ZFAAFRANELHREZAD 2 3 ¥

BB

W B

BB EH
(% LA P REET * A0 pr2 L2 4 2480%
CH Rt R

2L F
A

# ¥ % 5 % 2 Jg (Achondroplasia)

(1) 4% 2L 45 1 1,200 ~(1,500%80%)
(2) 2 A F %A A 45 : 8,064 < (10,080*80%)

1
2. FGFR3 A F1% % 4 45 R AR EE T L LT (D)EF AT A
REFLEEF(Q
(1) = i 59 L 2 & H - ¢ B3 (exon) : 672 ~
% %z (Porphyria) 2z HMBS 2 %]
2 , (840*80%)
REA AT
(2) 2 A F T A A 15 1 6,048 < (7,560*80%)
(1) @ 4vdx % (deletion)* 58 1,200 ~(1,500*80%)
o F % o F ¥ (Alagille | (2) 2 A% A A 47 1 24,000 ~(30,000*80%)
3
syndrome) z_ £ ¥]Z %t R APPEREFT D E L REMLB R oA T
4 plhieF(l); ARERBE S 2
) (1) 4% 84 +7 1 1,600 =~ (2,000 ~*80%)
§ M3 X g (Apert syndrome) 2
4 . (2) = A FHR2 5 H - IS (exon) : 672 =
FGFR2 A F1R % A 17
(840*80%)
4% L-veflpl s 2 A ps ok £
s (Aromatic  L-amino  acid
5 o 9,600 = (12,000*80%)
decarboxylase deficiency) 2. AADC
A FIR A AT
1)z =AFBE2 5 H - *tES (exon) : 672 ~
UERE LIS E TR ok 30
(840*80%)
6 (Autosomal recessive polycystic
) ] (2) > A F) A A 47 1 24,000 = (30,000*80%)
Kidney disease) 2. L F]3 %7
(3) A % :E @ Z %7 3,200 = (4,000*80%)
(1) e A TR 25 H- ¢33 (exon) : 672 ~
(840*80%)
(2) ¥ - 422 AF A
Typel : SLC12A1 16,128 +(20,160*80%)
Bartter = & i % (Bartter’s Type2 : KCNJ1 2,016 = (2,520*80%)
7
syndrome)z_ £ F1 & ¥ Type3 : CLCNKB 9,408 +(11,760*80%)
Typeda : BSND 2,688 = (3,360*80%)
Typedb : CLCNKA 9,408 = (11,760*80%)
Type5 : MAGED2 6,048 ~(7,560*%80%)
(3) 2 A F A A 47 : 24,000 = (30,000%80%)
Beckwith Wiedemann = jx i # | H19 ~ IGF2 ~ CDKN1C 2 KCNQ1 £ 77 A it &~
8

(Beckwith Wiedemann syndrome)

17 : 2,400 ~(3,000*80%)




AR A

4 ¥ % p% 3> £ s (Biotinidase

deficiency)2. BTD A F1 R % » 47

Nl

(1) ¢ ok FI% P 2 & § - ¢ B3 (exon) : 672
(840*80%)

(2) 2 & 712 A A~ 47 1 2,560 ~(3,200*80%)

10

RO R 4k 4 £ g (Carnitine
deficiency syndrome, primary) 2.
SLC22A5 A F1 % % 4 47

Al

(1) ¢ A TR B2 5 - 273 (exon) : 672
(840*80%)

(2) 2 A F1% A A 45 1 6,400 < (8,000%80%)

11

R Mt B 5 *E 5 (Chronic
primary granulomatous disease) 2.
CYBB -~ CYBA - NCF1 ~ NCF2 ~
NCF4 3 517 % 4 45

Al

(1) ¢ A T B2 5 - a3 (exon) : 672
(840*80%)

(2) 8- »A1 2 AT TR 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%)

(3) 2 A F A A 45 1 24,000 ~(30,000%80%)

12

B R Bk g %o (Chronic
primary granulomatous disease) 2.
H202 production # it 4 7

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

13

A ovpg &g % — 3] (Citrullinemia

type 1)2. ASS1 & F] %R % 4 17

Il

(1) = A T8 25 - *HEF 3 (exon) : 672
(840*80%)

(2) 2 A F A A 45 110,240 ~(12,800%80%)

14

A gk g % = 4] (Citrullinemia
type 11)2. SLC25A13 # % % A
7

Nl

(1) ¢ w1 B 25 8 - 475 (exon) : 672
(840*80%)

(2) 2 A F1 %A A 45 11,520 ~(14,400*80%)

15

& ¥ gg ¥ 3 v £ ¥ (Cleidocraninal
dysplasia)z. RUNX2 £ % %~
17

Nl

(1) ¢ s % B 25 5 - 473 (exon) : 672
(840*80%)

(2) 2 A7) %A A 47 1 5200 =~ (6,500*80%)

16

Cockayne = jx iz # (Cockayne
syndrome)z. ERCC8(CSA) & %] %
44

(1) © 7% %34 45 : 2,000 = (2,500%80%)

(2) 2 & 712 A A 47 1 7,600 ~(9,500*80%)

17

Cockayne = jr % # (Cockayne
syndrome)z. ERCC6 (CSB) £ #] %
L

(1) © % 314 45 : 2,000 =(2,500%80%)

() > & F %A A 45 10,800 = (13,500%80%)

18

AAER R RS PR R
(Congenital urea cycle disorders)z.
& F ur

(1) e i F1% B2 & H - 55 (exon) : 672 =
(840*80%)

(2 A% E 2 AF A




ASL : 11,424 = (14,280*80%)
ARG1 : 5376 = (6,720%80%)
SLC25A15 : 4,704 ~(5,880*80%)

(3) A% B 2 CPS1(# OTC/INAGS)Z > A F]z_
B A 45 24,000 ~(30,000%80%)

For SRR R TR TR

BRlieir(l) poE B AR LEFQ) S A

REFLEFQ)

A TR

19

A X MELEIR Y
(Congenital hyper IgE syndrome) 2
STAT3 A F 2 %~ 17

E & 3 3

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

20

A E LA
(Congenital hyper IgE syndrome) 2z
DOCKS8 £ F1 R % 4~ 47

E 5 iz

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

21

Cornelia de Lange * jg i ¥
(Cornelia de Lange syndrome) z

NIPBL ~ SMC1A ~ SMC3 ~ RAD21
A FIR A AT

(1) ¢ i 718 2 & H - ¢ &5 (exon) : 672 ~
(840*80%)

(2) 8- # 32 AFITR A7 ¢
NIPBL : 30,912 = (38,640*80%)
SMCI1A : 10,752 ~(13,440*80%)
SMC3 : 17,472 = (21,840*80%)
RAD21 : 8,736 ~(10,920*80%)

(3) 2 A T2 A A 47 : 24,000 -~ (30,000*80%)

22

Crouzon = j @ # (Crouzon
syndrome) z. FGFR2 £ 1% % 4~

i

(1) ¢ i 7198 2 & H - ¢ 55 (exon) : 672 ~
(840*80%)

(2) 2 A F 2B A 45 © 8,064 < (10,080*80%)

23

Ok o &
fibrosis)CFTR # 7]

& (Cystic

(1) © =% %2 Fzn ¢ 2,000 = (2,500%80%)

(2) 2 A F %A A 45 12,000 ~(15,000*80%)

24

%
DiGeorge & i # (DiGeorge

syndrome)z_ 22g11.2 deletion 4 47

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

25

¥ # < g % % 5 (Duchenne
muscular dystrophy)z_ & %12 %7

(1) © AT L/ E4F /R B2 A 5 2,400 =
(3,000%80%)

(2) MLPA & 144 4 /€452 % %4 15
3,600(4,500%80%)

(3) 2 AF 2 A A 47 : 24,000 = (30,000%80%)
FRER IR EGRET D F S TOEMB R o A Flak
AREFE(L) s ERERBEAILEFEQ) A
mEFLEFQ)




Fabry =z (Fabry Disease)z 72%

(1) IVS4+919 =2k i 7 : 1,200 = (1,500%80%)

(2) e wHAFIH P2 5 H - ¢HEF (exon) : 672 ~

26
F 1K R (840*80%)
(3) GLA & F1 %4 A 47 : 4,480 ~(5,600*80%)
L F fv E % 4k [n(Fatty acid | (1) © A FIRRA L& H - HEES (exon) : 672 &
27 | oxidation defect) ¢ # % & fix % 4 (840*80%)
L% - A2 AR (2) = A F] T A 12,768 ~(15,960*80%)
(1) ¢ A FI$ R 2 & H - ¢ &3 (exon) : 672 ~
(840*80%)
(2 - A2 AR TR L7
L5t s g (Galactosemia) 2. & F) GALK1 : 5,376 ~(6,720*80%)
28
2 GALM : 4,704 ~(5,880*80%)
GALT : 7,392 ~(9,240*80%)
GALE : 7,392 ~(9,240*80%)
(3) 2 A F1 %A A 4 24,000 = (30,000%80%)
1) e whAFIHE2 5 H- *HEF (exon) : 672 ~
% 2 < jx(Gaucher disease) 2. GBA
29 ‘ (840*80%)
#FIR %217
(2) 2 A %A A 47 1 7,680 ~(9,600%80%)
(1) 2 A F¥R 25 H- ¢33 (exon) : 672 =
A Z Pk Fae % - 3l (Glutaric
30 o (840*80%)
aciduria type 1)z 2 F)2 %1
(2) 2 A F 2B A 45 : 8,064 < (10,080*80%)
5% 4% % la 4] (Glycogen storage | (1) © A FI% % 2 & 8 - “H &7 (exon) - 672 ~
31 | disease type la)z. G6PC # %)% &% (840*80%)
45 (2) 2 & F %A A 45 © 3,600 = (4,500%80%)
4 @B oE g R T R (1) = w59 L 2 & H - ¢ &5 (exon) : 672 ~
32 | (Hereditary spastic paraplegia)z # (840*80%)
¥ 47 (2) 2 A F TR A 37 ¢ 24,000 = (30,000*80%)
1)z =AFBE2 5 H - *tE S (exon) : 672 ~
% % vepd Fk e (Homocystinuria) 2 (840*80%)
33
& F1 ot (2) CBS > A F1 % A A 47 : 11,424 =~
(14,280*80%)
® 7 4 X £ i (Huntington’s
34 | disease,* # Huntington's chorea) | = % : & 3] 1,680 ~/+ (2,100*80%)
2. Ak F) T
1) w72 BE2 5 H- hig3 (exon) : 672 ~
% Bk e fin f* £ (Hypophosphatasia)
35 (840*80%

2 ALPL 2 &% %4 17

(2) ALPL 3 1% A : 7,040 = (8,800%80%)




§ % 4 # s (Incontinentia

(1) ¥ - 4 « (deletion) i /g = 3,200 ~(4,000*80%)

(2) IKBKG 4 F] %5 : 6,048 = (7,560*80%)

36 LR ARG D E S RER B R e A Fa
pigmenti)z_ £ F1# ¥t
AREF(L); ARERBRREE(Q)
(3) A= %7z 1 3,200 = (4,000*80%)
@ wATEE LS H - aE (exon) 1 672 <
B A ps s g (Isovaleric acidemia) 2.
37 (840*80%)
& T T
(2) IVD & "= A 7,392 = (9,240*80%)
_ Q) e AR 2 & H - ¢H A3 (exon) 1 672 ~
Kabuki & #  (Kabuki
38 ) (840*80%)
syndrome)MLL2 3k F]1% % 4 45
(2) 2 A 7T A A7 ¢ 17,600 = (22,000*80%)
H B S (4 R R X
J& )(Kennedy disease) 2. Expand
39 ] 1,680 =/ 4 (2,100*80%)
tandem repeat(z-2k % % A& F))2 A
F1¥ et
Leigh = & & 3 %o % iy %€ (Leigh | (1) @ wA FI% R 2 & H - ¢H &7 (exon) : 672 ~
disease)z. T14487C ~ G14459A - (840*80%)
40 | T10158C ~ T10191C ~ C11777A ~ (2)3 B =80 £ 245 1,600 ~(2,000%80%)
T12706C ~ T8993C ~ T8993G % £
F% A 4 (3)5 M i~gL® & 2 47 1 2,400 ~(3,000*80%)
Lowe = jt iz % (Lowe syndrome) | (1) © % £ 3|/ 2 ¢ 2,000 = (2,500*80%)
41
2. OCRL £ F % %~ 47 (2) > A F)= A 1 13,440 - (16,800*80%)
(1) e A TR 25 H- ¢33 (exon) : 672 ~
(840*80%)
(2) - » 32 AR LA A7
W # ‘& g (Maple syrup urine BCKDHA : 6,048 ~(7,560*80%)
42
disease) 2. £ ¥ %7 BCKDHB : 6,720 ~(8,400*80%)
DBT : 7,392 =~ (9,240*80%)
DLD : 9,408 = (11,760*80%)
(3) 2 A FF A & #7 : 24,000 = (30,000*80%)
Yy A B A M LR | (1) R FIRELE E - ¢ ES (exon) 1 672 &
13 (Medium-chain acyl-coenzyme A (840*80%)
dehydrogenase deficiency) 2. £ %] | (2) ACADM 2 A 1% & 4 7 : 8,064 ~
e o (10,080*80%)
(1) = w59 L 25 H - ¢ B3 (exon) : 672 ~
" AP Z pe o (Methylmalonic (840*80%)
44

acidemia)z. # F]# %7

(2 8- »4l2 LAF A 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%)

@) 2 A& FEA A7
24,000 = (30,000%80%)

45

F 4% £ 4 Km(Mitochondrial defect)
CAEER LY 1. BT el 3

(1) % 15 1,600 = (2,000%80%)

7 8, ~ (10, ()
2) 5 78 8,000 =~ (10,000*80%

46

A B s 2. A3243G ~ G3460A
A8344G ~ T8993G - T8993C -
T10158C ~ T10191C ~ C11777A ~
G11778A ~ T12706C ~ G13513A ~
G14459A ~ T14484C ~ T14487C %
A FIR A AT

1) e whAFIHE2 5 H - *HEF (exon) : 672 ~
(840*80%)

(2)3 =8 & 245 1 1,600 = (2,000%80%)

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

47

F AR A 2 R SUE A T (mt
DNA 4977 bp)44 £ (deletion) » 5

¥ - 44 672 < (840%80%)

48

o g i pr 4k L g (Multiple
carboxylase deficiency)z. HLCS 2
FlR %A AT

(1) ¢ =i 718 2 & H - ¢ &5 (exon) : 672 ~
(840*80%)

(2) 2 A7 %A A 47 1 7,680 ~(9,600%80%)

49

MoE RSB R FEE Y -
(Neurofibromatosis type 1)z NF2
A FIRE ST

(1) = w5 %2 FE 1 2,000 = (2,500%80%)

(2) MLPA # % /€ 4 7] & 4% © 3,200 =
(4,000%80%)

(3) 2 A ¥ %A A 47 1 7,200 = (9,000%80%)

50

Niemann-Pick = i - & %8 7s &5 ff
# A/B 3] (Niemann-Pick disease

type A/B)2. SMPD1 4 7% & 4 45

(1) e A F$ P25 H - *tEF (exon) : 672 ~
(840*80%)

(2) 2 A F1% A A 45 : 3,840 < (4,800%80%)

51

Niemann-Pick = g » i &5 75 & 4
J& C Al(Niemann-Pick disease type
C)2 #F1% %4

(1) ¢ i 7198 2 & H - ¢ 55 (exon) : 672 ~
(840*80%)

(2) NPC2 3L %14 147 : 3,360 =~ (4,200*80%)

(3) PC1 MLPA # % /¥ 4§ 3]~ 4% : 3,200 =
(4,000%80%)

(4)NPCL 2. > A Fl2 A A 45 : 12,000 ~
(15,000*80%)

52

R E T Rk A R Lo
(Ornithine transcarbamylase
deficiency)z. OTC £ Fl 2 5 4 17

(1) e i 71 B2 & H - 55 (exon) : 672 =
(840*80%)

(2) MLPA 3 2 /€ 45 2] A 45 : 3,200 ~
(4,000%80%)




(3) OTC > & F| %A A 45 : 6,720 = (8,400%80%)

Nl

(1) ¢ “e & TP 25 - 473 (exon) : 672

= 4% 2 2 sz (Osteogenesis
>3 imperfecta) 2 & #] & (840780%)
(2) 2 A 7T A A 37 1 24,000 = (30,000*80%)
FHR B EALE FERASRM | (1) A TSR 2 & H - A3 (exon) 1 672 ~
& (Persistent hyperinsulinemic (840*80%)
> Hypoglycemia of Infancy (PHHI)z | (2) GLUD1 > £ F] % & 4 47 : 8,320 ~
GLUD1 # 7% % A 47 (10,400*80%)
Pfeiffer < s 13 # (Pfeiffer | (1) © WA FIR R 2 & H - *H &3 (exon) : 672 ~
55 | syndrome)z. FGFR2 # ¥ % % 4 (840*80%)
¥ (2) > £ F1 A A $5 : 10,080 = (12,600*80%)
(1) wAFHBE2 X H- i3 (exon) : 672 ~
(840*80%)
(2) 8- #» Al 2 AT A7
F fk fR iz (Phenylketonuria) 2. 7 ) PAH : 8,736 -~ (10,920*80%)
>0 =R 43 PTS : 4,032 =~ (5,040*80%)
GCH1 : 4,032 = (5,040*80%)
QDPR : 4,704 =~ (5,880*80%)
PCBD1 : 1,344 = (1,680*80%)
W B ff gk % - 3] (Glycogen | (1) = A FI% R 2 & H - B3 (exon) : 672 %
57 | storage disease Type 11)2. GAA # (840*80%)
FIR AT (2) > & F A A 47 ¢ 12,000 ~(15,000*80%)
% E o (Porphyria)
1./gi% + PBG/ALA T & 4 #1
58 | 2. : Porphyrin HPLC 4 %) 4 45 | 2,000 ~(2,500*80%)
5= % Porphobilinogen
deaminase(PBGD)/# 14 4 #7
(1) = A 7% R 2 5 - 5 (amplicon) : 2,080
<(2,600*80%)
(2 E- 23z AF TR
BT RIE MR R T O TYPEL : ATP8B1 : 16,800 - (21,000*80%)
59 (Progressive familial intrahepatic TYPE2 : ABCB11 : 17,472 = (21,840*80%)
cholestasis)z. & 1% %t TYPE3 : ABCB4 : 17,472 = (21,840*80%)
TYPE4 : TJP2 : 15,456 ~(19,320*80%)
TYPES : NR1H4 : 6,048 =~ (7,560*80%)
(3) 2 A F %A : 24,000 = (30,000%80%)
60 | & =2 = s (Rett| (1) ¢ w2 %8s 45(F2E=> F) 1,600 ~




syndrome)MECP2 & #14 %

(2,000%80%)

(2) ¢ R BEA (AT P55) 1 4,000 =
(5,000*80%)

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

(4) A F1 % %445 © 3,200 = (4,000%80%)

‘B4R B2 & R4S £ (Short

(1) A F %P2 & 5 - hBg5 (exon) : 672 ~

61 chain  acyl-CoA dehydrogenase (840*80%)
deficiency)z. ACADS £ F1% % 4
" (2) > £ F1E A A 47 ¢ 6,400 ~(8,000*80%)
2 HA@m e ow (£ & 1) 1) e whAFIHE2 5 H- *HEF (exon) : 672 ~
62 | (Sitosterolemia)z. ABCG5 i %] % (840*80%)
A 45 (2) > A F1 %A A 47 : 8,320 ~(10,400*80%)
g A@m e ow (£ & 1) 1) e A FIHE2 5 H - *HEF (exon) : 672 ~
63 | (Sitosterolemia)z. ABCG8 # %% (840*80%)
A 45 (2) 2 A F %A A 47 : 8,320 ~(10,400*80%)
o v b X % g (Spinal | (1) % 4 11,600 A/ 4 (2,000%80%)
64
muscular atrophy) 2. & %1% % (2) SMN A 7] % /5 % 25 : 5,376 < (6,720*80%)
PR TR R R IRER | (1) ¢ fexop A F] 0 F ) 1,680 &/ 4 (2,100%80%)
65 | (Spinocerebellar ataxias) 2. & ¥]#
g (2) & 3k :ffaﬁ,_kﬂ 10,080 ~/+ (12,600*80%)
£ 4] & F £ g & (Thalassemia
66 ) % 4 12800 ~/4 (3,500%80%)
major)z_ & ¥ %7
. . (1) ¢ A FIHE2 5 H - ¢ B3 (exon) : 672 =
= 7 gk v p g (Trimethylaminuria)
67 ) (840*80%)
2. FMO3 # F1% %4 t7
(2) 2 A7) %A A 47 : 5376 ~(6,720*80%)
B & 4 i gz (Tuberous sclerosis)
68 # F A A 45 ¢ 24,000 = (30,000%80%
2. Ak F
At VL %2 1 fF 46 £ g (Tyrosine | (1) © A FIR R 2 & H - H 73 (exon) : 672 ~
69 | hydroxylase deficiency)z. & #1% (840*80%)
& (2) 2 AT %A A 47 : 8,736 < (10,920%80%)
K H X g iz ¥ (Williams
70 2,400 - (3,000*80%)
syndrome)z. 7q11.23 z. f F]# ¥
1) e w7 2BE2 5 H- hig3 (exon) : 672 ~
2 f & < g (Wilson's disease)z. &
71 (840*80%)
L o
(2) * A F 2 A A 45 1 4,112 < (17,640%80%)
Wiskott- Aldrich = g & #
72 8,000 -~ (10,000*80%)

(Wiskott- Aldrich syndrome) z_




WASP & 71 % % 4 7

73

2P AT ST A IR
(3-Methylcrotonyl-CoA

-

R
carboxylase deficiency)z. MCCC1
A FIRE AT

Nl

(1) ¢ ok FI% P 2 & § - ¢ B3 (exon) : 672
(840*80%)

(2) 2 A 712 A A 47 1 12,096 ~(15,120*80%)

74

VR SRR A S
Z J&  (3-Methylcrotonyl-CoA
carboxylase deficiency)z. MCCC2

AR

Al

(1) ¢ oA T B2 5 - 473 (exon) : 672
(840*80%)

() > Fl% A A 45 1 10,752 = (13,440%80%)

75

PogF RO R R R L R
(Homozygous familial
hypercholesterolemia) 2. LDLR -
APOB -~ PCSK9 - LDLRAP-1 -~

ABCG5~ABCG8 2. A Fl 2 & » 47

Al

(1) ¢ A T B2 5 - 273 (exon) : 672
(840*80%)

(2) LDLR ~ APOB ~ PCSK9 + LDLRAP-1 ~
ABCG5 ~ ABCGS8 2 # | %A 4 7 : 5,360
(6,700%80%)

&

76

3-x A -3-7 A A - R wog (3
Hydroxy-3-methylglutaric
acidemia)z. HMGCL #£ F1% %4
17

6,048 = (7,560*80%)

77

7 f& & sz (Propionic acidemia) 2

PCCA ~ PCCB 71 % % 4 17

gt

(1) wAFHBE2 X H- i3 (exon) : 672
(840*80%)

(2) PCCA # PCCB # F] % A& 4 17 : 12,000 =
(1,5000%80%)

78

PaimEL g It 1T & 1 Fatty  acid
oxidation defect)-
Fodgtr P e E S et Lo %

2 CPT2 A FI% % 4 ¢

3,360 = (4,200*80%)

79

Padsfs g YT F 3k Fatty  acid
oxidation defect)-
kAR s A 2 4 FEaE L2

ACADVL A R % %~ ¥7

12,000 = (1,5000%80%)

80

A pk g ¥ I 3] (Glutaric
aciduria type I)2. ETFA ~ ETFB ~
ETFDH £\ % % & 47

(1) = srAFI¥R2 5 H - h&3F (exon) : 672 =
(840*80%)

(2) - #2312 AFEA A7
ETFA : 8,064 = (10,080*80%)
ETFB : 4,032 ~(5,040*80%)
ETFDH : 8,736 ~(10,920*80%)

(3) 2 AF A A 45 1 12,000 = (1,5000%80%)




g -5 -4 27 < jg (Charcot-

(1) e i F1% B2 & H - ¢ g5 (exon) : 672 =

_ _ (840*80%)
81 | Marie-Tooth disease)2z. PMP22 2 —
) (2) PMP22 € 45 4| (Duplication) 4 #7 : 2,400 ~
SEE XSt
(3,000%80%)
FEREEG R S F A SR | (1) wATFIRE 2L FE - i (exon) 672 &
- (Familial amyloidotic (840*80%)
polyneuropathy)z. TTR £ F1% %
w (2) TTR A " 2 A& » 47 : 2,688 = (3,360*80%)
A
o 53 B (Myotonic dystrophy) | DMPK & F](CTG)n € 4f =< #ic~ $7/CNBP # 7]
83
2. DMPK -~ CNBP £ 512 % 4 7 | (CCTG)n £ 4§ =% #c~ 47 : 2,400~ (3,000*80%)
T od F 4 % R (1) = A FI$ B2 5 5 - ¢ &3 (exon) : 672 =
84 | (Adrenoleukodystrophy)2z. ABCD1 (840*80%)
A TR AT (2) ABCD1 A F]% % 4~ 45 : 6,720 ~(8,400*80%)
(1) MLPA £ 5% £ 3| R % 4 47 : 2,400 ~
Angelman = jg & ¥ (Angelman (3,000*80%)
85 | syndrome)z. UBE3A A F% %A | (2) 2 AF %A A 47 : 8,736 = (10,920*80%)
i R AR D ARF() AFREF L
7(2)
(1) R % ¢ %8 15911-13 4% % (deletion) : 2,400 ~
Prader-willi = sz i ¥ (Prader- (3,000*80%)
86
Willi syndrome) 2. L %135 %7 (2) # 7 H .- %87z (maternal uniparental disomy,
UPD) : 2,000 = (2,500%80%)
(1) e A F)¥R 25 H- ¢33 (exon) : 672 ~
Dravet s i ¥ (Dravet syndrome) 2. (840*80%)
87
SCN1A A 7% % 447 (2) SCN1A £ 1% % £ 47 : 13,600 ~
(17,000*80%)
(1) e A TR 25 H- ¢33 (exon) : 672 ~
) o K (840*80%)
ROEALE HFIL R R AR
. . (2) - » 32 ARLAE A7
(Amyotrophic lateral sclerosis) 2
88 SODL1 : 3,360 (4,200*80%)
SOD1 - TARDBP ~ FUS ~ C90RF72
‘ TARDBP : 672 = (840*80%)
& FIR AT
FUS : 672 = (840*80%)
C90RF72 : 2,400 = (3,000*80%)
17 1% e i ¥ (Alport syndrome) 2.
89 COL4A3 ~ COL4A4 ~ COL4A5 £ | 19,200 = (24,000*80%)
FIR %4 17
X F @ N g i ¥ (Waardenburg
90 19,200 =~ (24,000*80%)

syndrome) 2. PAX3 ~ SOX10 -




EDN3-EDNRB~MITF~SNAI2 &
FIR %4 17

# @ F ok 8 (Hereditary
91 | angioedema)z. SERPING1 £ 1% | 5,376 ~(6,720*80%)
4 45

s 4] sv 4 % g (Limb-girdle
% muscular dystrophy)z_ & %)% %7 19,200 = (24,000780%)
T @Y R R (X
93 | linked hypophosphatemic rickets) | 14,784 =~ (18,480*80%)
2. PHEX & %R %~ 47
CHARGE i & # (CHARGE

94 ] 19,200 = (24,000*80%)
syndrome)z. CHD7 2k F) % % 4 47

#a
Lot A PR FRARLERIH  FFIRRIRKTL S Y 2 2o
A FEMAE Y G REEF A AT D LR R R R R e

B o
A 2 B AEY L L FWBHTRFALABEE F LA pRFWE S W w=rE
Lpp2 B ke ) FRUEH O BRI RRST
3ATES £ R
(1) - P2 488 FUL BB AT £352.80% 5 ¥ Mar #ATEA LA BB AT EY 2502 100% »
B E 1 3 T 7 2% (Achondroplasia) 2. FGFR?}é‘ﬂi\ A2 A EA T L ) 0 — 4R
SAFES F L1200 5 P Mo r B AT EY F S 1,500 o
R FE®wFE TP ERAEEFF L EE2 TR B2 —Fﬂa}ifﬁ?%ﬁ%%’fﬁﬁﬁj WL E
’fé%f#’f#iﬁ%' PATAT RS s Q|- P2 AT AR AR ’fﬁ,%?i“' * 2_80% ¢ Moz » P 24T
L | "31:5,%}%‘7 * 2_100% o
4.%5"1,%#%#.%1}7? F AR F R REF * A yEE AT PR R A S AR PR 2
R TEE- Y Ry 2 ELAFY Ao
5.109£127 23p G2 AGTIINF LA i 2 HFH FR§ %60 § iRk °
(1) % 8 - *H 55 (exon)% ¥~ PCR # % % > d 8003 H{5% Frcit ¥ 3 * 5840% o
(2) %PB AL F12 exon #HcP 2 BT X BB BT ¥ o
(3) ABL1 3 1825 36 F A FFfie 7> RAIL F 5 ROEMBRAEFE - M g3 Jege/
- ATk AporpRpipliery %z}ﬁazy]/»\ﬁ CREAFREVEEEEAR
22 AT/ AT e
(4) Fs 2l ¢ TR A & R 1438~ 273 NCFA(8 exon) ik FIA 45 » & 2 3 © ok 7%
B2 AFIHALELS S
(5) & 27 B 3. DiGeorge's J i ¥ (DiGeorge's syndrome)z. TBXI A FlR 84 70 % &> &7
TBX1# % » % $22q11.2 deletion 4 7 > ‘r'ftW'J“éf °
(6) mA43 7 5L+ i@ < g (Kennedy disease)2 A FIZ 47 > 7 ¢ F]5 AR A F]hBR %0 R 0
F‘J‘,’T‘.
(7) B 5L63473 T 4 Bl op Xﬁﬁ*ﬁfg(Spinal muscular atrophy, SMA ) 2 SMN £ ] % 7% % T_5 o
(8) /654 YL 7 (Porphyria)2. HMBS 4 F1% % 4 47 » & B $2 £ 48 » &d % -
(9) B AES8E60:F 2 2 rRP B2 TR AL -COLIALIZ COLIA2A F1 2 K F 2 5 o
B LRSS R A R RFIRA
(10) /68 ~ 70 % 533 # < i % ¥ (Rett syndrome)FOXG1 ~ CDKL5 ﬁ._k"l % % & ¥ > Rett syndrome
2 MeCP2AA F1% £ 5 % Z1 40 B 12 > 95% Rett syndrome ,% 2 MeCP2 4 7% £ (- MeCP2




duplication) » F14* e & % & # ¥ % #1% CDKL5% FOXGI# Flie % P -
6.1134£37 220 e ARTINE LA JH 2 Eh F3K § $ T35 § bk

(1) 3B 4 B 581-94 % 1435 % %38 P © & # -5 F1-1 #7 < g (Charcot-Marie-Tooth disease)2-
PMP22 7 FI 3% % & 47 ~ TR ks 1 5 3 1449 5o % (Familial amyloidotic polyneuropathy) 2.
TTR A F]1R %4 47 -~ " 3 2 5z (Myotonic dystrophy)z. DMPK ~ CNBP £ F| % % 4 45 ~ &
i ”ﬁ'\ a9 4 % j (Adrenoleukodystrophy) 2. ABCDI &k F1 R % 4 47 ~ Angelman = jg i ¥
(Angelman syndrome)z. UBE3A 3k %] % % 4~ 47 ~ Prader-willi ~ Jjg i% ¥ (Prader-Willi syndrome)
2_ 4 F1Z ¥ - Dravet Jg ix ¥ (Dravet syndrome)z. SCN1A A F| % ¥ 4 47 ~ RIFEIvE Mt ]
% A it (Amyotrophic lateral sclerosis)2. SOD1 ~ TARDBP ~ FUS ~ COORF72 # ] % % » 17 »
I 6% g i ¥ (Alport syndrome) 2. COL4A3 ~ COL4A4 - COLAAS A FIR B4 17~ L 7 o <
JiE 1% ¥ (Waardenburg syndrome) 2. PAX3 ~ SOX10 ~ EDN3 + EDNRB -~ MITF ~ SNAI2 & 7] &
%445 ~ i @i s § ok "6 (Hereditary angioedema)z. SERPINGI A F]1 % & A 47 ~ %7 4]3v
% % Jg (Limb-girdle muscular dystrophy)z. & #]35 %7 ~ (85 @& ] MOghpe B o 8 (X-linked
hypophosphatemic rickets) 2. PHEX # %] % % 4~ 17 ~ CHARGE i iz #(CHARGE syndrome)
2 CHD7# F1% % A 45 -

Q) FH2-7-24~29~33-34-36-38-39-40~50~51~56~57~62~63~76~77~78~
79 80£ 2151 F LA F AT 20 H 2 A LA



