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No. Name of disease No. Name of disease

1 Central core disease 7 Achondroplasia

2 Gaucer ' s disease 26 Agammaglobulinemia

3 Huntington 's disease T Sickle-cell anemia

-+ Alport’s disease 28 Fanconi’s anemia

5 Tav-Sachs’™ disease 29 Spinal/bulbar muscular atrophv

6 MEILAS 30 Alphal- antitrvpsin deficiency

- ILong chain hvdroxvacvyl CoA 31 X-linked mvotubular mvopathy
dehvdrogenase deficiency
Ormmithine transcarbamilase Neuwrofibromatosis I and IT

8 | deficiency 32
Deficiency of the mitochondrial MNultiple endocrnine neoplasia type

o trifunctional protein 33 II

10 Multiple epiphvseal dvsplasia 34 Osteogenesis imperfectal and IV

11 My otomc dvstrophy 35 Falr.nilial adenomatous pol vposis

coli

12 Becker s muscular dyvstrophy 36 Rhetinitis pigmentosa

13 Duchenne’ s muscular 37 Rhesus (Rh D)
dvstrophy

14 Haemofilia A and B 38 Tuberous sclerosis

15 Epidermolysis bullosa 39 Crou=zon’s syndrome

16 Exclusion HD 40 Di George’s syndrome

17 FAP-Gardner 41 Hunter’s syndrome NMPS 11

18 Phenvlketonuna 42 ILesch-Nvhan’s syndrome

19 Cistic fibrosis 43 Marfan’s syvndrome

20 X-linked hvdrocephalus 44 Digital oro-facial-syndrome type 1

21 Incontinentia pigmenti 45 Stickler' s syndrome

>> Hyperinsulinemic 46 Fragile X syndrome
hvpoglyvcemia PHH1
Early onset Al=zheimer’s Wiskott-Aldrich svndrome

23 & 47

sease
>4 Charcot-Marie-Tooth™s disease 48 Thalassemia

1 and 2A
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LH’ON’: L eber’s her ’editauy optic neuropathy.
DERRF : Myoclonic epilepsy with rayged red fibers.
MELAS : Mitochondrial myopathy with encephalopathy ,
Lactic acidosis and stroke like episodes. & Kaerns Sayre Syndrome.
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