
[image: image1.jpg]16. Autosomal recessive An autosomal recessive trait, or inheritance pattern,
is one which occurs on one of the chromosomes which do not determine gender,
and is recessive because it takes two altered copies of the gene to cause the trait or
chargcteristics to be inherited and manifested, regardless of sex .
17.Autosome Any of the non-sex-determining chromosome. Human cells have
22 pairs of autosomes
18. Birth Defect An abnormality of structure, function, or body metabolism
which often results in a physical or mental handicap. It may be inherited (genetic)
or environmental,
19. €S A genetic disease of the liver in which the body takes in
100 much iron from food. Also called "hemocromatosis."
20.Carrier A person who has one normal gene and one mutated gene coding for
arecessively inherited disease, or a person with a balanced chromosomal
rearrangement; in either case a carrier has a normal phenotype (appearance and
functions) -- a carrier of a gene for a recessive disease does not usually develop
disease but can pass the mutated gene on to their children. .
21.Carrier testing Testing to identify individuals who carry mutated disease-
causing recessive genes that could be inherited by their children. Carrier testing is
designed for healthy people who have no symptoms of disease, but who are
known to be at high risk because of family history.

. 7 A facial anomaly characterized by a small, flattened nose with
gmmmmmmmwm closely set eyes.
23. Ceml!ha!x A facial anomaly characterized by a small, flattened nose
with a single nostril situated below incomplete or underdeveloped closely set
eyes.
24. Chrom, bnormalities These can be cither structural or numerical.
Structural abnormalities include translocations, deletions or insertions,
duplications and amplifications. Numerical abnormalities are either a gain or loss
of Codominant . Alleles are codominant if each is expressed independent of the
presence of the other. Example: AB blood type.

2% Coggenit_al Inborn; Present at birth, cause unspecified, but occuring during
prenatal development; may or may not have a genetic cause.

28, Congenital Defects Problems or conditions that are present at birth.

29, Consanguinity Genetic relationship. Consanguineous individuals have at
least one common ancestor in the preceding few generations

30. Crossing Over A phenomenon, also known as recombination, that
sometimes occurs during the formation of sperm and egg cells (meiosis); a pair of
chromosomes (one from the mother and the other from the father) break and trade
segments with one another




[image: image2.jpg]31. Cytogeneticist One who studies human chromosomes and their
abnormalities.
32. Deletion The loss of a segment of the genetic material from a chromosome.
33. Deletion Mutation A mutation in which one or more (sequential)
nucleotides is lost by the genome. If the number lost is not divisible by 3 and is in
a coding region, the result is a frameshift mutation
33. Diploid The number of chromosomes normally present in a somatic cell. In
humans there are 46 chromosomes in a somatic cell. This is twice the number of
chromosomes present in a haploid (23 chromosomes) gamete.
4. DNA leic Acid) (DEE-0x-y-RYE-bo-nu-KLAY-ik ASS-id
The substance of heredity; It is the biochemical molecule of which chromosomes
and genes are composed. It is the primary genetic material of all cells which tells
the cells what to do and when to do it. It contains all the information necessary for
any organism to develop and function. It is the blueprint for all of the structures
and functions of a living being. It holds the coded genetic instructions each person
inherits from his or her parents. As coding sequences, it determines the function
of a gene —for instance the synthesis of a protein and the amino acid sequence of
the protein. It is found in all plant and animal cells and carries the genetic
information that cells need to replicate (make copies of itself) and to produce
proteins and regulate enzyme production
35. Dominant Gene A gene (allele) that almost always results in a specific
characteristic, for example, a disease, even though the parent's genome possesses
only one copy. In a dominant disorder only one mutant allele need be present as it
covers up, or masks, the normal allele. Whith a dominant gene, the chance of
passing on the gene (and therefore the disease) to children is 50-50 in each
pregnancy.
36. Down Syndrome A congenital disease caused by an extra copy of
chromosome 21 (trisomy 21).

7. Duchenne Muscular Dystroph: An x-linked hereditary disease
characterized by the absence of a protein known as dystrophin which causes
degeneration and necrosis of skeletal muscle fibres. The incidence of this disorder
is about 1 in 3500 male births and of these a third are estimated to be new
mutational events.

: ydenomatous sis An inherited condition in which
hundreds of potentially cancerous polyps develop in the colon and rectum.

39. Gamette An ovum (egg) or spefm.

40. Gene The fundamental unit of heredity, it is a working subunit of DNA. DNA is a
substance that tells cells what to do and when to do it. A gene is the position on a
chromosome (strand of DNA) where a specific DNA sequence, or allele, resides in the
cells and mitochondria. It is a specific, unique stretch of DNA sequence that codes for
single characteristic or component of physical development and function. It contains the
code for a specific product, typically, a protein such as an enzyme. Examples: ABO
blood group gene, Rh blood group gene

41. Gene amplification Increase in the normal copy number of a gene.
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43. Gene expression The process by which a gene's coded information is translated
into the structures present and operating in the cell (either proteins or RNAs).
44. Gene mapping Determining the relative positions of genes on a chromosome and
the distance between them
45. Gene markers Landmarks for a target gene, either detectable traits that are
inherited along with the gene, or distinctive segments of DNA.
46.Gene testing Examining a sample of blood or other body fluid or tissue for
biochemical, chromosomal, or genetic markers that indicate the presence or absence of
genetic disease
47.Gene therapy Treating disease by replacing, manipulating, or supplementing a
specific gene that is not working properly.
48.Genetic Relating to genes and heredity.

49.Genetic counseling The educational process that helps individuals, couples, or
families to understand genetic information and issues that may have an impact on them.
It helps them comprehend the diagnosis, prognosis, recurrence risks and reproductive
choices and to make the best possible adjustment to the condition.
50.Genetic Counsellor A medical professional (not a physician) specializing in
working with patients and families with genetically inherited conditions, like VHL.
Genetic counseling may include a discussion and analysis of your family tree and some
testing procedures.
51.Genetic linkage maps DNA maps that assign relative chromosomal locations to
genetic landmarksNeither genes for known traits or distinctive sequences of DNA - on
the basis of how frequently they are inherited together. (See Physical maps.)
52.Geneticist A geneticist is a scientist specializing in the study of genes and the way
they influence our health and in treatment of genetic disorders.
53.Genetics The scientific study of heredity: how particular qualities or traits are
transmitted from parents to offspring
54.Genome maps Charts that indicate the ordered arrangement of the genes or other
DNA markers within the chromosomes.
gg_mgﬁmmj_m specific pair of alleles (copies of the gene) that an
individual possesses at a given gene locus or site (two copies of each gene). One of these
alleles (copies) is inherited from the mother, the other from the father. Also, the genetic
composition of an organism or individual, as distinct from phenotype - that is, the
physical characteristics into which genes are translated.
In karyotyping, the genotype is desigpated 46, XX for normal females and 46, XY for
normal males. (46 refers to the total number of chromosomes: one pair of each
chromosome numbers 1 through 22 plus a pair of sex chromosomes, X and Y).
56.Haploid The normal number of chromosomes present in an egg or sperm. In
humans, the haploid number of chromosomes is 23.

57.Heredity The passing of a trait such as color of the eyes from parent to child. A

person "inherits" these traits through the genes.
58.Hereditary Transmitted or capable of being transmitted genetically from parent to
offspring




[image: image4.jpg]S2.Hereditary mutation A gene change in the body's reproductive cells (egg or
sperm) that becomes incorporated in thDNA of every cell in the body; also called

germline mutation

60.Heterogeneity The phenomenon by which a certain phenotype (or clinical feature)
can be produced by different genetic mechanisms.

61.Heterozygote An individual who has two different alleles at a given locus on a pair
of homologous chromosomes.

62.Homologous Chromosomes A pair of chromosomes, one from each parent,
carrying genes for the same traits, in the same order. In a karyotype, the members of a
homologous pair look alike (e.g., a pair of 1s, 2s, etc.).

63.Homozygote An individual who has two identical alleles at a given locus on a pair
of homologous chromosomes.

64.Homozygous identical alleles from the individuals who have had children with
relatives (see alleles)

65.Human gene therapy Insertion of normal DNA directly into cells to correct a
genetic defect.

66.Human Genome The complete set of human genes - approximately 100,000 total -
which together contain information covering every aspect of human physical
development and function.

67.Human Genome Project An international research effort begun in 1990, (led in
the United States by the National Institutes of Health and the Department of Energy). It
aims to identify, map and sequence all of the estimated 100,000 human genes by the year
2003, producing a vast database of human genetic information.

68.Huntington's disease n adult-onset disease characterized by progressive mental
and physical deterioration; it is caused by an inherited dominant gene mutation
69.Karyotype The chromosome complement of an individual arranged in a standard
order from large to small. (Numbering the largest chromosome 1, and so on with
chromosome 22 the shortest)

70.Karvotyping (standard) A visual display of all chromosomes present in a cell,
usually by arrangement in matched pairs. Used to detect structural and numerical
abnormalities in chromosomes.

71.Klinefelter Syndrome A genetic abnormality that is caused by an extra X
chromosome in a male, and is typically identified as 47, XXY.

72.Locus Position or location of a gene on a chromosome.

73.Meiosis A special type of cell division that occurs when mature eggs and sperm are
formed. Through the process of meiosis the number of chromosomes present in a cell is
decreased by half. In humans the diploid number of chromosomes is 46. This is decreasec
to 23 during meiosis

74.Mendelain Inheritance Theory which explains the transmission of certain traits
from one generation to the next

75.Mitosis The division process that occurs in somatic cells resulting in the formation
of two cells, each with the same number of chromosomes that were present in the original
parent cell

76.Mongoloid Resembling a person of the mongolian race, as in Down Syndrome.
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78.Monozygotic twinning single egg twinning (identical twins)

79.Muscular Dystrophy (MD) A group of genetic degenerative myopathies
characterized by weakness and muscle atrophy without nervous system involvement. The
three main types are pseudohypertrophic (Duchenne, Becker), limb-girdle, and
facioscapulohumeral.

80.Pedigree A multigenerational family tree using symbols to denote lineage and
genetic information.

81.Phenotype (or genotype) the complete observable characteristics of an individual
determined by a pair of genes at a given locus.

The clinical appearance of a specific genotype, for example the set of VHL symptoms
one person may have. The same genotype may be expressed differently from one
individual to the next due to differences in other genes, or in the environment.
82.Polydactyly Having more than five fingers on a hand or five toes on a foot;
postaxial (on the inner or ulnar side), or preaxial (on the outer or radial side)..
83.Polygenic disorders Genetic disorders resulting from the combined action of
alleles of more than one gene (¢.g., heart disease, diabetes, and some cancers). Although
such disorders are inherited, they depend on the simultaneous presence of several alleles;
thus the hereditary patterns are usually more complex than those of single- gene
disorders. Compare single-gene disorders.

84.Recessive A gene that is phenotypically manifest in the homozygous state but is
masked in the presence of a dominant allele.

85.Recessive allele A gene that is only expressed clinically in the homozygous state,
when its counterpart allele on the matching chromosome is also recessive (not dominant
Autosomal recessive disorders develop in persons who receive two copies of the mutant
gene, one from each parent who is a carrier. Both genes at a given locus must be
abnormal to manifest the disorder.(See Dominant allele.)

86.Recombination Crossing over. A phenomenon, also known as recombination, that
sometimes occurs during the formation of sperm and egg cells (meiosis); a pair of
chromosomes (one from the mother and the other from the father) break and trade
segments with one another

87.RNA a chemical similar to DNA. The several classes of RNA molecules play
important roles in protein synthesis and other cell activities.

88.Sex chromosomes The chromosomes that determine the sex of an organism.
Human females have two X chromosomes; males have one X and one Y.

89.Sex determination The mechsnism in a given species by which sex is determined
in many species sex is determined at fertilization by the nature of the sperm that fertilize:
the egg.

90.SEX LINKED TRAIT trait that is carried on the X chromosome. Ex color
blindness or hemophilia

91.Sex limited trait trait whose phenotypic expression is determined based on ones
oender ex baldness




[image: image6.jpg]2Z.50matic celis All body cells except the reproduciive celis (the egg,or ovum, and e
sperm).

93.Somatic mutation A mutation occurring in any cell that is not destined to become
a germ cell; if the mutant cell continues to divide, the individual will come to contain a
patch of tissue of genotype different from the cells of the rest of the body.

94.Trait A distinguishing characteristic.

95.Transcription The process of copying information from DNA into new strands of
messenger RNA (mRNA). The mRNA then carries this information to the cytoplasm,
96.Translation The process of turning instructions from mRNA, base by base, into
chains of amino acids that then fold into proteins. This process takes place in the
cytoplasm, on structures called ribosomes.

97.Translocation A rearrangement occurring when a piece of one chromosome is
broken off and joined to another chromosome. An individual with a balanced
translocation has the normal amount of chromosomal material. A person with an
unbalanced translocation will have a loss or gain of chromosomal material.

98.Triple Screen' Test Also referred to as a "Multiple Markers Screen". A prenatal
diagnostic test for fetal abnormalities performed between the 16th and 18th week of
pregnancy. The test measures the levels of three substances circulating in the mother’s
blood: alpha-fetoprotein (AFP), human chorionic gonadotrophin (hCG) and unconjugated
oestriol (uE3). Changes in the levels of these three substances are associated with the
presence of Down syndrome or other fetal disorders.

99.Trisomy Having three homologous chromosomes instead of the usual pair within a
cell nucleus (e.g., trisomy 21).

100.Trisomy 13 Caused by an extra copy of chromosome 13, which results in multiple
internal and external physical defects and severe mental retardation.

101.Trisomy 18 A congenital disease caused by an extra copy of chromosome 18.
Infants with trisomy 18 rarely survive past six months of age due to multiple internal and
external physical defects.

102.Turner Syndrome A congenital condition in females designated by a 45,.X
genotype. Turner syndrome is a genetic abnormality caused by the complete or partial
absence of one of the two X sex chromosomes found.

103.X chromosome A sex chromosome; normal females carry two X chromosomes,
and normal males carry one X and one Y chromosome.

104.X-LINKED A gene located on the X chromosome (formetly known as sex-linked
105.XYY syndrome Genetic condition in males with extra Y chromosome (in 1 in 1000
male births). Symptoms: tall stature (over 6'), may including sterility, developmental
delay, learning problems. 58

106.Y chromosome A sex chromoSome; normal males carry one Y and one X
chromosome .





