®

po LE W E

K 4 B8 A R
¥ Lo ®EBE L (EPD
¥ L@ &FE S PHES5315

¥®S5EAB  FRI7H 98308
FURSOEME  FARAB4RE]1 R/ES

F 4w XEB Mutation at cleavage site of insulin-like growth factor
receptor in a short-stature child born with
intrauterine growth retardation
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Insulin-like growth factor AGF)-I, I1iZ 1 & IGF & & (IGFIR)%E N L CTH# izfifgnig
B - LI EELEREERT, IGRFIR /v 2777 Y 20OHRETEH., HEKENVBERED
45% L EEN. IGFIR X GHIERE2NLEBEBRORBL & bIZ, BARBTIZLKELERE
BRI, TEARFEE JUGR) RTH. TOH 15~20%ITEHFRLFEHT 5 L/EINT
W3 (IUGR #EHK), IUGRHEESGRE RO—ITIX IGF -1 DEATELBATREN TS A,
FMaRF I TV,

HEIE. IGFIRBETRELN IUGREEFRORERAD—oEEX ., IUGR HESRREXMER
2 IGF-IRBIEF DR EIT - 720

hH &

HAERED-1.5SD AT T, 3MLEL-2.0SD UTOESAREET M EAETHRL L, K
HIMEBZEKD DNA ®#tE. IGF-IREEFD £ exon % PCR THE#. direct sequence ¥ T.
BETFMFEIT > /2o cleavage site KE R% RO IZIER DFK K AT Acil % AV 7z RFLP &%
TiT- 7o ’

ZR IGFIR OHEEMITIE. MR OBUEFME EXBROBMEFMEERAL z. OIGF-I
AR 1T IGFT & # 2 2 IRE D IGF-1 % A\ 7z Scatchard f#HT CHil L 7z, & 7. @IGF-IRB
nEERAWkEYT 29 7oy bk (WB¥) TIGFIR & proreceptor DB &5 L7z, &
iz, @IGF-IHMIC &5 IGF-TR @ ) VEft. BT, @O # 72 I%E D IGF-T & PH] thymidine
ERML. 4 BRIEIC 20 BRI E TRIR L DNA & 5AE % 5FM L 72,
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TERE 40 8. A E 2686g (-1.5SD). & & 48cm @ TUGR T4 L. 5 KD H & A 102em (-2.1
SD) Tho1 6 &R (EH 1) 2. IGFIR O cleavage site M Arg-Lys-Arg-Arg 7»°
Arg-Lys-Glu-Arg 221t % Arg709GIn #~7 0 TR /=, HEF 1 DB [35 A%, 7EME 41 8.
A A 2500g (-1.6SD) Titk, BIEDFEH 143cm(2.95D)] K HA—DERHFHER S h
7= (EH2), | |

ZDERIZ. IGF']R.UJ proreceptor Mo & BEHD YIMIERALIZFFTE 9 %7-8 . proreceptor A% Y]
IS N C ol & PROMAE K 5 725 IGFIR ~D FWFEE B & iz, IEH 2 O RMEF M %
AWH IGF-IRBIAEIZ £ % WB ¥k Tid. FE &=L 52 proreceptor DRFEH (IEFH D 189
+26%) & IGF-IR ORRDWEWEE (EFD 63+£12%) HRH SN, Fi 15[ IGFT 2L 3
Scatchard & Tid. IGF-IR DEERZBEARBOBA L. ThiZiER T % IGF-1 & AEDET
BRIz & 512, ZOFRIGFIR 2 HT 5 iEH 2 OMMEFMANT. IGF-IHAMIZ L5 IGFIR
DY) UERIEA Ty bo— )i L TERIZEA L. IGFIHMIZ X 5 DNA 4 5KEE L E B i
R LTz '
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IGF-IR @ cleavage site DEXEEA XFEEBX CTRESN. YICEE LRI EEEX SN,
A YR Y REERTD cleavage site DERFNL, FWLA V2 VBHAEERL TS, A
ROEEIPBL, AERIZLD . proreceptor 7* 5 IGFIR NI AiEE X . IGF-IR DHLEE
ETEHEE, BWARBTBLELERSGREE L -ATREI BV,

Holzenberger 5t IGF-IRBEFD~NTUD/ v 7T MY Y2 TH-28D DIEFEERT
EWELTHD ., REFMIZMX TRERE SN IGFIREBGETFERML~7 0T IUGR HES
REELLEZEPD, AT OERTH IUGRHESREETZ EMNFRBRE NI, £z, KFR
T TUGR R SRR 24 AP 1 FlIIZERZRD I & p 5, BHROEE THFEY SRS
»0. IGFIREBEFRE X TUGR HEEFROFRD—>EX 5N %,
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Arg709GIn ZRIZ L D | proreceptor * 5 IGF-IR D YIFHEE E N, TUGR EFE 2 &
kY IedmRENT, AHDORRG TUGR HESRORRMIIFET %,
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ABFRIE. ThE TEAETRHE ST\ TUGR HESER 24 M1 IGFIRE T %
TV, D5 B0 16& . BRI ITUGREESETH > DRHIZ IGF-IRBETD cleavage

site KEARZRBD Tz TORBEDMRMEFMIaZ AT, IGF—IR OREMT 21T\, IGF-IR&
EFERL TUGREESGROBEEIDWTRE L2bDTH D, TOBR. BEDORUESFMIT

16



ix. proreceptor MAEHEBR L IGF-IR ORBOWMES. IGFI HARDET. IGFI AL 3
IGFIR @) YELDET. & 512 IGF-TIRMIC & 5 DNA AREOERLRITR L. AZR
5 TUGR HIEFROBER L 72> TWBH Z L AL I Liz, ARXOWER. ZHET. RHT
Holzk MIBITE IGFIRBEFREIZODVWTIHLAIZT R LI, RRAATHAE Eh T
7= TUGR &{&%Ewﬁﬁ,&ﬁ@ﬂﬂ RO TCEEREREFRE L, L > THLMIZENAKEE2RD -
LOLADD, ' - :
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