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Jopic 1
* FMAIG (MME)
« Fabry (GLA)
« Alport syndrome (COL4AS)
« Steroid-resistant
nephrotic syndrome (NPHS2)

Jopic 2

*» Cystinosis (CTNS)

* Dent disease (CLCNS5)

* Imerslund Gréasbeck (CUBN, AMN)
* MODY3 (TCF1)

* HANAC (COL4AT)

JTopic 3
* FHHNC (CLDN16, CLDN19)
« FJHN (UMOD)

+ Dent disease (CLCN5)
- HANAC (COL4A1)

DevuystO et al.Nephrol. Dial. Transplant. 2009;24:2042015

Collecting
duct

~
?/\
Topic 4
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* Gitelman syndrome (SLC12A3)
* PHA2 (WNK1, WNK4)
* HANAC (COL4A1)

Topic 5

* Nephrogenic diabetes insipidus (AQP2, AVPR2)
+ Distal renal tubular acidosis (SLC4A1)

* Pendred (SLC26A4;

« Dent disease (CLCNS)

* HANAC (COL4A7)
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B 57 TNH geneumsa

W c.1015G>A, p.Gly339Arg

m Cc.785G>A, p.W262*

M C.283G>T, p.Gly9s*

M C.433C>T, p.GIn145*

m c.18 21del, p.Thr7Phefs*7
B c.140+2dup

B c.518A>G, p.Tyr173Cys

W Cc.450G>A, p.Trp150*

W c.627C>A, p.S209R

B c.1000del, p.Thr334Profs*65
W C.681+1G>A
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Clearance

Creatinine
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Graft survival
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CNoXHbIW Cny4an: CTeHTUpOBaHue
Hanbonee 3HaYMMOU KOPOHAPHOW
apTepun y nauueHTKn c
LUCTUHO3OM

Py6puka: Hosoctn HAusaps 30, 20719

B KoHUe aexatpsn B BOTKUHCKYIO BOJibHWLY NOCTYNWAA

WeHwmHa 34 f1eT ¢ OCTPbIM KOPOHapPHbIM CUHAPOMOM
MaumneHTKa oKasanack HepRAOBan, Cc peakum (opd: )
3atonesaHnemM — LUCTHUHO3, NPU KOTOPOM B KNETK HOB

WU TKaHeW C POXXAEHWUA HaKanNuBaeTCA BeUWeCcTBO LIUCTUH, OT

3TOro CTpaAaroT nNpexae BCero rnasa v NoONKy M3-3a
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