Ao

VFor/11/oF 366 506 b (5 slon Comad

g ST Achondroplasia Q77.4 q

Iy, ST Acromegaly E22.0 )

(JB) ddgl (olesyb) gusT Addison-Primary adrenocortical insufficiency E27.1 3
OeSol o dily (B9 39S gl g5yaT Adrenoleukodystrophy E71.30 4
(ol b ) ogkin Jlaj g3l o 525 BLeBT Autosomal recessive Agammaglobulinemia D80.1 5
gl Albinisme E70.30 6

(5950897 ol H1h3) Gylows Alkaptonuria E70.20 7
(VB3 b Jlnyguisa) sl Alopecia-universal or totalis L63.0 8

U9l gixal Aminoaciduria E72.00 9

98 ghael Amyloidosis E85.9 10

Sdg a0l U 39,8l Amyotrophic Lateral Sclerosis-ALS G12.20 ol

Ol pg)di Apert syndrome-Acrocephalosyndactyly type 1 Q87.00 12

09055951 Arthrogryposis Q68.8 =

Db ey bartter s syndrome £26.8 14

dilie (39 5] Bladder exstrophy Q64.1 15

(CMT)& 5 )l sSHle Charcot marie tooth disease paralysic or syndrome G60.00 16

rle gl pats Gleaw Common variable immune deficiency-CVID D83.9 17

631 ol Sags 95! s T Congenital dyserythropoietic anemia D64.4 18
Sl pgyinn Creutzfeldt- jakob disease or syndrome A81.0 19

ridlgsBal,S Cryoglobulinemia D89.1 20

LuSY uisS pginn Cutis laxa Q82.80 2

) g Cystinosis E72.01 2

V) 9)509,S Sl sisu Sas B> Deletion chromosome 11 Q93.50 23
Cojseasileys Dermatomyositis M33.1 2

0l S Lgabis g oS Diamond-Blackfan Anemia D61.00 25

(990 (Dlac 89 uwd Duchenne Muscular Dystrophy G71.00 2

6y ole 331, Dyskeratosis congenital Q82.81 27

035581 (55N> Ectodermal dysplasia Q82.4 )8

S99 iwld pasd)lss Diastrophic dwarfism Q77.5 29

(VA £93509,S I1) 3ylgal pgyies Edwards syndrome Q91.3 30
oosbilyylal Ehlers-Danlos syndrome Q79.6 31
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2

Eosinophilic granuloma

Epidermolysis bullosa- EB

Fabry-Anderson disease

Feil Kipple syndrome

Fibrodysplasia ossificans progressiva
Galactosemia classic

Gaucher disease or splenomegaly

Glycogen storage disease-Glycogenosis
Congenital adrenal hyperplasia-CAH
Gorham-Stout disease-disorder bone
Hailey-Hailey disease

Limb Girdle Muscular Dystrophy
HAM/TSP-Tropical spastic paraparesis-Human T-lymphotropic virus
Henoch-schonlein purpuradisease or syndrome
Histiocytosis X-Langerhans cell granulomatosis
Hunter syndrom-Mucopolysaccharidosis type 2
Huntington disease or chorea

Hurler disease-Mucopolysaccharidosis type 1H
Hyper immunoglobulin E syndrome

X-linked hypophosphatemia

Ichthyosis

Infantile dystonia-parkinsonism

Kartagener syndrom-Primary ciliary dyskinesia
kikuchi-fujimoto-Histiocytic necrotizing lymphadenitis
Krabbes disease-Galactocerebrosidase deficiency
Lennox-Gastaut syndrome

Dreifuss muscular dystrophy

Farber disease-Farber lipogranulomatosis

Lipoid proteinosis-Urbach-Wiethe disease
Waldenstrém macroglobulinemia

Mal de meleda-Keratosis palmoplantaris transgrediens of Siemens

Maple syrup urine disease

C96.6
Q81.9
E75.20
Q76.1
M61.1
E74.2
E75.21
E74.00
E25.0
M89.50
Q82.82
G71.0.1
G04.1
D69.0
96.0
E76.1
G10
E76.0
D82.4
E83.3
Q82.83
G20
198.0
188.1
E75.22
G40.40
G71.0.2
E75.23
E78.8
C88.0
Q82.84
E71.0

32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
61
62
63
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Marchiafava-micheli syndrome-Paroxysmal noturnal Hemoglobinuria
Mayer-Rokitansky-Kuster-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 13

Phenylketonuria-PKU

Pheochromocytoma unspecified

Pierre robin deformity or syndrome

Polymyalgia rheumatica-Rhizomelic pseudopolyarthritis
Polymyositis

Pompe disease-Glycogen storage disease due to acid maltase deficiency
porencephaly congenital

Porphyria

Primary lateral sclerosis-Adult-onset primary lateral sclerosis
Pseudomyxoma peritonei-Gelatinous ascites

Pulmonary alveolar microlithiasis

D59.5
Q51.8
E71.31
E83.00
E71.10
Qi13.1
Q04.30
G713
167.5
E76.3
Q87.80
G70.0
D47.4
G71.13
GO1
Q85.0
G36.0
E75.24
Q78.0
Q78.2
Q91.7
E70.1
D35.0
Q87.01
M35.3
M33.2
E74.01
Q04.60
E80.2
G12.21
C78.6
184.00

64
65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
80
81
82
83
84
85
86
87
88
89
90
91
92
93
94
95
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(4 4dgl it uan) a9l Sy (Hlady Pulmonary hypertensin primary 127.0 9%
1 gieSen yutiaissy Retinitis pigmentosa H35.50 o

239,8] Scleroderma M34.9 98

S guls Gg= S Sickle cell disease OR anemia D57.1 99

BLES Siderosis 163.4 100

OSed i Sjogren syndrome M35.0 101

L5 5> Siaolows! Spastica dysphonia J38.3 102

Jlolew!l Sduae (39,57 Spinal muscular atrophy- SMA G12.9 103

OBl ($)lae StargardtS disease-Fundus flavimaculatus H35.51 104

S8 e syndactyly Q70.9 105

oSl 66 GHlew Tay-sachs amaurotic familial disease-TSD E75.0 106

Oolls (il Tetralogy of fallot Q21.3 107

Sebo g g0y’ Sgmeys Slse sy Thrombotic thrombocytopenic purpura-Moschcowitz disease M31.1 108
o9l 993 Tuberous sclerosis-Bourneville syndrome Q85.1 109

(Y3Y9) &88) o Tyrosinemia type-I-II-Il| E70.21 110

Sligel el 9 0y9) S YDz Urea cycle disorder metabolism-Disorder of urea cycle metabolism and ammonia detoxification E72.2 111
Oal9S Jaen! @337 dpds 394a8 Very long chain acyl-CoA dehydrogenase deficiency-VLCAD deficiency E71.32 112

9 Jeo 09 Qo Von Hippel-Lindau disease-Familial cerebelloretinal angiomatosis Q85.80 113

(Copl b bolyen j9ileglgil,S) ;S5 Wegener s granulomatosis-Granulomatosis with polyangiitis M31.3 114
Hy Glew Wells disease-Eosinophilic cellulitis 198.3 115

(VV,YYQV Jg09,S C3d>) 5eldig oy Williams syndrome-Deletions chromos 7q11.23 Q87.81 116
Oguby Slow Wilson S disease or syndrome E83.01 117

GeSen Ogesg gyl Wilson-mikity syndrome P27.0 118

Ogdoped (a9 pg)dise Wolf- Hirschorn syndrome Q93.3 119

(DIDMOAD ) plyals a9 dine Wolfram syndrome-Diabetes insipidus-diabetes mellitus-optic atrophy-deafness syndrome E13.8 120

X 4 diwnly e g2985LB X-linked agammaglobulinemia D80.0 121

(S Gbrd) pogiggiT Sleylrinl Arteriovenous malformation Q27.3 122
poydins Jdo ©yb Bardet-Biedl syndrome Q87.82 123
)L?a-)K_;;@.uw Crigler-Najjar syndrome E80.5 124

il Leprechaunism-Donohue syndrome E34.80 125

S pg )i Kindler syndrome Q81.8 126

O P9l Rett syndrome F84.2 127
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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 IlI

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 5p
Darier disease

CFCystic Fibrosis

DiGeorge syndrome-22q11.2 deletion syndrome

Q17.2
G61.8
G111
H18.50
H20.8
H35.52
189.00
Q75.8
E88.1
G04.0
G60.01
N85.6
G113
Q78.80
E71.11
MO06
E71.12
Q82.2
E71.33
C90.0
E75.5
E70.31
D71
H35.53
Q24.6
G71.20
G70.2
D70
Q93.4
Q82.85
E84
D82.1

128
129
130
131
132
133
134
135
136
137
138
139
140
141
142
143
144
145
146
147
148
149
150
151
152
153
154
155
156
157
158
159
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NG LIk,

M Libgangany& Dilated Cardiomyopathy 142.0 160

D3® g ice Fraser syndrome Q87.02 161

G953 T Fanconi anemia D61.01 162

ShsS pries Gorlin syndrome Q87.83 .

oL oijfj)iw Guillain-Barré syndrome G61.0 164

o9 Ws el Hepatitis Delta Virus B17.0 .

G GS> u Gbags Hereditary motor and sensory neuropathy G60.0 166
eols Slatolewsl (5301 Hereditary spastic paraplegia G11.4 e

GO gy ynl Hereditary spherocytosis D58.0 168

() giucin g0 g Homocystinuria-Homocystinuria without methylmalonic aciduria E72.10 169

U895 b 083 S Hutchinson-Gilford progeria syndrome E34.81 170

A3 CensS Hydatid Cyst B67.9 171

I8M 0525853 500l 3L3)1 pg s Hyper-lgM syndrome D82.8 172
S)5i9 T gad caigal yuud ¢ At 9lud @)kine Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome E72.4 173
G 9dxy pg e Hajdu-Cheney syndrome M89.51 174

Sz cwshdus Hidradenitis suppurativa L73.2 175

Sbsabsl Sy 39w Idiopathic pulmonary fibrosis 184.1 176
Sl 23,5 L gtand Idiopathic torsion dystonia-Early-onset generalized limb-onset dystonia G24.1 177
a9kl Slg 93 Isovaleric acidemia E71.13 178
ELiadls g udglas el Hg0g5 inflammatory myofibroblastic tumor C49.9 179
095 pysbiw Joubert syndrome Q04.31 180

bz Sl oy Kleine-Levin syndrome G47.8 e

FHEROY [BET] Klinefelter syndrome Q98.4 182

B9 w398 Leukodystrophy E75.25 15

I3, o Gdlae (39 s Limb-girdle muscular dystrophy G71.01 184
Sosiie) (890 Jaxi pie Lysinuric protein intolerance E72.02 185
OB)le oy Marfan syndrome Q87.40 186

09398 Siiilag Sl Metachromatic leukodystrophy-MLD E75.26 187
Labizee wied b GHlew Mixed connective tissue disease M35.1 188
Setedandgheo @)dis Myelodysplastic syndrome D46.9 189
o) g Psoriasis L40 190

Sae 3 o8l gy Neurodegeneration with brain iron accumulation- NBIA G23.01 191
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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-5-carboxylate reductase 1 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
Dentinogenesis Imperfecta

Dermatitis herpetiformis

Desmoid type fibromatosis-Desmoid tumor
Elephantiasis

Mucolipidosis type IV

E75.4
G253
M88.8
P91.2
Q14.0
Q85.81
189.01
G23.1
E71.14
Q87.3
Q78.81
Q87.84
Qo04.61
D81.0
G11.8
L51.1
Q85.82
E72.11
M67.88
M31.4
G50.0
Q96.8
G40.41
D82.0
Q82.1
D36.1
G13.0
K00.5
L13.0
D48.1
189.02
E75.1

192
193
194
195
196
197
198
199
200
201
202
203
204
205
206
207
208
209
210
211
212
213
214
215
216
217
218
219
220
221
222
223
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Myelomeningocele

Neuro-Behget s

Parkinson s Disease

Primary sclerosing cholangitis -psc

2-hydroxyglutaric aciduria

Cerebral dysgenesis

Churg-Strauss syndrome-Eosinophilic granulomatosis with polyangiitis
Congenital myopathy

Dejerine-Sottas syndrome-Charcot-Marie-Tooth disease type 3
Gelatinous drop-like corneal dystrophy-GDCD

Glutaric aciduria

Hennekam syndrome

Idiopathic juvenile osteoporosis

Isolated growth hormone deficiency

Oromandibular dystonia

Papillon-Lefévre syndrome

Familial isolated hypoparathyroidism due to agenesis of parathyroid gland
Sarcoidosis

Seckel syndrome

Melanoma

Succinic semialdehyde dehydrogenase deficiency- 4-Hydroxybutyric Aciduria
Tricuspid atresia

Craniofrontonasal dysplasia

Dravet syndrome

Eisenmenger syndrome

Epidermodysplasia verruciformis

hemolytic-uremic syndrome

Hereditary ataxia

Immunodeficiency by defective expression of HLA class 2
Lambert-Eaton myasthenic syndrome

Laron syndrome

Leukocyte adhesion deficiency

Q05.9
M35.2
G20.0
K83.0
E72.80
Q04.8
M30.1
G71.23
G60.03
H18.51
E72.3
Q87.85
M81.5
E23.00
G24.4
Q82.86
E20.8
D86
Q87.10
C43
E72.81
Q22.4
Q87.11
G40.42
127.20
BO7
D58.80
G11.90
D81.70
G73.10
E34.30
D84.80

224
225
226
227
228
229
230
231
232
233
234
235
236
237
238
239
240
241
242
243
244
245
246
247
248
249
250
251
252
253
254
255
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Macro-AST

Muckle-Wells syndrome

Progressive familial intrahepatic cholestasis type 1-Byler disease

Trichothiodystrophy

Trisomy 22

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

Myotonic dystrophy

Syringomyelia

Truncus arteriosus

Vasculitis pan-polyarteritis nodosa

Vitamin E deficiency

E85.90
E85.00
K76.80
L67.80
Q92.30
D59.0
G72.41
E72.5
Q87.8
D86.8
G93.4
K75.4
K86.1
N25.8
K59.8
Q33.8
Q03.1
G24.10
G23.0
G31.8
G24.11
M89.4
No4.2
A30.9
Q76.3
G71.02
E23.01
G71.11
GS5.0
Q20.0
M30.0
E56.0

256
257
258
259
260
261
262
263
264
265
266
267
268
269
270
271
272
273
274
275
276
277
278
279
280
281
282
283
284
285
286
287

ol 00 0310 )5 9w ) eSS ylgie T L] 00l Cptd oy JOleo G U ol G (g 5kows 51 (B 0 sl iam g



O

Ol 5

\f*f/\\/*f @,ISIS,GI: 6‘& &5)"0‘.9“".‘.’

BICTRSEE

ol yola pol

Solgils ) dilyde LS

#5955 B9ye Jlagl

35555, bl Jesss pae
il ] Hols

(B (555 9 dad 0,033 (G)laws) (10895 (Bl pykins
UesR9e ()L

Cons QUS55 95 £95 j9dudlgSge
S0 Y555l jgiubio

Ogyy el 05 i

@l Cuas (39T

ko gSa

SUNT I SRTOn

Jueeslo8 09yt

LSl Glaw

V 858 Shaadls Judall )8 el
O5edl) S (6313550e YN
Ol aisbial Gy,

£1gG L kadye Slaylan

Luaig Siengladsynlo

Sbgasl Jdsiigil sl 09 )i
TP ) poiges,S Bl pykive
o)legsumd (Il pg i

) 030 pg v

SLSos

St Ola) g (i

Galsle 33 4 Cuwlus pie
OlLE Gyloe
EIIERCERYESSAPERES b alc
Goimd b p oo solo

2Y5- S8 5l

10

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 Il alpha/beta

Pulmonary Alveolar Proteinosis
Stiff-person syndrome

Optic nerve atrophy

Phocomelia

Olmsted syndrome

CADASIL syndrome

Alexander disease

Carnitine palmitoyltransferase |
ALG1- Congenital disorder of glycosylation
Other hereditary and idiopathic neuropathies
IgG4-related disease
Hyperchylomicronemia

Idiopathic hypereosinophilic syndrome
1p36 deletion syndrome

Hyaline fibromatosis syndrome

Yellow nail syndrome

Budd—Chiari syndrome-BCS

Sulfite oxidase deficiency

Congenital insensitivity to pain
Canavan disease

Hereditary hemorrhagic telangiectasia
Hypermanganesemia with dystonia

Kugelberg-Welander syndrome

Q13.4
189.03
E85.0
Q24.5
E74.1
E16.1
G73.6
Q87.03
E77.0
J84.01
G25.8
H47.2
Q71.1
Q82.87
FO1.1
E75.27
E71.34
E77.8
G60.8
M35.9
E78.3
D47.5
Q93.51
M72.9
L60.5
182.0
E72.1
G60.81
E75.28
178.0
E83.4
G121

288
289
290
291
292
293
294
295
296
297
298
299
300
301
302
303
304
305
306
307
308
309
310
311
312
313
314
315
316
317
318
319
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Loeys-Dietz syndrome

Hereditary methemoglobinemia

Scimitar syndrome

Schwartz—Jampel syndrome
Hallermann-Streiff syndrome

Tibial Hemiplegia type 4
Haplo-insufficiency of shox

Shoartez disease APS- 1-2
UNIVENTICULAR

L1CAM

Panniculitis Epsompphil

Usher Syndrome

Wieacker Wolff

FAHR

Miller Fisher Syndrome

Lipedema

Cutaneous Mastocytosis

Dent disease
Microcephaly-chorioretinopathy syndrome
Multiple System Atrophy-MSA

Familial Glcocorticoids Definiency-FGD
Lymphangioleiomyomatosis

Triple A Syndrome

Klipple Trenauny Syndrome-KTS
Autosomal Recessive Primary Micocephaly
mental retardation with or without dysmorphism
Bone Marrow Failrure Syndrome

Becker muscular dystrophy

CHARGE syndrome

Wolman disease

Cytophagic histiocytic panniculitis

Autosomal dominant distal axonal motor neuropathy-myofibrillar myopathy syndrome

Q87.41
D74.0
Q26.8

G71.14
Q87.0

G81.94
Q87.1
E31.0
Q20.4

Q04.81
M79.3

H35.54
G71.8
G23.8

G61.01

E65
Q82.21
E24.0
Q87.7
G23.2
E27.11
D48.7
E27.4
Q87.2
Q02
NO

D61.89
G71.0

Q87.86

E75.51
D76.3
G60.8.0
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329
330
331
332
333
334
335
336
337
338
339
340
341
342
343
344
345
346
347
348
349
350
351

ol 00 0310 )5 9w ) eSS ylgie T L] 00l Cptd oy JOleo G U ol G (g 5kows 51 (B 0 sl iam g



(.’ \’FJ‘/H/*Y @,Bu,éﬁglﬁé,l@)w

NG LIk,

99 (e gSiday
Jlab) s

OlsS 35T

sl s3] sla

Bhy s g5l

(Vgm) 59 5558
Gl oy

byl pydis

Ao (S5b) pydise
Gl

LS 9448 ki
(F13-095,-T oy
SPdT JgxS

IS | dzale (39 k>
02558 pgdi

Olgsiunl §95ud (55>
o9

g Glow

50 ) dS Gy

o oS

S ©len

el 058> S)laws
sl pobies

035 Siplo ki
SbsllawsT oly 1 ol (>
Saly (il oy
oS LagliS 535
ogins3S) Julle
38090909 - o 35S
Sy — 098

Szl die

Tsdle pydiw

Pemphigus vulgaris

Poliomyelitis

Choanal Atresia

hyperoxaluria type 1

hereditary angioedema
Gangliosidosis-gm1

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

Behget s disease

Alopecia Areata

Actinic lichen planus

Coeliac disease

Hallervorden-spatz disease-Pantothenate kinase-associated neurodegeneration
Zellweger syndrome- Peroxisome biogenesis disorder-PBD
MARINESCO-SJOGREN Syndrome
GNAO1 - encephalopathy

White - Sutton Syndrome
Pseudomyxoma elasticume

Multiple exostiosis

Beta ureidoprapionase Deficiency
Von-willebrand disease
Eisenmenger syndrome

Maffucci syndrome

L10.0
G14
Q30.0
E72.53
T78.3
E75.11
Cc84.1
Q87.12
E34.51
K22.0
E72.8
G31.8.0
D60
G71.03
Q87.1.0
Q78.1
A18.4
M35.2.0
L63.9
L43.8
K90.0
G23.02
Q87.8.0
G11.1.1
G40.4
NO1
Q82.7
Q78.6
E79.8
D68.0
127.83
Q78.4
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355
356
357
358
359
360
361
362
363
364
365
366
367
368
369
370
371
372
373
374
375
376
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oAt
OWS Wei)T Oguunle)galle Arnold-Chiari malformation typel G95.0.0 384
L8 09,8 il ) ginen) 395 Interferon Gamma receptor 1 deficiency d84.8 385
W OluwSgar sl 39S Adenosyl succinyl lyase deficiency E79.81 386
G99 — Bbyds Oganlealle Arteriovomeous malformation Q27.30 387
L) 95 gamnise Cystinuria E72.011 388
bsTsS HMG 398 HMG-COA synthase deficiency E71.3 S
290 35S Caposel pokine Smith-leings more syndrome E78.82 390
Logaligie Jlyoly Pleural mesothelioma C45.0 391
V- LY Gdlac (g 0uws Lama2 muscular dystrophy G71.09 392
459,65 Sl Sloginns§ Papillary thryiod carcinoma C73.0 303
5o G)law Glanzmann disease D69.1 394
Dby 93393 SHDbgaa Pontocerebellar hypoplasia Q06.1 395
Tad)g0 Morphea 194.0 396
e Jlogjgl 8948 b il Jg295 (5ylas Autosomal dominant tubulointerstial kidney disease Q61.5 397
Galiole aisya il 3T Congenital Atransferrinemia E88.0 398
LoyagilyS 90! Erythrokeratoderma Q82.8 399
Oseaal 3l bgig S8 Autoimmune ganglionopathy G60.80 400
(cIn2).Y ol ) g g8 9xd B9 yan B9y Neuronal ceroid lipofuscinosis type 2 (cIn2) E75.40 401
Cep9,0 3928 b Jagyo (Jubgrng s Protein c deficiency D68.2 402
o893 pyi Syndrome Poems D47.7 403
Syied ) S S b SlawdlBo GbsllawiTsSy Megalencephalic leukoencephalopathy with subcortical cysts radiology E75.2 404
B9y > vl g ey S5 B P Single ventricle heart (corrected TGR) Q24.8 e
Sl (S 9 (Sbyg;SeE Familial Renal Glucosiar E74.8 406
ol @)l Delleman Syndrome Q87.87 407
Y Sg) ol ) gy Cosatd ST 3 geS Deficiency Of Interleukin 1-Receptor Antagonist D84.81 408
951 9 5Y95 Koyt (Hge ) guiasl Multicentric Ostcolysis Nodulosis And Arthropathy M89.5 409
b Sanygl Saidgan 8T Atypical Hemolytic Uremic Syndrome D59.3 410
Sls3ads $MN old Juo (33,S951595 Neuroendocrine Hyperplasia Of Infancy 184.8 411
JbyaiSgin 0 SIS 39usS Mitochondrial Complex Deficiency £88.81 412
3,5 x5S Jgkuo (SlagS)luo Cell Sarcoma Undifferentiated Small Round C49.21 413
Lo giwedbig 9o Medulloblastoma C71.6 414
Sl Lissencephaly LD20.1 415
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Ollier disease

Adenoid cystic carcinoma

Cardiac sarcoma
Lymphohemangioma

Ovarian cancer

Coenzyme g10 deficiency

Angelman syndrome

Cohen syndrome

Cushing’s syndrome

Macrophage activation syndrome
Craniosynostosis

Hereditary primary hypomagnesemia
Giant axonal neuropathy
Hypophosphata

ROHHAD syndrome

Necrobiosis lipoidica

Ipex syndrome

Hypocalcaemic Vitamin D resistant rickets
H syndrome

Goldenhar syndrome

Ullrich congenital muscular dystrophy
Achromatopsia

Familial hypertrophic cardiomyopathy
cholangiocarcinoma

Glomus tumor

Cervical dystonia
Childhood onset nemaline myopathy
Alport syndrome

Autosomal recessive progressive external ophthalmoplegia(polg related mitochondrial disease)
Essential thrombocytemia (myeloprolifrative neoplasm)

Hyperphosphatasia intellectual disability
Combined oxidative phosphorylation deficiency

Diffuse large b cell NonHodgkin Lymphoma

14

Q78.41
C53.0
C38.0
D18.1
C56.9

5C53.22
Q93.5
Q87.800
E24.9
D76.1
Q75.0
E83.40
G60.800
E83.30
E66.8
192.1
4A01.21
E83.32

D76.30

Q87.04
G71.2
H53.5

142.2
C22.1
D18.0
G243

G71.21

Q87.8.2
H49.4

D47.3

Q87.8.3
E88.8
833

416
417
418
419
420
421
422
423
424
425
426
427
428
429
430
431
432
433
434
435
436
437
438
439
440
441
442
443

444

445
446
447
448
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M )i Blau syndrome D89.8 449
PYA (0915 Tetrasomy 18p LD7Y 450
Schwachman diamond synrdome Lgobd (pas-lgd @ydin D61.02 451
Melnick needles syndrome s Sabe pyine Q77.8 452
Leiomyosarcoma 255 lwsan 5 C49.92 453
Progressive muscular atrophy e 0459 s B9 ,0T G12.22 454
Mowat Wilson syndrome Oguuby Slge pydic Q43.1 455
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