ZUBBRP L RHTD 2§

B 50

te & P

B AL
(5% 0 FRMER » 47 2 Phi2 2L ¢ 2280%

PEH )

#5722 Je(Achondroplasia)z. FGFR3
A FR A AT

(1)4# 3 BLA 45 1,200 = (1,500*80%)

(2) » A F1 =B A 47 : 8,064+ (10,080*80%)
PEAARERE D ARED)EFRA

o AFREFEEFQ)

& B B % e (Acute intermittent

porphyria)z. HMBS 2 %] % % 4 47

(1) wh AR L5 H -
672 ~ (840*80%)

h &g 3 (exon) :

(2) > A F1 2 A » 17 © 6,048~ (7,560*80%)

(1) w3 % (deletion)* 381,200 ~
(1,500%80%)

(2) 2 AFITA A~ 47
fe JiE % F (Alagille syndrome)z. 2L #
3 ; 7 RO 7 (Alagille sy V=251 541000~ (30,000%80%)
REATFRETE S REEB R i
Flak £ PlAET(l) ;s 22 REVB X EF
)
(1)47 % g4 47 1,600 (2,000 - *80%)
4 § i < g (Apert syndrome) 2. FGFR2 4 %)
R AT (2)c wAFIRE 25 H - *HE 3 (exon)
672 (840*80%)
¥4 Lok a5 A ik L
5 (Aromatic L-amino acid decarboxylase 9,600 = (12,000*80%)
deficiency)z. AADC & F1 % % ~ 17
RH ¢ REE S R TR B(Autosomal  |(1)® A FIRE 2 & H - oA (exon)
6 |recessive polycystic kidney disease)z # F1#

5

672 = (840*80%)




Q2 AFZA A1
24,000 - (30,000 *80%)

(3) A % i @ & 1 3,200 = (4,000%80%)

(e whAgEL5 -
672 = (840*80%)

h &g 3 (exon) :

(QE - ~ A2 AF 2R A7 -
Typel:SLC12A1 16,128 = (20,160%80%)
Type2:KCNJL 2,016 = (2,520*80%)

Type3:CLCNKB 9,408 = (11,760*80%)

7 |Bartter’s syndrome 2_ £ F]3 %7
Typeda:BSND 2,688 = (3,360*80%)
Typedh:CLCNKA 9,408 = (11,760*80%)
Type5:MAGED?2 6,048 = (7,560*80%)
Q@) 2 AFITA A 17 ¢
24,000 = (30,000*80%)
N N z + o i
3 Beckwith Wiedemann = jt ix ¥ (Beckwith H19 ~ IGF2 ~ CDKNIC * KCNQLZ #17 2
Wiedemann syndrome) £ ¥] % % 4 +7 iv & 47 © 2,400~ (3,000*80%)
(D)e i 7% 32 = H - *hEF (exon) :
o |%4# FFa- L (Biotinidase deficiency)2. 672~ (840*80%)
BTD £ 1% % & 47
(2) > &£ F1 7B A 45 ¢ 2,560 = (3,200%80%)
Q) A TR 2 5 H - B3 (exon) :
Rt [E k& 4% 2 g (Carnitine deficiency 672 = (840*80%)
10 [syndrome, primary)z. SLC22A5:L F1 % % &
7 (2) > &£ 71 %A A 47 ¢ 6,400+ (8,000%80%)
Fa g 1Motk g 5 % (Chronic primary (1) ¢ A FI B2 5 H- &+ (exon) :
11 |granulomatous disease)z. CYBB ~ CYBA -~

NCF1 ~ NCF2 ~ NCF4 £ 71 & % & {7

672 ~ (840*80%)




()8 - & 32 AFIZAA 45
CYBB : 4,032~ (5,040%80%)
CYBA : 8,736 = (10,920*80%)
NCF1 : 7,392 = (9,240*80%)
NCF2 : 10,080 = (12,600*80%)
NCF4 : 5,376 = (6,720*80%)

@) 2 A FELAE A~ 17
24,000 (30,000 *80%)

a—

REHERMER 7 M I (Chronic primary

12 |granulomatous disease)z. H202 production 1,600 ~(2,000*80%)
AR &1
(e A FIHR 25 5 - &3 (exon) :
< e mn o 672~ (840*80%)
13 A g % — A (Citrullinemia type 1) 2.
ASS1L F1R % & 45 Q2 AT A 47
10,240~ (12,800*80%)
(D)= whFgA 25 H - M (exon) :
672 (840*80%
14 A veps e g % = 3] (Citrullinemia type I1) 2. ( 2
SLC25A13 F1 R % & 17 Q2 A F 2R A4
11,520~ (14,400*80%)
(1) A 7R 2 & H - *HEF (exon) :
e *809
15 & % gz % 5 B ¥ (Cleidocraninal dysplasia) 672 (840780%)
2. RUNX2 & %1 % % & 47
(2) 2 £ F1Z_A A 4% 1 5,200~ (6,500*%80%)
(1) & =% %4445 : 2,000~ (2,500*80%)
16 Cockayne = jr i ¥ (Cockayne syndrome)z_

ERCC8(CSA) & FI R # 4 47

(2) > A F 2 A » 147 1 7,600 (9,500*80%)




Cockayne = jz i ¥ (Cockayne syndrome)z

()= 4% %3] A+ © 2,000 < (2,500%80%)

1" JERCCS (CSB) 1 W% % 4 f1 (2)2 AFVTAA 7
10,800 ~(13,500*80%)
L)z k%L 25 H - i3 (exon) :
672 = (840*80%)
@Q* R E 2 B IS
ASL : 11,424 = (14,280*80%)
ARG1 : 5,376 ~(6,720*80%)
1g |7 1R TR 1R sk (Congenital urea) g1 C25A15 : 4,704 % (5,880 *80%)
cycle disorders) 2. # %3 %1
(3)% -% B 2 CPS1(% OTC/NAGS)Z > &
Fl 2 A 4 47 1 24,000 7 (30,000 *80%)
R ATEEEF D RELB R oA
FlEREF(1) 5 ERIFELB R AL
7))~ AFMEFL:27(3)
19 | R R LAk E E iz (Congenitalg 000 £ (10,000%80%)
hyper IgE syndrome)z. STAT3 F] R % 4 47
L X BB LAY E i iz (Congenital )
20 |hyper IgE syndrome)z DOCK8# %] % 5 4 (8,000~ (10,000%80%)
17
(1)e wAFIRR 25 5 - A (exon)
672~ (840*80%)
Cornelia de Lange = i i 3 (D)8 - = 3] 2 A F TS AT
21 |(Cornelia de Lange syndrome)z_ NIPBL ~ NIPBL : 30,912 = (38,640*80%)

SMCI1A -~ SMC3 ~ RAD21 L F]1 % % Bk4 47

SMC1A : 10,752 = (13,440*80%)
SMC3 : 17,472 = (21,840*80%)
RAD21 : 8,736 = (10,920 *80%)




)2 A FT A 17 ¢
24,000 = (30,000 *80%)

22

Crouzon = jg i # (Crouzon syndrome) 2.
FGFR2 4 F]1 % % &~ 47

(1) ¢ A FI$ R 2 5 H - ¢33 (exon) :
672~ (840*80%)

(2) > A F1 2 A ~ 17 © 8,064~ (10,080*80%)

23

1 5% s 1 gz (Cystic fibrosis)CFTR & #] %
% T

(1) & =% %3 Fxriz: 2,000~ (2,500%80%)

(2) > & F1 %A A 45 12,000 ~ (15,000%80%)

24

DiGeorge's Jx ix ¥ (DiGeorge's syndrome) 2.
22q11.2 deletion 4 47

2,400 = (3,000%80%)

25

£ a?:] < svp % % jx (Duchenne muscular
dystrophy)z_ & %13 %7

(1= wwh Flat 2 /E 47 A R A~ 47
2,400 ~(3,000*80%)

(2) MLPA A 714 £ [£ 45 3] R %~ 17
3,600(4,500%80%)

@) 2 AF A AT -

24,000~ (30,000%80%)
CF e RORILR R i
Flik A Rl (1) 5 A RIFL B R AL
FQ~AFREFLEFQ)

RO AR EE T

26

Fabry = & (Fabry Disease) 2 #2% % 7]+ &
P

(1)IVS4+919 = B 1§ ;7]
1,200 = (1,500%80%)

(e wAFIHR 25 H - t&3F (exon) :
672~ (840*80%)

(3)GLA A F] & A A 17 -
4,480~ (5,600*80%)




27

Pa APk ¥ 14 1E * A fin(Fatty acid oxidation
defect)p sk 2 &A% 44 2L % — A2 A Tl
4

(1) e wAFRE2 5 E - g5 (exon)
672+ (840*80%)

(2) > 3 7] %_A 12,768 = (15,960*80%)

28

L 5Lk v e (Galactosemia) 2. £ #1357

(e w51 R 2 5 H - A3 (exon) :
672 = (840*80%)

(QHE - » 3|2 AFTR A 17
GALK1 : 5,376 (6,720*80%)
GALM : 4,704 = (5,880*80%)
GALT:7,392 = (9,240*80%)
GALE : 7,392 =~ (9,240*80%)

B2 AFITA A 17 -
24,000 = (30,000 *80%)

29

2 % e (Gaucher's disease)z. GBA & #1%
17

&
>

(D)c A F%E 2 5 6 - % B+ (exon) :
672~ (840*80%)

(2) > A F1 2 A » 17 * 7,680~ (9,600*80%)

30

N = B Fog % - 3l (Glutaric aciduria type 1)
2 AT

(e A F$ R 25 H - ¢h&3F (exon) :
672~ (840*80%)

(2) > 2 F1 2 A ~ 17 * 8,064 ~ (10,080*80%)

31

g A or la A (Glycogen storage disease
type la)z. G6PC & F] % % A 17

(e A F$R 25 H - t&3F (exon) :
672+ (840*80%)

(2) > A F1 2 A » 17 : 3,600~ (4,500*80%)

32

i§ @42 og $ 127 2k (Hereditary spastic
paraplegia) 2. £ F| 2 45

(e whF gL 25 8- Hag= (exon) !
672~ (840*80%)




(2 2 A FEA &7
24,000 (30,000 *80%)

(1) ISR 2 5 8- ot i
672 = (840*80%)

=+ (exon) :

33 | % #kvepé e i (Homocystinuria) 2. £ %12 %7
B v e (Homooystinuria) = 2 #1251 o)cBs » s m s & 47 ¢
11,424+ (14,280*80%)
34 ® 7 3 % & g (Huntington’s disease) 2. &+ 4 & 41,680/ 4 (2,100%80%)
A
(1) A TR 2 5 H - A3 (exon) :
g5 |1k fia 7% i (Hypophosphatasia) 2. ALPL 672~ (840*80%
2R FIR AT
(2)ALPL & %] % A : 7,040 = (8,300*80%)
(1)E - 3% 4 (deletion) 1 jp] :
3,200 = (4,000*80%)
(2) IKBKG # F] 2 A :
6,048 = (7,560*80%)
A P tinentia Pi ti)z. 2L F1& - TR E ,
36 %fr% 24 Jz (Incontinentia Pigmenti) 2 £ #]3 A AR R PR A e R
Flak 2 Rl 17 (1) 5 2L p2RIEB R AR
)
(3)A = & ¥rrr s ¢ 3,200 (4,000%80%)
(1) = wAFIRRE 25 H - 3 (exon) :
672~ (840*80%)
37 |E A g (Isovaleric acidemia)z. # #1347

(2) IVD 4 F1 % A : 7,392 (9,240%80%)

38

B % L g 1% ¥ (Kabuki syndrome)MLL2 & 7]
RE A AT

(e wAFRR2 = H- ¢
672 = (840*80%)

7 <+ (exon) :




Q2 AR 2R 47
17,600 = (22,000*80%)

39

4 i@ @ < g (Kenndy disease) 2. Expand
tandem repeat(Z- 8- & % A F1)2. & F)P

1,680 =/ 4 (2,100%80%)

40

Leigh disease 2. T14487C ~ G14459A -~
T10158C ~ T10191C ~ C11777A ~

T12706C ~ T8993C ~ T8993G % £ F| % % 4
7

(De A F$ R 25 H - t&3F (exon) :
672~ (840*80%)

(2)31 =2k & A 4% © 1,600 = (2,000%80%)

(3)5 1 B4 & A 4% © 2,400 = (3,000%80%)

41

Lowe = jJg i ¥ (Lowe syndrome)z. OCRL £
FIR %A AT

(1) vz %Azt 2,000 (2,500*80%)

(2) > A 7= A 13,440+ (16,800*%80%)

42

W% 7k (Maple syrup urine disease) 2. & 7]
2T

Qe oA R HE25H - &3 (exon) :
672~ (840*80%)

(QE - & A2 AF]TH A7
BCKDHA:6,048 = (7,560*80%)
BCKDHB:6,720 = (8,400%80%)
DBT:7,392 = (9,240*80%)
DLD:9,408 = (11,760*80%)

(3) 2 A F1 %R A 47
24,000 = (30,000 *80%)

43

vohargnpL 3 3 p% % 42 Z Jg (Medium-chain
acyl-coenzyme A dehydrogenase deficiency)
2 kW

(1) whAFIRE 25 H - g3 (exon) :
672 (840*80%)

(2)ACADM x 3 F| 2_F A 47 :
8,064 = (10,080*80%)




44

nz’%ﬁ
P

fi& = JE (Methylmalonic acidemia) 2.

(e whFIR R 25 H -
672 = (840*80%)

=+ (exon) :

Q)8 - » 22 AFITA A7
MMAA:4,704 = (5,880*80%)
MMAB:6,048 = (7,560*80%)
MMACHC:2,688 = (3,360*80%)
MMADHC:5,376 = (6,720%80%)

MUT:8,736 = (10,920*80%)

B2 AFZA LI
24,000 = (30,000 *80%)

45

F 4R 4% Fim(Mitochondrial defect) 2. & + @
LABPE F R R

(1) 158 1,600 = (2,000*80%)

(2)57% 8,000 = (10,000*80%)

46

F SR A s 2. A3243G ~ G3460A »
A8344G ~ T8993G ~ T8993C ~ T10158C -
T10191C ~ C11777A ~ G11778A ~
T12706C ~ G13513A ~ G14459A ~
T14484C ~ T14487C Z A F1 R %~ 47

1) A TR 2 5 H - A3 (exon) :
672 - (840*80%)
(231 =g & £ 47 1,600 (2,000*80%)

(3)5 1% =8k £ A 45 & 2,400 = (3,000%80%)

47

e SRR B 2 S A F1(mt DNA 4977 bp)
i % (deletion) ~ 47

H - 4% 1 672~ (840*80%)

48

53 4% 1 pr 4% 2 g (Multiple carboxylase
deficiency)z. HLCS L F1 % % & 47

(e whAgEL5H-
672 ~ (840*80%)

k2 3 (exon) :

(2) > A F 2 A » 17 7,680~ (9,600*80%)

49

A TR 1E F w5y
(Neurofibromatosis type I1)2- NF2 3k %] % %
e

_;ql
=+

(1) 4% %3 /20 ¢ 2,000 = (2,500%80%)

(QMLPA 44 4 [ € 45 4 & 47
3,200 - (4,000%80%)




(3) 2 £ Fl 2 A A 5 1 7,200 % (9,000*80%)

50

Niemann-Pick = ;& A/B 3] (Niemann-Pick

(e A FIHR 25 5 - ¢hE3F (exon) :
672~ (840*80%)

disease type A/B)2. SMPD1 F] % % 4 47

(2) > A 712 A~ 17 © 3,840~ (4,800*%80%)

(e A F$RE 25 H - t&3F (exon) :
672~ (840*80%)

(2) NPC2 A ] A 45

_ o ) _ 3,360+ (4,200*80%)
51 Niemann-Pick = jz C 3] (Niemann-Pick
disease type C)2 2L F] % % & 47 (3)NPCL MLPA # % /€ 45 3] A 45
3,200~ (4,000*80%)
(4NPCLz 2 A FI 2 A A 45
12,000+ (15,000*80%)
(Do Ak Fgh 25 H - b &g+ (exon)
672 (840*80%)
EYefL 5 7 A i # pF 4k 2 g (Ornithine|(2)MLPA 4% % /€ 45 3] 4 47 ¢
. N Y o
52 |transcarbamylase deficiency)z. OTC z F] %] 3,200 % (4,000%80%)
A 1
(3)OTC 2 A F] T/ 4 47 °
6,720+ (8,400*80%)
(D)2 ik Fg R 2 = H - b &g+ (exon)
= *800
53 = ¥ % 2 jz (Osteogenesis imperfecta) 2. £ #] 672~ (840%80%)
A @2 ARTA 7
24,000+ (30,000 *80%)
Q) wAFHE 2 = H - * &3 (exon) :
HFHMB AL 2 ER A K g 6727(840%80%)
54 |(Persistent hyperinsulinemic Hypoglycemia of

Infancy (PHHI)2. GLUD1A 1% % ~ 47

(2)GLUDL 2 # F1 %A A 47 :
8,320 = (10,400*80%)

10




55

Pfeiffer < ;g i ¥ (Pfeiffer syndrome)z_

(e A F$ R 25 H - t&3F (exon) :
672~ (840*80%)

FGFR2#L 71 % % 4 7
ARRRA (224 ARA A
10,080 = (12,600*80%)
(D)e A FI$ R 2 & F - ¢33 (exon) :
672~ (840*80%)
(Q)H - » A2 AFLR 247
, _ PAH : 8,736 (10,920*80%)
56 |* [k Fie (Phenylketouria) 2 A 135 %7
PTS : 4,032 (5,040*80%)
GCHL1 : 4,032~ (5,040*80%)
QDPR : 4,704~ (5,880*80%)
PCBD1 : 1,344 = (1,680*80%)
(Do wih Fgh 2= H - b &g+ (exon)
672~ (840*80%)
57 Ke B % e (Pompe disease)z. GAA A4 F|1% %
A7
* (22 & 7R A 4
12,000 = (15,000*80%)
¥ F 7z (Porphyria)
1.0ki% : PBG/ALA % & A 45 )
58 [2.fki% : Porphyrin HPLC » 3] » 47 2,000 +(2,500*80%)
» Ik © Porphobilinogen deaminase(PBGD)/#
e i)
DA ] - ¥ 3 i :
g & 71 FOE AN PR 7 g (Progressive () R AR R < & - #24 + (amplicon)

intrahepatic cholestasis) 2. & ]2 %7

2,080 = (2,600*80%)

11




AFEA
TYPEL:ATP8BL : 16,800 ~ (21,000*80%)

(208 - &7

TYPE2:ABCBL1 : 17,472 =
(21,840*80%)

TYPE3:ABCB4 : 17,472 = (21,840%80%)
TYPE4:TIP2 : 15,456 = (19,320*80%)
TYPE5:NR1H4 : 6,048 = (7,560*80%)

(3) 2 & F1 %A : 24,000 = (30,000%80%)

60

7 4 <z (Rett syndrome)MECP2 & 4 %

(L)° w5 RBA17(FoE )
1,600 = (2,000%809%)

(2% vk @ WA T (A 95 52) ¢
4,000 = (5,000%80%)

(3)MLPA 4 +5 : 2,400 = (3,000%80%)

(4) A4 1% % A 45 3,200~ (4,000%80%)

61

‘m4fin s e 2 & ' 4% Z gz (Short-chain acyl-
CoA dehydrogenase deficiency)z. ACADS
FIR %A A

(e wATER2L 5 H -
672 ~ (840*80%)

*t &g = (exon) :

(2) > & F1 % A A 45 © 6,400 = (8,000%80%)

62

£ ¥ f% o JE (Sitosterolemia) 2. ABCG5 £ 7]
%A

(e wAMER2 5 H -
672 ~ (840*80%)

*t Bg =+ (exon) :

(2) > A F 2 A » 17 : 8,320~(10,400*80%)

63

E ¥ f% o Jg (Sitosterolemia) 2. ABCG8 A 7]
R AT

OPESCErEET
672 = (840*80%)

*t Bg 3 (exon) :

12




(2) > A F12 A 4~ 17 + 8,320~ (10,400*80%)

(1)= + :1,600-/* (2,000*80%)
64 ¥ R z.é{ﬁ:}f;(Spinal muscular atrophy)
2. Fh FD (2)SMN A& % 78 % T 5 -
5,376~ (6,720*80%)
(D)= Fr3cpm 4 % 0+ 31,680~/ 4
*90)0,
AR L LY e
(Spinocerebellar ataxias) 2. & F] 7 (2) % w5 4k 7] ¢ 10,080 7/ 4
(12,600*80%)
66 £ )74 12 i (Thalassemia major) 2 £ 1/ 1 2 800~/ 4 (3,500%80%)
EA O
(e A F|RE 2= H - ¢h&g3 (exon) :
67 e zywj\ s (Trimethylaminuria) 2. FMO3 672 (840*80%)
AFREAS T
(2) 2 A F1 A A 45 : 5,376~ (6,720%80%)
68 S & A v g (Tuberous sclerosis) 2 £ 1 A FEA A 47 1 24,000 = (30,000%80%)

a5

69

fit vk ¥ 1Y fig 4 2 (Tyrosine hydroxylase
deficiency)z & F1 %7

() wRARE L5 E- 7
672 ~ (840*80%)

kg =+ (exon) :

(2) > A F 2 A » 17 1 8,736 ~(10,920*80%)

70

= B ¥ X g i ¥ (Williams syndrome) 2.
7011.232. & ¥ 47

2,400~ (3,000*80%)

71

# * e (Wilson's disease) 2. & F]# %1

() wAFIRE L5 E- A4
672 ~ (840*80%)

(exon) :

13




(2) 2 A BB A 47

14,112 ~(17,640*80%)
79 Wiskott- Aldrich = jg i ¥ (Wiskott- Aldrich 8,000 = (10,000*80%)
syndrome)z. WASP 2 F] R % & 17
(1) A F1% R 25 H - 7 (exon) :
P AT BRREAT A SRR L g3 6727(840%80%)
73 |Methylcrotonyl-CoA carboxylase deficiency) e .
2 MCCC1 %1% %4 45 O
12,096 ~(15,120*80%)
(L)e i 7% R 2 = H - &5 (exon) :
2 (840*809
S v AT e A %A Lp(e| O72T(840780%)
74 |Methylcrotonyl-CoA carboxylase deficiency)
2. MCCC24 %1% %A 4% ()2 AF TR A~ 47
10,752~ (13,440*80%)
Q) A FRRE2 & H - “HES (exon) :
672 = (840*80%)
I & 5 7OEMF P F ARk (Homozygous
75 familial hypercholesterolemia)2. LDLR - (2) LDLR ~ APOB « PCSK9 ~ LDLRAP-
APOB ~ PCSK9 ~ LDLRAP-1 ~ ABCGS5 -~
ABCG8z A F] % A 4 17 1~ ABCG5 ~ ABCG82 £ F] 7 B 4 37 :
5,360~ (6,700*80%)
26 |5 HFARZ T AN R HMGCL £ %1\6 048 = (7,560%80%)
R% AT
(D)= whFgL 25 H - M (exon) :
672~ (840*80%)
77 | fax Jg 2 PCCA ~ PCCB Z FI R % 4~ 17
(2)PCCA & PCCB # F1 % A A 47 :
12,000 ~(1,5000*80%)
-8 F i R AP Ak Ak A BEas L % 11 2] 2 CPT2(3 360 = (4,200%80%)

REIR A

14




79 [ dRpREF A 4 pea L2 ACADVLI12 000 % (1,5000%80%)
A FVR AT
(L)e wAxA TR 2% H - A+ (exon) :
672 = (840*80%)
()8 - # 3 2 AF TR & 47
A - pes % 1132 ETFA -~ ETFB - ETFA:8,064 ~ (10,080*80%)
%0 leTrDH AFIR# A AT ETFB:4,032 = (5,040*80%)
ETFDH:8,736 = (10,920*80%)
@) 2 AFTA A7
12,000 = (1,5000*80%)
AL
1 &4fese gﬁ-ﬁi [l DA R4 FLf‘}];‘gy %g%%}g% ¥ _L_nga; NS AL AOM S e d h
LRSS SR R T A ﬁ%ﬁ“ﬁﬁﬁﬂ%ﬁ%ﬁ’ eSS FH

2 AAT L2 oSBT E T g%w*@%g7@®wi+if@ﬁ$%ﬁ pHug TFLRREEE
FRE ) FRELEL " NAERBREST ©
3 MBS EFEWP
(1)- 82 2 488 PR L B F AR £372.80% 5 ¢ Mjar #4885+ LS BB AT R £52.100% - 12 B 1 #
T i.f,i(Achondroplasw) FGFR3A F R B a2 FF 8o 475 6] > — L2488 151200~ ; ¢ Myt
» Fates F L 1500 o
@QF FeRTFF T RRAEEFFAULEL THORE FAABRHRBE ) W ST FREFBHEFR S
OAEEL R Bl - S 2 A RIS AR Y 280% 0 P Mo~ P2 AR R ERERT Y 2
100% -
A~ FRWHERA TFRLARFRBED AR A TR FRBGFLATS G RS 20 BF
B RERFATE > A EEAY AT
5+109#127 23p fFd AR TI3%F LA s = E F R § ¥ 60 § Rk
(1) & - * &5+ (exon)% B - PCR ¥ £ % * » d 800~ H5%Frc (T £ % * 5840~ o
(2) %P A F12 exon#cp 2 BB I B FAT LT F o
(3)A5.1-3-18-~25 36/ AFFEiEF » RP|F ¥ 5 pEMBIPEEE - S g 8- AT
Ao ATORBBRRMALEAYARFBAFAN > BEAFREV L LEEIRFL 2AFLA L4 -
(4 R it e T ihom B & R1LE 1457 ~ 373 NCF4 (8exon) & Fl4 47 » ik 8% ¢ fwik FIR R 2 A FA gk
AR S W
(5) 7 27 & 5 DiGeorge's Jz i ¥ (DiGeorge's syndrome) 2. TBX1& FIR % 4 47 p o & £ {7 TBX1#k % » % #
22q11.2 deletion 4 47 > ## f
(6) 437 5L+ i@ 1 < (Kennedy disease) 2 A& FIZ %7 > 7 ¢ F15 AR A FIhBER @ 05 > wef] i
(7) B 563373 T 4 4l o~p %: HEE ( Spinal muscular atrophy, SMA) 2. SMN £ F] %8 % 5 | °
(8) 7 65 7 5L F iz (Porphyria)2. HMBS A FIR % 4~ 47 » &2 B 5L2€ 45 » rw],ér‘,
(9 R B 5581 60=F 7 >Jp 2 ok ¥ B2 T/l COLIALE COLIA2A R 2 A F 2 /> BEH L K553
A rm2Z AFER o
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(10) /2 68 ~ 70 A HL3h 4% < J ix ¥ (Rett syndrome)FOXG1 ~ CDKL5 £ 7] % % 4 17 » Rett syndrome 22 MeCP2 £ 7]
%3 3 3 7)4p B 42 > 95% Rett syndrome & % £ MeCP2# #]% 8 (- MeCP2 duplication) » F]* fi= & % & A&
# % #]*z CDKL52 FOXGLA Flig &% P ©

16



