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QFE IR (FE N HR, TILYINA T —JRetc.)
QEFEER (FERRK, DAEE, S/tetc.)
DA
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T L -3EHERE 6/1,000 1.8/1,000 3.8/1,000 ¥
BE—EEFER 10/1,000 3.6/1,000 20/1,000
ZERFER 50/1,000 50/1,000 600/1,000

SEXFTR, DEAIEE, DA, FBEEER, ¥ERMA, AlzheimerfR/aE Z<DLLERIHY 5
NI-EETIE, BEOMBEENRCERICEETIREERER)N—RERAIVYS
WIEMHILNTWET. THEHEINLEERMHY SN-RIDRECTEGHE
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®HT, TOREICE, EROBEGHERICNAT, SHORREERNEHICHEE
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LD, ONALETEH, ChERBUSMNZL, HR-ME-ILRTO—/LIE-HEE%
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NHHEES>TLBETEHYFEA.

* XX Thompson and Thompson genetics in medicine 7th edition AT 4L H AT
RAALB—FaFIL 2009MoD5IHATY.
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GDNF ') 7HIlRHKAERERF: RETOUHUE RET
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EDN3 (20q13) T K+')>3: EDNRBDUH UK
ultra—short typelZFBELBEN B AV TILEEBIZHEDIELY.
67TE B ERa%t:5540(210q11.2, 3p21, 19q12DFLILEHE.
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IREEEA LT, EEQEW, BAEER, #EHEREBELYOAOREDRED
PR (AH O EE-THRETYT. SEEIE5000N21A. COKEEIE s =200TT A, MZ
WA T—EE(L100 $IZBYEFA. BIERKELTIE, AD, ARBEEINDILDDEHKE
(£50 %1225 %IZH759, £z, BRAXRD2EREBT SN ZRFEREEZLN
TWFEYT. BAEBREINTOWSEEEGFIILUTOEDTY.
RET (10g11.2) FAL X F—EHIZHFA #HEREHFE DR \Long segment type
HSCRIZIZEBMHEERRRAHY, TORRELFELED
GDNF 7)) 7HIMHRHBERERF RETOUAHUK
EDNRB (13qg22) GAV /NI H BRI TR ZRIAB
EDN3 (20q13) I>K+!J>3 EDNRBDYA UK
RIBEFH D FE L ultra—short typeIETREBEN T AV TILEBEIZE OGN ESNTEY,
Sib pairix (EfaxtiE) CRAEEGFERETLELZ. 67TREBEREICTLILEFELHHH
D&, 554H1210911.2, 3p21, 19q12HEYR () — D55 AT RTICRETE1TIVY
[CERAETIL AV DBEEZETIE L2 R A H 1.
— 10ANIXRETULS DL\ DONDDTLILERE
— 2ANIERETLSN D2 D% EBICHE
— O, 1DFEITO7LUILEEHZNFIEDEEOTZLILLHELTWVEWEER
BxEIWEREATLE. UEMSUTOIENEZET.
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SEXMDESE (CHD):
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[(REMRRAIDORHBEE (50 %2LHDH EDMEMRERE, KBIRMEE- -, =
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- REMERTODEEDZJIIHEBRES,
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A fEIRE AVSD
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A—F—EIRE CoA
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DEPRRE 0.17 43 25 | |22q11.2RKEEREE | TOF
BhARE R 0.083 3.2 38 || RIIFUEEEE | ML, AR
DEHRRXE 0.066 3.2 48 | | 94)T LXEIEEE | SVAS
i Eh A 3 %= 0.044 2.6 59 || ZEXMEZLIEEE | vsD, ASD
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ERXTMERBEICEHTIOTEIETERIRLIZEYTT A (AVSD EEFZRIE,
PS fMENAREEZE, HOCM B K EFAZEMIDARSE, CoA KENARMERIE, VSD DEPRRIE
fE, ASD IDEHIRXRIEE, PDA BIIRE R, TOF J70—MEE, MIEEFEAET
£, AR RBIRETR, SVAS KEIARF LERERE), EERICIXIFEAENREEDFEAE
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#YTY.
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SRFERBELTHONDAXTHORBRHBRE

37 MERDOE BROBRE%)
B (%) Rt &L hes
OE. O3 0.18 4.0 43 0.3
OER 0.047 1.8 3.0
MK RE (male prob./female prob.) 0.1 6.0/2.0
Se R R ER SRR 3 0.51 f11.5,m1.9 | f17.1,m5.6 0.3
JKBESE 0.45 12.0
BEE_SEH 6.9
HRERA#ETE 1.33 5.9 (10.0 )*
IBEEKIFI3EZE female prob. mo.5, f0.1 m3.8,f2.7 | m5.5,12.4
male prob. m9.2, 3.8 m18.9. f7.0

RETR 0.32 m11-14 3.0
Hirschsprung & 0.02 3.6
CHD 0.69-1.17 2.28

VSD/ AVSD 1.32/1.94 |3.7/16.6

ASD/PDA 1.05/1.88

AS/PS 4.87/0.74

TOF 0.69 0.69 8.33 2.0

ATMAFIZRERMEGERFREELTHONAERTHOZRMBREZRLLET.
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MHE DB EEDREREDF 50~70 75
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G52 20~ 30 31
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EtEE, BEUEE, FIREREIEDBRE.

www.nchpeg.org/cdrom/empiric.htmi. KO3 |,

IR Z VP8 T I AREER] © 2009 2 F AN -FAZLAADE~TL2T I
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MOFHBLEITIN, —EABROBERIFECHLOICHL, TNA2EER, 3
BiRREGDHEBIFIET I 2DASEFEGCHEDORFHETLHYET.
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Angelman syndrome D5
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Beckwith-Wiedemann syndrome® %58
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