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$iE 5l EinF TR 31 AhhEY | HEMFRE | OMRERS |DMEZEBH
1 KCNJ11 p.R201G M 39 2596 0 0
2 GCK P4a17T M 38 2354 0 3
3 KCGNJ11 D323G F 39 2402 0 8
4 KGNJ11 R201H M 38 2426 0 1
5 ND F 40 1638 0 0
6 ND M 39 3125 0 1
7 ND M 0 0
8 ND F 38 3530 0 1
9 ND M 30 690 0 0
10 INS G325 F 39 2592 0 4
11 ND F 37 2760 0 6
12 chr6q24 Paternal dup F 0
13 KCNJ11 V59A F 38 2710 0 0
14 HNF1B exon 1-4 del M 40 3396 0 11
15 KCNJ11 V64M F 37 2460 0 3
16 KCNJ11 R201C M 39 2308 0 1
17 ND M 39 2236 0 0
18 ND M 36 2576 0 0
19 KCNJ11 V59M F 0
20 chr6q24 Patemal dup F 36 1702 0 0
21 ABCCS R1380C M 38 2264 0 0
22 ND M 39 2562 0 0
23 ND M 38 1680 0 0
24 KCNJ11 R50P M 0 0
25 HNF1B S148W F 39 1896 0 15
F. ARG S Japanese Patients with Persistent
¥Rz L Congenital Hyperinsulinism:
Predominance of Paternally Inherited
G. WXk Monoallelic Mutations in the Karp
| s %hanne} Genes. J Clin.
ndocrinol .Metab. 2011, in press

1Yorifuji T, Kawakita R, Nagai S,
Sugimine A, Doi H, Nomura A, Masue 2 Hori T, Egawa H, Miyagawa-Hayashino

M, Nishibori H, Yoshizawa A, Okamoto A, Yorifuji T, Yonekawa Y, Nguyen JH,
S, Doi R, Uemoto S, Nagasaka H. Uemoto S. Living-donor  Liver
Molecular and Clinical Analysis of Transplantation for Progressive
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3.Kita F, Shibata Y, Yorifuji T, Nakahata
T, Kawakami J, Kawakami K.
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Pharm. Ther. 35:87-92, 2010
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Yoshimura K, Watanabe K, Yorifuji T,
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Nishiyama H, Ogawa O. Preoperative
diagnosis of congenital segmental giant
megaureter presenting as a fetal
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BERRBIEIREEEF DE < IEIARZICIH
EENTELT, AEINREREETFIC
MLTORFE2AT2HEICAEENRE
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BB RE SN D HERFSREEFT R
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Er#HERIETH I LICEY, Fizik
MODY #5 & US4 RS R R R R 7
FRIETDHZ LS D, £ OEZTITH
NTWHEEEFFETIE, EHRoLFEH
BRSO BE ExtBE AV,
BRFEATT I TV B M, £ OB FRAIIRHL
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EO0TnD, —F, MODY O & 9 228
AR P RERFEREANTLOLI LT L
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RWZEh, ZOBRTOERPERORE
RIFOEZMEBIEF L RDOGEBMETE
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SR (22T MODY1-MODY6 #&{5 1 DEd
FIREZITV, BEROFERFRAERK TH
% MODY3 E5 T4 HR HNFI4 RS83G % |
ZICRE L, 2D, YEFEZR BRI
Lo 9 KROS5 H, RIEIC LW %K
L, BEBHEHETII T2 ABOREICFRE
FRoNT 4 FREEHBITOMHR L Lz,

3 HRER T, —BREICFE R EEESE
BEEABBETE D, £IT, 4 FRIC
DNT, FREREERERRIZT/ ST 2
kU 7 EEHARAT 21T > 72, F YRR
Wb ) LU A FESEMITIL, T
10cM Bl C~A 7 a4 T 54 h~v—H—
ZRAWV, B 382 v—H—THA TR

1T -7, EEEHAFHTIE Genehunter 2 VW TAT
7,
(fm ¥ ~DAEE)
AP FRIIEAMRFELFER EOMmEE
FEE) ODERRBER/TEBY., T XTOHE
FE~ Y oREFILESEITON TN D, .

C. WFEHRER
FROEM - R 1 IESFTHER 4 FH
BLO, Y 6 ZXRRImE OFm (i,
BMI, HbA lc, FEEEF . 16FE) 2 L7,
Additional Index cases FIZID 6 & L T/RE
Nz R E D, MODY3 BIEFERRESE
ThoTz, 4 FRICEWT 40 FERBOEE
FEIEM 4 BITH DIV, 16 4 OFERFERE
D 9 B 34 IR BMI2S K ThH o7z,

EEHARYT « WY AR EME R A R
Sz 4 FR(A DOEEFMATICE L THW
7o T A — 8%, BinFHEE=0.0001,
phenocopy ¥ =0.0001, }FFFE=0.9999 T
Do 4 FRTOEHMATORRITREANE 2
#IZ LOD Score 2.52, Jufafk 7 FIZ LOD
Score 3.72 &, EEHDRE X 1 5 HEIEZER
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fine-mapping Z 1TV ESHEIR &LV A ATZ,
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£ 1 FERORHH

8Mi

Pedigree 1 -4 70 F 16.2 5.0
-5 71 F 225 10.8 60 (D) Insulin 66U/d
-4 40 F 21.9 5.4
11§-2 37 M 26.0 6.9 20 (D) insulin
Pedigree2 H-1 79 M 19.2 75 50 (DM) Insulin 25Uid
il-2 77 F 18.6 56
i-3 76 M 17.9 7.2 45 (DN) Insulin
-5 74 M 18.2 6.0 64 (IGT) Diet
il-6 71 F 18.4 6.6 NIA (DW) Oraldrug
7 68 F 19.9 50
14 53 M 24.2 6.0 53(IGT) Diet
-3 51 M 20.4 5.6
-4 47 F 19.3 5.2
-5 46 F 10.6 19
V-1 23 M 19.9 5.6
Pedigree3 -7 92 F 22.3 5.9
-2 77 F 23.9 9.3 30 (DM) Oraldrug
-5 72 F 22.0 8.1 6G (D) insulin 16Wid
15-6 69 F 19.8 8.0 65 (DM) Insulin 16Uid
-8 66 F 19.1 6.5 64 (IGT) Diet
=10 59 F 19.3 10.2 57 (DN) Orai drug
n-11 67 F 20.4 6.9 62 {DN) Oraldrug
=12 66 M 211 N/A 57 (DM) Oraidrug
n-13 64 F 20.0 6.6 25 (DM) Insutin
Hi-14 62 M 20.2 10.3 90 (DN) Oraidrug
Pedigree4 i1 76 F 28.2 6.7 60 (DN) Oraldrug
il-2 73 F 25.1 64 50 (DM) Oraldrug
-3 67 F 19.0 5.5
ii-4 64 M N/A 5.4
Hi-1 52 F 20.4 5.3
-2 50 M 20.8 6.2 35 (DN) Oraldrug
1 57 M 25.7 7.4 30 (DN) Oraldrug
Additional 2 a7 F 22.9 10.0 36 (DM) Insulin 20Uid
Index Cases 3 68 F 19.7 7.1 45 (DN) insulin 19U:d
4 60 F 24.7 10.4 40 (DM) Insutin 51Uid
5 60 F 28.0 9.7 50 (DM) Insulin 8U/d
6 54 F 34.5 9.1 40 {DM) Insulin
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* Ij: (J)* *
-1 -2 -1 n-3 -4 -5
OHA
V-1
Pedigree 3 E—I-g
# % 11-6 ¥
11-4 117
COTOOG SO J6OHNSN
OHA Insulin Insulin OHA OHA OHA Insulin OHA
30% FAE 255 FAE
Pedigree 4 m—l—g
[ ] »i * WHBIFHR
6 CR, l;lj O =it A0mEKBREFEFR TRLI=.
' @ == OHA HOEAM
B/Q A Insulin A2 212 E7
4 -2 ST RmE
OHA
30EEF4E
X 2 245 /7 LNESHMEATHRE R
o 4 -
= q34 ...
Q =z HLOD score
§3 2p24 HLOD=3.72 — | oD score
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Q P £ o k :
D L ol e
|
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DOEEEFIRESL, ERFLZREEER 9
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Z DR GCKR BEFICBWTRIES L
SNPs D 9 5, BEFT —# _X—RITRFAED
SNPs (2 O\ Tk, IHAAAENIF 2R — FOIE
HXTEBE 105 4 210 Ak TH A B
7EITV, EFEMBEICBTI2HELRE
L7, BEEDEV (1%L T)SNPs % rare, £
5 TRWH DA common & EE LT, €D
FEER, £ 2IWORT KO IR S RERER
FREMBILBOVTHEEICZHD rare SNPs
RN & L7 (Fisher O IEFERERIREIZT
p=0.033), F7c. EHATITHVZ 4 FRO
55D 1FEF T % pedigree 31BN TR
ENirare 2Ty VKR g 6859C>G i,
VHUERATEBOFE L ELIC
co-segregate L C3 0 (X 3), A & DBFE A
58 < TR S VT,

D. B

3 HARIC 7 0 R ICRET 5858
BRI OBERFRICOVTRNEEFOR
HNElTHo72, WRROI B 1 FHROFRRHE

EFITEEH O MODY3 B TFEREEZ L
iz, o 9 KFRD D HLEFHMBITIC 574
BOFRIHBHBFLNT 4 FRIZBTD
25 ) DEHERTIZE > TR VIAALTERE
PRMEMEERIC BT, EREREMEERS 2 R
RIGYV A7 L OBEERBEREINLTVD
GCKR WHEIEL TRV, GCKR DEFIRE
2T, BERPERFEEEREXRIERAE I
BWTHEICEEE TH o722 L, GCKR
BRLE—BLERENRADNEFROMGE
o, ERFEZEEMEROBERRNLE L
T GCKRERNFELRITLTNL T &8
T I,
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# 2 GCKR &fn 1% £ (rare SNPs) D E

BRETLILE
KR HEHE(n=9) *t#&(n=18)
Minor Allele
riE BEEL Major  Minor Major  Minor P Frequency
(MAF)
TR (MAF<1%)
70E—4— g. -689G>A 17 1 36 0 0.33 0.00
JoE—45— g. -299G>A 17 1 36 0 0.33 0.00
I79 g. 6859C>G 17 1 36 0 0.33 0.00
&t 15 3 36 0 0.033

B3 1 RICHT 5, BERHEE(2p25-22)D /T a2 A TN B LK GCKR g 6859C>G ER

Pedigree 3

il
LT

cCegoeese e

- O—

| s [ e |

I
|
TEL

o o @ s T S & 3 By
OHA Insulm Insulin OHA OHA Insulin OHA
=) T IR TR IR (TR
I W 0 ) 11N
I S FRMBF (74 S 7~ Haplotype
I] 1E # Haplotype
GCKR g 6859C>G AR
E. #&im REROT—FZPER, 27—/
U EDS, GCKR B FABERRLHRE oo ZIC X AMBNITEINZ S 2 L1
EERICBWTRERZMHELGFE2->T LY, ERFEZSREEFIOBERRD S
WAHZ BRI, 5%, SHRHK DICFEMEZAONCTALERHDH L EZ
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