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¥ # v # 298 (Achondroplasia) 2.

A *800
1 FGFR3 f %)% % A 45 1,200 (1,500*80% )
(1) - 3 (exon) :640 ~
9 &M% For (Acute intermittent (800*80% )
porphyria) 2. HMBS A& F| % % 4 17 (2) 2R 712K 447 : 8,960 ~
(11,200*%80% )
(1) & &34 (deletion) = 58 1,200 ~
(1,500*%809% )
3 et % wom iz 3 (Alagille syndrome) (2) E- 232 ARz /pitfr 55
2 Fh FI T 12,000 =~ (15,000*%809% )
(3) 2AFZTA A7 25200 ~
(31,500*809% )
(1) 453 8445 11,600 ~ (2,000 ~
4 § hdF g (Apert syndrome) 2 *80% )
FGFR2 £ %1% % & 47 (2) - ¢ 3 (exon) :640 =~
(800*80% )
A OE LRA RS ES LR
5 (Aromatic L-amino acid decarboxylase [9,600 = (12,000*%80% )
deficiency) z AADC # 7] % % 4 45
- 43 : A *
W RSN S TR (1)%) %+ (exon) :640 = (800*80
6 | (Autosomal recessive polycystic kidney g e _
vifl B ET 3, - , *
disease) 2 3 1% & (2)5; BB ¥r: 3,200 ~ (4,000*80
0
(1) - 3 (exon) :640 ~ (800*80
7 |Bartter’s syndrome 2. A F]Z %7 %)
e (2) > 575 ~+5 1 24,000 ~
(30,000*809% )
5 v H oL g \ :
Beckwith Wiedemann = jg i ¥ (D ,Kc(hé%lodﬁ‘;ggyé AR AT 4,800
H H i H 0
8 ( Beckwith Wledemzinn: S)(ndrome) (2) H19 £ 517 &1 £ 2 45 © 4,800 =
KCNQ1 ~ H19 & F1 % % 4 47 (6.000%809 )
(1) - 3 (exon) :640 =~
9 4 ¥ % pFat 2 g (Biotinidase (800*80% )

deficiency) z BTD £ Fl% %4 47

(2) A T2/ A5 12560 ~

(3,200*80% )

HESHR
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273 Y 57 (RFLABPRBER » HEPHER

2 A et 80%3- 8 )

g M p k&4, Z g (Carnitine deficiency

(1) - 3 (exon) :640 =~

_ - (800*80% )
10 s%rlgr*ofrme, primary) z_ SLC22A5 # #1% (2) 24 F %5 415 1 6,400 =
(8,000*80% )
R MR 5 Hm (Chronic primary
11 |granulomatous disease ) 2. CYBA # %] % (7,200 =~ (9,000*80% )
A 45
R R ¥ s (Chronic primary
12 |granulomatous disease) 2. CYBB # %% |7,200 = (9,000%80% )
il
R R ¥ s (Chronic primary
13 |granulomatous disease ) 2. NCF1 & #F]% (7,200 = (9,000%80% )
il
Jog t e ¥ Hs (Chronic primary
14 |granulomatous disease ) 2. NCF2 & #]1% (7,200 =~ (9,000*80% )
BT
R fE R4 p 5 Hm (Chronic primary
15 |granulomatous disease ) 2. H202 1,600 ~ (2,000*%80% )
production # it 4 47
(1) - 3 (exon) :640 =~
16 A spg s g % - A (Citrullinemia type (800*80% )
1) 2. ASS1 & F1% %4 5 (2) AT 2R A4 110,240 ~
(12,800*%80% )
(1) - 3 (exon) :640 =~
17 Aoefg e g % = 3] (Citrullinemia type (800*80% )
I1) 2. SLC25A13 A #|1 3 % 4 15 (2) > 725 447 - 11,520 ~
(14,400*%80% )
(1) - 2% %47 1 1,600 ~
18 % ggt 3 7 B ¥ (Cleidocraninal (2,000*80% )
dysplasia) z- RUNX2 & 5] & % 4 47 (2) 2 A %7/ 415 5,200 ~
(6,500*80% )
Cockayne = jt i ¥ (Cockayne (1) z;;gbiigx )ﬁ £ 2,000 ~
H g g ’
19 i{/r;grome) 2. ERCC8 (CSA) # %% % (2) » AR A A4 : 7,600 =
(9,500*80% )
o e B : S
Cockayne * jz i 3 ( Cockayne (1 (Zg&igx )ﬁ 2,000
20 Si,lrggn:) - ERCCE (CSB) 27 (2) 2 AT 2 A A+7 110,800 ~
x (13,500%80% )
* T MR IR N R R i
o1 % M F# 75k A #Ha (Congenital B - 3 (exon) :640 =~ (800*80% )

urea cycle disorders) 2. f& )% %t
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AAMB LA FY EpigHE

22 | (Congenital hyper IgE syndrome ) z_ 7,200 =~ (9,000*80% )
STAT3 A F1 2 %4 7
AXMFALERITY ERigHE
23 | (Congenital hyper IgE syndrome ) z_ 7,200 =~ (9,000*%80% )
DOCKS8 £ 7|3 % 4 47
Cornelia de Lange * jz # ¥ (Cornelia de
24 |Lange syndrome) 2. NIPBL - SMC1A ~ {32,000 ~ (40,000 =*80% )
SMC3 ~ RAD21 £ 7| % gkhA 47
25 | hanre kO g s Ceron) 640 = (800%80%)
(1) 2A7%E4145:12,000 ~
26 Fk g it g (Cystic fibrosis ) CFTR (115,000%80% )
wFIR %A AT (2) & R AR 2,000 ~
(2,500%80% )
DiGeorge's Jz i ¥ ( DiGeorge's _ *
2T |syndrome) = TBX1 & %1% % 4 44 7200 7 (9,000780%)
DiGeorge's g iz ¥ (DiGeorge's _ .
28 |syndrome) 2. 22q11.2 deletion 4 45 | >80 ™ (4,350780%)
(1) & i Flar 4 [E£A45 AR B3]+ 47 ¢
2,400 = (3,000*80% )
29 F %< ep X455 (Duchenne muscular | (2) &R %22 A %4 47 1 6,400 ~
dystrophy ) 2 & %12 %7 (8,000%80% )
(3) 2 # F 2 A4 17:36,000 ~/ 2 ¥
(45,000%809% )
(1) IVS4+919 i+ gLk jp] = 1,200 ~
(1,500*80% )
30 7+ % 35 e (Fabry Disease) 2. #2%+ %] | (2) - *t3 (exon) :640 ~
35‘ Rl (800*80% )
(3) GLA i 72 A & #7 : 4,480 ~
(5,600*80% )
AP § 1L (F % 4% 1 (Fatty acid
31 |oxidationdefect) p 4kt & 2424 Z g |H- ¢+3F (exon) :640 =~ (800%80% )
¥ - 312 A Fk%
SRR H 5 2
32 —L&—{rzu,}%m J& (Galactosemia) z £ F1# B- 3 (exon) :640 = (800*80% )
(1) - *+3 (exon) :640 ~
33 % 2 <z (Gaucher's disease) 2. GBA | (800*80% )
ATFRRL T (2) > 575 +»47 17,680 ~
(9,600*80% )
2 ~ = AR % - 3] (Glutaric aciduria W 3 (exon) :640 & (800%80%)

type 1) 2 7 Bl #F
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N 502545 5143 1 20190731 A ERE
BRae £3F
B WE%REP (RFLEARBFRBET * PRI R
% o 4B 80%3- 8 )
1) - g% % 11600 ~ (2,000%80%
3 sFaE e % e la A (Glycogen storage E2§ &i’sj]?if P 3,60(5 - )

(4,500*80% )

B B E e AR (Hereditary spastic

H - ¥+ (amplicon) : 640 =~ (800*80

36 paraplegia) 2 A ) %7 %)
= ok vt o - . "
37 r:-]% ;:ﬁ’x.ﬂ_ 7 (Homocystinuria) z_ £ B- 43 (exon) : 640 = (800%80% )
38 % 7 # H e (Huntington’s disease) |+ 4 @ & 4] 1,600 ~/+ (2,000*809% )
2. 7K TP T
Bk fn fF e (Hypophosphatasia) 2. - %200
39 ALPL 2 & F% %4 4 7,040 (8,800*80% )
(1) - 3% (deletion) i :p] : 800 ~
(11,000*809% )
40 ¢ % 4 # e (Incontinentia Pigmenti) z_ | (2) ¥ - ~ 3|z A ]2 A& 8,000 ~
A FY (10,000*809% )
(3) AmZ¥rrErzs © 3,200 ~ (4,000*80
%)
P TR TO
a1 i%ﬁ:{;j’— 7& (lsovaleric acidemia) z & B- 5 (exon) :640 = (800%809)
F¥2
& X . H e g e *80)0
B % L g ¥ (Kabuki syndrome) (1) ff‘% 11600_ (2’00(_) 80%)
42 MLL2 2 7% % 4 14 (2) 2 A%z A 445 17,600 ~
S (22,000%80% )
o . . (1) - 2% % : 640 ~ (800*809% )
1B X e
43 3?: <& (Kennedy disease) z_ # 7] (2) 8 B =85 T4 49 ¢ 1,200 =
i (1,500*809%; )
H @ g (Kenndy disease) 2.
44 |Expand tandem repeat ( 2-2:-% % & %) (1,200 ~ (1,500*80% )
2 KB4t
Leigh disease z. T14487C ~ G14459A -~
T10158C ~ T10191C ~ C11777A ~ e - - %200
45 T12706C ~ T8993C ~ T8993G % #. 2k i A (800%80%)
(hot spots) z # F]% % 4 47
(1) = R %A FR 2,000 ~
16 Lowe = ix# (Lowe syndrome) z (2,500*80% )
OCRL A F1 % % 4 {5 (2) 2 72 5/ A +7 1 14,400 ~
(118,000*%80% )
S EY H H
47 i 4% fio (Maple syrup urine disease ) B- 3 (exon) : 640 = (800%809)

G
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48 | ( Medium-chain acyl-coenzyme A H- 3 (exon) :640 =~ (800*809% )
dehydrogenase deficiency ) 2. & 1% %7
a - BE s i
g9 |l E TN - s (exon) < 640 % (800%809%)
50 478 4% K4 (Mitochondrial defect) 2 (1) = 13 1,600 ~ (2,000*80% )
T BiieankF SRR (2) 57 8,000 ~ (10,000*80% )
SRS B 2. A3243G ~ G3460A ~ N . _
AB3A4G - T8993G - TBG93C - (1) %~ R % : 640 % (800°30%)
Behe & 45 e ~
5 |TLOIS8C - TL0191C « C11777A - (2) o AT 1800
G11778A ~ T12706C ~ G13513A ~ (3)5 .’[; o @b e Z 44 0 2,400
G14459A ~ T14484C - T14487C % 44t SRS A2
WA TR L B A 4 (3,000%80% )
e SURE A s 2 ke AL 7] (mt DNA 22 :aa0 A *20)0
52 14977bp) 42 (deletion) A -4k 1640 = (80080%)
5o s sk £ (Multiple (L jf SBJISEW()eXOM $640 %
53 |carboxylase deficiency) z- HLCS # 7] & N ° <1 _
YN (2) 2 AF2 A A~47 17,680 ~
(9,600%80% )
(1) © &R %3/ 2,000 ~
WOER AR G - 7 2 ;Zg(;??g@ 7900 -
54 | (Neurofibromatosis type II ) 2. NF2 #& ) f‘ o LURE
F % A 15 (9,000*%80% )
’ (3) MLPA i+ 4 /€45 3] » 47 * 3,200 ~
(4,000*%80% )
— ¢ 3 : e
Niemann-Pick < ;& A 4] (Niemann-Pick D ?800*8?)%()6)(0“) 640
55 |di type A) 2. SMPD1 X 7% % 4
#‘Irsease e AT E (2) 2 AF2 A A4 13,840 ~
(4,800%80% )
(1) - ¢ 3 :640 = (800*80% )
+H = N . =
Niemann-Pick < ;& C %] ( Niemann-Pick (2) 2 A FLA ~47 © 12,000
56 disease type C) 2. NPC1 A F]1 % %4 7 (15,000*80% )
= TR (3) MLPA 4 % /£ 4§ 3]~ 45 : 3,200 ~
(4,000*%80% )
bRpL g U PR A PR AL LR
57 | (Ornithine transcarbamylase ¥ -3 (exon) :640 ~ (800*80% )
deficiency ) 2. OTC # F1 2 A 4 45
N ) .
58 ¥ % 2> (Osteogenesis imperfecta ) 2000 = (2,500%80%)

S AR B TR
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= ¥ % >z (Osteogenesis imperfecta)

S *809Y
59 COLIAL £ 7 » & M2 & 20,280 = (25,350*80% )
= ¥ % >z (Osteogenesis imperfecta) _ QN0
60 COLIAZ 47 > 4 M2 5 22,360 = (27,950*80% )
FHPA QAL G FER A ML R
(Persistent hyperinsulinemic - . _
. H - ¢ : = *800
61 Hypoglycemia of Infancy (PHHI) 2z + (exon) 640 ~ (80080%)
GLUDL £ 7% % 4 7
Pfeiffer < jz iz 3% (Pfeiffer syndrome) = . _
— e : 2 *809
62 + FGFR2 &\ % %4 14 ¥ + (exon) :640 =~ (800*80% )
63 | ¥k /i (Phenylketouria) 2 A F]75 %r |8 - #F 5 (exon) : 640 ~ (800*80% )
. N (1) - 2% % 640 ~ (800*80% )
64 [ e dieemse) = GAAR 1 (2) 2 ami o g5 2 12,000 =
T (15,000%80% )
e i 75 Kk
65 A\f:’i (Porphyria) = HMBS 251X % 15 _ 45 (exon) : 640 = (800%80%)
# % e (Porphyria)
1. ik : PBG/ALA & & #7
66 |2. Jki% : Porphyrin HPLC 4 4] 4 47 2,000 = (2,500*80% )
& Ik : Porphobilinogen deaminase
(PBGD) &4 47
(1) & =¥ - %3+ (amplicon) : 2,080
e . 0 ~ (12,600*80% )
b T M 7 3E M }.7’?7‘- /"L/ ) — _
EFLRIEIL BP FTE (2) ¥ - #3402 AR A 1557 12,000 ~
67 | (Progressive familial intrahepatic
cholestasis ) 2. £ F]# %7 (15,000%809% )
e (3) 2 A2 A 36,000 = (45000%80
%)
Th ¥ g ¥ (Rett syndrome) FOXG1 ek e - _ *aN0
68 B R A AFR %L 47 1 3,200 ~ (4,000*80% )
(1) = wiggrtr (7<) 1,600
= (2,000%80% )
© e (2) = wi g7 (AnPp52) 14,000
A gpiE _
69 Th ¥ g i ¥ (Rett syndrome) MECP2 = (5,000%80% )

h Flie %

(3) MLPA % 45 : 2,400 =~ (3,000*80% )
(4) A7 2 %445 13,200 ~
(4,000%80% )
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2 A et 80%3- 8 )

Th ¥ g iz ¥ (Rett syndrome) CDKL5

(1) e wrgmsts (F2E+F) 1,600
= (2,000*%80% )
(2) e wrgerts (Anrsd2) 14,000

70 ~ (5,000*80% )
2 Tt (3) MLPA %~ 45 : 2,400 =~ (3,000*80% )
(4) 7% %445 1 16,000 ~
(20,000%80% )
. ¥ 43 : A
‘4n e 4 & pra L g (Shortchain | () X7 b (exon) : 640
71 |acyl-CoA dehydrogenase deficiency ) z (800780%)
ACADS 3 7% % 4 45 T (2) 2 AT AT 6400 &
TR (8,000%80% )
(1) #- 3 (exon) :640 ~
79 E #Hp% & 5 (Sitosterolemia) 2. ABCG5| (800*80% )
A FIR A AT (2) 2A 72 A ~47 18320 ~
(10,400*%80% )
(1) - 3 (exon) :640 =~
73 B Ff & 5z (Sitosterolemia) z. ABCG8 (800*80% )
AFIREA AT (2) 2AF 2 A A17 18320 ~
(10,400%80% )
¥ EgHep X & (Spinal muscular o _
= Al S *80)0
74 atrophy) 2. 1 %12 % 1,600 ~/+ (2,000*809% )
¥ 4| " % % (Spinocerebellar . _
. XA L&A EN RS : *900
75 ataxias) 2 4 ¥ & & 4] 1,600 ~/ % (2,000%80% )
76 A7 F g5 (Thalassemia & 4 12800 ~/+4 (3,500*809% )
major ) 2 & F| &7
(1) #- 3 (exon) :640 ~
- = 9 HB o (Trimethylaminuria) (800*80% )
2. FMO3 # ] % % A 47 (2) 2 A F 2/ A1F 15760 ~
(7,200*80% )
X & A vz (Tuberous sclerosis) z . A _
78 I SaEA o A FE_AE A 45+ 24,000 =~ (30,000%80% )
P iefs 72 (Y fE sk £ e (Tyrosine §_ 5 . = *Q00
& hydroxylase deficiency ) 2. #& F1% + (exon) :640 * (800"80%)
- S T e illi
80 |® B &g iz (Williams syndrome ) 3,480 = (4,350*80% )

2. 7q11.23 z. A F|# %7
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(1) = =R #3532 1 2,000 ~
81 = f & <& (Wilson's disease) 2. L 7] (2,500%80% )
W e (2) > 775 445 19,600 ~
(12,000*80% )
Wiskott- Aldrich = jz iz 2 (Wiskott-
82 |Aldrich syndrome) z- WASP A #]1% % (7,200 ~ (9,000*80% )
A ¥
H— 43 : =~
3-7 AT DM AZ T prR Ak L ) z;oo*f;c{w/(exon> "
83 | (3-Methylcrotonyl-CoA carboxylase (2) ; 49 ;) 15 1 12,160
L _ N FlZ R AT 12, ~
deficiency) 2 MCCC1 £ %1% % 4 45 (15.200%80% )
¥ — ¢t 3 : =
3-7 AT bW AL RS LR ) 800*8—(;‘V( S
84 | (3-Methylcrotonyl-CoA carboxylase (2) f}_ 47 ;) 4 1 10,880
.. A Fl e R ! ~
deficiency) 2 MCCC2 £ F|1 R % 4 7 (13,600%80% )
FoA G RER S EAM L B
(Homozygous familial
hypercholesterolemia) 2 g e s - *aN0
85 |LDLR - APOB « PCSK9 « LDLRAP- | 1%/ #17:5:360 = (6,700780%)
1+~ ABCG5 -~ ABCG8 2 & Fl 2 R &
Ll
Wi

s ¥ gﬁ_s g
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