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BIL, B, 7 d, FRIMBET & 1 d R7Ei2 . BILR
G.P,, A B WA, 39 JERIE ™, AR AR 2 000 g(<P3),JC
FEE . SRR RASEC, A, LRSS 2 e B LRBZELL,
HEIRARARYT 4 1.3 Bl t% IR fd . ABEd (R A&7 36. 6°C, 0
140 /4y, WEI 50 ¥R /43 AT 1850 g(<P3), B4 43.0 cm
(<P3), #5522  BE L, LR 2 FIRITREE 0.3 em, 73k .
SRR A AN EFE RS TR A A, IREkss i HAAL (A 1)
N W R R D T2 2.0 em, 8158 F 29 1.0 eme TUREHLTKR K,
JEUhA R SRS o W B 8. 4 ~ 27. 1 mmol/L, 3 WL T R & % >
1 000. 0 wU/mL, C ik>13. 33 nmol/Lo [ 5 2450 44 B , 4 4k 1l
SRR o PRE B RME 1+, JFE DIRE  HRAR T AE | Ha fit
S RS X 2R R A S A R G I A S

ARG I E# KA 0.02~0.2 U/(kg-h) , IR — B XL
W10 mg, 2 ¥R/ H , B A B AR UE T TR A0 S5 0P SR, BLFRE:
e IR e 1B 5 2R MRS o S WIS T , 28 53 I T TR) i JS R
LRI ILACBE 3 5 WA A1 R M, 4T wio 42 4h W F 41T I
Sanger M FIIE . 45978, B L INSR SR A E AL A2 A R AL
552 S AN T . 538G>T(p. E180%) FIE; 9 SAME ¥ . 1873C>A
(p. P625T) , 735l SR Y T e BUIE 5 (25 5 40 5% (R 24) o ABE
W B TAE 527 G 1E (donohue syndrome, DS) . YEIT 18 d, L
FRLL T A, R T 2 080 ¢, K 22, RIS IBIT G 1 A&
K.
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DS i Donohue # UCHRIE , P& L H Az f B B4 BB /I RRIA THT
FRREREMIAR 2 22— b 2 UL 1 38k % e Je 2 R AR 25
AAE, K 5 25 52 4K (insulin receptor, INSR) F X 58 48 FIr 85, 18
DA e R 8 2R I0E P 2 AR B NS oo LW ™ EE N VB AR
FARLGE T FSEE (/N ARG E IR ERZE T W T8 55) el Al
P2 BAE BRI (R TUE BE R DT 2Bk AR IR SE
A B ILIEATT G R R HE PRGN % B 2 4S80 INSR HE
GEAR L B, £ Exome Sequencing Project , 1000 Genomes 5 ExAC
SFLZANBARIERLR , I TALER K BUIGE (PM2) . #H] Muta-

PEF AL 2261000 IZREEDS #5127 el PR LS 27 BeCRl /NI, ARIESE )
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tionTaster, PROVEAN, SIFT LI} PolyPhen—2 £ Ff 25 [ U1 fit 750
At AR HEA T TIUI , 45 S 7 A 28 A8 v 03 R A SR 8 AR
(PP3)., 7% c. 538G>T(p. E180%) JE X548 , 5| A T —4id
PR, S8R A FRIA R AT &R (Rak W A LA
179 AR ) , M R GE R T 8 1 19 4549 5 D se (PVSL, B 2B) .
HR A 5 [ [ 2 A 22 5 B N 4 2224 25 (American College of Medi-
cal Genetics and Genomics, ACMG) & 1l By (£ 728 S 5 hn i 5
FE /A . 538G>T (p. E180%) 1] P 4% 4y 0k 28 48 (PVS1+
PM2+PP3) . 7% c. 1873C>A (p. P625T) Jy kil L5 7% , S5
625 (4 IR 1 Pro A8k Thr, 5 625 &L T4 414 458K
4 I # (Fibronectin type I, Fn Tl ) 54438 , 7 224~ 4 Fl v g 8 A
SPCEL 2C) , ZER R I FT BE 230 4 A D g i U2 I (PMLL)
FRAZE c. 1873C>A (p. P625T) 5T H N BUR I c. 538G>T (p.
E180%) T4 L 3 (PM3) , K b B2 A 56 AL 500 58 2% (PM 1+PM 2+
PM3+PP3). DS Jyif Ye o (R Btk st (i , i L INSR KL K A7 AE
PIALJe & 5878 45 2 S AN BT . 538G>T (p. E180%) FI%E 9 54k
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Transmembrane [ The furin-like Fibronectin type Il Tyrosine kinase,
region cysteine rich region ldomain (Fnlll) catalytic domain
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