Human Genetic
Disorders

Inherited Pisorders

Cystic Fibrosis

2. How it is inherited:
recessive,
autesemal

= Both Mom o 1\ Iﬁ

& Dad |

Inheritance of Cystic Fibrosis (CF)

can be carriers

Cystic Fibrosis

4. Treatment
¢ Lung treatments
+ Antibiotics

v N )

Cystic Fibrosis

1. Causes excess of mucus in lungs &
digestive tract

Mucus blocks
pancreatic ducts

E=-
Swomach|
Mucus blocks
air sacs (alvenli)
in the lungs

Cystic Fibrosis

3. Symptoms:

+ Breathing problems

+ Problems witth
digestion

¢ Possible
malputrition

¥ Salty/ tastingl skin

ow cysti fbrosis impairs the lungs

Cystic Fibrosis

5. Prognosis =

predicting the

outcome

of having a disease
o Withr preper

reatment, CkE

Patients canrenjoy,

a nermealtlife-span




Cystic Fibrosis

6. Distribution / Freguency.
= how common it is/in a population

¢ 1/2000 Caucasians
¢ Less common inl other ethnic groups

Sickle-cell Anemia
2. How is it inherited?
@ Codominant

diserder red
Whait dees /\ A
co-deminanit mean? e

Bothrgenes alway/s
Shiew,

AS = Sickde Cell Trait - o disasss
AR = Normal Adult Hemoglotin
55 = Sickie Cel Anemia (Sickie Cet Dassse]

Sickle-cell Anemia

4. Treatment:
¢ Transfusions
+ Pain killers

Sickle-cell Anemia

1. Red bloed cells get stuck in vessels
due to abnoermall shape

®,)

cells
Red blood cells

o/

TP,

Sickle-cell Anemia

3. Symptoms:

+ Pain

& Eever

¢ Severel chest pain
¢ Fatigue

¢ \Weakness

¢ llissue damage

# Possible brain i \ sickle cell
damage

9 Pessibly/iatal

normal red
blood cell

Sickle-cell Anemia

5. Prognosis '—“
+ Risk ofi blood- r y
borne
pathogens via == :
transfusion 4
» High risk of 4
disease ¥
» Nermaltlife 3
possible with  @re ﬁ
PIOPEN ;
precautions &
treatmeni



Sickle-cell Anemia
6. Distribution \
/ Erequency '3h

¢ 1/100,000
world
population

% 1/400,
Afirican
AMERCANS L

Tay Sachs’ Disorder

2. How it is inherited:
autosomal recessive

U]

or Cajun

) should
D¢
TAY-SACHS CARRIER CARRIER MNON-CARRIER

Tay Sachs’ Disease

4. Treatment:
nene

Tay Sachs’ Disorder

General description:
baby nermal at birth

an enzyme is;lacking, causing
progressive deterioration

ofi centrall nenvous; system
fatal by age 5

3. Symptoms:
¢ @ about six months dvipmt. slows
down

¢ gradual loss of motor skills & mental
f(x)s.

¢ blindness, deafness, mental
retardation

¢ usually fatal by age five.

_Tay Sachs’ Disease

5. Prognosis:

death"Be% r e
the age of_frvé}_;_—
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Huntington’s Disease

-

) i Y, . General

g S description:
1/27 Jews. in-thesDsege = e Neurological
1/27 Cajuns . disorder

1/50 lrish Americans LOSS. Ei=]
o raculties

& physical control |

RandomSanbiego.com = Woody Guthrie, folksinger

Huntington’s Disease

3. Symptoms: develop btwn. 35-40
yrs. old

+» Depression

+» Personality: changes

2 Moed swings

» Memory: loss

2 Inveluntary/, moevements

2. How it is
inherited:

Autosemeal
dominant

n Huntington’s
Hunting Disease

5. Prognosis:
¢ Deterioration of
Nervous system
> Non* + Fatall within 15
,Meds. to manage years
symptom ofi enset

» Negative effects
on iamily/

4. Treatment:




Huntington’s Disease PKU

6. Distribution / Freqguency/ Phenylketonuria
1. General description:
1/10,000 Americans = Body chemistry disorder
30,000 Americans have it =  Causes mental retardation ifi not
250,000 Americans at risk treated

Cannot lbreak down the aminoracid
phenylalanine:

PKU PKU

2. How it is inherited: 3. Symptoms:

Autesomal [ ) > Lose interest in surroundings
recessive - — > lirritability,
> Restlessness

PKU Test

(blood taken from

baby’s heel)

PKU PKU

4. Treatment: 5. Prognosis
Special diet in first 3 weeks; of life +» Early detection important

(Testing required withy in twoe) weeks
ofi birth 1R Celerado)

> \With' leww phenylalanine diet;
no mental retardation
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