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Figure 8.17B Nondisjuncfion of chromosomes during
meiosis Il of oogenesis, followed by fertilization with
normal sperm
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Chromosomal disorders caused by Aneuploidy
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Trisomy of chromosome 21.

Alzheimer’s disease

can occur.
Dysmorphic
Round Face

Brushfield

Trisomy of
spots on

chromosome 21.

Small Ears
iris
Flat occiput
Protruding te
(not macrogle

though!) - Abundant Neck Skin

Sinélez'ﬁ)a;{ma r
crease

Cardiac defects in 50%
(Ventricular septal defect,
Patent ductus arteriosus,

Atrial septal defect)

Incurved
little fingers
(Clinodactyly)

Increased risk
of Leukaemia

Duodenal atresia
(double bubble sign on AXR)



tall stature
slightly feminkzed

absent y physique
i mildly impaired 1Q
(15 points less
poor beard than average)
growth
tendency to lose
chest hair

breast development
(in 30% of cases)




Turner syndrome

Narrow, high-arched palate
Low hairline

Webbed neck

Broad chest with
widely spaced nipples

Cubitus valgus

\
,
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Streak ovaries,

~ amenorrhea
- &infertility

Short stature "
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) 94) da Plia

occiput, or back part
of the skull, is
prominent

dysplastic, or
malformed ears

shield chest,
or short and
prominent
sternum;
and wide-
set nipples

clenched hands
with overiapping
fingers

oy flexed big toe;
K3 prominent heels
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5L A Pia

cleft lip and/or

dysplastic, or

and polydactyly,
or extra fingers

undescended or
abnormmal testes
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AA + Aa = AA (normal)
Aa (affected)
AA (normal)
Aa (affected)

(trait: a)
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Huntington chorea
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Achondroplasia
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Marfan syndrome
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Ehlers-Danlos syndrome
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Aa + Aa=

(trait: a, a)

AA (normal)
Aa (asymptomatic)
aA (asymptomatic)
aa (affected)
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Esophagus

Pancreatic duct
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Bacterial
infection

I
Pancrea

Small
intestine

Cystic fibrosis

Normal Airway:
In healthy lungs, the
airway is lined with
thin layer of mucus

Airway With CF:
With cystic fibrosis,
thick, sticky mucus
blocks the airway.
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Albinism
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XX + XY = XX (carrier)

(trait: X)

XY (affected)
XX (normal)
XY (normal)
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XX + XY = XX (carrier)

(trait: X)

XY (normal)
XX (carrier)
XY (normal)
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John Ann

Charles
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Parents

+
Father Mother
(with hemophilia) (not a carrier)
XY XX
Son Daughter Son Daughter
(Without hemophilia)  (carrier) (Without hemophilia)  (carrier)
XY XX XY XX
Children
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FXS: Common Physical

Features
» Elongated face & Broad forehead

- Large, prominent ears Note:

e High arched palate = Normal Nose
» Prominent jaw, Dental crowding

» Macro-orchidism (post-pubertal)

« Strabismus (squint)

« Murmur, Mitral valve prolapse,
cardiomegaly, dilation of aorta

» Hypotonia & joint laxity
'« Flat feet, Hollow chest, Scoliosis

Michael Phelps

Fragile X syndrome
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Clinical Features
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Petechiae due to Eczema Pneumonia and other B.cell lymphoma and
thrombocytopenia infections other cancers

Wiskott-Aldrich syndrome
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Self-Mutilating Behavior

e |nitially observed to be biting tongue and lips and can
progress to finger biting and head banging.

e Usually begins at three years old

e |s apparent in 85% of males affected by LNS.

Lesch-Nyhan syndrome
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CARPAL TUNNEL SYNDROME

,a
N/

o

>

CLAW-LIKE HANDS

JOINT STIFFNESS

Hunter syndrome
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FIGURE 2: Facial features of the Prader-Willi syndrome include
narrow bifrontal diameter, almond-shaped palpebral fissures, and
a thin, triangular upper lip.
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Angelman syndrome
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What is Kearns-Sayre Syndrome?

= Rare neuromuscular disorder = mitochondrial
encephalomyopathies

= Genetic alterations involving mitochondrial DNA (mtDNA)
o Affects body =2 eyes

o Features appearing before 20 years of age

= Abnormalities in the mitochondria

1998 1999 2000
2002 2003 2004
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