+ 2 - 4 N k¢ - ,
AFIFEA PR B R%R TR 2022. 02. 23 %
ARFL (FLER LR Fre~ tf A (RET REEL | RWE kHEBEp k&R (2855 e pERR  |R&E
(k] i = (cc) |=EAR GE A wRR (;») t PR
EoRmre ik Atk A Heparin|sgg g | 10 [¥E (24 ] pER 40 FEAEFL LAl RRER R B oW FARTR 4 &
1.4 [
000X0182 |Tripeptidyl peptidase 1 |TPP1 fi% % # & Heparin| s & & 10 |%® |24/ Ep 4 i [:FA4F4 H  |CLN2 disease 50004 #*
(TPP1) enzyme assay o
000X0207 |DNA Extraction i EDTA |¥% & & 1 (%8 |48 ] pp &4 |0D260/280:1. |4 2 F 3k AT 5004 ¥
I 8~2.0
000X0136 |SCAL,2,3 Genetic test | % ] "1 it {26 i 4233 |EDTA |4 8 ¢ 1 |%:8 |48/ pEp &4 |SCAL:<35 FRE ] PHiT i ks (F 20004 ¥
M d 1/2/3 4] £ SCA2: <31 |maamim s 1/2/3 3]
SCA3: <44
000X0137 |DRPLA Genetic test | % ] "1 it {28 (¥4 33 |EDTA |4 8 ¢ 1 |%@E |48 ) mp 24 |DRPLA: €35 |# & #oi it M# it 1000|4 ¥
i DRPLA 7] n 2 st DRPLA 7]
000X0138 |SCAL7 Genetic test P RE ] iR g iy |EDTA |5 ¢ 1 |%:EF |48 ] pmp A4 ISCALT:<40  |# &) i it B iF 1000|4
Hat 17 3 = Hh e Biak 17
000X0139 |SCAG6 Genetic test ¥R iR b (v |EDTA [ 5 ¢ 1 |%@E |48 ) mp &4 |SCAB6: <18 PR i T 1000|4 ¥
H 5 6 3 i Fh 3 1.5 6 7]
000X0140 |Huntington Disease f} T A A EDTA |% & & 1 [%&E |48/ pp <26 ® 7O HRE 2000(4 %
il
000X0147 |Kennedy’s Disease Hidw S EDTA |% & & 1 |%% |48 ] Fp A~ 4 236 Hidw 1000(4 %
il
000X0155 |MtDNA copy number (4> s %8 DNA # ! #icp 4 |[EDTA |% g B 1 ¥E |48 | R A Ey Mitochondrial DNA 2500(4 :x
quantification test ¥ I depletion syndrome
000X0156 |MIDNANt3243A>G |45tk DNANt3243 A> |EDTA % F ¢ 1 |¥%% |48 ] pp m4 0 >0.4% MELAS (mitochondrial 25004 ¥
quantification test GzE A I heteroplasmic [encephalomyopathy,
level lactic acidosis, and
stroke-like episodes)
000X0055 |AADC Deficiency 4% Lok ey |EDTA (% e g 1 |%@E |48 ) mp 4 FEAdEL E |AADC# 2R 11500(4 ¥
F AL A FA AT -
000X0002 |Test for inborn errors of || ¥2:% & % i B i | ¥ R 1 %8 |24 ) @p 4 [FEAFLHE  |NHE i IR e 2000|2 #
metabolism A
12194B00 |Tandem Mass Analysis |# 55 573 ik & & Ry CRI 1 |%E |24 ) m@p A RERELE R E P MR 650|2 &
of Metabolites A 45
12150B0D |Plasma Amino Acid | % % Ap ek b Heparin| s & & 2 |¥E |24 R A EAEELE  SPpRpL Y ORAR 26004 i
Analysis Epa




~ 4

000X0175 |Screening for E s wjue:;é A AR B | % EE P 4 v a2 ¥ |X-linked 240
Adrenoleukodystrophy |(ALD)# # ?)d(rilﬁ:g;kgdl)llstrophy
- , Zellweger
Syndrome or
peroxisomal disorders
Rl et Al REWRL SRRV L o I P 500
years old) ki) . method |umol/hr
000X0177 |Screening for Male i L 24 L pEN W H Normal > 1.5 |Fabry disease
Fabry Hisease 7 |(RTRRFRSEER L ey T MS/MS |\ mol/hr ’ 800
years old) (TR R method
000X0178 |Urine Glc4 test 6B Y Pompe disease
T :<12.9mmol
ST I 1T £ ] iy 2000
+:<7.0
mmol/mol Cre
000X0179 |Lyso-Gb3,LysoGL-1  |Lyso-Gb3,Lyso GL-1,¢# DBS Screening and
and Lyso-SM test Lyso-SM # =% Lyso-Gb3: N< |follow-up of Fabry,
0.31 ng/mL  |Gaucher, and
24 ] pEN G L vs/ms|PBS Niemann-Pick type A/B
s | % Tt Lyso-GL1: N< |disease 1200
method
20 ng/mL
DBS
Lyso-SM: N<
80 ng/mL
000X0180 |Oxysterol test (R/O and ¥ i "2 Fpstesk (L & 7 |« :rf( Sk ER 4iv |zEndE4 ¥ |Niemann-Pick disease 2000
follow-up of B x/% frif §8)
Niemann-Pick disease)
000X0183 |Screening for Gaucher B £ <z 2 £ § 7 s 24 | BN LB ABG:Normal>|Gaucher disease and
disease and AB | TR MS/MS|1.80 uM/hr |Niemann-Pick type A/B 800
Niemann-Pick type A/B|(r2 1 # 12 + & *) oo method [ASM:Normal |disease
disease (>1 years old) > 0.50 pM/hr
000X0186 |Screening for MPS | 24 - pEEN B H L MPS | disease
disease (>1 yearsold) |#k % pEm % — 2] & 4 P |BEHE V ! r'\n/ltiﬂ\c/)lds Ll\lllt\)/lr/nf:;71 i 900
000X0187 |Screening for MPS I |, o . MS/MS INormal> 4.45 |MPS Il disease
disease (>1 years old) |+ 7 PR = Bl v method |uM/hr 900




pEe

000X0188

Urinary GAG
disaccharides test

it 3k 5 pEA 311 5%

o

3
T

10

A N

24 ,]‘ Fﬁ— n

S

AL H

MPSs disease

2000

4%

000X0215

Methylmalonic Acid

U

{9}
-y
RN

¥R

Av\

s

N<1.0uM

Methylmalonic
acidemia or cobalamin
(vitamin B12)
deficiency

400

4%

000X0219

Succinylacetone

30 i i

oS
L

—

F

¥R

A,\

i

N<1.5 uM

tyrosinemia type 1

500

4%

000X0239

Next Generation
Sequencing for
Mitochondrial DNA
Variation Test
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Next Generation
Sequencing — Bone and
joint diseases
associated genes
variation test (Ol, EDS,
Marfanoid)
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Next Generation
Sequencing —
Metabolic diseases
associated genes
variation test (LSD,
NCL, channopathy)
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Next Generation
Sequencing —
Neuromuscular
diseases associated
genes variation test
(LGMD, CMT, FAOD)
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Next Generation
Sequencing - Pediatric
Cardiovascular disease
(Channopathy,
Cardiomyoapthy,
Pulmonary
hypertension)
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Next Generation
Sequencing - Renal
disease (Hypokalemia,
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Sequencing-Whole 1 iR THOR &
exome sequencing for
liver diseases
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