type)
Interferon Gamma receptor ) deficiency
Adenosy! succinyl lyase deficiency
Arteriovomeous malformation
Cystinuria

HMG-COA synthase deficiency
Smith-leings more syndrome
Pleural mesothelioma

LamaY muscular dystrophy
Papillary thryiod carcinoma
Glanzmann disease
Pontocerebellar hypoplasia
Morphea

Autosomal dominant tubulointerstial kidney disease
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