SR 5 EE IR AR OHBEENE
[REBERO, T v AT LCET A%

DEEEDIRREIC BT 5 2hiic 4 2%

19934 5 WA B2 W B Ut a4

REARAE—HE*L 5%k

il

MR, RETOEERILSBICES ET
DOMBT, A REREIECLFEELED
%o HIREABIIIIBRT & » T—EOEHARICE T
RETIEBELIMT, ToOMIBEELIEE
BEHOERUEABMESR - I BRERLED, MK
R FAEROREE « BRELLSAREELRIEFT
LEZLND, WERFORFCIRAARRT,
BEMEBRLREFESHALLRBEL H LD,
U LALZHRTRECHEEORENNE T EFK
LBRE - REREENE L, T LOZEILAE
EHE2OBEERREDO—>ThHb, Lo
T, ERAFZHBEADPDOARSL L, FEEER
DIAED T, EHRUMNOBADEE L
BRI T, EREPCRETHRIED
BE IFRORELZ ORI RER LIBEED
HRETHLDPEETH D,

fRRHERTZHE, EEEEE, CTAF x
v, MRI-CT7: K X A EFM BB 2R &
FARGR, BRER, MERIULErDELR
5REREBICE S ERRENZHC XIS h
%o BBROBTRIEEOMAR L D HARZE
BIThhTw 58, BERBRENZHIILT LD
FTARTOEFEBEATER A T2 TR
{, TORREYHIETHZ LIESBROHERTZ

2=k

:‘LE'*AI

T

WIOFED HRRE 52 TEBETHY, FIRE
PEEDOR L Db bDL bbb,
WEEER <« O HEFFEH T, £2EHOKKRYE
ERARERE R SO LS EREHCHE T
et RR L LT, REHAERZE O
BORHEIGE s RERACDDWTT Vi — b
BERTVWE#E L, SEELRABROREELZTL,
fa R AR Z M O BT D\ THRE LD T
HT 5,
(Rs R B A RIS HR(CRE S 2 SRAEEAE)D
SEOHZRFERAPERERE LOESEN
EHCHTE T 5 MR T v — b A%
BoAi L, 19931 A1 HABHI12A831AETO1
FEREER S h B REATZEHOGR LT
I E T - EBT>WTEIE X EKE L,
BESOMERD 5 B, 19944 2 H14 R % Cie59Me
#(13.8% ) LERIENAEDL N,

RAERR

1. HAeERRZHOERAE

# 113, WREHAETNZEOFERE/ARE b
LEBBRBOS M EHIEDTH B, FHIMAIC
3, ASEWHRECHEL TV 5 BEROKER
Lico WEFEEDRE T HARNZE OHENE

UL E R EER AR, MEHBHYAFERAR, SARNRILI EVERLY £,

I ARFE 7 AR
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X1 FHLERRZEIGE

0~10 24(1) 201~300 2
11~50 18 301~400 2(1)
51~100 6(2) 401~500 0

101~150 3(1) 501~600 1(1)
151~200 2(1) 601~700 1(1)

( YRR ARGHEFEIFTB L
(59K F gt AL 1993%F)
RIS00£E % 48 2. 3 HRE D T 1 o o DICH L, 4
FOFETIE, 2 T3 L6240 K%
Bteo FRIL00MELL EDBEIHFT bR T3 I
1318.6% (11/59) THEEE D16.9% (10/59) &
HANTEb LT, FHAMBHOREA LY
BRI WK T B i K OB THOHBD A D
ERCE ¥ T\ B WA S ZLIE D S h
eh -7,

5 2 13 HVE RT3 Mo SRR A 1
LIk DT B, FARGHII, 539, Besaemiae]
B, WESBIMT, GRS TH - F,
ERUMIC RSN LK, ASHFRERNTH

x2 HENZEERGH

ORISR OHEIL 24 D48.5% % (5
Tz,
SEIOFEINEEE L RIS, REOERA
BHEBERFRLE LI AWRET » TREMT
RELILHETS 5 co LIchioT, 1993 D
ORECRT 5 HARMZHHRYITEET 5120
ik, AEONGIE LAW » LARRES R
MERRERE Cfrhbh T 2 HAERRZE O
HExEBERTALERD L, COBALLREL
THh b &, 199341 (16,0004 DR IR H 4
MZERER IR T LRI Eh, KRET
IHEEE L FRE, &40 B X 2T70% % MEE LT
WhHLDEEZ LRI,
2. HEFZEICSTIRELRE
HAERTZENC B0 A REF KL, 3D E
SREEGH, £ RE, DNAZKI S
HXhb, EROBERID LN, EEShih
BEORBUTA, 1744F L FEFE X 0 #4008 m L
T\ 2o DNAZKTD 7t 5> TPCR (Polymerase

1. FaKZEH

a. A7V —=VJ7HH

b. EFZHAN

3,539 (1,685 ; 47.6%)
3,227 (1,583 ; 49.1%)
312 ( 102 32.7%)

2. BHrERH 461 ( 231;50.1%)
3. MEEEHL 113 ( 77:68.1%)
=t 4,113 (1,993 ; 48.5%)

( YNRFSHEARHCEDT 548 E LULACdT 5% % rT
(OKRFERMAFRE, 199391 H 1 H~19934F12A31H)

x3 HEmRZHCESTRERE

iy DEENE e kem maEn RERR| G
bR N ) 3,402 272 55 3,729
EENHKRE 118 195 14 327
DN AZ W 19 23 34 76

=
D(PER%FFS/H%E 5 18 19 12
Hi 3,544 508 122 4,174

(BoOKFERAFR, 1993%F 1 A 1 H~1993€12831H)
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Chain Reaction) % FEEE & RARICHITESE L
TH|F 778, PCRLIL, -« it HFknb
HIh, TOREEDOBEERE « MR
HBOZETRIIRPOLITEL L - T b,
EEBEHZTHED L, BEHEOR TIRE
EOMOLERRL, RERLKFRDSI.3%
(8,729/4,174, R2)Z HD T, i,
HREBNTITHATWE AT ) —= v Ffis
ERBREEHATHED LT, BELEYHEIG
RS R BB9E 3 BIEFIES, 227643, 137
#1(97.2%, =2, FIDKRY, BEDRED
BWiE HIWE LR EE5ITIE69201 3 &g
b o too LRI IR, 7.8% (327/4,174)
EWEFEDL.8%BITHNB 2B HD S LR
DI L T\, DNARREILL.8% TH D 2fF
RSB HERIIFEE L RRTD - Too

FEIRAR] & D BREDED LN IFEFICE -
TRTHS &, £2WWRLEL XY RFEKRFHIT
& B BAEERELDB12(F, BEH LR DR 46114 & B
TR DLENE L - Tk BEHETIE,
R DREESHBROLE R s T ANREL
RS OEERE LD, Thth64.0%,
32.9% TH - Io EIRFRPBEERAEI LD
MBERE EDLNRD X5 EFITIE, HEMT
IFRBEDBHEA TN &, BEORBEMIR
HonAsZ b, BEENHBEDBHRILERL
ERERBERE I T, BEWERIC X5 MIER
B = I A A T EDEALZER ST % < EIRE
nTnidELbn b,

. HERRZKOBENEE
%4@xﬁ)—:vﬁmmﬁbh1mé$m
FROMILE E &L DD THHD, BEER
XA BIEDHEEEI  HRT—RE L L,
80.1% % 5 Tic, ZOBERIIL, TEHERH

F4 Ry VN—=— 5 #BiE LIFKRERDOBER

EAEIEIR (3571 ~) 2,606 ( 80.1%)

ATEIR AR IR 225 ( 6.9%)
RIEIRE R 57( 1.7%)
R R 30( 0.9%)
RIPNROAERE 28 (1 0.9%)
BEEEEREE 27 ( 0.9%)
fEAFPE(A 2( 0.1%)
TREE « DA 277 ( 8.5%)

&t 3,252 (100%)

(B9RF RS AR, 1993%F)

SNTWAEREFROEMPHE L EXZE LT
DFRRELCHTLEMOYURDLHHLDLEE
Zbhb, MEERDHERE Lo e FKERO
HE DN HI6004F T4 B DFESE -5 D 38N 4
THH40042BL 2B F Lt ->Tnlze Lz
BoT, A7V ==V TRIAThh T 5 FK
ZER DG TR, B X F6004F: h i E DY b R
HORRERBRETEDOZK Y BT bhl:
R TH - Too HAERZEIOMEIG & e - IiEF]
EREHZTHRLE, BEEIROEM & EHZEH
DEHHOWD (R b, FEFEECILNTEY
DZEE HME T 5HKIED LT DB,
RTH 5o

&5 ~FK10ik, WRERIGERIC, HAEFTZE
DRI &I o IR BR LIEARER LI DT
55,

AT ==V TR FERBER A DIEES, E
6 BT I BIEEER L AZ ORI I T
Wit BRETHIRABOZH K< &,
Duchenne # 5> 2 b1 7 4 — D 8EF LA
BBHCZH N T RBE I, 5o IR
CREEDPRDONIBREDOFKRERN MM LIE, X
TR LEEBDZHONS L Sh, EEHE
BRI ZE S hic A F v < r VERIEE,
QUKBRALEEE RIBRED 2 BIDHTH - Too D
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RO FROELBHIH

= B 4

22 SYEERE 1
Hunter JE{ERE 1
Hurler 5 1
7'a ¥ v R IMAE 1
BYtnon s aodrtba 7 4 —i 1
1

1

Adrenoleukodystrophy

Adenosine deaminase R BIE

FRENHEE OB 4
(BORFERR AL 1993%F)

¥*6 FKDNAZ

23 A 4 iE G5
Duchenne# oA b7 4 — 8
BRI RS 4
mAH A 2
BeckerEfio A b7 ¢ — 1

(59K i AR 19934F)

SEFITIE, ¥4 M AKFa T 0 LA (CMV) S
EXEDT, FBEIHE L 5REREOHZ
W& U CHBEE oo bZMREN TR T
Wice

R L 5 ROEs o s koD
(2, BIEERRRMIREZERT, BEEROD
R B IE R E PG h R L ORE MR X

K7 REERBCL DFEKFRIES

NTWBRETH - oo EILEHGITTIE, F
ENBIERETEE(UGR) B 5 BRI D
ZWE B ThR o iR A A5 H O R
&L, BRIRKIE - BRIRMK « JEK 7 & DIEEA
MEDEEN L ICHTfee FRIBOE MR
# < ITPEOHERT B 5 /MR B E & &1L
FTRSWMOHBCED DT, BHEMNCLS
WAL, BRI X DEEZKDBARELY « v
ARGYELIS, BREORELYIBET L X
R, BEFSORECHEBEDROHE
BLUOSBRAORECH SR T, WA
B4R % discordant twin, Y& HA RSl ifi 3 18
B, MBE—RIETTI & B WIGHLE & T - T
fehl, TRIZSRIFRSEBRPERZE LT
W EELDORISTED, *ORERRICIE
BLEBRRYETAZEEZR LTS, DNAR
WiE 7 « v AREBEENFLT, BEREERE L
TIRIMERADBRBATHhR T DA TH -
o

MBI & 5 HAERTZ BN BV TRESKR
EOEILE, REARERHMEORSTE, ST

pJERr N e )
& R K fE 41
FAKEL 32
fRIRZ T 30
IUGR 26
KIBHE 20
Cystic Hygroma 14
a2 10
FEARBEBA 9
RO 8
fRIERBE 2T 6
BRE~L =7 5
I& IR IE K 5
Fa R Rk 4
BHENER 3
FFE Mk PO B MERE 3
HEEE 3

/NEREE

FE AR
HALE PR 2%
JERER 2

HEE

Ji& R AR B
e~ =7

£ Ri R4 B
ELYCN

S s P I (B

o NN N RN N

. HA bR T

FKAR%

Kajg « B

A F <o VERAE

21K LBE & R 4B
DNAZ K

CMV g3

o= N W

w

—186—



K8 BHERICLDREESIES]

IUGR 73 BiEE~L =7 4
£ RLW 35 B~ =T 4
& IR K 28 BB i PO i 45 A 3
LA 19 EX:11); 2]k 3
A SEEE 16 M BERE 24 3
ESYi ST 2 15 IINDBSE 2
BERBEARER 13 T iREEAE 2
Potter FEEES 12 HIER 1
s 10 B — B E R 1
HILE A2 10 EZ 3 1
Cystic Hygroma 6 FIERAERE 1
Pl 6 1B R PEERR 7R [ BR AE 1
RaRREAK « Bk 5 MRV T T AT Y 1
FKAAED 5 = b 2
£9 BEHERICL S HERTERES
LT I M U B B RERE 3
IUGR 71 ZERT 3
ITP 28 W pp— R s 3
R IR KB 19 CM Vg 3
EKBE 8 4L 1
FAXED 8 DNAZ ¥
B G 8 BB G 8
Discordant twin 5 2RVR T A L R REYE 3
fRIRRIE K 4 MmAH A 2
R Py o 9o (i B 3 CMVREYeiE 1
Rh & &R 3 HRIES Y 1
FI10 HEERC L 3 B4 ERES
Getb (51T DNAZ ¥
iRk R E IR 29 o A b7 4 —(DMD) 9
= AR 14 Bz 8
LR R 9 21K R L BE 3R R IRIE 7
21K BE SR R IBAE 5 MmARA 7
AR ST OTCR $B5E 3
B RG 6 BREEH Ao T 4 — 2
SERERBRE OB 3 Osteogenesis imperfecta 2
Hunter JE{&EEE 1 T 2= NV IREE 1
I-cell 5% 1 MmAH B 1
Tay -Sachs & 1
FLEB A BB 1

IR, SRESIRRFZEDG261L91.2% % D TH D, THRIE LD Licn BEMRABHRE 75 -
BIERBIRZUKBREBERRBEDOHIHED T,

SHDATH »Tco L L, EALERITH - FARZER], BERZER], MEKWOLMEL LT
DNABMT T, REZEBRWT, WIFhiEL, 3, ESOBREHRTED 50, BEEEEBRT
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T HERREDER DMK REZFEZERK

FREH 1 FIRZER 2 B 5 R M E R

EOIE | RECIE | EAE | REGK | EHAK | REAK | K | REHR
Btk M | 3,187 111 262 36 272 92 55 5
Er iR g 39 6 79 7 195 51 14 4
DN AZMK 16 1 3 2 23 5 34 6
Iﬁié%ﬁ 3 0 2 2 18 2 19 3

(59 KZFFER AFRE 19935 1 A 1 H~19934F12H31H)

e, BHFEAEETH - Too

4. HARIZEICESHIEFEORZECOWT

FINIBAETEGE B « #4785 0 ZE LK
BAERLIEDDTH S,

R OREMARER, BERIS~168ICThh
BAI) ==V S CEKRER 1) HI133.5%
(111/3,137), RRRBEZHE O HE (KGR 2)
TI313.7% (36/262) TH - 1oo WHRBHEZAD
HBEIL, REGREOHEI4BEEC L
AL, PROREESVTHLADOREHRA TS
5T END b, IR20ELAEIC B
ZFHIMNATRE & 7250, SEIOHFHETIE3.8%
(92/272) & BEOROGRFE VBT I NIz, W
EHRRC X HREHEGITIZ.1% (5/55) DR
HEADLH, AiEGt kR RoHh oL -
BEER - BERAREYHFL LTI &N
5, A7) —=v 7 BHOREESIT L DER
DEFEPRREREINI-ORIBRDOBERTH - o

AR EC LA REORZENL, A7 —
=V JEMOEKRFRH OB E15.3% (6/39), M
REERRED S B EFTIE8.9% (1/79), B
HLEHC1329.2% (57/195), #MEERELTIL28.6
% (4/14)TH - Too BERHFRIC X 5 HEALFRITS
BECEE LU ENEFAOBRENRED: > I
B, ZREmKH RS, [TPEHERDE
M/MEB O, BREKECRT 3 &M - EER
HIMAED W e EBBRBADEME L Is > Thich

5T, WL e T TALIrDRE
ELTLAINREEHEOFELZT T 5
RECH-TDTH B, Tiehh, WETH
RIS « FENRERC R CHHAERK
bEBREROECLMENRL, ERENIC
HIRE T RIS D ER SN HEBFIN R TH - oo
Lich - T, BRERNC X 2RERRIEI S
{, RAKH b EREMBEOR & > HET 5HE
WEANEI N, FRERPHRERRC X 5%
HLEIAREHCERE VORI A LT
Wiz MERITE, BIEEHEEBORREZE X
& LTCW5BEMADL, REOZERIBERT
Bt

DNAZKI T, ERFIAOFKER 1 56.3
% (1/16), BRREREDELNI-FKEERNH66.7
% (2/3), WEHZERID H21.7%(5/23), MEH
Huh 517.6% (6/34) DEFERZBM S T T,
5. BREEREORR

L2 S MBEEINTBEFIBEORE 2 &
Ltc. FRER TIZEREDE KR IBAB D,
1 Bl B AR AT OMEE S Rk feH3 ]

®12 HERNZEETRORE

1. FAREH Uitz 2
(n=3,266)

2. BWER S E 10
(n=449)

FERNREET 1
3. MEEE R 1
(n=108)

(GIXFERm AR 19934F)
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BTH- 1o, 2HRRECEb T, TEN
RRYHE »« TEPRERTIIRED S hich - o
BRI T, RERREOBEFIIRDO LD
R &7 E YIBEMT 344987 104 (2. 2%) ' i {7
ST, ThHDEREALR, BREKIED
2% BCBESER D BT S W IERTH Y,
JEROFHENDIERET L REBI BT 5
TR TH Tl BE2Zbhb, g 0B
MBI <, ITPAEPHIRPBIER s & ClRIAN
BEOHFIE D 12D IR LERIRfThh 5
EBBVWESIbLT, HIRZADTL—H
T OREWEUMMELEL TS XS RE
Bl Do, BwERNEOTERNKET TN 1
BICRD ORI, FHlHE 2 BREZETOREE
TH Y, FFRELOER DO MG
BRDOLNTELT, HEERITHTS S,
MAEERIUC B\ T, IREEAHY10861 1 4(0.9
RICRDENIDHRTH - Too MEFIDE
BWEh29~1LEBO ARRERIIVCELEFEIK
XRETHH0L, MEEAMOFER X 5HiE
EBHoTek LTHIEFERFERENEEL DR
5. Fio, MERBUC X 5KBIBOMEEDKIEL
E, BR e FAERDOREIRD LRI -t
SRIOFEOEHE T, FEEORREZ, *
NEZNOBRERRERIC L% EEBbh 38R
BORFTEIRD b ol T, WERPTEN
R DHEZ R\ Th, BRERET S
NODHEELT TS, MERREOREKI
BLTiizEmRshictBbh s,

6. HERRZEOEHICOWT
BE2FHECHIY, HbRETIThh T3
RIEHAERTZEORKZHAE Ui, HAERNZE
DHEEEHTHD L, RTEEEYHRCITbh
TWBFEARFRC LR EERENRDL S,
2,606 & £46062.4% % HH T oo TOF
EIERT & ONEARE » 2 DI X 5 2TTHD %
KRELERS &, RERESCREDEEDZK
BRI Tbh o HARZENI1,20085 % D
Linh, BEMEREZXIEE LBHiZb T
15 TH - foo DuchenneBH o A b7 4 —
DFEE#3,000ANE—A LT 5L, 1FMIE
JXISOABEDCBROEAEREEINS L, 21
IKBALBERRIBIE 2 & D X 5 IR REZ DEE D
BWEATERT LS, HEFMBHONRIT W
FRELKADHTHEEDPHB L, T, &
FREBREERBOIORCELL>ELTVWSH
T, A7) —=v IR fThbh T 5 ¥EK
BEOXNREL S —HEBEHLR TS &2 5,
HBREERDPERFEER I LSRRI ED
FEFBIEHIG LT isd il s n, &
R B LTI REZE OB EHEKCEEY
CED#EL, REFN S DRI T 5L
BIEHERBC DX F & OBMEMBEL T L
BDH 5. @EERCE LT, #hEnsA
PO X LRBEGTOBRHEILD, BREON
BERETLDDTART Y —= v TEREH
FBeHILTWSBERDSLEEDNS,
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BEHTFX A b OCRGEEZMXTERYIMER @
BXO—8BTIH. BREOBRATEENEThIRANBYET
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