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BEHEE : | KEAER |

wEL [ REAERELTFRE ]

iR

RELABFIL, BWRIEE IS O F AMEEELERE ORI CH 5, FIAEFH,
FREE 22 SN2 R0, ERRAICELIEA, REAL, AR GER) [ZRBlsh D, LR
KEAFHROEEBMLFE LT, ZNETIZ S BIEFNRIEINTWD, 2l o b
VR T a3 T o=y hea— RT3 ICIRGL, 7 054 RF ¥ F)v&a— R+ 5 CLOV7,
~ U AD grey-lethal Ot N4/ v s ThD 0STHI, WEEMIAOS LML, £
\ZB84> D RANKL % 21— K925 TNFSFI1, RANKL |\ZX}4 2% RIKTH D RANK 22— K45
INERSF1IA To %, B KEAER ClX. CLON7 B OM, PLEKHN] 3&151 D FIZ I
SIEFIOWEDR D, AT GEBIM) KIELAFIRIL CLONT =0 LRPS D~T n 22 HTh|
XLz xna,

K K A& T UL TCIRGI, CLCN7, OSTML, TNFSF11, TNFRSF11A, PLEKHMI, CAZ, LRP5, IKBKG,
FERMT3, RASGRP2, R ONERIZZ W F\C LRP6, SNX10, SOST, SLCAAZ2 W&AGTF-D X v 37 2 — K
FEE T 7 Y L DGO AT T A AN A RIS — 7 = =TT L. EIT
B SN2 T VVBEE 1%L FORN) 72 MZOWTHET 5, HEEHY — R
Ry =T o —DF =Z OMTENBERGEIL, Vo T—ECLLFy T ) —v—7
Y —TOMNT AT 90 TRBRIBRE - FEAFED 2 ©— BB RBUEL 2 7 LIS
ZACIZB U@ CoRM A EEHE Y — RRIORIR > — 2 B —TIER #7272
WESSELE L, (KA 712o0nTUIRNY T ba—7 —TRIETEX 25012
BLTITMET 8, NI Ty ha—7—THRIITE o7 b DB L TEHE L2
VY, IKBKG (2B L CIFMHRIFEIR Y D 2 72D, kittfe— 27 = o —CIRBE Y 7 2 K
D o> T2 55 121E, long-range PCR #% sanger {EICTHNNY 70 M &M 5, 7272 L.
IKBKG @ ex3-ex10 D KK KDRINIARFEETH 5, Fiz EREfERKICMN %, FREOMEE D
fEHTIZIENT 5,

BinTt4 position(hg38) HGVS. ¢

CLCN7 chr16:1450378 c. 1617+119G>A (N\M_001287. 6)
CLCN7 chr16:1456056 c. 916+57A>T (NM_001287. 6)
CLCN7 chr16:1457355 c. 739-18G>A (NM_001287. 6)
IKBKG chrX:154547745 c. —16G>C (NM_001099857. 5)
IKBKG chrX:154547746 c. —16+1G>T (N\M_001099857. 5)
IKBKG chrX:154560384 c. 519-23A>T (NM_001099857. 5)
ICIRGI chr11:68049426 c. 1887+132T>C (N\M_006019. 4)
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TCIRG1 chr11:68049436 c. 1887+142T>A (N\M_006019. 4)

TCIRGI chr11:68049440 | c. 1887+146G>A (NM_006019. 4)
TCIRGI chr11:68049443 | c. 1887+149C>T (NM_006019. 4)
TNFRSF114 chr18:62325308 | c. —45A>G (NM_003839. 4)

(1) REFIE

MR HEML L7277 5 DNA 2D 35T DA RBIRF O AT Ea— R
TERT 7 Y L EDA U hr VBRI ENA TV XA B g v D WITEERRY
i EE (polymerase chain reaction ¥, PCRIE&EME) (CX VML, ity —4
V=B N0NEIF YTV — = o —IC L D BB TEYIREEZITV, RS
AR D72 AT < B 22— Rk 30 2 IR BUEE O RS b O f 4 /R
%o FANMEOHDOZ T AN E T D08, RULEHGRWVIGEITIHE I DNA b2
AL, ZOEEIEE 2 OFEFNZ LV HET LB D LT 5,

(2) EEEROHEERE
ERERICHW SN TWD e RF 2 AU 77 Lo ARSI E O G | AR B B
DOHF A HET D,

(3) EEMEICREMELITIZ LT HREMEDOHHA
FRIZ72 L, AREIIBREMZET 20 TIEH Y ¥ A,

(4) REICETHIHE
AR ARFTIC RV Z B 25 60 & 2 H DL,

(6) BIEZRFET DHRITH - T, EEITHEZIT 5 HAEREFT OL
HEDEFETDH D 8 A,

(6) REDOIESEA:
FEFHSRIIC CRAED B ARIRFUIC OV TR L. AREDOH LiALOE
AR D,

(1) REOTRARE

WA T DEA AL 1D BRd T~V AL S - B 1 A
(B e HRIEL M AS EDTA-2K (F 7213 Na) FEf7)
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(8) MIEDREE
M 1nL A bR Y %,

9) BMIEDORESRMA
BRIMARIE, SO 7 TR T %

(10) BiIEDREHEAE
FE (7). (8). (9) % THAKIZOWT, FIC AN TR TARTICHET S
(WEITE LT, RAFIORMES ), FBEBOBHICEET S Z L2 HAE T 5,

(11) REEKEERCBRED T XNV OLHER
FRIRREAT Z ~ U ITEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEEIL, YREEREORREFERT 5, B2 2 FICRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PRI R TE
« HA KT A BEFORER
- FHRE AT e E

(12) Rz ERBE D CEAERERN OB EREFNICHEZKET 25 A
Hlco> Tk, HEFERERNS) £ TRET 2 DICET HRH
FEAOFAEEZFRIE T 5,

LR H IS AR DT, EREBEICIT TR 2T

(13) HREFH
7L

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