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GENETICS PRE-TEST


1. A single phenotype may be the result of many alleles or genetic loci
a.  Anticipation
a.  Cytogenetics
a.  Pleiotropism
a.  Genetic heterogeneity
1. Disease phenotypes that a patient present with can be different between individuals who have the same phenotype
a.  Clinical variability
b.  Genetic heterogeneity
c.  Uniparental disomy
d.  CF clinical presentation
1. Huntington's disease, spinocerebellar ataxia, fragile X syndrome
a.  Types of hemoglobinpathies
b.  Effects of CF on pancreas
c.  Examples of trinucleotide repeat disorders
d.  Gain of function mutations
1. The symptoms of a genetic disorder become apparent at an earlier age as it is passed on to the next generation
a.  Aneuploidy
b.  Imprinting
c.  Anticipation
d.  New mutation
1. More than two sets of chromosomes (eg 69 or 92 chromosomes)
a.  Dysplasia
b.  Polyploidy
c.  Trisomy
d.  Monosomy
1. Up or down regulate specific genes. Work on more than one gene and cause a "cascade" effect
a.  FGF (and receptors)
b.  DNA transcription factors
c.  Mutations in CDMP1
d.  Anticipation
1. Decreased the amount of CFTR sent to the apical membrane. Gets degraded in lysosome
a.  Novel property mutations
b.  DeltaF508 mutation
c.  New mutation
d.  Anticipation
1. Give protein a novel function. Eg sickle cell anaemia. Sickle anaemia still binds oxygen but forms polymers in low oxygen tension
a.  Anticipation
b.  Novel property mutations
c.  Gene mapping methods
d.  DeltaF508 mutation
1. Study of the chromosomal basis of disease
a.  Cytogenetics
b.  Imprinting
c.  Hedgehogs
d.  Acrocentric
1. Trisomy 21. Nondisjunction usually maternally derived, increases in frequency as maternal age increases
a.  Gorlin Syndrome
b.  Turner syndrome
c.  How CFTR is regulated
d.  Down's syndrome
1. Staining of chromosomes to yield a pattern that can be used to identify individual chromosomes
a.  Chromosome banding
b.  Monosomy
c.  Imprinting
d.  Mosaicism
1. Addition/deletion of single chromosome
a.  Anticipation
b.  Polyploidy
c.  Aneuploidy
d.  Dysplasia
1. Can give rise to rare recessive disorders. If the parent contributes two copies of a chromosome with a recessive gene, there would not be a normal copy with a dominant gene to counteract the effects of the recessive gene
a.  Examples of trinucleotide repeat disorders
b.  Effects of CF on pancreas
c.  Uniparental disomy
d.  Effects of uniparental disomy on genetic disease
1. Cause various skeletal abnormalities
a.  Mosaicism
b.  Mutations in CDMP1
c.  Turner syndrome
d.  Imprinting
1. SOX9. Expressed in the genital ridge of both males and females but us upregulated in males and downregulated in females
a.  DNA transcription factors
b.  Example of a DNA transcription factor involved in embryonic develoment
c.  Example of ornithine transcarboxymylase deficiency
d.  An example of regulative development
1. Glycoproteins that establish the polarity of limbs for the dorso/vental axis. Participate in brain, muscle, gonads and kidney development
a.  Wnts
b.  Monosomy
c.  Penetrance
d.  TGF-Bs
1. Trisomy 18. More severe than Down's
a.  Edwards syndrome
b.  Gorlin Syndrome
c.  47,XXY syndrome
d.  Turner syndrome
1. Affect axis of formation of neural plates and patterning of the limbs
a.  Trisomy
b.  Thalassemias
c.  Hedgehogs
d.  Wnts
1. XXY
Male. Breast development seen in1/3 of affected persons
a.  Kleinfelter's
b.  Linkage analysis
c.  Pleiotropism
d.  Metacentric
1. The occurrence of a novel genetic mutation
a.  New mutation
b.  DeltaF508 mutation
c.  Dysplasia
d.  Anticipation
1. How cells signal each other
a.  The four known families of signalling molecules
b.  Gene mapping methods
c.  Edwards syndrome
d.  Paracrine signalling molecules
1. Activated to open by beta-adrenergic agonist. Adenylate cyclase activates and produces cAMP. cAMP binds PKA, which phosphorylates R domain of CFTR. Activated CFTR binds at hydrolyzes ATP and opens
a.  Trisomy
b.  How CFTR is regulated
c.  New mutation
d.  Edwards syndrome
1. Result of dominant mutations in the FGTs/FGFRs
a.  Uniparental disomy
b.  Skeletal dysplasia
c.  Polyploidy
d.  B-thalassemias
1. 47,XX,+21
a.  Male mosaic for Down's syndrome
b.  Female with Down's syndrome
c.  Down's syndrome
d.  Gorlin Syndrome
1. When one parent contributes both copies of one chromosome to the offspring (the other parent does not)
a.  Expressivity
b.  Uniparental disomy
c.  Trisomy
d.  Metacentric
1. Due to nondisjunction. During meiosis II or I
a.  Monosomy
b.  Cause of aneuploidy
c.  Polyploidy
d.  Aneuploidy
1. Only one of a particular chromosome
a.  Trisomy
b.  Wnts
c.  Monosomy
d.  Polyploidy
1. Associated with ADD, hyperactivity and learning disorders
a.  Edwards syndrome
b.  Down's syndrome
c.  47,XXY syndrome
d.  Turner syndrome
1. Arranged on the DNA strand in categories "satellite DNA"
a.  Repetitive DNA
b.  Anticipation
c.  Expressivity
d.  Penetrance
1. Monozygotic twinning. Cell mass is split in half, yet both halves can still develop into complete embryos
a.  An example of regulative development
b.  Regulative development
c.  Examples of trinucleotide repeat disorders
d.  Mosaic development
1. A map of the chromosomes present in the nucleus of a single cell
a.  Trisomy 47
b.  Karyotype
c.  Trisomy
d.  Monosomy
1. Proportion of population with a given allele that actually expresses an associated phenotype
a.  Hedgehogs
b.  Penetrance
c.  Aneuploidy
d.  Pleiotropism
1. When the allele us only expressed when inherited from the mother or in some cases when inherited from the father. Results in monoallelic gene expression without alteration of the genetic sequence
a.  Wnts
b.  Imprinting
c.  Karyotype
d.  Mosaicism
1. Proteins proteins that act in bone and other formative pathways.
a.  TGF-Bs
b.  Wnts
c.  Trisomy
d.  Hedgehogs
1. Caused by a mutation on the X-chromosome, but the mother and daughter have very different phenotypes (daughter is severely affected). Due to imprintation patters
a.  Example of ornithine transcarboxymylase deficiency
b.  Effects of uniparental disomy on genetic disease
c.  An example of regulative development
d.  Examples of trinucleotide repeat disorders
1. Cause hemolytic anaemia, reduced oxygen carrying capacity and thalassemia. Eg sickle cell anaemia
a.  Hemoglobin structural variants
b.  Clinical variability
c.  Gain of function mutations
d.  DeltaF508 mutation
1. Having the centromere near the end of the chromosome, such that one arm is very long and the other is very short
a.  Acrocentric
b.  Submetacentric
c.  Metacentric
d.  Cytogenetics
1. Set of genetic disorders caused by triplet repeats in certain genes, exceeding the normal, stable threshold, which differs per gene
a.  Trinucleotide repeat disorders
b.  Examples of trinucleotide repeat disorders
c.  Uniparental disomy
d.  Regulative development
1. Causes accumulations of substrate prior to the block, and a lack of end product of the reaction
a.  Effects of CF on pancreas
b.  Types of hemoglobinpathies
c.  Results of a block in a biochemical pathway
d.  Prevalence and inheritance of CF
1. Genetic mutation in the PTC gene, which is the receptor for Shh (Hedgehog). See rib defects, cytsts of the jaw and cell carcinoma
a.  47,XXY syndrome
b.  Gorlin Syndrome
c.  Turner syndrome
d.  Edwards syndrome
1. Dispersed throughout the genome
a.  Repetitive DNA
b.  Linkage analysis
c.  Polyploidy
d.  Single Copy DNA
1. Blocks pancreatic ducts, therefore can't get secretion of digestive enzymes into the small intestine
a.  Single Copy DNA
b.  Other effects of CF
c.  Effects of CF on pancreas
d.  Types of hemoglobinpathies
1. Caused by a decrease in A-globin expression due to mutations that usually delete one of the A- genes on chromosome 16
a.  B-thalassemias
b.  Cytogenetics
c.  A-thalassemias
d.  Mosaicism
1. Three of a particular chromosome (a type of aneuploidy)
a.  Wnts
b.  TGF-Bs
c.  Trisomy 47
d.  Trisomy
1. XXX. Usually a benign phenotype, but sterility and menstrual irregularities can arise
a.  Trisomy 47
b.  Trisomy
c.  Dysplasia
d.  Wnts
1. Maps genes by examining the frequency of recombination between two genes (closer = recombine together)
a.  Penetrance
b.  Linkage analysis
c.  Metacentric
d.  Uniparental disomy
1. Multiple enzymes require the same co-factor or subunit to fulfill their roles
a.  Effects of CF on pancreas
b.  How single gene defect can cause loss of multiple enzyme activies
c.  Example of ornithine transcarboxymylase deficiency
d.  Implications of reduced functionality of chloride channel
1. Fancy word for abnormal development
a.  Polyploidy
b.  Thalassemias
c.  Dysplasia
d.  Mosaicism
1. Cell fats are already determined. Since cells already specialized, removal of one embryonic structure cannot be compensated for by other cells
a.  Single Copy DNA
b.  Mosaicism
c.  Mosaic development
d.  Gorlin Syndrome
1. Leads to decreased Ci- in lumen. Therefore decreased H2O in lumen and have problems with mucous formation, GI secretions and ducts and passageways
a.  Hemoglobin structural variants
b.  Implications of reduced functionality of chloride channel
c.  Effects of uniparental disomy on genetic disease
d.  Gain of function mutations
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