NOW T N—7

Frg A v /N —

- W BUR GEAR. IR0 61 4E25) (~FRk 27 45 11 A)
s S (EAR. CEAR 10 F5)

s BRJNMERRS CRZEBEAE. SRR 19 42745)

Sl B8 D1,800 A/
N D90 N/H
Z DRDKFE D 5B RAE

BN R ARV RIBIE I 3T D 1R

HORARE B, « BB AR~ R « 27 U —= 7R Es%

BB BB IE I T 2 % T b~ A T LR Amr7E it & o K FF5E)
1 BBEIRIFIZ %S5 SAP ik

B AR EIEC T 5 1R

R EREICHT S CGH, SNP 7 LA R o3kt

21- /KR L EE SR KRABIE O A RIT2 W - 1B

N RTRICT 57 A Y F—71ak

BRI &S < aiEnERR

RART 7 2 —BIEIZKTHT AT 4 ¥ —BHiFelL

TRMEA AV VJEICRTT B4 7 b AT RiB#E

U itk < 2SR5, PUlRHEEE MR FER 1 23(FGF23)58 2t ME / 7 m—F L
RIZ X D IEH

BB BE PN S WA A3k
(A VA IEw ]
E AR

H SR A b

TR SR e



N2 SEMRE

P LR R IPBE

YN R

YN 17

7 [l R = =

HT N7 FPASE LR e

TN AR 2 Bt

HRENE

1. e R HPAR P FOR AR AR T E O 7= 7o Al K O f it
2. G EANLZARBEIEOREBM & F LU IEE

3. ERVETEAEEROWMAR S — 7 = Y —12 L DT
4. JeRMEIRAMNE P2 R oD R IR O fi B

5. MEREFEIZHT L CGH 7 LAt Wit —27 =9 —I2 L DR OGS
6. SERMERERIE D ALK AT

AR RE &
ARNNEKER 2015 AR EE AA/NRN W2 ARBITRIT7E8 K (100 757 H)
ARJIMERER 2015 4R pREFRMAH2MFFERB K (50 77 H)

mxX - FEEHERE

1. Spondyloepiphyseal dysplasia congenita caused by double heterozygous mutations
in COL2A1. Kawano O, Nakamura A, Morikawa S, Uetake K, Ishizu K, Tajima T.
Am J Med Genet A. 2015 Jul;167(7):1578-81.

2. Two Japanese patients with the renal form of pseudohypoaldosteronism type 1
caused by mutations of NR3C2. Morikawa S, Komatsu N, Sakata S,
Nakamura-Utsunomiya A, Okada S, Tajima T. Clin Pediatr Endocrinol. 2015
Jul;24(3):135-8.

3. Guidelines for Mass Screening of Congenital Hypothyroidism (2014 revision). Mass
Screening Committee; Japanese Society for Pediatric Endocrinology; Japanese
Society for Mass Screening, Nagasaki K, Minamitani K, Anzo M, Adachi M, Ishii T,
Onigata K, Kusuda S, Harada S, Horikawa R, Minagawa M, Mizuno H, Yamakami Y,
Fukushi M, Tajima T. Clin Pediatr Endocrinol. 2015 Jul;24(3):107-33.



4.

N

S

ro

Guidelines for diagnosis and treatment of 21-hydroxylase deficiency (2014 revision).
Mass Screening Committee; Japanese Society for Pediatric Endocrinology; Japanese
Society for Mass Screening, Ishii T, Anzo M, Adachi M, Onigata K, Kusuda S,
Nagasaki K, Harada S, Horikawa R, Minagawa M, Minamitani K, Mizuno H,
Yamakami Y, Fukushi M, Tajima T. Clin Pediatr

Endocrinol. 2015 Jul;24(3):77-105.

KRR

e, ARJINEERRES, BRZR, HEBULA, AEIE: Hftickifoe2 I D RZz#E<
L9« B4 2 D RZIE 38 BIORFS, 5 118 Bl A A/NER AR FINEE S, KRR
ARNGBRER, TAIAR, AEEE, ARIARE, BEBUR: EHE/NaER - L2275
% HH WFST 5 2 AL - 72 HIE Wolfram SEERED & 2B, 55 88 [0l H RN /3
=, H

ARNEKES, MEBBUL, Ak, BRI ALIRHIZ 31 2 Je RV RUR I RE AR T iE ~
AR Y —=27 -2005-2012 FEORLAE-, 55 88 Bl H AN U2, HUR

i, ARIEKRES, BRRE, BRIEE BEBULR: HiER~Z 27 ) —=27
BAETH DN o7 TPO BFRED 26, FHA2[EIH AR~ R A7 V) —= 0 JHEEFiES,
B

ARNGRER, BRrHE, REFFETT, REEZ, A, WOk, BEBBUL SCHRT U T
B ABCC8 #inf-#i A [FE LIz e RitEm A v A Y ARRIMBEED 141, kB A/ NEE
i, M

FEERE, ARIERES, MEEUL: S4BHIIBIT 2N GHD @ F 7 2 a > 38 JEFI D
R 5% 24 BIEFRRPN 2 WG Update, HUR

ARNERER, AHEE:, BBBUR, IWEET, Barky, B LR, [EHEE, ARHR,
fE s LC-MS/MS OB XV e RIERIE BEIBIERIE A 7 U — = 7 OFEGEE T
E9%, 549 M AA/NRRNSWFE, T

Shuntaro Morikawa, Akie Nakamura, Katsura Ishizu, Toshihiro Tajima: Constant
increase of ER stress caused by a novel heterozygous mutation of WFS1 gene. 75th

ADA scientific sessions, Boston

WIE

A R L TIIRWT RV ERE, 2 ELbEE I — =M

Ak N 1B RIGICRT T AA R VIR EE~ D — AR F-CGM W,
b AR+ TP



HE#R
ALIR 8

il YR e A V== T arY g MNE (FiE)
e E A

VARV == T arh gy MNE (FHSER)

U
U



