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BREHEE : (X708
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)
NPHPS3 chr3:132717905 c. 671-996C>G (NM_153240. 5)
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+15306>C (N\M_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 (NM_153704. 6)
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WDE19 chr4:39216937 c. 1250-197C>T (N\M_025132. 4)

XPNPEP3 chr22:40857095 c. —87C>T (N\M_022098. 4)
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Mg SEML L7257 ) 5 DNA D2, ST DRERM GBI O AXSEa— R
T Y L EDA v ha VR NA TV EA B a3 D W ITEERRY
EEYE (polymerasechainreaction i, PCREELME) 12XV EHE L., Wiy —4~7 v
P—bDNNEF Y ET Y — v —F U —IC KD BB ESIREZITV, ARG
BT OAMELE a— RERICB T 5 v —7 v v 7 TRITRE 2R BUEE O 1
AN E DA EZRRIHT 5,

EYEE R O B 2L
EBICHC BN TNDE M7 AU 7 7 Lo ARSI E O b | (R HBIHEZ R
DAL HET B

EREEICRARREEZITI) Z & LT AREMEOHHA
BRZ72 L, AREITIREAMZES 20 TIEH Y TH A,

REICETSHE
FRARIARFTIZ T2 H 205 60 5 3£ H AN,

RIEZFFET DEBITH > T, REICHE 21T 5 WERER OLH
BIEDEFELD D EE A,

B DLRER A
RO TRAE D B AIR RIS SV THICHRI L AR D H LA O
Z AT B,

AR DA
T IEAT DAL 1D FH T~V MR SR 7B 1A

(B zesz HRIER M 4% EDTA-2K (FE7-1% Na) FEHT)

REDORBE
M Il P 247103 5,

BRI DRIFSRM:
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(10) BiEDREHEAE
FE (7). (8). (9) % HKIZOWT, FIZ AN CEREIC TARTICHET S
(WEITE U T, RAKIORMES ), FEBOBRICHETS 2 L4 EAET 5,

(11) MEEKEEFEROBRED T NV OFEREHR
BRIRAEST Z ~ U1 EA AL 1D 72 5 NSRS ELH 1D 2 53 5,
MRAKIEE L, SREEREORREFER T 5, ER0EEE 2 FICRd,
- [EA4{E 1D
- METOREHE (BERA, BAio— FES. BRI
- PRI RO TE
« HA KT A BEFORER
- FHRE AT e E

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAERELFAIE T 5,

LR F AT AR DT, EREBEICIT TR 2T,

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BioTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
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