a HamaMed-Repository

RMERASRIHSEURT MY EMERIAS

Harmamatau University School of Medcine

De novo IGF2 mutation on the paternal allele in a
patient with Silver-Russell syndrome and
ectrodactyly

E3E: Japanese
HhRE S EMERKE
~EFEH: 2019-05-24
F—7— K (Ja):
*—7— K (En):

e E: XK, B
X—=)LT7 FLR:
Firi&:

http://hdl.handle.net/10271/00003559




L (E%) KA &k
A SCRAE H
De novo IGF2 mutation on the paternal allele in a patient with Silver-Russell syndrome
and ectrodactyly

(IGF2 #1517 ® de novo B E N BLHE KT LV TRIE SNT-HFIESDF > —
7 v BIVIERERED 1 1)
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b MY AR 11p15.5 IT/E(ES D R MEFEBLIE (= IGF2 (insulin-like growth factor 2)
(3, R B DR « R RE BN Z R LT D, 52, ALH2K H19-DMR
(Differentially methylated region) D& 2 F/UAkIZ K 5 IGF2 EUK T ix, Meli -
AR ORERSE ., R, xR, pigaseH . T RER. &
REER COBEELRT DN N—TF v VIEWERE (Silver-Russell syndrome:
SRDFEKR E LTHSHNT WD, LavL, IGF2 i FHAEROER T, £/715%
RTRES I TWDIZBE R, AF, Db, HFE, SMERRTE, 5
BN RIRIERC A PE - 72 SRS JEBNICRB W T, IR —7 = o —%& I
TemT Y — MR 24T L. BT IGF2 22 2 [FE LT,

[AiE 1]

TERR 31, FENBEARE  RESGEOT-DH EYRCcHAELZB IR T, H
A B 34 cm (-3.7 SD). {AFE 764 g (-4.1 SD). HHPH 27 cm (-1.0 SD). bR EE & 176
g (29-32 H D ¥R E A - 394 ) Th o 7=, BIREZEH, /IR, W =M OEF.
MRS - EREE, JRiE MR, ZoRENEO L, £, BEEEOD
RERENTONT, 18 » H DFFET, &K 65.4 cm (-4.2 SD), {AH 7100 g (-2.9
SD). HAPH 45.0cm (-1.6 SD) &, FEREFENRBO b7z, FMMKZAITERD b
einots, LLEX Y AREEIL. Netchine-Harbison ™ SRS 27 747V 7 %
W23 Z EHB LT, £, WA T —Z 1L, IGF-1 37.4 nmol/L (A7
1.8-19.3). IGFBP-3 3.40 mg/L (1.02-2.50). IGF-I1 46.9 nmol/L (44.5-85.5). LH <0.5
IU/L (<0.5), FSH 1.0 IU/L (<1.5). testosterone <0.35 nmol/L (<0.35) T& - 7=,

[J7ik7e & ONTHRE R ]

HIfERBR ST /7 & DNA Z W To B 2 it L7, £3. 71
4 CGH (comparative genome hybridization) TiZ., A7 = B —3 B 13780 Hh
IR0 T FE DT AN K OMEER ISR LT, ks — 2 == > %—(NextSeq 500)
rMWieaT 7 Y — LM 2 fidT L. AANIZ denovo IGF2 7 L— A7 RARER
(NM_000612.5:¢.110_117delinsAGGTAA, p.(Leu37GInfs*31)) z A& L 7=, & BT,
A FAVRERS PERIBREE R DIWTAI2 T, 258 & A TS il R 32 DT AL
%5 /T2 long PCR PEMIZ 6 L CARSERL OB — 7 = 0 ZARMT 2 AT L 22



BRRBHORT VIVICHTET 5 Z L2l Lo, 7eds, ARUFIE, RERK
FERADIE M B B2 O&GE O b AT DI Wb EmIC X D REZG7,
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AEIEE S IGF2 28 1%, HRT2HH LR LD T, HMNTHE S
Fot o RERFERE RHRT LV b FEA X5 mRNA I, nonsense-mediated
MRNA decay #3217 % & FHIE N, L7=23»> T, RKMERBEELE T THD IGF2 3
BEIIHEELTCWD LI END, T LT, IgR 3~ AEFETHMSEHL, £
gD ) v 7T M~ T AZBWTREFOFENHRESINTNDZ b,
SRS & A TIE A G AER ORI IGF2 B F- OB THHIND &
Bzobivh, Flo, REFIZB T HHEERIL, EROSLUTTHY, Zh
1%, IGF2 Z BYER| CHEIKIE N 2 7R LT=FID TOT — X Th b,

52, IGF2 ZHEJEH| (Mutation-group: M #f) & H19-DMR T bZ8 FLEH
(Epimutation-group: E #f) (ZBITF DRI AOZERMTEH SN D, TR0 5,
bivbiud, Zo 2 okt 1) HAERROEHFEA MEET/hEnZ L 2) £
BEIRRAS, HFE, ZHRIENMBEOLRTRD b, £72. AFIEN MEET
LN L 3) AMERRERE - LAE - BEREES M BETEZWI L 4) yE
IGF-TI 23, M BETIZIER FIRTC, ERECITEF®IACTH D Z &, 5) HANKFE AL
MERECTEZWZ EH R LTWD, 1)« 4. RIBOMCITI# R & D —H8 O/
T, BIFMOIZ IGF2 Wl 7 LV BB L TWA =8, M BETIX IGF2 HEl &
DT D DOICHK L EBFCIHIZITEFICRFE SN Z ST 5, —5H.2) -
3) - B)iE. IGF2 MZ & A E DM TIIRMERBL L R Z LD IGF2 D¥EBL&E
X MBETITWHEA L, EFCII= UREGEMIOEY A 7 RIZULIeh > THEX
IRRBEARTZETHHSIND, UEND, M B - E BEOBRBIZ, &Mk

IZBIT 5 IGF2 DRBEICHEIND EEX LD,

A B 1GF2 2 BIEFH O 6 . HI9-DMR O B2 F R0 7 R Yt AR &
A Y I —=FRD B SRS AEF O H T, KT, EIEDOAL - FREE A R
ZEOFLTOSEER], IMIE IGF-1I DR T HAVARER], Fr KA FE
DAVRVEBNZ BN T, IGFR2 BIa T ERRBENLELEEZHND,
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Alal, bivbivid, HFPIEADE SRS IEHICHBWT, HRET2HEB O IGF2 i&
A ERERTE LT, 5%, IGF2 & AR EZFOIEMN O « Mt MnET
H5b,



