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The etiology of type 1 diabetes (T1D) is heterogeneous and is according to presence
or absence of pancreatic auto antibodies divided into two subtypes: type 1A
(autoimmune—mediated) and type 1B (non—autoimmune-mediated). Although several genes have
been linked to type 1A diabetes, the genetic cause of type 1B diabetes in Japanese
individuals is far from understood. The aim of this study was to test for monogenic forms
of diabetes in auto antibody—negative Japanese children with T1D. We identified three
novel (C31Y, C96R and C109F) mutations and one previously reported mutation (R89C) in the
INS gene in five children, in addition to one mutation in the ACNJZI gene (H46R) in one
child. These mutations are most likely pathogenic and therefore the cause of diabetes in
carriers. Our results suggest that monogenic forms of diabetes, particularly JANS gene
mutations, can be detected in Japanese patients classified with type 1B. Mutation screening,
at least of the /NS gene, is recommended for Japanese patients diagnosed as autoantibody
negative at < 5 years of age. Genetic testing is recommended in all patients diagnosed
with diabetes before 6 months of age. Further studies in other patients with type 1B
diabetes and their families are needed to elucidate the contributions of mutations to the
T1D phenotype.
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YIS (2011) 10/6-8.

20) =hyeEth, A EA, BAH R fill4 A
TP53 AR T RAR D, FIENEEEE
SN2 EIBRERD 3 B, B
45 A H AR /NIR N F s (2011)
10/6-8.

21) R, EAE, BAH R fll2 A,
TID BETRIE LA VA B
HNF-1 @ 38 a2 BT & IR
7 5 PCR-RFLP fi#T OFF. 55 29 [Bl H AR
REEREETRETFSRE - FITES
(2011) 11/5-6

22) SAARFIK, A EA, BLH B 3 A,
Prader-Willi JEMERED 7)1 BARFHIfE
Hr. %5 29 [0l A RGBT R RS
B - eSS (2011) 11/5-6

23) M LT 2, BAEML, #H A il 6
AL t(154) (g32.3;935. D) IcH kT %
dup (1) (q32. 2g44) ® m-FISH &N array
CGH fi#AT, 25 29 [8] H AR Yo RE (5 1M
THEERE - Fiikes (2011) 11/5-6

24) AR EA, WEM, BEEF, BH A
5 A, 5 IARTFIE 1 BUBE IR (T1D)
BEITRIT DBBIR OB, 5 49 [/ A
AKE PRI Fx TP I [E 5 %2 (2011)
11/11-12.

25) BAH BB, ZRAER M 4 A, PR
SRR B IENENE 2 BUBERSR & 2 S
=HlcBiF b 7 raxt— (6K) Eix
F- B O E. 549 [\B] B AR S
EH G &k (2011) 11/11-12.

26) BAH —BR, ZRAEAL, i3 A, FHHER

RS & R IC 22 L2 & 7= FE IR
2 BUHE RIS ORI BT 2 i, &5 89 [A]
HA/NRRIEST )74 (2011) 12/3.

27) mMAEAARENK AEH A flid A,
AV R BEICEB T D Ky T v 1V
fr+DZEFAENT. 5 53 (8] H AR RIS
£ (2010) 5/27-29.

28) MAEM, ALK, BH AL M5 A,
A RBERFBREICBIT D Ky F ¥ RV
BELB IO 6924 SEIKOMENT. 5 10 [0
HARWN 4 s 52 E X204 2
(2010) 9/4

29) MM —BS., —AFEEd, EENBS.
BREEA, 7V aFx)—REEFERIC
K D WEPRIG 2 B OGRS, 55 10 [ H A
P4y s T [E S Al = (2010)
9/4.

30) R EAL, WAXK., HHE., MEM,
BEH BB fl 2 A, 5 RICIIE LT 1
HUKE PRI BB (2 BT D AR K DT .
5 28 [A] H RGBT IR R -
Fifikass (2010) 10/16-17

31) BILER, FAEML, RKELE, BEH—
BE fth 5 A, BrAERBERBEREICBT S
6024 FEILE LY Ky T ¥ RVER T DfF
Br. % 28 [a H ALK R TR ek
& - e (20100 10/16-17

32) AR, AAEA, ALK, BH—
BE it 5 AL HrAERKERPEE BT o1&
RN DOREAT . R AHE IR~ 2 o [ DU [ S
J4 (2010) 10/29-30.

33) —hfEE, WEENR D, RAERL. BH
—Ri. FvaxF—VPERTFERIZLD

BEIRIF 2 Bl OG5 64 [0 [E LR

RAESSHRS (2010) 11/26-27

34) “lfEEth, FERETE. B{H B8, R E
fo. FER~ AR ) —= 0 JTHRAE
N7 PIPS KEIZL DT FIk Rebetr
7V (BH4) KABJED 141, % 87 [alH
ANRBEEFT) S (2010) 12/11.

(¥F) GF 3 )
DA —BE, PR Eag, 1 RBERp N -
BERERFE RO F5 & (5 3 i) 2011,

2) BARESL, 7 LBEHEAEAT &N S UL TE R
1R RIF DY ) WU AR BT . [
ZOM AL GRAVE L EERE) 2012.




3) BRAEAL, SEFI & SHEIRI . BEIRPI
FED U A 7 KA PEIRIR O BARH)FH K -2
i & ikt ChRBEZHR) 2012

(PEE R EEAE)
OigRdt Gt 0 )

LAY

S LR
MR
T -
Ha
HFEFEHAH -
EWNS DR

Ofsikdt Gt 0 )

LAY

S G
HEFIZ -
T -
FSNE
BAFHH
EWNs DR -

(ZDfth)
TR I — D
http://kagawasy-hosp.jp/

6. WFIEkHR
() W7 Rz

ZAERL  (Maki Moritani)
MNZATBOE NE SR BEriE &)1/
B ERIRIEZEES « /NRZ ) AEEMIEER
W78 %5 50301312

(2) g sy
FEAH—HBS (Ichiro Yokota)
MSIATEOE NESLHBEERE /N
BT « EEIRAFIEES - BRIRIFSEE &
e &5 50253208

WA (Mistuo Itakura)

B K - BT ) LG 2 — -
Hz (H24—EBFBEOT=D49)
W 5 : 60134227

(3) HEHEMF T
BAER/P
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