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Services

2 Genetics Counseling

2 Diagnostic molecular methods

2 Cytogenetic molecular methods




Techniques

» Karyotyping
» PCR/Sanger Sequencing

» Deletion/Duplication Analysis

MLPA
CGH-array

» Microsatellite instability

» Next-Gen Sequencing




Karyotyping

» Investigating the number and
structure of chromosomes

Human male
G-bands
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PCR and Sanger sequencing
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Denaturation and Hybridization
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Ligation and Digestion
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Whole exome sequencing (NGS)
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Diagnosis

» Prenatal testing and prenatal expectations

» Prenatal testing

» in vitro fertilisation, via preimplantation genetic diagnosis

» Chorionic villus sampling

» amniocentesis



https://en.wikipedia.org/wiki/Prenatal_testing
https://en.wikipedia.org/wiki/In_vitro_fertilisation
https://en.wikipedia.org/wiki/Preimplantation_genetic_diagnosis
https://en.wikipedia.org/wiki/Chorionic_villus_sampling
https://en.wikipedia.org/wiki/Amniocentesis
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Examples of Metabolic Disorders Diagnosed by
Enzyme Assay or DNA Analysis in Chorionic Villi
or Cultured Amniotic Fluid Cells

Amino acid and organic acid disorders
Phenylketonuria

Homocystinuria

Maple syrup urine disease
Methylmalonic acidemia

Propionic acidemia

Carbohydrate disorders
Galactosemia
Glycogen storage diseases, types I1, 111, IV

Cholesterol and steroid metabolism disorders

Smith-Lemli-Opitz syndrome
X-linked ichthyosis

Lysosomal disorders
Hurler syndrome
Krabbe disease
Niemann-Pick disease
Tay-Sachs disease

Metal metabolism disorders
Menkes syndrome

Peroxisomal disorders
Chondrodysplasia punctata
Zellweger syndrome

X-linked adrenoleukodystrophy

Purine and pyrimidine disorders
Adenosine deaminase deficiency
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