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• Family history kidney 
disease 

• Urine test: protein and 
blood in urine.

• Blood test: A blood test 
levels of protein, and 
wastes in your blood.

• Ultrasound kidney

• Hearing test

• Vision test

Alport syndrome 1 in 
50,000

• Kidney biopsy:  looked at under a 
microscope.

• Genetic test: This can help confirm the 
diagnosis and determine the genetic type 
of Alport syndrome you may have.Galle 2019



Whole Exome Sequencing ?
Steroid-Resistant Nephrotic Syndrome 
Galle 

Nephrotic syndrome in 
childhood is defined by
• Proteinuria (>40 mg/m2 per 

hour),
• hypoalbuminemia,
• edema, 
• hyperlipidemia. 
It can cause hypertension, 
severe infections, and
thrombotic events. 
Patients are classified by their
response to steroid therapy

• In children and young 
adults, about 80% of 
patients respond to 
standard steroid therapy.

• Individuals with steroid-
resistant nephrotic 
syndrome progress to CKD 
and ESRD. 

• More than 30 monogenic 
genes have been 
identified to cause steroid-
resistant nephrotic 
syndrome.

Galle 2019

Clin J Am Soc Nephrol. 2018 Jan 6; 13(1): 53–62. Whole Exome Sequencing of Patients with
Steroid-Resistant Nephrotic Syndroom Jillian K. Warejko et al
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1:# 600995. NEPHROTIC SYNDROME, TYPE 2; NPHS2
Cytogenetic location: 1q25.2
2:* 604766. PODOCIN; NPHS2
Cytogenetic location: 1q25.2, Genomic coordinates (GRCh38): 1:179,550,538-179,575,986
3:# 256300. NEPHROTIC SYNDROME, TYPE 1; NPHS1
Cytogenetic location: 19q13.12
4:* 615567. COENZYME Q8B; COQ8B
Cytogenetic location: 19q13.2, Genomic coordinates (GRCh38): 19:40,691,529-40,716,885
5:# 615244. NEPHROTIC SYNDROME, TYPE 8; NPHS8
Cytogenetic location: 17q25.3
6:# 301028. NEPHROTIC SYNDROME, TYPE 20; NPHS20
Cytogenetic location: Xq22.3
7:# 615573. NEPHROTIC SYNDROME, TYPE 9; NPHS9
Cytogenetic location: 19q13.2
8:# 610725. NEPHROTIC SYNDROME, TYPE 3; NPHS3
Cytogenetic location: 10q23.33
9:# 617575. NEPHROTIC SYNDROME, TYPE 14; NPHS14
10:* 601925. RHO GDP-DISSOCIATION INHIBITOR ALPHA; ARHGDIA
Cytogenetic location: 17q25.3, Genomic coordinates (GRCh38): 17:81,867,718-81,871,336

https://omim.org/search/?index=entry&sort=score+desc%2C+prefix_sort+desc&start=1
&limit=10&search=steroid+resistant+nephrotic+syndrome

OMIM Steroid resistant nephrotic syndrome (first 10)

https://omim.org/search/?index=entry&sort=score+desc,+prefix_sort+desc&start=1&limit=10&search=steroid+resistant+nephrotic+syndrome
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Familial idiopathic steroid-resistant nephrotic syndrome
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=656

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=656
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Form DNA Laboratory Utrecht Medical University



Diagnosis

Hurler syndrome

PKU, Duchenne MD, FOP

Shwachman Diamond Syndrome
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