(%]
FEGHEZLUTIZRT,

2 A—h— Cat.No.
QlAamp DNA mini kit QIAGEN 51304
Ampitaq Gold 360 Master Mix Applied Biosystems 439881
(by life technologies)
Distilled Water, Deionized, Sterile ik o— 316-90101
(LLF DDW &B&)
QIAquick PCR Purification kit QIAGEN 28104
Agencourt AMPure XP BECKMAN COULTER A63881
BigDye Terminator v3.1 Applied Biosystems 4337455
Cycle sequencing kit (by life technologies)
BigDye XTerminator fF&l ¥ vhk Applied Biosystems 4376486
(by life technologies)
3130 POP-7 RUYZ— Applied Biosystems 4352759
(by life technologies)
10 X Genatic Analysis Buffer Applied Biosystems 402824
with EDTA (by life technologies)
(#28]
FELGBBEZUTIIRT.
—RB BEAH-ETIL A—H—
HY—<ILYLI5— Veriti 96-well Applied Biosystems
H—TIPA95—,0.2ml (by life technologies)
(LT Veriti200 &B%)
RILTFYPRIFH— | Vortex GENIE 2 MSH 2
TrESY—BEKRKE | 3130 CxRTFAvITFSAYF Applied Biosystems
(by life technologies)
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1. DNAHIH
EDTA HEMEICLYIEMmML=2 Mm%, QlAamp DNA mini kit IZ&YDNABEZEITS,
BRI =aFILIZLT=A, Elution £ 100 4| @ Buffer AE [ZTEH,

e

2. PCR
B ZE X Ampitaq Gold 360 Master Mix Zf LY, IV D Primer [& SIGMA GENOSYS %
EDA—A—IZTHERLTELS, Primer —BIXRIBIZCRT AE.YUTILOFARBEIUTOES

U&d B, PCRIE Veriti200 [CTUTDEBYBAIILRIBES KD

(RIEERDIE)
Exon2 ZTDHD exon
Ampitaq Gold 360 Master Mix 12.5 ul 125 ul
360 GC enhancer 2.5 ul -

50pmol/ | Forward primer 0.25 ul 0.25 ul
50pmol/ | Reverse primer 0.25 ul 0.25 ul
Template DNA Variable Variable

(final concentration 50ng) (0.5~2 ul) (0.5~2ul)
DDW Variable Variable

(to 25 ul) (to 25ul)
Total volume 25 ul 25 ul
(PCRORIGEH £ exon $i#)
PCR(35cycle)
Step Pre heat 1st hold 2nd hold
Denature Anneal Extend

Temp(°C) | 95 95 60 72 72 4
Time 10min 15sec 30sec 1min Tmin oo




(% exon M PCR R UYL —4Y T X primer)

%t & Exon Primer & i B 5 PCR
Product £

Exon2 FGFR3 2Fwd TCTAACGAGCTGCCTTCCT 577bp
FGFR3 2Rvs CGAATAACAACAGCGGGAATC

Exon3, 4 FGFR3 3-4Fwd ACTGCTGTGTCTGTAAACGG 806bp
FGFR3 3-4Rvs GGCATCTAGAGCCATGTCAG

Exon5~7 FGFR3 5-7Fwd TACACAGGACGGGAAACTGA 875bp
FGFR3 5-7Rvs CCCTAGACCCAAATCCTCAC

Exon9 FGFR3 9Fwd GTAACGACTCTGTCCCATGC 872bp
FGFR3 9Rvs CCGTAAGTCACAGGATTCCC

Exon10 FGFR3 10Fwd CTCTAGACTCACTGGCGTTA 572bp
FGFR3 10Rvs GTTCTGACTTCCACCAGCAT

Exon11 FGFR3 11Fwd ATGCTGGTGGAAGTCAGAAC 498bp
FGFR3 11Rvs CGTAAGGACGAAGAGTGTCA

Exon12~14 FGFR3 12-14Fwd CTCTTCGTCCTTACGAGCAG 914bp
FGFR3 12-14Rvs TCTTCATCACGTTGTCCTCG

Exon15 FGFR3 15Fwd CTGGACTACTCCTTCGACAC 509bp
FGFR3 15Rvs GACACGTACACGTCACTCTG

Exon16, 17 FGFR3 16-17Fwd GACAACGTGATGAAGATCGCAG 834bp
FGFR3 16-17Rvs GTGGACGTCACGGTAAGGA

Exon18, 19 FGFR3 18-19Fwd CAGGCTGTTCCCGAATAAGG 587bp
FGFR3 18-19Rvs ATCTGCACTGAGTCTCATGC




3. kELFEH

PCRAEEICETLTWAZ 3l #FAVT,. 2% 7HA—RFILER KB TFIVIT S,
Fryl#%.PCR #RIGHEZRETS, RIGHADE (8 BLIRNES)IHE (X, QlAquick PCR
Purification kit (QIAGEN) ZfE ., RIGH AL L5 & (L. Agencourt AMPure XP (BECKMAN
COULTER)ZAVWTRHEZTI. BEEEIZEXYFORMYKWHRBIZHS . REDITIL—avik
DDW T1T5,

4. DNAEE
FRKRTEDPCREYE 260nm [ZT|/RFAEERIE. X50ng TDNA E=,
10~20ng.” | 1252 ESHEIZEEL DDW THERT S, Sh%E DNA template &F 3,

5. AL —oToLT

HAIIL—ITo 0T 1 B IL Veriti200 H—T LY A U5—%E AL, SR ZEIL BigDye
terminator v3.1cyclesequencing kit(Applied Biosystems)ZfB V5, R EAE LR G EHEXLL
ToELY,

(RIGHEDFE., x8BigDye %)

Volume
DDW Variable (to 20 g 1)
5 X sequencing bufffer 3.5 uli
1.6pmol Fwd or Rvs primer 2 ul
V3.1 BigDye 1 ul

DNA template Variable (0.5~3 1)

(final concentration 10~20ng)

Total 20 11

(AN —ITOV VT RIGEH)

Cycle sequencing( 25cycle )
Step Pre heat hold
Denature Anneal Anneal/Extend
Temp(°C) | 94 96 50 60 4
Time 2min 10sec 5sec 2min30sec o




6. fFE
BigDye XTerminator & vrEHINTEE,
1) Xterminator #ZRICEL., T+ R RILTFYIRT B,
2) K IFENYITYIYEZEEL=F YT T, Xterminator 7yl % 8 & PCR Fa—TJIz&3,
EIT SAMBEK 30! EZMAS5,
DYAINO—T O RARGE 1.5~2u1EMAD
5)PCR Fa—TJDEZL-MEFAL. TL—FRTHTE2—%2EWY DTz Vortex GENIE2T
BA/INT—
TI15 HBARILTIIRT B,
6)2500rpm, 2min & i
NEEH 1TpulEEYSTRTAYITFS54F —sample | PCR TL—FZH T,

7. DR TFAVITFTFHFSAF—IZLDOH
CIRTFAYITFS54HF—3130(Applied Biosystems)ZFRL\, RYT—IL,. POP-7IZTH#
#FRd B,

8. T—ARE
F—AEFATERY (B DNASIS)Z ALV, NCBI th—LR—J LY/ Sh 1=, Reference
Sequence:

NG__ 126321 X BEL. EEDHEEZERET5,

9. MEEEM
NYAVET—TOWord ZFAVWVTHREEZZ R, EBEORANEFHNE LT . ERESICE-T,
BT BTE, £l FAX IZLDEETELT S,



A BRI R R & (AR BRI E )
RETEHRESE

BN RERREODE & FPRICEYT S8R
EEMBEATEEHEIE 4 RBERXMSY 1V = —ERFORERFHER

BIRSEE #F B

ERERKE

INEE BB

MREE

THLDTHD,

FEEIT, FEEEICG EHE ., AEHBIEMERRRED 1 DTHDHE 14 RealfXBMEL A Y
I HEREBICOW T TR ZITY, (1) BERBEKR T RTLLas 23 microRNA & LT RTL1 %
BEMHTAHZE, QE FDIO3 BA TV T 4 7 ENRNT L, (3) REEROBENE
BFRANZ—VERBT S 2 &, (4) HEFEHRTAE - BEOSREORLBEL N 5 R/PE
type-upd(14)pat BIEED U R I 77 7 Z—ThH B I LBRRENTZ, T bHDT —H X, microRNA
ERAWEREFERBEOIRERS, BEBHELBT 5 Z & Tupd(14)pat BIEZTFHLH 52 L 2RE

A. WFEEM

14 RREQEES A Y I EERIE, SV
B« a— AT —H LRI N D ERARE,
A~ =T - REEAHBER 72 & DRFEERE | AR
ZEH - RV AF 72 & ORFBBIERER 2 & OEEEER &
T, FKEZE, BEER R & ORBIEREZ R
BB Th D, AEREIL. BN EE
DR EE %4 U 2 FAE R OB E RTE S
D—DTh b,
FIEBREOFEIT, £358 14 RAKKIEL Y
3 —(upd(14)pat) DFEIEICHKT 2, ThbbL, §
14 ReEERBERMAEIZIZA 7Y VT 4 v F ik
WL RBEBEERT VAL DORFERT BRI
HEET. BEERT VAN D OLRRET SR
REGFVPFEEL. 2RO TV VT4 v IE
BFORBERENPAEFERLZES T BB L,
bhboiI. 2oL 7V T4 v JTEEBIZOWT,
HARATHDTUTOZ EEHALNE LTINS, (1)
IOATI T 4V TEBICIEA TR EE
3% (Differentially Methylated Region: DMR)ASEFE T
BT &, (2) AT I S D IG-DMR
BEBIZBTIBA TV T v TV EZ—2 L
THEET A Z L. (3) ZRBRIVHIRAERMICHIL S
1% MEG3-DMR AMEHEKIZBIT AT Y T 4

ey F—L LTHBRETSZ L. (4) IGDMR O
AF AL E =28 MEG3-DMR D * FLAb/R &
—VEHETHZ & (5) BEERER EEA,
RIEF BB T RTLL OBRIRRTH D, ZhbD
R, HRMICELSFMIN TN S,

Z LT, BEEE, bhvbihix, Z ®(upd(14)pat)
IZoWT, (1) Vv M UEBRZEEEDOER. (2)
JRIEZET O RN L TICE S BT R E
e DIEEIT A, (3) BEE ClLEEFRRET S
T /B3 26 Bl FEEFHNT —ZIZEIBREF
PWHET v —F v — PO, &L\ RREZEIT T,
ZOHFRBBICBWT, DO IVIARFIZB VLT
35 BIORKRDIEREET2BELEEL TV 5,
Z LT, FAFORBEED, upd(14)pat DL 5T,
ATV T 4V TEBROWNRRRPEERT
HLAELBZLERHL, 20k > RRAREE 14
P ERBET A Y I —EREE L L,

AR REEICRBNTIL, Z0F 14 REFRKERMKE
XAV I —EFERIZBNT, (1) BERREEF
RTL1las %3 microRNA & LT RTL1 33 %24 5
MPED,(Q)DIO3 A TV T4 VITBETFTH
DB, (3) BBMERGORFE. (1) EEHE.
upd(14)pat DFEFEY R 7 L 72 B NEh, LV RKE
BADEBEIZOWTERY EAT,



B. BrEFE

HARTRENIC X FrE e s AT C& L RE
BEEO 2L BERELEB SN TV IESL E
WZREAT LTz,

(fEE ~DERE)

BEFRITICH o Tk, B N7/ A - BETHE
FrFZRIc B3 2 fmEEfe ¢t 2 5T L IR OINEEL &
DIAFFREENZOWTIE, EXREERE ¥ —,
BLOEREOINEMR BN TTHREZES
DERBEHBTND, BIEIZ, BEEICLDAN VT +—
AR-aty PERBRIZNEL TN,

C. MR
(1) B3 & T RTL1as 23 microRNA & LT
RTL1 EEEZIHIS 2 0E

Upd(14)pat 82352 5l & =2 > b = —)L 3 Hl DFfERs
BEAVCCERNRRBTEITo72, £7 — % T,
RMEFIREEFDLK] & RTLL k= b m— /UG
LY LBRREBEERL, BERBEEFITRIL]as
IZ2— F &5 miR433 & miR127 %5 D THEHE
k&R L7 (B1A), £ LT, DLK1 #HE L H
FTRICESE KBETREMIRD 2 ORMEFRER
BETFEMEL CEM LR, DLK] IS A
VI—REBII-HLTC2HEORAEEZE LN,
RTL1 IRMEX A Y I —RETIIFHATERWES
fEOREELT LI,

Q)DIO3 A TV T 4 TBEFTHLNE
i)

EFROMBITIZB VT, KIERBERF DIO3 FE
Bl AF—FCliar be—VREL Y biERIT
Hol-W, HERE= e —ARELFETL 1
Echole (M1A,B),

(3) MR HHEk M O P

Upd(14)pat B3 2 Bl OFEERGEE, BEsR DA 77V
VT4 U TEBORKICE B 14 BB EBRBMES
AV I—EERBREDO TV Y AR oV
o —/L OFEEIEE A W TRET L7z, BB L BT
TXRAERRE O I PN AR O BB R & B BEHEAE
FEARALAS , Sz e IR HEE O I8 PR R IR
fER & BEMARIZFR 4% DLK1, RTL1, DIO3 #

U BB LB FRAEICHSE L DLKL &
RTL1., 42 RTL1 #Z > 37 OEBRBEMIPEZD B
7= (K2),

(4) BEEBHEED upd(14)pat DIFEY 27 LR DDE

i)

® Upd(14)pat IZ. trisomy rescue (TR). monosomy
rescue (MR). gamete complementation (GC) .
post-zygotic mitotic error (PE) 12XV RE L,
05 bEEHEL BEE S RED R RE
12 & v EEA &5 nullisomic oocyte /195
MR & GCIZEETHEExDbND (K3), T
bbb, KEXFAYI—D5H, MRPE
type-upd(14)pat DEEIZEERHENEDY
rEEZBND, ZDH, bhvibhid, BRI
BEHFEREZHA L E Lz 26 Fl9,
IG-DMR & MEG3-DMR % &tef/NRIBE 3
1. IG-DMR D #H D K H &4 1 41, MEG3-DMR
DHDKRIEFE 1], TR/GC type-upd(14) pat
B# 5 ], MR/PE type-upd(14)pat B3 11 fi,
PE HEMHSHFREF A Y I—BFLH, =
VPERBE 4GB T HEFREZ LR LU,
ZOFER, 35 mU EomEEHEIX. MR/PE
type-upd(14)pat IZEF L TRD LN (K 4),
b, EEHEDOEEIL. MR/PE
type-upd(14)pat T 6/11. FH LS DEE T 2/15
& . MR/PE type-upd(14)pat IZBWTEHEIZE <

(P=0.034) , HiEFF#PRIEIZ, MR/PE

type-upd(14)pat T 36.0, ZILSDERE T 29.5
& . MR/PE type-upd(14)pat I BV THRICE D
o7 (P=0.045),

D. B

AR O BAIR T FREMEAT L AR LRI T — &
X, BFOZ & 27835, (1) BERRERTF
RTLIlas %% microRNA & L C RTL1 %} & i3 2
L EFT, (2) ¥ 7 ADio3 BNESEINCA T Y
VT4 ITEINBEZ L ERERY | DIO3 3o v
TV T 47 RV, () BEEROREITE
BFREBRAY — 2R L BRI CAEERE D
BEBREET S, ZhiL. R THDTOTF—F T
Y . microRNA % W= AIEBEREDOIREDIE R
THLOTH 5B,

BT, HEEHETIX. BE—RBEIREDORS
B2 B O B R HIPE )Y R/PE type-upd(14)pat FEHE
DIRIT7 7 B—THBILETTHDTHD,
I, Bichbhvb e L7~ disomic oocyte %
¥ % TR/GC[M1] type-upd(15)mat 2%, FEEFHEIC



IVEBEIZHEMLCVWAZILII—&THLOTH
V| EEHEARET B Z & 2% upd(14)pat FIE D FB5
2V 352 TR TEHDTH S, 2B,
upd(14)pat FEEEE T, nullisomic oocyte 2358 —J8EK
FEREDORBE L BB HEOR GO N
DO IR SN2 EERIT 5 2 L IXARARE
ThbDH (®3), LEd->T, 4ED MR/PE
type-upd(14)pat 7' /L — 7 IZi%, EEHENREET S
FRBESEHFEORSBECERE T 2 upd(14)pat D
HIRBT EERHEN R L RV B HED
ROBECHER S % upd(14)pat R PE I L 5
upd(14)pat BEENTNWB EEZ LD,

E. #&

RFFRIC LD, (1) BHERBERET RTLLas 23
microRNA & U C RTLI BHRZIHT5Z &, )t
FDIO3 B4 TV T 4 v T ENRNT E, (3)
JEARRR O RN B R T RENNY — VBT S
Tl () HESEERRNTNE B EHEO R BE
% 9% R/PE type-upd(14)pat FBIED Y R 7 7 7 7
A —THDBIETRTHLDOTHD, ZNHDT—FiX,
microRNA % W AEEREOIRESC, BltEL
BT B Z L Tupd(1)pat BIEZTFEHFL I HZ & %
RETHLDTH B,

F. f@RfalRiEs

2L
G. WFEERE
1-. FSCER

1.  Kagami M, Kato F, Matsubara K, Sato T,
Nishimura G, Ogata T*: Relative frequency of
underlying genetic causes for the development of
UPD(14)pat-like phenotype. Eur J Hum Genet 20
(9): 928-932, 2012.

2.  Fuke-Sato T, Yamazawa K, Nakabayashi K,
Matsubara K, Matsuoka K, Hasegawa T, Dobashi
K, Ogata T*: Mosaic upd(7)mat in a patient with
Silver-Russell syndrome: correlation between
phenotype and mosaic ratio in the body and the

placenta. Am J Med Genet A 158A (2): 465-468,
2012.

3.  Hiura H, Okae H, Miyauchi N, Sato F, Sato A,
Van De Pette M, John RM, Kagami M, Nakai K,
Soejima H, Ogata T, Arima T*: Characterization
of DNA methylation errors in patients with
imprinting disorders conceived by assisted
reproduction technologies. Hum Reprod 27 (8):

- 2541-2548,2012.

4,  Kagami M, Matsuoka K, Nagai T, Yamanaka M,
Kurosawa K, Suzumori N, Sekita Y, Miyado M,
Matsubara K, Fuke T, Kato F, Fukami M, Ogata
T*: Paternal uniparental disomy 14 and related
disorders: placental gene expression analyses and
histological examinations. Epigenetics 7 (10):
1142-1150, 2012.
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Fukami M: Neuromuscular symptoms in a patient
with familial pseudohypoparathyroidism type Ib
diagnosed by methylation-specific multiplex
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(accepted).
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Silver-Russell syndrome. PLoS One (accepted).

7.  Ayabe T, Matsubara K, Ogata T, Ayabe A,
Murakami N, Nagai T, Fukami M*: Birth
seasonality in Prader-Willi syndrome resulting
from chromosome 15 microdeletion. Am J Med
Genet A (accepted).

8. Matsubara K, Ogata T*: Advanced maternal age

at childbirth and the development of uniparental

disomy. A commentary on the proportion of
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syndrome due to an advanced maternal
childbearing age in Korea. J Hum Genet. 2013 Jan
31. doi: 10.1038/jhg.2013 4. [Epub ahead of print]
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X 1. 2RV
BIETRE AT

Case 1
A Casez B
mw Control (n=3)
10
3 1.5 7
8 s
7 5
6 ,
5 4
4 T 3
A : » 1|
inn i il 0 |
< o 8 r I 3
a & > a & &
§ E
Case1 Case2 Case3  Control

DLK1

RTL1

36wks 37wks  30wks 37 wks
970 g 1384g 642 480
(198%)  (262%)  (163%)  (91%)

2. BEEAW
MR RO AT




Normal meiosis Upd(14)pat subtypes 3. IE;—%’»% T %ﬁﬁﬁﬁj\%ﬁd—f L %- 14
i ee Quta (R RIEX A Y X —(upd(14)pat) FIE

TR MR PE

5, Upd(14)pat }Z, TR: trisomy rescue; GC:

Abnormal meiosis gamete complementation; MR: monosomy

D5 . M =5 IS AT
<4
0

M1 error M2 error

rescue; PE: postzygotic mitotic error TR,

INd. ZDHH GC, PE IIHEDTHT
H V. TR, MR 2% upd(14)pat F&JEFRK D
REHHE LDD, ZLT, MRTIHL &
BRHHEN U R 7 K+ & 72 % nullisomic
oocytes 23EAET 5,

é:"'/ \%;;
Hypermethylation of Hypermethylation of the
both DMRs (n=25) MEG3-DMR alone {n=1)

Upd(14)pat {n=17}
* TRIGC {n=5)
+ MR/PE (n=11)
» PE (n=1}
1 No deletion (n=4) ’ Microdeletion (n=5)
i » Both DMRs {n=3)
_Array CGH analysis + |G-DMR alone {n=1}
X plus epimutation of the MEG3-DMR
Epimutation (n=4) * MEG3-DMR alone (n=1)
TRIGC oos 0 c ae o o o
hﬁR/PE 8 [oRoRe] o co 08 8 0060800
PE o o
Microdeletion} = s = = » = ® wa
Epimutation an B o8 a 8 @ B

25 30 35 40 25 30 35 40
Maternal age (yrs) Paternal age {yrs)

4. 1A RBERMES AV I —EEREE 26 BlICBITARIERRO4E (b)) L HARRE
BEROSH (T,




EEFBREHAERMDE (BIBERETLRMESEE)

WEMEREE

HEMEEREVRECZHEFRICEATINS

WESEE I ESB
BALEHEF -/ LEREF R 5—
BREEEERRF— L F—LU—F—

MEEE

B EREHRIEIEEOGVWE RHBEE T, ZOERRBZRL, THICES<
RIRERIERIT. FIERHOEREFEHREEOER LORILRBFEETHD, L
L. BB BFEICIIZOELRBAFEEL. R OBEIT R, X BT R
WCHE - FIETIE, BWIIFEFEICHETHD, ZWREOM EO0IiciX, EEE
BAEE DI T%E’J&i%‘{ﬁ%lﬂ\ﬂ/f@ SWT AT DERENL T HMLERDHD, TDOX
HRBEFBW VAT LAOBEDTDIT, BFEHE RBIE. ROEDOELKE
@ DNA BT 24T 72 o7, Eﬁﬁi%ﬂ)ﬁ%j}@‘ﬁ‘ Z, B R R AE . RO EDEL
FERORHABOFEM T —% (BEB., XH#B) L DNAZINE LT, FGFR3Z&Te
FHOEBERTFIERPRDNIH AL, TUODOERBITEITRV. EED
BESNEZEEIZ OV, REAB T —FLOXMIGERT LI, TOR R, 1) &KL
M B B AR E S LR B O U D opsismodysplasia DR K&z F 2% INPPLI TH5

ZEEHRLNIT

L7, 2) EEBEDEREESEF D PAPSS2 ThHhAZEZHBIIZL

2o TNHDHH DK BBEE FEMATBILIEE R E ORIEFZE VAT A

EHEETTHD,

HEHESE
Dai Jin GR{LZWF TR -7/ LAER ZHF R B
—EEERBPFRET — L)

A HEE®

BB B AUE X 2 OE LR BRTE
ETHD, EERZEHPEETHD, TOMK
EZEODITIT, BEFL IV TOBETY
XTA%%%?éJZ%?b%é BIREEEREE
ﬁﬁﬁ@ﬁ{zﬁ— Wik DRESL D=9 12, T

B BB RE. K N ZFOELPUE B O DNA £
%%ﬁﬁo

B. FEAZE
BRERBEERTA— T2 LETHE
REDOHAADOTIZ, BHEMFRFBRE. &
VCEOELREBORBRBOFEM2T —F (&
R, X #18) L genomic DNA %ZINLELT,
FGFR3 & BRI DR B BB FICEE NS
bhBE S 1T, DNA sequence T &I HE
THEBT
TRV EROEEERA ST, BEN
FEI N

BEIZOVWCE, REREOT —FEOX G %
MEtL=,



(REEA~NDORE)

AKHFREOZETICH>T=>TlE, B b
J A BAGTETHRICET 5 mEE
(EEL 13 4 3 A 29 B XHA %S - BE
FEE  BREEELEETRELS) #o
TW3, REDONELZE D HFFEIZ
DWVWTIE, BALEHRERT. ROEHKRED
REBRICBVWTTFOHEEEZEESDOAR
EHETWSE, miEE, EEICXS A7
F—AbLR-arers r2REBICINEL
TW3,

C.HIRER

D BEEFEEREELREDODED
opsismodysplasia O &{xF 2% INPPL1(1)
ThHHIEEHALNILE, FIHOBETORXR
HERZFE L, (ida et al. ] Hum Genet,
2013),

2) HWhAafKLsEEOE K ®RIE
(brachyolmia) D JR K & 1x F 2% PAPSS2 THD
TR ST U= (Miyake et al. ] Med Genet,
2012), TR BOFEMREER B, X BB EH
BHAMZ LT (Hum Mutat, $58 9),

D. £

B E B REICIISOELE AR
GETD, ERZEAELEFAICONT, R
FROBTMEIT o0, IR, L R
DERHAFOBEHEE ., XBRBOT —FhbiX, &
NRODIZEMRLOTHoTh, REHEFE
T RIE D2 W, RN IZIZ DR B £
W EURBAERICENTIERRETH
hEEBZLND, BEMREEFRZEN, 20
RO DDRELEENZRFTETHLILEE X
b,

E. #&#
B ERERERIEDOERERZH D= DI
X, BURBZED-EBEBEF LNV TOR

WL 2T OMLEDRD D,

F. BEEIRER
2l

G. FEER

1. WX FER

1. lida A, Okamoto N, Miyake N, Nishimura
G, Minami S, Sugimoto T, Nakashima M,
Tsurusaki Y, Saitsu H, Shiina M, Ogata K,
Watanabe S, Ohashi H, Matsumoto N,
Ikegawa S. Exome sequencing identifies a
novel INPPL1 mutation in
opsismodysplasia. ] Hum Genet. 2013
Apr 4. doi: 10.1038/jhg.2013.25. [Epub
ahead of print]

2. Semba K, Araki K, Matsumoto K, Suda H,
Ando T, Sei A, Mizuta H, Takagi K,
Nakahara M, Muta M, Yamada G,
Nakagata N, Iida A, Tkegawa S, Nakamura
Y, Araki M, Abe K, Yamamura K. Ectopic
expression of Ptfla induces spinal defects,
urogenital  defects, and anorectal

malformations in Danforth’s short tail
mice. PLoS Genet. 2013 9(2):¢1003204

3. Yamada T, Takagi M, Nishimura G,

Akaishi R, Furuta I, Morikawa M, Yamada
T, Cho K, Sawai H, Ikegawa S, Hasegawa
T, Minakami  H.

osteogenesis imperfecta due to maternal

Recurrence of

mosaicism of a novel COL1A1 mutation.
Am ] Med Genet A. 158A(11):2969-71,
2012.
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