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Clinical Evaluation of Nephrotic Syndrome Manifesting
in the First Year of Life

Sung Hee Cho, M.D., Joo Hoon Lee, M.D., Young Mi Cho, M.D.
Young Seo Park, M.D. and Hae Il Cheong, M.D."

Department of Pediatrics, Pathology”, Asan Medical Center
University of Ulsan College of Medicine, Seoul, Korea
Department of Pediatrics f, Seoul National University Children’s Hospital
Kidney Research Institute
Medical Research Center f, Seoul National University College of Medicine, Seoul, Korea

Purpose : This study was performed to report the diagnosis and treatment of nephrotic syndrome
manifesting in the first year of life.

Methods : We retrospectively reviewed the clinical data with chart review in 7 patients who were
diagnosed as nephrotic syndrome manifesting in the first year of life from 1996 to 2007.
Results : Three patients had congenital nephrotic syndrome, the other 4 patients had infantile
nephrotic syndrome. Their ages ranged from birth to 11 months and male to female ratio was
1 to 6. Renal biopsies were done in 6 patients. One patient had Finnish type congenital nephrotic
syndrome, 2 patients had diffuse mesangial sclerosis, 2 patients had focal segmental glomerulosc-
lerosis and 1 patient had minimal change disease. Genetic analyses of NPHSZ, PLCE1, and WT1
were done in 4 patients and 2 of them had W7TI mutation. Among 3 patients with congenital
nephrotic syndrome, 1 patient was diagnosed as congenital nephrotic syndrome of Finnish type
and the other 2 patients were diagnosed as Denys-Drash syndrome. All of the patients with con-
genital nephrotic syndrome died due to sepsis. Among 4 patients with infantile nephrotic syndrome,
2 patients died and 1 had remission, another patient progressed to end stage renal disease.
Conclusion : Most of nephrotic syndrome manifesting in the first year was hereditary renal dis-
ease. Patients with nephrotic syndrome manifesting in the 3 month of life had poorer prognosis
and needed more aggressive management including early dialysis and renal transplantation might
be considered compared with infantile nephrotic syndrome. Further genotype—phenotype correla-
tion studies are needed. (J Korean Soc Pediatr Nephrol 2009;13:161-169)

Key Words : Congenital nephrotic syndrome, Infantile nephrotic syndrome
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Table 1. Clinical Features, Treatment and Outcome of the Patients with Nephrotic Syndrome Manifesting

in the First Year of Life

Patient No. 1 2 3 4 5 6 7
Age at Dx At birth 15 day 40 day 5 month 7 month 11 month 11 month
Sex F 46, XX) M F (46, XX) F F F F
Gestational age 33 35 37 39 40 39 40
Brith weight (g) 3200 2470 2500 2100 2500 3100 3002
Prenatal symptom None Fetal None None None None None
asphyxia
Initial presentation Generalized Generalized Generalized Generalized Generalized Generalized Generalized
edema edema edema edema edema edema edema
Initial Cr (mg/dL) 42 0.3 04 05 0.4 0.4 0.2
Initial Alb (g/dL) 15 0.8 1 16 1 1.2 1.4
pathologic Dx DMS CNF DMS Not done FSGS FSGS MCD
Gene analysis WT1 Not done WT1 Not done  NPHS2 (-) Not done NPHS2 (-)
(D369Y) (R366H) PLCEL (-) PLCEI (-)
WT1 (-) WT1 (=)
Final Dx DDS CNF DDS FSGS FSGS MCD
Treatment Albumin Albumin Albumin Deflazacort  Deflazacort Deflazacort Deflazacort
ACEI ACEI Albumin Cyclosporine  Cyclosporine  Cyclosporine
ACEI mPD pulse mPD pulse mPD pulse
Rituximab KT ACEI
ACEI
Age at ESRD 2 day 3 month 3 month 13 month 24 month -
F/U duration 7 month 4 month 28 month 16 month 17 month 17 month 11 month
Status at last {/u Death Death Death Death ESRD Death Remission
Cause of death Sepsis Sepsis Sepsis Sepsis - Transplantation -
complication

“They are sisters

Abbreviations : Dx, diagnosis; CNF, congenital nephritic syndrome of Finnish type; DDS, Denys-Drash syndrome; FSGS,
focal segmental glomerulosclerosis; MCD, minimal change disease; ACE] angiotensin—converting enzyme inhibitor; KT,
kidney transplantation; ESRD, end-stage renal disease; mPD, methylprednisolone; DMS, diffuse mesangial sclerosis
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Fig. 1. Pathologic findings of patients with nephrotic syndrome manifesting
in the first year of life are shown (PAS, X400). (A) Diffuse dilatation of
proximal tubules forming microcysts, increased number of glomeruli with glo-
merular hypertrophy consistent with Finnish-type congenital nephrotic syn-
drome (patient 2). (B) Increased mesangial matrix, splitting of glomerular ba-
sement membrane, compatible with diffuse mesangial sclerosis (patient 1, 3).
(C) Focal segmental glomerular sclerosis (patient 5). (D) Minimal change
disease (patient 7).
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