
OSPE GENETICS (5 marks)

CICERONE TMC



Tips to identify our ospe charts

•  If the Pedigree shows a carrier, then it is always recessive. (either x-
linked or autosomal recessive)

•

•
•

So the carrier with a       is x-linked recessive, and a carrier with.      is
autosomal recessive
If the Pedigree don’t contain any carrier, then it is dominant trait
The one with four generation is autosomal dominant and other with
three generation is x-linked
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Autosomal dominant

1.  Identify-autosomal dominant
2. Two points to substantiate-write any two given above
3. To clinical condition-Marfan’s syndrome, achondroplasia, Huntington’s disease ,Treacher Collins syndrome
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Autosomal recessive

1.  Identify-autosomal recessive
2. Three features-given above
3. Clinical condition-CysticFibrosis, sicklecell anaemia,
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X-linked dominant

1.  Identify-X-linked dominant
2. Three features-given above
3. Clinical condition- vitamin D resistant ricket, fragile X syndrome, Rett

syndrome
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X-linked recessive

1.  Identify-X linked recessive
2. Features-given above
3. Clinical condition-haemophilia, Duchenne muscular dystrophy G6PD

def iciency, colour blindness
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Turner syndrome

1.  Identify-turners syndrome
2. Clinical features-Webbed neck, short stature, streak ovary, sterility, a shield chest,

under developed breast,coarctation of aorta, cubitus valgus
Karyotype-45 X03.
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Achondroplasia

1.  Identify-achondroplasia
2. Mendelian inheritance associated-autosomal dominant
3. Features-shorts stature, normal intelligence, short and.               thick,

f ingers,  enlarged head with prominent forehead, scooped out nasal bridge,
prominent facies, disproportionately shortened long, bones
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Marfan’s syndrome

1.  Condition Marfan’s syndrome
2. Mendelian inheritance-autosomal dominant
3. Features-arm span> body height, archnodactyly, pectus excavatum, kyphosis,

dilation of aorta-Aortic regurgitation, subluxation of lens
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Down syndrome

1.  Condition down syndrome
2. Features-microcephaly, protruding tongue, delayed milestones, depressed nasal

bridge, Simian crease, Mongoloid slant, epicanthal fold, low set ears
Karyotype- trisomy of 213.
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Amniocentesis

1.  Procedure-amniocentesis
2. Describe the procedure: at 12 to 16 weeks: conf irm position of baby by auscultation.

Aspirate the amniotic f luid. The needle is inserted through the f lank of the mother.
Taking care not to injure the foetus/umbilical cord, maybe USG guided. Fluid send for
analysis-chromosomal and biochemical studies.

3. Indications-recurrent abortions, family history of genetic anomalies
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Karyotyping

Turner’s syndrome -45 X0

Kleinfelter’s syndrome
-47XXY
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Normal Male-46XY.                                           Normal female-46 XX

Trisomy 21 -47 XX + 21
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