2= R R EIPE fe B H H R

BBATE £

o Llakl (%F 255 FRBER ¥ 24 Ph2 T 4 2280%
R tir D)
(1)% 5 g4 45 © 1,200 = (1,500%80%)
)= WA ~ *800,
| |[#¥#7 7 2 (Achondroplasia) 2. FGFR3 (2) 2 A F1 %A » 47 © 8,064+ (10,080*80%)

AFIREA T

IR AR ERE S

Yo AHEREFE 27

PR F)EE s

& R B R (Acute intermittent

()= k71 B 25 5 - HES (exon) :
672~ (840*80%)

2 porphyria)z. HMBS £ #F]1 % % & 7
(2) > A F 2 A A~ 47 1 6,048~ (7,560*80%)
(1) e s4 4 (deletion)-# 3 1,200 ~
(1,500*80%)
()2 A F TR A 47
e 3 % B i ¥ (Alagille syndrome)z. £ #
3 |, j;r"" Bl 7 # (Alagille sy JZEF 000 % (30,000%809%)
23
TR AFEEEF IR S REEB R A
Bl A QA 7(l); 22pERB R &R
)
(1)4+ % gk~ 47 * 1,600~ (2,000 ~*80%)
4 § 3 < g (Apert syndrome) 2. FGFR2 A 7]
RS (2)° whAFIRE 2= H - ¢t (exon) :
672~ (840*80%)
R LORA AR AR L
5 (Aromatic L-amino acid decarboxylase 9,600 = (12,000%80%)
deficiency)2. AADC A F1% % 4~ 47
RAJ REE S R TH08 B (Autosomal  |(1) @ A FIR R 2 & H - ¢HEFS (exon)
6 |recessive polycystic kidney disease)2- #& 17

#

672 = (840*80%)




Q2 AF T A A7 ¢
24,000~ (30,000 *80%)

(3)& % i} 25 %5 : 3,200 ~ (4,000%80%)

Bartter’s syndrome 2_ L F] & %7

(1) wh F1RE 25 H - h+ (exon) :
672 = (840%80%)

(28 - A2 AFTA A7
Typel:SLC12A1 16,128 = (20,160*80%)
Type2:KCNJ1 2,016 ~(2,520*80%)
Type3:CLCNKB 9,408 ~(11,760*80%)
Type4a:BSND 2,688 = (3,360*80%)
Type4b:CLCNKA 9,408 = (11,760*80%)
Type5:MAGED2 6,048 ~(7,560*80%)

@) 2 AFZA A7 ¢
24,000 = (30,000*80%)

Beckwith Wiedemann = g iz % (Beckwith

H19 - IGF2 ~ CDKNI1C 2 KCNQ1z4 717 A

8 Wiedemann syndrome) 7k #] % % 4 17 it & 47t 2,400+ (3,000*80%)
(1) A FH R 2 & H - &3 (exon) :
g |£¥ % F¥i Lk (Biotinidase deficiency)2. 672 (840*80%)
BTD # %1% %4 17
(2) > A F 2/~ 47 1 2,560 (3,200*80%)
(D oA FI$ R 2 & H - ¢HE 3 (exon) :
Ja it dg 4% Z o (Carnitine deficiency 672 = (840*80%)
10 |syndrome, primary)z. SLC22A5 4 | % % »
7 (2) > A 71 %A A 45 © 6,400+ (8,000%80%)
Bttt g 5 A (Chronic primary Q) e A 7B 5 H - a3 (exon) :
11 |granulomatous disease)z. CYBB ~ CYBA -

NCF1 ~ NCF2 « NCF4 4 ¥ % % 4 7

672 = (840*80%)




(28 - 4312 AR A
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 AFTAE A 17 ¢
24,000+ (30,000 *80%)
R Mt g5 % s (Chronic primary )
12 |granulomatous disease)2. H202 production = 1,600 *(2,000*80%)
A
(1) A FIRE 25 H - A3 (exon) :
o . o 672 = (840*80%)
13 Aepg w g % — 4] (Citrullinemia type 1) 2
ASS1A F1 % %447 @Q2HAF2 AL
10,240~ (12,800*80%)
1) oA FIHR 25 H - L&+ (exon) :
672+ (840*80%
14 JOvRpEg w e % = A (Citrullinemia type 11) 2. ( )
SLC25A13 4 713 % & 5 Q2AFZA AL
11,520 = (14,400*80%)
(1) A FRR2 5 H - &7 (exon) :
2(840*809
15 & % g % 5 B ¥ (Cleidocraninal dysplasia) 672~ (840"80%)
2 RUNX2A F1% % 4 7
(2) 2 & F1 25 A 19 1 5,200 = (6,500%80%)
(1)c % %34 4% 1 2,000~ (2,500%80%)
16 Cockayne = ;g i ¥ (Cockayne syndrome)z.

ERCC8(CSA) & F1 % % ~ 17

(2) 2 A F 2 A A 45 1 7,600~ (9,500%80%)




Cockayne = jx iz # (Cockayne syndrome)z.

(1)= %% % 7] A 45 : 2,000~ (2,500%80%)

17 \ercee (CsB) A 51% % 4 47 Q2 EARA A
10,800 = (13,500*80%)
(D) A FI%E 25 - A5 (exon) :
672 = (840*80%)
Qrw%P 2 AF A
ASL : 11,424 = (14,280*80%)
ARG1 : 5,376 (6,720*80%)
1g | BJRR Uik 1 i e (Congenital urea) 5| c25A15 : 4,704 % (5,880 *80%)
cycle disorders)z. & F1# #7
(3)4 «% £ 2. CPS1(4 OTC/INAGS)Z > #
% %A A 15 1 24,000 ~ (30,000 *80%)
R ATEBRRE DFE R RSEER R oA
FlRAREF(L) ARELB R LE
T~ AFREFLEFQ)
19 |[FF % LA F9 E ki 3¥(Congenitallg 00o = (10,000+80%)
hyper IgE syndrome)z. STAT3 F1 % % 4 47
A M3 LA R E &z ¥ (Congenital .
20 |hyper IgE syndrome)z. DOCKS & #] % % 48,0007 (10,000*80%)
N
Q)e wAF|RB2 & H - A3 (exon) :
672 = (840*80%)
Cornelia de Lange = 7 iz (¥ - ~ A2 AF TR A 47 :
21 |(Cornelia de Lange syndrome)z NIPBL - NIPBL : 30,912 = (38,640*80%)

SMC1A ~ SMC3 ~ RAD21 L F| % % gL~ 17

SMCI1A : 10,752 = (13,440*80%)
SMC3 : 17,472 = (21,840*80%)
RAD21 : 8,736 = (10,920 *80%)




@) 2AFTA A7
24,000 (30,000 *80%)

22

Crouzon = jg i ¥ (Crouzon syndrome) z_
FGFR2 1% %~ 47

(1)< kAR 25 % -
672 = (840*80%)

¢t &g % (exon) :

(2) > A 712 A ~ 47 : 8,064+ (10,080*80%)

23

sk gk s 1 g (Cystic fibrosis)CFTR £ %] %
g4 AT

(2) > &L 1= A » 49: 12,000 - (15,000*80%)

24

DiGeorge's i iz ¥ (DiGeorge's syndrome) 2.
22011.2 deletion 4 47

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

25

' ag» X s 4 % gz (Duchenne muscular
dystrophy)z_ & 1% %7

(1)° vk Fla % E A5 AR A A 47
2,400 % (3,000%80%)

(2) MLPA £ 74 4 /£ 4§ 7
3,600(4,500%80%)

X% 1

@) 2 AF A AT

24,000~ (30,000*80%)
PR AFEEEFT DS RERB RS A
Flak % Blie 7 (1) AR R AR A e
7))~ AFMBEFELEFEO)

26

Fabry = g (Fabry Disease)z 7%+ ¥l t&
B

(1)IVS4+919 1> 8. if i8]
1,200 = (1,500*80%)

PEES G
672+ (840*80%)

“t &g + (exon) :

(3)GLA A F1 % A ~ 47 -
4,480 = (5,600*80%)




27

g VR Bk ¥ 1Y iT % 3 fn(Fatty acid oxidation
defect)p s 2 £ A2 24 L % - A2 A %tk
]

(1) ¢ A FIRE 2 F - 7haT+ (exon) :
672~ (840*80%)

(2) > A F1 2 A 12,768 = (15,960*80%)

(1) oA FIRE 25 H- ¢HEgS (exon) :
672~ (840*80%)

(¥ - ~ 3|2 AFER A7
GALK1 : 5,376 = (6,720*80%)

28 |X ##5 z (Galactosemia)z & F12 %7 GALM : 4,704~ (5,880*80%)
GALT:7,392 ~(9,240*80%)
GALE : 7,392 = (9,240*80%)
@) 2 AFTSE A 17 ¢
24,000 = (30,000 *80%)
D)o wqAFIHR 2 & H- B3 (exon) :
so | 2 % ik(Gauchers disease) GBA #7%| 6727 (840780%)
%17
(2) > & F %A A 45 7,680 % (9,600%80%)
Q)e wAF|RB2 & H - ¢t &3 (exon) :
30 ~ = e ke % - 3] (Glutaric aciduria type 1) 672+ (840*80%)
2k F| T
(2) 2 A F1 %A 4 17 : 8,064~ (10,080*80%)
(e oA FI% R 2 & H - i3 (exon) :
31 k548 e la 3] (Glycogen storage disease 672~ (840*80%)

type la)z. G6PC £ ] % % & 17

(2) > A 712 A/ ~ 47 © 3,600~ (4,500*80%)

32

@ $ T £ % (Hereditary spastic
paraplegia)z. & 1 %t

(1) A FIgH 25 5 - g (exon) :
672 ~ (840*80%)




Q2 AFITA A7 ¢
24,000 = (30,000 *80%)

NEES G EE.
672 = (840*80%)

¢k &g 3 (exon) :

33 | B #Rfg & g (Homocystinuria) 2. A %13 #1
B w v s (Homocystinuria) = & SIE KT ) 0BS » s 12 4 7 ¢
11,424 = (14,280*80%)
34 ® 7 & < # R (Huntington’s disease)2- £ | 1 : & 41,680 %/ 4 (2,100%80%)
FIP T
(1) oA FIHR 25 H - LB+ (exon) :
g5 |13 fia % i (Hypophosphatasia) 2. ALPL 672~ (840*80%
2 A FRRA AT
(2)ALPL £ 7% A : 7,040+ (8,800*80%)
(1)H - 4 4 (deletion) i ip] :
3,200~ (4,000*80%)
(2) IKBKG A& F % A& :
6,048 = (7,560*80%)
A E 8P inentia Pi i)z & F& C v e e s .
36 grr% A & (Incontinentia Pigmenti) 2 £ 7] KA RAE  EL PR i
Flak A R fT(l); AREL B RS
)
() A % Z¥rrx s © 3,200 7 (4,000%80%)
(1) ¢ A 7B 25 8- A+ (exon) :
672 = (840*80%)
37 | B ~pka Jg (Isovaleric acidemia) 2. 7k F1 %7
(2) IVD A 7] % A : 7,392+ (9,240*80%)
DA S - tE 3 :
28 B F i %+ (Kabuki syndrome)MLL2 g (D) TR FIRR L F #+ (exon)

%A 4

672 = (840*80%)




(2) 2 A F1ZA A~ 17
17,600 = (22,000*80%)

39

4 i@ @ X g (Kenndy disease) 2. Expand
tandem repeat(Z- 2k % % 5 1)z A& F1¥ 47

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

40

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

T12706C ~ T8993C ~ T8993G % A F| R % »
Ll

(1) A F%RE2 5 H - kg (exon) :
672~ (840*80%)

(2)31% =82 £ A 45 1,600 = (2,000%80%)

(3)5 18 =8k & A 45 © 2,400 = (3,000%80%)

Lowe = jE iz # (Lowe syndrome)z. OCRL £

()= R %3 Fra ¢ 2,000 (2,500*80%)

EEL 2R 2)2 £ %5 : 13,440 ~ (16,80080%)
Q) A F L2 5 H - ¢HEF (exon) :
672~ (840*80%)
(Q)E - &3]z L F A A1
BCKDHA:6,048 ~ (7,560*80%)
4p |PA#E /R (Maple syrup urine disease) 2 £ ¥1|  BCKDHB:6,720 ~ (8,400*80%)

DBT:7,392 = (9,240*80%)
DLD:9,408 = (11,760*80%)

(3) 2 A TR A7 :
24,000 = (30,000 *80%)

43

voglrn s AE 3 & %4 45 2 g (Medium-chain
acyl-coenzyme A dehydrogenase deficiency)
2B A

e wAFRE 25 H - A3 (exon) :
672 ~ (840*80%)

(2JACADM 2 & F] %A A 47
8,064 = (10,080*80%)




7 A = pe sz (Methylmalonic acidemia) 2

(1) A F L2 5 H - kg (exon) :
672~ (840*80%)

@)% — &A1 & A A
MMAA:4,704 = (5,880*80%)
MMAB:6,048 ~ (7,560*80%)

44 A F o MMACHC:2,688 ~(3,360*80%)
MMADHC:5,376 = (6,720*80%)
MUT:8,736 = (10,920*80%)
@) 2 AFTRE A4 !
24,000~ (30,000 *80%)
(1) 1% 1,600 = (2,000*80%)
45 Fe 4 8 4% im(Mitochondrial defect)z. § & i

CLABRE H 5 1t R

(2)53% 8,000 = (10,000%80%)

46

SR A g 2 A3243G ~ G3460A ~
AB8344G ~ T8993G ~ T8993C ~ T10158C ~
T10191C ~ C11777A ~ G11778A ~
T12706C ~ G13513A ~ G14459A ~
T14484C ~ T14487C & A F1R %~ 47

(1) A TR L5 ¥ - a7+ (exon) :
672 = (840*80%)

(2)31 =8k% & A 45 © 1,600 = (2,000%80%)

(3)51F =8k & A 45 © 2,400 = (3,000%80%)

47

e ARURE A o 2o SUR 2 F](mt DNA 4977 bp)
i % (deletion) 4 47

H - 44 1 672~ (840%80%)

48

5 g 1% v pe 4% £ g (Multiple carboxylase
deficiency) 2. HLCS L F]1 % % 4~ 7

(1) A F %R 25 H - kg (exon) :
672~ (840*80%)

(2) > A F 2 A A 45 1 7,680~ (9,600%80%)

49

AR AR R EE R - A
(Neurofibromatosis type I1)2. NF2 £ #] % %
AT

()= R %A Fz ¢ 2,000 (2,500*80%)

(QMLPA 4 2 /€ 4§ 3] & 45 :
3,200 = (4,000%80%)




)2 A F 2 A~ 47 1 7,200~ (9,000*80%)

50

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

(1) Fh 7% 27 8 - 7 ET (exon) -
672~ (840*80%)

disease type A/B)z. SMPD1# ] R % & 47

(2) 2 A F1 2B 4 47 © 3,840~ (4,800*80%)

51

(1) wh FIRE 25 H- H3 (exon) :
672 = (840*80%)

Niemann-Pick = ;& C Z](Niemann-Pick

(2) NPC2 4k ] 45
3,360 = (4,200*80%)

disease type C)z. # F| R % 4 17

(3)NPCL MLPA # 4 /£ 4§ 3| & 47 :
3,200 = (4,000%80%)

(4)NPC1z 2 A F %A A 47
12,000 = (15,000%80%)

52

(1) A F %R 25 H - kg (exon) :
672~ (840*80%)

b Veph g 7 fibs i # pF 44 £ g (Ornithine
transcarbamylase deficiency)z. OTC A F] x|
O i

(2Q)MLPA & % /€ 7 3] ~ 47 :
3,200 = (4,000%80%)

(3)0TC 2 A F % A 47
6,720 = (8,400*80%)

53

= ¥ 72 2z (Osteogenesis imperfecta)z_ & %]

(1) A TR L5 8 - a7+ (exon) :
672 ~ (840*80%)

TR

Q2 AFITA A7
24,000 = (30,000 *80%)

54

TS Q%L FER LR KE R

(1) wh 1%L 25 H- H+ (exon) :
672~ (840*80%)

(Persistent hyperinsulinemic Hypoglycemia of
Infancy (PHHI)z. GLUD1# 1% % & 17

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




Pfeiffer < jx i ¥ (Pfeiffer syndrome)z.

(1) “wh F P25 - *HEg (exon) :
672~ (840*80%)

55 .
FGFR2 F1% % 4
2ARRL A (2) 2 A FIRA A 47
10,080~ (12,600*80%)
(1) e )% B 2 & H - ¢ &3 (exon) :
672~ (840*80%)
(E - » A2 AFIZ A A 47 -
, _ PAH : 8,736 = (10,920*80%)
56 | [k Ak (Phenylketouria) 2. 2 ¥ #7
PTS : 4,032 (5,040*80%)
GCH1 : 4,032~ (5,040*80%)
QDPR : 4,704 = (5,880*80%)
PCBD1 : 1,344+ (1,680*80%)
(1) ek 1% 8 2 & ¥ - ¢H &5+ (exon) :
672 = (840*80%)
57 B B <z (Pompe disease)z. GAA £ 7% %
A
f (@2 AT XA A
12,000~ (15,000*80%)
¥ B g (Porphyria)
1A% : PBGIALA % & A 47 )
58 [2./ki% : Porphyrin HPLC 4 4] 4 4 2,000~ (2,500%80%)
& I¢ : Porphobilinogen deaminase(PBGD) &
e
59 TR SR TN PR F o (Progressive (L) R AL LI - 4 (@amplicon) :

intrahepatic cholestasis) 2. & #13 %7

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




(¥ - »3z2 AR TR
TYPE1:ATP8BL1 : 16,800 = (21,000%80%)
TYPE2:ABCBI11 : 17,472~
(21,840*80%)

TYPE3:ABCBA4 : 17,472 = (21,840*80%)
TYPE4:TJP2 : 15,456 = (19,320*80%)
TYPE5:NR1H4 : 6,048 = (7,560*80%)

()2 A F] = A : 24,000~ (30,000*80%)

(e R s d(RE> ) ¢
1,600 = (2,000%80%)

(@)= R B T(A D) !

4,000 = (5,000%80%)
60 |F # <z (Rett syndrome)MECP2 £ F]#s 5%
(3)MLPA % 47 : 2,400~ (3,000*80%)
(4 F1 % % 4 45 © 3,200~ (4,000%80%)
(L) whAFRE2 & H - A3 (exon) :
‘B4l AL A & fF 4k £ (Short-chain acyl-| 672 = (840*80%)
61 |CoA dehydrogenase deficiency)z. ACADS
TR (2) > 5 F1 25 A 4% © 6,400 = (8,00080%)
Dz whAFgL2 5 H - i3 (exon) :
6o |2 TP s i (Sitosterolemia) . ABCGS f ] 672~ (840*80%)
3 L
(2) > & Flz B » 47 © 8,320 (10,400*80%)
e FB2 FH- A3 :
63 E ¥ f% « Jx (Sitosterolemia) 2. ABCGB8 3k 7] (D= R FRR 25 B (exon)
%47

672 = (840*80%)




(2) > A F1 %A 4 45 8,320~ (10,400%80%)

¥ ApH g X 5 (Spinal muscular atrophy)

(1)% 4 : 1,600/ 4 (2,000%80%)

64
ER- S (2)SMN 2 7] % 75 % TS -
5,376 = (6,720*80%)
(1)e e A % 0 & 31,680~/ 4
*8(0)9,
g5 | BRI R R (2100780%)
(Spinocerebellar ataxias)z- & F175 %1 (2) % “wie s & F] © 10,080 2/ 4
(12,600*80%)
66 £ 3]/ 4L 5 (Thalassemia major) - 2 %1130 « @ 2,800/ 4 (3,500*80%)
30
Q) wqA FIHR 2 & H - B3 (exon) :
&7 |2 7 & (Trimethylaminuria) 2. FMOS 672~ (840*80%)
A F R %A
(2) 2 A F1 2B/ A 45 1 5,376+ (6,720%80%)
68 B g A i g (Tuberous sclerosis) 2. & F1# A F 2 A A 45 1 24,000 (30,000%80%)
&
(1)e 4wz FIE 2 & H - ¢HEF (exon) :
69 fiehdeps g i fiw 4 Z g (Tyrosine hydroxylase 672~ (840"80%)
deficiency) 2. £ F13 %7
(2) > A F 2 A~ 47 1 8,736+ (10,920*80%)
20 = B &7 X g i ¥ (Williams syndrome) 2 2,400 = (3,000%80%)
7011232 L F1¥ #7
(e A FIRE 25 H- LA (exon) :
71 |= f & <z (Wilson's disease) 2 8 F1 & 7

672+ (840*80%)




@)z A F XA A 17
14,112 7 (17,640*80%)

72

Wiskott- Aldrich = jg iz # (Wiskott- Aldrich
syndrome)z_ WASP & F1 % % & 17

8,000~ (10,000*80%)

73

Z YA ARl A SRR L (3

(1) A F$RE2 5 8- ¢ &3 (exon) :
672~ (840*80%)

Methylcrotonyl-CoA carboxylase deficiency)

2. MCCCLk %)% % 4 47 S Sk S22 U
12,096 7 (15,120*80%)
(1) oA FIHR 25 H - B+ (exon) :
Zo R i A G g (] 072 (B40780%)
74 |Methylcrotonyl-CoA carboxylase deficiency)
2. MCCC24 %1% % A~ 45 ()2 AF TR~ 47 ¢
10,752 = (13,440*80%)
(1) wh F1RA 25 H - Hag+ (exon) :
672~ (840*80%)
e & 3 7213 "2 Ff% & JE (Homozygous
75 familial hypercholesterolemia)z. LDLR ~ (2) LDLR ~ APOB + PCSK9 ~ LDLRAP-
APOB -~ PCSK9 - LDLRAP-1 ~ ABCGS5 -~
ABCG82 & F] 2 B A 17 1+ ABCG5 -~ ABCG82 £ Fl 2 A ~ 47 :
5,360~ (6,700*80%)
76 |= FA&R= T AN EAEL HMGCL 2 Fli6 048 < (7,560%80%)
RS AT
(1)c i FI$ R 2 5 8- ¢ B3 (exon) :
672 = (840*80%)
77 |5 pas Jz 2. PCCA ~PCCB A F1 R # 4 17
(2PCCA ¢ PCCB A F] 2 A » 17 :
12,000~ (1,5000*80%)
1g [P TRITARE S pees Lk % 11 2] CPT2i3 360 < (4,200%80%)

AFIRAT




79 B BRPRH A A S & peik Lk 2 ACADVLI2 000 % (1,5000%80%)
AFIRES AT
Q) oA FIHR 2 & H- B3 (exon) :
672 = (840*80%)
(QE - » 32 AR LA A7
g |5 Mk % 11 4]2 ETFA ETFB - ETFA:8,064 = (10,080*80%)
ETFDH A& F1% # 4 41 ETFB:4,032 = (5,040*80%)
ETFDH:8,736 = (10,920*80%)
()2 & FER A 47
12,000 = (1,5000%80%)
L =2
1s kot 5 a2 2 7 M@ FRW P HFEIRNRRT RN R B A1
WA o ; o BREERF AN R PIT POMALI RS B e ww
2+ iﬁﬁa%%ﬁﬁuﬁﬁﬂi ?%M*%$E7é@ﬁi+iﬁ@%$%ﬁ AR g TE AR E

FRE L FRLEY SO NaERIRRST
3 ‘*“"fiﬁﬁuﬂg :

(1)- 4= 240 S BB AT B £372.80% ;5 ¢ Mfe r #4841 725 BB AP £ 352 100% o 2 B EELHE 5
T # 2 Jg(Achondroplasia)z. FGFR3A F|1 % & 472 453 84 17 5 &) » — 4R 2 484 171512007~ ; ¢ Mz
»egtes 51500 o

@ FtH%rF e 2RAEEFFALEL THOP2 F AR KRB TGS E 0 FREBERG L
GEATES U Pl At 2 AT REE L W R Y 280% 0 ¢ Mo r P2 B BIE L TR RERT Y 2
100% -

4~ ;3:&#&1*#&:}7; rz iﬁvﬁa?’%%%ﬁ? e yEE ) & TR RREHSR LA R R LR TR
#B-V Rk p A LAY A
5+109#127 23p 2 AR 1130 F LA 2 Fi F iRk 6 %60 § ik

(1)& % - *+ &g+ (exon)2 - PCR ¥ &7 * » d 800~ H5%Foaciv¥ 5 * 5840~ o

(2)%-Pe 3 712 exon P % #4837 T b B iyf?"? * oo

(3))3%%1 31825 36 A FEEET RBIF F L RELBEIREFE - I g 8- AT

2 5 ZEREN B R @n#iﬂ@§n¢ﬁ7¢%i%m£#@ YRR A N L SO

(AR Bk g 5 Hop B & R11T 1458 ~ 37% NCF4 (Bexon) A Fl 445 » ¥ ix £F ¢ wlh PR L 2 A FH g
EWARSEE 3 S

(5) % 27 % % DiGeorge's Ji i 3 (DiGeorge's syndrome) 2. TBX1A F] R %4 47 p w4& > i& (7 TBX1#& % » % &
22011.2 deletion & 47 > #& ] f

(6) 2437 5.+ i1 <z (Kennedy disease) 2. A B2 %7 > 3 § B 5 AR A FIhEh R 4 Ry > & 'k

(7) B 563375 © 4 kpfroep %! MR ( Spinal muscular atrophy, SMA) z_ SMN 2 ] %% % 5 | °

(8) R 657 5% " (Porphyria)2. HMBS L F1 % %4 17 » &2 B 5L2E 47 - rzwlért

(9)R /55585 604 4 4 Rk e R % =82 %A FEi » COLIALY COLIA2A F1 2 A 12 A » A 5 A 5553
T2 rE2AFEE o



(10) 5 68 ~ 705 53 4F < g 1% ¥ (Rett syndrome)FOXG1 ~ CDKL5 £ F] % % 4 47 » Rett syndrome £ MeCP2 £ 7]
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