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B ek vERUKRIEE IAB(IGHD-1A) Dphenotype BT 5 1 KRB IVFDOF B, Fia

o\, 2P-cDNA probe(Seeburg#id%) A\, BEFEHZT o 7o

L) TOXN D,

Bam HI 38-kbWFKE, Hind I 25-kbBik, Hinc I 45 and/or 6.7-kbMiH%RELL., 2)Bgl I,
Msp 1 Wi & LCRET 8E7e, & RBETFCHESET 5 RFLPSHI@ED bhled o e REFIT BT,
GH-NBEFOREIEEHT, IGHD-1A DRRD &HFMEIRE I,

BHUE: B+ e v ERKIEE AR, BEsL Y N(GH-N)BET

LxUad» K

Bk E v BRRIBAE 1 AR (IGHD-1A),
BERERI I B E 0K E(prenatal onset), &
ETFHCIEER LV E v N(GH-N) BETFORE
PEE LT, BREGHESHREERTHD, 5
H# %%, IGHD-1ADRBEI»H 54, GH-N
BETOREY DD | T RAIE LT OFRE
DOWTHT o TBETFENOBE Y BE T Do

I. & #

B R O W ERs b HELR IBE
B, A1585em, B152.8cm, MH(13%%) 151.6cm
(-04SD), R (11%)151.8cm (+14SD), fii
(78%)119.7en(-0.2SD), &R (M 398D,

S (SRAE), $FAE RAIDREEIC BT\ AR
26209, HHE45em(-15SDUT), 181+
B, EREEVWTESROBEY T, &K
59.0cn(-7.0SD), FE5420¢(-43SD), 2)
BER6 YA, 3)GHS WHI¥EE ( insulin,
arginine, glucagon-propranolol), IRfEHIE
RELT, 2847 A2 HCHERRERRG L7
TER L B BN (3.9en/ 37 ) B RBDIh, 1B
BanS 3 7 AL, BROMOVISEL, FIGHH
fffio LR (104~10° f5) %R, IX8 7 A,
GHERFECESeBEOEBA RN ) ¥ EHRE

LT, HBhic ABEL7,
1) 5 &71.0em(~6.7SD), HEE6970%(-49

M ppEsm kR NRRE *2 [ 4 F4:4) (Departments of Pediatrics and Molecular
Biology, School of Medicine, Keio University. )
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SD), HEDENEE, 2)%R B (FIER
2, BBEEM, DMIVR), DEFEB2RK,
4)BEICT, partial empty sella®ffR,, 5)#%
GHHUAMi10% 6%, 6)IRILE 1.017, BEREITI
mOsm/kg, 7) FERERTEREERE (K1), 8OF
IRERIEE, Ts 168ng/dl, T4 6.24¢/dl,
L. &&= T8

BIR, mE, AiR3Ae, DTOoRELT -1

1) DNA O#bH 3 FAEM 15miA 5 HMER% 58,
proteinase K, RNase AU, 7 ./ —/dlHi
Xv, DNAZ¥8 L7, 2)DNA probe ; P.H.
Seeburg #HF X » it & X1t 0.8-kb nearly
full length hGH cDNA®¥E8, SvFA7T74
~—=5YvrEE A, PPTERLT, 3)
Southern blot f##7 ; DNA 6 19 % %%, 18Efl,
5 BEXEO HIRESSE (Bam HI, Hind I, Hinc I,
Bgl T, Msp 1 )TUMR, 07%7 e —A5LE
S[EKETRBE, =t reir—A7 L ALET,
LEEEprobe VS, ~M TV FAE—Y 5 VEAT

276
V. & &
BRE, mH, ER3EDEBETEBNOERL,
K2LTFTRY TH S,

()Bam HI i GH-NBEEFIZHILT % 3.8-kb
¥R BR, mE, RE3ZGTsWTRbLh
(K2),
| (2Hind 1 ; GH-NEERF L & 26-kbD W
Az, BE, W FAR3EsV-TRERD LR,

(3)Hinc 1 ;3 GH~-N#{zFii polymorphic
restriction site DA L b, 45 FIX6.7-
kb DMTFC&¥h b, BRASBIV6.7-kb,
426.7-kb, #45-kb, R34 45% X067~

kbDWi A& b7,

@Bgl I, Msp 1, ZhboEERY, GHER
F# (gene cluster A& 4 22D, poly-
morphic restriction site & -T\w5%, BR
DByl la, bR IV Msp la, bW BEFELS
ZOFEBE—HBL, EA~TeREETH o

V., & &

19704, IigPk, HAERCRDLRHEE
DIES R, WRER (AR E, SRR,
PNEWA), GHEFERENGHED TREEDAE,
RIS CHIL Al BE S EY B L T2ERE
it RERA L, IGHD-1A L EHE L,
198148, Phillips 5?43, LEOEKERYET
B 3FF L SEPIOETF TS, GH-NRET
DRIDIGHD-1ADRERTH 5 = L BE L.
LI#, Phillips D # & & Rtkic, GH-NEET
DRSS IGHD- 1 ADER T+ AIHE Sh,
BE, FOREDHA X, TR ECED D —
vREIHR TV EY

SEDOFERE, BRI IGHD-1 A—87T 2
72, Bam HIl, Hind I, Hinc IZ AV RETF
4 C GH- NS T O RAR KR BB TN 5720
T, HRHBEDOR\IGHD-1ADY T 217
L Bbh s, GH-NBEFORBEE I, BEF
BhDEeREDMIZ, 1) GH-NRETFHR XV
ZONEDRERERC L5, GHOBR, BED
B, 2)GHEL, FbL T % GRF s & Ol
HWEORE X EL bhD, RERERDOREIC
%, PFLPsfHioBFREIMLI T B0, FE
Bk, B RFLPs R RHShishotc, Las
L, oz L2l DOBFLEETHL0
TR, AEEGIE, RERIE I IGHD-1AL
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s s ML T T 1] cm
Sh, ebickltsGCHES, SRS Y RN v o 1 e
1 RER M L TUA
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#1 TEAWERERE
X@iE FHif ANRR

TSH (aU/al) 48 126 TRH
PRL (ng/ml) 19 53 TRH
LH (mIU/nl} 5 28 LHRH
FSH @IU/ul) 6 54 LHRH
ACTH(pg/ml) 34 102 insulin

#£2 HEEEXBCCRETFEN
BemHl Hind1 Hincl Bgila Bgllb Mspla Msplb
BRE 38 25 6.7/45 13/105 81/30 43/36 39/33

2 38 25 6.7 13 81/30 38 33
B 38 25 45 105 g1 43/36 ?
(1) 38 25 6.7/45 13/105 81/3.0 43/36 39/33

bA 33 25 6.7/45 13/105 81/30 43/36 39/33
1 (XD 38 25  6.7/45 13/105 8.1/3.0 43/36 . 3.9/33

(B 1 kb)

A\
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BEHTFIRA b OCRGEEMXTER YIMER ﬁ
BXO—BTIH. BREOMACERENETNIRENHYET

1A (IGHD-1A) phenotype 1
,32P-cDNA probe(Seeburg ) s 1)
,Bam HI 3.8-kb ,Hind  25-kb ,Hinc 4.5 and/or 6.7-kb
2)Bgl  ,Msp , RFLPs

,GH-N , IGHD-1A




