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Genome big data will open the way of the future in nephrology
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Simple, sPEedy and Efficient Diagnosis of Inherited Kldney Diseases
(SPEEDI-KID)

FSGS/SRNS

NPHS2, NPHS1, WT1, PLCE1, LAMB2,
NDI SMARCAL1, INF2, TRPC6, COQ6,
ITGA3, MYO1E, CUBN. COQ2, LMX18B,
COQ8B, PDSS2, ARHGAP24, ARHGDIA,
ITGB4, ACTN4, CD2AP, APOL1, PAX2,
ANLN, CRB2, MEFV, PTPRO, GATA3

AVPR2, AQP2

Bartter/Gitelman
Liddle/PHA

WNK4, WNK1, CUL3, KLHL3,
SLC12A3, SLC12A1, KCNJ1,
CLCNKB, BSND, CLCNKA, CASR,
SCNN1A, SCNN1B, SCNN1G,
NR3C2 +10 related genes

Renal tubular acidosis/
Fanconi syndrome
SLC4A1, ATP6V1B1, ATP6VOAT,

ATP6VOA4, SLC4A4, SLC34A1,
CA2, EHHADH, HNF4A, SLC2A2

Uric acid abnormalities
SLC22A12, SLC2A9, ABCG2,

SARSZ2, UMOD, HPRT1,G6PC,
mMucCt

Alport syndrome /
Thin basement membrane

Ca/P/Mg metabolism disorders

HSD11B2, CYP11B1, CYP11B2,
KCNJ5, CACNA1D, CACNATH,
FGF23, DMP1, ENPP1, PHEX,
SLC34A3, CLCNS, OCRL, CYP27B1,
VDR, TRPM6, FXYD2, CLDN16, EGF,
CLDN19, CNNM2, KCNJ10, KCNAT,
GNAT11, STX16, GNAS-AS1, GNAS,
PTH, GCMZ2, CDC73

aHUS

CFH, CD46, CFl, CFHR1, CFHRS3,
CFHRS, CFB, C3, THBD, DGKE, PLG

Fabry disease
GLA

Polycystic kidney diseases
PKD1, PKD2, PKHD1

Others
42 genes

COL4A3, COL4A4, COL4AS,

COL4A6, MYH9
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A (whole exome sequencing : WES) &7/ LY — 7 LV R
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YDk, MOMIETARZFINE § 2 aHUS & il L TE
BB OHFERIME G EWE SN, 2ok ) IcBEE
DETHRAER, FIEIHEE OG22 X b il E &
5280, BEINV—TTLDOTFHEFHEDNTE 2 ATRENEDS
HYArrEn s, ZOWRITIE, Precision medicine % %17
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