BAEFBHFAREFDE (BATREFERAEER)
SHEMRBES

NILT— - E— RJLEIEE BBS) I28[F32EHA FS4 v OERIZET AHE

MRASEE KA
g - B ARINIRIZELEREVS—

M —
Ma—

N5 R

=R
&

MEES

2, JUZALHIITAFar (CQ) %#HKE
T, HELARNILDKRE, A4 KS1400XELLE

NILT— « E— FIVEIEEE (Bardet-Biedl JEI&EE: BBS) (&, IBiE, fgefEE, WERZLEME (BAH
BT, "E8), BUEBEST, MIREEETE, ZEE - SEEZHEEETIARGEETHD. FiEH
LICKBFEZEZE6 L, PIRETEE (It - Fi), &7 E-7IE, FHERKE (BEETE) 245
CABEEMNHD. FKTIL 1/14,000-160,000 HAE L FRE SN TLEH, KFETIEZEN LY DGEWNEHTE
b BEEASHEGEXZE LY, REEEFIZBBSI-BBS21 ARIESN=A, EEFBEFELZ
L BEIIDNRBICRIEL TSNS, BICHRAICE>THLEZHSNEZEELHD.
AR TIL BBS ZEDIZHEILEZHEIL, BBSEZEHA K4 U&BHL, T 5.
L, ®XO—&pmtZ1To1=.

,—

T5FPETHD.

_NET
5%, WXOHHEEETL

A. BFIREM
NILT— » E— FJLEIZEE (Bardet-Bied | fE%E:
BBS) IZHITRZEHA K54 DERK

B. BIxAi%
BBSDEEHA FSA VICEITARADHEFEIZE
B39V ALIIRAFIY (CQ) F#HELL.
CQIZEbHImXEMEL, YRATITA4vILE
1—FT0, HBELANILOBRAEERT 5.

C. EHER

CQELTUTM6DEERELT-.

CQl Wk X 2 FRZWIN A A TH DN,
FLE LSLBE )N ?

CQ2 FIEMEIX? FEANEEED O MR
WCEDENRHDDN?

CQ3 #NIZWNZ EARIRENR D D DN ?
(a) Z450E, MIRGREMIE, ZERE, IE
DN D0 EFT DR
Alstrome syndrome’ &
BBSOETEIS FICERAZ A/ T 503, KBV
IRBBS & — RS 7R DIE DN ?
Joubert syndrome
Meckel syndrome
McKusick—Kaufman syndrome
Leber congenital amaurosis

(b)

Senior—Loken syndrome

COACH syndrome 72&
CQ4 EHEBEBEFICEARLORHDLDN?
HME & R BB DNGE D D2
CQ5 EinTHATITLZHD 2
v ME?
CQ6 ZLIRIELIIMZ ED K 5 MU/ FRIFEN H
LD

i

BAR T D A )

65

CQ7 MAMLAFEMIELIMNT ED K 9 IR N
HHDH?
CQ8 ZFEIBFLNZED L S BRBEIRENDH DD
ANy
CQY AhMAEZREY, MENRFEREIC MEIZEIL T

(a) MBI L BEWV L2

(b) BHICBIT HIEHEIL?

(c) ZMElzHB T DI5#IL 2

CQI0 BBSEEFEZED LI T7+mr—L TN AR
X2 ZRRFEOERE T ?
CQIl  HERIELIANT, FrRPRIEEIEITS DD
2

(a) MAMRELEEAEMAEIZR LT

(b) BWHE, BARICELT

(c) MEGGIZEEL T
CQ12 BinTIRED REMEIL ?

2. LEEDCQIZEEET HimXE—EhimE L1-.
PMID10874630 Beales PL et al.
of

New criteria

for improved diagnosis Bardet—Biedl

results of a population survey. J
1999 Jun;36(6) :437-446.

syndrome:

Med Genet.

PMID22713813 Forsythe E, Beales PL. Bardet-—
Biedl syndrome. Eur J Hum Genet. 2013 Jan;
21(1): 8-13.

PMID26231314 Novas R, et al. Bardet-Biedl
syndrome: Is it only cilia dysfunction? FEBS
Lett. 2015 Nov 14; 589(22): 3479-3491.

PMID26762677 Khan SA, et al. Genetics of human

Bardet—Biedl syndrome, an updates. Clin


https://www.ncbi.nlm.nih.gov/pubmed/?term=Beales%20PL%5BAuthor%5D&cauthor=true&cauthor_uid=10874630
https://www.ncbi.nlm.nih.gov/pubmed/?term=10874630
https://www.ncbi.nlm.nih.gov/pubmed/?term=10874630
https://www.ncbi.nlm.nih.gov/pubmed/?term=Forsythe%20E%5BAuthor%5D&cauthor=true&cauthor_uid=22713813
https://www.ncbi.nlm.nih.gov/pubmed/?term=Beales%20PL%5BAuthor%5D&cauthor=true&cauthor_uid=22713813
https://www.ncbi.nlm.nih.gov/pubmed/?term=22713813
https://www.ncbi.nlm.nih.gov/pubmed/?term=Novas%20R%5BAuthor%5D&cauthor=true&cauthor_uid=26231314
https://www.ncbi.nlm.nih.gov/pubmed/?term=26231314
https://www.ncbi.nlm.nih.gov/pubmed/?term=26231314
https://www.ncbi.nlm.nih.gov/pubmed/?term=Khan%20SA%5BAuthor%5D&cauthor=true&cauthor_uid=26762677
https://www.ncbi.nlm.nih.gov/pubmed/?term=26762677

Genet. 2016 Jul; 90(1): 3-15

PMID27385962 Suspitsin EN, Imyanitov  EN.
Bardet-Biedl Syndrome. Mol Syndromol. 2016
May; 7(2): 62-T71.

PMID27853007 Priya S, et al. Bardet—Biedl
syndrome: Genetics, molecular pathophysiology,
and disease management. Indian J

Ophthalmol. 2016 Sep; 64(9): 620-627

PMID29487844 Forsythe E, et al.
Bardet-Biedl Syndrome—Now and in the Future.
Front Pediatr. 2018 Feb 13; 6: 23

Managing

PMID29754569 Kenny J, et al. Toward
personalized medicine in Bardet-Biedl
syndrome. Per Med. 2017 Sep; 14(5): 447-456.

D. #¥

RICIETUALRILOEVNHRIN DM ST

66

IXZAN—rFEZFUEEORTHELTITL

WEENAHBEEZONT-.
E. #&

BBS DEZEHA K54 VICHHS CQ #H/REL,
HMXO—EHEZETo-. §% RXOHEEZERET
LT, #ELANILDOKRE, HM4 RS54 0DXELRSE
T5FETHS.

F. BIRRE%&
TL

G. XM EEROHE - 2&KR (PEZET.)
1. FEFIE
=
2. RRATESK
LE%W%

). ERFEBG
i

3. 20


https://www.ncbi.nlm.nih.gov/pubmed/?term=26762677
https://www.ncbi.nlm.nih.gov/pubmed/?term=Suspitsin%20EN%5BAuthor%5D&cauthor=true&cauthor_uid=27385962
https://www.ncbi.nlm.nih.gov/pubmed/?term=Imyanitov%20EN%5BAuthor%5D&cauthor=true&cauthor_uid=27385962
https://www.ncbi.nlm.nih.gov/pubmed/?term=27385962
https://www.ncbi.nlm.nih.gov/pubmed/?term=Priya%20S%5BAuthor%5D&cauthor=true&cauthor_uid=27853007
https://www.ncbi.nlm.nih.gov/pubmed/?term=27853007
https://www.ncbi.nlm.nih.gov/pubmed/?term=27853007
https://www.ncbi.nlm.nih.gov/pubmed/?term=Forsythe%20E%5BAuthor%5D&cauthor=true&cauthor_uid=29487844
https://www.ncbi.nlm.nih.gov/pubmed/?term=29487844
https://www.ncbi.nlm.nih.gov/pubmed/?term=Kenny%20J%5BAuthor%5D&cauthor=true&cauthor_uid=29754569
https://www.ncbi.nlm.nih.gov/pubmed/?term=29754569%5Buid%5D




