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HE&HCiX, B mERa st O KIEEH WA TL B FBEMR A HE U TS TV H) %
AT D702, A= B~ B BEdind - et A T T — A &, Pk 11 4R
(1999 )7 BRFF Tk L CIMEL | SRIHERIZES O TET™,

Flo KT U —ME, WES ZLWESRLZ T e N b BAR AT FE D 53 B 12 31 HIF TR R R
T WEFROSYE T, BRI R BhE A - G A L LT WODIZERIR D8 TiESIT
WHD7), EDFEREHIES HRYEL TS,

55 12 [AE s B A - Ye R A T — Nl &, A FNSAE 9 HIZFERM LT, sRAIRIE, A
A4E 4 1 HBEF 5 4R 3 A 31 HETEL T, AIRIEFERRICT H @i i PR ET ) DR LD N
FHIRA (EMESMI RS OB TR AE) &, [ B PR S OXI R L2 DB s 1 Bk A - Y
BRI L., BRI DR E1T o7z,

ZORE, BAn AT 2L RAE LD BRI TIIUTARKT D,


http://www.jrcla.or.jp/info/info/281207.pdf
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I AEBMETGE

FEHE AL, LT OB THD,

1. Ba 1B A - Ye AR R A iR D FERRDLUIT DU T

2. [ AT mEREEST | OXxI G L7 DR PRI A (B MEFEMIE R S OBAS 7R D) O FhEk piiz>
ANE

3. I A ERFEET ) DX G DB R T B A - Ye R R A D IR DL DU T

4. BAR 1B R A - Yot R A DRI C B D DR A IEIZ OV T

5. a7 B A - Y AR A DR FESEIT DN T

6. s T BER A - Yu A AR A A O R X O T R OB s 1B - Ye R A i
DR « BEIES O BRI Z OV T

7. fEEAEZ BB ORBEIZ OV TR OE L 1B A - Yot RIR A O 8% B2 B A BE
Fe#t (TARTAL) DFREIZDONT

SR FEEIZ OV TO RG]

9. B fmEfast 328 A (EA L BUEIHGFIZ DN 0)

10201

AR SRR A3 F0 5 4 9 A 1 HIZ BN 35 111 #haktgel Uiz,
FAAE M A4 F 4 A1LEOAFI 54 3 A 31 HETO1,FELT,
AT T — MR EA ST 5 4E 9 H 8 BICEFA—/WIZIDHE
AR5 A 11 AR BISRAIENEVD A Y 20—/ T o — N Z FE LTz,



0 7 r—NAEEHER

1 7o —MNREDEIERE R
HhEZS - 59+ (EoATE 111 #)
AR . 53.2%

2 FEHERD

R B - Ye R R E 22 6L QO D it s 13594E 4645 (77.9%) Th-o7o, Ein 1B R
- Ye KRR A A 52 504 B R T3 L QWA MR I F467EH13441(73.9%) T\ &Rtk E N Ot
(ZFFAMEL TOVD R 13464141374 (80.4%) | EISODAAEIZ FFAMEL TWVDHEER 1346 £EH194E (1.95)
ThH-oT=(F1),

3 BETEHREREDOERZIEREEK
(1) I Bt tasEfast | OX LR 2B RFHIRE (EMEFEHIK RS OB{E THRE) O ERIREL
B0 4 FEEOFEMZ IR AR R BNCER L, DL TFICEOMEE R T,
1) TE—B{n FREOZWN b8 s iid ) A5 18,557 1 (7ifEl: 11,419 )

PIRR PRI A < 11,429 £ (Fiilal 9,827 £4) . PRI HI4 - 7,009 44 (RiflE]: 1,732 1)
BB R T RBOBGR T REICOWTE, £2 BIZFE 1T (1) PR A (2) P Lz

T TEDERERLUT,
(1) PR FH A

* PRIgE F A OBARF IR OEF Tld, FALOFEREN 2 EAL5 THE & RI#E % 1(3) 1
AU, ZNBBIRFHIRADI S 7ARVARER E B8 ;520 4, b= R T8 s 2
IREBAT)—=2 T ;239 14, Iha RUT B a1 3 THE By (L—-ULRE) ;172 {8
DEHZ TSN TN, ET2, S A MENTIE 1206 1 TdHh-o7-,

(2) PR A
*k D006-4 JARFHIRRAL D MR (BEEL) -

i ANE T = (T 23 I oy — UG ) (517 {4 (FiflEl:455 1) | FEETIn AR —
T A:1262 - (FiilEl:615) | B M ZSMESE (spinal muscular atrophy: SMA): 1652 14 (Fij[=]
1161 14) | AhsRE M AR 70— 798 14 (Fi7[a] 792 £4) | Se RME#ERE : 1650 14 (Fi7lnl: 1140 {4)
TSR AR S R 331 14 (RiTlE) < 146 £4) | WEDs XOEMere : 337 4 (Fiilal: 204 14) - i
59 X SEGHEBER L 156 1R, 774 — U AU rfiEfehE 462 {4 (RiE]:478 1) | 22q11.2 KK
FEMERE: 391 £ (Rii[E]: 410 1) 728 Thh o7z, Fio, WES L2 WGS AT 2 IRIFFT RLEL THiE
HIN TS QT IERSEMRREIS 897 2SI CWAZ LML Te o T2,
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ZIBLSMIRAEER D > T BRI, SR AR AE 1755 F, Y NASEMWERE: 187 {4 (i
[5]: 158 1) | ‘B IERCAAE 208 ﬁ:(HIJlﬁl 250 1) | F il INIMZE PEIE (22 R mmiE A BR<)
1182 {4 (fiflA]:601 1) 728 3T HAL, TS BOZWNI B FRIR A G 20 ZIE S
T ZEMBEMETR ST,
*k BITRCLAAMC LR FH T D D006-26 Guti (A& 28 Bt (LA CGH) : 2758 {4, D006-28
Y Y0 R0 N R Sk - 1041 14 (BiTlE] : 1036 1) Tdh-7-,
2) EAGMEIES O 2N B 2185 R 123 2,004 ¢ (FiflE]: 1,324 14) |
3) TAEYE B B S5 D YR BB (B Fef ) 2 W B 238 5 1R ) A% 0 14 (TRl 532 ) |
4) TEEF B2 W 2 B 238 s F1R A A3 107, 830 {4 (Aifl=1: 87,037 {4)
PNAR - PRBR5E < 106,823 14 (fiffE]: 79,803 14) | PRI 44 : 1,007 £F (Fiflal : 7234 14)
sk BB MEZ N B D@ AT BIL T, B2 L OWBIFR %21 (1) (R S (2)
PRBRE 0 CEDEFE R LT,
5) 2o, EADOEEZ WA DEAR T 1 A3 25 £ (RiilE]: 1,957 14)
ThHo7=(&2),
Fo, B mEIE S ORI R LR DB T AR A (CMEFMIER S OBAS T-) O FEfiTH
HEIZRAL CiE, 1 HEDS 10 THE THY, 21 THE LU EZZFEL QUOBEAERERTL —ftdh o7,
(#£2(1) &)

WFSE 53 B O FEHiR U EIL T, BN A BAR T2 B M ELTF9E O R i &L T,
WGS & WES K O FEAFRNTHAN 20T THEEE1To T, (FR2(2) 2HR)



(2) TBEHEERE OXRNDE R T-BEERED IR
B0 4 ORI EE L IR T,
sk [JEYLIEZ N RO D95 A DOBAR TR A | OFR FEREH0 L, 20,849,005 14 (FiilE]: 19,849,005

) T,

iR

O A ANGABER 119,371,184 14 (Bii[E]:9,477,897 1)

BRI - A L ARRAE 7,190,781 {4 (if[E]: 4,168,524 {4)
oo EEER IR 1 8,644,605 14 (RiilH]: 4,606,210 1)

BRI A, A L AR 11,373,323 14 (Bi[E]: 476,013 4)
SRR : 2,162,475 1 (BiflE] : 227,150 {4:))

- AR AR G R (PRI -+ PrBRE F26) <10, 807,080 4 (il : 4, 833,360)

(AN - 1AL W EA% - 1,477,821 1F (§iE]: 10,350,794 {4)
- PReBganE FH 2 1,339,999 14 (Rif[E]: 1,668,952 1)
- PRBEE A 77,822 4 (iilE] : 8,661,842 1)

s [ AP - MY > NERFR OB R F R 1, 505,215 14 (Fif[El: 391,031 1) Téh-o7z,
PR : B 9 BEFR OIS TR - 468,790 £ (PRERIE I 1 461,024 4, PRERE FISL: 7,766 {4)
(FiTlE] : 347,024 1)

FENEY L EBAFR OIS - H A 36,425 14 (PRI FH - 30,774 14, PRIg0E FISV 25,651 14)
(A7) < 35,850 142)

 [ETIEB OB In TR 1%, 417,542 14 (Bii[E] 398,459 14:) Tih-o7z,
PR - PR T 410,276 £ (RifE] 213,145 {4) | PRl IS 7,266 44 (RiE : 185,314 1)
(18) : EAEBBIROBE TR A DOV TIE, 23 BIFEKS, KAIZEOFEMZ R LT,
() BIF%4 2. 13, 2020 AT 7 —MRAEOBRIZIE, BMEREE (Rifa) LV R r 4y
—{Z431F T NGS FIHOA HEL LR R oA 5, (RIREH O A 25T TRz, 4R
L7z 2022 4RET U —MNEE T, 7o —MiaE B2 B LRI X4 3. [T | 2%
B NER 2T o7,

sk DA B B8 GRS OIS T-HE (3 AU X IR A A ) 127,476 1Tl Tz,
AR : AU R LA 5,351 1+ HLA B R 22,125 1) (RiflE1:30,9084 1) |
¢ LT SEE I B D BIHA M) 73 500 £ (AT : 500 14)
() L TR B 2 S TR S, BRSO SR AT 1 FEDAHDFETHY,
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FDE TR E A T THREES VT - (DNA) S B R RADRECTIT 0,

(3) I B i fmEEfa ¢t ) DX RA DY AR EDERIRDL

B0 4 O M FER O NFIZLL T ThoT,

* ISR, Voo S, EEAEES, B fiinz gl Uiz G nYuBic Loy R )
208,701 4 (PRI 1 : 206,051 £ Pl 44 : 2,650 £4) (FifEl 166,894 4)

* [EIMIR, Voo Sl EEAERS, B fiinz gl Uiz FISH EIC XD b iR i |
151,065 {4 (PNRR - PR < 148,655 1., FrBaaiE 42,410 £4) (RiflR] 133,273 14)

* [ RELE - AEFHIREOZMNCEEDLD G Yk I DY b i )
24,103 4 (PNER: PRI - 23,853 4, PRERGE FI41 250 £4) (Rifla] 26,204 14)

s [P R - ARTHBE E ORI RS FISH {EIC LAY AR FR AT |
3,333 1 (PNER - PRI JH - 3,333 {4, PRl FH 4% -0 £4F) (Aiflal 3,043 ) (324) o

% 7LA CGH:2,768

(4) HAERITRZ N Z B 218 5 RO A oD R
B A FEOFEMSZFEHUTILL T Thotz,
* [2EK MR P Akt Gl LTe G 3 Yeibc LAY AR 11 1,104 14 (Fiflel: 4,109 1)
sk oK MR IS I 2 5ck 22 & U 7= FISH A4 11 500 14 (RiflE] 1,802 14) .
TR R, BT A0 5 & U CHL AR R R E 2 o~ A 7a T LA TR A
64 14 (Rif[E] - 27 ) |
* MR A x5 & LT NIPT GER 3 AR BB AR F AR 113 15,882 £ (RiilE] 2,218:14)

ToH-o7- (FR5),



4 BET -G AEORESE
FALTHOWLI QO SIEE T BE A & O AR EORA AL L T,

I B FHEEARTIT 47 4 (F0E 35 48) . D55 PCR ZEERHAME 7S 22 45 (RiflE]: 14 4) |
Sl 7B TR, NGS A3 8 £ (iflal 4 #1) L o —1kA3 7 4 (Fiflal 6 #1) TIE RS
ATV,

11 =R 26 41 (Bi[E]: 18 #1) T, RT-PCR i Fe ittt (U7 /L% AL PCR &5t e) I8

20 tECThH -7,

M1 Geaffietiris 18 #1 (RiflE]: 18 £1) T, 7L CGH ¥£b 3 #E TEMI TV,

728, BRI 11 BT —MNRELORE S EO S EE L FOZEL, 1L Bis T HEEMT, 1. &

{RFREBUMEAT | 1L YRR fRAT, IV. 2O 4 55BN LTZ, (R6-1, -2)

<MRE 7L > 11 [A]

L. R TS REAT

1. PCR Z:ZBREEMRANT, 2. > —o 3 7 (NGS) 3. =i TYE (ol —ik) 4.
T IVEAB— a5, ~Ara T LA REEMHT B 1) . 6. MLPA &
1. &7 FE BT
7. RT-PCR B EIREAN VT VEALPCREET) . 8. =727 (NGS), 9. vA/mT L
Ak GBIs BT B ) | 10. ZEfIE S 72 BURAT (In situ AT VHAB—a0k72E)
1. YetafAfiti
11. G 4yYsik, 12. FISH ¥4, 13. SKY % M-FISH #5728, 4. @EksESYLE 15. 711 CGH 14
IV. 16.ZDfth

b Bz FHREDRIEE

AR T B A - Ye B IR AT A S FEL TS 46 1 (RillE]: 53 £1) D55 11 41 (RillE]:9 #) I X B
BALISDDEZFEL THW,| 2Rt de b U QIR FEEMI ST Y (9 #1, AillE] 9 #1) | B4 (7 4, AifE] 4
1) ROVt (2 #1, A/illE]: 1 #0) F Tho72 (R 7).

6 Bi-TEERE LA ARE SR OERXIRERER TR ORKRE -BREZOBIHHRICS
WT
Bn 7B A - Yo AR A 252 5EL CUD 46 11 (RIf[E] : 53 1) DD B 1~ BEE ki A B X ez
HIHEEE L iaRI 32 1 (FilE]: 38 #1) THY, A THOMRIEE BEEEO TR E A
LCWBliak i 31 £k (Fiflal: 38 ) TH-7=(588),



7 MEEEZRESORES

MR AR B DR ESIL WD EEE LTk E, 46 #1 (FilE]: 53 #1) D56 13+ (Fifl=l: 11 #E)
THY, BEE T YRR AEDMELIES (WARTA ) % B ERFL 258 TV EEIE LTk x
13 #1 (Ai7[E: 13 #1) TH-72 (&S8),

8. MEEH, FEEMIZ OV TOENE
PSS A B S OSRGOS B S AR A L L COBGHAZ B2 AL T O L5720
BT,
(1) NERE R

‘Bt ha— v fEEa s b L TR R

*WHO FEAE S N O, B FE R g2 AL

BB FIRAIZ B TR EY B 2 IV TN BRI B A PR St

REEA— T —HERRDORG BE S BB A BN L | RS EE A BRI A

I N—T R TCOIARTF =7 D Ei

-2nd Party ¥ HLH = ho—/L(A /L34t NextSeq PhiX Control Kit)Zf# L. Run Z &1
ESy/

(2) S EBFEEE B

- HERE, B, A= —P—1123M

AT AVZIRAENT OV TR, A 1 B RAAT SRR A B 1 THE LT
ESy/

DA NVAEIEAS =TI 2 T IR A IR A D S SRR L A P2 52 A

JEAEGHEE M BRRRAETANS B AT — FEOLDOE R

*CAP H—~A (EL-FaF—/yay— NGSH:2[E), Y AN =TI R) w5 if

*NGS B8R : CAP #—~1 NGS(H:2[1]), GenQA &3

JESE SRV R 1 [R], NG B B A S i (I AN S B A f )

- B ASHERaE A2 QCWS

- HARERR A A b B iy BB R iR AT SR i B

- AARYLERE IR A S AN S PR A (G 43 Yuik, FISH %)

9. BB mEREE B R (BAL-BEMIGEIZOVWT)
A A M OSBURESTIG ~D BB Gk AR A L L COBGLAE I EZALL RO LA 2REE M- T2,
(1) B4t
R R OB D
- ZHETC DA NEFHRO TN T 1EL BRI T, S ~ DK EZ R E
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- [EIEREBI D 7 #H A fiferB oD L, 3240 3E A LEA L O 7 Tt
CHURITFRIFEA L EAL
B2 TR B E RTINS TR | FEA T ISE LTSS ID OFIHIZED s H
B A MIEE LN ENE T FCERIEENCIR B L QD EE

(2) BLEFNZOWT
B CIE AR TRUR SR ICE AL 2 Tt
SRV TII N E CIEV BRI I TG
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M FLDHEBLE

Alal, BEFFMEO 111 4S5 49 A 1 B 25512, 5 1205& (5 7B - e o mh
BT —NRA IR B 4 4 H 1 H~0Fn 5 4 3 ﬂ 31 H) ZFEMiL7z, ZORER, 59 1
(53.2%) MSEIZENRHY ., A5 T BIHERA - YRR A 252 5L QU Dtk 1T 46 #CTho7z,

FAEOBAR T B A - YRR A O Fek A | [ B MBS E ) ORI G L2 DB R PR A
(EMEFEHI R AN OB s iR A) &, [ B mEEEE OXI S OB Is T BIER A - YA c X
UL I RIOEFEAT ST,

ZORER, BB R OXt L0 b [ H—Bn TREBOZWNI D L8R T 1% 18,557
THY, HillElD 11,559 f&EEA~TRIGITHI R Uz, R, PrBRIE A OEARSRIAN 7,009 {32 st T
Y., HilEl 1,732 DD RIEITIEINL 72, ZOME MmN, PRIRE F OB F IR A LS OB BIZIB T
BARFIIRE DR R DT DI INIEHS N TDTzb B 2 T,

7235, N A R EE DRI ERINCETIZ R | SRR IS 191 THA (B0 2 4F: 140 THE ) & RIRIZH
U7z, ZNBDZ<I3HEE #EH OZ W B 5 BIRFHIMRE ThoTo, TNHEIRFHIIRE DR E
RO DBEBIIDVETITH LGB D, DETHL B R % B O AT AT LA
BT REMZ, BhRONTZ7eE D TS B INEEEO N LB RN A s
TWDTENER TET,

PRERIE O D006-4 IBIRFHIRE DI B | HERMN D FERERREILD L\ VEEBIZRBWTH, BUEDS /A
IR OHER SBRERE O KIZID | AT KL T LD R T,

KB OHFT-78h A LT BT Z5ME0E (spinal muscular atrophy: SMA): 1652 {4 (Fij[a] 1161 )
VL AR AR B SN LSBT E R~ AR — = VL L TA B ERSNA T ETHY . H—
B TIRBS IRV TH, B3 R, B W SIS ORI =2 BB NS D2 L5, &

(ZFERRAEHIERTDHDEE R TND, HIEOBFAIRAIZEAL Th, Je RMEHERE: 1650 £ (Fif
[5]: 1140 ) | AR A R A A 331 4 (RITTET - 146 ) O IR RN TN F DI 7
TRPRIEITAE O GBI, BB FIOREDEES A B THLI LD DIRAED FREL AR L TV,

512, WES S WGS FRHT D 2 YREIFT FLEL Thik H ST A QT IERSE B EO B R F IR A L 897
PFERSTEY, QT ERIEBREZ WO OBARFHIR A O E MU TSIV T DH DL
BRIz (. WES ° WGS fiftfr o 2 IRIIFT ROMERE DT D DL o 7NV A M AL L THES LT
WAL ESNADTIIR INELEZ TNV, )

D006—4 TE{=HI A LIS O 4R F CTéhDD006-26  Yufh (it 28 BMEHT (7L A CGH) :2758 1,
D006-28 YLt Ry MR IR : 1041 £ (RiflE]: 1036 {4) FEhaSi Ty, fkaE I L0

(ZERSNDEARF IR A O M D3R TE 7o, (B2 BlIF 12 (1) PR H A& (2) PriE FH 2
)

BRSO ZWNIC Bb 5B A FRAL, 2212 74 (RiE: 1,342 1) LHR Uz, DABR T 1V
BRAEDL KL~ T, 2 IRINFTREL GRGHEIER O RE S T ORI U7 s (ER) SrHEns
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22X AR O EASN NG D2 DT 6D DIBARF AR A D M EMED LD TRIESILTWDHD TR
VWVNEEZ TNV,

2B, B OIEHZ BT DD BRSOV D K S OVAEFEABNE R OB AR 7 AR A Tl
D RN ANa 7 4 DBAR T SRV FRE DR RE FH (D006 —24 i Bl s 1218 B R
A (5)) LlpoTeZ e BT A%ITBIEMEIER 5 B ICB W TH LB S U A ( multi gene
panel testing: MGPT) Db J Jo OV DR BRIE 34 # DREE ThHEE 2 TD, (K22 M)

[SEASE MW BRI D18 A1 113, PRBRatE AR oOBE B 11,007 £ (RifE] 7,041 {4) & RIEIZ5E
B Ee A Uiz, ZOFHEL ClL, B 5 BB AN A B SRR DO K22 | HRAS
ENEZWN LB R IE R FIRI GO N DI o T e b e B X T2,

DRl 1 L 72 2 HA S B2 N B D DB s A L. # A 71 106,823 £ (RiflE]: 79,803 14) T
BRI, [EBIOBE FIRAE DI TIX, UGTIAI x4 (D006-7 UDP Z/1ru
RS B SR TR R 12113 36,263 14 (HiTlA] 33,960 £F) . NUDT1558 51 %Ak (D006-17 Nudix) :
29,360 4 (Fifl=] 22,309 1) . BRCA1/2 B5#if (D006-18 BRCA 1/Z85f) 137,000 4 (i
[1]:23,465 ) LWL FREEDHI K LT, ZHBIA TR, WT b I A SO 4k 57

OIS TIY, BT D 73 BT D05 i An T/ S VR D Mo D3 A S B R D EEIR| &
EZ TN, (2 BIFN2RMHR)

AEOT o — MR T, TATEEER S ORBES M (5 AN 2B 285 A& 0
R (AiflE] 532 ) | T2, 8 ANDOEREZENIZBID L85 iR 23 25 £F (RiflE]: 1,957 f4) &7po7z,

OB ELTL, RERSNE (G REN) ORI T8 FRAOZ <L, BN ¥k
HAER AT RO L EIR OV Z S L, TRBPEFER DO L TIRIESL TS DTC BisF1#
HELTO=—RIB-T2EEZ TS,

2B, B OENMEL T, DTC s FRADOHHAAOHF T WGS ZiefitL | T 57)=y/C&E
FBUEFE DOBBAIT RV H% T HTELFRETHHIE, ClinVar & ACMG =F A/ N—K/ SR /LD
WL, AT BV T RIS RMMBEZONDZE, 2OV —E RS DI TR ) ORI
INIE CTHHET HIBIA TRAE T —ERAERIET 2 HEE N HEBIL TD, DTC Bis FRRAIZBEIL T
L, ATH Y M S ERIR I 2 G P EDOLRD R DIV TNDD, £HEH ACMG HARTANTRSNTZ
B TREICED OB FHIREOR R ER EOREE (FH) TIXZe<BHRDVATHEDT-HD
FEHRITEE 720 EL THHRETEDOMN DB TOMERN LI TITR VR NEE 2 T,

—J5. T B firipta e fadt ) Ot g OB s B A - YRR A I BAL T, LU R DL 72 M8 [ 23
BHGMNET ST,

EGHERZ T ZBA D DR IR DB F- i 1. 20,849,005 1 (Fif=1: 19,828,691 1) T -7z,

ZDOHE | K FETAVABIGRAN 19,371,184 14 (i1 : 9,477,897 1) RiEIFHA D KNS I K LTz, FEIZ
an R ER A (PR -+ AR RGE A AR A1) 110, 807,080 14+ (Riflal:4, 833,360) 1%, AiflallZE~<
600 LB RKL T, an R A OTFEN s << B #4208 2020 4R EE O A 4
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KIBEIZHEFEL TR EOBARD IR D 72 LA ST -7=,

AR B - AE D BAR ORI AT, 1,477,821 4 (Fi7[E]: 10,350,794 14) Tdro7z, 7035, HillEID 2020 4
JE G DA TI, 1RB0E PSR ORER IR DN 8,661,842 160 . ZHLARTD T A — M CHEEHEIC
SRS FU TN 2 > T AE PN B 9 R AE ) ORZRE IR A DR FHIE I N S NI 7o Thh o7, A EIOF
B CIX, ZOR R FHEEN T T — NAEIZIE RISV Qe o727, 1,477,821 fkieoTz,

A e -V SIEBR OB S IR A ) 13, 505,215 {4 (Fif[E]:391,031 1) & RIEIZHEINL 72, ZOHn
VL PRERIE 00 IR - Vo SRS O TR TR A DF 75,000 RO N3 23 RESFEEL T, Koy
BPIE, EAR B RR A - YRR A D ERIR DG ICEA ST Y PR AR e A hdE L= 2
WHEDTEST . 4> T =R 2 1A [ M - Vo BB DT =72 1EFRE DB SS . SHICENOIEI S
TR DN R TS 7T D DI FRAG T RAEDSKEF A SN LD, FEhtifEE KiE
IZHERL WD DEE X T,

AR BAFR OB AR 1A 11X, 417,542 {4 (Fi7[A] 398,457 {4) Toh-oTz, Zhu, TFEAISE 2T
(\ZBAD DG T REE | ERIERICBEED DIV TODNAYT ) AEIROERICI D ENRENLDEE X
2o Fo. DABIG T/ SRR DL K IZED . NGS OTE R 2EA TWDZ &, E7- (M FH Ot S8k
RZEFNC LD IR A O D DD EE 2 T2,

Qe KA D BRIV T, BRI, BRI, R miiaa xR e L7z G 43Y4k 208,701
4 (Rifla] : 166,894 ) K ONFISH ¥ 151,065 4 (Rif[a] : 133,273 £4) IC L DY BT S H I R L QU e,
F7o, e R AR EOBZWN B DGy Yl 24,103 1 (Ri1: 26,204 ££) & O FISH 2 3,333 4: (i
[[]:3,043 1) BiEIE FAEIZ ERDR L Th -T2, ZOFRHEL T, ZIVETITZWI D02\ K B
EDT=DIATONT= T2 G 43 Gk FISH B> TNGS OFE N HEA 722 R0, EINIAFIEER%E
BN HARERIIZEER SR (AMED)D |2 LD SN TWHRZWHE B A= 7F 7 IRUD
(Initiative on Rare and Undiagnosed Diseases) DHFFEHE R IZ AR IR MEATZT- D L5 2 Hivb, 75
35, 2021 4 10 ARG F L7eoTo~A7a T LA Ye b (R s (Ye o AR IE 28 SLARAT) 13 2,768 {32
STV SEDEIIL T DEZ X TS,

HARTEZWN B3 2 PR A BAL T, FFKTED G orYuls, FISHYEA, ~A 707 L A5, NIPT
wT DO RELUT, A BEIOFRAETIL, FAK MEBEFLHRIALTD G 4344k 1,104 14 (FilE] 4,109
) . FISH % 500 14 (Rif[=1: 1,802 1) CHERaRR{ED S RIEIZE Lz, ZOBRHEEL T, NIPT O &
IZEDEEDPIEFRITREVEDEE X T, FATFKRED G ZYEDRTE LD L Tz, 7eds,
NIPT # A BAL I, 55 9 [H1A3 9,340 4, 45 10 [H125 1,214 {1, A (A5 11 [[173 2,218 R EHEB L Tz
23, ARl 12 [BIFHA T, 15,882 & RIBITHIRL Tz, ZOHHEL TiE, HAREZSICRESN
7o A BTSRRI S 258 R BRI T LD NIPT FEHEIC B L CTRODINDEHA AN EFH LT T-bEE X
TV,

¥, 59 EIFRENGE 11 BIFRAE E TOMEROBIBIL, A CIIsFtLanEL TS HARE
e TR LA F O AR ANB AR RO AL SEREFEAE - B S D3RR E LT sk I O FERRE Mk

13



% NIPT A DI PUZ LD BN K EEL TWDEHDEE R T,

BERRVE, BRI B AT A B9V O IE (2018 4F (AL 30 4E) 12 H 1 BHEfT) 2521 T, R
FERIN IR IR A 25 5 E L AT AR A T IZ36 1T DRE A BRO S VE S L ST 2 e b &5
AT T 54 RIP RS B A BN QMR IG BE B B~ D B DWW TIA LT, ZORE R, PIELH
JEEBRIZBIL T, Btk ha— v fatha ha— v WD BERE B A 0D | FRIEA— T —HELE
OFEEEE B 20N WHO FEEGL K O A dn . B FE W E 2 F L i 325 8 i s
L CWDZ LR CET -, AN B BT B CId, YYE IR A/ S i, HIERH., B, A—
T == | TANVAFRTHEAE S DY — A ~DOBNNHY , BARFAOREC NGS 2 Vot
[ZREIZOWTIE, CAP Y —f (B FaTF— vay— NGSEE2[R]), P AN =R T AT R) M,
NGS Bif%: CAPH—~A NGS(H:2[0]), GenQA M E1H T ALV, 70k, BAn 1B A - Ye ol
RALISMZOW TR, S FERIADN DA TR — A PRSI TET, FROBEBEFIIMRAESS NGS 2 H
WADIRERIZBAL Tl BLEIDS CAP Y —_AZDOIMEIFL CODZENRFRIHS LU=, A% IFEN
R 2 SR T 7 7ok B A B TR O G R ER DR B 2 T,

BA B A (Rl BT 2 I EREZ LU T, [ERICBIT &6 FHIRE -2
WHZBA 4 DHART A | (A ARESS) OGF 4 4 3 HOWENHY, Za51F T B HE a2
B AU BT A MRS 25 F0 4 42 9 BICdE LT, B IRt O @Iz o TR, L &5
FHIRASZ TR 2 FHIE | D8, HA REL, B4 - 4 OEAL0ER TR AR
HWERFOBURILNTOWTIT, ERERE L kL . A ZRE R FE Tl 228 LT, 2D,
BRFIRAEOZ FEIBEL TE, BE4 DEALEBURIANZ OV, EREB OB 7 EH2 Rl
L7292 COZFEEHEREL TOD 08, EFEIERIC R W CT BRI BIT 2 BnE R A - 2 W B350 A
R4 ) (HAREZES) OWENH3IREL TORWATREE L HY | A% REEE 2 72,

VL k| B 20008 5 7 B A - Yo B AR A T — MR AR C D . B RNAAEE (2024 42 5) 12 SE s AL
T8 n B A - Ye R IR A DOBLIR DS BT oT,

ABIOT A —NEEIZEY | BYYERRRRE 5 BBV T, an R, 10, 807,080 14
(PRBRE FH -+ PRBRE F /MR AR FERES A1 CEsY ., wiflEl (4, 833,360) 12~ 600 KL TV e, 20
FERIX, BN OBGEERAETT a0 A NVAD ST Iy 2 TSR SR ] DAL
Fea K ST AERTHY , ZOTDF AR TG ERRA T ONRAE G L ~DO B LH LB AL L TS
HRELEZ T,

o AT BEROBERR I L DS RS BER A D FEhi ~ DR BN e T, R, FANSE
PERZIT D750 DIEARF IR A DRI R NTEE Th-o7-2 8, B AR -V SERR O s 1
BRI A D HY RS NGS OFEHDEA TWHZED R TET,

KT —NRAEL, AEICH12[EE720 | HE RN F2EE OBR 1B R - YR D=
FEe FER I E IEFEIZ IR CODH DO THY, TOBEEM IS H IS4 mELLOEE 2B, B A%
AT = & O s 1B A At PR AL B2 TS %L AL kL . [HFHIEELmE T
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MEOHFE B ORBIZEERTEDIIZ DO TNETZNEE X TS,

2B, A%IT AR HIFNEOFEZEE IO B R 1B A OG- TR LR LSS 72 5 8
IR EEDREEELD RO BIND,

AR B A - Yo AR A A B EERBE DO RE e 2 b LTI BE DO Ul s ) AR E R
INZL L TRITHNALINTT DD O R O A I DGR HEREIZ B AL (7 A ERRE)
25 2023 46 H 16 FIZAAN-FiA TSI, 7/ LEFREILT ) LIEFEEED 20, [BIRIGHR -7 L
WU AR Y 72750 R R FZE DBE I | I DN TH RSV TS, BUITEIRS ) AEEIE I ORS -,
SARGHHORENEZEPED N TND, BIEL T, [TRE) DM 077 ) AERAE RPN L LU TS
HINDIINTT DI D DK DA HID> DO FHER 72 HEEIZ BT DI BT 0 IR FIC DW Tl (A AR E
Fak - AREFSEASSR MG F AAREMSSE AR S0 235 6 4£3 H 13 BT TA
TSIz, APES TGN E LY AR ZED DITEEL CTRO LD BRI 7o iR 2 i
LTWD, ZOIIIRRMAEE FE X 72D 2T, 7/ LEIRO AR TH L8 s 1B iR A - Ye R o 52
MR A BT AT LB EETHHEE X TS,
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F12EEETFEERE - REBRRET7 V7T MIERER

TR XGRS RS9 A 1 B BN 351114k

TR R S A4AFE4 A T DB F5H-3 H 31 H £ TO 1 F D FEE

P T T — N E A S TIS4EI H 28 H B A A— /LI KEE, 11H KA
[BIZ4: B9FE (Al 114h)

[F1%0 5 :53.2%

1. BEF EEARELBROERKRICOLNT

k55 3R] (FEht : Rk 1 T4E12 0 R Gl SRR 164E 1 H ~12 7)) | 55411 (32h : FR1949-12 A
TR XTSI A 184 H ~1923 1) | #5501 (SEhE : FAk214E12 8 FRA xS : SRl 20474
H~2143H) . Folal (30 PRk 2347 H AT S  ERk22d-4 H ~23423 1) | 55718] (55
Bt ERR254ET A A R G - LR 244E4 A ~254E3 H ) | 58I (2 Rk 27TAET H AT RS
IR P R264F4 H ~27H23 H ) | F9MI(GENE : “FR294F 11 A FA G : Rk 2844 H ~294F3
A) . 10T SFOCFEILH AT SR MIR]  ERk30E4 A ~314:3 1) FE11[E] (FkE : 5 Fn3
FE9H AR EIR A 2EA A 1A ~SF34E3S A3 H) &12a (325 S FI54E9 0 Fad st
M A F4E4AH 1T H ~S 53 H 31 H) FR2LIKEEL IR T

W ad | 8| XA

LTW5 | LTHZn

7530 127 70 57

4] 108 55 53

Z50m] 102 56 46

F6Mm] 99 62 37

BIET Yl RRERZELCOETH ATl 100 68 32
(BLRAL) #8[H 95 58 37
9] 90 61 29

#510[H] 83 63 20

EANE 71 53 18

5 12[A] 59 46 13

ER] | 70 33 37

H4ln] 55 23 32

250 56 24 32

6] 62 29 33

ZIEH%, A CRET - RakRERERLC | DT 68 36 32
WET (BRH2) 58[a] 58 30 28
9] 61 32 29

Z510[H] 63 34 29

EANE 53 36 15

#12[A] 46 34 12




mams| s | (OHE ) THE

53[] 70 60 10

4[] 55 50 5

#5501 56 48 8

56[H] 62 52 10

3tk ENOMALICRIAT - eapkpzer HTH 68 %9 ‘
AELTWETI GRI3) QA 58 55 3
H59la] 61 52 9

5 10[a] 63 55 8

H511[E] 53 38 13

51 2[A] 46 37 9

#53[a] 70 9 61

5 4[A] 55 12 43

55[a] 56 12 42

#i6[a] 62 9 53

S 3tk EANOMIICEET - Jeta thmpzra | BT 68 - ol
AELTWETI (GRE4) 5 Q[A] 58 13 45
59[H] 61 13 48

5 10[a] 63 12 51

H511[E] 53 4 AT

51 2[A] 46 9 37




=2 [HERGEEH I ONRELTIBEZHRE (EFEBRBRIIOBEFRE) DEBRRIZDONT

\ 5 N , EREE %
(1) BRI FERIK =,y e L3 s 6<10 1 1i<15 [ 1Te<20 | 21<
530 9 1,864 4 1 2 2 0
;2| 4 1,600 1 2 0 1 0
550 6 2,447 3 0 1 1 1
61 ¥1(1) 2,645
H—EE TRBOBICEL B TRE AU ¥1(1) 4,080
(#f15) 4580 BIFHR1()B R 6,059
9[m] BIFHR1()B R 10,299
#510[H] BIFE (DB 11,419
11 FIESIINCIEN 11,559 3
#5120 BIF1)@)B 18,557 3 3 0 0 1
o530 6 799 4 2 0 0 0
;2| 4 391 2 1 1 0 0
FREMEREOZENIC b BRTRE el ’ o . . . 0 0
6] 4 873 2 2 0 0 0
T 4 1,106 2 1 1 0 0
58[m] 4 1,862 2 1 1 0 0
9[m] 4 1,880 2 1 1 0 0
5100 4 2,212 ‘ 2 1 1
WA 7k 1,9,16,18,26(75 7" A MEATE )
BEEEEOBINC DR TRE 1 1,324] 3] 2| [ [
(Ffie) WA 5k 1,2,3,6
N 2,004] 1 3 | |
el Ba i |L250
g lm| 5 871 2 2 0 1 0
2| 4 335 3 1 0 0 0
550 5 388 4 0 0 0 1
g | 3 1,222 2 1 0 0 0
;| 3 1,115 2 1 0 0 0
5 8[m] 2 606 2 0 0 0 0
AT ERSORBBRZM (B REAME) 2Hc o
BB EIR T (BA7) O 3 1,121 5 0 0 0 0
" 3 9 3
L0l R 1,2,3,18,20,26(Infinuium Assay )
- 2] 2 | | |
L waE i
- 0 0 | | |
i BT
530 6 3,995 2 2 1 0 1
2| 6 3,847 4 1 1 0 0
5500 6 8,252 3 1 0 0 2
el %2 22,232
FRSEELHNIC DB TRE 5 7la] K2 32,398
(FR[E18) #i8[a] FIESPEN 26,848
9[m] GIESPEN 28,247
#10[H] PIES LI 32,956
11 BFEX2(1) (2) B 87,037 4
#5120 BiFE%2 (1) (2) B 107,830 3 1
530 4 305 4 0 0 0 0
4[] 4 170 4 0 0 0 0
550 4 480 4 0 0 0 0
6] 4 286 4 0 0 0 0
| 4 322 3 1 0 0 0
ZOM, EACEEBNICEDIEEB TRE s > 0% > . . . .
(%ﬁﬁg‘) i 9[a] 4 756 4 0 0 0 0
" 4 2,132 3 1
HRI10E W 1,3,7,12,18,26(Multitiex—-PCR{%)
N 1,957] 4] | | |
i Wk |Lis
- % | | |
e Wk |Lis




<WRAEHE>
3~ 5 10[H]
1. PCR#E 2. RT-PCRI% 3. PCR-RFLP¥E 4. PCR-SSCP#: 5. U7 /LZALPCREE 6. AF/L{LPCRIE
7. PCR-TSSOIE (VIR w 7 AE) 8. ¥ Ty AT VHAB—Ta ik 9. MLPAJE  10. LAMPYE 11, TMAJE
12. o _—F—ik  13. "AT Uy FFv—iE  14. TRCiE  15. SDAWE 16, Vo H—iE(F AL I —r T R3E)
17. _qay—Jx A% 18, NGSIE (kiR —rouR) 19, ~A7a7 LAk (5E8)
20. A7 T LA (SNP- YA R - UPDSE) 21, In situnATVE AP —arik 22, G4yYelk 23, FISHE
24. SKY7:+-M-FISH#: 25, @k Yk 26. ZOM (ZOME HFIEIZOWTIRRATEND, )
#11mE, 55120
. B TAEEARAT — 1. PCREZRSEIREAN 2. v — 7 v 7 (NGS) 3. vr—ru s v k(o i —ik)
4. PPNATVEA VY = a5, ~AraT LAk (BEEMMT B #)) 6. MLPAYE
. BRFFRBUENT— 7. RT-PCREZIEIGIE I (VT V2 A LPCREGTe) 8. v —rv 7 (NGS)
9. v A/aT LAk GRIZ T IBUFENT BIY) 10, 2SR T FBURHT (In situ NATVE A B —Tahed)
I YeRMRIT—11. GoyYeyk 12, FISHIE 13. SKYiE M-FISHIEZRE 14, @SR Yk 15. 7L ACGHIE
IV. 16.Z DA

1. PCR¥: 2. RT-PCR¥: 3. PCR-RFLP}#% 4. PCR-SSCP# 5. UT/LZALPCREE 6. AFJL{LPCRIE
7. PCR-1SSOk (VLI xw /7 A¥E) 8. o Taybh AT IEAB—Tarik 9. MLPAJLE  10. LAMPIA 11, TMAJL
12. Ao _—F—k 13 T VobFvy 7 Fr—iE  14. TRCHE 15, SDAYE 16, o —iE (X AL UM —7 2 RiE)
17. Aayr—rx AL 18, NGSiE (RIS —r2) 19, ~A7a7 LAk (FE8)
20. A7 T LA (SNP e (A R - UPDZE) 21, Insitu~A 7 VE A —Tarik 22, Gk 23, FISHE
24. SKYJE-M-FISH#: 25, @RS/ Yl 26. ZOML (ZOBE HFIEIZ OV TI A TSN, )
E11E]E12[A]
I s TSR — 1. PCREEEBIEIEEN 2. > — 2 P Z¥E(NGS) 3. v — v 7k (o A —ik)
4. FYPNATVEAY = a5, ~AraT LAk RSN ) 6. MLPAE
1. AR T-FBURNT — 7. RT-PCREZEAIEIRELAN (VT V2 A LPCREFTe) 8. v —F 27 (NGS)
9. v A7uT LA GBI THBFAT B ) 10, ZERIER T-H BT (In situ NAT VXA E—TaEied)
L YRR —11. G4yYelh 12, FISHIE 13. SKY{E M-FISHIERE 14, EdSE YL 15.7 L ACGHIE
IV. 16.ZDfh

(2)BF gL WEEHK swn |smicos | s | TELT
}(CR}\(/%/ILO\) WAL 2 B B E U T-AFZE 0D S iR 11 53 4 49
BN A BAR TN Z B L LT R D EHEIR | -
BL(B10) (1) WGS 2 RAHN 7 5IARHT sl 16 ! 21000 15
ErF A B FERITE B E LT D E IR | 1
B.(B10) (1) WGS Hhilazs BAetT L 16 2 »4000 i
BN A BAR TN Z B L LR R D EHEIR | -
L(B10) (2) WES AFAINaR ST S 16 2 71163 i
ERF A BB FERNTE B BELTZAFFE D E AR | 1
#(F910) (2) WES thAllaZs EAEsT 120 16 ! 21000 15
bR A B FERNTE B BE LIRS D E iR
%(F:FMO) ZDfth (FENTHIE) AFEMRRSIE |5512[E 46 3 1368 43
ELT ) b BB TN B ELICAFRDERR | v o1
B (B10) 20l FFFHE Hmiaz ey | & 2 16 2 220 i
BIFRX1 B—B8ETRBOBECEADLIELE T REOHR
RN EIE S it ft 7% Ehitift
1~5 | 6~10 | 11~15] 16~20 | 21~
H56/1] 5 1,790 1 1 2 0 1
H570m] 4 2,221 0 3 0 1 0
H58[H] 5 3,806 0 2 1 0 2
o 8 5,113 3 4 0 0 1
T T ynym— » WA 1,7,8,9,12,16,22,26(gFCSTE)
B5 (1) * 100 ‘ 6 3,031 | _ 3] ‘ o] 2] of 1
A% 1,3,7,12,16,18,26(7 77 A~ MEHTE)
. 1,732 | of 3] 0| o] 0
PO e 235
7,009 | 3| 3 0] 0] 1
A2 s ik 1,3,7,8,16
<A >
2 3[al~ 5 10[0]




(2) REGE R OBEFEIRE A ESD e A
%ol 855
(2) PRI F OB AR F A (D006 415 1) F7IE 1,859
HE., D006-20A i A7 4 — B nFHE. D #58[a] 2,253
006-26 Y- £ AR 28 SLAFAT . D006-28 YHLafk p
UK R AR D N Gkl 5,186
H G BRIE T &7 D BB RO I LT, AR Z10[] 8,388
TEOEFHEITE ML, #1108 9,827
#12[a] 11,429
() E AL EHE T2 RBRE S O BB ENRE [LEeAEIE S ES )5 S TEE~e A E
D 45755 B —&)# 5 (2)
CPEO 3hav/1') 7DNAZK Sefithie 11l 1 30 T |
AZF R K FE11[E 1 1036 1
SR RU TS TAERAZY —=0 7 b H11le] 1 227 16 | |
MELAS 324385 5 15 285825 FLARMT F11E 1 20 RFLP#:
PRRT2iHz 745 FLARAT #5110 1 21 3 | |
A RYT BB T (L — L) 11 1 155 16
LHON 117784 H s JE 4R BT 11l 1 20 RFLPE: | |
MECP2I8z 125 SR T F11E 1 17 3
e RU7 S 73243 R 11l 1 93 16 | |
CMTI1B%! MPZfi##T AN 1 10 Foh'—ik
APCIEHE T~ AT H11E 1 9 3 | |
FHIHzs 728 SR EARE| 1 26 2
CMTXZE! GIB1fENT EE] 1 10 Foh'—ik
VHLBR i EARIE| 1 8 3
LPLIER 125 BLfig T 110 1 7 16
BEAGEH R FDE AR TR A #1208 1 105 NGS#E
F b MR AR e H5120a] 1 1 8
Brav L —hri s 120a] 1 200 3
AREAR 1 Z Bkt H12[m] 1 20 3
7 RYARE AE# R T-H 12/ 1 520 16
AR N s TR A H5120a] 1 81 NGS#:
URRE L 730 SRERIAE 12/ 1 1 8
A1 Y #12[H 1 200 3
PRRT 25 728 SR AT 12 1 20 3
b RYUT BB FRERAI)—=0 7y h 12l 1 239 16
BHDJE (RS TR 12 1 42 NGSik
=3. TR 2 #5120 1 200 1
MECP2i# 15 #12[A] 1 10 3
SRR TR T3 Ay (L — L) i 12[a] 1 172 16
TEA P it v S RS TR AR 120 1 39 NGSi&
SEARI /R 2% 5 12[H 1 200 1
VHLE AR F-fiRHT #5120 1 10 3
Sha RYTBR 1324325 2 #5120 1 103 16
R P E RS TR #1208] 1 33 NGSi&
FilZ} /R 2% 12l 1 200 1
APCHfm 13— Al 12 1 10 3
E\gﬁU»zX%z»&%E H (CETP) B15 12 #2511 120 1 5 16
TN A MEKT EEEEIE EmEE=
ST AR #12[m] 3 3
D S e Y 12l 2 454/749 B —1k/NGSiE
TN AN AR 12 1206(457/749) (3,8




RlFEX2 FAUSEHBUNCEDIBBE TRED R

EEENEIR= FE i e % ESyIMUE FEHTE H %K
1~5 6~10 | 11~15| 16~20 | 21~
g E| 4 10,605 1 0 1 1 1
| 4 19,388 1 1 1 1 0
(1) B A gl | 4 6,484 2 1 1 0 0
a8 (1) #59[a] 4 5,471 1 1 0 2 0
51081 5 7,041 4 1
w A% 1,3,5,7,12,16,26(% AV by —hrv 23 )
N 5 7,234] 4] |
11
BUEL e 13716000 /A0
N 1,007 3| 1]
12
PR RAT
H56[m] 7
(2) {5 R 388 Fl F70E] 6 13,010
1. UGTIAI (D006 —7) #58a] 6 20,364
8 (2) ol 5 22,776
#10[H] 5 24,508
2. NUDT15(D006—17) #510[E] 5 1,407
1. L2. OAF 510[=] 25,915
1) UGT1AI(DO06-7 UDPZ /L2m FEfEREIE 3 -
) 11[a] 33,960
2) IR B AR 1 CYP2CI (%2/%3) W11E 69
3) NUDT15(D006-17 Nudix) 110 22,309
4) BRCA1/2%& (51t .
(D006-18 BRCA 1/ 238 [5 T-H7E) HLLE 23,465
1) ~4) &5k ARG 79,803
1) UGT1A1 (D006-7 UDPZ V7 m BRERFEIH SR o
SEHE -2 ) #5120 36,263
2) WG R B n - CYP2C9 (%2/%3) #5120 0
3) NUDT15(D006-17 Nudix) #1200 29,360
4) BRCA1/23&nf it .
(D006-18 BRCA 1/ 2385 T 1) bl 37,000
5)D006-23 & 1m 110 AN B8 KIFR A
(PP BLyE B D E AR AR R L #5120 4,200
PUEPEFEEANC L HIE R EDERZ H 1)
1)~5) &t #5120 106,823




3. [AfRHEEG DR

L DB IZFREFEDRMRRISDONT

. EiiEH EFHE
REES | EMfR | EAR # _ﬁ
1~10 |{11~20|21~30|31~40|41~50| 51~ |#[E%|FR—ESR
E3[E 29| 2,641,380 23 4 0 0 1 1 0
G| 21| 3,898,130 17 0 0 0 1 1 2
Y BRI B A e | 50 24| 4,007,584 15 2 1 0 1 2 3
A (A1) 6 30| 4,545,424 21 3 1 0 0 3 2
7[E 34| 4,718,418 25 4 1 1 1 2 0
E8[E 29| 5,744,991 21 3 1 2 1 1 0
1,2,5,7,10.11.12.13.
HE9[E 26| 3,812,070 21 4 0 0 0 0 1|16.26(PCR-
ELMA,PCR-SPA)
1,2,5,7,10,11,13,16,
5510[E] 22| 3,885,676 19 3 26
1,2,3,4,5,7,10,16(LA
11E 32| 4,168,524 22 3 1 1 5 |MPE, TMAR)
. S 1,7,16(LAMP
@%fﬁlﬁs)ﬁ"@ﬁm %;;g 37| 4,606,210 27 1 o[, TMA)
PR EIF A )
1,3,5,7,LAMP},
120 29| 7,190,781 23 6 TCRIE
% 1,7,LAMP#£, TMA
%;;g 36| 8,644,605 37 #, TRCIE
1,2,3,5,7,8,10,12,13
ot B B B ,14,16,17,21,26(PCR
HE9[E 21 277,604 16 2 1 1 0 1 | e s
RT-PCR)
1,2,3,5,7,8,10,11,13
H510[H] 16| 212,327 11 2 1 2 16,21
1,2,\3,4,6,7,10,16(LA
110 20| 476,013 14 1 3 o |MPE)
1,2,3,7,16(LAMP%)
TALARE  REGH S =207 17| 227,150 9 1 8 (
(Ff11(2)) R ’
DY A EIF A )
},3,4,7,}0,16(LAM1’
12 16| 1,373,323 13 1 1 1 i, TCRE)
4 },2,7,10,16(LAM1’
%;;g 14| 2,162,475 14 )
YANARE AR - [ NSy
(RBEE +HRBERN) 510[H] 4,098,003 ///
GANARE AR [ —
(FRBRE ] + PRI S EANIE] 9,477,897 [ T
(BEM11(1) +(2)) L
GANARE LR [ —
(PRl A + PR 41 F12m] 19,371,184 | 1]
(BEM11(1) +(2)) L
1,2,5,10,11,14,15,26
9] 31| 2,166,560 29 1 0 0 0 0 oot
s b ‘ B B 1,2,5,10,11,14,15
SR D - R 5510[E] 25| 2,575,941 23 2
5 1,7,16(LAMPY
(B®H11(3)) H11[a] 26| 1,688,952 23 3 (LAMPE)
1,3,4,7, LAMP
5512 29| 1,399,999 27 1 1 15 TVIALE, TCR




. FEHiTE B EFHE
AR | MR | FEHE # _ﬁ
1~10 |11~20|21~30|31~40|41~50| 51~ |#[E%|FR—ESR
1,5,7,1)(),)12,26(7/‘\7&2
#59[a] 10 189,108 10 0 0 0 0 0 0| 74— Mh T VK
&), vk AYE)
1,2,5,12,16
) #10[H] 11 151,054 10 1
RIS i 2 - LRI P A
(FfH11(4)) 1,7,16(LAMPIE)
#110H 13| 8,661,842 11 1 1
1,5,7,16, TMAJE,
#12[m 8 77,822 5 2 1 A= B -G8~ —
P, ESBLs &5
MR AR [ —
(MM +REE AN 10 2,726,995 [ Ny
(BM11(3) +(4)) "
—
#11[H 10,350,794 ]
—
#12[A] 1,477,821 [ I S, ey
EREE 6,445,342 [ R By e I
g%ﬁgj’é‘#ﬁﬂ)ﬂtﬂébéﬁmﬁ%@ﬁ 10 E 6,824,998 ]
Ei N P I
FE11 (1) ~ @) DAED) 11 mE 19,828,691 1 |
w5120 20,849,005 I R B e e B
3| 9 43,868 5 1 0 1 1 1 0
#a[A| 6 62,355 3 1 0 0 0 2 0
B I - B SRRSO #55[m] 7 101,720 3 2 1 0 0 1 0
MR RE 7R (REL2) 6] 7| 150,048 3 1 1 0 0 2 0
#7[A| 7 222,883 4 0 0 1 0 2 0
8| 5 298,580 1 1 1 1 0 1 0
#9[A| 5 241,749 4 0 0 1 0 0 0[2,5,22
E1 ML - IR R 100] 4212850 3 ! s
(EmFEFEETRE) o o
(ZR12(1)) EARIE 7 347,974 1 1,2,3,4,7
pore 1,3,4,7,12, 7L VKR
#12[A] 4 461,024 2 1 1 B BOCRIE
H59[H] 4 20,240 2 0 1 1 0 0 0| L1620t
B f R 2 - 5 B A 4 10 3 21,747 1 9 %{,i}%gi,za(ﬁfxw
(ifs 3 M B AR TR ) e ) ; KRR
(@®m12(2)) SE11[E 2 7,207 1 1 b, 770 A AT
12[a] 2 7,766 1 1 1,3,7,16
#10[H] 294,597
B R R 2 - fR R A - fR I A
DEE 11 355,181
(F&f12(1) +(2))
w120 468,790
#9[A| 6 27,721 4 2 0 0 0 0 0[1,8,22
F R RRE | 5100 5| ..28,254 2 3 s
(S BE RIS T HHER) - . . . 14,1604 7 ry b,
(%12 (3)) HLLE 4 31,241 2 2 755 2 M)
#12[A] 5 30,774 4 2 1,4
#9[A| 3 221 3 0 0 0 0 0 0[1,8,23
By B E - RREAA | 510/ 1 4,000 1 G267 A
(S0 PO 7 PR - : ‘ D16 T
(&A12(4)) #H11m 2 4,609 2 594 MEAT)
12[a] 3 5,651 2 1 1,3,4
o #10[H] 32,254
MY TE B 2 - PR BRTE F -
PRERE RS DA B 110 35,850
(&M12(3) +(4)) —
#12[A] 36,425
golal 3 289,931
R T IRBE AR | g5 0t 65l
IR FREOER — -
(FRRI12(1)~(4)) F110EE 391,031
EAPIE 505,215




o FEHaE H & MRA S
AR EiEiEsk | FEiefF -
1~10 |{11~20|{21~30|31~40|41~50| 51~ |#[E%|FE—E3R
#3Mm 8 1,484 7 1 0 0 0 0 0
#4m] 5 3,100 4 0 1 0 0 0 0
i} . 5[] %3 25,935| % * * * s s *
B EFEEROBETRE 6l o 83.011] * * * * * * *
7] %4 96,783 % * * * * * *
8[m] %4 111,164 * * * * * *
oAl | BiFsxanm 119,594 * * * * * * * *
f"glf;wx(% 154,419 % % % k k k % k
%1()@ /”:“Jﬁ%zl
2,(8') 168,719 k % % k % k % k
grE | [ 185,314 * * * * * * *
BlFE x4 .
IS B O AR bR s T R 2.(9) 213,145 = * * * * * * *
13 adt 398,457
s HIFE%4-3 >3t A A
F12E | (306 7,266 * * * * * * * *
Algeka-3 | SR PRAEE
13.(0 410,276 % % % % % % % %
At 417,542 * * * * * * * %
#3Mm 9 48,075 7 2 0 0 0 0 0
#4m] 6 43,876 4 1 0 0 0 0 1
# 50 6 44,109 4 2 0 0 0 0 0
E&%’%ﬁé*ﬁb:ﬁﬁbéﬂﬂkﬁ%ﬂ%o w6 7 43,273 5 1 1 0 0 0 0
BETFRE #1m 6 44,156 3 3 0 0 0 0 0
#8m 4 47,112 2 2 0 0 0 0 0
pore 1,7,16,26(PCR-SSP
9l 4 37,675 1 2 1 0 0 0 03
BALICBIDDE AR S ORIET 1,26 (757 A Might
B FAULBE 100 3 5,038 3 )
B 14
2. HLABRG 7 RERSE B - B BBHR 1,7,16,26(PNA-LNA
DHLASE VY RBBRZ L &) 10 4 29,576 3 1 PCR Clampi%)
RA1402)
1. 22. OF 34,614
ZEb3 WEDELF | 1,16(PCR-SBT
ggl.giﬂfﬁ?ﬁ FO’s ERE 4 5,536 3 1 (ﬁ PLR rsso(f(w
2. HLABRG 7 RERSE B - B BBHR 6 95 379 5 1 1 lb(I)L}\ SBT
DHLAME V) RRBZEZ S L) > 1£,PCR-rSSOE(V
1. 22. OF 30,908
BHEICEADLABEABIEORET |
B * A XA S 5. s 3 !
2. HLABRG 7 RERSE B - B BBHR 5 929 195 5 1 1,3,7,16(PCR-rSSO
DOHLASAY VY REABRZ T &) ) %)
1. 22. OF 27,476
3] 1 550 1 0 0 0 0 0 0
Al 1 420 1 0 0 0 0 0 0
5[] 1 410 1 0 0 0 0 0 0
G 1 350 1 0 0 0 0 0 0
ATEECEPIEETRE EE 1 370 1 0 0 0 0 0 0
RH15 #58/H] 1 450 1 0 0 0 0 0 0
#9[m] 1 600 1 0 0 0 0 0 0|26(STR%)
#510H] 1 600 1 0 0 0 0 0 0|26(STR%)
110 1 500 1 0 0 0 0 0 0|16(STR%)
#5120 1 500 1 16(STR#E)
LB ISR AR TR A O, BT INE OBER T AEMR AT IO D FEFFTHY | T |E T IHLE TR SN TS 8L

- (DNA) B AR IR ORI TIZZR N,

<BRAT 7k > 53R~ 25 10[A]
1. PCRi%E 2. RT-PCRiE
7. PCR-1SSO: (VIR 7 A1E)

3. PCR-RFLP#: 4. PCR-SSCP¥: 5. U7 /LZALPCRiE
8. YTy ATVF A B —avik 9. MLPAL
12. Ao _"—=F—{E  13. "7V hex7F¥—iE  14. TRCIE 15, SDAEE
17. Ay —rx AL 18, NGSIE (Rt —7 T R) 19, w477 LA CGRE)
20. ¥A70T LA (SNP Qe R /R 2 - UPDEE) 21, [n situnA7VE AP —ar ik
24. SKY#:M-FISHIE 25, @ksE DYk 26. ZOM (ZOREHIEIZ OV TITRRATEY,)

6. AF )LALPCRE
10. LAMPIE - 11.

22. Goyysik

<FRAr k> H110E], 120

[ TG THEXEMRNT — 1. PCREMBAIIIEHAIN 2. > —4 L 0 715 (NGS) 3. v —Aoi o 7k (o —ik)

4. PP NATVEAB—ar % 5. ~A(raT LAk SR EM) 6. MLPAYE

WG T IBURNT—7. RT-PCREZFEBARHAT V7 LV EALPCREETe) 8. v —Ar o7 (NGS)

9. AT LA GEAR TR BUENT /) 10, ZZREER T FBUENT (In situ ~NAT VXA B — a7 )
. Yo R —11. GorYys 12. FISHIE 13. SKY{E M-FISHIE RS 14, @k yYeE 15. 7L ACGHik
IV. 16.Z 04

II.

TMAE
16. BoH—{EF AV IR —T T RAK)

23. FISH#:




A& X3 HSE(FH21E12A)RERE BRERERORETFREOAR
— s FEMETH
e e 1~10 |11~20|21~30|31~40|{41~50| 51~ | f[E|%
(1)p53% i B A 1 4 450 4 0 0 0 0 0 0
(2)RAS (K-ras% &1 e)iltdn 1. EGFR% 7 25,415 6 1 0 0 0 0 0
VRIS a7 7 A N5 2 70 1 0 0 0 0 1 0
BIE %4
1. ERIEEEE D AR KRR T REDOPR (6~9[E])
FHE H K REF®
PR | RHE | KA 1~10 |11~20|21~30|31~40|41~50| 51~ | EEHE [Fr—%sm
6l 3 720 3 0 0 0 0 0 0
(PR 4+ Dp53%5E D S 71E] 4 4,066 4 0 0 0 0 0 0
PR T ERE] 5 8,652 4 0 1 0 0 0 0
oA 5 8,093 4 0 1 0 0 0 01,2,7,16,17,18,22
6l 0 0 0 0 0 0 0 0 0
(2)247uRNA,CTC, S 71E] 0 0 0 0 0 0 0 0 0
TL7Y-DNA%E 581l 2 350 2 0 0 0 0 0 0
55900] 1 142 1 0 0 0 0 0 0[5
2. AHEE B O AR KR T REDOPER (10~ 11[E])
FEPFAL R (RERD) 2 AV R A FOERICHE T RE
(ONGS {7:B ] (113 (1)) #510[8] 2 4,100 2 18
£l 6 29,674 6 A ik AR —
(2NGS (R A GR13(2)) 251000 2 1,689 2 18
ARl 2 8,067 2 2,16(NGS1)
GINGSLAS [T (13 (3)) H1om 4| 136,52 1 3 LY
wllm 6 139,388 4 2 1,3,12,16(PCR-1SSO% (V%97 2i%)
(ONGSLISh o A (%713 (4)) H#10[H] 3 2,344 2 1 2,5,16,26(PNA-LNA PCR Clampi:)
EARE 3 825 2 1 1,3
R (1),(3) $51008] 136,526
110A] 169,062
{0 I 4M(2),(4) 10l 4,033
110A] 8,892
(1)~ (4) &t g 177,954
Uk R MF 7 — L HSBRERETOERICETR/E
(5INGS  {RBiuH 15k (F%[#113 (5) ) #10[H] 0 0
H11[A] 1 529 1 2
(6NGSLUSh B (%113 (6)) #510[8] 4 9,610 4 5
11w 2 1,805 2 2,165 - S — KB e s — s 22 2)
(NGSLIAh (R AN G 13 (7)) #10[m] 1 150 1 26 (PNA-LNA PCRClampi)
1A 4 3,978 4 1,7
(8) NGSLAS (7) US> B i 41 2 1,048 2 16(PCR Clampis)
{53 1 (6) 10l 9,610
ARl 2 1,805 2 2,16(5 /SRR = S — 2y )
B HAM(5) +(7) + (8) #10[H] 150
H110A] 5,555
(5)~(8) &t 7,360
(1)~ (8) &t 100 150,319
1A 185,314
3. B MEE O AR T REONR (13) 126
(LR BRI o B IE 6 B > (B R TR
1) D004-2 FEMENEST ALKk A BN E R #12[a] 389,528 1,2,3,7,8,12,16(PCR-rSSOi)
2)D006-8 Y1 15519 (KRT19) 0
3)D006-12 EGFR it{r-F-Hi 2 (ifi ) 2,409 1,7
4) D006-18 BRCAL/2 itfx F-Hds 0
5)D006-19 ASAY ) LT 07 7 AV 7 it
LSRR (Ff) 14,339 2,7,16
YRy RAAAT L — 4,000 2
1) ~5) (FRERE ) & &t 410,276
(2)~ (SRR S+ D ARG TIRE
(2)REFFHAAR GRlAE) NGS 2,708 2 2,WGS
(3)MEF AR (RAE) NGSLASH 850 2 1,3,7
AR () & 3,558
(DX R AT — NGS 280 1 2
G I3 AF T — NGSUS 3,428 1 S
Y%y R AT —BdE 3,708
(2)~(5)(PRBRIE SN & 7 7,266
RAE 417,542
<BREFE>E3E~10E

1. PCRiE 2. RT-PCRik 3. PCR-RFLP{E 4. PCR-SSCPik 5. U7 /LZALPCRiE 6. AF/LEPCRIE 7. PCR-rSSO%(
8. TRy IATUL AP —a ik 9. MLPAKE 10, LAMPEE 11, TMAE 12, fo~—¥ 13. N A7V whse

TRC#E  15. SDAIE 16, #AL Ik —rx Rk 17, "By —/T U A 18. NGSIE (ki —2x>2) 19 «4//L1/V»{11 (%8)
20, ~ A7 T LAY (SNP- Yo KHAIR S UPD) 21, In siturA 7VFAB—Sa ik 22, Goylfkik 23 FISHYE 24, SKY#: - M-FISHIE
25. ERSEE kL 26, TOMAE TR

<1§§7:‘E‘3>%11IE| $5120E
. BARTHEEARAT — 1. PCRS
4. PP ATYIAE

SRR 2. o —4r 2 vV (NGS) 3. v—Hu s v Tk (o —ik)
S 5. vAUaT LA (ISR B ) 6. MLPALL
IR AT (V7L ¥ A LPCRE & Te) 8. v —4 v/ (NGS)
9. v AT LAk (’IR iﬂﬂ@’fﬁﬁu@) 10. "F’JU*T%&fM%ﬁ(In situ NATVE A B —Ta ERE)
1L YRR — 11, GoyYek 12, FISHIL 13. SKYiE M-FISHIEZRE 14. @R Yk 15.7 L ACGHIk
V. 16.Z0f

o
o
a4
&\
i}
Y
N
i
4
=




(8) REA 0EMBEERETRE AR | Ehafa | T MG
6l 82,291
S71E] 92,717
1) ~F) DINEF 8l 102,162
591a] 111,359
#5100H] 168,719
560a] 9 46,543
EEl 8 50,924
. 81a] 9 58,958
o ROPIRE T 8] 62,608]J71 S {APCRIE. [/~ —F ik 26(NA-LNAclamplF)
B 8 43,105|RT-PCR%, U7 VA APCRi%
ek 2 21,566|PNA-LNA PCR Clampi:
560a] 8 35,223
RAS (K-ras% &te) G 1M A1l 9 40,479
8[a] 7 42,064
ElE] 6 45,440|PCR —rSSO¥E (LI F o 7 AHK) | YT V4 A LPCRiE
/) K-ras 51 #510[] 0 0
561a] 1 20
Ea(E] 2 11
=) EWS-FIT 5 Flds 81a] 1 30
5591a] 2 5|RT—PCRi%
5510[0] 1 10|RT—PCRIE, Yo —ik
6l 0 0
Tl 1 1
7R) TLS-CHOPAG T-Hitt 8l 0 0
Etm) 1 1|RT—PCRik%
51004 1 5|[RT—PCRkL, Yo —ik
6l 1 10
S 71E] 2 22
) SYT-SSXIfG TRt 28] 1 30
590 2 3|RT—PCRi%
#5100 1 20|RT—PCRik, Yo —ik
560a] 1 325
EEl 6 747
1) e—kit G T 81a] 3 600
9l 5 452|F AV I — I Ak
5510[0] 3 530[H > H—ik
6l 3 170
EEl 4 433
F) v A7 OG- FIA MR 8l 3 480
ERE] 3 913|PCRiE
#1004 6 11,711|PCRiE, F>H —ik, V7'V y)APCR-777 A Miftht
6l
S 71a] 1 100
M F RNV SEHAERIAR DB IR T A 8] 0 0
5591a] 0 0
510[8] 0 0
e 90 4 1,847|U7 WA A LPCRIE, # ALV b —I 2 Ak
PIRAFII AR #510[H] 4 16,428| PCRi%, U7 /L %A LPCRiE, PCR—rSSO#: (VLI y VA %)
V) RASIEIG TR 51005 6 43,112|PCR—rSSOE (LI Rw I AK)
7) ROSIRA G TR 100 4 32,232|RT —PCRi%, U7 /L% LPCRi%
(9) RIER DEMIEE RS THRE EANE| ESiEE-
A. 27N (BRI OTAR T &35 EL TR 0
i %b D
1) D004 — 2 VLR A
A) BN B b D 166,950
(1) EIRGOBIEHE OB VDL /
(2) ZOMDObLD 9,745
B) ML b O 7,409
2)D006-8 15719 (KRTL9) / 0
3)D006-12 EGFRi#t{x 12 (1fiL5fE) 3,988
4) D006-18 BRCAL/ 2 xR 350
AitC D)~ A 188,442
B. RO AT O REE BT ML LTI /
DRNFEET B O
1) D004-2 ML T BN R T 17,751
2) D006-19 BAY ) KT a7 7 AV 7Rt 8,951
At 1)~2) &7 ) 26,702
(9) A&t 215,144




REAI13(1) FRERE A OB EERE FRE 12 EifatEk
1) D004-2 FEMERESIHA AR EAEIESRE S THRA i 12[A] 389,528 1,2,3,7,8,12,16(PCR-1SSO)
2)D006-8 Y7519 (KRT19) 0
3)D006-12 EGFR & {x1-#i 7 (i 4%) 2,409 1,7
4) D006-18 BRCA1/2 j#fx THfE 0
5)D006-19 BAY /AT 07 7 AV 7t
SRRk G 14,339 2,7,16
VR ATy — 4,000 2
1) ~5) (M) & 3 410,276
R4. [ BB RIS OXSAOREARRELD ZHRILIZOVT
PN KRR | Rt 1~10 |11~20|21~30 ffﬁoﬂf(l~5o 51~ | EEE
53l 13 124,469 13 0 0 0 0 0 0
alal 9 134,443 5 1 0 0 0 0 3
500 10 138,770 9 1 0 0 0 0 0
5610l 12 157,248 10 0 0 1 0 0 1
Tl 12 168,357 10 0 0 1 0 0 1
#58[m] 10 165,441 8 1 0 0 0 0 1
9l 9 161,804 6 2 0 0 0 0 1
E i, V> SIE, ER . SN E R R LT wf«éommm 9 165,454 7 1 1
CAREI L SR EARE s :
&Ri16 IR A 3 1,100 3
10 166,554
i 8 166,216 7 1
R 2 678 1 1
1 166,894
iz 9| 206,051 7 2
Rk 2 2 3
12t 208,701
#53[m] 11 42,340 4 4 2 1 0 0 0
4la] 8 47,228 4 0 2 0 1 0 1
50a] 9 61,454 4 1 2 2 0 0 0
56[a] 9 73,829 4 1 2 1 0 1 0
#5708 11 87,395 6 1 1 1 1 1 0
#58[a] 7 113,137 3 1 1 0 1 1
9l 8 124,691 4 0 2 1 0 1 0
R, D> SR, BRI, SERMRE R | B0 5 127,740 1 1 1 2
FISHIRIC L DR EHRE 10H - -
®RI17 IR A 3 1,381 2 1
10 129,121
) 6 132,613 4 2
R 2 660 2
1 133,273
iz 8| 148,655 4 1 1 2
o 2 2,410 1 1
12t 151,065
53l 16 25,547 16 0 0 0 0 0 0
4la] 10 28,831 7 0 0 0 0 0 3
5500 11 29,135 11 0 0 0 0 0 0
56[al 14 31,323 11 1 0 0 0 0 2
Tl 11 34,727 9 1 0 0 0 0 1
58lal 10 35,178 9 0 0 0 0 0 1
9l 9 31,066 7 1 0 0 0 0 1
SRR - AR E ORI BEDEGHYIEICLD wf«xlommm 10 26,575 9 1
Yufs fhRR2E T ‘
%R18 IR 2 980 2
10 27,555
) 7 24,181 3
TN 3 2,023 2 1
1 26,204
iz 9 23,853 9
Rk L 2 1
12t 24,103




53] 12 3,662 9 3 0 0 0 0 0
4[] 7 5,806 4 3 0 0 0 0 0
45500 7 4,948 4 2 1 0 0 0 0
7 5,398 2 1 2 1 0 0 1
7 9,782 3 2 1 1 0 0 0
5 6,837 2 1 1 0 0 0 1
6 6,297 3 2 1 0 0 0 0
IE 4 4,273 3 1
SRRR - AREEOVRICEIDIFISHICESD | 3 56 3
| (B 1
ReiERE 10 4,329
19 ’amm” i
s 4 3,027 2 2
EANE] 1 16 1
| i P
HEE 3,043
]
R 5 3,333 3 3
FISH
EGVE
(R4 0 0
Fiom
i
3,333
120
(RIS 3 2,768
FLACGH
#£5. HEMBIICBT o RIEZHRE
" it
120 M| AR | AN ik
1~10 [11~20(21~30(31~40(41~50| 51~ | fERE%
| 9 11,796 9 0 0 0 0 0 0
#510[A] 6 7,253 6
GorPutk (GEK, WiE, WH M 1e)
| 4 4,109 3 1
1208 4 1,104 4
9l 8 4,197 7 1 0 0 0 0 0
510[a] 4 2,358 4
FISH¥ (2K, M8, B0 & e)
EA| 3 1,802 2 1
1208 1 500 1
| 3 1,246 3 0 0 0 0 0 0
EAE] 1 70 1
SATaT LA (PG MR R %)
| 1 27 1
1208 1 64 1
| 3 9,240 3 0 0 0 0 0 0
#5100 2 1,214 2
NIPT -
EA| 3 2,218 2 1
#1208 4 15,882 5

S H VT, AR SR FELT TR,




£6—1. (1)MET REHRELBITHHIRESAEZISOVTEEIE~ S 10E)

(H24u1%) (BEHAI%) (BHRIE)
REHH [LEADES 2% REH B MEEK 2% WERHK 2%
3 28 5] 4 A3 12
Al 18 F6lal 4 #4lal 10
B i
. i 22. Gy Yk
1. PORik 7 23 okl 1 ki 7 13
S8l 19 #100al 5 #8lal 11
9l 20 5] 2 9l 10
100 21 6l 5 F10[ 8
“ﬁiﬂ 18 10. LAMPIE 37 19 “ﬁiﬂ 11
Al 14 8lal 11 #4lal 9
5[ 16 9] 15 5[ 13
§ elnl 17 10l 14 ) elnl 11
CRT— 23. FISH#
2 RT-PCRiE T 23 5] 7 & T 11
i) 17 6lal 5 #8lal 8
”ﬁ-jig 20 11, TMAJ: 37 7 3’-?9 8
#10[a] 14 8lal 6 5100 7
%,3 3 7’9 7 24. SKY{:-M-FISH{%& fg 3
H541a] 6 #3100 6 g100H] 3
#ola] 6 H50A] 6 #30m 11
3. PCR—RFLPj% Ll 6 56/ 4 walm 8
7 4 12, Aot FHIC] 5 50 13
A8l 4 sl 6 |os. ki syikis LiliC] 8
9 3 9] 2 T 10
51007 3 10 4 ElE 6
%3 3 13. AT VxR T Fr—ik ?9 4 j}g 6
H341a] 2 #3100 4 g100A 6
”‘55 4 14. TRCE a?9 2 “ﬁiﬂ 6
4. PCR—SSCPik LA ! 100 2 LAl 8
’ EAE 1 15, SDAI: 90 4 4550 7
”‘58 2 %}0 5 26. 2ol “ﬁG 5
ol 0 #3lm 6 Bl 9
H10[H] 0 Halm] 6 #8[E 11
#3lal 6 5501 11 #olal 6
S 9 16, oA — ik 46l 9 51000 5
S50 19 LAV I — TR g 12
el 20 Ein| 7 A3 4
5. U7 HZALPCRiL Bl 30 #olml 9 DNAF v 7 5(SNP SH4lE] 5
H
#8[E] 25 10 7 EFEHD #5[E 4
P X1 H9ENE19.%4
59l 90 ’ ! m
Skl % V7. ey ik A0 ! DTV A (GEB) B OF e !
100 29 10 1 20.%4707 VA (SNP- S TIE 1
P 3 P 1 Yuta (MK SR P I
. 9l 2 ; E UPD%) (2847 i
6. AFLAEPCRIE 18. NGSH (7 o —
108 o [ AySEem o 3 ol %1
s 80 6 10/ 7 30 2
;.Yf)(‘u—rssou;(/va/ Ll 7 19. ~A27a7 LA (68 Gkl 0 JLACCHIECRE S4El 2
9. (R h
108 6 10/ 0 ) 50 1
i3l 6 20. <777 LA (SN Hefe i 9! 4 2 BIENH20.94 6l 2
ala] 5 0% - UPD ) W10 3 ;’:Z,WL(;;W'%% EIE] 2
Z 5 VAP — i - UPD%
50 7| 2L st AT 3 A fees e sl 3
8. PP Ty AT YIS 560 6 Al 4 9l X2
Bk ERE] 6 Holel 1 e 1
8l 4 461 4 i Al 5
[RE 3 BT 7 SKYik 50 5
F1om 4 F8ll 4 X3 EEND 6l 4
o] 4 24.SKY{# - M-FISHi% 7
e e
#5108 2 (=B 80
s9E | %3
R6—1. (2) MET RAEKRESRICELIRES HIT-OVTEE11E-12[) #A21
BREFE TEEHK £HK BREFE AEEXK £ REFE TAEEHK £iHK
L G F AT . BIEF BT . Jufsfifgbr
v . RT-PCREEKZ G i . o o
1. PORS BRI £17 Him (G LOR e 17 i osnas 1w 6
120 21 12 20 120 5
2. =4 7 (NGS) #E 4 8. =47 (NGS) H11E 1 12. FISHIE #E 4
120 7 12 4 120 4
?];_\‘/YI)’I‘/:/‘/VM;(#\/ 11 6 ;g&%ﬂﬁ@?)ﬁ}»(@{i T 11 0 id SKY#: M-FISHiE72 11 3
120 6 H12[E 1 120 2
AT YAt 10. ZERig s FE BUARAT
LT g 4 |mswrrrurr—va | gumE 0| |14 dknes #1E 4
A SRR LE)
120 3 H12[E 1 120 4
iy BTk e 1A 3 15. 7L ACGHi%: 1A 1
H12[=] 2 #120E 3
6. MLPAJ H110E] 4
#512[E] 5
IV. 16.F0ff SF110E 4
120E 2




£6—2. BETF RAKRESRICEDIREFEIZONT

EfRAEFER | AR | S ERESER |AEEL | St | | ERERESFER |HEREK | S

3] 7 ERIE| 3 530 1
H4ln] 5 H4ln] 2 H4ln] 0
5] 2 #5500 2 550 2
#elnl 6 7 el 0 13 el 2

1 7] 6 EaydEl 2 | 2
8[| 9 %8l 2 8[| 0
#9l] 5 9] 0 #9l] 1
A5 100l 9 H51005] 1 & 10[]
EARIER! 35 25 3[a] 0 3] 0
120E] 1 47 AR 1 HHalm] 1
3] 7 #5500 0 550 1
H4ln] 3 8 %6l 0 14 el 0
5] 4 EodE| 0 G| 1
#elnl 3 %8l 0 #8[a] 0

9 G| 4 #9m] 2 #9la] 0
#8[a] 9 #5100 #5100 1
#9l] 9 %30l 0 530 0
Z10[8] 9 AR 0 HHalm] 0
ARG 18 H50H] 3 1| 2
F120E I 26 9 o] 1 15 #olnl 1
3] 2 CodE| 0 G| 1
H4ln] 4 %8l 1 #8[a] 1
5] 7 %9 0 #9la] 1
#elnl 6 #5100 #5100

3 G| 3 #30m] 1 530 0
#8[a] 3 4ln] 0 H4ln] 0
#9l] 7 #5500 0 550 0
i10Mm 7 el 1 N el 0
AR 18 10 i 2 165k G| 1
5 12[E[1I 18 8H] 1 #F8al 2
3] 1 #9m] 1 #9l] 2
H#4ln] 2 #5100 #5100 3
5] 3 Ik 0 530 30
el 2 4ln] 2 H4ln] 23

4 G| 9 #5500 0 550 31
#58[m] 5 11 o] 0 P #elal 29
#9l] 6 (i 0 G| 36
i10Mm 7 %8l 1 #8[a] 37
HE11EIV 4 9] 0 #9l] 38
F12[E1IV 2 Z100A] 1 Z10[a] 39
#53[m] 5 H3E] 1
4[] 1 AR 1
#55[m] 2 H50H] 0

5 %BIEI 1 12 %6@ 1
F70E] 1 EEnEll 0
#58[m] 3 Z8H] 0
#9[n] 2 H9Mm] 0
#10[E] 1 #510[a]
530 2
H#4ln] 1
550 3

6 6l 5
G| 4
#8[a] 0
#9la] 2
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®7. [BHGHREBEH I ORRELIMERMBERIIOERT RBEREDZIL

FREMEEL | S | ZFELTWD | ZEEL QW | EEIZ
30l 70 7 59 4
4] 55 5 49 1
Hi51a] 56 7 47 2
6l 62 3 54 5
7] 68 5 62 1
%5%1%@5&%7%60)%%% 8] s 3 59 3
9] 61 4 51 6
100 63 9 49 5
11 53 9 41 3
XIEEIE I L5
5120 46 11 35
3l 7 7 0 0
4] 5 4 1 0
5] 7 5 2 0
6l 3 2 1 0
7] 5 4 1 0
%giﬁ%%ﬁéﬁ%@%%ﬁ 8] 3 3 0 0
9] 4 4 0 0
100 9 7 2 0
11 53 9 27 17
KIE[EIZ I35
5120 46 9 37
3l 7 5 2 0
4l 5 5 0 0
5] 7 2 5 0
6l 3 2 1 0
WA DO it a : e
#Ri24 #8ml 3 3 0 0
9] 4 1 3 0
100 9 5 4 0
11 53 4 32 17
KA Z I 95
5120 46 7 39
3l 7 2 5 0
4] 5 1 4 0
Hi51a] 7 0 7 0
6] 3 0 3 0
ARAHPLOEE it a ; S
#M25 #8ml 3 0 3 0
9] 4 0 4 0
100 9 2 7 0
11 53 1 35 17
XIEEIZ I35
5120 46 2 44
3l 7 1 6 0
4l 5 2 3 0
5] 7 0 7 0
60 3 0 3 0
ZDOMEOEIE G ° : b
X RI26 A8l 3 0 3 0
9l 4 0 4 0
#5100 9 4 5 0
FRIG] 53 4 32 17
BRI EETD
#5120] 46| 3] 43




#8. Bio T RAEREOCHEA KK, REHE, MEFEEZA S, MHEE6H

TERE | 24 Hb 720 A EIRS
%53 70 31 24 15
2| 55 24 24
#5500 56 28 20
#6m] 62 30 19 13
- S7lE] 68 36 28
%Eggg?ﬁéﬁﬁ:ﬁﬁéﬂ&@%)ﬂzﬁ il =3 30 19
%9 61 34 20
100 63 35 18
#5110 53 38 14 1
MAEEA I ML 45
120 46 32 14
%530 70 35 19 16
2| 55 24 22
550 56 31 16
6] 62 34 16 12
BIZT RAKRESROKTHo | P71 68 37 28 3
BRISRE - EIEEORHRAE 8l 58 31 17 10
=28 g o] | 61 31 21 9
100 63 39 14
#5110 53 38 13 2
P EIR A
#120m] 46 31 15
FEEE | St | RELTWD | REL TV | EEE
%53 70 19 35 16
2| 55 13 34
550 56 15 34
6] 62 14 35 13
EMRAE T R R E O E I | AT 68 13 o 4
EBTIREFEZES 58] 58 14 34 10
R 29 g o] | 61 11 38 12
#100m] 63 12 40 11
#5110 53 11 35 7
MATE AL 35
#5120 46 13 33
FEEE | 248 | ERLTHS | FERL TV | EEE
%53 70 27 30 13
5 40m] 55 16 31
550m] 56 21 28
60l 62 14 35 13
ST RO EREICEL: T 68 17 4 4
RS (TARTAV) 8 58 18 30 10
R 30 o] | 61 16 33 12
#5100 63 17 35 11
#11mH] 53 13 36 4
AR KT LT 5
#120m] 46| 13| 33






