UL FER AR M e (KB R E SO IRE R IAE AR AT e S 2E)

Sy T

SIFRAIFTERRE ¢ O L AR ER AT O S
WrgEm A B W (ESZRREERITEE o 7 —WiJepT~ A X 7 U —= v ZHiE= « ER)

EESEARETSELEREFEREOHERR I V-V T OBEERIEICET 5F51Z
—BRERRODEHLBREREICEHT SF51E (B) —
WHoE 0wt B RLRA &) - XA T 7 ) AT 4y 7 - THRT MY — - @l

e s

[5] BA~AZ 7V —=u 7 3HER~ 2227 V) —= 27 (NBS) DH:H#E 58k, F5l
L LT, 19T HFEOFERRT ) —= 0 TOFHE | 2013FDF T LAY A AT V== 7
BRLAIRFICIE TR MR AL vE & M A S v ) 2y L C& 70, 2025 4F 1 H b ix 2 E L HET
I LD HIEHEARERRAE (SCID) & FREMEA ZME (SMA) © NBS N FEREFEH L L CRtG S
TW5, BREIZIENRD NBS RGEB L X R 2 BEFRAEEICLVITOA TSI b, M
BEOREMIIEERIECE T 2T 2 ORITREEN D,

[BH9] ZBERFIL - BeSH5E# A5 SCID & SMA ¢ NBS (SCID/SMA-NBS) # ZEit SN 7-+5EM
EREICBT DIBERIE A MR L, MEOEE(L A X 5 7o DA M A M 2 5 XX Bk & A
FEREVCRET 2 B2 Tl () & LTERT 5%,

[J71k] SCID/SMA-NBS OAEELRFED Fo| X TR SN RE T L L TEOHA & WA & Rt
T 572, RAEMRR O T L REEMICET ABEEBRICLE L BN 5B EEZINE LT,

[#% 5] SCID/SMA-NBS D fitiak & L CEfn FMRA IS TR S 2 & BRI, A= O
B, WMAREN ., KEEREARH, MAFRE L ERL L, MEEME CIIREEB ., MATE.
BRAVEO YT, 1y NATHEOKE, BEEHEZIE;E LTRFTLTEEE LD,

[5%2] SCID/SMA-NBS DAEFELRAED T8 | E (TR EMfE 721 Tidle < . BRIMEEEMEED, M
FEROHETF IR - FRER T O LM OEM LG TAZ UV —=0 IR Tb b ZENREEND,

WHoE 717
FHE FZ
FORUES T B A W = B DR bR D - R
fEJ TR
i E TR S AR A 2 — -
Al
& HE L
RS e 0 AR A
HERA )~ S A — - EE
AR,
RITBRBE AR i = - AR

A. HFEEB

FBIE T I - B FR E AR T 0 & IR A g A
4 JE (Severe Combined Immuno Deficiency;
SCID) & HFHEM: AN ZEHESE (Spinal Muscular

atrophy; SMA) O AR R 7 YV —=0 7
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(Newborn Screening; NBS) ZZHZFEIN/-f5E
RAEBAIC I T DG EEPRAEZ R L L MR A DR
Hefb 2 X B 7o O IR AT R D3 i 2 D N & Eff &
FRAFEMEICEET A EMHE2 Fol & () & LTE
T %,

B. HHEFHE

SCID/SMA-NBS D EELRFED F5| E ITFLdk &
NHERXEML LTCEOHERB ENRE RS
B 728 WAk O BAE & R A I BT Dk
JEERIINEE BN SFZEEZIE LT,

SEEEE L TREAREHE OBG T RAERM
HES LB CERL L OBERT RS
£ UES O IS0 Hk% 15189 2022 (FF KA = D
E EREICET 2R ERFHICE T 5 H
BRI k%) . K I[E Clinical and Laboratory
Standard Institute (CLSI) ® NBSE# A A K5



AV BEFREICETIENADOTA T A
>3 L OV SCID/SMA 0 NBS (B9 % 224 skt
ARG S Association of Public Health
Laboratory (APHL) @ SCID « SMA BHiED > >R
VUL LBETFREREIHESZSEZEE L
L7z,
(B ~OREE) ZYFHER L
C. WFofR

A DB T 5 F0l & () LA
FhalcBI 2 FolE () ZEk Lz, &F5
TOBRWE TRICEEH L, 2320k e LR
fF L7,

I, B OBAFICET 2 F5l&
. PR AR A

. BRAE OIS & B

. e T)

- R DR RE (A
R RO A

O ok W N -

Il. SCID/SMA-NBS s> 5|

1. B&HEH

2. SCID * SMA D NBS D%

3. qPCR HEEM AR ORI ORE, Ko
BOE & FRGiEs KOV O LRSF AR

4. qPCR MEVEO RSB MEOFAM & 7 > A
7 GEYEE) OFRGE

5. fHEEH

6. MAEFEMICIITHEES

D. &%

ARV AR U —= v TEa0 B IFREIC
NBSIR A fiti i S E L N T L A« A
U — = 7 O R A F UE K OV A S i 41
YENHA RTA & LTIRESNL TS, A
Fo1 & OMERCCIXEEARMICIE R0 EIZ UE
Bz L Lz, LOLENDG,
SCID/SMA-NBS23 A3 EDNBS & L THID T D
BATREICEIVERMIND Z EGBM
TREEEND 5, BRFHRAEICBOTEN
TREEHORH CIIB G RAICBES
HENESRENSADOTA KT A

-19 -

SCID/SMA-NBSIZ B3 5 “#IN SCHk S 2 25
L7,

AR OB T 5 5 = Tl EiB
TR S d5 W TER S5 B AR A
il MR O ERAN . BARE ), FEELORGE
IR A NS R OE A2 IR & LTE &
Oz,

RAFEM OS5 F5| % Ti,
SCID/SMA-NBSHRAE CE R S HMRATEH | M
wiE REEOZY MM, Ty NATED
RE, WMEEHEEAEL L TEEE LD,
Z DSCID/SMA-NBS D ¥ FE LRFED F-51 & 3R
HIEMEHFE T TR A7V —=2 71
B 59 2 BRI EEHREE . i IR OEE AT
W FREH T oS EM C L A S 4. BIR
BERE O EELZ K 0 & BIR1ARDSCID/SMA-NBS
VAT LOWENREL TITh D Z N
LEND,

E. #&m
AREIZTEAR~ AR T U —= 0 T2 H
A A PR L qPCR-SCID/SMA-NBSHE 7 — &
T T N—T A NR— 2 X HEE,. BA~
AAY ) == TR ERGES AT A BB
SOERBERTEHEM (Tentative version)
L, BRARZ ) —= v 7 RaS BB L
x> A —F— B3R A —F—n 5N
TV w7 aR bR THEBIR (Approval
version) £ L TCEE®HDH Z LI L YSCID-SMA
DNBS D ¥ FE LR AR OFESLIC T 5 TE 5,

F. Wtk

L. Fw3CHE L

2. TR

1) @t B, JEIHEA, A BI52, fil: & & PCR
HEIZX D SCID - SMA DFiAER A7 ) —=
7 DR ERFEDO TR () I2o\W T, 552
BIHA~ R R ) —= v JRae e s
£ R, 2025. 10. 3-4.

G . FHIRATEHEOD HI - BRI (F72 % G1)
AR L



HESGARABRAEER I UCFREREREOCHFERRA 2 ) —=v7D
WEMRIECET 5 F5 %
—REBROEMHIZETIFIIE (B) LREXEICETSFIE (B) —

1 EEEAREARASEBLUOFHUEGERMEOHERRA IV —=v T 2T BREBR
DEMEICEATEFE & (B)

HREE A E A AAE (SCID) 3 L OV REMER ZAFEE (SMA) oA A7 V) —=127" (SCID/SMA-NBS)
AT O AR DN 72T R EFIE L UC, F MRS, Mk OGS & 3. MARE S, K EEORGEMRT)
EHANTEROBIFN 2 BRI RNEE T E L LTE LD, HER, BICRESN TSI HEARAY AR
V== IR0l AER~Y AR ) —= v ik IR 2 HAER RS Y — = FETEITECE M )
b D@ SCE: T RERBRESRED IOV T (BEAESEHE T L bR R
ETHAER~S AR ) —= 0 TR T 2 iR FE IR HIMBRBEEBIC O T (2 ELFRETRK
BRI RAERR AR VL L7,

X512, EANO NBS & LTHID Tl FRAEEICL VITHILD SCID/SMA-NBS (2R W BN & &H
FIZOWTI, FREdEEFNEENE AN B AR R ESEE RSO EETEERAICET 5 B ARMANRAZ K
TIIT AR HARTA 2] P B FREICEE S 3R AEEE OBEREREES, BEFR
BIZEHET 2ENFEOTA NI A 2, EHEERE, Bk O RRARE RO EHE (Standard) FEE#
(Guideline), FH|& (Guidance). VS DBIEFE O AW SIS 2 fis% L, [EPN D SCID/SMA-NBS fi#
FRRERX D e T R_REBEHLZNE L TFF &L LTELEDT,

1. EEAERR A H
1) RESHEBELE

B F AT LD SCID/SMA-NBS R Ak D& B 13, MR A ik O RS RS BRIC AR 2 B Ofth
2, BIETREOEOMMRIR D HLE 22T L bane 7

B, EERESEO A LET HIEEO S ORMATIC I O EAF A BRE SO BiHICET 54
B ORATTIE, HEF IZEM TR B AR OIE), B 7B - Yu o kA o B Pk & OB
EHTOMOMFEZE DD b D L Si, SADORIBIRAE DR DMERIZIR D BEE & OFAEITL T 2w
EEINTWD, s 1B - et ARA OB MM OB A2 H T 2 MMOMEOF & LT Fio# T
FRUBIRE D EFKIZONT SEL EOEBERB L OREEEEHICONTO SFEU LOEBRBEHFETH
ENEBZOND EESNTWD, EHEOFIR TR, K, B, BRI S E M5
BIZBW T TAMFEERE (O T4AWT., BETRES., MREnY. NEEBY. MEDTE.
AR T IR, AR BT, MR, B L AMENTEE)  REE LIER
LE UL, BRI IR RAE A 2 85 1B - Rl 21T 2 56 ORE ORISR S JEITLE &
T 55 A TR A O ¥EBIZ OV T 3ELL O R R EEFHIZ OV T O 3HELL EDEBER
BaBATHELTLHZENLEELVE SR TVD,

2) MEENE

SCID/SMA-NBS %17 9 M fiti 5% 0 & #3813, NBS ([ZBA3 2 405k & B 2 GEa F-REICHE Lz
BRAEHME ZEE L hiEesmanz > 6 7 8,

SCID & SMA @ NBS Dk & HHE 1L, AR BITICHRAICEFH T2 Y F |26 LT NBS ([21x
THEETHREICEET 2IMEEZZH S5 2 & RAORIKE b BEERENT I THES M E
BRI E~OBNNT K D FF AR O UG & AN O W E %X 2 720 O & i LTl 7z i iud
B, F72, SCID/SMA-NBS ORREMHYF IR DORA 7 ) —= 7 LREFEICAARY AR J —=
VTR RERANE R EOREHNE THHZENEE L,

3) BOfRHBI L DEHE
(1) SCID/SMA-NBS FRACfik X, MAEZRFCT HASEN I L OBS R EH 2k T 2 HAENR A7 U —
=2 VBRI R L OBIMRE I L R S Nl R IC SN L, BRI Y 3 5 EA S PE A
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B EROVNERIES, BEMRA - W - BRSO R ERER, RS ~OHE R OB EREXS
FOMEE R OBMRES 21T 0 BIRERO R REFL S EF & OB IR 2 fefR L Tl <
%«C%él 2, 3, /l)O

(2) SCID/SMA-NBS HRASHiF: 1L, HEME kRSO OBEEMERT O A7 UV —=0 7 v 27 KOG
CWEICHAOT I ko bns Y,

(3) SCID/SMA-NBS FRAT MR 1%, FE4 D 4 R FIE 3 L OV RIEN 2 WEE R O NBS & [AARIZ SCID 3
L OVSMA D NBS D =2 WL & o B EERT 23R L NBS ORRAEFE R ORI EIZHOWN TN THHKTE 5
EolCLTEMrRITIER RN,

(4) SCID B LU SMA TR THY . O AFMETDHEMITZE S 72V, SCID/SMA-NBS #i A i3k
VI AR OERENT R Fs K OFREHR i O REF-ORpATE S0P &8s U NBS B AR O E 2 W & iR
WA N HGEITATON D X YT 57720, av AT —TaOBALRIHIA T ) —= 7
K2 il My OV h k% E RS & oD . SCID B LN SMA O 2E %~ h U — 27 24 L CEHMERM DR
2D LN TEBERH AN L TBMRIFIUE R RN, 2 8 4

2. REZOEE LR

1) gPCR (Z & % SCID/SMA-NBS %17 9 MR OBREIZEANBMEESC 7 8 L EE R 10 1L 12 - v
WL -EBARRZEME L2207 5720,

2) SCID/SMA-NBS OFREIL PCRIETH V. BEWEY A 7 LV HH 40 BITIZ PCREY (T 7V ay) 232
Vapr—F THIFESNS, 20D, ERELRICBITSAa L2 I 32— 3 2k BRI ADE
IEXPRNEETH Y | (EROELFAIRAETE (L FRIRATE, BERISTERIEE. RO ITES)
EHIE L TR B e R RBMLETH D, 20D, BB FREMKILT X TO PCRATT v & A B
& F TP PCR #IE I L OVPCR R DB & B+ 2 —H DU —27 7 —RNEREND,

3) HMERTERBE & L COPCRAIEOR =Y 7 ( ¥ U T L—X DN/ 7T 2 FEOFHRILFRL), @
BRRTLEE = Y 7 (FRfRLEE & DNA i) . @f#&= VY 7 (PCR m& 2 FEM) O 3XMEL T 5L
BHELE X LTV D,

3) WYIRL AT U MIELAKENTEXRNWEAEFEEFYERY b, 7V =0 RUFEEFIHAT LR
T L EINTWD, HIERTE L ORI EAEE IR OG22 720 EHE 22 & By 1
HEHHEIN TS,

4) HEAKIM (DBS) OBV TIL, ~A4 7 e FL—h~DDBS bk EDrmra s 2 Ix— g
VEBETDIEOREX Y ER Y NNTITH Z EIXDBS IC L D REEDOHIE L EO THE TH D,

5) B rHRAEECTHEHAT 2 TR, Wi, i, WEMFILROXBILIZHEHETHZ N
I TV D,

*DBS I Hik EHaR/a B, MAREDORE LR Y 7 MEE, HEE, £e2¥vyExy b, 7
V= R_oF miMvf/anFa—Tm0E, v~/ 707 b— MR, ALT >y 7 2AIFH—
A7t Ry NFoF wAfr7uaFa—T7, HK, T4 ARV ITLFREE

3. mEREN

1) SCID/SMA-NBS IZBWTh, HAER~ARSZ U —=0 Vi HErE?) & R ICRA R ITER 2
TG 3 TR, EEZFECEDmNEA L TND T ENEE L,
SCID & SMA VZEBFHEE 2 T 5 TN L ALz, FRIRERD 2 7 AL T TIXER
PEGIHR H O DMK < . NBS T SMA [ 58 IR D BE RkH IS OFRRER 1N Z L < 72 5 72 03 U 7 ki 23 1
KD H Y, S HITFEMBREENS VRN EFEHER/R L 2TNER LR VRECTHERT X v
e BRED LAY ax bBREL 2D EAMDENMETFT 5,

2) SCID/SMA-NBS MRk, HEROFER AT UV —=0 TSR BORE & T L THii % £t C
XDLRENERAL, A7 V==V THHEEO 7 + v —7 v 7N EE RO BIGENE D D Ehin ZH -
FHBLOHAERAZ ) —= v a0 a v o R TITON DV AT MBS L
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T, BEREOZZE L OHEROLAETIITbNE Z L Rkpbhs, V2 3 4]

7 AU A D Cure SMA O L AR — b 9% SMA BB T SMN2 728 2 = B —TIX Hilf 14 AN, 3 =2 &' —
T 29 HEAWITIBER BRGSO FPHRBBAF L @E SN TEHEY . Bl 14 H ELNICTEFRB 423
TONDAT ) == TV AT AOFSNEEEINTWD, HES 14 INICEELZBRBT 57290
VXM EZWT LI ZAT O EREE~DOZZITES TH Hil 8 75 10 B £ T Thh 2 iF e
SYA4AN

F 72, SCID/SMA-NBS D fii s & SN R A BEBIIC TRt L CHEME T 5 > A 7 A Tl A L o DBS ik o
SENL R SICLVBRERBE TCORT v PR 5720, B & MARREREOBEIZLY
B—2T 57 RZ AL (Turn Around Time; TAT) DM AZH X . WU/ 2 W & IGWEBRIA DN IE LT
THAREMERH 5,

3) IS0 15189 © S FEUEZHEYL L 7= 55 = F R E D BIFIC LB AR KRB HIC S D 5 Z ENLEE LV,

A FEEREICE T AARMNANT T 7T 4 A« A RT4 0% LERESO 42 %ET
DIEEO —OREATIZHE 5 JBRAE T84 BRE S OEMEICET 52E B OMITICOWT (EASEEE
ERE®Em) ¢ 7 TIX, B RAAREOEICOVWTIIRCK LR UKL BIET Z L%
TThHY |, FEHMROME L OB FIRO SCEA L/ EI2 X 0 | IS0 15189 <> CAP % 0D [E| BE i 72 JL i
WX DE ZFREOBREFHIC ML ERRGEEFICED D ENEE LN E SN TWD, B FREERE
BT DHERBRA NS T 7T 4 A« DA RTA 22 I2BWTHEBNREHEC L 58 - FRED
BARHREN TS,

4. FEERIEMAH

1) SCID/SMA-NBS %17 9 frAfiiax OE B 1L, FEOMMRICMR L JEE (RBEFHREMTE) 2T,
MRAEFLERB X OREH Y E 72 8221 L REOE(LAH 2 CECTHMBICHE L TR E2
%fcﬁb\5’ 6, 7)O

2) SCID/SMA-NBS %17 9 Ak iL, i FMREICHLERMRAR ., MAERE, MEZRONTREEEZHELE
fid 5L & blT, 5 = F BN M T 2 NRE T 7 12 7T DB L CRA I 70 8 FE PREE A ] &
MeSEd % 2 LI KV MAEDREHEME AR LR T ER 5220 6 1)

(1) MAERMOREEE T, MAERLRECREZ2RERROMEITHEL 5 2 58/ERB X ORHE OB
72 B O MR A E K OMA R D JFRIR & 72 5 AR U] 7 DBS B RSCERIM 4 12 UE 12 26 ST
7R W EFEES I X U CiiE bl 72 DBS MR 2 iR T 5 7O OB SR E AT 9,
sk BRI E MRS I 3 1T A BRI B #H A3 @ 1E 2>, DBS OFRMARAE 23 IEH>, £-IML1% ¢ DBS DELIE « % -

WEAME) A, RHAEREOFE, ZOMFFRLFE & OFRN IEMICERIR I T2 0% iR
T 5,

(2) MAEOREZEH TIL, MAKSRRTEHIEEEEE, MEREEEESE, WA ERZ 0 L.
A FENE Z & ITAEE AR ICELE L TR iE e 5780,
kR AE « SZAMEEEEE SRR OZMHE, Fo T, NEAKR - MVEbEEE2ET 57200

RN T 5,
AR A IR ST B RS R AT W D AR E O IR TRE B 2 UK 5 7o (TR TR
2R %

*PEREMEES A L AEH S EORET Hom— L2y, HEEROBELZ L $720
(IR SN DIEEETH Y RATHE Z L2, NER), THRKRESE . THET SR ORIE R
RAEFIE (7 0—5%) ) KO EEREPH L OHEERRE)] WOIZLLFOHIEIZOWTRIEET L 2 &
PRESNL TN D,

- PERERFME (R, IENAETE), MARORESRM, MAME (RIKE, BREGAE) . &/
I BE, AR R OVHRRA, R BRUR e O E O R 7 ik, A OLEZER, JE LD
HEHEH, REEETR UBRERORIRTiE, FMEEBOGIEKRORHEIELE, 255 30,

* BFEFEAFBLORES LT TFRROFEEMEEIND,
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cBRARSEAT - AL RS - BIRS AT BN, 28, MR LR 5. Frat il it - B o
Wk FRFSE . RIS AH - AR RIS SOV TERR T 5,

- AR T BER HEE AR AR R O RIS 4 . EE IS L D EMRSTF AR A2 T eSS
E. TOMEENE, AREIToTEELE, A - WEEEOB BRI LE R B DO IE
cRERE AR RO F IR, RE SN TOWEREDIERE, B - HIEMEEOBIIER I LI
e 30)

kPNED (BUEHFRRY) FSEEHOER & T oftéks LT FRoFHEMESLTWD,

<G A R OVERMRAEEE, FEiaE 4. EER (A7 —ERHESE0OZBREET) BNl
INTWVWBEZ &,

RS EE RS I L 0B IR LA LR EOIES S & DEA WA R L -
FER AL, AR OIS EIEEND 500 ) R L-Risk, RERZ B X
TREDEANSNSLGAIZZOREHE G T 52 LICL Y REMLRORE % il 5 (K]
NEfF SN TWDZ &,

RAMEEEHOFEM & o5k (FIE) & LT TFROFHEIBESIND,

- FBENFIR - BURFRERR TN & TR S AT AN B A B SR S B O AN RS R B T e T AT
ML, &OFMEAE R AT 5, FHliHSECHEMFEENH - A%, TOREHFBEIZONT
HELERT D, pds, SMEORE B B OO FOER TSRS B A BN A I AR DMER T D A TR
RETHhD,

(3) MEHKDOEEEILTIX, MET — X ICES @MY HE, Bl emEEEORENITTONL TS Z
& (FBEERANTRD 5D TAT ORER), FHERIL, W ONTHEERERNREOEY 7 0 —7 v 7, Kk
BAEMGEDOREM 7+ v —7 v 7OFHREHNEL, T —FX—A2{LL TR V== TV AT LD
BEEITH Z &,

BRI 5 DBS &ZffE ToO B, MAEMBE TCOREK, REBREZOHEE TICET LR ED
TR BT L, WERAT V== 7 MTORTWENE I DEEMICHRIELAZ ) —=2 7
VAT LADWEEETO T &,

5. EABROEH

5-1) BERDBATHIN TV DAL~ — B —DORIEIT K 2 He RYERE R FIE & N IR B NBS 131
R & LT3 ST & 72, SCID/SMA-NBS & EIRZFHIMAE Th 505, BinFWh b L I3k
BrEROVEOBRETHY ., TNETULICEHERBAFEROEEPHEE SN TORITIER S
VY,

5-2) 2011 £ IC AARESREN S [ERICE T 28 EFRAE « BEICET 204 RT 40 W R E
. BiAERRAZ YV —=V ZOHEA TIE, FiER~ AR ) —= o 71281 585500 E O Eiilc
WBTooTE, MAEDOEMANCREZR IS+ oRHAEZITI 2 &, REBMETH > G E ICITEMER
JERRICBWTEBA T ') VT % To7- LT, MEERE L L TOBRFEMIREZ LT D2 L,
TZWIRHEE LIS ACi, B vkl o7 BT, BE - IREICET D ERIB ATV, BAE
~OIEXIET D Z AN E R T L EAERE X OE N GEBEE OB T, EAE SO
&L TIAERAAEESE 2B L B, BEERICT 7 B AT 5 EREFE T, BEERO R
EHOEEL, ZOHA RTA NCESEHEANOBERERZENCHE D Z ENRDLENTND,

5-3) 2014 FOFFEIEEFNEENE N B AR RRESEE R #H S OB TR AR ELEMEZE R O #
GFEEREICETIARRSRANT T T 4 A« DA KT 221280 TH, EHH & HEOE
JE & UCERME, ERE, MAGRRELEREOERICHEILL, 17+ —LA Farky bOERB
ATV T EHEL, BABEROEREOFEAZBENAL D, 612, BB TREOME &L
SEMEMLE LT, BEH2E50EAEREEGEBZI V) 7OBEEENERI N TED
BETREOKEMEAANSCEEICG 2 2B EZEE L., WY EFEREREITOLENRS S &
SNTWA,
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5-4) #ENFI - BURHREM T2 NBS 2 ZFES N TV D faEM A MR & H8EM AR ) D AMBEFES
NTO D AR L RAESZ AR ISR S AT — 2 MERRT -4, 7407 v 77—
S OURETTIE LRI, MK TR OISR DBS MAORE . JHENIIETO T — 2 °F% 4 DBS ik
72 D BISMIRIEF O f Bl B 2 QKR OBGFICHET 2 BEEEEZ R L T & Th D,

II. SCID & SMA ™ NBS BEICBIT 5 F5| &

SCID/SMA-NBS %17 9 M fiti g% DA RE /1 D2 4 M & AR R OGN 2R3 2 72 0121%, B
FEOMT O FEERGE - FEEHOMREZ EMMB L OERNICKRIET 2 Z LR BO CEETHD, 2D
., SCID/SMA-NBS @ 4T D TRRIC I T A ) 7e FNE & E OMERICE R SN HEELER L, £ DFEHE
OWEEZFE L, Z O REZ S S ICWEEIT O FIEZIEEEEEL L TELOTEB ENEET
b5,

SCID/SMA-NBS DFRAL 1k, WA % DA O 2 4V & A i B O MM O Me LRI M B R FE AR AIE - K
EHOFMMEE &V —F U EB CEMTNEFEEE 2 2L FITRT,

BB, BEEEZONRYF = g VU NTHEEEHIC OV TIZERNBEEES - @amscE ™, 72070
@ Clinical Laboratory Standards Institute (CLSI) 76 HIMR AL CU % SCID/SMA-NBS B D H A N
S 416 1D pgssociation of Public Health Laboratories (APHL ; 4K/ AEMICATHE) D
2020 4 Molecular Training Workshop |Z331F A b 12 18 Zgxde L 7=

1. m&EHER

1) SCID/SMA-NBS TiX, T Mifnsz AR s 1 FE kT i (T cell receptor Recombination Excision
Circle : TREC) DK T™ !, B Ig x S8R (Igk —deleting Recombination Excision
Circle (Kappa—chain recombination excision circles) : KREC) DK ™2, SMN1 Eizfxr Vo 7
REBELGRROAIES ZHEL LTirb TR Y . ENOT X COMANH Tld TREC/KREC/SMN1 =
7V TREBEERIEOFE, BLXOWENDY 77 L X DNA @ 4 fEEZFRICHEST 2~V F 7
Ly AR YTNAVEALEBRIAT—EF2—UT 733 (Multiplex Real time Quantitative
polymerase Chain Reaction; </LF 7L w7 & qPCR) DA IN T3,

1 1. TREC [% T MRS 254K (TCR) o $H0> VD] EAxFFFHE AL (TCRG deletion) OIEFETH U 2 EIR
DNA THTA: T ML BE LD ASA A~ = —TH Y, SCID TIHME F E 72T KRBT 572 SCID 2 7
==V 7 OHEEL LTS,

A 2. KREC 1% B #if> Immuno globuline k $H DB F T OWWEE THA U 2 Bk OB ST FAE K
Wrfr (Igk —deleting Recombination Excision Circle) 134 BHIAEA DAL, A ~—H—
ThHY ., X#HSEMHEY v~ 7 a7 U o MJE (X-linked agammaglobulinemia; XLA) 72 &> B #llfa
RIBPFED A7 V) —= T DFIEE LTV D,

7£3. SMN1 (survival of motor neuron 1;SMN1) IEfn 7%, EBI= = —nv O IEE 2HERE L HERF T
% survival of motor neuron (SMN) & /N7 EZPEAL TW 5, NBS TIL SMA @ 95%% 5
SW1 AR F-T 7 YV TERDOFREZEERIKOGEEZ X7 ) —= 0 ZHRIE L LT 5, B, 7%
D DEE D 5% ITBHEDRAETE TIIMH TE 220,

2. SCID & SMA @ NBS DH#EE

2000 AT A Y B & HARDS SCID-NBS Ok & LT DBS 2> 5l & 172 TREC 3 L OY KREC
ZERT D QPCRIEDORENH Y 190202 o 23 MO NBS® &7 AU A 1L MO NBS 2P 12k b
ZFOH RN E ST, 7 A Y B TIE SCID A3 2014 4£12 RUSP OHESERZE# L 72 )  TREC L NTEMEY 7 7
LY ADNA ZRIET AT 27 L w7 A qPCR I L A NBS 23 EJi & 72 Tz,

2010 FARAZ 0 AR E > 72 SMA @D NBS [E SMN1 O 7E % TREC, KREC, WTEM:Y 7 7 L > & DNA % [d]—
7z VATERTH7 T RVT Ly 7 A qPCRIEDVBHRE S 4L, 2020 F4RI272 5 & TREC, KREC, SMN1, WY
EWEY 77 L Z DNA D= ALFF Ly 7 ZRENERR & Ipo TG 282082090 - Eap I3 7 o4 L R
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o 7Ly b PCRYE (droplet digital PCR : ddPCR) 1T & % SCID D /L—F A 2V, SMA O ks
e LT SMNL, SMN2 =t " —3# o E & %% % SMN1, SMN2, TREC, WfEMEY 77 LU ZDNA D27 U R)L
7L w7 & ddPCR DS P03 H 0 | WS TidL—F U id & LT ddPCR 752 K % SCID/SMA-NBS %47 -
TV DA% <2 SMA-NBS @ Wik & LC ddPCR 217> CW AR S 5 5.,

SCID & SMA ™ NBS Ok & L C dPCR, ddPCR FIH AIGECTH 5 25, EWNI %2 & o 2 U (L HE

(Z—7v ) @<, A= 2 M2 dPCR » ddPCR L ¥ & Z2ffiZe = & 726 qPCR ¥EI2 & B a8 37
Lo TV D, BIFE, [EPN O SCID/SMA-NBS # 4 fiti i Tl H 284 qPCR 33K (M s == B & AL 15 Laboratory
Development Test; LDT) M3 % 1 Mk Z bR\ T, HROMZEH q PCR ¥ > MR EHTnD, 2
DT=OATFF & TIETIL PCRIEIC L 2BAEICHOWTRHRHT 2,

3. qPCREEBEBAROKBOEE, BBOKE LRILL X OHEARL ORT AR

1) qPCRZEEITATHAL EOVTF T Ly 7 APENTEDH T ENMHATH D,

2) SCID & SMADAZ YV —=U JIZERIND EREE L EE LA T D720, BARREE A — T —IC
LA ENMTONEMZRTEZEPIRIESI N TN D,

3) qPCR JEEE AL ITIEB A — D —DERTA T4 AL 0 EHER E B E RS SR &2 7B L,
PRSF AR & E RSB IRIC R A B E a4 RSP ARE R R R A R L CTRET D,

4. qPCRKREEOZYMOFME VY A7 (EEME) ORE
4-1) A7V —=V 7 BRMKETOREIE D XY OFM

RAVE D Z MR O HAYIX, MAEITEEM T % gPCR 25 & SCID/SMA 27 U —=> 27 F v b /FFENR
HIZHA L TWDZ L2 2ANRMEETMEIT> CT—4 TRTIETHD, 207D, Bz T
1% SCID/SMA-NBS @ BRAGRTICE 9~ 5 AL OMERE 2 31l L TER 7272 5720, D oPCR &
AT 2 MARMEITEE Z L ICTRAEEOZLMEORHE L UL e 5720, RS BZIIESR A & LK
RBENTREEHHIT DM ik, fidE - REEEEDMEET AR BV ITHEEL VWD L2k
FE4 5 (Verification; XU 7 4 r—ay) ZeENKkOLND, ZDO7d, RAZBAERLE LT
KR A E TR TE L OMES v AT 2 AR Clix., & - REEEFEDRIET D PEREALAR
Do H 1) IEREEE, 2) FEEE, 3) MAMEWME NS FRERF, 4) RE T RERM (EWE) PSRE=S
OFAREMIZHE L TWD Z & a2fld - IRREEENEDTMERE L FSTH D Z L 2RFE LT iR
muipwvw, — 5, RAREELFIAFHRELER T 2R EMK CIImAEEOZ YRR
(Validation; NUF—3 3 ) ZiTbRTIER L2, BIEERERNTHREIN TWARE - v ME
TRTHEARETH Y, FHBRBINCREEON) T — 3 VOERBMLETH D,

ERENCRAECTIXEMCTHRAEOD ZMERETEHT L2012, Fo4h =7 — (FFE) & RHEMN
T5— (RNATR) OFMHRFTIOID, SCID & SMA ¢ NBS Tl B> TREC/KREC/SMN1 |3l L O
MHENRO L THY | JERDORHER (LoD) & &R FIR (LoQ) OFiLEETH D,

DBS % FHu % SCID & SMA @ NBS DRRAEVEDFH CTH V> 7V > 7t qPCR £ TOT vt A2 (k%5
BT DMENH D, DBS 5 DNA 2325 A7 » 7T DNA O RIIMH T2 > b - REK L 4h
HFNEIZ L0 #7225 2 L7v6 TREC/KREC/SMNL R (2 v —#%) BERIOERETZ 2 I R/GHA Y X
7 VAT REEWRZ I LT DBS Z1ER L CRBROFHI 21T 5 Z RO BN D,

4-2) HYMHEFRIER

— RN EIEONY) T —2 3 VOFMEEBE S LCFRRO 1) 15 9) ETOHEENH DN, AT Y —
=V R BIRBORE D LI HERITER 2 £ 5,

1) IEfeE, 2)FEEE, 3) o MTIEREE . 4) /T et 5) & B FTRE 72 M AT RS L HiPH . 6 ) JRYEREPH (IE

W) . TR EREOLEM, 8)F ¥ U —A— —R B, 9) v ME (BEM)

2B, ERROFMEENMEATSE Y b REA— D —DORMNCEOHREER TR SN TWEEA
FA =D — DWW =S TR HFIETHEETXEThH D,

4-2-1) E#EE/EE (Accuracy)
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TEHe B VX BE AR B DR HERUR 2 E L, 2 olleER (IEME/ EE) 2O TE 5,

- IEFEE I PO B & IER O DBS NESEEHBRAB L OHA~ AR Y —=0 )

FROHRERR (PT) MKz E L TRl 5,

- JE SNTRRIEDEIFRE SN DR L B L ARkl X OMABMED 72 AU E R X FF A RPN &

PIRTENTE S,

- FRAE GRIK - BRI TIENE C), R q PCR HEE 2 4+ 2 M sk i <42 DBS

AR OWPEMEOHARK, FHEIREL & [FIRERR R ENS NS T AOFEE R TE 5,

4-2-2) HIERE/BHM (Analytical Precision)

B ERE B TR LT HERE MO — oI S & L TEHE SN, (repeatability;[d—HIEN
DOREWE) & ENFENE E AR, JEEE., AEEER) 22 8% (CV 5) 2FFEEHN
Rl %,

- BEREE XY v MR OB & EE O AROM TR E DN EEBERAB L OE A A

7 V) —= v 7 OERERR (PT) ikl L0V QC ik HlE L TR+ 5,

PR EE IR HIERN T 10 25 20 [ OHEE Z 1T > T HNEE 2 59 5,

C BNFEMEIL, BR50EO AR, BEEF. BEELHEOFE TIX T 3 RELL Eo AR

k%A 5 A, 3HEHR. 2TOHERSE THIET 5,
© R DRSS Co B OEAER 7, PRI (R 722 (B {REL CV) K& OMEHE(R 2= O B 72 (Z #E X M 100 (1

—a)%& LRt L, 95% L B> —ER, F£720% OV 28 5%k I EILFFARBEANTH Y | Hf<e
WEEE, MEHEYETIEKGE LW EARRTIENTE D,

S EWENERS B AR T D i, R OIE S X 25T, PCR RUGHR & Fmil L CHEEZh R O

HEMZEDDHT-ODTRNEETH 5,

C HEOBEE RO EIIBIREZ EET 5 & 50%EETH Y, CaEOEEITE0.5 LOHE P4 H D

iDL, BREZR COTSRBREALETH D,

4-2-3) HIERKE (Analytical Sensitivity)
- 7F 7 BRA (Limit of Blank (LoB))

< 7T 7 BRBHCBLI S D FTEEMED & B JIE A D F KAl
 BPERRR 2 B (K 60 BV IR LW 2 Z Sl k0 ikiE
c T OIRBEIC, T Ty OREREFFED 1. 65 [EEMATME OMEShI-a e —0 95 —+F

VEANE) & LTHREM
FRHIBRSE (Limit of Detection (LoD))

« LoB {[ZIT WV C ., EYERREL & 2 DOFRIR A fc K 20 [ 0# 0 K LHIE 24TV, S35 RiE T 95%20

DT LoB Z 2 HIRE #RHRR &35,

CERFREAR (Limit of Quantification (LoQ))

« LoD T O E T, HEHERE L Z O AR & i 20 Bl OHE 0 I UHNE 2470, 95%LL B Ok CTHY

R % 78 60 B AR I 1T D CVUAS 50%LA T D /MR EE & 38R 3%, (95% D TR FIREZR = ¥ —
B o /M)

4-2-4) S EM (Analytical Specificity)

OIWTRE BRI IR E £ X TINED, AT D RO ® D1 EWE £ 72 138 ARG E B FET
H2HAETH, MM ELELSHNIELIZERTEIRITHY, BHOX—5 v METFZRIEL,
IR R RS & = SRV E T 5,

PEEXR (T UL — R EEERVWKIER) TIEHEEY 7 VRN L B ERT S,
AEBARARAECHN B FFOREI T/ u R TV v a UNBE WD EEHERT D,

RERAMEDOFERRIX PCR 7 v B A DEHEEOEARTHY, 774 ~v—BIORT T A ~— Db 22kt n
RENTVWARWERFRAREEL I OZORMNHE L R - OEENLETH D,

-DBS ffA&F5 L O DNA Fl IR H O 53 28 PCRIICTF W T 2 iE ST\ b,

- BBERRIER PT R TIARGTE /AR TEDRE R e\ 2 & 2R T 5,
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- MRV LRIEZ1T > CTh, TREC/KREC/SMNL & & HIZNIEMEY 7 7 L v A TBAG T O HEE ME O D
MEAS B SRV EA I, BS54 & L 7= DBS #iAIC PCR B 5EWE OIFEAE, £ 7213k DNA fifl H5H
HORERH > T- EHEE S, V—F URETIE IREURE] & LTSS, FRLOZEFN
1Thihvd,

4-2-5) EE&M (Quantitation linearity) & R4 FIRE/2iRZfs &

T A BIRVIR R CRIBIZISE LERN IR REME AR T 52 &L T, kR0 Z—57 v b
BEREERENLFIRERICH D Z ENLEH T I2EENTE 5 (EREL VYY) ZRETE
b, BEBLUVIHOEBEE CIIFRASLEICRD Z L, RIEBE TIIMEHMIES 2 E N RE DT &
MO RFRER (V% DHIPHZRE L T ZENEETH D,

T 7 L — b OEREATRIC K DEiEdhRR (X #h 2 Y0 2 v Y G ) AR S a sk o
FE) oG ohA2KEREAFRT 7L — h®D Cq f (quantification cycle) £721% Ct &
(threshold cycle) & YHih, 7> 7L —hoa v —#% Xfili GEARE) L LTFry b LIHRER
ZERT 2,

HERMICIIIEDOT L — N&EIZ 2 B0 ENHAGE, 1 A 7 VEVCOEIERE S S Z LT
. MEMOME X (Slope) 7> 5 PCREFIEZNZR (B) 1X E= [10 TV -17 o —REIFEN 155 Z &0
T&E %, Hin &R OMERIGTIZE X 100 % CTHREMROME X IIH -3.32 & 72543, Slope 23-3. 58
~-3.10 TE M 90%~110%23# E&iPH & ST\ D, EN110% LU EIIRERTHY, 7T ~—HFA
~— DR EMEORBENEZ LN, BT 4 72T —OFEELH D, EN 90%LL FiX
B LI, T4 —ORFARE, RIGFHEOKEAREY THLRENZZBND,

- JEFERE  (TREC/KREC/SMN1/INAEMEY 7 7 L > 2 DNA) OIS FIRE®IHIZ. E& TR (LoQ) 7>HiE
MR ORESEE TEERESIND, SCID & SMA 27 U —=2 7 ORI EMEMICEHRE S,
TREC/KREC/SMN1/NFEMEY 7 7 L s A DNA 3 EEVEEPH N T HAVXIEH & #td S, TREC/KREC/SMN1
DEVERFAN (=TIl > N A 7L T, Ct/Cq ETIZLL L) o> DWNAEMEY 7 7 L > & DNA
MEMERPAN T TG CREmA ) ) £720% T (B ) & LTRASh, WERY 77
> A DNA PAHEEERIPHANC TR L sh s,

4-2-6) BMEH v bA 7 (E¥EGRE) ORE L ZYEOFM

- B BRI TR S 4072 DBS KA 1, 000 2L EHIE L CTIRIET 5,

CWEA y A TEITEE R EE IR R L N—  F A R EOEER L EE L
TRESINDN, F—HE (FA—Fv b - 33K CR SR EERT 2MmExO D v A7, &
DB HHMEEOFR TSN Y FA T, BRY AR ) —= 0 FESEH S 3T > T
WHFAET — X5 L OWBRF 21T > Tl e €3 5,

oMy NAZT 4 AR OGRS ES v NATIEORERFE —E L, DO BB 100%
Bt Th DA, BED v A T EITHRREN E S5,

4-2-7) DBS A DL EMRE (Stability Study)

PEGH AR O BB EI 3821 L T A> & AR AL BA 4h & CIZ TREC/KREC/SMN1/INAEME Y 7 7 L2 & DNA 73
FIRRF T EOREOHIMLE L TWA 0T 5 & & biT, A TOMRAER T % ORGTFEME

(IR E A AL DMV K U7e &) 12X - THEMAZAL L2201 Z FRICHEE L TR X, MR
DB FNCRIE T EEEREEEE L UCER L T 2 LT, BIEMH. BEEIES 0% 7R 2B
MRFREL 72D,

- TREC/KREC/SMN1/WZEMEY 7 7 L > 2 DNA O Cq EAZHH L., B LT v b
TREC/KREC/SMN1/PN{EM: Y 7 7 L o X DNA DL EMEZ TN TX %,

4-2-8) DBS BRIARD AR v b O HL.LER & J& T E OB E 2= O Al

DBS HAAD AR v b OHLEE BLEH NG RF v —TH SEHLU LT BIEWTHERAT X v b - &
3#E-C TREC/KREC/SMN1/INTEME Y 7 7 L A DNA ZlE L Ca B — 4 E 721 Ca/Ct AR L, 201 H
DEEITIV—T A CINERRS LS B DBS & B4R DBS O T Btk I E IR AR > kN DE—(LE )
51T,
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4-2-9) X x V—F—NR—troRrary2Ix—a  OBRIERER
AR DBS kD~ A 7 a7 L— M~/ N FREO R F v —IZ L DHF ¥ U —A— 35— DNA
i, RIS EAR POHEEBRETD /A a2 I F— a3 Ly OF B BT 5,
XU F U TREOF v U —F— " — DR &

- WK 80 EOFAN DBS MiikZ R F Lz, SHDT T 7 AMAKR Yy ha v F L, T
THIZE CN T~y FEFERALTYH T2 R0 F o VT 5BICBAETHREEOS 5 X ¥
U —F— =%l 5,

T RTOT T 7 A|AR Y b (IMEBP ARy b SHTWRWEARK) T TREC/KREC/SMN1/NTE M
U7 7 L A DNA B ER FIR (LoQ) AR Ct/Cq a3 v b A 7L BTk AROFT Bk %
THFY V—F—R_—FGFrnRarZIx— g AL TR,

XX UV —F—R—DFEERSIHE. T A RICHAERREEZ R TFRICAAKE T LT
JmrRAaryZIOAEEAZ R TE 50, TOAEELREGF L T RX&ETHL, Fv b A—T—
OHRFIRZ S L, BRE VT RICAARE XV TFRHER SN TV DA, ZOMAIZ OV T
A= —LET & Th D,

CDNAFHHB X O v A FOBEN 7 v A2 I x— 3 OFE

cHERBRKET T L= e loary be— L EREICRE LZTL— b E2TF = v h—HR— R
2 —TUET 5,

c T T BEARy M EETe T L3 95%LL_E T TREC/KREC/SMN1/PNIEME D 7 7 L > A DNA &5k
RS (LoD) R E 721X Ct/Cqa N H v A TMEU ETIZ/rnAarZIx—ya V3R AELT
WU,

B AAVH I P a K D IR R EE X OB CTRAET D AREEN B D 7D FEAE LY
I8 2R DAL | — IR & ORI OE N - RIR e E 2R T HLER D D,

4-2-10) m 3R +#E (Robustness;BRZEEM) HER - 2o :
BN MEFRIER v MHZEERSRZIC L HRESDBS O~ N v 7 AL HRBERFITT 5,

-« EDTA E721F~/3Y D qPCR RS ~DEBEZ RHT 5 72O Mg v o 7N ~F7p DR D EDTA F 72
IEA~RY ERIML, Bl ARICAR Y b L, qPCR THIET 5,

- PCR PHEME D2 % 5% 17 72\ )>, DNA 7 V) —Ififg~ TREC/KREC/SMN1/P{EMEY 7 7 L > A DNA %
ANRA 7 L, EBIZHRARDEED EDTA £7213~%Y U 2N L CTHEINRZ /RIS

4-3) 27V —=V ZRBUBEDOREE O XYM DR

AL PRI LY A7 ) —= ZBa#% b2 O 4 M2 EMIICHEET 5 Z &,

4-3-1) N—F U HREEAZIIREIEO KB A VT 2% 2 & CTEMICFE K L, REESED

EHEEELOBRAES v b - RIEOLTEERIL—F VRAEBMBINCER T 5 = &,

4-3-2) MREETE B TR EMR O EME, HEES R, WERE L EMEE T 5,
4-3-3) T D BRI A B A VAR IR SO IR KON RS B SRR IA & 3%,
4-4) W—F U RV —= v TBBBOEEN v M F 7 EORKRIE

7y MATEOBREIZBNTX, REFIE, AT IEEBONRT A= A7) —=2 7T a s T A

DOXGIRBIIHRT 25 207, ZRAGERBIGERENEE I NI RETH D,

T, WEMICEEEL G2 DREMBR OCREFEOLEE, “RREOEROA TCHH O A (H

FHOMKRT —4#) I8 bBEINDIRETHD,

4-4-1) GHEBOFMIEELE I Yy FAT7HOBFHRE
Ty A TEOZYMFH O EER 7 7 7 X —TRE LB (BER) ThY, BAERRETE
HET Iy N TEE T, OOBEEFI Y F AT EE BT S,
*E L Y e IR L SRR PR DY R E A R ET RNE TH D,
WA TR BIA T X — 7 v FBIE I L » T BRI 2 ThFICHEE D v M4 7 lA2RE
L TCWARAEHGEAAZ W,
4-4-2) V—F UREBRBEDO I v A 7 HEO HFFM
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a) qPCR ZE{E | A iEF X OVDBS OFTLEE FIEOEERHZIE Y » b4 7% Fakli4 5,

b) N—F URERGERIT, EHRY (A, T, F) [STHERBRIKO SN L BERE MR L Ty
NATZEAEEICE=2—T 5,

c) BMEERMFE LY LEWERIED v VAT EEFRET D

d) BEEROIERBOT-DIZH v N4 7% T 56, BREEFIORAEDOFREMENEMT 52 &%
BRETRETH D,

e) BREMFHIOREN S >T-HEIE, Iy MATHEOFFEMEZEEZED TRAZ V —=2 7 2fko 7 ot X
ERGET NETh D,

f) TREC/KREC, HfIZ TREC Ti&, FEIKMARENL CIXABEIELE U D AREEN W & s S
NTWa, 20D, Iy ATHBEEEHET NI XLRERICREZORGE P
v NERR - EREA & FRTNICHZE L THRIEL TBRETH D,

5. REEH
NBS MRAMiER (23 1T D FEEEIRAE Tld, — R DOERRIRA & FRRICRER RICHoREEEL 52 5720
WZAT D WRART, MRAERE, REZOBEZHENMARICER ST 6720, FBERGETER
SN DMAERMEE ORAER D OZ4ME L FEEEZ RBNICEHE T 2 729120%, AR, mAR, REZO
FEE S A2 LT 2 72 OICFRE S5 HEENEIER & OVE BAICEHE T & 2Tt e 5720,
MRARME 3T DREEE & U Cid, #7874 2 DBS MR DR, oPCR (T L 72 NEBKE LA BR oD 3
i & & DFFEN— IV OFGE, TR BAR ROBE ., BHEREKO 7+ v —7 v 7T KR ESN D,
B IIRAE S AT DA RROREE S EHEMERRIC YN ER B EEHIEREE 2 ED, 7 — X 2 LEIRT
THA., i, MHZEICER L, BRI SRVWEAIFELWREHEBL LV, ZOMEELEL
TEM2TE o220,
5-1) REMBESTH

NBS CliafA L LTDBS i LTk Y | sl AFHE OB M2 B RS I 381 2 Bl 233 (E 12T

HOILTWRWE | RAEMERIZIT 2 RIEMR A, AR FRRE OBIEIZORN D ATREEN K E < 72

%, WIEICERIM S 4072 DBS 12 X 0 REBRA~OEBER 2T 5720, RIEZAHRRC TR a)

He) FTOHEAAZF v/ L, MEMEAARY AR Y UV —=0 7220 [ AR ORIRE - B

MEEH] - RIFE ] OSETRORITICOW T P IR SN TV A ERIMEEHEICHE S L TV 2RWEEAT

B =R 31T Y 2R BRI O W ) 2 BT 5 & bIT, RBEIZS U THREDLITO,

a) RIMAIEROT = v 7 RILFIERICE R - BRERRNT & 2R L, BRI EEEE < rE
FECHUIRBRE CREINTND Z &,

b) MIEKEROTHDOF = v 7  BEEROIE LVVHIE & fE R o nE 2 AEA -, MR, & - 8
KA, HAFRHKE - BROFHARE, EREL, SRInFEH B, Wik, SUEAOEROFRE, B B
BOBIETEOE RN E L B#H SN, REDA 7 r—L Rarvtr hRELRTNEZ L,

¢) TRIMIGIEL GIIREEDF = v 7 L SN FHIC K ML OCERPITTOA TS Z & (1=
YR 7R ERIM B #iF (4~6) DTSN TVWDHZ L, FOICRMERHEESNLTND),

d) AR ~DORIKOLEL - F5E O ER TN - #2/§%, BEHIZ (24 BFEUN) 12k s T
WnHZ &

e) MMEHRIKDTF =~ 7 ¢ B B s, i, K EOMEKRE, i) 5 ofkiE B 7 & 038 i k&
HIEAELTWD I &

728, BRI B, BRIMLA S AR TOZAT £ TORTE B K& O A o B R RS B o 5l
EEHN (HZE, F/) ICEF LT, ERERE~OMEE) o8 i o /1 & OFF E RO F 8N 72T —
XL LTRSS

5-2) MREROEELTH
I @ [SCID 3L TN SMA @ NBS WAt g% M 2 5 X E KT 2 F5l &) I Lz L o ic, #Eis
TIRAEfEX Tl 3 TOD PCR {17 & A Bt & §7XT D qPCR HIE S L O PCR HElE# D BB & 7y B9
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L—HMDOU—r 7a—RNEREND, HEAERE S L TOPCRAEORK=Y T (Fx V7L —4
DNA/ 7T A X REOFBUIFRLS ), OMREEILET Y 7 (BRIALLE L DNA fhH) . @&#&= Y 7 (qPCR
TutADFEK) O3IREETHIENERIN TS, BURLAT Y M DZKENTE 2V
AIEEXFYERY b, 2V =0 R_RUFEEZFATHIRE EENTND,

4-2-1) DBS & DY 7Y o7 & DNA fliH AL

a) BEZAIN D 24 BEILIN (U —F 0 75 —) ICHRENBBSh Tnb Z L

b) ~Af 277 L—h~DDBS FIHLKEXBED /B RAa L ZIR—2a v BT 0REXT Y E XY

FATITD 2 LIXDBS IZ K DD HIEH G ZD THITH 5,

c) —EBEOREDIEMEICERIEN TS Z L
kI ERIT B E A O F v —) OEHIN L SR

d) REDLER L O DNA IR EO SR THERT L ~A 7 a Xy NEIFAESE - SBEEED

BEEMERS TS Z L
kI ¢ A VERERR O RS B D E I 7 TeRR

e) DNA SN VWS —ETHD Z L

REE, BFEE, = = —EOMBBORTERMEN ETHD L EHER

) FHT L~ 7 L—F TL—bFI = A7ty b EXy FFoEFy bR

WA =D —PHERET 2/ E 2T 2 &

5-2-2) qPCR HE & D& H

a) qPCR ZE1E O FifiMERE 2 MEFF 3 2 T2 OIC B RRST « B~ = 2 7V & VERC UE IR 72 R 5T 2 &

1IT952 &

b) SHTBIAEETIC q PCREEDHRELZ F = v 7 L TR Z &

k A — T —DHELES D MEREURIE B & F
5-2-3) NEREEESHE

a) PNHRS BE A BRARIRIC X 2 BTS2 PN ERIS B 45 B o> e
B IR IR AR & R —# AR O CIERR S 7z 2 IBE DL B o &l 3 IBE (EW AR - i
Ay FA7 REBHRED v h A7 L~UL) O DBS WEEEEFRIAZER L, MET—Z L LT
Ct/CqfEE-a ™ —HEFIMT 5,

- Xbar FHUXZ KL 5 B CEAME 28D 2 M 2 2 ER, FHME 3D 22 2 &HRR) &k
VYR, U7 NOBEBEEZITH, BHBERZBI 7 v TFEA NS,

VMBS Tld Levey—Jennings F ¥ — h & H 5 Westgard D~ /L F )L— L2 L AEBFENLAH I
TV,

b) A VAR D 3 AT D RN
B4 DBS Mk ot =& (L — k Z &) IC TREC/KREC/SMNL/PAEME Y 7 7 L > & DNA @ Ct/Cq
EEZa e —8OnHOMEHE CEME - AEERZ, Ol Mo &) OFBMELZEHRT 2,
S 6T, BRI HER], HARERE/TEREER, ERERR], B bRAERREE To BEGRIRE
DA L EFHED HER ML H s, BRI RS, MIRRAIFIC X 2E W2 S K 2 HIEHE~ D2
IR E D b R L CRIEN HEZ ORISR 2 a4 5,

c) #kd oPCR EE@E O ik TIIMEEs = L1107 — & 2 4E5F LSS ORGEZ 1TV, B4
RO DAL T v M A T HE~DORBEN R WEE THIIEEDOEE TR L CHER I
BL, By bATESNEERD D50 13 A — I — ~FE L KT 5,

5-2-4) ANMEORE R B

AN GRS B BRI E AR BE AR O MR 2 WV CTRESOREREE & 2O YU LTI 5 v 2

FAThD, HMBRESH Y 0 75 IS L ZFOEREROREEAIEE LT 2 L, MER

DEREDE AT 5K BWHIETH D, SN EE B O EMITHER 3 [F226 4 BAGET) & ST

W5,
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