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1 |#¥% % 52 25 (Achondroplasia) 2= (1,200 =~ (1,500*%80% )
FGFR3 A F]1R 84 17
2 |EEFHEE T (Acute intermittent | (1) H - #F 5 (exon) : 640 ~
porphyria) z. HMBS & ] & % 4 47 (800%80% )
(2) A T2/ A7 8,960 ~
(11,200*%80% )
3 |FP4F ¥ ¥ (Alagille syndrome ) (1) & #a3: 4 (deletion) = 38 1,200 ~
2 7 F ¥t (1,500*809% )
(2) H- 2312 AF2 R L4553
12,000 = (15,000%*809% )
(3) A F 2T AL+ 0 25200 ~
(31,500*809% )
4 |€ mEF < (Apert syndrome) 2 (1) #5445+ 1,600 =~ (2,000 ~
FGFR2 & % % 4 7 *80% )
(2) - %3 (exon) 640 ~
(800*80% )
5 |FRELIRARMEEZELR 9,600 =~ (12,000*80% )
( Aromatic L-amino acid decarboxylase
deficiency ) 2. AADC K F1R % 4 47
6 |H% ¢ HWELS RLETHE R (1) - 3 (exon) : 640 =
( Autosomal recessive polycystic kidney (800*809 )
disease ) 2 A F|¥ 7 (2) A= BPE 13200~
(4,000%809% )
7 |Bartter’s syndrome 2. £ %] ¥7 (1) -t 3 (exon) : 640 ~
(800%809% )
(2) 2 AFZA A7 124,000 ~
(30,000*%809%% )
8 |Beckwith Wiedemann = g iz ¥ (1) KCNQI1 A 77 A iv 2 & &2 47 © 4,800
( Beckwith Wiedemann ~ (6,000%809% )
syndrome ) KCNQ1 ~ HI9 £ F1 % %447 | (2) HI9 A F] " A 42 & £ 47 : 4,800 ~
(6,000%809% )




TTEE AR 50244 510247 20180601  fHAZTENE
B T P o kRAmaw
(&% iﬁ)ﬁi?%’%&?’ B PR
2o e 80%tE )
9 |4 ¥ % pF4k 2 x (Biotinidase (1) - 3 (exon) : 640 ~
deficiency ) 2. BTD £ F]1 % % 4 {7 (800*80% )
(2) 2873/ A47 12,560 ~
(3,200%80% )
10 |/ 1P 4&+ Z 5x (Carnitine deficiency | (1) ¥ - #t+ (exon) : 640 ~
syndrome, primary ) 2. SLC22A5 % %] R (800*80% )
BT (2) 2 A 7T B A4 6,400 ~
(8,000%80% )
11 | R8s p Tf’?ﬁ:f}iﬁ ( Chronic primary (7,200 = (9,000*80% )
granulomatous disease ) 2. CYBA % %] %
i
12 |RgdmBEp 5% i ( Chronic primary (7,200 = (9,000*80% )
granulomatous disease ) 2. CYBB £ 1%
ke il
13 |REEHEE 5% }}’;‘3 ( Chronic primary (7,200 = (9,000*80% )
granulomatous disease ) 2~ NCF1 & F] &
k. il
14 |hgEREp 5% i ( Chronic primary (7,200 = (9,000*80% )
granulomatous disease ) 2= NCF2 4 %] %
k. S
15 | 5% i ( Chronic primary |1,600 = (2,000*80% )
granulomatous disease ) 2. H202
production # &y 4 5
16 |A*=pid g % — 4] (Citrullinemia type (1) - 3 (exon) : 640 ~
I) 22 ASS1 A R 8447 (800%80% )
(2) 2AFEAE A 47 110,240 =
(12,800*80% )
17 |Ar=pid % = 4] (Citrullinemia type (1) E- 3 (exon) :640 ~
IT) 2. SLC25A13 A %1% % & 7 (800*80% )
(2) 2AFEAE A7 111,520 &
(14,400*80% )
18 |48 ¥ g % v B+ (Cleidocraninal (1) - 2.2 %247 : 1,600 ~
dysplasia) 2. RUNX2 & 5] % % 4 47 (2,000%80% )
(2) 2 A FZA A 47 15,200 ~
(6,500*80% )
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19 |Cockayne = jJg i ¥ ( Cockayne (1) & w3 %4447 12,000 ~
syndrome ) - ERCC8 (CSA) # #|% & (2,500%80% )

AT (2) AT A A5 17,600 ©
(9,500*80% )

20 |Cockayne = jJ i ¥ ( Cockayne (1) = &2 %3447 12,000 ~
syndrome) 2. ERCC6 (CSB) A% (2,500%80% )

# e T

(2) 2 7% A 4247 110,800 ~
(13,500*80% )

F %‘ Kovp g HAE ( Duchenne muscular
dystrophy ) 2. £ %1% %7

21 (&= I“i/j'\% ¥ B s (Congenital |[H - ¢t 3 (exon) @640 = (800%80% )
urea cycle disorders ) 2. L F]# %7
22 [AAMEBAAERY ERiz#E 7,200 = (9,000*80% )
( Congenital hyper IgE syndrome ) 2
STAT3 A FIR % 4 17
23 | AXMF AL RY Bz 7,200 &~ (9,000%80% )
( Congenital hyper IgE syndrome ) 2.
DOCKS A F1R 84 11
24 |Cornelia de Lange = j¢ i ¥ (Cornelia de {32,000 =~ (40,000 = *80% )
Lange syndrome ) 2
NIPBL » SMCI1A ~ SMC3 ~ RAD21 £ 7]
R B A T
25 |Crouzon = jt i % (Crouzon syndrome) |¥ - ¢+ (exon) : 640 =~ (800*80% )
Z2_ FGFR2 £ F1 % % & 37
26 | kgt e (Cystic fibrosis) CFTR | (1) 2 & %2 A 4 $7: 12,000 =~
AFRBL T (15,000*%80% )
(2) @ v #AIFL: 2,000 ~
(2,500%80% )
27 |DiGeorge's Jt i ¥ (DiGeorge's 7,200 = (9,000%80% )
syndrome ) 2. TBX1 £ F1% % 4 47
28 |DiGeorge's Jt i ¥ (DiGeorge's 3,480 =~ (4,350*80% )
syndrome ) Z_ 22ql1.2 deletion 4 5
29 (1) = vk Flax 2 /E4F A/ R LA 47 ¢

2,400 = (3,000%809% )
(2) AR B2 A TFA 47 16,400 ~
(8,000%809 )
(3) 2 A FIZA A $:36,000 %/ & %
(45,000%80% )
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30 [i# % 33z (Fabry Disease) 2. 7254 F] | (1) IVS4+919 i= gLt jp] : 1,200 ~
—Jﬁ % P (1,500%80% )
(2) - 3 (exon) : 640 ~
(800*80% )
(3) GLA & 7% 5 » 47 1 4,480 ~
(5,600%80% )
31 |Pgmpe ¥ i 18 % 4% 15 (Fatty acid H- 3 (exon) @640 =~ (800*80% )
oxidation defect) P 4k % & %% 4 Z &
- A2 AT
32 |[Z5v#n e (Galactosemia) 2 A %2 |H - ¢+ 3 (exon) : 640 =~ (800*809% )
8
33 |® £ <& (Gaucher'sdisease) 2z GBA | (1) - # 3 (exon) : 640 =~
AFIR LT (800*80% )
(2) 2AFZA 445 0 7,680 ~
(9,600%80% )
34 |N - RS - A ( Glutaric aciduria H- %3 (exon) :640 ~ (800%80% )
type 1) 2. A F|# %7
35 |"FpEREAE e la 3] (Glycogen storage (1) H- g2 % 11,600 ~ (2,000%*80% )
disease type la) 2. G6PC A F1Z %447 | (2) 2 A FTF » 47 1 3,600 ~
(4,500%80% )
36 i @i E Mk (Hereditary spastic | - 33+ (amplicon) : 640 =~
paraplegia) 2Z_ i F|# %1 (800*809%)
37 |% #=piw g (Homocystinuria) 2. & |H - b3 (exon) : 640 =~ (800*809% )
F Et
38 |% 7 # H ke (Huntington’s disease ) 2 4 &3 1,600 ~/4 (2,000%809 )
2 7k FI o
39 |“mpififs e (Hypophosphatasia) 2= 7,040 =~ (8,800%80% )
ALPL 2 AL F1 R ¥ 4 47
40 |4 % 4 # & (Incontinentia Pigmenti) 2. | (1) ¥ - 44 (deletion) ] : 800 ~
& FILET (1,000%80% )
(2) - »A)2 A7 %A 18,000 ~
(10 000*80V )
(3) A#Ze¥rs 3,200 ~
(4,000*80%)
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41 |B A ped g (Isovaleric acidemia) 2z & |H - “t 3+ (exon) : 640 ~ (800%809¢)

F3

A3243G ~ G3460A ~ A8344G ~ T8993G

~ T8993C ~ T10158C ~ T10191C ~ C117
77A ~ G11778A ~ T12706C ~ G13513A ~
G14459A ~ T14484C ~ T14487C % -4
1A TR %A AT

42 |&c# ik g3 (Kabuki (1) g2 % 11,600 ~ (2,000%8095 )
syndrome ) MLL2 £ F| % % 4 47 (2) 2 A 72 R 447 1 17,600 ~
(22,000*%809 )
43 |4 @ <z (Kennedy disease) 2 £ %] | (1) H - g% % 640 ~ (800%*809% )
e (2) 8 BB A %447 1 1,200 ~
(1,500%809% )
44 |4 @ < (Kenndy disease) 2. 1,200 =~ (1,500*80% )
Expand tandem repeat ( 2“2t % % 3 %] )
2 fh F1 T
45 |Leigh disease 2. ¥ - =2 640 ~ (800*809% )
T14487C ~ G14459A ~ T10158C ~ T1019
1C ~ C11777A ~ T12706C ~ T8993C ~ T8
993G % #4121 (hotspots) 2. A FIR F 4
17
46 |Lowe * jx iz# (Lowe syndrome) 2. (1) & w2 %3 F 2,000 ~
OCRL £ F1 % %4 7 (2,500%80% )
(2) 2 A F2 /A7 1 14,400 ~
(18,000*80% )
47 1R AE AR (Maple syrup urine disease ) |H — “t %+ (exon) : 640 =~ (800*809% )
2k F1P %1
48 |¢ dampdfps AL DR LR H- ¢t3 (exon) : 640 = (800%*809% )
(Medium-chain acyl-coenzyme A
dehydrogenase deficiency ) 2. & F]% %7
49 |7 AR - pex g (Methylmalonic H- 3 (exon) :640 ~ (800*809% )
acidemia) 2. £ F|Z# %7
50 |50 %84% K5 (Mitochondrial defect) 2. (1) # 13 1,600 ~ (2,000%80% )
T+ BRgant £ SRR (2) 578 8,000 ~ (10,000*80% )
51 /‘Fifsﬁl?ﬁ-‘ff‘k«‘fﬁii (1) H- g% % 640 =~ (800*809% )

(2) 3@ =82 & A7 1 1,600 ~
(2,000%809% )

(3) 5@ =82 & A45 12,400 ~
(3,000%80% )
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52 |k E ?)ﬁii sl A %) (mt DNA H- 344 1640 ~ (800%809% )
4977 bp) 4 4 (deletion) A +7
53 | %@ prak £ g (Multiple (1) - #3 (exon) : 640 =~
carboxylase deficiency ) 2. HLCS £ 1% (800*80% )
® 417 (2) 2AFILA A 47 17,680 ~
(9,600%80% )
54 WEsEBEEHEY A (1) ® =R %3 F38 0 2,000 ~
(Neurofibromatosis type II ) 2. NF2 (2,500%80% )
L (2) 2AF TR 457,200 ~
(9,000%80% )
(3) MLPA # 4 /£ 4 4] » 47 © 3,200 ~
(4,000%80% )
55 |[Niemann-Pick = & A 3| (Niemann-Pick | (1) # - ¢+ (exon) : 640 =~
disease type A) 2. SMPD1 A F| R %4 (800*80% )
17 (2) 28725 4+7 13,840 ~
(4,800*80% )
56 |Niemann-Pick = & C %] (Niemann-Pick | (1) ¥ - *t 3 : 640 ~ (800*80% )
disease type C) 2. NPC1 A F12 %4+ | (2) 2 A F T A 447 12,000 ~
(15,000*%80% )
(3) MLPA # 4 /£ 45 4] » 47 1 3,200 ~
(4,000%80% )
57 |6 ¥ephi 7 ek @A AT L H- 3 (exon) : 640 < (800%80% )
( Ornithine transcarbamylase
deficiency) 2. OTC &L %1 £ & 4 7
58 |= 4% # 2 (Osteogenesis imperfecta) |2,000 =~ (2,500%80% )
AR B2 TR
59 |= 4% % 2 (Osteogenesis 20,280 ~ (25,350*%80% )
imperfecta) COL1A1 2 %] > & F| 2 5
60 |= % # > (Osteogenesis 22,360 ~ (27,950*%80% )
imperfecta) COL1A2 2 F]1 > L F] 2 A&
61 | = 2asy 28R A xME g |- 3 (exon) 640 =~ (800%80% )
(Persistent hyperinsulinemic
Hypoglycemia of Infancy (PHHI) 2z
GLUDI £ 7% %4 45
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62 |Pfeiffer X jt i ¥ (Pfeiffer syndrome) |H - *t3 (exon) : 640 =~ (800*80% )
2 FGFR2 A F12 %4 1
63 |k fie (Phenylketouria) 2. 7k 1% #7 |8 — ¢+ (exon) : 640 = (800*80% )
64 | b g (Pompe disease) 2. GAA # (1) H- 2% % 640 ~ (800*80% )
FR %A 1T (2) 2 A 7T/ A+ 112,000 ~
(15,000*%80% )
65 |% ¥ (Porphyria) 2 HMBS A F]R % ¥ - b+ (exon) : 640 = (800*80% )
A 37
66 % FE (Porphyria ) 2,000 =~ (2,500*80% )
1. /% : PBG/ALA % 4 4%
2. F# © Porphyrin HPLC A4 4| 4 41
& ¥  Porphobilinogen
deaminase (PBGD) /&4 47
67 |iB{THFIEHIFN LT (1) & =¥ - #3#+ (amplicon) : 2,080
( Progressive familial intrahepatic ~ (2,600*809¢ )
cholestasis ) 2 & 1% %7 (2) - 2412 A 52 A/ 0 F3F 12,000 ~
(15,000*%809¢ )
(3) 22 AF LA 36,000 ~
(45,000*%809%% )
68 |+ <yziz¥ (Rettsyndrome) FOXG1 |A F|3 %4 45 3,200 =~ (4,000%80% )
AFIR A
69 |mm#F < iz¥ (Rettsyndrome) MECP2 | (1) @ w2 #gsr4r (7E>F ) 1,600 ~
7 e % (2,000%80% )
(2) 2 wRBELT (A0 72) 14,000 ~
(5,000%80% )
(3) MLPA % #7 : 2,400 = (3,000%80% )
(4) AFIREA 47 13200 ~
(4,000*80% )
70 |3 #F g3 (Rettsyndrome) CDKLS5 | (1) & sw& #2447 (72F=+F ) 1,600 ~
7 Flte (2,000%80% )
(2) = wR g8 T (A5252) 14,000 ~
(5,000%80% )
(3) MLPA % 47 : 2,400 =~ (3,000%80% )
(4) K72 %447 116,000 ~ (20,000%80% )
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71 |‘@m4arysrpi 4 & pesk 2 g (Short-chain | (1) H - #+ 3+ (exon) : 640 ~
acyl-CoA dehydrogenase deficiency ) 2. (800*80% )
ACADS # F1 % % 4 47 (2) 2AFILA A1 16,400 ~
(8,000%80% )
72 |& Bf% w e (Sitosterolemia) 2. ABCG5| (1) - ¢ 3 (exon) 640 ~
AFR LT (800*80% )
(2) 2 A 7T/ A4+ 18,320 ~
(10,400*80% )
73 |& B o g (Sitosterolemia) 2. ABCG8| (1) ¥ - ¢t 3 (exon) @640 ~
AT R8T (800*80% )
(2) 2AFTAA47 18320 ~
(10,400*80% )
74 | % RgpIep g‘ﬁﬁ)ﬁ: ( Spinal muscular = 4 11,600 ~/4 (2,000%809% )
atrophy ) 2. & F1Z %t
75 | ¥ %) ”m-‘{‘ﬁﬁ[fﬁ ( Spinocerebellar 2 4 &3 1,600 ~/4 (2,000%809 )
ataxias ) 2. L F|# %7
76 |£ Al F f i (Thalassemia * 412,800 &/ (3,500%809% )
major ) 2. 7 F¥ %7
77 B f»&"fvﬁf\}i ( Trimethylaminuria ) 2513(30;20‘%; ; * (exon) 640 =
2. FMO3 A F1 % 8~ 47 (2) 272 R/ L2471 5760 ~
(7,200%80% )
78 | & A v (Tuberous sclerosis) Z. | F]Z_& & 15 : 24,000 ~ (30,000%80% )
7 F1P ot
79 |prrephrz i pEak 2 g (Tyrosine H- 3 (exon) @640 =~ (800*80% )

80 |= B &r< ¥ (Williams syndrome) (3,480 =~ (4,350%80% )
2. 7q11.23 2. A 1 %7

81 |= f & =& (Wilson's disease) 2z 2 %] | (1) & =% £AFz% 2,000 ~
EA (2,500%80% )

(2) 2AFZAE A 19,600 ~
(12,000*80% )
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82 |Wiskott- Aldrich = jg i # ( Wiskott- 7,200 =~ (9,000*80% )

Aldrich syndrome ) 2. WASP £ ] % %
Lo

83 3-" A el T AR LA LR (1) - 3 (exon) :@640 ~
(3-Methylcrotonyl-CoA carboxylase (800*80% )
deficiency ) 2. MCCCI1 & F1% % 4 47 (2) A FT A 447 12,160 ~
(15,200*80% )
84 [3-" A~ emiffF AR LR (1) - *t3 (exon) : 640 ~
(3-Methylcrotonyl-CoA carboxylase (800*80% )
deficiency ) 2. MCCC2 A F| R % 4 17 (2) »A 725 447 10,880 ~
(13,600*80% )
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