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Association of In Vitro Fertilization with Beckwith-Wiedemann Syndrome
and Epigenetic Alterations of LIT1 and H19
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(#A bV Beckwith-Wiedemann syndrome and assisted reproduction technology
(ART)
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(#A4 bV In Vitro Fertilization May Increase the Risk of Beckwith-Wiedemann
Syndrome Related to the Abnormal Imprinting of the KCNQ1OT Gene
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The epigenetic imprinting defect of patients with
Beckwith-Wiedemann syndrome born after assisted reproductive
technology is not restricted to the 11p15 region
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(ZA FV) A survey of assisted reproductive technology births and imprinting
disorders
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Intracytoplasmic Sperm Injection May Increase the Risk
of Imprinting Defects
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Another Case of Imprinting Defect in a Girl with Angelman Syndrome
Who Was Conceived by Intracytoplasmic Sperm Injection
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(#4 bV) Increased prevalence of imprinting defects in patients with Angelman
syndrome born to subfertile couples
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CEMvY Silver-Russell syndrome in a girl born after in vitro fertilization:
partial hypermethylation at the differentially methylated
region of PEG1/MEST
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(#4 bV) Incidence of retinoblastoma in children born after in-vitro fertilisation
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AOEGFS 19951 B 1 BB 200112 H31 BE T, A5 D RB®
TRTOERE Uizra, RRIL 7.2 AVF T3 1.0% & LIzA) | £7213 4.9
(IVF 1828 1.5% & LIZ58) Thotz,

5 4 RB B OYalR 11q14 SISOV THNT LR, 3 4ITER T, 1

ZNVIT Y V8 ERER AT L1 &IA v by SITERNH B,

(ht7) 1980-1995 4EDf] IVF & 320 S AU TV 23, RB EBIDS A S0 o T2 AN E

BCHD, IVF OBME BHIUBER OBk, £3B8RERFIR DY 27
BTN ETHERT A DOBRKEITH S,
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(ZA bV) Hypercalciuria in Beckwith-Wiedemann Syndrome

(#A FVERR Beckwith-Wiedemann SEFRE 1T D@L 3 7 LIRIE

&) Michael Goldman, Cheryl Shuman, Rosannaweksberg,
and Norman D. Rosenblum

EEHE) J Pediatr 2003, 142: 206-208

(BH) BWS L@y ARAE (HC) OBREM DUV TIRETT 2,

Cetge & 1) 18 4,00 BWS i (B 1144, 4Fi 22 0 H — 18 1) DIFLNERFOIRBFA & |
MR ATV, HC O AT 72,

(& 44 (22%) % HC LWL, ZOBEIIHBEROIICA, REICHIE
Thotz, Fh, 4 A AN Y NRENERE -7, BERRE T
AOBFETEFBEE L, 2 ABEARIEERA DIV, £, 1413
B & D3R IRIEEIEN A DAV DS, BB B = 2 — {3 A b,

(7w BWS H#E1L 8 ik ¢, FEERRO U 27 3@ =D, ERIR 2 NEEE Sk

BERHEE SN QO D, ZOMEELBWS B#EIZEIT 2 HC OREZBIT 57
DICHNTHD, BWS BEOHFT, HC BH V| FHIBEARILEEDH LA
Fix, RPN T LR EEDZEIERTNETH S, BWS BED
HC T BERHRT— & 24T L. TSRO, B 5N nETH
2o
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(ZA V) Epilepsy in Patients With Angelman Syndrome Caused by Deletion of the
Chromosome 15q11-13

(ZA MAERR Yefafh 15q11-13 KKRAFHERIK & 375 Angelman FEEREOBEIZRIT 5 TA
DTN

GE#H) Kette D. Valente, Célia P. Koiffimann, Cintia Fridman,
Monica Varella, Fernando Kok, Joaquina Queiroz Andrade,
Rosi M. Grossmann, and Maria Joaquina Marques-Dias

(Bt Arch Neurol, Jan 2006, 63:122-128

(& ik/ué:“@AS BFEVLTAD N & Rl S 2 — o Brm g, T L ORI

. BHHERECERTH S0 Lidavy,

(B ﬁ%@ﬁi 15q11-13 KREFEFIN L35 AS OBEEXERE L, RIS
FUHER T ADAFIRZ DUV TR 5,

@fgeT 1 ) B & NTEE ~OEFE LR T — ¥

CIE) Getafh 16q11-13 KKZAED AS DFEE 194,

(A A RHIERER)

TADADEREE, This LUPUTADATERROZR

(f3)

TCD AS FBEIIEEETADADSHLIL, 104 (B3%) (T TANA
BBV, FRFEERNIRMREE, 47 0 =—REk L OMBERREIET
BHol-, FIEEMIVE 1R 1 A7, BN IV E L0 10 4
(B3%) . 164 (84%) N TADAFERIE CTH -7, 184 (95%) DAL, i
BEERIEOIREZFF> QT 205 5 144 (64%) 1T disabling seizures 73
oo, BETIDOFRNEN 13 ADEE (53%) TBIEENT-, BHAMETADAD
AIREDS 16 44 (84%) TG SNz, 53 mED & & RIEHEDORORIE
DEEERH L DTz, TNBOBEOZHENIL, A TAPAOHIL & -
Too LINL7RDSG, UEEA/NEHIGH & IERICA DI, fb BRI
sV ORIV algl 7w ) oV E X —)VE TR a B R AOGH
BETholz, £z, TADAIL carbamazepine,
vigabatrin {Z > CEY{L L7,

oxcarbazepine X

(ki)

Qi 15q11-13 REZFERR & T2 AS IR TADARIEETE
15, FIEOTEE, BEE L TADATII T DI, IR
Wi a2 R, AS Ob 5 — oKL, /NI & BRI T 5 CAns
ADBETHD, BHEBITHLROND 2 HORHIE. T OIEFERICRE O
IRVH, BINCERTH 5, HESFTETAPARIERDY . BEFEEEED
HRIE. AS &, EHRINIINA D REZEERD,
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(ZA V)

Metabolic Profile and Body Composition in Adults with
Prader-Willi Syndrome and Severe Obesity

(Z A IVEERD

Prader-Willi fEfRf & EAEMH 2B T ARAEBEORF 0 7 7 A V& EiE
HHAR,

2]

Charlotte Hoybye, Agneta Hilding, Hans Jacobsson,
and Maxja Thorén

(HREHE)

J Clin Endocrinol Metab 2002, 87: 3590-3597

(HR

Prader-Willi SEfrEE (PWS)BEORNIET AIRA T, (OIMERE L BIE
AEREOFERRR L R RO DWW TR ST,

(H#)

PWS #3& COMEEBOREEE & L ROEINMOEIRAF 2 RET S,

O & R

PWS DR 194 (B 10 4, P4 25 50 OERKITL, 85, P15y
WS L ORBIREEI SV CRR LT, 7, 0%, (R, UE, BMI 72200
WEEAT T, IIRVHEONE & 2RI (OGTT) biTor,

(3

) BMI 14 35.6kg/m?C, 5k 8 AL TOBEMEV BMI 27~ L
7z, FlOEEE BMD) IR, FEHBIOEFEEL VI -7, 44058
E, WADBEERECTH T,

O IGF-TIHELS 20Tz, 184D ) H 940 GH AR Tl —7 8
DSEAREROD 3pg/l 10 HIK< . 9 4413 3.7-16.0pg/l ORIDEZ R LTz, 93T
DEEOREEREN Tanner stage V Th o7, 12 A0SR TE TH -
Tro VIIFURE L RIEHROMBEN A BN, A R ERE
29-151pmoll DRI CéH -7-, IGFBP-1 &L 3-88pg/l T, FERFEH LTV
T-#E 1 ZIBBEELY R LT-, OGTT THRE 1 RITHERRLE 2L, OF~E
bbbz,

2F83 1Y Holm's O PWS WAL RiT- L, 209 6 13 41E, AF/MbT
2 N CEBtEERL, 729 6 4t ChoTz, T oD N—T R LT
B, BT N—T IO IGRT IEREMEL . LY EVEE SD Ak rd
fHRRH-oT, ME, A AV ~NETREVA, VTFU, IRELV-LR
i 7 N —7 L L T,

(s

PWS Tl OB RBORER L IECROENNH LN, EOfERETO
—2k LT, &B¥7 OGTIT ¥ —r & GH KZ (GHD) »3hbihie, Z0f
W, BRAD PWS BEORNE L EIEOEEM Z55R 5,
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CEEY)

Growth Hormone Treatment of Adults with Prader-Willi Syndrome and
Growth Hormone Deficiency Improves Lean Body Mass, Fractional

Body Fat, and Serum Triiodothyronine without Glucose Impairment:
Results from the United States Multicenter Trial

(A FVERER)

RN L KE Z T % Prader-Willi SEBFEORR NG 2 BER/LVE
UHRRE, TIPSR RE, MRS OME Y 39— Ry
0=V ERWET D - KEOZ RO R

(&#)

Harriette R. Mogul, Phillip D. K. Lee, Barbara Y. Whitman,
William B. Zipf, Michael Frey, Susan Myers, Mindy Cahan,
Belinda Pinyerd, and A. Louis Southren

(FREHR)

J Clin Endocrinol Metab 2008, 93: 12381245

(:! s L

/NBD Prader-Willi JEFERE (PWS) Tl GH BEEOAFIME & BIWERIIZ oW
TR FHLNTWD, PWS s ABE~D GH BEOFHEITOWTIEHS
TR0,

(H#)

GH Ba7i#ae% K4 % PWS sRNBE IR L, GH REOH I L %2
HEHIIT 5,

@F7ETYA )

6 P HBIOEERG L E D% 6 PAMOHERHR AL 24 —7 - F~L
i HERRAR

Cef50)

ez TpRRANEAN, 1TEVRRME, o JLOVETERBEIC & DI LB PWS AL
NEFE =X H L L,

UrA)

Bk Vares vk GH (Genotropin) Z&EIZ 0.2mg/HiE L, &
H 0.2mg/ A DOHESC, AR (1L.0mg/B A2 £ THEELL,

(AA 724

)

(RE L RIERIE, oo =X ROGE CllE Shz,

(F559

6-12 DA GH #5517, Bk 580 E% 0.6meg/A & L7304
DOEFEORET 42.65+2.25 (SE) 735 45.47+2.31kg (P<0.0001) ¥ T
L, {(REEIGRIL 42.84 +1.12 75 39.95 + 1.34% (P=0.025) T
Wb Lz, 38 L DWFFexis: WEIRREE b 4551 OVHOZEERAEE
Bl 85.3+34 mg/dl, ~EZ ' Aleld b5 +0.2%., Zefigiel 2 v
BEIL 5.3 + 0.6 nU/ml, >RV romREMEmE AUC) 2
60.4+ 7.5 pU/ml, HOMA-IR 78 1.1 +0.2 T, ER&HTH 7=, T.id
TRTCOBETERET, 1270 £78 725 1505 + 7.8 ng/dl (P=
0.021) ¥£T, 26.7%HM L7z, £DH 5, 6 £ (20%) 1%, 2SD LV {EH
ofc, BETHORETFHEIREPICA LN R B ERLREWER Ch o7
G4 .

(r&7m)

T DEFERAERIIFECIL. GH BESFIHHERASTR L, T E2ERL,
JRA PWS (6 bt S 372 < | BRICTH D Z L GEA shiz,
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(FA FV)

The spectrum of Silver-Russell syndrome: a clinical and molecular genetic

study and new diagnostic criteria

(%A FIVEER

Silver-Russell SEMBREORHE « BRRGE & 0 FBIEFERTIZ L 258 L g
FHHE

(&H)

S M Price, R Stanhope, C Garrett, M A Preece, and R C Trembath

(ia s

2

J Med Genet 1999, 36: 837-842

(R

Silver-Russell JEFRE (SRS) IXIEHTAFHZ R - 1= B 7B NREERIEI L -
TS B b, FENRBIREITE AR LRI E 35, B
THEIIE & FEFN TN E & B 2 bnb,

(H#)

SRS DERARFGE & BRI EANTET D,

G5 & 518

57 420> SRS DIEEITH L, IHRESE, Aihl, HARODRREHEL
oo FEEBECRHBHERICOWVTORE L, R, (RE, FH. R EHE
PHEAMIE LT, Bn T & Rt 1T o 7,

(FE

57405 b, T4 SRS bR sz, 50 4tk Bieeh£h 2540
7o 31 TR EAMA R L, £0H b, HARHAE BW) 23—28D
L V&Y > T=D73 25 4472 o 72, 19 ZHMREOBRRHEE R L, ZON BW 2
—28D & V&S00 11 &4 TH o7z, FENFEEIEL 29 £41A LN,
FTARTOBEOFE BW 13—2.94SD Tholz, 56%ITIEREENA LN,
T LBRAOEFASIL B2%ICABIZ, 13 4 (52%) OBMESATHERFITE
2T, 1 BOTEIAFE ThoTr, 38 LDBMFFEHMLUEDBEDH b,
14 4 (38%) DMEHBENUE TH T,

17 4 (34%) 13 EASERFRCH D . #RIRY BRI bR LT, RHEIE & HL
vVINELIAME, 10 4 o#BIIERRFRA b o VR BE I, MR
BIEPEIE, BIEL TN COEMICALBNE, 2 AL 7= - FLEEE, 1
LI ABED A BT,

2605 5, 4442 UPDT BBz, 3413—2SD LY {EWBW ¢, 3
RIED NIZN R o7z, 1 I BB B R B A LT,

HIARHME AR, SRR K OFBRFRORHSE [RIRF R DB E, 14
ERNT, TRTOBHTEERBRINL LN,

(5w

28 U248 & ZATROBE R OERHARER I, IMBEORHBREZ A OF LT
B4, SRS LaMrshsaiettnsm, UPDT ©, BAREES, (KL
IROEREL, BAREERRIT L A Lo DWW TEH L BRET HONEET
B, SRS Tix UPD7 OEEIIRE IS, BHERBMEES V5 L7l 72
BIh LIVRVY,
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(#A bV

Gastrointestinal Complications of Russell-Silver Syndrome: A Pilot Study

(ZA FVEER

Silver-Russell SIEFREDEIFEHHE : /SA vy b« AXT 4 —

€2:))

Jeff Anderson, David Viskochil, Molly O’Gorman,
and Chad Gonzales

(EEHH)

Am J Med Genet 2002, 113: 15-19

T

Silver-Russell JEM#RE (SRS) 13FEMN & HAEROISERIE, IEH28EM, &
(RFERTFR & MR 70 BRI & O O BRERIEIR & E 5, SRS LB L7~ HigksE
IZOWTOEEITH D53, SRS ITERMA S D& LTHLMNZR - TR,

(HE)

SRS JEGIZIST D BIGE THEDORRZIA T 5,

G5 & H1R)

SRS LS -BEOESIE: (D HE 2 BB CD BE Q) 3&E
B, ZERERLIC Lo TiTbhiz,

(FE50

#1500 EOEFREZD 5 6, 136 HOEMNINTZ, £DH B T4%IT 5%LL
TOREET, 9% L FENREEEE (UGR) 2/~ L7=, SRS & GI APHE
ORREATHET 5728, RN 5% (E8XY-2SD F) LvE<, /NHE (F
#1510 -2SD F) OBEZBRO=, BRAONIZONL B8 4727, SEWiE L LC,

HEHE, EFTER, TUGR &IExIFR #EERFTRE L, 42095 208
T A L= BE R, 3 iz Uiz B HRILEEE, ZAOELED
FTR.E Y ERHm L7,

65 2 DOBFVE, GLADHEDTAELRN AT L0 e OB LT,
ROEENREOL O FREYTE (GERD) Th-7z, GERD OFAER DR
AFIT 300 AD S H 1 NEZD, PREE OHRIT 3% Th -T2, IHIT, 25%
DI RTER. 26% D EWEEE. 18%7° Nissen fundoplication TéH 7=,
Gl AOHEE AT 5 7 N—T1ILL FOIEROEENME R Uiz : ARIIEE (36% vs.
25%) (P=0.2389) . HAIEE (59% vs. 9%) (P=0.0006) . BlgAE (12%
vs. 2%) (P=0.2810) .

O

ZOEFHRER O, GIFEERSRSICBWTEETHA Z LR LTV,
12, WHERER & £ OREFFIET 5 Nissen fundoplication DELERE D30
7zo ZIUISRSHEEOEREEOR LT, GIAHHEDL SRSOBMHE
SEOHE LIV,
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(FA V)

Molecular Basis of Neonatal Diabetes in Japanese Patients

(# A FVEER)

HADBA RBERIR OB 7T

(&#)

Shigeru Suzuki, Yoshio Makita, Tokuo Mukai, Kumihire Matsuo,
Osamu Ueda, and Kenji Fujieda.

(RS

J Clin Endocrinol Metab 2007, 92 (10) : 3979-3985

(H5

BrAEVTRERRR (NDM) VEERFRAIC —ii%Eo> TNDM & 7kfett:o> PNDM (25338
Enb, TNDM OBE. A AU v OSWDNESEEH A BREET 5, —
5. PNDM O, —HA VAV AREDNETEH D, D ODIRIED
K= ER D,

(HHY)

JRR & 72 DT ORREZ T NI U, BRERAVRRE & OBNEME AT~ D,

G5 L H1E)

31 4D AANEE (16 475 TNDM., 15475 PNDM) (2o, ik 6q24
FEIROEE &, KCNJ11 & ABCC8 O mZesfEBA Ml LTz, $£7=. IPEXJE
BRSO DB 14 L, B OBE 1413, FOXP3 & IPF1 O
ZESRIS N TN TR L T2,

(R

23 Z1ZBVWT NDM BEOELETHT 21T 72 + 11 41T 6924, 9 4l
KCNJ11, 24442 ABCCS8, 1412 FOXP3 IZEENA LN, 6q24 B &
T RCOBEE L KCNJ11 BROEE 2 45 TNDM CTholz, FiERoz
SRIERMS 5 B bz 124 (A174G & C166Y) 12 KCNJ11, 24 (A90V &
N1122D) {2 ABCC8, 14 (P367L) |2 FOXP3, 6q24 E& & KCNJ11 £ &
ZHEE LT, W OO OEEZERKAVFERDR A LI, 6924 BEOBSE
OYRA . BERISOFIEN B, PERRMES b7 Y R—V Z0EITEL . B
SEbERICH BN, —F7, 2 40 KCNJ11 BEME S BEIT TADALKE
BEA R LTz,

(i)

6q24 #5 & KCNJ11 225855 B A0 NDM FAEDOE/RFIE Th 5, BRRIGDE
WL BT A AR AR D




