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Let"s get married . Our babies will be
as beautiful as me and as intelligent as
you. ..

If they are as ugly as me and
as foolish as you, how, . .7
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1900 - Carl Correns, Hugo deVries, and
Erich von Tschermak rediscover and

confirm Mendel's laws

(a) Gregor Mendel (b) Carl Correns {c) Hugo de Vries (d) Eric von Tschermalk
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- Chromosome theory

* 1902, Walter Sutton,

Theodor Boveri

e Parallel between the
behavior of Mendel’s
‘factors’ and behavior of

the chromosomes
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_Pedigree analysis
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* Cannot do human breeding experiments
* Family tree + phenotype analysis
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Symptoms of cystic fibrosis

R el

Salty sweat due to
altered salt secretion
in sweat ducts

BT

Mucus-clogged
airways [E#zE

Problems with
digestion due
to clogged
duct from
pancreas

Pancreas

*EE
Infertilty in e
males due _
to clogged e Testis
sex ducts

2 30 1 BrockadDale - Thanmed) Lanming

Cell lining ducts
of the body
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AAT deficiency
O




&7 A g = 5 (Sicklecell anemia)
—
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ADA deficiency
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The ADA geneislocated on thelong (q) arm of chromosome 20 at position 13.12



Maple Syrup Urine Disease (ﬁﬁﬁi:ﬁ;)
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Familial hypercholesterolemia » FHC
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Huntington’s disease
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Duchenne muscular dystrophy
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Hemophilia
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Colorblind
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Tay-Sachs disease
O
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Tay-Sachs disease Discovered By Waren Tay
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Thalassemia
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Downs syndrome
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47 XXY
(KLINEFELTER'S SYNDROME)
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Klinefelter Syndrome
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Karyotype From a Female With Tufner syndrome (45.X)
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(Russell 1994)

Albinism is due to a mutation of the melanin
pigment gene. A one base substitution results

in only 1 amino acid being in error.
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Single nucleotide polymorphisms
Pronounced " snip"
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