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N - BRI BUT B A1V 2 2RI

#EH

T C &I

HIVT AL, B, W, MR, iR
M7z E, L OEWHH 7L AZHELTEY,
FERERICLETH L, IV T ADREZIR,
FHEE, ST, BRELEZ &AL, ALY TA
OBFNE, REEHA, REMEARAL, w8k
LR OV E, fifik e &% 4 U5 TRENEA D %,
AN TAE, KEDI~2%% 5D, ZD999%
B LWL, 520 D 1 % 1 I 2 HHR T,
Ml EEN L. MM, 4, S OICERMEICBT
A AAHESE L THERT 52 LT, ALy
LD TV IE R IR (85 ~ 104mg/dl) 1ZHE
Hahs,

KNIV AOHFIZEFTER LAV VY
ATHY, FINMETHERINENS, BE,rLDOH IV
3 AR R, ¥4 3 2 DR R
RVE v O % 2 THUIUEAE & B IS
IVEPOLANT Y LEBHET S, ThbbNER
5 ORIEZ 1V 27 ZAWIRASIEF 72 B WM RR I 2
L% b,

AR TIING - BRICBT 200037 DRI OH
HEEREIC O W THESL L, TORX DXL b B E
BETORKRFICED, BRICBIIZ2A VT A
BkEEL R L, UERICE~OEALREL & 72
L7z E BB 28R L, BRZ RS2V,

AV

CPHG304E 6 H29H Af, “PHL304E 7 H12H )

MNG-BREHSDHIVY ) LIRIR

H-BECBIEF MDA, HYTA sUu—
WV OFEEWIL LIRS, AV 2 A OWIIUIR
SEETH L. 2, O fbsh7-es I D(1,
25(0H):Ds) 2D H Ny ARIUCLETH 5
ZE, QBAED TV Yy AO—IRIZEEEDORA F
VEREEL, NBEOAN Ty L () Y BALY
L, VavBANYIARE) ERKT S0
WREN WL, D2200FEND-DTHbE, &
D720, BAIZIHHZZD 1,000ngD AN T L%
BINT 2 ENTE LD, €09 H#400~500mg
LIS 5 2 ETE RV, 512, HbawdE
M E LT, 300mgDH V¥ LAMERICSbRS
720, BRENLZA VYT A1000ngD ) b, FEEE
DANY T AEIUIHTH100~200mgTH 5. E
FWIREETIZ, ZOROH IV AHRPICHEES
Yo INBTAN YT A BT 2 A AL, AV
T AOEEER, A RABRHIC L 2 LERD
ZALITIE U CHIMEICIRET ST 5, 2 OREIEICIE,
1) ZBhimERRE T L MlaMiEE (Paracellular
calcium transport pathway) &, 2) BEBh#ERE
B CdH HAMENEEEE (Active transcellular calcium
transport pathway) ® 2 DD H 25 (K1),

1) #RERE#EER (Paracellular calcium transport
pathway)

P e & B BRI & ORI D H V> 7 Lk

JEZE AT U7 IE 2Bk I K D AV T A

WINENE, ANV ANEFBCEETNLIAEFZH
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HIEERREE IN T 1%
1,25(0H),D
von‘ (o0
REED
EALS I LE FeER =
@ ———— W ¢
Ca** TRPV6 o PMCA,;,
CadA || [Ctamme i | | BERRNSO<HEL |
HERER
(BEBhEE) e
4
il died
BALLOLE (2EEE)
@D Claudin
(Cadherin-17)
(Aquaporin-8)
_—

1. NGO IV 7 DR,

OE ANV Yy A EEEHE, AN RN & OB O A IV v L E AR U 72 W 2 Bt i & 0 7
VT MR E NS GRS - Paracellular calcium transport pathway).

@AWY LOBREPAL L TV LR, MR- AR 2 &)V 77 ZERED RO, DR LR g B o 7
W NBERMRA + 2 F % 2V Tdh S TRPV6 (transient receptor potential vanilloid 6) ®FL% il - CTHEBY K Hi %
BRI X D v o7 23RN S NS I PI#RRS  Active transcellular calcium transport pathway).

(VDR : Vitamin D receptor, PMCA1b : Plasma Membrance Calcium pump 1b)

WLTWBE, ZOZHHLEREMICLY 5%
NI MBRDESND, ZORE, HBiBOREE)
B AV AR IZIZ & A TR L 222
CORBICHED D OB 4 BB OBA + v F %
ANV TH5(X 1), Claudin i, MIFEERG A 4 > F v
AV E L THRET 5 tight junction ® EZE 2 R 5
Td %, Cadherin-17 bHlfBEE ICHETH Y, £
OFBULTIZEOZBE, § %05 EHNE LA
2B B0A F v DOZEEE T RIS R B Ak,
tight junctional channel T % Aquaporin-8 D753
TR A+ 21203 5 tight junction IR % 7
Witk SOXHIZ, FI Y AOMILRRRIIH
MOCHREI S THBY, ZoFHEIIZ1, 25(0H):2Ds
(EHME S I D) OMYGAREINTNE® ",

2) KA (Active transcellular calcium tran-
sport pathway)
COREIL, FITAHNT Y AERENE~BIE
IEHREO ARSIV ¥ AEFEEOMERNIR E S HBL
LTwa> 7, RPN Yy A EEICET

N, ZEINZREBEBHEC XD 5% h 0o 2K
PO NBEA, BREIY AV vy WIS 13 5
VDS, BFEISOBNENWILIZLE, HoHn
Z, ANV T T AERDEE o 7z & ZITHEEIARRE DS
WEE D, BILL 720V 23 RET/NERS
JE bRz MU B oD A v 2 NGRPERG A A VT v &
JVCTd 5 TRPV6 (transient receptor potential
vanilloid 6) OfL% > THEMEMMBBINE DS A v
T AREORGHIBANTKAT S (CaditA)o
TRPV6 D BInFFE BRI L, HHERME & 3

¥D-¥%¥IrD%%AE (VDR) HEHL, TRPV6
BETORBIIE S I v DERKRAERICHEMT
%Yo WA, K EEMBMICIRA L7z v o &
A # Yl calbindin D9k EDH N ¥ 7 AEEEE
EREAEL, MIlANZREBEMICHE S NS (Cafl
TANRIE/ Wiik) o Z DK, AV A4 F I3/h
T R L 1 Bz Al i, o 4 JEC B L2 J A2 37 5 PMC AL
(Plasma Membrance Calcium pump 1b) 125213
SN, ATPZANF—ZHE L2558 M
Jasb~ & < A GEERBEMA SO AHL),
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2. JEEO AV Nk,
Ja MO R HSEMEBIE L IIE, EHRY S I 2D - VDR ¥ 7 b &3 EBIFRIC TRPVE AR ICL K HBIL TH D

JEVEANBEBIRIIZ A IV T 7 ADHRE SN TV 5.

MEHIcBITs 5 (K1), o —ED55 i
REPZEBMYE % I D - VDRY 7 F VIidimAIC
RHET B 728D, Yo 3 ¥ DIEAMEREIC AV S v A
BRI E NSy T DREE) AV ¥ ZIRIL
BHICBWTZERZNLDO AT v 7 (Cadift A, M
TR, ik, HREBEM2 SO ABL) OERE
BZIEKELEDSD Y, HLENDS LEMEAN
D (Ca®DWHA) HHEE A LT AR IZ B VT
QEERAT v TEEZLNTWS, BFEANVTY
LEEHIRT 5 &, NEREE F R A E e oA
JRFERIZB W T TRPVODFHEIZZE L < WL,
NG BRI D AV T ATRADIGE S I, S
AN DRI B BICHEEHI LYY LR
ZWMT % &, TRPVODORHEIZMRAT 5, 2D
X9 BEAIERM Y ¥ 2 0D - VDRY 7 FVEE
EDPVELENTHDH I ENKOT T ZADERTHS
MZERTWE Y, $2ZOFURMEY Y I DI
X 2 EE L, EEIREOYS I D (25-hydro-
xyvitamin D) Z2QLEE 527", Z OREBIHT®EE
WD 7 v 37 AR B % 55 I EE B ¢~
Tho ABLIES QIFHLE LEMaTOLE s I ¥
DYEHIASE8 < (¥ ¥ 3~ DIHIME), Hik ok

REEL D VT 23T EER SN, BRI
FTE S I U DIRIEM AV ZWLIUGE % 545 L
BOREIHEI BRGNS AERGEMTET S
72D TRE e SV T AWIERE DS EBY 3 5 2,
T2, BFERCANVY T LD TFICETR T DY
HTY, WHRPRIZILRIZ AV ¥ 7 A BEREDE
30, NG ERICET 5 TRPVE IR IIHN T 5,
C MR R IR FL I O ME R V= v 0 ZE kIS
X DEWMC S I VDA B 202 TR L,
PR E Y DFWMDEALED S OH, HHEEE 5 3
¥D—-VDRY Z )b & i3 L TTRPV6 S H &
ERINEE, ATy ARIEREE L) —BED 5
EEZLNTWEE Y, F/:, JhilIE s I Y DIK
Ptk 2B 288 Th 5725, BBEONE TR ER
ERCIE, WM E Y I CD-VDRYZF NV ER
MBIERIZTRPVOSIEF I S BHLTB Y, KR
NEEEIICA NV Y APEEINTVWDE EEZ BN
%" (K2),

TRPV6 Bz FREIE

— s A VR R IR A B T HEE  (Transient
Neonatal Hyperparathyroidism) (3% F &F %9%K
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#1. TRPV6EIZTHREREAEROBRIKY <.
iE Bl SER 1 JEF 2 JEF] 3 JEB] 4
PN (5, &) 'S 5 'S 5
MBS (F7, ) Filz i3 i3 i3
L (=N D 5 5 (cm) 147 170 178 165
L (= PRIRF) D B 5 (cm) 151 156 161 153
FKB% (h, M%) Y Y N N
AE N H 5 (W) 38 39 38 34
ik W EYIR e W EYIR Wl
APGAR 2 27 (14ili/ 5 5-E) 5/8 6/7 4/9 6/8
WA (g) | 2156(—1.89SD) 2440(-0.31SD) 2.290(-0.87SD) 2,532(+1.14SD)
AR (em) | 445(—1.94SD) 485(—2.10SD) 435(-0.10SD) 453(+0.40SD)
GHPA (cm) | 34.2(+0.83SD) 34.6(+1.02SD) 35(+2.255D) 33.8(+1.83SD)
g BA (cm) 26.1 268 259 286
iy SRART Bk H H H H
HH A e N TP 2 L L b3 3
N T a5 I (H) 68 10 91 3
TRPV6 Z %8 (§_C 1 HiFkfE#) | C212Y / G428R 1223T / R425Q G451E / R4A83W R425Q / G451E

AR,

2HITREAEERD, EHTHEHFTH AL X 2 HEIK,

WA A & 2. SRR,

FIRBEALT ISR ) FPIRAN AN IS & 0 ARG & — IR 20 A TIPS B 2 2L 7.

®2. BEMRARR.

<P LI R A >
Ca 88 mg/dl TP 560 g/dl
Mg 20 mg/dl Alb 358 g/dl
Glu 48  mg/dl BUN 93 mg/dl
Cre 055 mg/dl
< IMLEMEAEAALS (2 4 H) > <BERIR (2 4H) >
Ca 82 mg/dl Ca 58 mg/dl
P 47 mg/dl P 57 mg/dl
Mg 22 mg/dl Cre 21 mg/dl
cre 026 mg/dl Ca/cre 027
%TRP 985 %
25(0H) Vit.D 11 ng/ml
(6.83—409)
125(0OH):VitD 368 pg/ml
(129-62.9)
Intact PTH 2260 pg/ml
(104-65.1)

H AR Dt A v >y MET & FW R AITIRIRAVE > O LA SA LN

HEZONDIWHETH L. TOHED 121, Jalk
EATLRR-TERD AV T AEEREDNEZ S

Nbo Faid, —EMH A JEE] R bE AR TTHERE D
WD & DIZ TRPVEEIL - HEAE LI E R %
5T t%, bur hRE BN E & HITH

#1722 JBIRD TRPV6#E(ET compound heter-
ozygousZHRIZL Y, AN LIERADHI VT T A
BRI D TR BT I BV TEE SR, JRED
HNTTARZREIZTEEZEZOND, RIS
AN DREPRYT B L, RIHIRE ALV E Y

- 114 -




B R MG - BRSBTS A0y ARIGRER

&

3. JREHIB KON AR .

A) BRI JVCT R - BHER OFWA L, BHMIER, B oML 2#R0 5.

B) MZER X#E : WROEHK, EhidoaEsmtE (HEM), KEGoRR L aEwTE CREM) 280 5.
KRS AL Ui (XA IR C C BIRREAL DA b D ().

C) AR X#ME « BHEW ORIKALEE I X ) HESPAHY]. HEROAMBIN TN,

(parathyroid hormone : PTH) 25 & ¥ %,
PTHEMIZEHTY ¥ I v D&2{HHALL, &M
¥y Iy DomiEE: BT 5, PTHRWG R
Y% Iy DR LhE ML TomE otz
# 3 ¥ Zreceptor activator of nuclear factor
kappa-B ligand (RANKL) #H 2 H#EREL, &%
WY M E e 7Y, TRPV6HAETE
LRIEE T, FRRICB Y TIEERIE Y I 2D
—VDRY ZFANEFIHEEL TWE720, ik
POEDHN YT LR LTS, EEEE L
TORIFIRRBERE TS L Y, FHHZ 5L E,
BB L 2B 600 VY ABE T %
W LRERIERICROEEZ NS,
REEBTIE, WA, BEALSE, EHPILK, W
BEBEAA SN (F1)e BEANYANVCTT
BB S, B Rl 4 g Xt Cla i aeIe
B, EEsulE, REFOLW, HFEEAKIALE
BHoNiz (K3), MEHkAETIE, BEOKAS IV
Ty LUE & W % BRI R V£ 2 (intact
PTH) kADAELNTZ (2), AR, ALY
LA B L OEERIY ¥ 3 U DEA RS % G
L, MiEH IV AMEIZE HIZIEFL, intact PTH
I A 260 H LLICIER L L, BRIk~ 12

# L7 TRPVOZERD 720, MNEIZBITHE S
Y DAKAER A IV o AREB R AR I ER TE T i
WZEPBEEINSDS, &l ERE TR sV Y
Y MK R R AR BTSN3 2 2 & e (%
BWLTWb,

HARIZBWT, ZORLOFME LR, WekE D b
ANy AERGE AR, THARANO AFEIE
H20154E /] 10 BB HAERIZEE L TWwirv,
AN AHREZLTVBLEED S ORISR,
i 70 SRV R IR, AR T LV F—I2X B
EWBRFICEY, APHRICBVTEY I VDRZER
CBWARIEE o TV D, WEDHARANRIE,
EIC14%, AMIC25% A5 I Y DARET, I
WCHETESTBARRE LTV s s TE™,
F72, BERUESEITTAPT, DaET4T
Yy FO—LAhBEShTEY, AJEEME U TED
SRR ML IS 7201, TR BERRT S
DEDRHY, EEIPSDOH IV Y7 AWIPEIR O
WCBODLZENEEE R D, DGRV 7 DRI
HiTlE, ©% 3 v DRI 72 sEBh R R AR b Sl
KThHDHD, HEERDOA IV Y ABERIZIE U688 7
VI AR, €4 3 2 DAEE & ar Lok
WPHHET LI L WS PICENDDOH L, TOH
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WA IVE VI X 2R, SFESIC L - TE
PNDHHIBNI AV > AEEREEE L E TN TV 5,
72, TRPVOHERETEIRAIZ I B\ CAL R DL
RV AR A v 2 v A ML R0 A A T R FR AR B AR BB T %
KLTWZRWZ Eh 5, TRPV6DHE L 2w/
2B BRI A VS L Re R AR O AETE bR
BEND, ZNOOERYLERR ANV V7 AEH
PEICBI A EEEZWS 2L, X ORRMEH LY
7 K WRIDUBSHE DRI R D ST B,

FH O COLFR « AR SCHE RN IR L THRZ
HEZ Lo

# 3

FlFERHCRBHOMRICHG IV 22w T2
RIS HEZ 7 12 U &3 5 B KA 2 5 E W IR
HERH R R N RRH R B O X VoN—, B E L ER]
ERBMSE TV RERREK I LD LT
B W KA R A s T A TR A B I 7 G R o i AR
EDORX N—, KRERERIZH720 bh ) LT <
THOR 72720 T2 Rl R AR R A B R ph 3 2 4 78
BT AR Wy 2 50 B e B2 O B L7 2R 2R
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