239 EAZY D IKEFMELAHHE/ BEILIE

1. =

E43IY D KFMHLSH/ BEILIEIL. EAIY D KFELL UV ERMEICRATESIY D [TXT HIE
REERI<BR(BEILE)ZRTHEET. A BENDESIY D TIEZDERANTR T 2HRETHD. &
BEBBMALRNIZ KBEHRRC. BALY D LMEIZEDTE=—RIFLVNATRIET 5, BiED 25
KEEILE RS D-1 okKBRLBEREIRF (CYP27BN DAREMRERICLYE RS D EHIELEFTINDS
E23> D {KTFEAE 15 (Vitamin D—dependent rickets, type 1:VDDR 1) & E4A3Y D ZRIAELETF (VDR)
DREERERICKVELSY D DEALEEZTINSE 2D D IRFME2E! ((Vitamin D-dependent rickets,
type 2:VDDR 2) 253 $8&N 5,

2. [RE
E42 D KA 18 :25 KEAEE S D1 oKBRILBERBIGFOEE. E4IY D IKFFE2R . E43
D RBMKELFOEED2DIZHFoNd, LHOL, EEEESIY D OBREEITEFICLIYENHD L,
BARERT 615 HEHE, 2R DERD—DDRBIHFESNTHATAREEN GV ELRE | HFEATEH
BRINESh TN,

3. fEIR
BEEZEMALIAIZ. CAFEIARPIEHILLY LMEIZEDETA=Z—OIFWOVNATHRIET %, TDH.
B> MmeE. & ALP MfE. & PTH MMEFE9 5, M 1,25(0H),D DEEL. 1R TIHRET. 28 TIEE
EEHD, 2RI TIATREEHESIETN S,

4. Bl

E#S> D K713

ABEOERIY D EEITEINT 5 (3,000~4,000 EIESI D D4BEDEEICKELEL) DITXL.
EMREASUDEABRICAVNIEEEETAREIEIS. TILI7AILUR—ILTHIHER0.1ug/ke/B.
HiIFE 005ug/ke/ BIEEERETHE. BHICIBENILY D LEIZIEML, 2~3NA TKEFEDEFRFRD
WELH#OND,

E4I> D {k#FiE2E

BEOEXRTEFMHEESLIY D DRKERSTHSH. VDR OEMHETOREIZITEFNEBICELNDHST-
O, TORBEEFSESETHD, BT HEHILCDLMEICHLTIZ. HILSDLESFTHHICE
54 ENDHD. BAFICEREBIAONDIGEGENHD.

5. %%

BYAROBGEIDLET, BER. BER. REGENFHRITIEELNHD. ARICKYFHNET®
BRENLETDEENZVLOD, REZHIETELGNGENKRETHS,

1/6



O E#HEICHELEIE

1. BEH
100 AKi#

2. RROWE
FHESRIY D OEHILOEELRZHEOERERE (RERER) THLHN . BETODAILY Y LRIIREYS
BRB-RIIZ. EASY D IREEOBD LFEREFEDOBAAHY . TOFEMLEHEXMBBEIh TV
LYo)

3. MBEMIEEAE
REEM GEMRESIY D, RWAIEHILL I LEIMNERIN TS, —EBOAEHITIE. EERDBEICZLL
DT, KYRLVAEENDBE,)

4. REDESE
WE(REZDHIETELGMEGENSZL,)

5. PHEEE
HY

it
W

55
PREERAVTHFEULENRET D

3

)

BIE

O 1Bz
TRILVEVZBREERE(ICREIT AR ME]
MERETE MIVLEIERKE 2 FKHEE

2/6



<EORREZE>
Definite 23R &9 5,

E 23 DIRFM< DB/ BHILE 1R (E2SUDIRTFIETEY)
EHILS ) LngE

&Y e

MmHPTHE &

mHPALPEfE

M e1,25(0H),DIE{E

M 250HDIEE &

BXIRIGE TR/ BEILEDFTE

N o a ko N -

ZHEE Definite: 1~7NDETHEBEHT.

Possible: 1~7M5>56 DNEBEZi#E=7
25)KEIEEASUD-1 o KB L BERERFEENEHAINNIEL 1~7D552DDEBEHE T ERED
Definite 2B TE 5,

EXZUDIKF MR/ BEALE2R (EFSIUDIKTFAE2EY)
1. {EHILS Y LmSE
2. &Y mjE

3. MHPTHEIE

4. MAPALPSI{E

5. InH1,25(0H),DE1E
6. MA250HDIEIEE

7. BXBRIE TR/ BEILEDFE

SEMR . ESIVDRBNELTFEREE . REBEOHEE

<gEOhTI)—>
Definite: 1~7NDETNIEEFim=7 .
Possible: 1~7M556DNIEB FiE=-9,
EAIDRBREGFEENMHASIANIEL 1~7D552DDIEE FiHT-9 EARAE DDefinite EZ I TES,

BE BHIVY ) LREHSEGRMEED) D MEHELDHHHRH)EF, EASY D IREFHEHHETIE EDILO D L
MEELBDE BANYILREESENETHRAFETH D,

3/6



HEDF=HDSEE

1. AL LIE
MEFEAIVSDLBIEME 8.4mg/dL LT
AF LRIV DL 2.1mmol/L LLF

2. &) M
1R 4.5mg/dL LL'F
1RO S/NEH 4.0mg/dL LLF
BEHLUBHRAET 3.5mg/dL LA F

3. M PTH SfE: R EELZRAVTHET 5.
4. 7 IIVH)KRRT 72— M
mEFALP 18X 12001U/L KL E
1EMo/NEE 10001U/L LA E
BEHDRRMEEA 12001U/L KL E
5. M 1,25(0H),D 1&{E. =il : EERELELZAVTHET S,

6. I 250HD: B &% 20~80ng/mL (R Z . BEIFEEL THEDHELY,

PR T REKRE

E432 D RZHE. E4IY D #EHME<SHRE (E) U MEHRLER)  BRRT7E—EE. BHInEEMK
2k (Blount) 5/ . B FIKBRHEREIE THE . 41 RI B IKRR I REIE TE

(B BEILIEDEBZRZEMN S, EAI D IRFE1E, 2RO MHICESRBETRITRY,

476

.

5

5



| < 9% - BEILIE

B{E HAEERN
miEY >
30 pg/ml & |30 pg/mllL 5L HY
FGF23## BRIEEEZER
THEHROER
L HYy

JERAR. BERRES

| RZE

HYy L
BAR. 73/ B8R
FUR—LRE
77 O ElEEE. 20 I3k |20 I E#
e L #;'g/m
FUR—LR, 25(0H)D
BE | SiE
B4 DRS. 1,25 (OH) D

BEH|thaorx

FGF23f83&E

&) »iE FEHItEx I

20 ng/ml i (20 ng/mipi bt
25 (OH) D##

E4 s UDRZ. PHBEE

e

HHRH: hereditary hypophosphatemic rickets with hypercalciuria
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