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




SRR ROE S

TR —F B VIEWRE (Silver-Russell syndrome: SRS)DJFIK D 40-60%i3 .
H19/ IGF2:1G-DMR (Differentially methylated region) DX 2 F 14l (= & E)iZ &
HEEOLNTWAENR, EFNTIEH DD IGF2 EHRIZ L 5 SRS b#E STV 5,
REEF1X. SIEFID HARN IGF2 2R A% [FE L, FEMl72 50 B FHIRRE &
IRHJZRR i 21T > 72, S BT, IGF2 ZRFIOBEHZ L B2 — L, IGF2 & 54 &
H19-DMR — t°’7*5'e1ﬂ®ﬁ$ﬂ??ﬁ% (ZDOW TR L7z, AP, IR ERR
R EER B2 ORKR & S T E e ST,

EELE[L%XT%%& L7y FBARFRORET Tl MG L7z 5 ERIIC IGF2 B in 125
DISMTIZ I 23R 7o 7=, JEB] 1 Tld exon 2 DRKZE L AT T A AL
OD’E,E'\:J“W 2~5 CILSSHERICEEGT VAT A VRO I AV AE R %
TNENRHBKDOT VIVICFE LT, 7d, JEF] 5 THRIE Sz IGF2 4 B3R
MREY A 7 Th ot IEH] 1~4 TiX, IR, W =BG OO &AL
RHE | EE R R K VSRR F'{%”%% #8 &1, Netchine-Harbison score (N-H
score)?’ 5/6 LL L& mMECH o723, T A 7 M IGF2 £ R ZRBOTAEF] 5 TIX
N-H score (% 3/6 & SRS R WA /-7, —F TS K FDt/ﬁEﬁi
FMREBEN R DN I A 7 A IGF2 B RDOMEH %5 7= 14 i &  H19-DMR
T B B O EEIR T LA el U, IGF2 285413 H19-DMR = B8 B[R4 IZ SRS %
7242 L. IGF2 A HT H19-DMR = 8 B {5 & thie U T AR AR o #E 5 A
RNEOENRH D EEHLNC LT, I, IGF2 BIG T DOFRRFE B3
BLES)N D, H19-DMR = B2 EFIDOERIKRFT R & OFEWIZHOWNWTEL LT,

HESEIELL ED X 512, IGF2 25 5 ER] & 43 FiE x5 HY ., ERIRAYIZEEAMIC IR
LU TH R A 2B L, HI9-DMR = v°Z8 B O ERR T 7, & Ehilg LT, IGF2
EHIZLX D SRS OEEKATREZH SN L, FEZESTIE, 20— #HOM5E
R EAERTHS EEm <ML,

PLEICX Y, Rt L (E%) OFoORGEICSIDbLWEEREESR
—BUCEHMm L 7=,
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