AR

— A BCHTEE AR L L IREEAHAE (Bardet-Biedl-Syndrome) /M AT LATE BE
KNS « #2255 22K Aot (Franziska Kellermann) Bi7E “MLRIE 2 5”7 (Pro Retina)
INRAEIREL . X3/ IET N AR

—. EEFAE

T HE OO

=, &R 5ke

R DE BB . mUT R H s A R S R BTA L F Y

H

518

1 EEAE

1.1 [ml s s

1.2 ZWrknifE

1.2.1 MR 2 A M (Retinitis pigmentosa)
1.2.2 fEBE

1.2.3 Z45 / ik
1.2.4 K& BH

125 AHBEREAR
1.2.6 5%

1.3 BHEAHLE

1.4 A2k

15 VRIT L

X

51

i

A S8 T (Laurence) FIEERK (Moon) A J& SR I B /R & (Bardet) A1 EL /R
(Biedl) Arftfiid B AE A& — Fp CARR I 5 £ 25 38 M (Retinitis pigmentosa: RP) S 3 EURFAIE I
AT HABTEIR 25 AR . 540X B0 AR P A 20 IO 2 B RE e AN RN I 2 & A TR RS
FEWIL, A CAEHE DI A2 WA A A AR A . DLR ANk DR S PR e H R
FEHIE 5 EmmELr.

1 EEAE
1.1 [EEE
[ AR AR A2 57 46 W AN ZE IR 1866 4 i i — Fh 78 5 — S VU M 34912 Wt S8 A I A
AR PR AE (RP, 3R A Retinopthia pigmentosa). 7E 3 & Fif k& A #0E
RS B ZE M) ARFHAR B R B A R R phbeiG . 1920 4 i B R Az B /R a4
BT PR R AR ZAREE. JEPEE RS TR B A R AR . Bt
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Z AT R B S LB R IRk e T R BRI R . 1925 A& AT « AT (Solis-Cohen) FH
BT (Weiss) i 7 BIIRE A 1k D AFFRRG] . MK IR 2 57 S LI KR5S
Jit (Laurence-Moon-Bardet-Biedl-syndrom) . H[a], BE2:SCRoRIATE H, 570 A1 SRR
B B o —Fh 2 R R e 2, RAEN ARG R 5B R AEE S H
B B2, BEritsiaRi, B IRGAIES % 2 IREEAE (Laurence-Moon-
Syndrom) £ EH E H I

1.2 ZHibriE

L IRGEAE R —FS & 2 (Al 2 FIAR T 5 193238 (dienzephaloretinal) , K
T7SMAR D (RIS H B 32 SRR . 28/ G DU b 32 SORE R B = o = BRI P o o B
K, AHFREIEKIE Wy B [REEAE (BBS) -

FERERA;

— MM ZZ ARV (RP)

— JEE (AR E)

— %451 2t (ZFFER/EE A
— K S B 1hIR 22

— LHEHBEREAIR

— B

FEER S OCIR IR K B AR B> R AT BT ABRR AR EAEIR N ;

— BEIR%, EEH

— ride, S, A

— ™ (proprediente )W H-E W, HE

— e RMFHZ44% (Spina bifida )

— W St e

— FFHEE i ( Kyphoskolise )

— Ffr R

— SRR Yidk/> (Hypodontie )

— MR, HIhRERERS, £F4EF (Leberfibrose )

— LR TE

— JRIER F A BE 8 (Urogenitaldysplasien )

— JTI %> (Analatresie )

— SeRME. MM K E UG = K HHE S ( Morbus Hirschsprung oder
Megacolon congenitum )

— KRR NG AR 7 (Morbus Crohn)

— 1T IAZEEL (Ataxie)

— FEJRHA (Diabetes mellitus )

— BRAIRGE (Anosmie )

B2 ( Asthma)

B RYUERTE (Pigmentnaevi )
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1.2.1 MR E R

B IERHRR, 8 SR T e ) LI B3 7 /)N 25 B Ta) e hn 2 R A0 0 25 6L
FHLAA R T 0T DA AT A : R 3218 2 DUAEA AL 000 15 (2 35 730 1 i 2R e 2 ) PR
ZHHf (Staebchen-Zapfen-Form ) FIJE, BB EHOUUE ST CRB/REIRZ A
CHAE I B R ARYE D, R EUERON H SRR 4N B R CEIRAET” B
Foe—MEIAG T RDE 2R . X kE TR E R . AR (AR
JEREEIEIN, AN AR A B G 2R 10 B SRR R e . BRIEDASL, A R TAIAIL ] ]
BRE o IXRLLH T T2 U S AT B (1) S 2R A0 o JIES 5 AR R o 17T 2 20 S AL 4T i 1 25
i 7 DA — PP R 50 1 0 T30 LA A ) 7 BARAL. GRIRA TR R R T RA B 752
+) MFES

AL, EH A R (Strabismus) M HRERZ B (Nystagmus). % A4 H 4y
ZE+=mEE RERMIENN S, £2=+%, Aoz /\tT%Eaki.

A A R BR A1 T 358 79 dp i R RO MR R A 2 5 SR AT & R IIE AL ( Myopie ). ff 25 il
(H Astigmatismus 5 Stabsichtigkeit) A% HRIF SRR FIVESR (A AE;  Grauer Star
oY Katarakt ) o 1M HRJESAS 2 45 SR EC 06— /M EOG A R 8 i e d 4 (F-4iftsid
FAHEARDD o R ESEZ W R BIPRA TN, S FR EEE EA , AATT
TR BRI B (R I 2 X IR A Bk B Z 4. HER (ITiBE 4
MO« A ASKE oty KA IMAE AR 4 . Wi E Je i A B2 AR,
B E A A A4k . R 8 =30 (Pigmentverschiebung) A2 #1
B2 T 1) 5 5 e 2R S S o AR AW I i B 1K) (Ganzfeld-Elektroretinogramm: ERG) i)
SN [RIRE B T 15 505 B B B IO A M SRR (RS, 0 i G AN AN A0 Do)
(skotopisch) AHIE ) 117 HLZE P IEAE(R (photopisch) AH 2% A 99 ik B 7 Pl 75 T DA & 38 He
M BCE AR RA R RN C “THR” ) .

1.2.2 JEJ¥

R T L3R N 1 R AR RR N IE B (Adipositas). TS A2 2 (World
Health Oranisation: WHO) i & [ JEER) 4328, AR LAk & =454k (Body-Mass-
Index: BMI) S4ifE, BEfARE (AT RERAD BRUSE CRARLD BFTE AT
WUk, RE B EIREA T 18,5 Fl 24,9 AT/ IR NIEHEARE, 1E 25 5 29,9 A T/F
FKZ BN E, —ERERAE 30 5 34,9 ATPE KR, ZEEREMESE 35 5 39,9 AT
PPITRZ I8, =FEREREAE 40 A TPEITKUA bo SR as R AT L A2 = B2 B .
R LERNE DL AT FE A ) S AR LB AW 24, Bt CLSHdAT A 45 e BRI R A
(BMI-Perzentilen) .

PEARiE, I T IRGEAIE B 4R 25 — PR AR LM (Stammadipositas) »
RE W A BRAE B0 B IR, I R RR o AR DAAH 24 A [R] i B 2 = B
IV R REGEGRERE S b, REHAERE) IO 2] 17, AN
JEA SRR RESE . AEE T SR AE AT DLE D R IR K E Bk
FIEFRE, (HIXERIXEONEOA 2 1) E A ez DUERFE T L0, Fril, i
ATTHR R 2 IE A B A A SR R T — s I [R] 7

3/8



CEE, I ANPUA A T T B T R A A A R
AR, EUAR TR, o H e R AR AR

123 28 | 2t

XA IR AREAR S P IR SR AR M R . (BRI K EA TR MZ 15/
B2 K 22 BAE FL B ) LI TR]) AR M I DR AR08 ds i 2 W s B o 3l XS 2 A T LA
BEEZ IR, 26 /B ARMEAEN, Ba ke Ao fEmm (42
R R BIE TR EL) BN GEEBUBRISE N TR B0 W
oNTRIEE. JFARMEE CREEE R TIasntD sCE EaEmt (RrEm g3
TREEE) g L T RERERE M —MRax .  EIRDY B R B2 R e = I o
ZRIBE AT D LI F AR IE .

FEE, VR BRI A — S R NMEZIRIBERR G . 222 T/MHRAMIE — 4=
TIIRERIFRIE -
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FEXURIERI AU /I BBk 55 247 — A 22 AR K/ o /0 BAIRAE ) B A T X 3 —
A Y-FICN 7 SO T A~/ INIRE o

| & AR
R, IRERIR TN KL — B Rt 7 2 38R . XA INEEAS T/
B — AN B RIER T

1.2.4 K K2 IEIR SR

B — IRER B E & W AT B A B REA KIR 22 . AT DU 3 A ™ Bk
MR SE, BB IERE KL S =02 —.

JRAIB G AE 2 LR A R8s LU N BIEA R KPT BL WATsE . s
o EAEMIRIROVIUA 2 IR SRR, B E R IO B RRE AR AT 45 B A
Ko WA, B FASRAAT AR A L. 2R T R R S I R AR
W ESRAEEPAE L . BURKIPRIT BE L ATRE TS CEEEE) AT RN
JIAE IR R 2 e J AR AE . 3K, TR R REEAN R B E A AR 2B, BE
AT NN IBAH ZHE R BIRIE . R R b 5w TR TR A 1 2R R i R
CRR—PERI LT BB ) IR, B8 2 i T 2 48 00 8] B A RE IR Gk 5 K MR 70 B 7/ B
(. ERATE R
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A NAFVF I 2 AT 08 A BB AT B L IR A E I #4126 38 /- U LA 5 K
GRRE S A e 0 SR SR I [R)E12 70, IX S B 1 IX SR A e R 2 i . ik
DB IUSS TR X T RS Tk, R B LI ACEE, R %7 UK IR R 5 2
HRLIIBET -

125 AEBEREAR

b = IRERAE B A A e N A B 28 CInBA 255 /) o hAh AT RE
Ap SR g s e IV 22 AL, Hyposapdie (JRIE DIASTERH ZERGHE, & EH Erak
BRED , BRI JRENE K JRIE B S (Hintere Harnrohrenklappen). A 7T
KU 31% BAEW - REAIEM S, HEFEPHEG. £tk ZREEREEE
HiLFAIERIBHIE (Vaginalatresien). W BHJE /N K IRIE DL, AL HEE K
CRARE B H 2 AN . AR A HRIE ot L REE G B o A (/)N
o

1.2.6 B%

B RGBT B R REETRIZBR T e 6 A (R ], G
SR 3 1 P Y B R PR A ARG A . 1999 4F IR — TR 5E R B A A A T Y 2 b
REEAIERET 52% KIE 'S JH . 2005 M) — W7 hH BTG & B E R a
B —REGEBEERE T RNE T RE. B L2 2 RN, FARN RS S
FAME. EEMN. BLEE. BLR KERSENERN. BERUMNEEAER
Ay R ESVD, mEREE RE RS, WRENERAAIENES, A
IR 2 A 724 (Nierendysplasie). RIFL T EREE, BIRETRETeEAkE. Bk
TR LA B AT A A JRIE R (vesiko-ureteralen Reflux). X Z bk, BELHES
B PR 2= MBS IOt e e i PR 52 IR R R B A, DRI, TR I S P s 6 2 BR1 R 4 o £
Mm¥GHN. 76" E S OL T 2 IR E P (Refluxnephropathie), 1X & —Ffk A 14 1
EL

TERAEHESLR, B s T/ (Lobuli)e 1% 28/NiEHH B A AR IR /INEE N
W FEHARTH R, RIFABRELN . Ah, BT REGEAEBEBHAD AL 2 &
ARG . BE RS B DR AR 8, HE AR T DIRERZ 10

EREH T IRGAE S BA SRR R E, UETE A g R
LU ANRESR B I ThRE. V72 SRR ZhRE RS 2 32 2Is2m CHBHAAE,  ZACONTHL A 5T~
i, MAIER, EKD o AR EELN, BT IR T EEN (F
OB MET ) AR 510 IEREAE

1.3 BEMHLER

L — R ZE-A0E A% o Yt kB (autosomal-rezessiv) 4%, B —ANELEL
T IREEAIEIIA (Bardet-Biedl-Syndrom-Gens) HIXU R H] (ZEAIIER)D) A — A RAE
(CEMD o BFH AR — AN AH I DR PR bR v 55 67 38 DR RN — AN 9% 32 TR 0 A8 S 2547
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B, SRR . R AR #E A A I R AR e S A R R 8 T4, X
MR . EREEN T, B REGAENEA =4 (triallelisch) 25 {7 5 K 5t
PRI o XTIk, —NELLE T IREGESEIE K AN AL R AU A b — A B RS
R J2E (R ) S 2 (R A AU B 0, A s . R4 2] H AT (2008) SMib w5t 4
RE T IREGEARERT £/ 14 FhIER A4k

BBS1/BBS2L2 (11q13.2), BBS2 (16q12.2), BBS3/ARLS6 (3911.2),
BBS4 (15q24.1), BBS5 (2¢31.1), BBS6/MKKS (20p12.2),
BBS7/BBS2L1 (4¢27), BBSS/TTCS (14932.11),  BBS9/PTHBL (7p14.3),
BBS10/C120RF58(12q), BBSIL/TRIMS32 (9932),  BBS12/FLJ35630 (4¢27),

BBS13/MKS1 (17923),  BBS14/CEP290/NPHP6 (12¢21.3)-

1117 B B FREFAAE 2 A B REIR S5 I A SR AR AT ™ S R 38 A B R 5 o R e —
Foft 0 4% A2 S £ £ 3 HOMURR 26 AR 1 SRR o

HRREIFZ (Pravalenz) HISCHRTC 3 AN R ) SCERAE & AN TN [R) T 2
o TERRINEEL — IREZEEFEMI AR E, Hit A 1 Ek 160 000. #FE A 1 kb 128 000+
N1 59000 . f8E KB FEAE,

1.4 BRHZE
B bE - R i DA 20 B i 5 00 TR 2, 228 1 1) 470 e AthURE IR X 20 Tk

WFERLEEAE (Usher-Syndrom) : K8 €6 25 AR RN S R A% N HEEL AT,
FHRRBRESHE (Refsum-Syndrom) . ARSI A KA, ashthiipEeg, £
KIEEFZJ% (Polyneuropathie) (AR BRI LAANET AR , WHE
W, WRGEFIRL L A0S, R 1)

E-RILEEEE (Bassen-Kornzweig-Syndrom) : JE SRR R (0, 25 A8 1, I3 v i =
SRR (MK SR T (VLDL) (R AR E(LDL)) , MR4EE R A &=
A, FHEHRRG (Steatorrhoe, Fettstuhl) , ™ EE3Z 5 fErg & 2 73R4k
BR-F 42 & (Senior-Loken-Syndrom) : RP mit familidrer juveniler Nephronophthise
GER'BEHREERRAAMEN , SFEERER. &&5EE e m SR,
RTIREREEE (Alstrom-Syndrom ) = FRMIBEEEAM:, AERE, PR, Wriismisk, &
Dhae A4, ONUER, #60 BRARRE, R, A, FAREEDh a8y K.
FERR-ZERSLZEE (McKusick-Kaufmann-Syndrom ) : £48/#E, & FEK
(Hydrometrocolpos)  (-F 5 2 WHRH) , e RIUECIFESIE, BBS6-F: A HL 54 =
MKKS-2 A

RBHT- RS (Kearns-Sayre-Syndrom) : MM ZAR M, O EHIEE 52
Bl A0 AR LA ™ EE R

15 YRIT A

FTEL Y R LR B RERTRE R VB 7 T IEIE IR « 2 NI IR B GHU AT DL
SRR IS B A, ZAR/EERT LB FARYIE, ST KB A RA AT REE TN
TR SFAFLANGE . BB KA R BE X — 25 & Ho Al v B8 H LA (K BT Wil 52 1
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RAB AL OLEEREE, MAFE R KE, JEMEE#ETEREH, ESH
IEVEIRTT -

(EZNTiT: T EEIHIFMEAR, AT EXA GG, Lighig. K
EREWHIELE R, )
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