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JEARIT K DNA BRET % 40 Ha mp 533 H B30 ) 398 42 e £ 44
FERZAZ“AE B, 76 BAEE T AT AT @ 8 5 th 7
I BT, SRR AR IR 96 Y R A 2548 (FISHD.

SRR AR AE T B A% A0 M e i AR R A A A R (9
R &0, SR RO A 45377 L IE WS s R
ERAEER . MRS ELEDE D, ki
2 NEH GC WFE L FF L RAE BIRiRE
RPN Mt . X H FP R RN, $Hg
by BRRETH RS MBI AL 2 (TTAGGG),
HEFY. MEIEWPLN DNA FH R REE L
FHEMEESEE CE (TR AR T &5 55,
subtelomeric repeats), 7 I $E T 4% €4 1 7 i 11 [X 435
AR HAERN T,

1% RANEEYE 5

S L P ) e — o S e SR, E AN 2 B R
BT YEFF SR A o SR it R A OSBRI
I S A . R AR A T RE R AN M AL R SR R 03,
HRLR R — R RN B LA SR A Ak,
Gt AR R i N R B R4 T A B AR o 458 B A
A H BN IR RO EH R AL 049, LR
FE T B (2 BB (K A A U, T AEAL B A0 BOR IE
P A ECE R ) AT R S B R 2 R e
BRI T, 7%~ 10% [ L4510 T LUAS T 31 7 1
FH U, RN T VE R G & Y A B Sk T X
FISH $REHHG I 2 A7 L o . AR BBt 5 i 09,

EEEE E LA A 32

FEACER R 2 2448 (CGHD i AR LU RE A 550t
)3 HE DR ) DNA A A 22 50T R FR At SR figg 10201,
BRI DA ZE A v A A R B B AR g M B 5, AL
TR A B 43 1 3R R e 0 AR B IR L 1 40 3%
B, HVEEAN R B 450 447, $°4 5~ 10Mb K .
DNA ‘5 iy CGH A& #7 L & B2 R /Y. 5 4 58 K 1 %
A B 53 BUFRTC A DU R B A 7 B R R 2
AT, TSR RIS & o B R e (e fh 32 R 2131, SR
IS &G KH B DNA 528 (g A T4k
RAEE A b, R, AR E R, REUEE
Mo K%~ DNA 55 MR b A 5 G a4 B %
fib A5 S, R B I AR BE ST EN 5 AN B AR FRIC B ST
BXAR, %8 5 A0 nT I © 4043 1) 4 BE B8 5k BT A
B R (b B 1 ke

PEERT

TS T 40 A B AN 0 B e # Bk 5k
P& F B R R GG 1 5 7 3 A K B JE e A
KARBRKEA . XMAEREE, A5
BERLA 3~5 DIXFERITAL B9, I P 54 4
EXE AT L T EENX I, 7TREAMERR
MBS KA, SRR 4 ), [ X g
RRMAENLFIRAMIMSE . Ea X Fh s i 74
RIS T R E R RN ER I RE, TS B
S 5K LT R WD 8UF B, MHEGIS £
KUk, XA BRI R T IAA .

BRAKRMRE

R NRA R ELE— POk b, HmimE
FUF DD e e AT REJF R R iR, BB R R R e
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B EEENEAR. WRENMEARNTE
L E] 50% BBl R 4R L IEH Thas, WHE R IR
HRBRINERR A E T E. RELAHE KNS
IEH N, MEA RIS R, XFPIRIR A E
QAR AL 7EOE. BRYAEFEREER
FEH 25% YL K% (B 1-5). Eit, R RHEH
MEZRR, FRRET ROABRIESRERERYISH
hne T BX I A — e m R, JLE TR A
HIZE AR F R — R, UL HAAS [R] A3 7 o 48 b 22 180 7]
I FE K 4H %, b0 Tay-Sachs 5% (OMIM 272800)
FERWNRILRERE. R EX.HE, BT#
227 40 L R e 2K 5, R AR BR TR RT L o g S Ak
LLREBRER, BILETE 5 BHTAET: R MBURER A
hexosaminidase, £ 5845 7F Ashkenazi Jewish & A B
A M.

1 oo e
I ;ﬁ}’.é 7 S

m

v

v

U

1-5 HREERBMEER Leber £ XM BEY K £ H ¥
RERKRLEHD: REEHKANRERFHE: HARKLEH

BRBARRTRE

MEEEAEBNASGEHHARES, REFE
100% F) &8 F % T A GE 45 R LR 10 IE & &5 M Sh Bk,
ML FERF A LRIEZEE AR AFH 4
P IURAERERAI RSB AR ERE, XA RAH
RN R EABEBRE, XFELT, %R NMkmE
B ERAEEBURE F LA R 50% (& 1-6). X
KR H N B A $E Marfan 45 & 4F (OMIM 154700,
H fibrillin-1 2RI R 5142, T BRI SRIES A,
HEFKY K, BEFE, LK, 55, B HEHIK
W, ATRES IR, <R, EREE AR, L, 44
LRESBEHEEMET ). T B2 4 49% % (OMIM
162200, H neurofibromin F:FRAE S|, TE RN
BB Rk L BEE Café-au-lait Spots B 4T 4 294,
YT B f7 78 Sakurai-Lisch &5 77, 5 B £ & H b 35 47 45
#J ¥ hamartomatous) I Best J% (OMIM 153700,
bestrophin F K RAE 5[, LFEI KK, RERNEI

NINEHERRERAR, WHBE T EABERERY
FRARE, SAAEMER). ik BV Ra s 75
X MREBRERERE RO L, B LRIL
RIME,

&) pntshas
G =2

Q) IS e
=

N E®A I

oo M O

B 1-6 ¥ 3EKEMRERH Waardenburg 42 4L K & B il

X ESIRE

BRI IE 3 oA — X X ge ek, IEW BHE — 4%
X Jetofafl—4 Y Jetadfh, Fril X etk LHREsE
BURFBR . X IEBUS LR H LARE T L3, s
TLEHTTAFiE. Fik, ¥—ANBURER S ERE
E A B L ARSI R, R 5 G
T TEBHN SR, RALET. IFRFE B
MA X ER RS, BPUHRARE & X L6
WHTLLRILE R . e & /R thaRI N
R XFPTE Lot X Yk s B R Y
RIEAT LU X KRS8 L Lyon RULRAER: &, 7F
MEIERBEREE 2 B, KH)LARPEH & X Lotk
SRS BENLR IS X4 X G A 7e 40 M > 24 1A1 17
RILAWRAE . BWHZ I B IR Ye, RN Barr /ME M 3t
B 170, X4 X Rtk ER R SHERY
AKIE. MMl— B RAEXF ML, LA - i
P —% X RafAafegrmm. FHik, a2 SHH
PR B R BR S 4K, HAh A T RERE R BT X
Btk R R EE IEM K. Lyon MR T LM
EAL R IR & AL T KB IR R S RUTE M R S
REEE B, & X EU AR MR8 H S

1-7 1B % Lol B RR 4 oA R AL Barr /MK (M 38 70D



AR, AT B X ES IR RIS & R A
fL45: Tohk 4% B (OMIM 303100: Rab " L& H -1 &
KILREPI ], 5¥7% 3 B Rk 2% J5L A0 4% 9 JiB 4% 1k ) | Nance-
Horan 8% [ P B - 5F 4 47 & 4E (OMIM 302350: 5
BERMABEZONE, BEE /NI, g
HRIMAEE Y S0, HEFNMIBEEZEN S
TR AR R T NHS B[R R AR Ar ) 2627
WHEAE 21(OMIM 303700: BB Z PO AT
R, (L RS, 2 LHAE IR BR R B, P A 40 30 L7
IEH, BERRERE TOSMEMMeRERNFS Lir
B A7 s #% l [X ) Lowe £5&1F ) (OMIM 309000: 3
PR RINA N, REIRE, 4% D R
W S E R PRI s 2 M5 & RO AR A4 A 12 B2 iR
HO. R EERA Y, TR EE 50% Kile
AT X AR RTEREIRAL TR Bk, 4
o SR A B RN Lt R B T RE MR R 50%
(K 1-8), X EHBS M BRIE5% F WA $5: Duchenne
EFAR (OMIM 310200: HTAEHRAREHE
IR, 5B R BRI K FEIT . [
OHIVEFRA BRI EROAR; MK R SR K
VR B, BT AL CE ERVIARAS; LTS
MR BRI ULET 44k FERIE ) X EHIREN
T /D AN R R B ZE (OMIM 312700: Bt & i
T RS KRR, 52 M IEARME, S 800 M i N 8%
REVKAE). R X IEHERFLBIER, HETH L
BRI AT B ERART R, HEREAEIL
M X EV BRI UERI, HERLHERESE
B 2L, RN R R AERTEEL LS FIRE
A REE B, BE 9B BMIILANERL. XiE
BEHBARE LWERE: FEEaEREEILR
(OMIM 308300: IKK-y J&[KI5e45 5| o A AR ) LR Bk
() S HE PR /N BRI, PEBE . W R TR Ak B A ) I Ifi A R

Il Hunter ZRA4E
1 070 Qaws
.3 SR
WSRO D SO 00 m
. ]

, 760
v 5 WO Eo

9%

B 1-8 X Z4HEWN Hunter ZAMREZREGEEEREN
B ERSE)

B1E REMEEE 7

J&) F Aicardi 4254 1iF (OMIM 304050 2 1 8 R I
W5 JEPEZE R AR, kas BB AN AT oY I 1) s R A )

TRLKIREF

9 M P AR (E B 5 — AN RIE R L RE B, 7R
AN, —MRPEHE NS, BRSNS
HZ N UK 165690p 3 JE X4 DNA 74 F. XA
DNA 41 4wf5 13 Pk, #2 & A A BRI T
TR . PhAh, EFFH —EE 22 F (RNA 12 F
rRNA. X% rRNA £ 5 2 b {4 5 25 B 3 ) 3 1.
RN FREAB TN ATP. KREHLHAE
A B ZEE R (E3H 0t AR AR R L, X5
SERREAEIEEENTE. KNEERAEES
TR SRR, A RBANREAEINS, §
BHRIEERN R EREFENR. FREREERA—FKRA
PIRRIMM 2R . [ —ME AN [E) 40 ffd 18] & [R]— &K
AR BRI ] & B AR LGB RAT R K B A R 2
*ﬁ,ﬁ; [31]0

R RAE G| KRR RIN B REERRE S . 7T
LB Rz e S fE 3 IS, R B8
6. BLHZR, EEURNSBEREESF L.
MZHRNTFLNEE2HZE, ARFEEREETA
M. XRFAAETFEREEEEIHE K, LFHH
HHEDNA. ZREREN, FFEBEREE, A&k
NG Bk, FARMEILE R A B FiR
B, Sepifa L B HOoRIE T 8E3R, X R T B REE
.

R A I R R R SE A EEH : Keans-
Sayre (OMIM 530000: FRAMALBRIE, €63 M M AR
LA T REAE, SLEF R, A EE ). ULRE
25 7 5 ) A1 R 41 41 4 9% B MERRF (OMIM 545000:
JUL R 2= ROHR R, LR, R0 R D £ ki AR o LR £1 I %
£ FLER B8 h 2 A0 o RURE R 1E (4 FK MELAS, OMIM
540000: FLERER B, W XFERAE, VIR, BN ELE, &
&) Leber 12 1% 41 #2295 (OMIM 535000: 4<BH, L»
A% FEREAD I Leigh SR G 1iE P29 (I 2SR S0 B »
OMIM 256000: iE5K1H, FFIRIZFIRERS, IBITHEE).

SMNEE

BHEKRFNIEARFIEFEE MR ER. S E
EREFINERMERAHRERB N T E.
A B R R A BURE R ME 5 ME R R RILH
N FIRE, T4 E 5% (nonpenetrance ) UJ#E B 4015
W S AR BRI MR K, XTI AEVF B AR
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Hgf —
v<®

VI

B 1-9 ¥ REREMEREHRMMEDRRE AR B
SBIEAE CH SR FTa) B9 SME B R A SRR B/ BROR, R TR B K R 2R 00 Bom AR R b B R

PP EAERE, Flan— TR (BF) 2 83, M
SRR BB RIS, AT LT A R R n— 2 A
B GRIRPE/NRER, BRI SERIL L EE A
(B 1-9), ME—TTRERI R R IXE N BT A 2
TREED, B &M T kR E £ A R g IR R
BRIEMERES . WREFWUAS T LT HAE—
NAREIA  WIEXAB KSR R PR 75%.

RIME

ROLE 25 A — 2 2 KR A AT BoAE R 7Y
PSR . E— KPR MR GEE AR
R XFRRI TR I, Fr Bl S5 Ytk
SEBAERRT . Fl40, Marfan 258 4F (OMIM 154700)
fE—Fh s G e 4R R AT 4 2 R B RIS AR 5 | 1 et fh
BB LR, LB RIS & SRENAL 5
Hh—Le BHHRILG M EH, SAREREAL, HER
T+ EF R .

HY AR R EAEREE AR NRIVE, 552
MR RAEEE AR EA . Flin, B2 imail
IR ZBILE R, XEH T EAaERB AR
S,

BERRM

Y NGRE- 375 e NE b SR W S R N
B A DL AR AW R R B, X PRI SRR i 4% 53 5
P SR RMAERB L . HTRERZERESR
RO R AT IR S KRR TERN: ERF
SRR AT BERVATT
 EA RS

DU P ta R Ba M 7 SN (1) Hurler 45 & 1E BURRES
ZPET B TH B (OMIM 607014 F B, i AT
K, REIBE, I A B F X &8 Hunter 285

1E B3 2 1 £ 0F 11 B (OMIM 309900: G A FEJE M,
FART A, RFIE, AR EE N F— MK EE
() 53 1 8 LSRR G IR AE AR ME X ) . P Bt A%
R NEREGRESAMEE. 522 MK, Hurler-Scheie
ZEE1E (OMIM 607016: K719 5REE, J& 1 M R, &
KRR Er A RN 5 5 15 LU B BRI B Rk
FHIER] Hurler 55 MEHEATX H. Scheie EH M H A
ARIEH, B R FAER D W ) g A X 2
ANTE B ERIR 5K R I ) R R — X S 7 B R E
ARG, TS a-L- SR R R B E BT 2L
Leber &R 5

Leber 55K M 215 (LCA; OMIM 204000) & —4
LLH gt i Bt 7 sUBHE AL M B8 R A Bl . FE
B )L RN B, X2 — N R WL s
#. EENBF R AL FE R 2/100000~3/100 000,
FRMEE HIRIBE 10%~18%. HETRKMELE 7
N S 5 R R A BI(GUCY2D. RPE65 . CRX,
AIPLI. RPGRIP1. CRBI 1 TULP1). A1 22 3 1)
BAERFEERS, MUERRASSHERNKET,
M B ERE A Ge T 2 AR ML K, 51248
F TG R R I C7E 2 /D W N (RPE6S A1 CRX)
R, RNE RSN SAEIRE LCA BIGERAER,
A SEIELAMAIBREMMBEERAR, i EZ MM
PR 28 . RREE - AT A MUE AR P2 ¥, HEr, 24
RS kb Y B BE BRIVR 9T 71 7E LCA A R RSl )
WA O, BFRE R T — IR RSB, R R
4 R R ) RPE6S H 4 DNA, 75 2 K AR S0 W JE R
(E] 5T, ZERLShREANAT AL 22 F) LCA RHIL T
MAWE . BRT, NIRRT LT N pUgf
975 (R FC IETE I RIS T B
B A

B RS B AR S BA RN — A gk R R



B, LA BRI RE R D s Z Nt B
BESEURAAVERAE IR, WAKSWH
(OCA) B R BRI ERAL: KRB R REA,
EEORIRER ML, RALHE(0A) BF IR
RENEFEPERNSNE, TERIUMM B G LA
ML (RPE) () B 2 kD, (k. BERMBEE T &H
B, TEXLEHFIH, RARRTMRM MR, HE
FAFEIRERE . A4 B & RPE /b, i1 %
Jo. BB R UIR B AR WA XERAL A 4 EF 4R
X A# &

BERMABRLEEZS, FE/LMBMEORK
FTEENTARBMNEARA S, BEEHEE
EAMA R, R, BT, ML ERFE 1 RPE 4 #)

GHBRAMR., BOEENEYERELCH L- BRER
S =E 2 e ey el %ZIKW%&(DOPA) T B A ) I
H ERESIT DOPA 51k DOPA HliE, B &4 R B
MHEEE, NERBN Y GFANTERLHEANEE
. TENAERSATFRTEERNEAE KT,
ERRMEREY, BOaRAEERMRMM Kz
Fa S AGE

Hl, AEEBEaEr T WA BREN A
(OCA1: OMIM 203100; OCA2: OMIM 203200;
Hermansky-Pudlak £5 & fif: OMIM 203300; OAl: OMIM
3005000, Horp = ANSE B O 4 B HEA A A B R AR
(OCAI.OCA2 F1 OAD). & EI“ B R BREEEL = 1~
AL 2 T I R B 2 (R 5 E%ﬁﬁ?ﬁﬁ%ﬁ%%
W, R E 5 OCALHY, OCAL H AL, &
VIR A R H R BB BB AR IR A, BT ERE
PR Wl 5 (A ) SR AR B B VS T PR . (B BT 2R R
HEMBREEE S DOPA sl E R IR & 5 R 2
%, WK AERE BB OCA, 5 FAAL S HREH
7%, thin OCAl, 3. 0CA42, H5 R p %(éﬁﬁ%%%
REIZ R 1 W) I A F R KEE. fE— R
Hermansky-Pudlak £5 &k, OCA i&f£FH Jm/MﬁifIL
FEHS .

N R IRRGEEAR B AR EE S EFE AN
BRI R RN KN, R LT R AR B R B
BN WAL ST AR /N AR A S AR ] AR
KL, ik 8 BIRIAE SORA XOHR, T B4R U4
PSS REFE S REER AN S LT 4N
ABNAE o HF T 5E AR, B R B
— A EEMEH T .

X 3% B OAl & 1 7 T 4 8 & Xp22.3-p22.2 1)
OAl HRZEAB| M. 041 HHGHE—FE b 44

B1E RRRESR 9

THEEAKEEES. EORERREY, K 48%
ZE%. MERK, 43% B 587 . Faugere /N W1 E R

MEW TR K R, RATES W R 5 R IR BR
EE'Jﬁ A Z PR B =L Fr ) 041 3378, P
B RIEHR N BRI, 768 R, HirfdEN L
PR 2 AT H AR I, A FE E RN L B R,
Jo E IR M R VKR R R A AR B .
ST % 5% PCR LA B HERS . JE U 1 TREE, AT 4%
FH SRt # tr AT AT 2R AL 0 OA1 FE R AT o
A AR aT LLR A — AN B 2 Wik Be SR BK A
T 041 RAEFITHA ¥,

% W ARRERE AR

7] — 3[R 58 28 0] LAZEAN [A) (R AH 4R P R I H o, B
BREANRE, XPIEEIE A Z 2. Waardenburg
GARMRRERLYZ —, HinRRINEFEMABAL. UL
R E, A% REMRAEE(E 1-6). %K A
FRAILT T CALB FI C) TITANIV 1, He o £ 7™ = i 4
A B R (TIEL, OMIM 148820) L& E
25 (IVEL, OMIM 277580). Bt fa4Ar. P IHAS A7 4K
MELXILT 1 B(OMIM 1935000, JFAf 4L 5 11 B 4
. TFRSRITIA (OMIM 148820) /& 1T PAX3 R A 1Y
SEAR B LY, FE T SETE R P A3 LLUE SE Ue T, sk
F MITF #)3245 5 Waardenburg £ & fiE [IA 2 148-50)
(OMIM 1935100 F o%; ARIEIA HEH RO
PEIRE R El%ﬁﬂ;j\: [Elig A% PY. VLB Waardenburg-
Shah &G 1F & —FH RGN B I 5w, HIGRRIA
+%& Waardenburg %% & fiF A I PR %% 4E #1 Hirschsprung 7%
H) &5 R A 22 55 40 M S5 SR RE IR PRAFAE
Alagille £ &1

Alagille £: & 1F (OMIM 118450) 2 # Jeto A B M
B, FRAE M AR L TE RE T I R I 0 i o A
FEAsh kB 7s « R MEE, 8 7r B8 38 n] 70 AL P IR £
FEOUBM MGG ER, LRI T, LSS SR A
[T SR MFFER 2. X & HEEH TALT 20p12
) Notch {534 Fi&t JAGI RS FRE B3,
Cornelia de Lange £:&4iF

Comnelia de Lange %A 1E (CDLS; OMIM 122470)

—HMRREREN BHBAMEREREBR, I
ﬁvi&&ﬂ%wﬁﬁi&% LMY, B T I
W 2R OB A ATEIR RFE R E W TR 1Y
[ 25 5o, HRECRRAE AL HE LA R, SE B .
HEEE. KEE. BEXAE, MEEF RS,
fli it B E R 1/10000. S KA T Sp13.1 LK



