
A novel mutation causing Pseudohypoaldosteronsim 

Introduction 

• We present a case of a neonate with a 

rare cause of life threatening 

hyperkalaemia, hyponatraemia and 

metabolic acidosis.  

• We discuss the important investigations 

and differential diagnoses in an infant 

with these electrolyte abnormalities.  

• A novel mutation in SCNN1A was found, 

this is the first case in Northern Ireland 

 

Case History                                
8 day old girl presented to Emergency dept             

with 12 hour history of poor feeding and 

vomiting 

Past medical history: 

• Term, NVD, birth weight 3.5kg 

• First born child, parents consanguineous 

• Breastfed, previously well 
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Initial management 

• O2, bag & mask ventilation → HR>100 

• 3 x 10mls/kg Saline boluses 

• Cardiac monitoring – periods of VT 

• IV Cefotaxime & Amoxicillin 

• IV Hydrocortisone given empirically 

• Venous gas: Ph 7.16, CO2 8.6, O2 3.6, HCO3 

23.1, BE - 5.5,  

• Na 121 mmol/L, K 10.5 mmol/L 

• Blood sugar 3.8mmol/L 

• Urgent echo, renal US: normal 

 

Management of hyperkalaemia 

• Nebulised Salbutamol continuously 

• Cardiac monitoring in PICU 

• IV Calcium gluconate 10% 0.2mls/kg  

• Insulin infusion 0.05 units/kg/hr  

• IV fluids 10% dextrose with NaCl @ 2/3 

maintenance 

• Sodium bicarbonate IVI 1mmol/kg/hr 

• Calcium resonium 1.5g NG stat 
 

 

Differential Diagnosis 

• Congenital adrenal hyperplasia (21 OH 

deficiency, 3ᵝ HSD deficiency) 

• Aldosterone synthase deficiency 

• Adrenal hypoplasia congenita 

• Antenatal Bartter’s syndrome (loss ROMK) 

• Pseudohypoaldosteronism Type 1 (Renal or 

Multiple Target Organ Disease) 

• Secondary pseudohypoaldosteronism  (UTI, 

urinary obstruction) 

Pseudohypoaldosteronism 

• Rare syndrome of resistance to Aldosterone 

• 2 clinically distinct forms 

• Systemic form: mutation ENaC, a highly Na 

selective channel, expressed in the distal 

nephron, colon, lung and exocrine glands 

• Renal form: mutation mineralocorticoid receptor, 

mild salt losing, improves by early childhood3 

• Sweat test useful to differentiate 2 forms 

Examination 

[ 

  

Clinical progress 

Our case is now 17 months old and well, with no 

further acute episodes of salt wasting to date. 

Na, K normal on medication: 

• Sodium Chloride 12.3 mmols/kg/day 

• Sodium bicarbonate 3.3 mmols/kg/day 

• Low K diet: 0.6mmols/kg/day  

Growth: weight 91st % height 25th % 

• 2 LRTIs, 1 hospital admission 

• Café au lait macules  

• Aldosterone 18,000pmol/L, Renin 148.5pg/ml 

 

• Mottled, cool peripheries, drowsy & floppy 

• HR 66, RR 30, SpO2 88% r/a, CRT 4 

seconds, Temp 34.90C, 5% dehydrated 

• HS: 1 & 11 & 0, Femorals not palpable 

• RS: good AE R=L 

• Abdomen: soft, non tender,  

    no organomegaly or masses,  

    normal female genitalia 
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