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Public “debate” and genomics in North Africa
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Prenatal diagnosis and IVF in North Africa

 IVF available (Public/Private sectors)
 Prenatal diagnosis available (Public/Private)
 Cultural and religious acceptability: allowed anytime 

during pregnancy but more easily accepted if <12 
weeks.
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Pre-implantation Genetic Diagnosis in North 
Africa

Available in the private sector for a limited set of diseases
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Geographic distribution of mitochondrial
haplogroups in the Mediterranean

Kéfi-Ben Atig R. et al. Unpublished data7
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Consanguineous marriages in MENA region

If we have beauty, intelligence and wealth in the family, 
why look outside? …….
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Pedigree of a family affected by achromatopsia
mental impairment and/or myopathy
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In Tunisia In OMIM

Distribution of genetic diseases by the mode of inheritance
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Genetic diseases in Tunisia: > 400
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Number of Rare Diseases in Tunisia according 
to the number of patients/disease
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Romdhane L, Mezzi N, Abdelhak S unpublished data
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Will the GM individual have no (other) (genetic) disease?

 Neo-mutation? Mosaicism? Co-occurrence of 2+ diseases? 
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Do we really know that much about 
genetic diseases?
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Cumulative Runs of Homozygosity (cROH) in Europe 
and in different Southern Mediterranean country
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“Unaffected” homozygous carriers: individuals in a family 
screened positive for a deleterious recessive mutation: 
- Fanconi anemia (FANCA mutated siblings screened for bone 

marrow transplant).
- Niemann-Pick disease type B (homozygous mothers)
- Primary hyperoxaluria
- Gaucher disease
- Hypogonadotropic hypogonadism (transient fertility/infertility)
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Unanticipated findings in “routine” mutational  screening: 
non penetrant homozygous individuals

Charfeddine C. et al.
unpublished data
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Are we sure to target the right gene? 
variant? 
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Molecular investigation (WES) of a consanguineous 
family with Sudden Cardiac Death (SCD)
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Variant Phénotype
Score-

CADD

OBSCN : 

p.Arg6855Ser
CMH|CMD 35

DSC2 : 

p.Ser868Phe
CAVD 31

VCL : p.Leu682Phe CMH15|CMD 23.3

RBM20 : 

p.Ser455Leu
CMD 23.3

RYR2 : 

p.Asp1220Glu
TVPC|CAVD 23.2

AKAP9 : 

p.Arg1609Lys
LQT11 22.8

CACNA1C :

p.Gly1795Arg
LQT8| Sd. Timothy 17.26

Jaouadi H et al.
Unpublished data 
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A “new” gene and a “new” phenotype?
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PND, disease phenotypes and 
socio-economic considerations
 What could be considered as an “acceptable” or 

“non acceptable” disease?
 Parents of children with PKU requesting PND
 Patients/parents/family resilience.
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Capable to take the risk?

Designer Baby Cartoon By Bryant Arnold Published: May 7, 2017
Posted in: Conceptual Artwork, Digital Painting, Editorial Cartoon -World News,
Modbook Artwork, Pen and Ink Cartoons
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