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BREEH : (X7 9%
BE4 : [ 70 VBRI TFRE]

B

2 7 1 5 (nephronophthisis:NPHP) I %, BHE IZ B Z 580 DEEDRETHY |
FREFAICIE, EATHEOBIE, I FRERIRZ 0 O IR R EMEE X2 2T 2, #Eis
R, E& L TERAREEREBEZRTR, AL H 5,

K M A 1% NPHPL, INVS, NPHP3, NPHP4, IQCBI1, CEP290, GL1S2, RPGRIPIL, NEKS, SDCCAGS,
TUEME7, ANKS6, CEP83, CEP164, DCDCZ, TFT172, TTC21B, WDR19, ZNF423, TRAF3IPI, MAPKBPI, SL
C41A1, XPNPEP3 1BAn{ D& /X7 a— REIkT 7 Y v L 2 DGO AT T A AEALE
WA, W — 7 =TT L, BRI ST VVBEEE 1%L F O\ Y
TV MIZOWTHET D, FHY — FERIR Y — 7 o — D7 — 2 ORFTEN LB Y
BlE, YU L DX ET ) = — 7 U —TOMT 21T 5, TeB R -
FEANE O 2 BB R R 7 ) SREEZGICE L TSR COME A EEHY —
R DOWHAR S — 7 o —TIXR R 720, MR L L, (KHifaE 1 71220
TN T ha—F —THRHTELZLOIZE L TUEHET LN, XU T ha—J—
THRHETE oo b DI L TEHE Lavy, 72 ERofEicinZ, FroofEm b i
HrizBm4 5,

B4 position (hg38) HGVS. ¢
CCID2A chr4:15520325 c. 1149+3569A>G (N\M_001080522. 2)
CEP290 chr12:88068657 c.6012-12T>A (N\M_025114. 4)
CEP290 chr12:88101183 c. 2991+1655A>G (N\M_025114. 4)
CEP290 chr12:88114573 c. 1910-11T>G (N\M_025114. 4)
CEP290 chr12:88119155 c. 1523-412C>T (N\M_025114. 4)
CEP290 chr12:88141046-88141051 | c. 103-18_103-13delGCTTTT (NM_025114. 4)
1QCB1 chr3:121828269 c. 263+201delA (N\M_001023570. 4)
NPHP4 chr1:5967249 c. 517+50C>G (NM_015102. 5)
NPHP4 chr1:5986310 c.—21C>T(NM_015102. 5)
RPGRIPIL chr16:53658475 c. 1351-11A>G(N\M_015272. 5)
RPGRIPIL chr16:53663340 c. 1243+1530G>C (NM_015272. 5)
SDCCAGS chr1:243305133 c. 740+356C>T (N\M_006642. 5)
SDCCAGS chr1:243307837 c. 741-152G>A (N\M_006642. 5)
THMEME 7 chr8:93786207-93786211 c. 1289-16_1289-

12del1CTTTT (N\M_153704. 6)
WDR19 chr4:39216937 c. 1250-197C>T (N\M_025132. 4)
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XPNPEP3 chr22:40857095 c. —87C>T (N\M_022098. 4)
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(10) BiEDRHEAE
FE (7). (8). (9) % FHAKIZOWT, FIC AN TR TARTICHET S
(WEITE U T, RAKIORMES ), FEBOBRICHETS 2 L4 EAET 5,

(11) MEEKEEROBRED T~V OFEREH
RIS 7 ~ VT IZEA AL 1D 70 & ONSHRIAE B 1D 2 5tdk 72,
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