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9 Gylow pb oY Gylew pb .S

Sy uiST Achondroplasia Q77.4

I&ag,ST Acromegaly E22.0

(J5s) adsl 3Lo)b) Oguunal Addison-Primary adrenocortical insufficiency E27.1
oeSol o dianly (39 w959 g1yl Adrenoleukodystrophy | E71.30
(2l sl gen) S gdin Jlojg3l o 335BLeBT Autosomal recessive Agammaglobulinemia D80.1
o] Albinisme | E70.30

((&y555u8IT) ol H13l S)law Alkaptonuria E70.20
(JBg3 b Jly9s592) (ouglT Alopecia-universal or totalis L63.0

Ly gldce] ginol Aminoaciduria E72.00

J9S gkl Amyloidosis E85.9

Sd9,5900] JIA 9 8wl Amyotrophic Lateral Sclerosis-ALS | G12.20

Gl pg)kie Apert syndrome-Acrocephalosyndactyly type 1 | Q87.00

o)90,59,5)1 Arthrogryposis Q68.8

Db @b bartter s syndrome E26.8

Gl 39 4uS! Bladder exstrophy Q64.1

CMT))&gs yle oS5l Charcot marie tooth disease paralysic or syndrome | G60.00

Bl gl i Gylen Common variable immune deficiency-CVID D83.9

631 sl Slgs 9 s o (3] Congenital dyserythropoietic anemia D64.4
OS> pgydinw Creutzfeldt- jakob disease or syndrome A81.0

PPN THKY Cryoglobulinemia D89.1

LuSY 39S pgyine Cutis laxa | Q82.80

) o Cystinosis | E72.01

V) p9)5a9,S 3 oty Sud Bl Deletion chromosome 11 | Q93.50
Cojgaegileyd Dermatomyositis M33.1

OB Sb Wigebs 395 Diamond-Blackfan Anemia | D61.00

04090 as (39w Duchenne Muscular Dystrophy | G71.00

&olyobe 331,SCund Dyskeratosis congenital | Q82.81

20558 (53w Ectodermal dysplasia Q82.4

a9 Awld eundslgd Diastrophic dwarfism Q77.5

(VA £93909,S JMi) 3)l93) pgyiee Edwards syndrome Q91.3
o9y ) Ehlers-Danlos syndrome Q79.6

i3l gl 31,8 (S g o5 Eosinophilic granuloma C96.6

&) dilg GHlews Epidermolysis bullosa- EB Q81.9

Oy T (S)yla Fabry-Anderson disease | E75.20

J S ey Feil Kipple syndrome Q76.1
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O el 1

(059 iy OBpdsel (§5Maad H9u8) Soww 350 Fibrodysplasia ossificans progressiva M61.1
SawdS gjyﬁ’g Galactosemia classic E74.2
455 §)law Gaucher disease or splenomegaly | E75.21
059548 035 Gylaw Glycogen storage disease-Glycogenosis | E74.00
Jual galole % e Congenital adrenal hyperplasia-CAH E25.0
O gl el-fwf Solow Gorham-Stout disease-disorder bone | M89.50
Ao o s)lew Hailey-Hailey disease | Q82.82
Il acd HAM /TSP-Tropical spastic paraparesis-Human T-lymphotropic virus G04.1
& Ped Fed Shave Henoch-schonlein purpuradisease or syndrome D69.0
(e, S5y Jgleo 93log g3, SX (5 gitandion gud Histiocytosis X-Langerhans cell granulomatosis C96.0
A Hunter syndrom-Mucopolysaccharidosis type 2 E76.1
O9ila bygS Huntington disease or chorea G10
g Hurler disease-Mucopolysaccharidosis type 1H E76.0
(32> piwIgE (925855500l 3Ll agyiss Hyper immunoglobulin E syndrome D82.4
S oSOl o3land g X-linked hypophosphatemia E83.3
5SSl Ichthyosis | Q82.83
Jlab! ¢ guidSHl Infantile dystonia-parkinsonism G20
S=5)E g diw Kartagener syndrom-Primary ciliary dyskinesia J98.0
(G5B U8 cwislad) giganrsd (9SS kikuchi-fujimoto-Histiocytic necrotizing lymphadenitis 188.1
LS Sylew Krabbes disease-Galactocerebrosidase deficiency | E75.22
ok - oSsid Qe Lennox-Gastaut syndrome G40.40
050 Sl Sldzple §9Aund Dreifuss muscular dystrophy | G71.0.2
26 Sl b pujgileg) 931,Ssd Farber disease-Farber lipogranulomatosis | E75.23
D953 Lugud Lipoid proteinosis-Urbach-Wiethe disease E78.8
paAs) Oy (i) 589,50 Waldenstréom macroglobulinemia €88.0
lde 5 Jo ($)lew Mal de meleda-Keratosis palmoplantaris transgrediens of Siemens | Q82.84

a3l digel W ol uud galin 5o I )31 o 5ol Sylaws
(Ll Maple syrup urine disease E71.0
(Dt ) o> (5)gh9B500) Jdusalgliniiyle pg)dis Marchiafava-micheli syndrome-Paroxysmal noturnal Hemoglobinuria D59.5
S5 §y pgyies Mayer-Rokitansky-Kiister-Hauser Syndrome-Rokitansky syndrome Q51.8
9S Sl @331 o gia 39S Medium chain acyl-CoA dehydrogenase deficiency | E71.31
oS (§)le Menkes-Kinky hair disease | E83.00
bodwsl Siigllo Jaio Methylmalonic acidemia | E71.10
Ll - Ld)eSs,Siee Microcornea- aniridia Q13.1
5590 sl pgydiw Miller-Dieker syndrome | Q04.30
LybsS g Gbgae Mitochondrial myopathy-MELAS G71.3
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Lge Lge pgyiuw Moyamoya disease 167.5

598l (JsSge Mucopolysaccharidosis-MPS E76.3

(Solsle sdain Sl (§)rial) 53,5 150 o)dine Holzgreve syndrome- Multiple congenital malformations | Q87.80
009l)S (Gl Myasthenia gravis G70.0

(49! Olgsinl 350 j98) 49l o dobn Sylow Primary Myelofibrosis-PMF D47.4
Sabhysle 3sigum Myotonia congenita | G71.13

SySSine Cofie Meningococcal meningitis- Neisseri meningitidis GO1

oigile 9 d 9y 9 Neurofibromatosis Q85.0

Sl Codungygb Neuromyelitis optica-Devic disease G36.0

A-B-C §55 Sy oo Solew Niemann-pick disease | E75.24

LS 00l 535 9ol Osteogenesis Imperfecta Q78.0

UMW) gl Osteopetrosis Q78.2

(VY £93909,S Sz ) $56L p9yuins Patau syndrom-Trisomy 13 Q91.7
S)$55S Juid Phenylketonuria-PKU E70.1

Lo gitien 99,5948 Pheochromocytoma unspecified D35.0

Onb pa)dics Pierre robin deformity or syndrome | Q87.01

(pilog) Lo () KcSlag) Polymyalgia rheumatica-Rhizomelic pseudopolyarthritis M35.3
Cojgee (b Polymyositis M33.2

A GHlow Pompe disease-Glycogen storage disease due to acid maltase deficiency E74.01

(ool ) Jlawdnss porencephaly congenital | Q04.60

Lnd g Porphyria E80.2

4l JIA 59 K8l Primary lateral sclerosis-Adult-onset primary lateral sclerosis | G12.21

JB3 905 Lo guuSn 93 guo Pseudomyxoma peritonei-Gelatinous ascites C78.6

4 d o591 Hlidg S Pulmonary alveolar microlithiasis ]84.00

(4 4d) (radipud) adsl Soy SHLidy Pulmonary hypertensin primary 127.0
1 5ieSe puttaindy Retinitis pigmentosa | H35.50

2398wl Scleroderma M34.9

S o> 393 S Sickle cell disease OR anemia D57.1

9w Siderosis ]63.4

OSed Qo Sjogren syndrome M35.0

L gl Sauolpusl Spastica dysphonia ]38.3

JUalel (Dl 39,57 Spinal muscular atrophy- SMA G129

OBl )laws StargardtS disease-Fundus flavimaculatus | H35.51

FS1> (s syndactyly Q70.9

oSl 6 Gylen Tay-sachs amaurotic familial disease-TSD E75.0

B (SIS Tetralogy of fallot Q21.3
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Syl grny SSgra) Shse )s Thrombotic thrombocytopenic purpura-Moschcowitz disease M31.1
o298l (o9 065 Tuberous sclerosis-Bourneville syndrome Q85.1
(YoY9 )V g5 ) oo Tyrosinemia type-1-1I-1ll | E70.21
Urea cycle disorder metabolism-Disorder of urea cycle metabolism and ammonia
Sligal athilio 9 )9l JSw YD detoxification E72.2
9SSl @31 o 39468 Very long chain acyl-CoA dehydrogenase deficiency-VLCAD deficiency | E71.32
95 Jad 09 GHlew Von Hippel-Lindau disease-Familial cerebelloretinal angiomatosis | Q85.80
(copl b b olyad j53lag)gl,S) ;S Wegener s granulomatosis-Granulomatosis with polyangiitis M31.3
H9 Glew Wells disease-Eosinophilic cellulitis L98.3
(V),YYQV j9e9,S Bd>) 5ol aydiw Williams syndrome-Deletions chromos 7q11.23 | Q87.81
Ogebry SHlow Wilson S disease or syndrome | E83.01
S50 Oguubry pgyin Wilson-mikity syndrome P27.0
Ogdond Calg pgydinw Wolf- Hirschorn syndrome Q93.3
DIDMOAD) ) ply4)9 p9ydie | Wolfram syndrome-Diabetes insipidus-diabetes mellitus-optic atrophy-deafness syndrome E13.8
X 4 diawly (i 93958 X-linked agammaglobulinemia D80.0
(S QL) reiagsiT Sleylual Arteriovenous malformation Q27.3
ek Jode b Bardet-Biedl syndrome | Q87.82
K08 i Crigler-Najjar syndrome E80.5
el Leprechaunism-Donohue syndrome | E34.80
NS pgydice Kindler syndrome Q81.8
&) gy Rett syndrome F84.2
(ol OWine 9 g8 WY S pue) Lig,Siue Bilateral atresia microtia Q17.2
CIDP))po30 (2lgd! O guunlimidans (3L g3 o Chronic inflammatory demyelinating polyneuropathy G61.8
Sa)dyd (uSBT Friedreich ataxia G111
4,8 (g o g g iugd Fuch s dystrophy-Fuchs endothelial corneal dystrophy | H18.50
ahle -8 gy Vogt-Koyanagi-Harada disease H20.8
S3lske yuigygel A Leber congenital amaurosis | H35.52
Sl oag) adgl (55uSiilas Intestinal lymphangiectasia 189.00
(JBUgi539,8) (o -3 Lan (§)Dusd frontonasal dysplasia Q75.8
B9 90 generalized lipodystrophy E88.1
idia 3> Codis gllawd] Acute disseminated encephalomyelitis G04.0
ST pg i Corpus callosum agenesis-neuronopathy syndrome-Andermann syndrome | G60.01
ol pydia Asherman syndrome N85.6
SHUSEMN uSBT Ataxia-telangiectasia-Louis-Bar syndrome G11.3
¥ E995%) giken i Atelosteogenesis type IIl | Q78.80
)b pydiw Barth syndrome | E71.11
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Y5938 by yais Beta-ketothiolase deficiency-BKD | E71.12

P P9y Bloom syndrome Q82.2

OB )8 98 Carnitine Deficiency | E71.33

1 Juslasdly 55 (pusdy Multiple myeloma €90.0

r 539 3 5 93le 95l Cerebrotendinous xanthomatosis E75.5
4B Jhas Chediak - Higashi Syndrome | E70.31

oo Sl 9ilS ylaw Chronic granulomatous disease D71
Qs 3l ¢S Cone rod dystrophy | H35.53

&l ©alyole S Congenital heart block Q24.6
Salyobe dMlas §9 A Congenital muscular dystrophy | G71.20
Saliysle Saiduoluo pgydiw Congenital myasthenic syndrome G70.2
Sl (95399 Congenital neutropenia D70

4,8 0,3 gy Cri-du-chat syndrome-Monosomy 5p Q93.4

b Gl Darier disease | Q82.85

S 9 CFCystic Fibrosis E84

TI9= 8 pgydiw DiGeorge syndrome-22q11.2 deletion syndrome D82.1

A GLse )8 Dilated Cardiomyopathy 142.0

2308 9y Fraser syndrome | Q87.02

G5l (T Fanconi anemia | D61.01

s s Gorlin syndrome | Q87.83

2L o&fﬁﬁ)-’ﬁw Guillain-Barré syndrome G61.0

0909 W el Hepatitis Delta Virus B17.0

Al @S> e Glgysd Hereditary motor and sensory neuropathy G60.0
Frold Sloleael S5LL Hereditary spastic paraplegia G11.4
Aol gyl Hereditary spherocytosis D58.0

) g g0 g Homocystinuria-Homocystinuria without methylmalonic aciduria E72.10

USa0 b pa39) S Hutchinson-Gilford progeria syndrome | E34.81
Al CuwS Hydatid Cyst B67.9

IgM o298 5390l SL3j1 o9 ki Hyper-IgM syndrome D82.8
S5 i ga o p3gal s ¢ oitisd)glad o)dine Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome E72.4
Ex 94 pg )i Hajdu-Cheney syndrome | M89.51

Sox sl Hidradenitis suppurativa L73.2

bl S92 Jond Idiopathic pulmonary fibrosis ]84.1
Sl 03,8 § s> Idiopathic torsion dystonia-Early-onset generalized limb-onset dystonia G24.1
Sogckensl Sopllg 93 Isovaleric acidemia | E71.13
Saiad 9 b b 3lgidl H9055 inflammatory myofibroblastic tumor C49.9
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el
S 295 pg ki Joubert syndrome | Q04.31
dids- Sl pydicw Kleine-Levin syndrome G47.8
A8 (Y s Klinefelter syndrome Q98.4
GoundsS) Leukodystrophy | E75.25
JuS ol Blas 97t Limb-girdle muscular dystrophy | G71.01
Soygiom) niBgy Jeod pe Lysinuric protein intolerance E72.02
Ol)le pydicw Marfan syndrome | Q87.40
QA3 9S) Siileg Sl Metachromatic leukodystrophy-MLD | E75.26
dalizes died cBL G)low Mixed connective tissue disease M35.1
S ghen 0y i Myelodysplastic syndrome D46.9
oslygun Psoriasis L40
R 03 bl Cgwy Neurodegeneration with brain iron accumulation- NBIA | G23.01
OB Sl b G9)s5 49 0 jgiagd o] neuronal seroid lipofuscinosis E75.4
005358540 — 05385l pg)kice Opsoclonus-myoclonus syndrome G25.3
o3k ylew Paget s disease M88.8
sl Ogelm (sl gSs) Periventricular leukomalacia P91.2
JIBL ehidbud adgl durl) Persistent hyperplastic primary vitreous Q14.0
355 g gy Peutz-Jeghers syndrome | Q85.81
Aol pol cad Hereditary lymphedema 189.01
o9 ey I diud B9 7l Progressive supranuclear palsy G23.1
el Sig9 Propionic acidemia | E71.14
V909 R Py Proteus syndrome Q87.3
o) P9 320980 Pyknodysostosis | Q78.81
(1 T 35088 (o)L poyaian( 559y 65 MuuS 52,8 -0-cl9) 02 Pyrroline-5-carboxylate reductase 1 deficiency | Q87.84
Sl ghan (§hund Septo-optic dysplasia | Q04.61
ol Jalize ool ol Severe combined immunodeficiency D81.0
2w gianl (ST spinocerebellar ataxia G11.8
O gedlr— 3 gulan] p)dian Stevens-Johnson Syndrom L51.1
29 gl pgydinw Sturge-Weber Syndrome | Q85.82
25 Ol g0 398 cle bl Coud) g 39468 Sulfite oxidase deficiency due to molybdenum cofactor | E72.11
o) glagydiS Jbg e Synovial chondromatosis | M67.88
5bBG o) Takayasu arteritis | M31.4
B cuac GHllyy Trigeminal neuralgia G50.0
PP i Turner syndrome Q96.8
Cwg P9 )b West syndrome-Infantile spasms | G40.41
EI- 9y i Wiskott-Aldrich syndrome D82.0
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O el 1
ﬁﬁjﬁb&e L3938 Xeroderma pigmentosum Q82.1
o g3 Slagilgds Benign schwannoma D36.1
O3l 39 pgyiw Denny-Brown s syndrome G13.0
LS9 000l i giui Dentinogenesis Imperfecta K00.5
£ Gosd cullayd Dermatitis herpetiformis L13.0
Adgawd ygagd Desmoid type fibromatosis-Desmoid tumor D48.1
Qb J Elephantiasis 189.02
D4z £ J9ad 959 Mucolipidosis type IV E75.1
JorsSina ghao Myelomeningocele Q05.9
g0y Neuro-Behget s M35.2
4dgl 0o sl o Primary sclerosing cholangitis -psc K83.0
Y £95 (§y9hmsl SnylsE 9 u 2-hydroxyglutaric aciduria | E72.80
Siie G5 pwd Cerebral dysgenesis Q04.8
oIz oy dic Churg-Strauss syndrome-Eosinophilic granulomatosis with polyangiitis M30.1
S3lyske Gbgwe Congenital myopathy | G71.23
(¥ &95 SlagSili) (uligus-gp3s pydine Dejerine-Sottas syndrome-Charcot-Marie-Tooth disease type 3 | G60.03
45,8 (pls Sl ggfud Gelatinous drop-like corneal dystrophy-GDCD | H18.51
Sy9asl SBs (589 Glutaric aciduria | E72.3
S pgydinw Hennekam syndrome Q87.85
Oblg> SBbgabsl j9 pgiiel Idiopathic juvenile osteoporosis M81.5
Ay Oga) 98 D9usS Isolated growth hormone deficiency | E23.00
Y gmdiag)gl § ghund Oromandibular dystonia G24.4
238 09kl pybiws Papillon-Lefévre syndrome | Q82.86
I59 8 0k (55,57 Familial isolated hypoparathyroidism due to agenesis of parathyroid gland E20.8
394555l Sarcoidosis D86
P9y S Seckel syndrome | Q87.10
Bl ats Melanoma C43
£ £9 Gr9dhune! SopS g oSy Succinic semialdehyde dehydrogenase deficiency- 4-Hydroxybutyric Aciduria | E72.81
B a3 duw domyd (5557 Tricuspid atresia Q22.4
I 559,855 (55N> Craniofrontonasal dysplasia | Q87.11
091y @i Dravet syndrome | G40.42
Sl [t el Eisenmenger syndrome 127.20
G503 30 Epidermodysplasia verruciformis B07
Senyg) S gan gy hemolytic-uremic syndrome | D58.80
ol ST Hereditary ataxia | G11.90
Y o8 HLA o s 3 (b gl (ais Immunodeficiency by defective expression of HLA class 2 | D81.70
7
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Sl Ogial -l pyinw Lambert-Eaton myasthenic syndrome | G73.10
09 pyicw Laron syndrome | E34.30

GewsS) Sz i Leukocyte adhesion deficiency | D84.80

dod ¢l-95k Macro-AST | E85.90

o9 pydiw Muckle-Wells syndrome | E85.00

(059 iy ueold S S U315 JbandS) Lok 5yl Progressive familial intrahepatic cholestasis type 1-Byler disease | K76.80
BIAw95950,5 Trichothiodystrophy | L67.80

YY (2955 peunlige Trisomy 22 | Q92.30

S god Gpmlgil J 93> Autoimmune hemolytic anemia D59.0
J9) 90! panr Cojgue Inclusion-Body Myositis-IBM | G72.41
ot (b il §lows Glycine encephalopathy E72.5

<l paydiw Perrault syndrome | Q87.8.1

I 594555 cardiac sarcoidosis D86.8

Uit Gyl Encephalopathy, unspecified G93.4

Ogeanlgil clilen Autoimmune hepatitis K75.4

Ogpanlgl caBl,SSL Autoimmune Pancreatitis K86.1

e Jloj gl Jbuns S9u5 S dg) 9wl Autosomal dominant distal renal tubular acidosis N25.8
Sl o39) (aye 9 OB dlud] ks Chronic intestinal pseudoobstruction K59.8
S 8liysle juSHlad Congenital pulmonary lymphangiectasia Q33.8

SS9 - S pgydiw Dandy-Walker syndrome Q03.1

oL & giuans Early-onset generalized limb-onset dystonia | G24.10

Jubl guac §9Auwd Infantile neuroaxonal dystrophy G23.0

d Slew Leigh syndrome G31.8

does - preigle Myoclonus-dystonia | G24.11
oFppens Sb Pachydermoperiostosis M89.4

4yl pugilen Jbg il Primary membranous glomerulonephritis No4.2

pld= Leprosy A30.9

aliysle g g8l Congenital scoliosis Q76.3

93Y 9 &3S 9 Cyguo (e G Facioscapulohumeral dystrophy | G71.02
oIS pg i Kallmann syndrome | E23.01

SLg59a0 §9Aud Myotonic dystrophy | G71.11

oS Syringomyelia | G95.0.1

o9 g20] 9SSl Truncus arteriosus Q20.0

Ob el $Suly Vasculitis pan-polyarteritis nodosa M30.0

E (eolog 3908 Vitamin E deficiency E56.0

AR Py Peter s Anomaly Q13.4
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el

3ok pol il Congenital lymphedema | 189.03
Sl ¢l vt 3 Familial Mediterranean fever E85.0
$9,5 B9,e JlagsT Anomalous left coronary artery from the pulmonary artery Q24.5
35589, G JooS pus Hereditary Fructose Intolerance E74.1
e guuds] ol Hyperinsulinism El16.1
(et 555 9 i 0253 Sylaw) 308193 bl oy Neutral lipid storage disease G73.6
VISR Q)i Moebius syndrome | Q87.03
Cosad QUS )3 93 £95 j9bnd 959 Mucolipidosis II alpha/beta E77.0
S92 )Y 9By Pulmonary Alveolar Proteinosis ]84.01
050y sl pg )i Stiff-person syndrome G25.8
Gl e G957 Optic nerve atrophy H47.2
Lo gSd Phocomelia Q71.1
el gl p)dies Olmsted syndrome | Q82.87
el pgyice CADASIL syndrome FO1.1
LSl )lew Alexander disease | E75.27
) £95 Sl Judnally )8yl Carnitine palmitoyltransferasel | E71.34
O 90Dl 55 slyole oYM ALG1- Congenital disorder of glycosylation E77.8
Ao a-liab Glg)gs Other hereditary and idiopathic neuropathies G60.8
¢1gG L Lasye slgylen IgG4-related disease M35.9
bodg Suaglidorple Hyperchylomicronemia E78.3
Sl udgiighl sl pg i Idiopathic hypereosinophilic syndrome D47.5
YIp) p9)9e9,S Bl aydiw 1p36 deletion syndrome | Q93.51
o plegad (s pgydiu Hyaline fibromatosis syndrome M72.9
3)) O3 pgydic Yellow nail syndrome L60.5
SSas Budd-Chiari syndrome-BCS 182.0
eS| Ol gus yls Sulfite oxidase deficiency E72.1
Sabake 3)3 4y sl pue Congenital insensitivity to pain | G60.81
0l9LE )lew Canavan disease | E75.28
Aol 6B (§30y3 95 (SHUSHEN Hereditary hemorrhagic telangiectasia 178.0
Gy b porpie sla Hypermanganesemia with dystonia E83.4
245Y9-SHBS Sylaw Kugelberg-Welander syndrome G12.1
Fls bl oy dise Loeys-Dietz syndrome | Q87.41
3ol eiwsBsen can Gylow Hereditary methemoglobinemia D74.0
Dlass pg i Scimitar syndrome Q26.8
Jrolz - 35l 9d @i Schwartz-Jampel syndrome | G71.14
Coful phelld gyl Hallermann-Streiff syndrome Q87.0
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¢ g b (oo b Tibial Hemiplegia type 4 | G81.94
oSl 395 - glola Haplo-insufficiency of shox Q87.1

ol Q8- Dlgd Hlew Shoartez disease APS- 1-2 E31.0
(Gl ) 8 Jusgd UNIVENTICULAR Q20.4

S Ol JI pydiew L1CAM Q04.81

ko g uid) 5550 Panniculitis Epsompphil M79.3

AT gy Usher Syndrome | H35.54

Ay S Wieacker Wolff | G71.8

2 FAHR | G238

S s pydice Miller Fisher Syndrome | G61.01

Lo Lipedema E65

) P g 093598 Cutaneous Mastocytosis | Q82.21
e Dent disease E24.0

() 9%0,S - Jlawwg S Microcephaly-chorioretinopathy syndrome Q87.7
MSA)) g Lz G931 Multiple System Atrophy-MSA | G23.2
FGD)) $318 16655555598 39a8 Familial Glcocorticoids Definiency-FGD | E27.11
353Le g 93 9333183 Lymphangioleiomyomatosis D48.7

4B duw oy Triple A Syndrome | E27.4

KTS)) SUsb,5 JudS pydiee Klipple Trenauny Syndrome-KTS Q87.2
oo (297531 Aol Jlawg S Autosomal Recessive Primary Micocephaly Q02
$23 Gl mental retardation with or without dysmorphism NO

Olginl 3a0 3Lyl pydiw Bone Marrow Failrure Syndrome | D61.89
050 @Mas §9 s Becker muscular dystrophy G71.0

ol pydiss CHARGE syndrome | Q87.86

0oy S)lew Wolman disease | E75.51

SO gae Sittan gashd Cod 9SS b Cytophagic histiocytic panniculitis D76.3
MFM)) )3basdge Glgse Autosomal dominant distal axonal motor neuropathy-myofibrillar myopathy syndrome | G60.8.0
o899 uoSioy Pemphigus vulgaris L10.0

Jubl zlé Poliomyelitis G14

OlsS )51 Choanal Atresia Q30.0

adsl §)IsSI e hyperoxaluria type 1 | E72.53

&by o 93T hereditary angioedema T78.3

() gm) Jou) 558 Gangliosidosis-gm1 | E75.11

Sl @i Sezary syndrome C84.1

9 93l pydics Prader willi syndrome | Q87.12

Lan 6 ki Testicular feminization syndrome | E34.51
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SYal Idiopathic achalasia K22.0

1S 948 ki Creatine deficiency syndrome-CDS E72.8
J318-095,2-0)T @y iw Allan-Herndon-dudley syndrome | G31.8.0
ST (3 g5S Aplastic Anemia D60

S Sl azmple d9Aund Facioscapulohumeral muscular dystrophy | G71.03
555 po i cerebro oculo facio skeletal syndrom | Q87.1.0
Olg3uial 19 b (§)Muaudd Fibrous Dysplasia Q78.1
o9 Lupus A18.4

g SHlow Behget s disease | M35.2.0

90 ) &S iy Alopecia Areata L63.9

O oS Actinic lichen planus L43.8

SWL )lew Coeliac disease K90.0

Pl 03)98,J SHlaw Hallervorden-spatz disease-Pantothenate kinase-associated neurodegeneration | G23.02
So9)) pyiww Zellweger syndrome- Peroxisome biogenesis disorder-PBD | Q87.8.0

055w 9Suwinyle pyiew MARINESCO-SJOGREN Syndrome G11.2
AbgllawsT 0ly 1 ol GNAO1 - encephalopathy G40.4
ol il pydiw White - Sutton Syndrome NO1

£ oSuiad! Lo giilyS 939u0 Pseudomyxoma elasticume Q82.7
9w S! Jella Multiple exostiosis Q78.6
5B509,09409! - by 3908 Beta ureidoprapionase Deficiency E79.8
Llbg —gd Von-willebrand disease D68.0

Seail i Eisenmenger syndrome 127.83

S8 oyl Maffucci syndrome Q78.4

LS Wbl Ogamlaygallo Arnold-Chiari malformation typel | G95.0.0
LB (39,8 iol ) giass) 3908 Interferon Gamma receptor 1 deficiency d84.8
W OluS g Jusol dgueS Adenosyl succinyl lyase deficiency | E79.81
S)9 — AL Oguwlealle Arteriovomeous malformation | Q27.30
L) 93 glumpian Cystinuria | E72.011

b TsS HMG 59408 HMG-COA synthase deficiency E71.3

290 35S Copansl )i Smith-leings more syndrome | E78.82
Logaligie Jlygh Pleural mesothelioma C45.0

V- LY e §9Aws Lama2 muscular dystrophy | G71.09
595 Wb Slegiwn)s Papillary thryiod carcinoma C73.0
o5 ylew Glanzmann disease D69.1

2w 959 §3Mgumd Pontocerebellar hypoplasia Q06.1
Tdd)s0 Morphea L94.0
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e Jlog gl (698 Jldinvin ol Jgo85 (5ylaw Autosomal dominant tubulointerstial kidney disease Q61.5
3l yole (o bl 3T Congenital Atransferrinemia E88.0

Loya 53, 950 Erythrokeratoderma Q82.8

Ogranlgdl (L8 Autoimmune ganglionopathy | G60.80

(Yeln) ¥ ol ) giuwgd gud Adg o JBg)yg Neuronal ceroid lipofuscinosis type 2 (cln2) | E75.40
C 89,0 398 b adpe (Jubgnog s Protein c deficiency D68.2
59y pybiew Syndrome Poems D47.7

S ) S oS b Sl Bo JLgHlausTySI Megalencephalic leukoencephalopathy with subcortical cysts radiology E75.2
B9y gl wle 9 ol SO LB Sl Single ventricle heart (corrected TGR) Q24.8
Sl S Sby93S98 Familial Renal Glucosiar E74.8

Ol @i Delleman Syndrome | Q87.87

V oS A gty ot ST 50eS Deficiency Of Interleukin 1-Receptor Antagonist | D84.81
35T 9 Y9l Sofw (@90 ) guilaa! Multicentric Ostcolysis Nodulosis And Arthropathy M89.5
i Sin9) S gad S8l Atypical Hemolytic Uremic Syndrome D59.3
Solsds (5Nl Juw (2,S93l9 595 Neuroendocrine Hyperplasia Of Infancy ]84.8
JL)aiSgien 0 (uSIusS 39S Mitochondrial Complex Deficiency | E88.81

3,8 SasS gk SlogSylue Cell Sarcoma Undifferentiated Small Round | €49.21

Lo giwwdbigl 9kn Medulloblastoma C71.6

Sl Lissencephaly | LD20.1

Mol Sylew Ollier disease | Q78.41

S K g33T (S lo gy S Adenoid cystic carcinoma C53.0

B Sl gSHle Cardiac sarcoma C38.0

Lo g% Lo g0 Lymphohemangioma D18.1

Ol glb e Ovarian cancer C56.9

V- QeupleS D98 Coenzyme q10 deficiency | 5C53.22

Oedamil pydien Angelman syndrome Q93.5

RS @y Cohen syndrome | Q87.800

SoudngS i Cushing’s syndrome E24.9

o Jlad 5l89,Ske oy Macrophage activation syndrome D76.1

o) s g 95,5 Craniosynostosis Q75.0

Solole (2mw g Hereditary primary hypomagnesemia | E83.40

BLayss JUguST il Giant axonal neuropathy | G60.800

L Glasd gunt Hypophosphata | E83.30

sy aydiw ROHHAD syndrome E66.8

B g ) 999,50 Necrobiosis lipoidica L92.1

oSl @y Ipex syndrome | 4A01.21
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S maliog 4 polie (puulSgud euninbly Hypocalcaemic Vitamin D resistant rickets | E83.32
Hepydiww H syndrome | D76.30

2 0w aykias Goldenhar syndrome | Q87.04

Fog) @duas Goiuns Ullrich congenital muscular dystrophy G71.2

bewsgilag ST Achromatopsia H53.5

Jhbeold Sdgyimed (Lgung3)E Familial hypertrophic cardiomyopathy 142.2

Lo gian) 523556 cholangiocarcinoma C22.1

#9058 9053 Glomus tumor D18.0

(IS5 ) 3355 J g Cervical dystonia G24.3

o¥lled Glgse Childhood onset nemaline myopathy | G71.21

<9l oy Alport syndrome | Q87.8.2

Qolie p9) ¢l ez (pls OMyac mld Autosomal recessive progressive external ophthalmoplegia H49.4
(pesdog) §r9 12 (Skiss 94095 Essential thrombocytemia (myeloprolifrative neoplasm) D47.3
Lblawd pla Hyperphosphatasia intellectual disability | Q87.8.3

Sy 9ol O gudloyind (ads Combined oxidative phosphorylation deficiency E88.8
S e 3 Ik Sz gnt pgiid Diffuse large b cell NonHodgkin Lymphoma C83.3
W pydice Blau syndrome D89.8

PYA (2958 Tetrasomy 18p LD7Y

Lgabd Gas-lods pydins Schwachman diamond synrdome | D61.02

s Saide 0ydine Melnick needles syndrome Q77.8

£ 95 wgeagy) Leiomyosarcoma | €49.92

Gduas oudg Ly G947 Progressive muscular atrophy | G12.22

Oguubyg Dlga pydies Mowat Wilson syndrome Q43.1

Sb9 Al Oloys 4 poliie SS9 585y Idopathic steroid-resistant nephrotic syndrome N04.8
010939 £S5 leg b 93leys Dermatofibrosarcoma protuberans | €49.9.1
Seiraghos p gang il Pilocytic astrocytoma C71.9

oNalpg) Giibie Pityriasis rubra pilaris L44.0

duw £95 J9cued9S g Mucolipidosis type IIl | E77.0.1

oSy SOl yiws Fragile X syndrome Q99.2

£9S)wged Liposarcoma | €49.9.2

JLggiw Sl Synovial sarcoma | €49.9.3

885 By i Aicardi-Goutieres syndrome | G31.8.1

Olohgs 4dgl g o 9 Gy FLgllawdl Early infantile developmental and epileptic encephalopathy G40.3
OSY 9w pydiw Senior-Loken syndrome | Q61.5.1

o GMac Gg s Bethlem muscular dystrophy | Q71.0.3

pyiwdbgilud Hepatoblastoma C22.2
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O el 1
o> (60,6 Cudan Acute transverse myelitis G73.3
Sl G B gk ol Suiwdbigasd owe) Precursor B-cell acute Lymphoblastic leukemia C91.0
JLSTed gaudin (53 Vs Mandibuloacral dysplasia Q87.5
b)) Argininemia | E72.2.1
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