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nephrocalcinosis model
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Cldnl6 show higher Ca2+ exeretion than WT and 44— Colabaraon With =M
compensatory stimulation of Cldn2, TRPVS, and NCX1 at Egyptian Group for Orphan Renal Diseases (EGORY
baseline. Furosemide reduced hypercalciuria in Cldnl6 and
enhanced TRPVS and PMCA levels in € 1dn16 but not in
WT. Furosemide significantly reduces hypercalciuria, likely
of luminal and basolateral Ca2* transport
distal nephron and collecting duct in this
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Kidney transplantation:
+ Pre-emptive kidney transplantation in
98 . Living donor (his aunt):
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i NO T IKELY PA RELATED TO CHRONIC
NEGATIVE FOR NOSIAP [c.1463T#A | p.Loud88GIN] AND LAMAS [c.2378C>T | p. Pro792

CNV. PROBABLE HETEROZYGOUS INTRAGENIC DELETION ON VARIANT OF UNCERTAIN ¢
_196748281)_(196749113_7)0EL] DETECTED: CLINICAL CORRELATION RECOMMENDED

[ + Three months post-transplant, the reci
Prof. Fatma El Musawa excellent kidney function:
U Creatinine: 0.7 mg/dl
U Albumin: 3.8 g/dl
U UPCR: < 0.2 mg/mg
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Conclusions PH1
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Kidney

« >70% kidney failure in PH1, despite conservative therapy
* Nearly 50% present with kidney failure

+ 30% responds to vitamin B6 (Western population! Not in the
Middle East)

+ Need for new therapies for the majority of PH1 patients
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Genetic testing Kidney Genomics for Practicing Nepnrologists
Eculizumab/ Ravulizumab £

o Availability

o Duration of ttt after Tx

o Monitoring activity esp. C5b-9 (serum,
biopsy deposits, ex-vivo endothelial
deposition). Diagnostic role?
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