X} -| N O -| II_ S
NS5E R&8H &&

H 271 FY &6 Mstojrfe] ZL8 HLA ¢

HLA g gajol| A o] BlE(%) Unk mAj o) A o] ¥lE(%) B Y HE*

A3 R 75 13 20

B17 A4 38 8 7

B27 AR R > 90 8 > 100
go|EFTFLE 75 8 35

B47 AR FAHAZ 17 0. 51

Cw6 Ax > 50 9 >10

DR2 7|HF ~100 16 > 100
FEHPAFAZFEL 88 32 16
i A3k 57 21 5
AAFupEz >70 16 >12

DR3 HAFURRA 50 25 3
27+ A3 60 12 11
u]Ql 2@ o] E AT 50 12 7

DR4 ]l &2 o) E AT 38 13 4

DR3/DR4 HQled @2 T 33

DRS5 AotFute| ABHY 50 16 5
oHgvId 25 6 5

HLA, 91322 233

*H LAY E = ad/be, a = FUE BR3 TR £ b = FYUE B {3 P27 £, c = FUS BH5HA] 2 B £,d = R3] o2 iz

HLA : human leucocyte antigen, €12+
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&l & (Inherited Genetic Diseases)
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T HHEEFER
=
PN N DR R
a3 Y HAA A
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BA-714&5

9 g-Dieker

Alagille 53+

WAGR 3

BN EF

FH(Wilm FF, 5734
RyA718o1, B4 Q)

=
3]

7q11.23
17p11.2
15q11(FA1<])
15q1L1( .rr'_f—“—‘l
4pl16.3
8q24.1

l6p

16p13.3
17p13.3
20p11

11p13

13q14.1




/ol

< B/
o] 77}ed Ad &) =3 Tl w
it il 494 938 24 100093+
G6PD ZY(X @A o2 vf$ chokgt 0~6500 yokes e = e
MDMZEE W i ol 1 SAAABZ(HolS) el HEFHO2 AT AHEE) 3.0
oorxEE <1 I E I E R PNE ET B 2.00
| Eo| X AT Al 5.0 (B9 W9 S 2H1E 559 571
SR ell o] o 3.0 3 BebdAtolANbA(Xote] Alolalo] HAE A 912) 1.20
A 20 4 Aolchgey 100
1o (o) ==3
HIA 201993 0 5 churgelEa( e w 24) 0.50
Su B 03 ; )
B7lulE 2 B8 E(X-ATA) 01 6 AYAY(FFAAAY HAHQ g3 0.50
7 ARASEZ()) AR A 0] BT 2L 24 0.40
8 ZSNYEWUR(ERT 289 A2 942) 0.20
. 9 AANYTHRTH(TYAYTE Fuket SN 0.20
E 35.4 X_n_n_‘l'oég 10 cﬂ%g‘—-%*{,‘%(l7%" %'_}_) 020
A ‘ﬂ*j@%(ﬂlﬂ?l Dl A ) 11 of29 233174 &%) 0.10
éﬂ—)’-\-)\ i%‘(‘d‘*g% i }\I-) -] == 4 }3Z - W4 }. ]. _] >3
Amsaotois i 12 ZHJZCH% ZAZ (oA A4 Z4]) 0.10
Oro-facio-digital 252 13 449 0.10
14 SHMHHNZA ) 0.10
15 7)€t ~2.00
. . . A ~11.5/1000
+» Indication for chromosome analysis
* g7 ul
- O|AE = SAX Ol &
= = = o AMH AR S AIXIS
— [:l,l:é#@ /le_{g jl%‘ﬂl‘ I:é}%,‘.xlx.” ¥ 352 AEME SHEE
HlE/
- I sEE S AR A 24100089
i} 1 ERF(18Y F=) 0.50
- NEEX @22 EAXN 2 43NAA 0.50
_ _ 3 ALl 0.20
— SHAISH o4 () 4 UAERZ(ISY B2 0.0
5 Ae290%% 0.10
- =220|LI &4 |4 6 A4AY 0.10
7 AARATHHF(IH) FAsh 0.10
— Ab&E OILE &TAHOF AFEY B ~0.30
A ~2/1000
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o
W30 X 50l point mt. (bp, G1691A —> codon, Q506R)
S oHe pN"
==RLE=NV IS Factor Xl —™ Factor Xlla
- 13JH %EdoﬁH%__Jl_ O|_|X|-9_| giH%%&'-g Factor VIl
Factor XI —® FactorXla_ _, ™
Ca " ,TF
Ca* Factor Vlla
> EMESD IIW B SME C e W
actor actor I1Xa
; 2435E 5P10 89 ST OINE AR e s S —
Protein § - Cg‘pL\-“W
S e Factor X Factor Xa
Protein Ca '
& <
Factor V —® Factor Va
Ca P
, B Factor Xl
Protein C
Thrombin—*l
Factor Xllla

Prothrombin
A/
Fibrinogen —— ® Fibrin s |
Ca
i«

Crosslinked Fibrin

Thrombomodulin
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> E@MST QIXF 52 -2t0|Elo| S0 H Al g
- 1% 5-1 Mn,f«g_G_C@A_G_é;—A wild type
AGGC?AGGA R506Q
- )gl 5-2 gin (Q)
D Met 23 20| CHall 24 2B 51, HOHST olxt5ui-2lolel Sekolol Sl #7(7} GOl AR HiFIo| M I MBS FEH e glofmic

(restriction fragment length polymorphism)

: PCR —> Mnll X2l —>gel electrophoresis § UNCUT
M
(B4 REXt 163bp, OlFZE M 163 & 200bp, -
CcuT
F948
> @oH=S") oI X} he-2tol dl F949
- AGA RH0R2 R A
FYs1
-0l & X mt F592
5-108) HE 2XHZS LHE =3 S
F954
- N E§H=0| gtH = [Poy—} F956
- %OJEOI %EdoﬁH%_jl_ OJII‘ 5tH F958
StdotE CHERA COll 2ok HIZ2d st S Xl 23 F959
F960
dH,0
78 52 BUBLUMIS T XBED M IIZ H2l3h 3 A7IASE A2 HUST olx) 5-2jo|Hlo| Soikd

OIS 20§ ZC}, J2ollA F32 0| &R B2 244 oflo| 1 Cut2 24 0f o|Ct, FI5424 FI56 5 ofloffA] 0f&
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> UEESS QTR 2 AAL
— T2HAlA Sl A (Francis Collins, human genom project2| =4 ZH 2l X})
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v 18 5-6: SdlAHS W

K ﬁ ad
apoB apoB P
A

@ LDL
CE M v > g pL

I8 56, B AHSH SAKIEO| Al HHOR x| KiEE Y X2 E AE HIH0| E 5 s WetE 2ol ECL
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- SHAS}S0 20t RASHE A0l
— OFEL X 2 EHEH (apolipoprotein)
& A& 2ot 188F 0l&2 XEHM 2THE 4
PMIEZZ22H XEQ 2HI2 g, €3 NE 28 59 Jls =¥
— apoE2 F& At
PN RS CHElE & (B2, B3, E4) EX
: E3/E30 HIoH E3/E4 & —> ML XIE 8 10-20 mg/dL =12
E3/E2 & —> MU X EHE 10-20 mg/dL &
PE2/E2 E > JIEH DXES Y SN =2 2AE
CE4/E4 H > ZASUHAS QT L=oI0IHE N ALY S0| THE ST X &0l Blol 2.90 =3
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L1/o—20 ma/dL
L
Ees <

(59%)

E3/E2
(12%)

™~ E2/E2

LD
/ %

£ 10-20 mg/dL

E3/E4 E2/E4
(23%) (2%)

\ e
E4/E4
(23%)
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» The management of genetic disease
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