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retardation and dysmorphism syndrome (HRD) JE % -
Bl, I by PFYTREF(R oYY TR
E)REND L (H2). SHITEE, BIFRER
R TIE & B R E % 829 5% Kenny-Caffey fﬁ{ﬁﬁ
DEERET & LT, FAMILIA BREES A,
B FRIRERAE BT E, Addison Ji, (BIEMSIR A >
TVyiEY 3 ERE T 5 HORERSADBAEE
(Autoimmue Polyendocrinopathy Syndrome : APS)I
i, autoimmune regulator{(AIRE) BIETF DR
MERICERY 5. —7, EICRIFIREREET
FEDH % FBD B DL, GCM2 (glial cells missing 2)
#IZT, PTH®EF, CaSREETRE, #LT
HEHFEIN/ACaSRICED S G-protein subunit
011(Goll) % I — F§ 5% GNALl EIZFREDE
&TH 2%, GATA3, TBCE. GCM2 BETFH¥
BREIFRIEREEEICRS L, PTH, CaSR.
CNALl BIZFEEILPTH O MEE S & 727
Z O, & Mg IE% 22T HEFREIHES
T3,

CaSR BIZTFEE ORE L A OBRERE R



| 5% Ca 17 8.5 mydL FADIBEE, & Ca MEETB.
MBEFIVITZUH 4.0 gdL RBDHAITE, LTOR
[C L BRI Ca BEANS.

E5Z=UD
e

Y= D|IESZD
REE L B SRR R

1) 3BTl 5.5 mgfdl, BTl 4.5 mgidl. ZEHULD.
2y INRTIF 4 mgkg/day ZRND.

RAICE, FFEIZV D OEFRHEHENS.

=¥ =3A)

A #HIE Ca(mg/dL) =ITE Calmg/dL) +4—Alb(g/dL) @
< 3.5 mg/dL? migu > 3.5 mg/dLY <
< 200 mg/day?| R CaBHH  |200 mg/day? S FREHEEBE | 30 mL/min/1.73 m? =
< 30 mL/min/1.73 m?
B Ca &E[ |ﬁ1§§$ﬁ[
| <M/ BRILERR| A < 30 pg/mL intact PTH 30 pg/mL =
< 15 ng/mL? 25(OH)D 15 ng/mL < #% | Ellsworth-Howard | 5
SEATD cAMP
Ca 0B, F&ElY RS
R < _ [ rwEE BMEIRRR| | BUBIRRRS
60 pg/mL| 1.25(0H),D | 60 pg/mL. = BIERRIASEEIE T RS T el T

18 : g

3) HICIRTIE, ME 25(0H)D H¥ 15 ng/mL ZBRATVTH, EFIVDREZFEETERVEEGDHD. DR

4) BIFRRIRFHEONSSEREY. BUMEREE, [UEN EATF R TR~ MEORFD'ZEND.

5) BEINTLSHUEIPRIRREETE I MBECE, REERIZHD HICHREECLDARTOASZINT
Lo, TIN50 G RBICHWT DREEASHEVBEEIFRRREBEEE TE 1 RBEDNEETHNE I/, BHODT

6) JIVEEREDFU— AL, 8 Ca REZZESEFICA AL CaREEETEED.

'

@ (b3

BESEERERERIVE Y RERIBRE TN I K BEHIVY D AIFEOERIZEREH (Step 1)

{Fukumoto S, et af. : Causes and differential diagnosis of hypocaleemia--recommendation proposed by expert pancl supported by ministry of health,

labour and welfare, Japan, Endocr f 2008 : 55 : 787-794. & ¥ BIHEE)

TA CaSR BIETFILRELTZDRWEFNDIT {—
S, CaSR IS ¥ 2 RIBE T EICERE T 5 F4
FETAIEFHEENTVS,

© 2DUREE - F3|&, A RSV

EEHFEHEEETHEETRMARERVE VS
BHEEEYRAETEE CIE Ca MEOERZ
BHE|RLTVLE, 2. mikcan®
50% t%4 4 vtk Ca & LTCHBMETEREL, BY
BIEES, 7V 7I VAL EEEALTE
Y A0, & Ab MENFET HHEITE,
HCalZRAWTLEERRY. LoT, 41471
CalBE#% L 1 X { KT 2HIE Ca % Payne Z0iC
TEMT S, M Alb 25 4 mg/dL LT DR, HHIE
Ca(mg/dL) = I 5 Ca(mg/dL) + [4-Alb(g/dL)] @
RICEDVEHETE 2. HIE Ca 8.5 my/dL Rifi 21K
CalllFELEZ A (H1).

& Ca ME % D254, M P » FEICHE
4 %. P3.5mg/dL B\ _E T eGFR 30 mL/min/1.73 m*

PEEEREZBO %2 VS, intact PTHE
30 pg/mL K Tid PTH A MR PRI KT
fE, —75 30 pg/mL 2L _ETidB 1 FIRIREREE
TREOTREEIE (1),

PTH A EERIFRBERETEIH 20 L)
Z70—Fv— MIXYREOERNEITHF, &
RBOHTIHHETDH ) REFRVPERZEE
Wh 5.

BEERICB 2R RIFERETEODHE
BT, R1OACGERK) D) H1EHELE+B
BEFR)O) BIBHEZHALTOIOE:
Definite, BD 9 H3EH 2 W22 b D %
Probable, BD 3 % 1 & 3 #5729 5 D% Possible
LW 5. .2 D5 b Definite, Probable & F2HT
Eh, EEESBETHFEEN RO O EEER
DR F L B B(ERT (hupsvwwnanbyou.orjp/

entry/4427). 72721, BAHBEICHET 567

<.

FIE FFRR - BRBEEE® 6

~73_

Bof—-aRBR =

- S

iy e



I I areEET @Eﬂuﬁv@%pjﬁ méﬁ' W%ﬁﬁj
" | | BHORFEMATRRBAITEE LR, —81)
B, vaw, Eman— DiGoorge FEIBRE (18BA00) | -<---n-rnreermmrmemssmrmemmeacn (TBXD) 22q11.2
BEHRT, BRI~ | ot vt doss (DR FERED Qaiss) |~
B I R ] B

b %%a&ﬁ%————» EFOY FU P Rnr R (530000. 557000, 609015))---E b B/ RED)

v

ALV or FLI2H ~——ﬁ~—+ (Vg 0 |- (R AGER B BAEE T (146200) - (CASD) 3913.3-21

FEIE - [RFEEE Mg MIE (248250) |-----------vre-menes 3q27
' [ =il Ca MYEZEFE D Mg IE (602014) FHTRPME)9q22
[ REEFETI SR ERIRIEBEE T (146200) Jorsvszosmmmrooremeeoeees (CASR)3q13.3-q21
S “‘*mi‘j_ """""" (PTH) 11p15.3-p15.1
ST GCMD) 6p24.2
L (X R EAERBIFRRIRIREIE TIE (B07700) | ----r-srmrarsserrenenees {FH)Xq26-q27
-——f————» B S RN B A RTE 1 B (240300) | -----r-=-eremr-mme- 21q22.3
i l [CASR ICXI T Boa L]
(B i | —— > [ 222]
Al
FEE e T
FERGFORIC, REefrOMBERULTSS. (A, oMM BSERT.

1) TRXUEGETEED, BIFRRESEETEORETESDE S HEHEL TULEL.

9) FERE, HIVGILRBICRELTVTE, NEHELRSCSHEN 2 8a053.

3) Mg RZEBE PrH EEEEHNSE PTH MEZTRIBINGD.

4) BESHMEIPRIFREEE TES SBENDSIEBORHS, SHHICFRR, RESFEBENSBOEEIOND.

E&%‘@ﬁ%ﬁﬁ*ﬂb%JEﬁi&ﬁﬁ%Iuﬁﬁ‘s“é’ﬁﬁmﬂka’:éfiﬁb)bJE?L\Euﬁ@?%EUaﬁﬁﬁ?Eﬁ’r(Step 2)

[Fukumcto S, et al. © Causes and differential diagnosis of hypocalcemia--recommendation proposed by expert panel supported by ministry of health,

labour and welfare, Japan. Endocr J 2008 : 55 : 787-794. & b {ER)

@ hE - Fig

B FURIR SRR THEOBEIC DWW, HERK
&ﬁf%ft@é@?&i—%ﬁﬁ%%?éﬁ

BT Ca BAOBRES 2175 . EEHER
%@‘%4}: ETiE, SVvavEg Ca(8 5%)10~50 mL
% 5% 7 F 7 ¥ 500 mL iZ¥RI0 L 4~12 B A0 07
THEBHEZIT). BRLEBRNESE, BIR,
BE7ovy, MELREEFRTHATRESS
A%, LER, MEcCafizE=FyrsLi
o, BEICRETA.

EMEREI V-V TERIE, BRICE
HHERBETHLIEREY Y 3 v D BFoRO
BTECPWo LS, BEMY Y I VD iECH

T 5 RIS EIZIREIC & A EREEESEET S

e, LEFLHEE BHELEBREZHRD S,
BREE L Cldfnrk ca%iEmEH“e‘(85~9omgf
mL), BB Ca/Crlb 03 BTt k34 32Y.
Ca BEF|IOPERIE, MH - R Ca DKRIBZR LR

6 @I 258

EHEELLLTVRD, B ToBOEERY
¥ 2 ¥ D BESRES SRNESERWEENS
V. F 7z, CaSRIEMEEIZRPITIAE Ca RELE
BLPTL, L0EW CaHIzHRTSA 25
WIBALd S, MERART O S Ca R
R Ca/Cr MDBIEZ T, RERVETHEHE
R 5.

@ sioEE

HAED PTH AR EE BRI R T E TS
LIERBC Y I 2 D BHIC & BiREI, MR
IO EEELITVAT, PTH BROWREE
FEINE, AR CEHRBERRICEHEIATAY
BFUNTF FiLEETFHRZ ¢ b PTHQ-34)
[thPTH(1-34)] TH 575, BRMTike + PTH &
5 FHEEDF U thPTH (1-84) D ARG R &
LTERIEENTWAS, =D hPTH(1-84) A5 PTH
SMETEBEIRRIPBREETECHRKIEL LTKR
HEhTwsd, BN TOERE{LZETSRETE



