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Autosomal dominant genetic disorder caused by 
mutation in fibrillin gene

Features
● Tall and thin with disproportionately long limbs
● Long thin fingers and toes - arachnodactyly
● Joint hypermobility
● Pectus excavatum
● Kyphoscoliosis
● Lens dislocation
● Aortic aneurysm or dissection
● Aortic regurgitation
● Pneumothorax

Differential Diagnosis
● Ehlers-Danlos syndrome
● Fragile X syndrome
● Homocystinuria

Marfan Syndrome
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Marfan Syndrome
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Brain trainer:

What is the most common cause of common 
cause of short stature and delayed puberty? 
What investigation may be indicated?

➔ Constitutional delay in growth and puberty
➔ Wrist x-ray for bone age

Delayed Growth and Puberty
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Brain trainer:

A 6 month old baby has repeated episodes of 
repetitive movements that last for a few 
seconds. The movements are symmetrical 
contractions of the neck, trunk, and extremities. 
What is the most likely diagnosis?

➔ Infantile spasms

Infantile Spasms
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Apgar score is a scoring system used to evaluate a 
newborn baby. It is done at 1 minute and 5 minutes 
after birth. It may be repeated at 10 minutes if scores 
remain low. The Apgar score is calculated by adding 
the total score of 5 components.

APGAR
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The traffic light system is used for identifying children 
under the age of 5 who may be at high risk. 

If a child has a fever and at least one of the following 
(red light ) symptoms then they are deemed high 
risk.

Colour
● Blue or pale

Respiratory
● Grunting
● RR > 60
● Moderate chest indrawing

Circulation / hydration
● Reduced skin turgor

Other
● Non-blanching rash
● Bulging fontanelle
● Focal neurological signs
● Seizures

Traffic Light Syndrome
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Presentation
● Persistent non-bilious vomiting weeks after birth
● Usually an hour after feeding
● Constant hunger, weight loss, and dehydration
● Olive shaped mass in the abdomen
● Electrolyte abnormalities
● Metabolic alkalosis

Diagnosis: Ultrasound

Treatment:
● Fluid replacement and correction of electrolyte 

imbalance (first-line)
● Pyloromyotomy (definitive treatment)

Pyloric Stenosis
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Congenital atresia of the portion of the duodenum

Presentation
● Persistent bilious or non-bilious vomiting and 

abdominal distension
● Polyhydramnios 
● Double bubble sign on abdominal X-ray
● Associated with Down’s syndrome

Treatment
● Abdominal decompression using NG tube
● Fluid replacement and electrolyte monitoring
● Duodenoduodenostomy (definitive treatment) 

Duodenal Atresia
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Atresia → Oesophagus ends blindly 
TEF → Oesophagus connected with trachea

Presentation
● Polyhydramnios during pregnancy 
● Difficulty in feeding following birth
● Associated with VACTERL anomalies

Treatment
● Surgical treatment is definitive
● Fluid and electrolyte management

Oesophageal Atresia & TEF
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Oesophageal Atresia & TEF
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Invagination or telescope of one segment of the 
bowel into the other

Presentation:
● Acute coliky abdominal pain in an infant
● Abdominal obstruction and bilious vomiting
● Red-currant jelly stool
● Palpable sausage-shaped mass in the abdomen

Investigations
● Abdominal X-ray: dilated gas filled abdomen 

with multiple air-fluid levels
● USG: donut sign and target sign

Treatment
● Electrolyte and fluid correction
● Air enema (If there is no perforation, peritonitis 

or shock)
● Open surgery - resection and anastomosis

Intussusception
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Intussusception
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Features
● Cause: Streptococcus pyogenes
● Sandpaper like rash on the chest and back and 

then spreads to the limbs (image below)
● Sore throat and fever
● Strawberry tongue (image below)
● Swollen lymph nodes

Treatment 
● Penicillin for 10 days
● If pen allergic: azithromycin for 10 days

Scarlet Fever

PLABABLE



Features
● Common cause: thyroid agenesis or dysgenesis
● Symptoms: feeding difficulties, lethargy and low 

frequency of cry
● Signs: large fontanelles, macroglossia, jaundice, 

umbilical hernia, and hoarse voice

Diagnosis: Routing newborn heel prick - High TSH 
and low T4

Treatment
● Thyroxine hormone replacement

Early treatment is necessary to prevent permanent 
neurological damage

Congenital Hypothyroidism
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Congenital Hypothyroidism
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Features
● Meconium ileus at birth
● Pancreatic insufficiency - Steatorrhea
● Recurrent respiratory tract infections 
● Finger clubbing
● Absent vas deferens

Autosomal recessive disease caused by a defect in 
the CFTR gene

Cystic Fibrosis
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Most common lung infections
● Staphylococcus aureus (common children)
● Pseudomonas aeruginosa (common  in adults)
● Haemophilus influenzae

Diagnosis
● Sweat chloride testing
● Genetic testing for CFTR gene
● Chest X-ray or CT - bronchiectasis

Treatment
● Chest physiotherapy
● Bronchodilators
● Dornase alfa and hypertonic saline to reduce 

viscosity of mucous
● Pancreatic enzyme replacement (pancreatic 

insufficiency)
● Chronic P. aeruginosa infection with nebulised 

colistimethate sodium or tobramycin
● Lung transplantation in a case of respiratory 

failure

Cystic Fibrosis
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Presentation
● Delayed time to medical presentation
● Step-father or boyfriend accompanies child
● Bruises of varying degrees and colours
● Bruising at unusual sites
● Fracture history, particularly: rib and spinal

Management
● Admit to ward and manage pain
● Involve the local safeguarding children team
● Refer to social services
● Treat any other underlying medical conditions

Differential diagnosis
● Henoch-Schönlein purpura
● Haemophilia
● Idiopathic thrombocytopenic purpura
● Leukaemia
● Osteogenesis imperfecta

Non-Accidental Injury
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Involuntary wetting during sleep is normal till age of 5
Treat if bedwetting continuous beyond the age of 5

Primary nocturnal enuresis:
Bedwetting in a child who has never achieved 
consistent nighttime dryness

Secondary nocturnal enuresis:
Bedwetting in a child who has previously been dry 
for at least 6 months

Causes
● Developmental delay
● Urinary tract infection
● Type 1 DM

Treatment
● Alarm training
● Explanation and reassurance (developmental 

delay)
● Positive behavioral modification : rewards for 

voiding before sleep, staying dry etc.
● Desmopressin (last line and for short stay over)

Nocturnal Enuresis
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Acute epiglottitis is a life-threatening condition and 
can lead onto obstruction of the airway
Common org: Streptococcus spp followed by 
Staphylococcus aureus and Haemophilus influenzae

Presentation
● Drooling of saliva
● Muffled voice - Hot potato voice
● High temperature
● Odynophagia and dysphagia
● Stridor (sign of airway obstruction)

Investigation
● Laryngoscopy - gold standard
● Lateral neck X-ray - thumb sign
● Throat swab

Treatment
● Intubation if signs of airway obstruction are 

present
● IV antibiotics
● Fluids

Acute Epiglottitis
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Risk factors
● Premature infants
● Caesarean delivery
● Maternal diabetes
● Meconium aspiration syndrome

Presentation
● Respiratory distress
● Subcostal and intercostal retractions
● Tachypnoea
● Expiratory grunting
● Cyanosis if severe

Investigations
● Monitor oxygen saturation
● Arterial blood gas analysis
● Chest X-ray - ground glass appearance

Treatment
● Endotracheal surfactant replacement
● Intermittent positive pressure ventilation
● Fluid and electrolyte monitoring

Infant Respiratory 
Distress Syndrome
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IRDS can be prevented by giving glucocorticoides to 
the mother before delivery

Infant Respiratory 
Distress Syndrome

Inadequate surfactant in the lungs causing alveoli to 
collapse resulting in respiratory distress
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Risk factors
● Maternal hypertension
● Oligohydramnios
● Placental insufficiency

Treatment
● Airway suctioning
● Maintenance of oxygen saturation
● Fluid and electrolyte monitoring

Meconium Aspiration Syndrome

Respiratory distress developing shortly after birth 
with radiological evidence of aspiration 
pneumonitis and the presence of 
meconium-stained amniotic fluid
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Meconium Aspiration Syndrome
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Infants are prone to get jaundice as they have high 
RBC count and immature liver to process bilirubin

Physiological jaundice
● Presents from 24 hrs to 2 weeks after birth
● Usually harmless but needs continuous 

observation. 
● Needs treatment if the bilirubin level is high

Pathological jaundice
● Presents within 24 hrs and or persists even after 

2 weeks after birth
● Very high bilirubin level
● Baby is irritable, and is not feeding well

Causes
● Haemolytic disease of the newborn
● Infection and sepsis
● Increased hemolysis due to haematoma
● Liver disorders such as Dubin-Johnson syndrome
● Hypothyroidism
● Biliary atresia
● Cystic fibrosis

Newborn Jaundice
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Treatment
Depends upon the bilirubin level and the age of the 
baby
● Phototherapy if bilirubin is mildly above the 

cut-off for age
● Exchange transfusion if bilirubin is highly 

elevated above the cut-off for age

Newborn Jaundice
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Convulsions occurring in children from 6 months to 6 
years of age without any underlying cause of seizure 
such as CNS infection or electrolyte disturbance

Classified into
● Simple (<15 min, generalised and tonic-clonic), 
● Complex (>15 min or focal) 
● Febrile status epilepticus (>30 min without 

complete recovery)

Management
● Patient in recovery position and check ABC
● Seizure episode >15 min then give rectal 

diazepam
● R/O other causes of seizures such as meningitis, 

hypoglycemia and electrolyte imbalance

Febrile Seizure
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This figure is intersected at 4 different levels of 
the body which represent different time frames.

● 3 months → Neck - Holds neck
● 6 months → Body - Roles both direction
● 9 months → Knees - Crawling
● 12 months → Feet - Walks

Developmental Milestones
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For fine motor skills, remember this pattern:
● 2 years → Draws a line
● 3 years → Draws a circle
● 4 years → Draws a cross and square
● 5 years → Draws a triangle
● 6 years → Draws a diamond

Developmental Milestones

If a certain milestone is not reached by the 
respective date you should refer for a specialist 
community paediatric assessment:
● Unable to sit unsupported at 12 months of age
● Unable to walk by 18 months of age
● No speech at 18 months of age (at 15 months 

onwards, if unable to speak monosyllabic words 
and difficulty understanding speech, consider 
arranging hearing test)

● Unable to run by 2.5 years of age
● Unable to hold objects placed in hand by 5 

months of age
● Unable to reach for objects by 6 months of age
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To reduce the risk of sudden infant death 
syndrome (SIDS), advise parents the following:
● Avoid smoking near infants
● Put infants to sleep on their backs (not their front 

or sides)
● Avoid overheating by heavily wrapping infants
● Blankets should not be higher than their 

shoulders
● Infants should be placed with their feet at the foot 

of the cot
● Avoid bringing baby into the bed after parents 

have consumed alcohol or sedative medications
● Avoid sleeping with infant on sofa
● Avoid using a pillow
● Use sheets and blankets rather than a duvet

Sudden Infant Death Syndrome
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Brain trainer:

What is the management for breath holding 
spells?

➔Reassure

Breath Holding Spells
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Brain trainer:

A neonate presents with acute onset of green, 
bilious vomiting and blood per rectum. 
What is the most likely diagnosis?

➔ Malrotation and volvulus

Malrotation & Volvulus
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Systemic IgA-mediated vasculitis characterised by 
immune-complex deposition, most commonly 

seen in children

Henoch-Schönlein Purpura
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Clinical features
● Skin purpura
● Joint pain
● Abdominal pain and bloody diarrhoea
● Glomerulonephritis (Hematuria and proteinuria)
● Recent h/o URTI or gastroenteritis

Management
● Symptomatic treatment such as pain killers for 

arthralgia
● Most people recover without any active 

intervention

Henoch-Schönlein Purpura
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● Followed after an episode of bloody diarrhea due 
to E. coli O157:H7

● Treatment includes fluid and electrolyte 
management, antihypertensive therapy and 
dialysis

Thrombocytopenia

Microangiopathic 
hemolytic 
anaemia

Acute renal 
failure

TRIAD

Haemolytic Uraemic Syndrome
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Haemolytic Uraemic 
Syndrome

Henoch-Schönlein 
Purpura

E.coli Autoimmune vasculitis

Prodrome of diarrhea 
that turns bloody

URTI or GIT infection

Purpura
Abdominal pain

Fever
Renal involvement

Microangiopathic 
haemolysis 

(schistocytes)
Arthralgia

Supportive: fluids, 
antihypertensives, 

dialysis
Supportive (NSAIDs)

● HSP has platelets in the normal range

HUS vs HSP
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Proteinuria resulting in hypoalbuminemia due to 
increased permeability of proteins

Clinical features
● Proteinuria
● Hypoalbuminemia
● Facial swelling and periorbital oedema
● Pedal oedema
● Dyslipidemia
● Hypercoagulability
● Common cause in children Minimal change 

disease

Treatment
● Salt and water restriction
● Corticosteroids
● Diuretics

Nephrotic Syndrome
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Presentation
● Fever
● Abdominal pain
● Loin pain
● Dysuria
● Increased frequency

Investigation
● Urine culture and sensitivity by either clean 

catch urine sample or catheter sample or 
suprpubic aspiration

● Dipstick testing - nitrites

Risk factors
● Stasis of urine such as in renal calculi, VUR, 

phimosis etc.
● Constipation
● Sexual abuse
● Previous history of UTI

Urinary Tract Infection

Treatment
● Nitrofurantoin MR 100mg BD
● Trimethoprim 200 mg BD 
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Imaging schedule for infants <6 months age

Test Responds 
to treatment 
in 48 hrs

Atypical 
UTI

Recurren
t UTI

Immediate 
Ultrasound

NO YES YES

Ultrasound 
within 6 weeks

YES NO NO

DMSA 4-6 
months 
following 
infection

NO YES YES

MCUG NO YES YES

Important change regarding imaging for children >6 
months is that MCUG is only performed if:
● There is dilation of the ureter on ultrasound
● Poor urine flow
● Family history of VUR
● Non - E. coli infection

Urinary Tract Infection
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Laryngotracheobronchitis is a type of URI in children 
caused most commonly by Parainfluenza virus

Clinical features
● Barking cough
● Hoarse voice
● Inspiratory stridor
● Fever

Treatment
● Corticosteroids (dexamethasone)
● O2 with nebulised adrenaline

Croup
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Acute viral infection of the lower respiratory tract 
commonly seen in children < 2 yrs old

Clinical features
● Persistent cough
● Respiratory distress
● Wheeze
● Bilateral crepitations
● Tachypnoea
● Chest retractions
● Common cause: Respiratory syncytial virus 

Treatment
● Symptomatic treat with oxygen and IV fluids

Bronchiolitis
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Features
● Autosomal dominant disorder
● Defect in type 1 collagen
● Fragile bones and increased chance of fracture
● Blue sclerae
● Hearing loss

Osteogenesis Imperfecta
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Autosomal recessive disorder and is most commonly 
caused due to 21-hydroxylase deficiency

Clinical features
● Males: hyperpigmentation and penile 

enlargement
● Females: ambiguous genitalia with an enlarged 

clitoris
● Vomiting
● Hyponatremia
● Hyperkalemia
● Shock

Treatment
● Glucocorticoids - hydrocortisone and 

prednisolone
● Mineralocorticoid - fludrocortisone
● Surgical management for ambiguous genitalia

Congenital Adrenal Hyperplasia
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Systemic vasculitis most commonly affecting the 
children from 6 months to 5 years of age

Clinical features
● Fever more than 5 days
● Erythema, swelling and desquamation of the skin
● Bilateral conjunctivitis
● Marked inflammation of lips and strawberry 

tongue
● Cervical lymphadenopathy
● Widespread rash

Complications
○ Coronary artery aneurysm 
○ Myocardial infarction

Image: A - Conjunctivitis, B - Strawberry tongue,    
C to H - skin desquamation and rashes

Kawasaki Disease
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Treatment
● Intravenous immunoglobulin (IVIg)
● Aspirin

Kawasaki Disease
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Clinical features
● Recurrent regurgitation
● Episode of choking
● Feeding issues
● Pneumonia

Most commonly resolves on its own by the age of 1

Risk factors
● Premature birth
● Obesity

Treatment
● Smaller and more frequent meals
● Trial of thickened formula
● Alginate therapy
● PPI or H2RA (in severe cases)

GORD
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Clinical features
● Itching
● Erythema
● Urticaria
● Acute angioedema
● Colicky abdominal pain
● Vomiting and diarrhea
● More common in formula fed babies

Treatment
● Hydrolysed milk product (after stopping cow’s 

milk)
● If breast-fed, mother should eliminate cow’s milk 

in her diet

Cow’s Milk Protein Allergy
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Measles Erythematous macules and papules 
on the face, neck and shoulders
Koplik's spots (tiny bluish-white 
papules with erythematous areolae)

Scarlet fever Sore throat
Sandpaper like rash
Strawberry tongue

Rubella Pink macules and papules starting 
on the forehead and spreading to 
the face, trunk and extremities on 
the first day

Fades from the face on the second 
day and the rest of the body by the 
third day

Erythema 
infectiosum
(Parvovirus 
B19)

Slapped cheek appearance

Rash With Fever
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