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FAARBEP AL HKTE 2 P

G ot &3 AT/ R)

L R

BB AR 2
(7 A TR BE R » A2 PRE T A 24 80%:3+ 8

L R
(Achondroplasia) 2
AFIR A A

> JE
FGFR3

(1)% % 8.4 17 © 1,200 % (1,500%80%)

(2) » & T %A A 1 ¢ 8,0647(10,080%80%)
*FARREF R F()EE A AFREF
£iE(2)

¥ ¥ J& (Porphyria)2. HMBS
S

(e A F$ R 2 5 H - ¢ 3 (exon) : 672~
(840*80%)

Q)2 A F A/ A~ 47 1 6,048 (7,560%80%)

PR F RO 1F ¥ (Alagille
syndrome)z_ 2 F]¥ 1

(1) svix % (deletion)# 74 1,200 = (1,500%80%)

(2)2 A FZA A 47 1 24,000~ (30,000%80%)
FRRIEREE L s RELB R AT AR

() AR B RS Q)

Z=

a4 X e (Apert syndrome)
FGFR2 L F1 % % » {7

I
S
7

=~

(D)4 gL~ 47 1 1,600 (2,000~ *80%)

e A FIH B 2 & H - ¢ &+ (exon) : 6727
(840*80%)

5 EL-"R SR L pE
4% Z_ J& (Aromatic L-amino
acid decarboxylase
deficiency)z. AADC A #| %
£

9,600~ (12,000%80%)

WA WRILS RLTHA
J  (Autosomal  recessive
polycystic kidney disease) 2.
B T %7

(e A FE 2z &5 H - 5 (exon) : 672~
(840*80%)

Q)2 A F T A A 45 24,0007 (30,000 *80%)

(3)A 7 4 B8 : 3,200~ (4,000%80%)

Bartter = jg i ¥ (Bartter’s
syndrome)z_ 2 F]¥ 1

(e A F%E 2 & H - ¢ 3 (exon) : 672~
(840*80%)

QE - »3l2 AT/ A7
Typel:SLCI2A1 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%)
Typedb:CLCNKA 9,408 = (11,760%80%)
Type5:MAGED2 6,048 = (7,560%80%)

B)2 A FERE A~ 45 1 24,000~ (30,000%80%)

Beckwith Wiedemann = Jg iz
¥ (Beckwith Wiedemann
syndrome) & F] % % 4 17

H19 ~ IGF2 ~ CDKNIC 2 KCNQIZA F]7 # i 4 47 :
2,400 ~(3,000%80%)

4 ¥ % prdir £ Jg (Biotinidase
deficiency)z. BTD # #] R %
A+

(e A FH$ R 2 5 H - ¢ 5 (exon) : 672~
(840*80%)

)2 A F 2 A A7 1 2,5607(3,200%80%)

10

R M p k& 44 2 g (Carnitine
deficiency syndrome,

(e A FIE 2 & H - ¢ 55 (exon) : 672~
(840*80%)

EESHR
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primary)2. SLC22A53# F1%
2247

Q)2 A FZA A 47 16,4007 (8,000%80%)

11

BBt R T R
(Chronic primary
granulomatous disease) 2
CYBB - CYBA - NCF1 -
NCF2 ~ NCF4# 1% %4 47

(e s 7% B 2 & § — * & + (exon) : 672 ~
(840*80%)

Q) - » A2 AFETR A7
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%)

G2 A FZA A 45 1 24,0007 (30,000 *80%)

12

VN SN SN A W
(Chronic primary
granulomatous disease) 2
H202 production # it & 45

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

13

45

AR o R ¥ - 3
(Citrullinemia type I)2. ASS1
& FIR %A AT

(e oA FI% B 2 & 5 - ¢ &+ (exon) : 672~

(840*80%)

(2)2 & FI A A 45 10,240 = (12,800%80%)

14

AR R R E % Z A
(Citrullinemia type II) 2
SLC25A13 4L 7] & % 4 #7

(e oA FI% B2 &5 - ¢ &+ (exon) : 672~

(840*80%)

Q)2 AR 2R L2451 11,5207 (14,400%80%)

15

g F gt B3 v B i
(Cleidocraninal dysplasia) 2
RUNX2 4 F1% % » 17

(e wA FIH B2 &5 - &3 (exon) : 672~

(840*80%)

Q)2 A FTA A4 1 52007 (6,500%80%)

16

Cockayne * j iz ¥ (37 ¥~%]
< g & # )(Cockayne
syndrome) 2. ERCC8(CSA)
#hFIR A AT

(e F=% %4445 12,0007 (2,500%80%)

Q)2 AT 2 A A+F 17,6007 (9,500%80%)

17

Cockayne = Jg iz ¥ ({7 ¥~%]
X g % #¥ )(Cockayne
syndrome)z. ERCC6 (CSB)
ARREA

(e =R %3]~ 47 2,000~(2,500%80%)

(2)2 & Fl %A A 45 1 10,800 % (13,500%80%)

18

R e L
(Congenital urea cycle
disorders)2_ & ] %7

(e sk F|% 8 2 & 8 — ¢ & + (exon) : 672 ~
(840*80%)

Q)4 w® L2 kTR
ASL : 11,424 % (14,280%80%)
ARG : 5,376 (6,720%80%)
SLC25A15 © 4,704 % (5,880 *80%)

(3)* % B 2. CPS1(z OTC/NAGS)Z > A Fl TR &
#7 1 24,000+ (30,000 *80%)

FRAREREF D F S REEB R A TR AR
F(); 2LpEHBEMLEFQ S AFREF L
#7(3)

19

£ 2 'ﬁ% d B IR v E S 3
# (Congenital hyper IgE

syndrome) 2. STAT3 & %] %

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

EESHR
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%A
AAMF LAY Exi
# (Congenital hyper IgE _
200 |iyndrome)2. DOCKS 4 7] % 000 ™ (10.000780%)
il
(e A FI¥ R 2 % H - &3 (exon) : 6727
(840*80%)
Cornelia de Lange = iz |(2)H - & 3]z A F T A 4 47 ¢
o1 (Cornelia de Lange syndrome)| NIPBL : 30,912 7 (38,640%80%)
Z_ NIPBL ~SMCI1A ~SMC3 ¥ SMCIA : 10,752 7(13,440*80%)
RAD21 A F1 R R B4 37 SMC3 : 17,472 ~(21,840*80%)
RAD21 : 8,7367(10,920 *80%)
() & FI2B A 15 ¢ 24,000 = (30,000 *80%)
Crouzon * g i # (Crouzon|(1)® 4wk F|% £ 2 & ¥ — ¢ & 3 (exon) : 672 =~
22  |syndrome) Z. FGFR2A F]%&| (840*80%)
B4 AT Q) A T2 A A +7 ¢ 8,064(10,080*80%)
’ £k s & v & (Cystic)(1)® fo% 8 A1 2,000 % (2,500%80%)
fibrosis)CFTR 3 7] % % 4 17](2) & & #] 25 A 17: 12,000 ~(15,000%¥80%)
DiGeorge i ix ¥ (DiGeorge
24 |syndrome)z_22q11.2 deletion|2,400 =~ (3,000%80%)
il
(e A Fa A /L4 F]/R %A 447 1 2,400 ~
(3,000*80%)
. . , 2MLPA 2 %] 4 4 / £ 4 A R % A~ 7
O A ( )3,600(4,500*80%) ’
25 ((Duchenne — —  muscularf3ysusy s 2N 4 24,000~ (30,000%80%)
dystrophy)= BFIEE g arigie s F s pE R R e ok T4 Rl
Al ApERBERLEFQ) AFREFLE
7(3)
[ 1A AN e *Q()0
Fabry % @ (% * A 812/8:;121]‘;;;%? gz?oﬂ (;;20(;(;:)) —
26 |7 )(Fabry Disease)z. 7% ¥ (840*80%) T o
FIH R (3)GLA 1 F1 2 A 17 © 4,480 ~(5,600%80%)
anfLd it ? & fo(Fatty|c o gk FI% B 2 & B - ¢ B & (exon) : 672 ~
7 acid oxidation dLefect) B &k 2| (840*80%)
;F‘z% WLEF = AR o) 4 % 12,768 % (15,960%80%)
(e A F1H P2 % H - “hEF (exon) : 672 =~
(840*80%)
()8 - & A2 A FZR 247
’8 L g & e (Galactosemia)|GALKI @ 5,376 ~(6,720%80%)
2 A AL GALM : 4,704 = (5,880%80%)
GALT:7,392 ~(9,240*80%)
GALE : 7,392 ~(9,240%80%)
() > & 1A A 7 ¢ 24,000 ~ (30,000 *80%)
29 |% 2 =% jz (Gaucher disease)|(1)e s F]% £ 2. = H - ¢ & 3 (exon) & 672 ~
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2. GBA ARz 8447 (840*80%)
Q) > A F A A ¢ 7,680 %(9,600%80%)
Ao R R - ?J](Glutaric(l) SR FIRR 2 E M - oA (exon) * 6727
30 - F i (840*80%)
aciduria type 1)z #k F]¥ #7 . =
) & FI 2R A 17 ¢ 8,064 = (10,080%80%)
A la 3] (Glycogen|(1) e A F1 % B 2. & H - ¢ B 3 (exon) : 672~
31 |storage disease type la) z.| (840*80%)
G6PC # F1% % 4 17 2) > & FI2 A A ¢ 3,600 % (4,500%80%)
BB T LA TATIRE 2R H - RS (exon) T 672~
32 |(Hereditary spastic|  (840*80%)
paraplegia)2_ £ #1325 ¥7 (2) 2 & F1Z A 4 47 ¢ 24,000 (30,000 *80%)
%00 om g A (D A TR L FH - A (exon) 1 672~
33  |(Homocystinuria) 2. & %] #%|  (840%80%)
7 (2)CBS > & F1 2 A & 37 ¢ 11,4247 (14,280%80%)
T 0 W X B O R
Huntington’s disease, *~ #&| ., . . _
34 ilunting%on‘s chorea) 2 féﬁg]_ ® 4 AIL680~/ % (2,100%80%)
oA
o B P B (D) A TFIREZEH - A (exon) ! 6727
35 |(Hypophosphatasia)2. ALPL| (840*80%)
2 AT R GA (2)ALPL & %5 © 7,040 = (8,800%80%)
(1) — 4* 2 (deletion) 1§ iR : 3,200 (4,000*80%)
Lo . . |(Q)IKBKG & Flz_B : 6,048 +(7,560 *80%
o |7 A2 3 & tneominentinl o 8« d M it
pigmenti):- & FT¢ ¥¢ (1) 3 AR R % RE 7 (2)
B)A = Z ¥ * 3,2007(4,000%80%)
B A B ox g (Isovaleric © A TR R 2 & H - A (exon) 672 ~
37 acidemia)z. # F) & ¥t (840%80%)
- IVD £ 7]z A : 7,392(9,240*80%)
Kabuki % % 2% (Kabuki|(1)® o F1% & 2 & & — 7 & 5 (exon) : 672 ~
38 |syndrome)MLL2 & F1 % % 4| (840*80%)
15 Q) > & FI 2B A 0 17,600 %(22,000%80%)
0 S (F R R
P % %z )(Kennedy disease) _
39 2 Exzand tandem repeat(#- 1,680/ (2,100*80%)
TR AT A FIL
Leigh < & #H %% Wpg|(1) e wA %L z & H - ¢t B 5 (exon) : 672~
(Leigh disease)z. T14487C ~| (840*80%)
G14459A ~ TI0158C ~|(2)3 B =gk & A~ 47 1 1,600 % (2,000%80%)
40 T10191C ~ CI11777A ~
T12706C ~T8993C ~T8993G|(3)5 1 =gk & & 47 : 2,400~ (3,000*80%)
FAFARRAAT
Lowe = jz i # (Lowe|(l)® % % 4|/ ¢ 2,000 (2,500*80%)
7 b 7
4l Z;‘f?;me)‘ OCRL 2 51| o) 2 %% 4 © 13,440 % (16.800%80%)
42 ¥ #E 7k (Maple syrup urine|(1) © Fr A F] % £ 2 & H - ¢ &g 3 (exon) @ 672~
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disease)z_ & ¥ ¥t

(840*80%)

QE - »~3l2 AFTRE 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%)

B) 2 A FE A~ 17 : 24,0007 (30,000 *80%)

43

byt AL
(Medium-chain acyl-
coenzyme A dehydrogenase
deficiency)z. & F]2 41

(e oA FI% B 2 & H - ¢ &+ (exon) : 672~
(840*80%)

(2)ACADM 2 £ F1 25 A 47 :
8,064 = (10,080*80%)

44

(e oA FI% B 2 &5 - &+ (exon) : 672~
(840*80%)

TR - fod R
(Methylmalonic acidemia) 2z
AR

Q) — 412 AT R 7
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%)

B)2 A FEA A 45 1 24,0007 (30,000 *80%)

45

. 5 §8 4% K5 (Mitochondrial

(1)*# 138 1,600 = (2,000*80%)

defect)z. § + B yEehps % 5
ER

(2)57.8,000~(10,000*80%)

46

AR A i A3243G
G3460A ~A8344G ~T8993G

(e A F$ R 2 5 H - ¢ 5 (exon) : 672~
(840*80%)

T8993C ~ TI0I58C -~
T10191C ~ CI11777A ~
G11778A ~ TI12706C -~

(2)3 % =8k £ A 45 © 1,600 7 (2,000%80%)

GI3513A ~ GI4459A ~
T14484C ~ T14487C % 3 7]
2RA

(3)5 B = B2 & A 47 1 2,400~ (3,000%80%)

47

F AR B 2 R AU A T
(mt DNA 4977 bp) # 4
(deletion) & 47

H - 324 1 672(840%80%)

48

o ofE s Lo
(Multiple carboxylase

(e ok F|% 8 2 & 8 — ¢ & + (exon) : 672 ~
(840*80%)

deficiency)z. HLCS & ¥R
il

Q)2 A F A A4 7,680 (9,600%80%)

49

(1)® &3 %Al ¢ 2,000~ (2,500%80%)

PGl T e H|
(Neurofibromatosis type II)2-
NF23 7% % 4 1

(2)MLPA # % /€ 45 3] & 47 :
3,200 = (4,000%80%)

B)2 A FZT A A7 ¢ 7,2007(9,000%80%)

50

Niemann-Pick % g - ¥ ¥k
o @M E A/B A (Niemann-

(e oA FI% B2 &5 - ¢ &+ (exon) : 672~
(840*80%)

Pick disease type A/B) 2

Q)2 A F 2 A~ 17 1 3,840+ (4,800%80%)

SMPDI £ F] R % » 47

EESHR
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51

Niemann-Pick = g > i 454
P4 5 4% s C 3] (Niemann-Pick
disease type C)z_ £ F] &% % 4
il

(e oA FI% B 2 &5 - &+ (exon) : 672~
(840*80%)

(2) NPC2 & #1445 :
3,360 = (4,200%80%)

(3)NPC1 MLPA 4 % /¥ 4 3] ~ 7
3,200 % (4,000%80%)

(4NPClz > FKFIZ A A 17 :
12,000~ (15,000%80%)

52

§VRRLE T fRk A PR L
JE (Ornithine
transcarbamylase deficiency)
2. OTC A F] 2 A » 17

(e A FI$ Rz &5 H - 5 (exon) : 672~
(840*80%)

(2)MLPA # % /€ 45 3] A 17 © 3,200 = (4,000%*80%)

(3)OTC 2 4 FIZ B A 47 ¢
6,720 % (8,400%80%)

53

= ¥ 72 2 J& (Osteogenesis
imperfecta) 2. & #] _5

(e A F|I$ R 2 5 H - ¢ 3 (exon) : 672~
(840*80%)

Q)2 A F 2R A 45 1 24,0007 (30,000 *80%)

54

FREL QAL E FERA
& M ow g (Persistent
hyperinsulinemic
Hypoglycemia of Infancy
(PHHI)2. GLUDI # 7] % %
A

(e sk F|% 8 2 & 8 — ¢ & + (exon) : 672 ~
(840*80%)

(2)GLUDI 2 & F]2_F » 47 © 8,320(10,400*80%)

55

Pfeiffer = jz % ¥ (Pfeiffer
syndrome)2z. FGFR2 & #] %
£ 449

(e sohA F1% B 2 & 5 - &+ (exon) : 672~
(840*80%)

(2)2 & F1 A A 45 10,080 % (12,600%80%)

56

F Pk ’k & (Phenylketonuria)
2 b Bl 5

(e WA R E 25 5 - 4 (exon) :
672 7 (840%80%)

QE - ~ 32 AFTRE A7
PAH : 8,736 (10,920%80%)
PTS : 4,032 %(5,040%80%)
GCHI : 4,032 % (5,040%80%)
QDPR : 4,704 = (5,880%80%)
PCBDI : 1,344 = (1,680%80%)

57

T ]
(Glycogen storage disease
Type 2. GAA A F1R %4
jil

(e wA FIH B2 &5 - &3 (exon) : 672~
(840*80%)

()2 & F1 A 245 1 12,000 % (15,000%80%)

58

% H & (Porphyria)

L. /ki% *PBG/ALA & » 17
2. ki * Porphyrin HPLC 4
VRS

O £ Porphobilinogen
deaminase(PBGD) & 1+ 4 #7

2,000 % (2,500%80%)

59

R RERI RS T
JE (Progressive intrahepatic
cholestasis)2. & F1 ¥t

()= ik 5% £ 2 H - §F3 + (amplicon) :
2,080 7(2,600*80%)

()8 - » 32 AFTA

EESHR
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TYPE1:ATP8BI1 : 16,800+ (21,000*80%)
TYPE2:ABCBI11 : 17,472+ (21,840%80%)
TYPE3:ABCB4 : 17,472 (21,840%80%)
TYPE4:TJP2 : 15,456 ~(19,320*80%)
TYPES:NR1H4 : 6,048~ (7,560*80%)

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

60

T 0¥ 1 E (Rett
syndrome)MECP2 2k ¥4z %

(e =R BBA (7S ) ¢
1,600 (2,000%80%)

(D)® ek B4 (A 5 5)
4,000 (5,000%80%)

(3)MLPA 4 47 © 2,400 = (3,000%80%)

(4 F1Z %A 47 1 3,200 % (4,000%80%)

61

‘mih A & R L
(Short-chain acyl-CoA
dehydrogenase deficiency) Z.
ACADS L 71 R % 4 ¥7

(e oA 7% B 2 & - ¢ &+ (exon) : 672~
(840*80%)

Q)2 A FZA A4 1 6,400 (8,000%80%)

62

2R OE (P )
(Sitosterolemia)z. ABCG5 £
FIR #4471

(e wAFIH L2 &5 - &3 (exon) : 672~
(840*80%)

Q)2 A FEA A 17 1 8,320+ (10,400%80%)

63

E R R (&)
(Sitosterolemia)z. ABCG84k
% 4 4

(e oA FI% B 2 & 5 - ¢ &+ (exon) : 672~
(840*80%)

Q)2 AFE A& 17  8,3207(10,400%80%)

64

AR X 5 e (Spinal
muscular atrophy) 2. & F]#
&

()= 4 1,600~/ 4 (2,000%80%)

(2)SMN 2 F] % /8 % T 5 ¢
5,376 7 (6,720*80%)

65

R R TR
#(Spinocerebellar ataxias)z.
AR

(1)2 Foseps & 7] 1 & 41,680 %/ 4
(2,100*80%)

(2) % 3 7] 1 10,080 %/ 4 (12,600%80%)

66

A EaN A
(Thalassemia major) 2. # 7]

ol

Al A& I

% A 12,8007/ 4 (3,500%80%)

67

= u ;E'} Rig f;f\ .‘ﬁ;
(Trimethylaminuria)z. FMO3

ARREA

(e wA FIH B2 &5 - &3 (exon) : 672~

(840*80%)

Q)2 A FTA A4 1 53767(6,720%80%)

68

& & 4 H v jg (Tuberous
sclerosis)z_ £ F]# %1

A F A A 45 1 24,000 % (30,000%80%)

69

fit. V2 e S5 1 B 44 £ R
(Tyrosine hydroxylase
deficiency)z. & %) ¥t

(e A FIH L2 &5 - &3 (exon) : 672~

(840*80%)

() > A FZA A1 ¢ 8,7367(10,920%80%)

70

® & #7 X g % ¥ (Williams
syndrome) 2. 7q11.23 2_ 3k 7]

285

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

71

= F & = 5 (Wilson's
disease)Z_ & F1 & ¥t

(e sk F|% B 2 & 8 — ¢ & + (exon) : 672 ~
(840*80%)

Q)2 A F T A A 45 1 14,1127 (17,640%80%)

72

Wiskott- Aldrich = jJx & %%

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

EESHR
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(Wiskott- Aldrich syndrome)
2. WASP 3 F1% 8 A 45
U AT DRl AL (1) kTR E 2 F B - A (exon) |
7 % # Z Jg (3-Methylcrotony-|672 = (840%80%)
o caraylase Qeroienen) o) 2 £ 24 4 45 12,0965 (15,120°80%)
¢ S A B & — ¢} BE S :
Z AT SRR A S 217)2;“&21‘:)122% 2 & H - *H R (exon) :
74 % # Z Jg (3-Methylcrotonyl-
o éﬁé‘;’iﬁﬁ?}fﬂ:‘ N2 x A AA A 10,752~ (13 440%80%)
B&F pERFEFHBLE(DE TAFIR L 2 X H - 33 (exon) ! 6727
(Homozygous familial|  (840*80%)
hypercholesterolemia) 2
7> |LDLR - APOB + PCSK9 - |(2)LDLR ~ APOB ~ PCSK9 ~ LDLRAP-1 ~ ABCGS 1
LDLRAP-1 ~ ABCG5 -~| ABCG82 £ F 2 A & 47 1 5,3607(6,700%80%)
ABCGS82z_ & F] 2 A 4 47
FEAIC AN AR
3-Hydroxy-3-methylglutaric _
76 ;cide};nia)z HMGngzEI_\ 55 (6048 7 (7,560%80%)
24
e srH F18E8 2 B H - ¢S :
F @ & & (Propionic v 672‘?"%}(;?"?0"2) b
77 amierila\)i PCCA PCCB # (2)PCCA £ PCCB A& Al & 17 -
FIR %447 _
12,000~ (1,5000*80%)
P iRpL ¥ 1t 1F % 4 R Fatty
acid oxidation defect)-
78 B k1 AR AR A A5 B 4k £ (3,360 < (4,200%80%)
% 0042 CPT2RA F% %4
17
FadmpLF 1t TE ¥ 4 1 Fatty
acid oxidation defect)-
79 |[1EE4RFRHAF A 2§ Rk £ (12,000 % (1,5000%80%)
fE2- ACADVL £ F 284
17
(e wAFIRRE2 &5 H - *h &3 (exon) :
= * 0
e s I G RGN0
80 gglf‘ gﬁDﬁ) ;tk ;;F;/ﬂ\ ETFA:8,064 = (10,080%80%)
v | ETFB:4,032 = (5,040%80%)
ETFDH:8,736 ~(10,920%80%)
()2 & FI 2 A A 45 ¢ 12,000~ (1,5000%80%)
B -8 -4 B g A TR 2 FH - T (exon) 1 6727
81 (Charcot-Marie-Tooth ’ (840*80%)
disease)2. PMP22 # %1% #|(2) PMP22 £ 4§ 4] (Duplication) & 5 : 2,400 ~
il (3,000*80%)
82 |FEEEALBIFEANGH|N) A TFIRE 2 FH - A3 (exon) | 672~
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%  (Familial amyloidotic
polyneuropathy)2. TTR 2 %]
R A AT

(840*80%)

Q) TTR A F1 2 A » 47 : 2,688+ (3,360*80%)

83

o b g 2 g (Myotonic
dystrophy)2. DMPK ~ CNBP
&R %A AT

DMPK # %] (CTG)n # 4 = #4 47 /CNBP # 7
(CCTG)n € 4 = #A 45 2,400 % (3,000%80%)

84

7 ’Jﬁ‘\ Had A% OR
(Adrenoleukodystrophy) 2
ABCDI A F1% %~ 47

(e oA FI% B 2 &5 - ¢ &+ (exon) : 672~
(840*80%)

(2) ABCDI 4 % % A 5 : 6,720 ~(8,400%80%)

&5

Angelman = g i
(Angelman  syndrome) 2z
UBE3A £ %1% %4 17

(1) MLPA 2 F14% % 2] % % A 47 12,400 = (3,000%80%)

(2) 2AFEAE A 47 ¢ 8,7367(10,920%80%)
ARSI ERER AR E() AFREF L EF(Q2)

86

Prader-willi = g & ¥
(Prader-Willi syndrome) 2. £
FL T

1 <

4 ¢ %8 15qll-134 % (deletion) @ 2,400 ~
(3,000%80%)

(2) # 7 5 # - %% J& (maternal uniparental disomy,
UPD) : 2,000~ (2,500*80%)

87

Dravet & & # (Dravet
syndrome)z. SCN1A A& F]%
kSl

(1) e« whA %L 2 X H - I3 (exon) : 672~
(840*80%)

(2) SCNIA A 7% %4 47 1 13,600 (17,000%80%)

88

PRI AR R A
(Amyotrophic lateral
sclerosis) 2z SOD1 -
TARDBP~FUS~C90RF72 3

ES ZRY

(1) e wAFI Rz % H - &5 (exon) : 672~
(840*80%)

() 8-~z AF XA A4 SODI : 3360~
(4,200%80%) TARDBP :672 = (840*80%) FUS :672
2 (840*80%)

C9ORF72 : 2,400 = (3,000%80%)

&9

I @ X g & ¥ (Alport
syndrome) z. COL4A3 -~
COL4A4~COL4AS # FI1 % %
A

19,200 = (24,000*80%)

90

F MmO N g o
(Waardenburg syndrome) 2.
PAX3 ~ SOX10 ~ EDN3 -
EDNRB ~MITF ~ SNAI2 £ 7]
R A4

19,200~ (24,000*80%)

91

4@ s § kR
(Hereditary angioedema) 2
SERPINGI 2 F]1 R % 4 45

5,376 % (6,720*80%)

92

woF A e 4 % g (Limb-
girdle muscular dystrophy)Z
TP 8

19,200~ (24,000*80%)

93

by LR RR N R R B
(X-linked hypophosphatemic
rickets) 2. PHEX A %% %
it

14,784 = (18,480%80%)

94

CHARGE g iz #(CHARGE
syndrome)z. CHD7 £ %1%

19,200 = (24,000*80%)

EESHR
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#A1

o (1) RAG1 ~ RAG2 # 7 % % & 7 @ 1,344 ~
L Al F m 3 5
BrE A &AL B LR (1,680*80%)

Severe combined )
i(mmunodeﬁciency) > |2 IL2RG ~ IL7Ra #& %] % % ~ 47 : 5376 =~
(6720*80%)

95 [IL2RG ~ JAK3 ~ IL7Ra '
RAGI - RAGY - ADA - |() ADA 3 5)% %2 17 : 8,064~ (10,080*80%)
ARTEMIS(DCLREIC) % |4 ARTEMIS(DCLREILC) 3 %1% % 4 7 © 9,408 ~
%A (11,760*80%)

(5) JAK3A F1% % 4 5 ¢ 16,128 < (20,160*80%)

Wg'hp‘\l‘{«ﬁ, Y LR

(Bruton’s ge ok N 1p ~ *Q0)0
96 agammaglobulinemia) 2 BTK A F1 % % 4 47 © 12,096~ (15,120*80%)
BTK £ F1% % 4 7

Laggerd pd = Lo 2L FAABLFRBH Y FFFIRNRRTHE M E 2o d L1 F BN
EA | n:‘?' FOoOBRERFAOS CRBABIED BAR TR BERTEFTHN]
Z.Mfsl«-iﬁ%#ﬁfﬁuﬁ@ﬁ LAFWHTRFALAINZ Z LA pRFBE S He S TR AR KR B
FokE L FREEE S RV RBRSET -
AT EL EFEEP
(1) - 4% 2 4804 475 BB AT RS 235 2.80% ¢ Mfc r B AF R b 1L B ARt £ 352 100% < 1 B B8 F 5
B &:&(Achondroplasm)x FGFR3A FIR A 152 B F 255 6] — &L 245 B5 P2 51200~ 5 ¢ Mz
P - L R Y 21 5007L. °
QFEw%ETFFTRRANEEFFALEL THEP 2 ZAABRBBE FH T FRBBHFG
AP I - L 2 R AT S R R P 280% 0 ) M r B AL RRRE Y 2
100% -
4.F R A 5 4y rz LARFREER A RS ) & Figd Rt e A AR F % P2 2 R
- YRR pATE 0 2 EELAFY AR o
5.1094#121 23p 2 4G 138 F LA 2 B FiR§ 60 § ik
(1) = - #1253 (exon)* - PCR ¥ B3 * - d 800~ B 5% (Tac(FE ¢ * 28407 o
)] %“\ﬁﬁzﬁ&i’] 2 exon #c P % FELIT ¥ A 7}?9”%“ * oo
(B) A8l ~3 18 25 36 A IAEET > R} F 5 FERBIREFE- S /g n/H- A7
% ,,ﬂapﬂi@w i H,ﬂ«;];f,zgﬂ/}%‘r’.ﬁ%-f»’sz‘lﬂ,ﬂ ¥R ’/7)54%1 ES Nk S0
(4) R Bl TR & R LT 1498 ~ 273 NCFA(8 exon) A FI4 47 » & i 8.3 ¢ A FI 8 2 A7 # 8
WAz Bk
(5) ®27F% 55 DiGeorge's i 1% # (DiGeorge's syndrome)z. TBX1 FIR % 4 45 0 w0 &> 12 7 TBX 1% » 5 #
22q11.2 deletion 4 47 » & ‘J"f °
(6) m43 R 5.4 @i Xz (Kennedy disease)2 A FIZ5 %70 2 ¢ F15 AR AFBR %/ ii:),‘;‘a > ;’—3:{“‘]“%
(7) B 563573 T # #piiep i‘ﬁ}i ( Spinal muscular atrophy, SMA ) 2. SMN & F] %4 % 5 | °
(8) /655 5% ¥ (Porphyria)2. HMBS A FI% %415 > & R H2E 45 > :'—fti"'l‘,ﬁ% o
9) mAEE58160> % 7 2 wRPEZ TH L COLIALIZ COLIA2A FI2 A R 2 A » EH 5 B EL53
A rpz AFERE -
(10) % 68 ~ 705 BL34 4% < i ¥ (Rett syndrome)FOXG1 ~ CDKLS5 £ F]% % 4 #7 » Rett syndrome 2 MeCP2 &
FI%E 5 %240 B 0 95% Rett syndrome &Jﬂ‘ £ MeCP2# %1% # (2~ MeCP2 duplication) » F]4*fic & % &
# 4 241" CDKL5% FOXGl Fltas%% B -
6.113#3 7 22p fFd 4513 F ﬂaﬁ)ﬁ‘il‘ i FRE FTIAERAR
(1) i B3 4c B 581-94% 1458 4 %38 P © & 47 -5 J1-# #7 < iz (Charcot-Marie-Tooth disease) 2. PMP22 L #] % %
AT s REEMGE 1R 5 B A K @%(Famlhal amyloidotic polyneuropathy)z. TTR £ F1 % % 4~ 47 ~ vp 3
% Ji (Myotonic dystrophy)z. DMPK ~ CNBP £ %] % % 4 47 ~ § “ﬁl %o B4 % ji (Adrenoleukodystrophy) 2
ABCDI1z 1% % 4 17 ~ Angelman i i ¥ (Angelman syndrome) 2. UBE3A 2 F] % % 4 17 ~ Prader-willi <



Ay 56030%  HE203HH 20241030  #ESEE

J 1% ¥ (Prader-Willi syndrome)2- 3k %1% %7 ~ Dravet J i ¥ (Dravet syndrome)2. SCN1A £ F] % % 4 47 ~ R
L yuE 51l % AL Tk (Amyotrophic lateral sclerosis)2. SOD1 ~ TARDBP ~ FUS ~ COORF72 4 F] % % 4
{5 ~ & 1% i 3 (Alport syndrome)2. COL4A3 ~ COL4A4 ~ COLAAS & FI 2 %4 45 ~ 1% 0t i %
(Waardenburg syndrome)2. PAX3 ~ SOX10 ~ EDN3 ~ EDNRB -~ MITF ~ SNAI2 A F1% %4 47 ~ i @ {2 ¢
14 -k *# (Hereditary angioedema)z. SERPINGI # ] &% % 4 47 ~ % & 4] 9~ 4 % j (Limb-girdle muscular
dystrophy)z. 2k ¥ %7 ~ 1558 @ 4] Lkt B o @ (X-linked hypophosphatemic rickets) 2. PHEX # #]%
% ~ 47 ~ CHARGE 3 i 3 (CHARGE syndrome)z. CHD7 & F1 % % 4 47 »

22 F52~7~24~29-33+34-36~38-39~40~50~51-56~57~62~63~76~77~78~79~80%21
HREALRBRHFILD 27 W2 o LA

711397 139 Gr2 4G 130 F LA i 2 5 R G $ 755 € Fik

(1) 1 B3 4c B 5295961 23F e %78 P © B 4f & A & A4 4% £ Jz (Severe combined immunodeficiency)2. IL2RG~
JAK3 ~ IL7R0 » RAG1 ~ RAG2 ~ ADA ~ ARTEMIS(DCLREIC)A FIR £~ 172 &4~ ML A3 v o i
(Bruton’s agammaglobulinemia)2. BTK & F] % %4 47 -

(2) B2 AF16~172 26530 F LA FERRA P 27 ¥ pop L4



