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Abstract: This study presents the prevalence, relative frequency, and analysis of genetic diseases/malforma-
tions in 73260 individuals. Cases included were ascertained from: Pediatric outpatient clinics of two govern-
mental hospitals and two primary health care centers (PHCCs) in Giza Governorate; Neonatal intensive care
unit (NICU) in the selected hospitals and Outpatients Human Genetics Clinics (NRC). 62 819 persons visited
the outpatients clinics of selected hospitals and PHCCs in Giza governorate. Out of these persons 731 cases
(1.16 %) proved to have known genetic disorders or malformations. 7755 neonates were delivered in the
selected hospitals. Out of these neonates 666 newborns entered NICU and 3 % (20 neonates) of them had
genetic or congenital disorders. Also, 2686 patients were ascertained from the Human Genetics Clinics, NRC.
The overall parental consanguinity rate among the 3417 diagnosed cases was 55 %, ranging from 29.5–75 %.
The study showed a high prevalence of genetic/malformation disorders among Egyptians, with frequencies
comparable to other Arab populations (Tab. 4, Ref. 25). Full Text (Free, PDF) www.bmj.sk.
Key words: genetic disorders, classification, frequency, consanguinity, Egyptians.
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Number of cases   
that attended the 
selected hospitals 
and PHCCs 

Number of cases 
with suspected 
genetic disorders  

Number of cases 
with proved genetic 
disorders 
 

 
Hospital 1  
(Bolak El-Dakrour) 

 
37009 

 
729 

 
408 

 
Hospital 2 �
(Imbaba) 

 
13626 

 
174 

 
92 

 
PHCC 1 
(El-Talbia) 

 
4767 

 
166 

 
96 

 
PHCC 2  
(El-Giza)  

 
7417 

 
226 

 
135 

Total  &  Percentage 62819 
 

1295 
(2.06 %) 

731 
(1.16 %) 
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Number of patients who 
proved to have genetic 
disorders/ malformations 

 

 
Referral Place 

 

Number of patients with 
suspected genetic disorders/ 
malformations that were 
referred to the Human Genetics 
Clinics, NRC Number % 

 
1) Physicians, Self-referral, 
Universities, & Hospitals  
 

 
2686 

 
2686 

 
100 

 
Out-Patient 
Clinics 
 

 
1275 

 

 
711 

 
55.8 

 
 2) Selected 
Hospitals & 
Primary 
Health Care 
centers  
(PHCCs) 

Neonates in 
ICU with  
genetic or 
congenital 
disorders 

 
20 
 

 
20 

 
100 

 
Total   

 
3981 

 

 
3417 

 
85.8 
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Consan- 
guinity 

Proband 
 

 
Diagnosis 

No. of 
Cases 

+ve  
NO & % 

-ve Couple Male Female 

No. & % of 
similarly 
affected 
family 

member(s) 
1- Genetic 
Syndromes 

283 143 
 

50.5% 

140 - 153 130 82 
 

28% 
Known Dysmorphic 
Syndromes 

196 112 
(57%) 

84 - 108 88 54 

Multiple Congenital 
Anomalies not part of 
known syndromes 

87 31 56 - 46 41 28 

2- Neurologic 
Disorders 

324 224 
 

69.1% 

100 4 163 157 120 
 

37% 
Developmental Brain 
Defects 

139 102 37 - 75 64 43 

Degenerative Brain 
Disorders 

36 24 12 - 16 20 23 

Ataxia / 
abnormal movements 

20 17 3 - 8 12 8 

Isolated 
Microcephaly 

63 44 19 - 35 28 20 

Neural Tube Defects 30 16 14 4 11 15 11 

Epilepsies 36 21 15 - 18 18 11 

3-  Neuromuscular 
Disorders 

196 100 
 

51% 

96 1 142 53 76 
 

38% 
Congenital Muscular 
Dystrophies 

21 15 6 - 14 7 8 

Congenital 
Myopathies 

20 11 9 - 13 7 7 

Duchenne Muscular 
Dystrophy  

78 33 45 - 77 1 30 

Hereditary Motor & 
Sensory Neuropathies 

8 6 2 - 6 2 5 

Muscular Dystrophy 
(Limb-Girdle ) 

12 8 4 - 6 6 5 

Spinal Muscular 
Atrophy 

56 27 29 1 26 29 21 

Myasthenia Gravis 1 - 1 - - 1 - 
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Consan- 
guinity 

Proband 
 

 
Diagnosis 
 
 
 

No. of 
Cases 

+ ve 
NO & % 

- ve Couple Male Female 

No. & % of 
similarly 
affected 
family 

member(s) 

4-  Mental and 
Behavioral 
Disorders  

276 135 
 

48.9% 

141 - 170 106 90 
 

32% 

Attention Deficit 
Hyperacivity 
Disease  

25 13 12 - 17 8 8 

Autism 
 

16 6 13 - 14 5 6 

Fragile X Syndrome 
 

19 6 10 - 16 - 7 

Idiopathic Mental 
Retardation  

138 77 61 - 71 67 45 

Learning Disability  
 

28 8 20 - 20 8 3 

Speech Defects  50 24 26 - 33 17 21 

5- Cardiovascular 
Disorders 
 

40 18 
 

45% 

22 - 23 17 12 
 

30% 
6- Endocrinal 
Disorders 

169 86 
 

50.9% 

83 - 86 83 21 
 

12% 
Diabetes Mellitus & 
Insipidus 

4 2 2 - 1 3 3 

Abnormal  Sexual 
Differentiation 
 - Female pseudoherma 
- Male pseudoherma 
- Hypogonadism & 
genital anomalies 

 
 

32 
47 
86 

 
 

16 
22 
40 

 
 

16 
25 
46 

 
 
- 
- 
- 

 
 
- 

47 
51 

 
 

32 
- 

36 

 
 
2 
7 
9 

7- Renal Disorders 16 7 
 

43.75% 

5 - 9 7 5 
 

31% 
8- Skeletal 
Disorders 

168 85 
 

50.6% 

83 - 83 85 40 
 

23% 
Chondrodysplasias 64 26 38 - 39 25 20 

Disorders of Bone 
Density  

39 17 22 - 15 24 10 

Limb anomalies 
 

45 22 23 - 29 16 10 
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Consan- 
guinity 

Proband 
 

 
Diagnosis 
 
 
 

No. of 
Cases 

+ ve 
NO & % 

- ve Couple Male Female 

No. & % of 
similarly 
affected 
family 

member(s) 

9- Growth 
Disorders 
 

279 130 
 

46.6% 

149 - 115 164 63 
 

22% 
Growth Retardation 
 

57 31 26 - 31 26 14 

Short Stature 
(non-specific)  

197 89 108 - 65 132 41 

Obesity 25 10 15 - 19 6 8 

10- Hematologic 
Disorders 

54 37 
 

68.5% 

17 - 34 20 15 
 

27% 
Hemoglobinopathies 
& Thalassemias 

15 8 7 - 10 5 5 

Hemophilias & other 
disorders of 
hemostasis 

2 1 1 - 2 - - 

Hereditary RBC 
Disorders  

2 2 - - 2 - 2 

Fanconi Anemia 27 22 5 - 14 13 6 

Leukemias / 
aplastic anemia 

8 4 4 - 6 2 2 

11- Dermatologic 
Disorders 

38 27 
 

71.1% 

11 1 18 19 19 
 

50% 
12- Ophthalmologic 
Disorders 

53 37 
 

69.8% 

16 1 35 17 24 
 

45% 
13- Deafness 52 39 

75% 
13 - 28 24 23 

44% 
14- Primary 
Infertility with 
normal Karyotype 

80 24 
 

30% 

56 1 32 47 17 
 

21% 
Primary  Female 
Infertility 

48 13 35 1 - 47 10 

Primary  Male 
Infertility 

32 11 21 - 32 - 6 
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Consan- 
Guinity 

Proband 
 

 
Diagnosis 
 
 
 

No. of 
Cases 

+ ve 
NO & % 

- ve Couple Male Female 

No. & % of 
similarly 
affected 
family 

member(s) 

15- Chromosomal 
Disorders 
 

319 94 
 

29.5% 

225 
 
 

1 149 169 38 
 

11% 
Sex  Chromosome abn. 
- Numerical 
- Structural 

 
48 
- 

 
18 
- 

 
30 
- 

 
- 
- 

 
19 
- 

 
29 
- 

 
5 
- 

Autosomal  Chromosome 
abn. 
- Numerical 
- Structural 

 
 

253 
18 

 
 

67 
9 

 
 

186 
9 

 
 
- 
1 

 
 

121 
8 

 
 

132 
9 

 
 

30 
3 

16- Inherited 
Metabolic Disorders 
 

180 131 
 

72.8% 

49 - 108 72 73 
 

40% 
17- Environmental 
Etiology  

90 41 
 

45.5% 

49 - 45 45 6 
 

6% 
  Prenatal 12 6 6 - 6 6 3 

  Natal 29 15 14 - 12 17 1 

  Postnatal 49 20 29 - 27 22 1 

18- Genetic 
Counseling  

581 432 
 

74.3% 

149 473 19 89 192 
 

33% 
Premaital/ 
Preconception 

222 175 47 207 7 8 90 

Previous child with 
query genetic 
disorder 

138 100 38 97 8 33 47 

Repeated Abortions 103 59 44 79 - 24 24 

Repeated IUFD/ 
 SB / Infant deaths 

118 98 20 90 4 24 31 

Unclassifiable * 219  118 
 

101 10 114 95 32   

 Total 3417 1912 
 

55.9% 

1505 492 1527 1398 947 
 

27.7% 
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