


Human origins

HUMAN CLASSIFICATION

Humans are classified as primates (see below), because they

show primate characteristics:

* grasping limbs, with long fingers and a separated
opposable thumb

* mobile arms, with shoulder joints allowing movement in
three planes and the bones of the shoulder girdle allowing
weight to be transferred via the arms

* stereoscopic vision, with forward facing eyes on a flattened
face, giving overlapping fields of view

¢ skull modified for upright posture

These characteristics are sometimes described as adaptations

for tree life, though many other tree-living mammals do not

show them.

Human classification

Kingdom Animalia
Phylum Chordata
Class Mammalia
Order Primate
Family Hominidae
Genus Homo
Species sapiens
Subspecies sapiens

NEOTENY
Neoteny is keeping juvenile characteristics as an adult. Adult
humans show similarities in appearance to baby apes (below),

with flat faces, large brain to body size ratio, upright heads . inc
and little body hair. This suggests that human evolution from ' Ot
an ape ancestor might have involved a slowing down of (rig
development, with a long childhood, delayed puberty and fo
retention of juvenile characteristics in adulthood. we
haby .. adult
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" Bipedalism is walking on two legs. Even the oldest fossils,

SEARCHING FOR THE EARLIEST
HUMAN ANCESTORS

The question of where the earliest hominid ancestors lived
has still not been answered with certainty. The closest existing
relatives of humans are chimpanzees and gorillas from Africa
and orang-utans of South East Asia. Research into the
differences between these primates in the amino acid
sequences of their proteins, including hemoglobin, myoglobin
and fibrinogen shows that humans are more closely related to
chimpanzees and gorillas than orang-utans. The oldest human
ancestors therefore probably lived in Africa.

Mitochondrial DNA from humans and related primates has
been sequenced. The differences in base sequence have been
used to construct a hypothetical phylogeny (shown below).
The data confirms that humans are closer to African apes than
Asian ones and therefore supports the theory that human
ancestors split from the ancestors of chimps and gorillas in
Africa. The data also allows approximate dating of the splits
between African and other humans ~ 140000 ago and the
split between Europeans and Japanese - 70 000 years ago.
The conclusion for this and other studies is that the ancestors
of modern humans migrated out of Africa less than half a
million years ago. Other fossil hominids found out of Africa
must have been the result earlier migrations and modern
hominids are not descended from these hominids.

Phylogenetic tree for humans and closely related apes
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BIPEDALISM

of Australopithecus afarensis, show at least partial bipedalism,

so it was a very early development in human evolution.

The change to bipedalism involved many adaptations.

* The foramen magnum, a hole in the skull through which
the spinal cord and brain connect, moved forwards.
This allows the head to balance on the backbone. =

* The arms became shorter and less powerful.

* The legs became longer and stronger.

* The knee chanped to allow the leg to straighten fully.

¢ The foot became more rigid, with a longer heel, shorter
toes and a non-opposable big toe.

There are many consequences of bipedalism. Collecting food =<

from bushes is easier and also walking long distances while

carrying food, water, infants, tools or weapons. It makes tree
climbing more difficult.

INCREASED BRAIN SIZE . 3
The brains of early hominids (Australopithecus) were only HOI
slightly larger in relation to body size than the brains of apes:;# i
The brains of later hominids (Homo) were larger (below). T
was due to continued rapid brain growth after birth. In apes il
and earlier hominids brain growth slows after birth. There are S
many consequences of increased brain size. Capacities for 3
learning, complex thought and memory are increased.
Language and more complex tool manufacture and use are
possible. However. the larger brains take longer to develop
and more energy 10 use.

Brain sizes of Homo and Australopithecus
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TRENDS IN HOMINID FOSSILS
Many hominid fossils have been found, dated and assigned

to a species. These fossils show evolutionary trends, including
increasing adaptation to bipedalism and increasing brain size.
Other trends and dates of emergence are shown in the figure
(right). Australopithecus and Homo habilis fossils were all
found in Southern or Eastern Africa. Homo erectus fossils
were found in Eastern Africa, but also in Asia, indicating that
there was migration out of Africa. Homo neanderthalensis
fossils were found in Europe and Homo sapicns in many parts
of the world indicating further migrations.

EVOLUTIONARY RELATIONSHIPS
BETWEEN HOMINIDS

There are many gaps in the hominid fossil record and so it
is far from clear how species of hominid evolved. Three
hypotheses for the origin of Homo are shown below.

Hypotheses for human origins
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ECOLOGICAL CHANGES AND
HOMINID ORIGINS

Five million years ago Africa became drier. 1Dense forest was
replaced by thinner woodland with clearings. This may have
prompted the evolution of bipedalism, although the earliest
hominids probably still lived partly in trees. The powerful jaws
and teeth of Australopithecus indicate a mainly vegetarian
diet. About 2.5 million years ago Africa became much cooler
and drier. Savannah grassland replaced forest. This change of
habitat may have prompted the evolution of the first species
of Homo, with the development of increasingly sophisticated
tools and a change to a diet that included mcat obtained by
hunting and killing large animals. Homo erectus and later
species developed the use of fire and were able to colonise=
colder areas and survive during ice ages.

CULTURAL EVOLUTION

The large brains of Homo sapiens and other species of Homo
allow much to be learned, both during the long period of
childhood and during adulthood. Language, tool-making
skills, hunting techniques, methods of agriculture, religion,
art and many other forms of behaviour are passed on from
one generation of a tribe or other group to the next by
teaching and learning. These things are the culture of the
group. New methods, inventions or customs can be
incorporated into what is passed on. This is called cultural
evolution. Cultural evolution has been very important in the
recent evolution of humans and has allowed much more
rapid change than genetic evolution could alone.
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Population genetics

THE HARDY-WEINBERG PRINCIPLE

If there are two alleles of a gene in a population, there are
three possible genotypes — homozygous for each of the two
alleles and heterozygous. The frequency of the two alleles in
the population is usually represented by the letters p and q.
The total frequency of the alleles in the populiation is 1.0, so

p+q=1
If there is random mating in a population, the chance of
inheriting two copies of the first of the two alleles is p x p.
The chance of inheriting two copies of the second of the two
alleles is g x g. The expected frequency of the two
homozygous genotypes is therefore p2 and q2. The expected
frequency of the heterozygous genotype is 2pg. The sum of
all of these frequencies is 1.

PP+ 2pq + g =1
This is called the Hardy-Weinberg equation. If the allele
frequencies and the genotype frequencies in a population are
known, this equation can be tested. The example below
shows the results of a survey of the MN blood group gene in
Japanese town. The two alleles of this gene are codominant.

Allele frequencies in the parental generation
M allele: p=0.525 N allele: g =0.475
Genotype frequencies in the offspring

Predicted Actual
MM p? =0.276 0.274
MN 2pq = 0.499 0.502
NN g =0.225 0.224

The results of the survey show that the actual genotypes fit
those predicted by the Hardy-Weinberg equation very closely.
They therefore follow the Hardy~Weinberg Principle. Various
conditions can prevent the Hardy-Weinberg Principle from
operating - non-random mating, natural selection, mutation,
small population size, immigration or emigration.

CALCULATING ALLELE AND GENOTYPE
FREQUENCIES USING THE HARDY-
WEINBERG EQUATION

If a population is known to be following the Hardy-Weinberg
Principle, the Hardy-Weinberg equation can be used to
calculate unknown frequencies. An example of this is a gene
with two alleles that controls the ability to taste
phenylthiocarbamide (PTC). The ability to taste PTC is due

to the dominant allele (T) and non-tasting is due to the
recessive allele (f).

1600 people were tested in a survey. 461 were non-tasters
— a frequency of 0.288. Their genotype was homozygous
recessive (¢ f).
If g = frequency of t allele, ¢ =0.288 so q=0.537
If p = frequency of T allele, p= (1 - q) = 0.463
The frequency of homozygous dominants (TT) and
heterozygotes (Tt) can be calculated.

p2 = frequency of homozygous dominants

p2 = 0.463 x 0.463 = 0.214

2pq = frequency of heterozygotes

2pq =2(0.463 x 0.537) = 0.497

S ———

GENE POOLS

A new individual, produced by sexual reproduction inherits
genes from its two parents. If there is random mating, any
two individuals in an interbreeding population could be the
two parents, so the individual could inherit any of the genes
in the interbreeding population. These genes are called the
gene pool.

A gene pool is alf the genes in an interbreeding population.

NATURAL SELECTION AND CHANGES TO
THE GENE POOL

if an allele increases the chances of survival and reproduction
of individuals that possess it, the frequency of the allele in the
gene pool will tend to increase. Conversely, if the allele
reduces chances of survival and reproduction, it will decrease
in frequency. These changes are due to natural selection.
The Hardy-Weinbery Principle can be used to tes! for natural
selection. If allele and genotype frequencies in a population
show that the Hardy-Weinberg Principle is being followed for
a particular gene, this indicates that there is no natural
selection. Members of the population all have an equal
chance of survival whatever alleles of the gene they possess.
The allele frequencies will not change between one
generation and the next. If allele and genotype frequencies do
not follow the Hardy-Weinberg Principle, a possible reason is
that natural selection favours one allele over another.
Adaptations develop in populations as a result of changes

in allele frequencies in the gene pool. This is sometimes
called microevolution.

A population in which there are two alleles of a gene in the
gene pool is polymorphic. If one allele is gradually replacing
the other, the population shows transient polymorphism.
Populations of ladybug that changed from having red wing
cases with black spots to black wing cases are an example
of transient polymorphism.

MACROEVOLUTION, GRADUALISM AND
PUNCTUATED EQUILIBRIUM

Over fong periods of time, many advantageous alleles

will appear and spread through a species. These micro-
evolutionary steps logether constitute macroevolution.
Eventually the amount of evolution becomes so great that
the species is no longer the same — one species has evolved
into another.

There has been much discussion among biclogists about
rates of evolution. One idea, called gradualism, is that
evolution proceeds very slowly, but over long periods of
time large changes can gradually take place. This does not
fit in with the fossil record, which shows periods of stability,
with fossils showing little evolution, followed by periads of
sudden major change. The periods of stability may be due
to equilibrium where living organisms have become well
adapted to their environment so natural selection acts to
maintain their characteristics. The periods of sudden change
that punctuate the equilibrium may correspond with rapid
environmental change, caused for example by volcanic
eruptions or meteor impacts. New adaptations would be
necessary to cope with new environmental conditions,
hence strong directional selection and rapid evolution.
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' CHROMOSOME MUTATIONS

Mutations are changes to genes or chromosomes. Although
mutations occur by chance, the rate at which they occur can
be predicted. Down’s syndrome and Klinefeiter’s syndrome
are examples of conditions caused by chromosome
mutations. Down’s syndrome is described on page 21.
Klinefelter's syndrome is caused by males having one or more
extra X chromosomes (XXY). Although recognizably male,
those with the syndrome have low testosterone levels and

so are infertile and do not fully develop the male secondary
sexual characteristics. Chromosome mutations often cause
infertility and so the variation that they cause is not inherited.
They are therefore not usually significant in evolution.

GENE MUTATIONS

Sickle cell anemia, cystic fibrosis and phenylketonuria (PKU)
are diseases caused by gene mutations. PKU is caused by
mutations of an autosomal gene that codes for phenylalanine
hydroxylase. This enzyme converts the amino acid
phenylalanine into tyrosine. Without it, phenylalanine
accumulates in the blood to a harmful level that can cause
mental retardation and death in young children. Over 30
different alleles cause PKU. Natural setection has kept them
at low frequencies in the human population because, until
screening and treatment for the discase recently became
possibie, children homozygous for PKU alleies died at an
early age. In a similar way, natural selection will keep
alleles that cause other genetic diseases at a low level in the
human population.

CYSTIC FIBROSIS

Cystic fibrosis is the commonest genetic disease in Europe.

It is caused by mutations of a gene coding for a chloride
chanrel. This protein transports chloride ions across
membranes in epithelium cells. Without the chloride
channels in the plasma membrane, mucus secreted by
epithelia becomes thick and sticky and tends to block airways
of the breathing system, causing respiratory infections.
Although various mutations of the chloride channel gene can
cause cystic fibrosis, 70% of cases are due to one mutant
allele, in which three bases coding for phenylalanine have
been deleted. The frequency of this allele in Europe can be
estimated using the Hardy-Weinberg equation.

Frequency of cystic fibrosis in Europe is one birth in 2500.

70% of these are due to the commonest allcle,
i.e. one birth in 1750 = 0.00057

If the frequency of this allele is g,
g2 = 0.00057 sog=0.023

All the other alleles of the gene have a combined frequency of
(1-0.023)=0.977

The estimated frequency of carriers of this allele can
be calculated.

2pg =2(0.977 x 0.023) = 0.045

So, in Europe about 1in 20 people are carriers.

' BALANCED POLYMORPHISMS

The allele that causes 70% of cystic fibrosis cases probably
originated in one person in Europe about 50000 years ago.
Far from being eliminated by natural selection, it increased

in frequency, despite causing a severe disease in homozygous
individuals. The figure (below) shows the results of an
experiment that shows a possible cause. The experiment
involved genetically engineered mouse cells that expressed
the cystic fibrosis allele. These cells and two groups of control
cells were mixed with strains of Salmonella enterica typhi, the
bacterium that cause typhoid fever.

Effect of human alleles on infection rates in mice

KEY
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The results show that, in cells where the cystic fibrosis allele is
expressed, S. typhi infection rates were much lower. Typhoid
fever can cause death, so in populations where it is found, the
cystic fibrosis allele might increase in frequency.
Heterozygotes are the best adapted, because they are
-resistant to typhoid fever, but are do not develop cystic
fibrosis. Natural selection will tend to maintain both the
cystic fibrosis allele and the normal allele in the gene pool.

It is not therefore a transient polymorphism and instead is
called balanced polymorphism.

There is another well-known example of balanced
polymorphism ~ sickle cell anemia (see page 28).
Heterozygous individuals (HbAHb®) do not develop sickle
cell anemia and are resistant to malaria. They are therefore
the best adapted in areas where malaria is found. The sickle
cell allele has increased in frequency to high levels in some
areas. In parts of Africa, as many as 40% of the population
are carriers of the sickle cell allele, so show resistance to
malaria. The Hardy — Weinberg equation can be used to
calculate the frequency of the allele.

The frequency of carriers is 0.4
If the frequency of HbA is p
and the frequency of HbS is g,
2pq =0.4.
So, p=0.724 and gq=0.276
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@ Species and speciation

SPECIATION

The formation of new species is called speciation. New
species are formed when a pre-existing species splits. This
usually involves the isolation of a population from the
remainder of its species and thus the isolation of its gene pool.
The isolated population will gradually diverge from the rest of
the species if natural selection acts differently on it. Eventually
the isolated population will be unable to interbreed with the
rest of the species - it has become a new species.

The most obvious way in which isolation can occur is by
migration of members of a species to a new area that is
geographically separated from the original territory of the
species. This explains why there are often many endemic
species (species that are found nowhere else) on isolated
islands. The Galapagos finches are a well-known example.
The figure (below) shows the distribution of another type of
animal on the Galapagos archipelago - lava lizards. The seven
species are all endemic, although there are related species on
the mainland of South America. They are present on twelve of
the islands, but on each of these islands only one species is
found. Six species are only found on one island. The other
species is found on six islands, but there are behavioural
differences between these six populations, so they have
already begun to diverge.

Distribution of lava lizards on the Galapagos Islands
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A second possible type of isolation is ecological. If two
populations live in the same geographical area, but in
different habitats, they may rarely interbreed. The apple
maggot fly (Rhagoletis pomonella) of North America is an
example of this. It originally only laid its eggs on hawthorn
fruits, which were the food of its larvae. In the nineteenth
century it started to infest non-native apple trees as well.
Some strains of this species now prefer to lay their eggs on
apple fruit and other strains prefer hawthorn fruit. Because
the fruits ripen at different times, adults of the two strains
emerge and mate at different times. They also inherit the
preference either for apple or hawthorn and tend to remain on
their preferred species. In addition to these behavioural
differences, clear differences in allele frequencies have been
found. If differences continued to build up, the two strains of
Rhagoletis pomonella would eventually become separate
species as a result of ecological isolation.

WHAT IS A SPECIES?

Biologists have been arguing about the exact meaning of the
term species for over 200 years. Before the discovery that
species can evolve, a species was regarded as a type of living
organism with fixed characteristics, which distinguish it from
other species. This is known as the morphological definition
of a species. It is still a useful idea. Species can usually be
distinguished from each other by their characteristics - this is
how specimens are identified.

However the morphological definition does not recognize the
fact that species evolve. If two populations with similar but
not identical characleristics are geographically separated,
they may be in the gradual process of splitting from one
species into two separate ones. It is not easy for a taxonomist
to decide whether to classify them as one or two species and
some criterion is necded to decide. The reason for members
of a species having common features is that they interbreed
with each other. The reason for the characteristics of one
species being different from those of another is that the two
species do not interbreed and are evolving separately.
Biologists now regard interbreeding as a more important
criterion than morphology. The biological definition of a
species is a group of actually or potentially interbreeding
populations, with a common gene pool, which are
reproductively isolated from other such groups.

Only if two separated populations can be shown to be capable
of interbreeding should they be classified as one species.

The biological species definition is widely accepted, but it
does cause some problems.

¢ Many sibling species have been found. These are species
that cannot interbreed, but show no significant differences
in appearance. Although separate species, they are very
difficult for ecologists to identify. For example, the
Pipistrelle bal in Britain was recently shown to be two
sibling species.

Some pairs of species that are clearly different in their
characteristics will interbreed. Many plant species can
hybridize and some animals also can, including ruddy
ducks and white-headed ducks (below).

Some specics always reproduce asexually, so the members
of a population do not interbreed. The biological species
definition is therefore unusable.

Some species have spread around the Earth to form a series
of interlinked but slightly different populations. If the ends
of this series overlap, the populations are sometimes so
different that they do not interbreed and behave as separate
species. An example is herring gulls and lesser black
backed gulls in north-west Europe, which are linked by a
ring of populations around the northern hemisphere.
Examples like this are called ring species.

Fossils cannot be classified according to the biological
species definition, as it is impossible to decide with which
organisms they would have been able to interbreed.

Two animal species that can interbreed

White-headed duck

Ruddy duck
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