💊

Interesting Paediatric Diseases for Undergrad Medics 💊

Want to impress the examiners with your wide-ranging knowledge in essays, whilst learning
a little more about Paediatric Medicine? Here are some extra diseases you could research &
include in your IA and IB exams! They are presented as a list, so that you can
pick-and-choose those that you particularly would like to look into☺
These are not at all essential to learn for pre-clinical, but might provide you with some
interesting reading and thinking!

Key:

● Diseases that you may have come across in lectures are in red;
● ‘Extra’ interesting conditions are in green;
● Really rare conditions are in blue. Even final year students might not know that much
about these, so definitely only read about them if you really want to!

Year 1: MVST1A
HOM
Lung:
● Bronchiolitis – inflammation that involves the bronchioles (small airways), and usually
affects children younger than 2 years old, caused by Respiratory Syncytial Virus (RSV).
How will this change the dynamics of air-flow and gas exchange?
● Pulmonary hypertension - can affect people of all ages, but neonates can be
particularly affected if they have respiratory distress syndrome, meconium aspiration
or pneumonia.
Heart:
● Ebstein’s Anomaly - a congenital heart defect of the tricuspid valve.
● Single ventricle (functionally univentricular heart) - neonates with functional single
ventricles have pulmonary and systemic circulations that are supplied in parallel,
creating significant cyanosis and ventricular volume overload.
Kidney:
● It might be worth thinking about how renal deficits may affect the function of the heart!
● Embryological:
○ Renal agenesis - where one (unilateral) or both (bilateral) fetal kidneys fail to
develop.
○ Renal dysplasia - a form of renal malformation in which the kidney(s) are present
but their development is abnormal and incomplete.
○ Ectopic kidney - a birth defect in which a kidney is located in abnormal position.
● Nephrotic syndrome - kidney disease characterised by a triad of protein in the urine,
low albumin and oedema (swelling), often in children this is caused by Minimal Change
Disease.
● Inherited:
○ Polycystic kidney disease (PKD) - a genetic disorder that causes many fluid-filled
cysts to grow in the kidneys.
○ Wilms’ tumour - a cancer of the kidneys that typically occurs in children.
○ Alport Syndrome - a genetic disorder of collagen that causes kidney failure and
hearing loss. It is estimated to affect 1 in 5,000 individuals, and is the second

highest cause of inherited chronic kidney disease (CKD) after polycystic kidney
disease..
MIMS
Genetics - Inherited Disorders:
● Juvenile-onset Huntington’s Disease - what is the specific genetic mutation? What
does ‘anticipation’ mean?
● Retinoblastoma – malignancy of the retina. What is the proposed pathogenic
mechanism? Comes up in BoD later too!
● Wilson disease - a rare genetic disorder causing copper deposition in organs.
● Could discuss some of the genetics of the inherited kidney disorders mentioned above!
Inborn errors of metabolism:
● Disorders of carbohydrate metabolism
○ G6PD deficiency - leads to red blood cell breakdown, anaemia and jaundice.
○ Glycogen storage diseases - there are many different types, but they result from
genetically defective enzymes, affecting either glycogen synthesis, glycogen
breakdown or glycolysis, typically within muscles, and/or liver cells.
● Disorders of amino acid metabolism
○ Phenylketonuria (PKU) - results in decreased metabolism of the amino acid
phenylalanine. Untreated, PKU can lead to intellectual disability, seizures,
behavioral problems, and mental disorders.
○ Maple syrup urine disease - an autosomal recessive metabolic disorder, affecting
the metabolism of branched-chain amino acids. The condition gets its name
from the distinctive sweet odour of affected infants' urine.
● Disorders of fatty acid oxidation and mitochondrial function
○ MCADD – medium chain acyl-coenzyme A dehydrogenase deficiency. A rare
genetic condition where a person has problems breaking down fat to use as an
energy source. This means that someone with MCADD can become very ill if
their body's energy demands exceed their energy intake, such as during
infections or vomiting illnesses when they're unable to eat.
● Lysosomal storage disorders:
○ Niemann-Pick disease - a rare, inherited disease that affects the cell’s ability to
process fat (cholesterol and lipids). These cells malfunction and, over time, die.
Niemann-Pick disease can affect the brain, nerves, liver, spleen, bone marrow
and, in severe cases, lungs.
FAB
● Embryological: neural tube defects
○ Meningomyelocele & spina bifida. What are the most serious variants? Is there
any scope for prevention?
● Intussusception - more common in children than adults. A condition in which a part of
the intestine folds into the section immediately ahead of it. Symptoms include
abdominal pain which may come and go, vomiting, abdominal bloating, and bloody
stools.
● Situs inversus - a congenital condition in which the major visceral organs are reversed
or mirrored from their normal positions. What are the consequences, if any?
● Juvenile idiopathic arthritis - the most common form of arthritis in children. Can be
managed by NSAIDs, methotrexate, etanercept, adalimumab and steroids; second years:
how do these drugs work?
● Gastroesophageal reflux, pyloric stenosis – what are the consequences for neonates?

● Kawasaki disease - a disease in which blood vessels throughout the body become
inflamed. Can cause aneurysms of the coronary arteries, and is most common in
children under the age of 5.

Year 2: MVST1B
BOD
Parasites:
● Listeria - prenatal infection can cause stillbirth, preterm delivery. Neonates can get
meningitis and encephalitis.
Viruses:
● Erythema Multiforme – many causes, but commonly which virus causes this?
● Parainfluenza (PIV) infection - commonly the cause of croup in young children.
Bacteria:
● Haemolytic uraemic syndrome – which bacterium? Kidney failure (uraemia) with RBC
and platelet destruction (haemolysis). Symptoms include diarrhoea, vomiting, fever.
Most commonly affect children under 5 and elderly people.
● Post-streptococcal glomerulonephritis - Inflammation of the kidneys caused by
immune complex deposition (type III hypersensitivity) commonly after a Streptococcal
throat infection.
What is the underlying immune pathology in:
● Necrotising enterocolitis - occurs mostly in preterm infants.
● Coeliac disease.
● Allergies? Which are the most common childhood allergies?
HR
● Primary & secondary hermaphroditism. Covered well in the lectures, but Guevedoces
may be worth more reading – it is very interesting! Also, congenital adrenal
hyperplasia.
● What can cause early onset puberty? Think about your HPG axis.
● Inflammation:
○ Oophoritis – inflammation of the ovary;
○ Orchitis – inflammation of the testicle.
■ What can be the consequences of these pathologies?
■ Which viral infection is most often linked with orchitis?
NHB
● Birth asphyxia – what are the consequences for the brain?
● Neuropsychological:
○ ADHD;
○ Autism and Asperger’s - what do we and don’t we know about the development of
ASD?
○ Hyperlexia; dyslexia; dyspraxia – what might be the mechanisms?
● Memory:
○ Working memory problems in children – how do these present? How do children
learn to cope with this/what strategies do they use as they grow up?

HNA
● Embryological:
○ Malformations caused by disturbances in the development of the pharyngeal
arches;
○ Pierre-Robin sequence;
○ Goldenhar syndrome.
○ Malformations of sensory organs, e.g.: eye – anophthalmia; cyclopia;
microphthalmia. Associated with which trisomies?
● What are the potential causes of hydrocephalus?
● Paediatric head & neck tumours – for example, medulloblastoma, or nasopharyngeal
carcinoma. What might the consequences be?
● Chiari malformations - w
 hich neurological structure is at risk?
● Vein of Galen malformations - most common vascular malformations in fetuses and
neonates.
● Craniosynostosis - premature fusion of skull sutures.
MODA
What are the key drugs used to treat childhood leukaemias? How do they work?
Drugs for familial hypercholesterolemia?
Is there anything that can be done pharmacologically for inborn errors of metabolism?
Drugs for allergies in children? Have you heard of the latest trial for peanut allergies
currently being conducted at Addenbrooke’s?
● How does deciding dosage differ in children than in adults? What about with mothers
who are breastfeeding?
●
●
●
●

We hope you have found this document this document interesting, and maybe it can add a
little more Paeds to your revision if you’d like some!!
Love,
the PaedSoc team 💜💚💛

