%Eg §|'_ll|7é|§' Jlt_-|x|- EH "'""'Al' (NGS-Rare disease panel)

NGS(Next Generation Sequencing) ZA}

KMICHEZ IMEBE M (Next Generation Sequencing, NGS) HAlE STME 249 M2 ZZUOZ L= F, 229 d7|INgs
Zoto] BMot= A0 2 7|E 9| thl QEXL ZIAH (Sanger sequencing) ot 2| 441-Z=8 JHo| R FALE SF HOf| ZAKE 4= Ql=

DNA NGS Panel ZiAt 2t 24 ZatEn Zut M
fHY 3|7 Tt sxtoll o NGS TiEAAe] LR
NGS A SoiA| e RHA Fus #xto ZIE, X2 Wl 8%, KB ¥ o o5 S0l %2 =20| © 4 YALIC S|
QTN ST NGS HLZAS AIMOE ol QAL USIE F2 TI5S QR F7hael HALE Alsto] EHREH ot}
1550l P TE E20| E £ YBLICH

NGS HAtZZfe| M X B

NGS ZHALE EdliM LAE Hol= 0|=2olsteMets|(American College of Medical Genetics and Genomics, ACMG)0|A]
cafelof EEfEf SEHAZ 2FY = USLICL O] B0l M EHu HAetdo| )I2 4 U= Held #Ho|, ZEeld #Ho|,

— |_C>LO

\ N "
Benign Likely benign Variant of uncertain Likely pathogenic Pathogenic
(BV) (LBV) significance (VUS) variant (LPV) variant (PV)
LHHO| FYH Ho| ol0|E & & gl= #HO| ZHold Ho| HHOIM 0|
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EDTA Blood 3.0mL == NGS
45 CB00100C (Level I), CB0O0200C (Level II)
-
- Level | (36%5)
No. SML code A No. SML code At
1 ag7oy SR 27O QER LA 19 297y  SEN UMMIISKISHS S I
NGS-Dystonia panel NGS-Hypothyroidism panel
s og70g U4 HHZS QX INZHA 00 og7og R BASTTON KWK LA
NGS-Epilepsy panel NGS-Coagulation panel
3 29709 THE RSHZE RUKTZEA 21 29709  REY Yk HAZYS QT IEZA
NGS-Ataxia panel NGS-Primary immune deficiency panel
4 29710 ToE D83 RUX IHEHA 29 og731 TR otdet QExt AL
NGS-Cardiomyopathy panel NGS-Hereditary retinopathy panel
5 og7pp UM ASE QEXmEZA 03 og73p HEMHMMRSTEE MHXSIERUA YA
NGS-Microcephaly panel NGS-Hypogonadotropic hypogonadism panel
SX A XHH|Z QEXL I A otASHO|HEE QFX} I A
6 9713 NGS-Autism panel 9733 NGS-Alzheimer's disease panel
5 ogyq T4 ST QEX AL 5 og73q  BAKHHOIUEH S QTX LA
NGS-Arrhythmia panel NGS-Maturity-onset diabetes of the young, MODY panel
8 og71s RHA AT BIMRIE 9l of2iM IEHA o5 29735  2IXIEON REX IiLZAL
NGS-Dermatology panel NGS-Dementia panel
9 29716 oY SHOYYS REX YA o7 pg73 LEIEY REX mEHA
NGS-Skeletal dysplasia panel NGS-Parkinson's disease panel
10 29717 FEE MUBE REXIHIHA 08 ag73y HIEY E¥Y 25 97 QT IIUA
NGS-Proportionate short stature panel NGS-Atypical hemolytic uremic syndrome panel
1 og71g oS ZUZATE RTRIAHA 29 og73g ZEE 3@ ST I
NGS-Connective tissue disorder panel NGS-Alport syndrome panel
1 29719 SN 2SEeimTel QRIX} AL 30 29739 BE UTZ STX IHAZAL
NGS-Muscular dystrophy panel NGS-Nephronophthisis panel
13 2970 HEM 2SwE 9Exmdzn 3 og7a0  CHE MEES QT miZAL
NGS-Myopathy panel NGS-Polycystic kidney disease panel
14 og7pn SN 2T SiEMIDM| QXK LA} 30 og74y R OIMXITES RHX LA
NGS-Hereditary spastic paraplegia panel NGS-Hereditary dyslipidemia panel
15 ag703 TEE HES0IY R HEHA 33 oo74 RO HES QTR LA
NGS-Disorders of sexual development panel NGS-Hereditary stroke panel
16 o974 EHOIRE HE et QEX I a4 o743 A UM MR2SO|AE STIA I
NGS-Lysosomal storage disease panel NGS-Hereditary primary ciliary dyskinesia panel
17 og7os A CHATOIA QX IHIZAL 35 og7aq A HZEMANS QEX LA
NGS-Inborn error of metabolism panel NGS-Neurodegenerative disease panel
SRS O XA} O DAL STM ot ST} I AL
1 2 72 T Lo T L T =210 2 74 o O Tre =20
8 9726 NGS-Rasopathies panel 36 9745 NGS-Hereditary cancer panel
.
- Level Il (3&=)
No. SML code A No. SML code HAtE
1 gy SR U SEXIigziA 3 o730 TN oAU ST} TiZAL
NGS-Hearing loss panel NGS-Retinitis pigmentosa panel
s ggypy  AET ORI SAM QT HdA
NGS-Charcot-Marie-Tooth disease panel
* Al s 2R RS HARIZM(NGS), RTEXIEA S2M 2 QMRS S2l 715 S2AM 7IM
SML_DT_NGSR_2302_v2 WA | 2023H 028 LA | Ao 2RHT
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