a HamaMed-Repository

RMERASRIHSEURT MY EMERIAS

Harmamatau University School of Medcine

IGF?2 mutations: report of five cases, review of the
literature, and comparison with
H19/IGF2:1G-DMR epimutations

E3E: Japanese
HhRE S EMERKE
~NEFEH: 2021-04-14
F—7— K (Ja):
*—7— K (En):
TERE: 1BK, BT
X—=)LT7 FLR:
Firi&:

http://hdl.handle.net/10271/00003834




it (E5) Kk BY
A SCRAE H
IGF2 mutations: report of five cases, review of the literature, and comparison with
H19/ IGF2:1G-DMR epimutations
(IGF2 22 5: 5 B D FEMI A & SCIEB] O L B = — 72 & TN H19/ IGF2:1G-DMR
T AR L D LHR)
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IGF2 (insulin-like growth factor 2){%. & FYfafk 11p15.5 I[ZfFET DR ERHLE
51T, fEE - B DRk R « R IRERITHE %, 42 H 3%k H19/IGF2:intergenic
(1G)-differentially methylated region (DMR)T B2 H (I 2 F /U X 5 IGF2 381
R, BBV - AR ORRES ., IR, FExrrOsaFRIE R, RiEEZE M.
FAMETE pk B R 70 & OfE 2 295 2 v N—TF 2 UIEMERE(Silver-Russell
syndrome: SRS)Z <, U4, SRS BFEICHBWTRHRT LV LD IGF2 28 83
[FE S A7z, Lo L, IGF2 28 245 D B IR A RFE° H19/IGF2:1G-DMR T 28 B3]
DEFHRBE & DZERIZOWTITELZH LTI, Divoivid, 5 #l0 IGF2 &
Bl ZFRE L., BER IGF2 ZEBIO L v a— 72 5N IGF2 £ E 4] & H19-DMR
T B BLG D EEIR T WL LR 21T 7 o 7o O THIE T 5,

[BFE BN HIE]

bivbiu, 5610 RN IGF2 ZRHIZ[FE LTz, EM LITLAEEETeS
AT - RN 2, SEW] 2 1% SRS & Mo bR A JEF] 31X SRS %, JEH] 4
FBIRFBEEARE L FRRAE L JER 53R B E AL & MG IGF-HEZ 2 Lz,
ZDJRNBBE D=0, AMEHES 7 L DNA VW CTeaT 7 Y — MM £7-1%
B =y N—r AT AR REAT Lo, ARWFZEIE, IR ERL R R R I B
TEEOERZ =T (91-002), WS L IFARANOEBIZ L DRIEEZETE
\ZAThivie,

B

JEB] 1 TlXexon 2 DRKEH S AT T A ZAENLLDZE F(c.~6-1G>C) % JEf] 2~5
TiX SS A ET 5 Cys DI AU ALE(EFNLH., p.(Cys70Tyr),
p.(Cys71Arg), p.(Cys33Ser), p.(Cys45Ser)) # [Fl & L 7= (FEH 1, 2, 4, 5 1% de novo, JiE
il 3 1% de novo F 721X HIK), 72k, JEHI 5 TRIE I 72 IGF2 28 ¥ 3 (AHika &
YA 7 Thote, HWVT, AT AR ERIREER UM% T, ZHRL XF L
AV IREAZ M | FR i 32 BT & & e long PCR BEEMIC it L CEREMLD X A L 7 K
V= T AR E AT L, WTNOER G KHERT VIVITHFEET S 2 & &l
L7,

TV A 7 IGF2 R 4 BIGER] 1~4)TlX, SRS DEEEKEZEHCHW NS



Netchine-Harbison score (N-H score)2’ 5/6 DL E & & fE T (4/6 LLET SRS L2 &
D). FRIIHZ THRBIRIE R ER 1~3). EAGED GEF] 3), FEIEWIEFRE (ERF
4)\ W= AR X OV HRGER 1~4). KIGUEH 4). FRHEUEH 1~4), M
B CER 2, 3), DB FOER] 1), EENVREEER R L O S EREER E
~3)ﬁ>mu&>62mto EWA 78 IGF2 28 BB (FEH] 5) TiL, N-H score 3/6 & SRS
DWHEE A - &9, —F T, I K b u EUAREMEEE RR N ST,
[Z%]

AARNFEEY A 7 AIGF2 248 B ASEBICIER] 1~4) S SRSKH 2 2 L7 Z L 1%
RHRT LV ED IGF2 ZHN SRS OIIEICEE G325 2 L and, Fiz, JEH
1~3NMIRTE R A R L7 2 1L IGR2 IR IEARIC B 545 Z L Ic BT 5,
7ok, JEB 1, 4 TXEFIRAIIZ SRS LREBFk STV 7oy, TR, b D
JEBIDY SRS IZRFEA 72 B ARTE A & K < DA 72 5T, SRS (IR EY 72 255 a7
R EERE L0 Ebhs,

MEHJEG 2 2 5 &, 2 E T 12 FEO IGF2 %iﬁiﬂﬁénﬂ\éo z
O DOERITIGF2 S IAS M L TEY, Ay FARy MRAFEEITFRD
N7, p(Gly3dAsp) &R &, FrbB U AER, 7L —LAv 7 AR exon 2
KRKREFLS AT T A RO, SSHEAITE G35 Cys D I A A%
T AT A EDE AR L SN D,

TV A 7 IGF2 AR 14 BIGER] 1~4 & BE#R 10 #) & H19-DMR = & 28 FL {31
DOERFTRAZ BT 52 & T, UTFD 2 ERHLNIR -7, 6112, Rk
7LV ED IGF2 A3, H19-DMR =B E[FEL, SRS ##H< 2 L ThHhb, £
D= IGF2 BRI TH D2 SRS DEE /2 —[NTHD EWVWZ D, 5 212, IGF2
ZEEH - HI9-DMR = BB ORKBFRNNZ—FEDENNHHZ &L TH H,IGF2
2B TIX, H19/IGF2:1G-DMR — & Z8 B3] & b U T, A MK B AMERAE L
FEEIEW - BRWNEEDS S, MXTRYBEAPHIL R SR . FEE I L OV AT

PSEBEEE . IfYE IGF-1I 2MEEC, WUESFERBA SIS Z EHB LT,

ZORBOEWEZLZTH 92T, UTO4EPEETHD, #H 11T, IGF2
X, Z< O TIIRERT LAANBIBLT 525, B4 - IFCIIMBFr R 72~
RE—X—ZL DT VIWEICRELT D2 L Th D, Z DGR H19/IGF2:1G-DMR
TEZRRFITIE, - FFCTOIGF2 235 7 L APEIZIEBLIS D720, HHPHAS FLEHY
PR7zv, M3 IGF-11 DS IER LU 272 505 IGF2 22 241 Clix, i - HF T IGF2
FEP A D720 AR ZAT, YE IGF-N MEEIZR D & B2 bivd,
55 2 12, H19/IGF2:1G-DMR = b Z8 5431 %, HEIRZE R & U CTRIET D 72 DK A
F ALK & B O A 7 2445 2. IGF2 28 Bf | T A5 I R ¥ 28 5 C
OLHTEDIIEETA 7 THDHZ L ThD, IGF2 ERHFITIX, TV A 7 2B
LTRSS MRS L 725 LB 2 6D, 5312, IGR2 %BBLUX, A7V
VT4 T ENDMEMEICEBNT, HIYIGF2:IG-DMR = A RBITIL, WA ¥



DI=DITIER DA F AL EF T LM & 5 RRERFET 2 DIk L, IGF2 A%
BICIIERICHAT 5 EEBEZLNDL L ThDH, TOME, IGF2 BRHITIL,
N-H score NEMEIC 72 D E B Z BND, 412, IGF2/IgR2 23k « DMl - e 2E Tl
SEBLTNDHZ L ThHD, ZIUL, IGF2 ZBRHNT I THEAREE - R IR
LARTEOBERE . FRABCRETREREOERAGERALOND Z L&
AT D LB DBND,



