ML ONEBEOEF
FmICE B B DIRICRT DR EHERNOEA L X 2 0 DZRERERDL
M B9 B S A 2R pESE
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BORRITIE, P NRESEUICHER SND ZERRETHY | £D7DHIC
EX IV D VTR EERER RS, ©X I DOEABEESALS L NET
TEORRIZERFEDEL, <DWRBGIEEIEND, <DFEE, N8BT vy
LRV VDORBIZEDEREOAIRICAREIE L, R E, BTEE, FOLR., KU1
VU LMIER EOIERE R T D, < DIHOKFIKE L TR, B4 2 D RZIENKED %S
DLW, TEITHINCEBED S DIRBFET H, EX I D U7 FUREORFIZE D
BURPES 2713, 1o KEAEEERORF LV RIEST 287 I DIRFMES D TR &
X2 D EZFR (Vitamin D receptor: VDR) OREFIZ I W RIET H X 2 o D IKIENE
< %9% 117 (Hereditary 1,25-dihydroxyvitamin D-resistant rickets: HVDRR) (2451} &
N5, Zo955 HVDRR Tid, < AWERICINZ, REEZESLERH D, VDRIT, &
WEE B 70—, DNA §544H (DNA binding domain: DBD), U %> K&k
(Ligand binding domain: LBD) 725 j%%, VDRIIEHAIEZ I D L#EE L, BENICE
1792, 61T, VF /A FX k7% — (RXR) &D~Tr _wELEHRL, 2777
Z— Dl 2 Z T 720 GIEEBE O X 2 2 DISEERSNCHES LERE 2151 b3 5 1K+
LT,

HVDRR (3R AARSHEREEALZ &0 WD & b IZRRE TH 55512 Dk
FWIET DT —ADBKEI 2 DD, L LAGHEEEHEERETH-ThH, RKEZEDRBOA
THICRIET D7 —ABFET D, FEOT LA OBGETREIC L 0 HMEEME B
JET DML LT, ABitE#Z 1 2 — (uniparental disomy: UPD) »3Zf 5415, UPD
i, —ROMRYREERZEDOERED L ITHMORINZ, FHOBNLZTHNTES DD
THDIRRED Z & 2459, UPD OKEINE, ATV T 4 U TRBTROM->TND
23, UPD I L 25 MEEMERBOMELRIIE SN TS, UPD 02X, fEXki% Short
tandem repeat (STR) fE#HTIZ L V1T T 7203, #8407 UPD OB T EE L
VN, FIZ T4, 7/ 57 A K Single nucleotide polymorphism (SNP) 7 L 1 i i27:
HREFE T35,

HVDRR % 5| & Z 3 VDR B 1X 2 E T 50 FfEH S ST\ 55, HVDRR X
FAEBEEMENTZDIZ, VDR DEFED LRSS, VDR DS L FERESRH . HVDRR Ol
RIEAR D BIRIT - IC B S v Tz, Lar L, HVDRR OJFREITIIE D EIEE TS
FIETHDLD, BE T L ICRERIBEIHZMIT 2 Z ENEEND, AL TIL,



ERAYIZ HVDRR &2 S 7o 8 Ak LT, BB FEARRZFET D & & blT, FF
BIBIEERE 2 LIZBE 1 41250 C, SNP fi#hr, STR N, 35X OVSNP 7 LA fighr
ATV, ZORBFRRBEEREA SN Lz, 5T, RELEERO X X7 Bk
. WEEIEMEILEE, U v RifGaE. 27 7 7 #—<° RXR & O AEMRE, BABITHE
ZDWTHENT L, BEREREE 23 L7z, LA EE S & VDR DR L &2 08 EHERER
b, BB OEBENEZHE, gL, A% HE HVDRR © VDR Ei{s A ROZHEMEIZ OV
THRE AT 72,
(x5 & k]

B

HAN14, PAa NT4O8ADEFEN, < 5L FTEOEKIENRZ 7~ L, HVDRR
Lz,
VDR &A= 1-f#tT

BHE AL LIOZEDORFHIOWT, KM AMERE Y &/ 2 DNA Z#iH L. PCR LR
X O v = —r v R EE VT VDR B85 O RS & fifee LT-,
AR A IE M) T & D BN %3 2 AT

I 22 BRSO B, JBETALTHEZ > TV DD EMREET 2729
SNP fi#frds L OV STR fighr, ®iZ, 7/ 5T A K SNP 7 LA ik 17572,
ZEH VDR D & o 23 7 RS RESRMT

RIE LIERPNEBRDOFRRE /2D 95 L E2RGET D720, Vo727 —ET7 vEAIZ
X » VDR O#=GIEMACRE 2 M L7z, F£72 VDR OBEEN CO L H ICEEIN TV D 1%
DL BUHERIGARER L7 o REHAWTU T2 REEEREE N5 & & b,
WA LAY — ATV RT vtEA3EZHV VDR & a7 7 FX—%— (SRC-
1) . 27 L vy¥— (NCoR) . RXR & DFHAAEMZMNT Uiz, Fio, wEAE#% VDR % H
W CHIRRNIZ 38T 2 JRFE & il L 7=,

[ R]
AR Z 5T VDR ZRO[EE

HVDRR & 8 4412454 % VDR G FEHTIC T, —HODRBEHZAR R73X, Q152X) ¥
K=o OFHAEREZFE L, B2, S360P &5 LBD @O I A& A4 5
DBD O—EFHANC L D7 L—L3 7 NER A hur 8 O—HEEWIZ LD AT Z
A AP A NERTHoT-, 72771, Bl A 2R TH 5 S360P 1% in silico AT D
fEs, ERBIRRE L 2 D TREMEIRNE WD D Th o7z, BHF 2~8 DliEIX. ThEih
DERE~TaICHTHREETH-T, L, BEF 11O TE, BOARKE TH
0. SUTITEBNRFEE S e o Tz,

UPD (T & 5 HVDRR D #JEDFEH]

SNP fi##T3 OV STR T OFER:, B 1 O SNP B LU STR v —F —I% 12 FYLEIRIC
BT, FHET LV D homozygote TH D Z EDVRIB S LTz, 12 FYAMLITIE, K
BLVHEKL TV, 12 FREMROREK UPD 12X 2 FIEE SRV, SNP 7 LA T 24T
S, THE, REOTRTOYEE L ORE O 12 FBYAKLSO YR TIIAET
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Vb, ~T a7 LRSI M/ LT, Zhics L, B 12 BRARIE~T a0
SNP 7372 <, Loss of heterozygosity (LOH) OIRRETH ~7z, I I, BHED 12 FHAIKIC
BWTHRHBREBIETE D SNP IZARIZAML TN HDIZx L, KEREMETELHD
=2t 7%ehotz, T H 12 FYEIRD complete maternal isodisomy T 5 Z & 3/R S
i,

5 VDR D & 737 RS REfRMT

In silico &7 /L CORE R & BEIRFT A TEBEN L O 723 2 D S360P &, BEHROZ R
(Q152X, V346M, R274L, H305Q) (T DWW TERIZ L 5 VDR BERE~DRE AT LTz, £
F°. S360P TIIMOBEMA R & FERICEIREIEMHLREAME T L TR Y . RERFRKE 2V 9 5
ERTHDLZENRINT, VY FREAREMIT LIzE 2 A, V346M TiXHLREY A
VRSB RENRTZ TV DITHR L, S360P Tix U #y REEREN Kb T\, a7 7
7 2 —"Td % SRC-1 B LTV NCoR & DHHAANEMIZL, S360P ICHW TR T LT e, F7z,
VDR & ~TF 1 "B EZERKT S RXRa IZOWT, FiEE &1 % S360P & V346M Tix U
¥ RIEGFAE T COMBEMERMET LTV DIZkt L, BEEA £ 720 R274L & H305Q T
T EERIER T,

I HlZ, 225 VDR OMIINIZEB T 2EREA iRt L7z, B4AM o VDR TIXY T FIEFE
ETFTHHLIBEBNICREL, VT NEAE N CERENSEMI NIz, kL,
S360P TIE U > RIEMF(E FICHE W THRENMBO THL . U A FAE T THEmIT S
NI oTle, —H T, V346M X, U v RIFFE F COBRMEIZI<HWbDD, Vi
NGB REDNER IR AT D72, U TV FFEE TN CIIERTEN R L=, U T RS
DI Q152X & Q400LfsX7 TIiL U # Y RIEFAE N CORRIEIXE AR L R%E T, VT
REE N COMRIIA bR o Tz,

[&%]

AWFFETIE, WD TR ARRETHS HVDRR OFBEE 84 L0, BERAER — >, HEE
REoOERZRE L, £, FRABEEEREZ R L2 —FRIZOWT, SNP 7 L1 fif
WrafnsZ ET, ZhE TICHED /W UPD (2 &% HVDRR O3JE 2 7EH L7z,

FHUCIFE L7z S360P £ RIL & 7 BEROELE DT, LBD IZHT 5 Hifli/s 2
A AERTHY | in silico T THIEREREZ K Z 20 e P&z, 360 FHD
T U iR, RXR EEEHOMITEDREEE R A A 2 bilrEE L TRy, LML, in
vitro |33 2 BEBEMAT OFE R, S360P 285 VDR TR EEME(LEE. U W v REEAHE. =27
77 B — L OMEAERRE, BBITHRENSEDNL TS Z ERHLNERY . ZOFEBRERIT
B 2 3FHA 295 HVDRR TEX X v DIRRICIRiE A4~ L2 s & —FK Lz, ¥
[FFEE L S360P 73, ZIGIZil=2 ¥ v 8y EEREEE 2 R LT & LT~ v 7 2 9
DIFFEFRIZHFETHEY U0, BT IV ThHLITn Y NNIEEHDLZ LT v
A9 DIiEERELSBILEE, IR F T EERIRIZEELE LT LT TREENE 2 5
N5,

FeUHIZ HVDRR O KX 2 F>—>Th 5, VDR BEBWEMIZIB N T A b oOBRE
RO TWDHEZEZLNTED, ZOMRERIL, VI y FEAIEKGFE L ERE ST
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5, AEIOERT, FTEA D22V VDR AR (R274L, H305Q) 1%, U H ¥ RIEFET
TRXRa & DHAEMEHGEEZA L, S5 DNAFEAREEZA LT\, Zhick L, K%z
%5%%(%&m\wwmoMUﬁyP#ﬁETTRmm&mﬁﬁmﬁﬁxDNA#Q%
HEF LTV, ZRHOMEIE, ChEToREEL—%T 50 THY ., VDR/RXR
D~TuHA~—NDNAREEREZA LTS Z ENEEBICEIT S VDR OFEREICIHNT
WEARARTHDH LB Z BT,

F72. SNP 7 LA Z W Z & T, 1 EOMNT T LOH 2R T 5 Z LN TE, Bl
$ﬁ%*§‘%kAbﬁ5’kTEEﬂ%UPD ThHIELEETRTIENTE, ZOREFIZBW

TEEEBEFEREZFRE L2 2 S X0 BBl x L TRERDOR DWW CO EfEREIR A 7 v
v UL INTRELE R oT, EHICZOBRFIZBWTIZRI3X &9 LBD # /K< ERAE
ZoTNDEWV) B FITOMEICHESE, TNE TOEEME X I D b2 Hik
L. CaRGICEDIMIBIZAER LTHER, < DWOUHELHLZ LATE, ZOBHEITIHE
LICIRIRIEICAER 5 2 LN TE T,

ZD X912, HVDRR OEE BT, ERIDOBFEDOERAZETE L, BHEI L OMRER
BEms 2 LT, TNENOBRFEICH UIIRRIEMNL T 5 2 Ll2 oD 2 LN TE
Do SHITIE, K DHRRBIEIEBOH LW —F y NERET L Z L0, B
FizE EELT, B EMOMARIZEIT S VDR OEOMIIIZ L HBE L T Z &R
WFFCE 5,



