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Genetic Diseases (3T
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What is the Main Cause of Haemophilia?
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Haemoplhilia is a genetic disorder that impairs the
ability of the body to clot the blood, which is
required to stop bleeding. swifear T
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Haemophilia is caused due to genetic mutation.
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It involves the mutation of genes that are essential
for the clotting of blood.
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The clotting of blood is a complex phenomenon
involving 13 different proteins.
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They are termed as factors from I to XIil.

3¢ | ¥ Xl 9 $RS Hgl Sal g

What are the 3 Types of Haemoplhilia?
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1. Haemophilia A - Deficiency of Factor VIII
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2. Haemophilia B - Deficiency of Factor IX
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3. Haemophilia C- Deficiency of Factor XI
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Can Haemoplhilia be Cured?
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Currently, there is no complete cure for Haemophilia.
However, researchers have found that there is
tremendous hope in the treatment known as gene
therapy. It is a process where genes from a healthy
person are implanted into the body of a person with
Haemoplhilia.
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What are the Symptoms of Haemophilia?
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1. Tight joints & \_rﬁg

2. Frequent nose bleeds TR-8R AT® | g AT
3. Blood in urine URTE # g

4. Large unexplained bruises TSI@' GI?T@WW

5. Bleeding gums AIS! I G AT
6. Deep Bruises@ﬁ'qm

Why Haemopihilia is rare in female?
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Females have two X chromosomes. A mutation would
have to occur in both copies of the gene to cause the
disorder. It is unlikely that females will have two
altered copies of this gene. Therefore, it is very rare
for females to have hemophilia.

Afgarsi # &t veq HIME g 81 PR ter 31 &

fore o9 &t A1 ufaal & Iaafad= g arfeel a8

U 81 ¢ o afgensit # g9 o9 &1 & uRafda

gﬁhﬁ%ﬁ|wﬁlﬂ,m&ﬁﬁﬁnﬁﬁﬁﬁmma§a
Uyl

Can hemoplhilia be cured?
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There is currently no cure for hemophilia. Effective
treatments do exist, but they are expensive and
involve lifelong injections several times per week to
prevent bleeding.
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Cystic Fibrosis / RiRT® wrgsiimg

Specialty / St

Medical genetics, pulmonology

Symptoms / T&UT Difficulty breathing, coughing up

mucus, poor growth, fatty stool

T A7 H SIS, FerTH arelt @i,
TR faeT, T9rRge 1d

Usual onset / HTHII | Symptoms recognizable -6 month
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Duration /3@l Life long /Siiaq @4l

Genetic (autosomal recessive)

Causes /PIRUT
(

Risk factors /Tvﬂ@'q Genetic / EEIGCd

Diagnostic method | Sweat test, genetic testing
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Treatment /gAY

Antibiotics, pancreatic enzyme

replacement, lung transplantation
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Healthy Cystic
airway = fibrosis

Thalassemia
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A blood disorder involving lower-than-normal
amounts of an oxygen-carrying protein.
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BETA THALASSEMIA

GENETIC -
DISORDER B-GLOBIN

R

» MOST COMMONLY SEEN in
MEDITERRANEAN, AFRICAN
% S.€. ASIAN POPULATIONS

\_ HEMOGLOBIN

Thalassemia is an inherited blood disorder
characterised by less oxygen-carrying protein
(haemoglobin) and fewer red blood cells in the body

than normal.
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Hemochromatosis (Iron Overload)
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Hemochromatosis, or iron overload, is a condition in
which your body stores too much iron.
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Healthy Iron Overload
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It can cause serious damage to your body, including
to your heart, liver and pancreas.
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You can’'t prevent the disease, but early diagnosis and
treatment can avoid, slow or reverse organ damage.

3T INT HI AP 81 Hebd, Afp 2Ny fAgH ik IR
[ 3 &ifd | Ia1 &1 Hbar B, <A1 A1 IeeT fopar W
Tpdar gl

Leber Hereditary Optic Neuropathy (LHON) AR
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Leber Hereditary Optic Neuropathy (LHON) is a
disease inherited from your mother. / ER CRUBRIG]
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LHON Vision

Healthy Vision LHON Vision

It causes you to lose your eyesight, starting with
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Your central vision, which you need to drive, read
and recognize faces, will be affected first.
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Symptoms typically start between the ages of 15
and 35.
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Sickle cell anemia
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- A group of disorder that cause red blood cells to
become misshapen and break down.
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Sickle Normal
cell red blood cell

Abnormal Normal
hemoglobin hemoglobin

Sickle cells
/—"" blocking blood flow

With sickle cell disease, and inherited group of
disorders, red blood cells contort into a sickle
shape. The cells die early, leaving a shortage of
healthy red blood cells (sickle cell anaemia) and
can block blood flow causing pain (sickle cell
crisis).
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Color blindness /JUTfeaT
- A reduced ability to distinguish between certain
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Normal
color
vision

Red-green
confusion,
aformof B
“color
blindness”

The condition is often inherited. Other causes include
certain eye diseases and medication. More men than
women are affected.
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Tay - Sachs disease / e qa AT

GM2 gangliosidosis

- A rare, inherited disorder that destroys nerve cells
in the brain and spinal cord.
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A of GM2 Membraneous bodies
ganglioside in neurons inside nourons,
neuronal degradation,
demyelination
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“Cherry red spot” in the macula Macrocephaly, hypotony,
of the eye and narrowing mental and motor delay,
of the blood vessels convulsions

Tay-Sachs disease is typically found in people with
certain ancestry, such as Eastern European Jews. A
fatty substance in the brain destroys nerve cells.
Tay-Sachs
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Phenylketonuria
- A birth defect that causes an amino acid called
phenylalanine to build up in the body.
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Newborns should be screened for PKU.
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PHENYLKETONURIA (PKU) - Inkerited Error
n Metabolism

Toxic levels of Phenylalanine (common protein
amino acid) due to inability of body to convert,

Bables Are Tested...

Can Cause...
L
- Mental Retardation ' Botf 72 S oriared

n
Breast Fed
130

: : A minimum of 24 hre
- Skin Rash = 4 ) after beginning milk.
- Musty Body Odor

- Convulsions

- Behavior Problems

Retest in
7-10 days to
catch earlier

¢ Dairy F’roducts
*Dry Beans O
* Nuts

‘B PO

x Cereals, Fruits & Vegetables in Moderation x

* Meat Q . false negatives.

Genes likely play some role in high blood pressure,
heart disease, and other related conditions. However,
it is also likely that people with a family history of
high blood pressure share common environments
and other potential factors that increase their risk.
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Rarely, obesity occurs in families according to a clear
inheritance pattern caused by changes in a single
gene. The most commonly implicated gene is MC4R,
which encodes the melanocortin 4 receptor.
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What does it mean if cancer is genetic?
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A hereditary cancer is any cancer caused by an
inherited gene mutation. An inherited gene means it
is passed from parent to child within a family. The
following factors suggest a possible increased risk for
hereditary cancer: family history of cancer.
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Types of Cancer

Leukaemia Gastric

N

Breast




