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~2.63 mmol/L) , 4% IE % ; il K 43 #r 7~ pH 7. 26,
PaCO, 32 mmHg, Pa0, 98 mmHg,HCO, ™ 14.4 mmol/L,
BE -11.5 mmol/L, Sa0, 96% ; e &= &  XIE 4
£ VAR R R H R AR T g IE R L A

[ ek H 39112011 - 04 - 165 [ &[] F 4712011 -05 - 12
[VE& T DRI, 2, Wit B30

MR SE BN DIEE RIE 2L iR SR IRSTR
BIBAYE s BUF B A X R R /R BT R X7, T8
U PR AR FUR B/ NR R R B RR
BT A A A el AR 5 R B R S
WS B G W IR AR CT /R BUBTE S A HLN, 2% s K
PERE SR TS 18 M B R AR B R 2
4 5 D NER RS 22 2 B A, =0 . B Sh kORI
Wi B T AR I RR, IR B RS: # 7s BUAR L 4 2
AR s B 25 4 ke, AR RS A0 3L Sk €00 0 1 55 375 WA
C/D 250.4, 2k L 20 1: 2 FEAE S DEANIE s 1L B
HBAER G 7R W—24 cm x5 em x 10 em & [B] 7
X:FHENTFE., &G, Ab/FIZHA Bar-
det-Biedl £z 4 1iF ( Bardet-Biedl syndrome, BBS), £
JUEBEIGE T LA A MR 4 2T A, 47 B DU (A iR
MG S TEPELEA: 2 D SENHIE X RRAYT IR 2 B
T8 : BBS & —Ff 2% UL A 5 G o R B 1 a8t 1%
P, AEACSEFNRRYN Y &5 264 15160000, 55 2 ()
KRHRA N 31 SRR E 9 21 EHIN
SCHR A B A & T A AT S A A T 2= 5 (H &2
A0 70 Z 61 1) il 4iE , BBS J&—Fh i ALIALE
BIBEMEE TR B RS Z R E L REHH .
Oy FIRAG A5 R % 1 JE R B A
FEDR AR S T 35— 1 AR K B T e S 1 5 |
W — RN Z 2 H LA/ IR B Kk, 245
CRHA 14 DARFR SR IEA S, B BBSI ~
12 \MKS1, CEP290/NPHP6 , 4™ 5 28 728 % B2 48
g AR USRI R I 50 2 FELERC R W A%
ST, I PRARFEF AR S N RN IR IR A AEAR
K25, AT R TARLE 2 M i 58 B S R TS
BBS HA5 6 R EZIGIRFEA: (1) B 45 M
(B%) THAEMY S35 & BBS (10 BB SR AR, 2 HO L
B R ARAE R . $8 4 3E Ho b 90% ~ 100% [¥) BBS

- 602 -



5513 B T 1
2011 4E7 A

W E % &L &

Chin J Contemp Pediatr

Vol. 13 No.7
Jul. 2011

Joa NI B IR 52 52, B I s 2 B AT A W 454 S
IR B DIRE ) 32 B, AR A R L. R I
IRFRILZ MhiE 2K 2R B AE RERRAIR, A 4L
I B AT FE BN B PR, 20% ~ 80% i A H: B
BOREAR 2, (2) MM R A 93% B
AEAE R HUTRUA Do) 2, 28745 1, L R B H F AL )
T RE BRI CE KRR 4.6 ~9 5 1
ST WL AE RS 6.6 %, 0 H 590 F T
[l e B, AR AT S8 05 B A B 4
B 15.5 % (8 ~43 % Z[i]) , BBS #i5 A ST 51 2%
E R a2 1 b5 RS SRS Uy B O S viv o ) YAl S
VLR, 28 ok e iR, (3) MR BRii . 248
(k) W E UL 69% 1Y BBS %5 A, J& BBS A A1
Wit &z — (BRI 7E [F] — 4~ BBS XKz, H-E 4
AN N H BRI | JH b 22 R B IE 1 S B R
RLIBWILM 3 %, (4) IR . 72% 1ty BBS B 3%
FEAEAB TR, TR A9 28 A R 42% ~ 100% , Jg 25 HE
BER R A RN 16% , 22808 Tl D PEREBE . (5)
BRI 2 > TR e 3 7 i 8 g 3R i 2y T
KA ,62% 1t BBS i N EL A 23T e, (6) A5 i
KEAL" A BBS HRAE R E A S IR
5% %,96% [t 93 1k B R A MERRPLREIGR , 13% 11 5
PR EAFAESEIUT A2, B/, B AR B IR
LT, SRt BBS B B R HLN H 2 JE
W], Beales 5" HGGE T 3 flGAFE &1 BBS HH L H
TIEWAEEER T, BBS KBS (1) 5T
RGE:55% 1) BBS SBEFIERBIRL,31% MLtk
BH LA BB E AT E LT ER; (2) #
22 FIz Bl V) fE r sk B - 2L R RSP R A R R
25 (R T 5 (3) AL AN B0 5 (4) 472
S (5) HIRBE; (6) T I 5 (7) F . oF
FURHE/ B A/ /IR s T 0 1 5 (8) W SR A
9iE 5 (9) 220 MR/ S8 R MO 9 5 (10) B PR 9 5
(L) IFEr4ife. —BEA o B 4 30 3 B4 AF B
WA, A SCHGE AR B AR S K EAE, T2
Wro S48 BBS WFENZWHAERY S 9 % (HACEEHRIR
BOLA B B R BT BN R 3 % WO
K RAE AR S5 512 14 Ik 4 (6] B 2 6 45, I, Beales
2l 1999 4R 4RI T BBS BRI KARE 4 15 3
FRAE S 3 T LRI b 2 Tk SR AE BT L) 12
Wik BBS, 3X —#ii2 Wiks i i 48 A B T L3 A
(g L2 T

AR SCHRIE B 0 B SR B4R RS R 2 %
HE R RN IR IR B 5 35 57 B8 4 T R
TER RO PEIERE & R B e SRR B 48

TEL 48 () BT AR 5 5 ARG A B WA, X
VLA 7E B2 401 ) LY 510038 W e Sy FRL X, T332
T 2 RH O (4367 T HIE 28 3 1) R, A B v i R
BT AR RN . AT 248 (1) WHE & BBS A
MERZWItREZ — (B ARR I Rk = 248 (k)
WHE T HERR BBS (27 . 5 MRS B, A% 3 i g
PR €2, 25 A8 P JL - L e Ay A R, (L H:
IR FELE DR P P[] 22 g 272 0 401, L 00 MR i bR 9
BT, B TR AV P A AR
(¥ BLIR A B T A2 W, LAk, 4 T BBS [ 35
Ja , HB R B SR MR AN N e 1 R e A R
NBER) 17 5, v et FH ML T BBS 945+
A, FIXSEEOR LR 5 1 B s VIR 5%, BOs T
12 BBS (LR, o H R RS, W LT
VI B R AR, LR R R B

Hif BBS 1 it = #36 T Be, 1697 DAXTE S ¢ 0
T, B R R AR EEIE TR 2 —
TRYT 7R HAR R PR S e B D RE v AR, B
LA T EREZ BT AR, R4 BBS &—fk
o AR B , (EL A T4 13 20 ) RIS 25 Y 25
FRIR I, X2 BB MR R R i %
) R A SO™ F e s e e W B

(& % X ]

Beales PL, Elcioglu N, Woolf AS, Parker D, Flinter FA. New
criteria for improved diagnosis of Bardet-Biedl syndrome ; results of
a population survey[ J]. J Med Genet, 1999, 36(6) :437-446.
Muller J, Stoetzel C, Vincent MC, Leitch CC, Laurier V, Danse
JM, et al. Identification of 28 novel mutations in the Bardet-Biedl
syndrome genes: the burden of private mutations in an extensively
heterogeneous disease[ J]. Hum Genet, 2010, 127(5) :583-593.
Lee JE, Gleeson JG. Cilia in the nervous system: linking cilia
function and neurodevelopmental disorders [ J].
rol, 2011, 24(2) .98-105.

Katsanis N, Lupski JR, Beales PL. Exploring the molecular basis
of Bardet-Biedl syndrome[ J]. Hum Mol Genet, 2001, 10(20) .
2293-2299.

Putoux A, Attie-Bitach T, Martinovic J, Gubler MC. Phenotypic
variability of Bardet-Biedl syndrome ; focusing on the kidney[ J].
Pediatr Nephrol, 2011 Jan 19. [ Epub ahead of print ]

Andrade LJ, Andrade R, Franga CS, Bittencourt AV. Pigmentary

Curr Opin Neu-

retinopathy due to Bardet-Biedl syndrome: case report and litera-
ture review[ J|. Arq Bras Oftalmol, 2009, 72(5) ; 694-696.
Riise R, Andreasson S, Borgastrom MK, Wright AF, Tommerup
N, Rosenberg T, et al. Intrafamilial variation of the phenotype in
Bardet-Biedl syndrome [ J ]. Br J Ophthalmol, 1997, 81 (5):
378-385.

Aloulou H, Cheikhrouhou H, Belguith N, Ben Ameur S, Ben
Mansour L, Chabchoub I, et al. Bardet Biedl syndrome in the
child. A study about 11 cases[J]. Tunis Med, 2011, 89(1) . 31-
36.

(A SCH A7)

-+ 603 -





