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BORME LR E B S - MAMLD1 %% & L (Nat Genet 2006) | A= (KN EERE % B L 7= (J Biol

Chem 2008, Endocrinology 2013), & 512, FEMMEIRIE FREFH D 10%LL BICBEE—B{sF

BEYH LTETA 7 PO EERENGFAET I 2R L, EICEERA L LT, IHE

et PR B T 2475 oligogenic disorder & U CHIET 2 AIHEMEZ 13 U T RLH L 7= (Hum Reprod 2015) .

AAE DB FE R

1. JRIKARBHO 46,XX LK BBFEDORT Y V) — ARNTIC L - T, MBSO 720 2 filic
NR5AL Efn 1 DfR— I Ak AL pR2W Z[FE L=, & 52 invitro FEHEBRIC L - T
Z 0 NR5SAL ZE B4R NROBL (2 & 2 i ki 5 Z & T SOX9 i fIFEHL % #3 < mlpetE: % AL
H U7z, AFZEIC LY | B8 2 A AZERNEEHIEMEICB T D ERBREHE
D2 ENHTH B E 22 o7=  (lgarashi et al. Hum Mutat. 2017; A SCiX Cover article (2%
Ny W

2. LELTCAE S 472 NRBAL O p.R2W EEE A~ 7 A% 7 ) AREDFIETIER L, REH
FRMT Z2AT o7z, ZBFEA 46, XY ~ U A TITERIZKM AR B, 46, XX ~ 7 ADIHH
FERIZIER TH o7z, vk, RIREIMERRIZ 31T 5 NRSALNrSal OB & — L DiEWIT
Lo TR TH D, AWFERICE D, JRIEHIMERICI 1T 5 NRSAL HHE O Ff] 22 52 & Jm
PEAE S & 72~ 7= (Miyado et al. Biol Sex Differ 2016)

3. 46 XY HRIEM AR E%Z AT 5 3 T SOX9 #ix 1 H 4 # [FE L1z, ZiZ X > T SOX9 #is
FTNEEEBRPNERE L DR VVEREERZ A TREZI O TR LT,
(Katoh-Fukui et al. Mol Genet Genom Med 2016)

4. BT IVEMWIRRNTICH-S X MAMLDL 23 ikBHAG S 70 & U THERE LT 5 Al RE M % Bl
L 7= (Miyado et al. Sci Rep 2015)

® ARV FRIZ IS T B B BB LR D AR

I FE TOFFEAE

IS R hr U RBIEREEZMNGE L 2RNELEBEFOX—7 v N o—7 2 AB IV

T LA CGHIZ L D87 ) LAa b —Htr 217, BARNBFIZBIT 2BmEnFEROTFED

FRER L OREHE A A REFIEORKR A7 b7 L& HMeL Uiz (Fertil Steril 2014), F7=JE

= R b B RIBAEZH < SOX2 HEE & SOX10 BFIE DB A B /&2 — 1 LR A

R NT AEMYIL, SOX10 BEMED I K ha B RO FFHAEN FTERRFIHE TIER <, A

IRTFERCTHDHZ L 2L L=, (J Hum Genet 2014 ; ENDOCRINE 2014)

KAEDBFZERR -

1. EEHREREOCBIT1IHITNROBL 7 L—AL 7 NERZFEIE L, ZOREEIZ,. NROBL ©
N Kb RT3 7 D3 BB T 2 tE D 7 W R AR < AIRetE 2 mie 4 5, A5
BPEBE Tk, 2 R ha AR R K OERFEICHE R AN AE T D LR S D
(Shima et al. Sex Dev 2016)

2. KALL Bz Fz2 03 % Xp22.31 f8 D Be & K 0/ K 2k 23 microhomology-mediated
break-induced replication D#fF TAL 2 Z & B KBRS RIJEBERED 1iEKR & LT
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OISR REIEEZHL Z &2 RAH L7 (Nagai et al. Cytogenet Genome Res. in press) ,
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(7 Lt E BT 9E]

® e RMENIREERI X OVEREREREE 2 < 7 AT O [FE

IV E CTOMFFER R

7 u~ X —BiRENEZ < 15 FY R 7 A ERERE ( Clin Endocrinol Metab 2011,2013) . 46,XY

DSD 74 < Bea &k 2k (PlosOne 2013) . A/LE o B & IRERZ AR & 2 #3 < SOX2 /K

2% (J Hum Genet 2014) % [ L 7=,

AAE DR Ak S

1. MEGLOREER QL RiEIN SHOX B OMMIEEN R RESFE LM 2 Wme Lc, £
2. 2 7p < L 628 non-allelic homologous recombination TRl S b Z & 2B 5
MmE LT, 61, BRANRPBIERE RO 4%RE L SHOX BEENEHH 2 L& R LT

(Fukami et al. J Hum Genet 2015; Shima et al. J Hum Genet 2016) .

2. UNEERE AR 2 Bl W TTHEME X PSR E 2 FE Lz, 20X ) eEEEn
chromothripsis (G0 IKGFMEICAE L D OB BT, 2 DO LML FRORER &
LTAELDZEZHOMNE LTz, SOOI X REAREEREN X NEHEORFEHIZ &%
FLHY L7z (Suzuki et al. Cytogenet Genome Res. 2017; Fukami et al. Clin Genet 2017) ,

3. WHWELREFEZME ERFIIEGEHEF IZBIT 2E8M7 ) LB T L E LT

(Okuno et al. Hum Genome Variat 2015) ,

[TV T 4 v T R E]

® CENA T T 0 T RETEZWHEDBRFE

I FE CTOMFERRE

Fxx AT A T T 0 v BEE 8 WA (Silver-Russell JiE i BE (SRS) .

Beckwith-Wiedemann JEERE (BWS), Temple JEf%#E (TS14). Kagami-Ogata JiEffE (KOS14),

Prader-Willi JERE (PWS). Angelman JEMERE (AS). HrAE R —i@MEHERE (TNDM), &R

HRFEREAR THE (PHP)) (2% 2 0l A FAUMMTIE 2 840 L7z, 24U K0 FFSRE) 7 B R 1%

R IIEG, BEDA T T 4 o T RESERAEA F AR (DMR)D A F AL S %

RYREFIDIRIED FIHE L 72 5T,

A DRFFERRE

1. Fex BT LTSRN A 7Y 0T 4 v 7 BEE R 2 s & F VD TR SRS fE ]
\Z TR T 21T o 72 & & A TS14 ER % [FE L7 (Kagami et al. 2015 Eur J Hum Genet),

2. PHP & BWS DOffiKE % & 12779 Multiple imprinting disturbance (MLID) D JES] % [ 7E L 7=
(Sano et al. J Hum Genet 2016),

3. AFEH A FALRENTIEZ O CTRIRANE SGA MRS BJER] 194 4 CBAin b 217V
30% TA 7 VT 4 v T REERFE LTz, SRS OBEHIBESMRIKIZN X, 11pl5 B
24, Temple IEMEHEZ 11 44, 15 FYLOMRREBIMES A Y I —%& 244, 6 FHEIRREENMES
AV I—% 34, 20 FYRAMERMSY AV I —% 34, RREKRREES A Y I -1 4%25
H. SGA MRF R LA TV T 4 7 REIEOR G 2R 5 & Ui, JRIRR A B RE
BIZFBUT S TS14, PWS, SRS Z[RIE L TR Y . HERIETIHTo4 7TV T4 o 75
HIEDOBE G LI B E o7z,

® F1AYRA LT T 4 v T REE

N FE TOM TR

14932.2 1213 A 7V T 4 » T BISFREBFET D, KMRBUER T O RIFEE I JORERS
BUBAR T OIS D 14 FHROMRIBUES A Y I — UPD(14)pat (F~ VBl = — b 7 — Rl
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BEMERE, NSRFEREEZRT, a1 149322 A7V T 4 U 7HEBE G REE LD

UPD(14)pat KA A~ JEH] & UPD(14)mat KELH A R EH] 2 58D 2 F 506170 E 2 & LT

(PL0S Genet 2010), % L C 245 DREF OAEMRKEEZ WG, RO A 70 o7 ¢

> 7B I B RE 2 B S & L C & 7= (Epigenetics 2012), F7-. UPD(14)pat ¥ X Ok

YRR (149322 A 7V T 4 Y THEIOKRKE S LT EER) OB FRIKBISEE 2 9] 5

7»& L7z (Eur J Hum Genet 2012)

A DORFZERRH

1. Binf2Wr &7z 34 SER] 0 UPD(14)pat 2 51 2 £ JE 1 (UPD(14)pat SE(], = &' Z8 SAEH
RISER]) OFEM7RERRAR DT 21T VAR B DR EBBES 2 Sz U, 22k L ONEHR e
ZHE"E L 7= (Kagami et al. Eur J Hum Genet 2015, Ogata et al. J Hum Genet 2016), A% B D% R
4, 1% Kagami-Ogata syndrome (%1 KOS14) & European Imprinting Disorder partners (EUCID.net)
IZ L VKR E AL, OMIM 2Bk S A7z,

2. TS14 = EZH KOS14 = B BSEHZ 35U THEFERY A F/UALMAT 21T\ TS14 JEFNC IS
V" C MLID Z#1 ClRE L# e L7z (Kagami et al. Genet Med e [Epub ahead of print])

3. 5-methylcytosine (5mC) @ F[F{EHFEEY Td % 5-hydroxmethylcytosine (5hmC) D53t LY
ZOBERRIIATH D, Fixld DMR OFE A F U bE /Rd KOS14 == B 248 FLRE B f ik i >k 7
J LDNAZEFWTT LA Z VT HERRE) A FIUALIRNT 2170 KOS14 = E728 BLAE (] 0 DMR
IZBIT D@ AT MAUIZIZIETRTEMC THH Z & 23VHF] L7z (Matusbara et al. Clin Epigenet
2015)

4,  FEMZREAGR AT 21T o 72 14 trisomy mosaic DJEF] % #H45 L 7= (Suzumori et al. Am J Med
Genet 2015)

®  Silver-Russell JEfERE

I FE CTOMFERRSE

126 IO S 55 T YR BERME 2 A > 2 — (UPD(7)mat) & H19-DMR = v 28 B Dk K4
DEN % H 72 L= (PLoS One 2013),

AAE DR FERR -

1. JRERABAGNCR U, BFER A FOUBITE Z DT O A 7Y 7 ¢ o 7 BEFER AT
DMR @ 2 F/ACFEHT 2 5iAT L, TS14 = AR 2 [FE L7z, SRS DRFIKRIIZEIE L A
Vo7 4 7 RERRBOBRGOA——F v TR 6L 7e o 72 (Kagami et al. Eur J
Hum Genet 2015),

2. 11 FYEREEEIC LV 5 X Z ST SRS OF R B OFEM 72 B RN IZ F-5 <
FEER AT S & s L 72 (Nakashima et al. 2015 J Hum Genet 2014),

3. BRI 72 SRS FREVR A /R4 C 2 51 H o UPD(11)mat &' 1 7 JEFI & [7 & L7~ (Luk et
al. Am J Med Genet 2015),

4. EEEEEICS &-5< Silver-Russell JEMBREOHT LWERIKRZITEERE, Bs 2 Wi dE, 15
FEARE 2 VBRI 2 72D OFEBERRICSI L, £ O k1T Consensus statement & L T 30k
S #7z (Wakeling et al. Nat rev endocrinol [Epub ahead of print]).

®  Prader-Willi SEf=FE & Angelman JEfERFE
i E TOMTEEE
LD BERIROER & BIS TIT 21TV, PWS SIEICHEL 5.2 2/ T & L CEliHESE
FEABI IR ORE 21T - T & 7,
KAEDRFFE R B
1. PWSJERID 9 5 UPD(15)mat SEBIZ 33\ CREBLOAEE AN E 2 & AR L7, iz T PWS
FEFNZ BN T, AEFEAHBNERIC X DAEIRIEFIA 2, SR RE NG, ZOREE LT
BRI PWS BIEICH - & b5 T5H5Z L 250 L L7z (Matsubara et al. Clin Genet
2015),
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AAE DR FERR F-

1. FIEME PHP JEFNZIWNT, 20 FYEIRA 7Y T 4 0 VA 3 Do M S R 5 A Tt
R — o —IZ L AT B [RIE L7 (Nakamura et al. J Clin Endocinol Metab 2016),

2. BMERNVEWAEESDLTZ PHP O % [FE L7- (Sano et al. Endocr J 2015)

ETSER/35Y

® JPHBKEE R AT I MR L L RE A O iR

Z I E COMFER R

PN ERERE RN DOFIE I HT LI AR L E o FEA R backdoor pathway 73BH 5-3° % RlREME A FLHI L

(Dev Dyn 2013) , ¥ & IEH AR LMD ME & DNA 28/ L7z,

AAE DR AL 5

1. IEHHRLMR X O EINEIERRE (PCOS) LMo iEiLE v 2k n~ s/
7 4 — (LCIMSMS) ETHIE Lz, ZOREER, MEEHCISW Ty s JOFE LAY B R
JVE L PEAERRE MERE L T D Z &L PCOS BETIZE L LTI 2N L CTHMER LT
VIBRFEANE T TWA Z LA 5 E L7z (Saito et al. Clin Endocrinol 2016; Saito et al. J
Steroid Biochem Mol Biol 2016) ,

® I 1 RUBEIR I S MBS AL O R E

N E TOMFERE

INRA 2 RRITSE S LERE L B & KD DNA 8RR L2,

AAE DRI R 5

1. 1 BUBEPRYA 428 il & IEH 21 b m—)L 457 f5il0D SNP % A ¥ 7 %17\, 17012-021 D 2 Al
FIMENT 1 2 A TR5EELLTIZE1 5 DM BEIE U A 7 2B 542 rrag 4 R H L 7= (Ayabe et
al. Diabet Med. 2016 [Epub ahead of print]),

2. 1B RUBEIRIFICIIT D 6 YR A F AR 2 et U, JHMEHAARER O 1B RUHERIEFE
JEIZBITD 6q A F LR DFEGI1TVARWZ & &2 50 & L7-(Okuno et al. Clin Pediatr
Endocrinol. 2016),

3. HBEZFROTT Y — AMRNT & RGO/ SFVEEITIC IS & CD101 28 b~ 1A BURELR 5 D5
WM& s 7 Cd D Al hEMEZ [ L 72 (Okuno et al. J Diabetes Investig. [Epub ahead of
print]) .
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MRS TIE) &2 X5 & 3 2 BEJRIKE ST Multiplex PCR /SR V&2 ERR LTz, /34 1 v
fNAZTA L L THRIESZAM 2B LT,
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