
POSSIBILITIES OF EVOLUTION IN 
DISTAL RENAL TUBULAR ACIDOSIS –

OBSERVATION OF TWO PATIENTS 
IN A FAMILY

Cecilia Lazea, Paula Grigorescu-Sido, Camelia Al-Khz ouz, 
Carmencita Lucia Denes, Cristina Nedelea

“Axente Iancu” 1st Pediatric Clinic – ”Iuliu Ha �ieganu” UMPh
Cluj-Napoca, Romania

INTRODUCTION
Distal renal tubular acidosis:
- rare genetic disease
- inherited in a  predominantly autosomal recessive manner  (autosomal
dominant inheritance also possible)
- potential evolution towards severe complications
- infaust evolution in the absence of therapy

CLINICAL OBSERVATION
- two children in a family, a boy (I.N.) and a girl (I.N.) diagnosed with distal renal 
tubular acidosis type 1
- age at diagnosis: - 18 months in boy

- 8 months in girl; reevaluation at 9 ½ ys.
- history: onset in the first year of life with: - polyuria

- bone deformities 
- growth failure
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DIAGNOSIS
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3. IMAGING: nephrocalcinosis

a) Abdominal X-ray

b) Abdominal ultrasound

TREATMENT
- sodium bicarbonate                      - inconsistent in �
- potassium chloride
- disodium phosphate                     - accepted from 9 ½ ys. in �
- vitamin D

EVOLUTION
- �  : renal failure, death at 11ys.
- � : complications already present at 9 ½ ys.: - nephrocalcinosis

- renal cyst                               
- short stature

- under treatment satisfactory results:
- resumption of statural growth;
- weight gain
- improvement in Astrup parameters
- serum ionogram normalization
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CONCLUSIONS
- distal tubular acidosis – genetic disease with high risk for complications
- evolution depends on the treatment
- possibility of a favourable prognosis  in a severe genetic disease

For additional information, please contact:
Cecilia Lazea
I-st Pediatic Clinic – ”Iuliu Ha�ieganu” UMPh, Cluj-Napoca, Romania
e-mail: cicilazearo@yahoo.com
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