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WFF a h3x DNA JU 5 &1 3R TR 20 A TAEH W o B N5
(EDTA #i#% 2ml)
R B A DNA U 3R TR 20 AT AEH W B R N
WFF 6 M DNA JU 5 3R TR 20 A TAEH o R e 5
(aﬁf; s - - % R CRadh | KIHKs & (antid. 2)
D B, +{8 B IRE) Hh A B R e
23 M T ZE B2 Wt
o PCR-IR K N F+3E (38 3 Fha BB 3 F
HbF 3 B3 Rk —BEUR S (R&i
oA _ Al
iz ﬁj:,nc‘. gap—-PCR 3R TR 2 H .+ A ) RRARAN 17 7 B HIFTHE IR 2R

22) PARASHI B 2R 1 E N %
FRRRBIRA
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T REBGREREZREFOHELE (2021 %)

L GZED

e | RBEE Kl RREER SRR LA SR 1A IR
, | sap~PCR(E#BUE
0 Eiﬁﬁg%i S5 5 TR - AR B | 87 RORSERESE,
b PCR-RDB (ELE:ER 7 % 18 B IREE)
B3 AL
BT EK. BB B IR BRSSP R A
| ey | S PORGTESS | B 1L ¥k: E EAAEIE. B | BT RORSERESE, | B FAMIET o« iy
i RERRI) | EEKE3E 7 % 18 B IREE) L ]
i 5ml/&; BE:
a 50ml TEE 1&
y ﬂii@fﬁ PORRDB (E3R | e pose o pors AR B | BT ROFABRESA,
) B FE 5 XA B ENZHR 1Mm7xK TR H NREE)
FHS (BT | EARBREBA '
5 | BHSEFUE | PORRB B | ey | sgqmgs | FAEL B | BTRCRampeaE, | 0T ARSEEEE
FSW G20 | BREORI) | wngey . prm. | Figky,oah pn | MTR 1 HIRAE) Pyisiiedip
EDTA Hilte FUEBIRBE F
gap-PCR (B #Z B S T .
o | s | mmpw . | oUZPOEN IR e g | mrxoramppan, | e RS R
S (R0 | PCR-RDB (BLEEER | oo 7R 5 L EE) TR T4 LEAT o
: (EDTA $48% T T
)
oml) K& — 72
ALEK2 2 o g | o 8RR KIEIE. B | 87 RCRamRenE, | D AR AR
15 (anti4. 2)#h TR BRI L 7% 512 H JUE) IR TEB)LHITHKa a
2L E R - I e PR 2 4 (anti4. 2) HZTEE RS H
.
2 @ A |
| Ko MR | gap-PCROLERSR SR B | BTROPATIREE, | LI
RRFERTER | AR 7% 18 H IREE) '%&#mw%
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I IRA R B 230 R L TR HC A (2021 48) el
FE | KRISE KT i FREER TRGH SCBE 45 1 ] I PR BL AR
“PCR(H BB
LB g p | BOP R HE %K. BB WL R FIE AT S R A M A B
F IR | EAKEEIE. B | BT ROFEIAELSH .
. ’ =) Q% 2 11 34k 4 _ 3

17 ﬁi,\%g(‘iﬁf)lﬂ PCRRDB (grigsg | b T EWEAE 7 R 18 H IRE) ﬁﬁ&e?,ﬁﬂgﬂ);iz ;ﬁ Hrh i

12 HI B3 AR 35?1:;2122 i/ HI1Z
. " P 8 ZR S S K Pl A B R A
" DNA U7 (E#EE: | AmavkErgE - A B A s )| 8 o i S
18 | HLadEE |\ Tl | resmmens | immesg | TREL B 20 M TAEH L e
A o \ \ 7R F MR B
(FRPBEHALE | IRBMNERE R BRI AL e P R
. DNA WU (BLEEaR3E | mibAkohde); Brm: | RIEAY, 24h b o 2o 1 A= B b phs
19 | o)L B X \. ‘ pAT EKEEIE. B 20 M TAEH AR T8 ) LHEAT B —Hrbg
. FEIE S REM]) | EDTA Bl 1ml. 2. | FIERREE. B A
R PRI R 3R L7 x SR S H

20 | BLERSE | T Do | s KR B | T Gy | TR AMILEST o s

Madgril | T | ek 7 R e 7= A
o 8 3 S T 5 G 2 2 P 2
- ol 22 diiik N b,

o | LT | S AR B | R R L -tk
R B H TR AR T i 7 % PR F MR B
E&EE AR : 21 N H&BZRFREALY,

22 P A DNA JUFF (EDTA 5%t 2m1) 3K TR 4 A (FRENGE) REFZWBEER

vy | BYIREBES - 21 —FEERE Rl | S HE LV REERER AR

HEAEGE d (EDTA $i#k 2ml) 3R 7R LA, R BIRE) I F
E# SN
TR /PR R . 21 —FEGR s & .
2| wEamEm REH (EDTA $t%% 2n) 3X Tx M, 18 HIREE) BRI R ERR RS
2
ik BB R 21 —FEERE Rl | S HE LV REERER AR
2 R REH (EDTA $135% 201) 3% TR wE HEENGE | SR, EANE) L
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I IRA R B 230 R L TR HC A (2021 48) el
FE | RWBiHE SR/l pabes SRAREE R SRR ACIRIF 4 b ie] s P P
RS NBE . e (e " .
2% | MEMEZE | EEGHL (EDfﬁE;% . fg*jﬁjﬁgggﬂ fﬁ*“”’%ﬁ%’%@‘“ﬁ %
3NN 3R TR ’
B£GJB2 #H N 41 HATFEE—FERNGIB2 ZEH
2T | i A DNA ¥ CEDTA 50 201) 3R X 4R (15 HIRE) 25 AR
A FF B — 5 CA1N GJB2 2 H
; } . i A R ERI RN EE
28 (ﬂfﬁﬁﬁ) DNA il 5% CEDTA B8 20) 3K TR AR CHBEIE | o o how gt — o 1po
2 25 SRl
1. 4 ifi: EDTA il
2ml; ¥XK: THE*E
KEEIE, oml/&E
(MEF 2SN
FKGM, Z2LEE
FIEL 3-4 ANTTRE 2

HE, 28005
o L, BARE®R | JRMMEGRE
(HEE) DNA U /7 FLoml BOE) 5 | BHIE 10h A% 2k 4 J{ (i HIREE) B E RIS

FfifL: EDTA Hikke S

Imlo 2. DAZ5 [ He 3h
KREX 4N (EDTA
BB 2ml) 3. KFE
X5 Rril &5 5 A Ep
H—EEA K, 10
A AR 45 )

— [t R E .
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I IRA R B 230 R L TR HC A (2021 48) el
FE | KRUmEE Rl 7 vk RREER SRR ACIRAT R4 B 4] e e 52 P
%0 AR oCR 41 - % — JEBGR & (N8 i 8RR BT R
HFE A d (EDTA 0 2m1) 4 H , %58 B IREE) IR S 2 AR
4 B Rl SMNT A
31| SMA ZERIfE aPCR (EDTA H08 2n1) ES Tx A 7R 8 5B TFHARS
ALY Jefatk 41 i
32 | QF-PCR EDTA 508 20 3R TR 7T AT HRE Tk T B R A
. BRI AifL. 2%
33 | SRY ZEEK QF-PCR = %K 3R TR 7T AT HRE SR REIE SRY 2E
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I IRA R B 230 R L TR HC A (2021 48) el
t. ZERFERBRNEHE
Js2=) s Rl i SRALER R IA] s P 52
. FREER 9 A3 BRI FE A f 2B
! DUD £ 13 MLPA il B R B RS & AR Sk A 5 R
\ DMD #g2k B P Al FREEE 9 53 AT MBI E AL S5 AR B
(BOAE) F ) JEFF R E RS G BERE BREMBEETR
—-DMD EFE & . 4~5 f& (¥ 18 B IREE) R .
3 RS DNA W7 A= ifn S e 3 RAE R AVE TR A B 25 B A
—-DMD 52K . 4~5 f& (¥ 18 B IREE) ek
4 P DNA JUl £l T DMD 5 B p S22 )
5 PRI (DMD) DNA U BRI, BB ¥K 4 A (3518 B IREE) AR S 3578 B2 Bk
B _F R R A . . R R H A
6 (CYP21AZ) HEETR DNA 41 4 B (R HIWZE) (CYP21A2) [ 5 23Kl
;| TERRERSESE | | S B A % 4~5 JB ({8 B IRE) B F R R A
(REF) K. HHR RrBR {5 O BB T 8 40 (CYP21A2) HE &M
ALBEA HL+HHG )L 1L/ 2K -
8 | ASEAERM (RBTF) | DMWE | k. RETen. wm | oA EENGE Rl o R AT
= TR L R
EIIRN=E:0 7V N
o | FGFR3 % é;ﬂ?f PLRR 4PCR BRlL. 2RE. 2k — FGFR3 & 1138 iz A4
o | F8EE22 smau’é‘%ﬁﬂﬁ#ﬁ PCR A1 3 F8 £ 22 P& FAEIALAH
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I IRA R B 230 R L TR HC A (2021 48) el
Fg iR/ IRl E| ok WaReS RREESR 45 e A I EAS 5
. 2~3 4R o 75 22 F MLPA A0 i 5%
= MLPA BRR/ B STAS I MLFA il (T HIBiZE) T PWS. AS. PAH. BWS £S5 HEAT RN
RETT £:-4H4E . , ;
12 (MECP2) SR DNA U 7 41 RETT £2-&1F (MECP2) 3 K| 4 i
SRR MG JLF I A 4~5 B (F5 B H L)
S A N BEm+ig)LEK. XEE RBR A8 O BB T 8 S0 .
13 | PWS EE&N (REFF) DNA WU 7 AL A PWS 2 Rl
AV
, : G 9 3 ‘ :
14 B X B A PCR 4 ffiL [IEOEp—— R AR S ik 22 BRI A 0
15 $5% T RE B DR AT PCR 41 4 B (iR H I EZE) REER N BRI M 2 R A
16 | JEGFRiE 1 BEERWN PCR 4 1. 4 B (iR H I ZE) g 1 AR E A
17 | BRI 3 BRI PCR 4 ffiL 4 B (58 H IREE) FEBF A 3 BB
2R TR WA PR N - ) p
18 (PAH) P DNA JUIF i KFFRE (PAH) A
2R TR WA PR N - ) p
19 (PTS) HEA DNA JUF¥ ik o G D KFERRE (PTS) HEARN
ZRBE =0 . RERRIE L FL R @ AN ‘ :
20 (HLCS) Rk DNA JUF¥ el ZREEHZAE (HLCS) Z:FEM
JRE R IR . . .
2L | reosaisy g || DAWF el INERS IR (SLC25A13) B EA
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I IRA R B 230 R L TR HC A (2021 48) el
e Rl Rl TRER AR IpR 2P
| | DM A1 R—BARIE 11 A (ETFDH) ZER
23 ﬁi}i?ﬁ%ﬁw DNA JUIF¥ 41 PP BRI (MMACHC) EREA
2 ffj’ﬁgggw DNA JlFF o REETRR (01C) HE
25 IRIFIE (g;& AVP) & DNA 5 21 JREIFE (AVPR2, AVP) H:FEHW
% (L’ff?%’fm DNA JlFF o WERSE (LEP) BN
27 (ﬁﬁ?ﬁgﬂﬂﬂ DNA JUF7 41 45 JE (515 L EE) REREBER (TGML) HFE AR
28 ﬁ%f’;%g% DNA JlFF o FORH L I SMERRERE (EDA) HFR
30 ( ;ﬂ?iiw DNA JUlF¥ o MRBEES (RSD EEGN
31 ’ff%*ﬁ@u DNA JlFF o HWCE R (AR R
32 EZ’E%‘H“I}N’ DNA JUUF¥ o B (AN ZEE
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I IRA R B 230 R L TR HC A (2021 48) el
FE KT Kol SRAEER 15 25 1 s R
—AHETRE ( ‘
33 ) E?f B Dnaws il S K% 2 FiA i
—EEHGRE ‘ . Bl 4%
34 ( fﬁ% )ﬁ DNA JU 7 FA B i iS5 A\ BB A% 4000 NEEE
— R RS ‘ R AR EE LR
; y
35 CREE) DNA ¥ &1, A AT S AR
SRR A ; S R AR e
36 CRIEE) DNA JUFF TR A
37 *‘émgffﬁ ¢ DNA R K% 2 FiA i
—E=ha % ‘
38 ¥ ; j_ffﬁ DNA JUIFF Kol 5 A BT 4000 ML
e 4~5 JA ($5 8 B IRE) ———
39 ARG DNA U KBRS B T MAFRGIHLRGS
(RETF) ST AL R
R ‘ X R PR I E i
40 DNA i
(REF) il Vo T ER A
:_% N / N ) ~ N ZOEN
al (ﬂgﬁ&%ﬁmﬂﬂ DNA Sl SEAEEALEE TSC1/TSC2 il
—‘_‘E J I A N
o | = ﬁ%{é %‘mnu (% DNA iR S %S PKD1/PKD2 3t K #ril
o | EEMBMERERR | &R RE R R
BRI (SRiEE) ASE3EP ABCD] A
T ERRAK Melas € RUE ; ERRifK Melas LR EMERFE
B R DNA JUFF 25 5 i 0 R
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I IRA R B 230 R L TR HC A (2021 48) el
=223 R ] R v SRREER % 45 B 1] s R B2 A
BRI R E . \ . .
45 SR (AAEEo DNA il LRI AR R SRS AL R A B ok B LR
SRk A KA . A, BRE. \ .
® ) i K. BRI, B LKA
g | SRR - SRR TRIAR L
(%iFE) SR DNA 1A% 5 R 2504 3% 5 R A
48 :—é%*ﬁ%&;%ﬁﬂﬂ (5 DNA & AL éﬁ; FAK. A LIS TEAVAE TSC1/TSC2 3 K A&l
AR A S . ST E R ES TR
B mRw ChiEE DNA JUFF 21l ST BN TR
s | ~HERTEESRM | o &, BE. St FAG G e R
B (BT K. BFIL. 4245 AT RS 25 EE R
5 | MERBEIEGAE | 0, g &l 4~5 Al (HE B NE) » HeFkt S B0 1178 (GAA) BEBIAR I
Bl WAEEA
5 % BB AR (IDS) . . e, .
52 LR DNA il 5% et 5 2 BEIBURE (IDS) 3B A
H &R f4E (GLDC) . , .
53 A DNA 41 H& B8 IfAE (GLDC) EFEAEM)
FRFIVE (TP63) . .
54 A DNA 7 41 FERIVEL (TP63) EFE M
I /N 5 2> B B . ke s .
55 (WAS) ZE BRI DNA 41 ML /N 582 /D 4 B J8 S P (WAS) 2 R RS )
56 | iR (GBA) EEH DNA 5 Ziit 5% (GBA) 2 R A
BB BUR B AT . . , .
o7 (ZEB2) K3l DAL el BTSRRI (ZEB2) Kl
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I IRA R B 230 R L TR HC A (2021 48) el
FE R 35 H R/l pakes REEE R 45 B 1) s PR P
58 FERT ST (L) DNA J % B, B 2EK A2 B R 25 R B 1 2 LR P AT S
59 FERTZ W (SMA) DNA JU ¢ Bl RE. FEK SMA F=RTi2 Wt
4 F& B8 HIREE)
60 W% R %% (BCKDHA) DNA JU ¢ 41 W% FR 9% BCKDHA BRI A
61 5% R % (BCKDHB) DNA U 5 41 BB FRJ% BCKDHB 3t & /&l
62 | FRILE (kX PCR Wi, RE. ¥k | PAT ;§§£Z$ HER Wt X =BT
63 ML/9% F9 B AR DNA il 5% it A% P9 BB
‘ . . 4~5 A (3518 H T \ ;
64 A4k (0CA2) Z BRI &) DNA i ¢ 41 R H 4L (0CA2) 2 BRI A
65 | P4 (TYR) EEEK DNA il 5% Ziil 1 4L3% (TYR) S AR
At i g
66 | AL EE@;;‘AS’A”% DNA U o 4 (i B FL ) T (RASAL) BRI
o7 | SEEERCILHEE A B DNA S Al 4~5 A (3518 H T SRR A SRS
(ACADS) & R+ Rk B oL TEE A (ACADS) & R #6:)
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I IRA R B 230 R L TR HC A (2021 48) el
e RS R TreER 25 ] PR
68 RIE DNA U il #% 4 i (418 ERE) St L R L S AR
%ok BRL. 4140 :
69 CRIE @A) DNA S &1 4 A (4515 ELIREE) S L R L 0 AR
70 REHEG A) DNA U o 4 i (418 ELRE) St L R B L 0 £ A
o REHE () DNA U o 4 i (418 ERE) St L R L S AR
72 REHEG A) DNA U o 4 i (418 ELRE) St L1 R L 0 A
73 REHE 6 A) DNA U o 4 i (418 ERE) St L R L 0 A
74 | SHABRKRIDRM | DNASURF 41 - 5% SUA 5525 S IEAY T
- > 21
B e DNA JUFF BRI, &l 4% Kl 5 \JSBRIHISEHG 4000 ANHEB
(B BE+XLR)
45 F B EIE) , 467
B
76 :“%Z;S“ﬁﬁ DNA U &1 Rl 5 A SR EH 4000
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I IRA R B 230 R L TR HC A (2021 48) el
FE K H Kl ForeEsk R I B2
S AREANF (R ‘ L. HE ‘
3 A 2 5y AL
" 5F) PAIE ek g, A8 | ~sEGEEND BNSEREROHR
B A A

ey
s |~ éﬁﬁ-;)“’? G& 1 pnaw 41 Kol TR 5 R A 3

— SHETARE (R
19 | =TEMETARE Iy g %k R 2 i A

BHSUR) 4~5 A CHBEIRE) %

—-2HBTFARE R : PRI UL IR IEA \. N
80 TR L) DNA JUl F7 FK K2 2 AL R
81 TBX6 I Fr DNA U Fr JFifL. &, K 4 B (5 B isiE) TBX6 % Kl 7

—_—_ _\'f'k z { AN
go | — & ;jﬁﬁ S oxagp 4. AR Rl 2 75
s | — PRI EEEN L b %k 21 B BEGHE 5 B CYP2IA2 SR

—-91 BAVEEER T . 4~5 f{ (VR EIE) 4 ‘ .

84 (REF) DNA JUFF B 22 227 Ty 21 PALBEHE IE B CYP21A2 SEEIAR N
. :—21(?5?;?&2& DNA iR Wi, 4. H4H 21 FACERGRZE B E CYP21A2 FEF A
86 —-21 BUEEBRZ A DNA Il i 4l 4R 21 FAGERH Z 5 B E CYP21A2 BRI
7| UGN | DMRE | B B %K CAERENGE) | T S SRR S
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I IRA R B 230 R L TR HC A (2021 48) el
5 M H T vk KAEEER R 25 B 1] I PR B F
LR 550 8% . BRCA1/2 Z:pE kil
88 —_— DNA JUFF Al 4 B CH R M) FIF 9 SR LR R A
. o ALDH2 [ rs671 Az miA il

go | TR (OB UMEENE | o ol i PSP TR (R B TP A RV H AR e

ERI G0 PPl

%8 X HLA-B-5801 . Rl HLA-B-5801 B X &Y

%0 LR aPCR Al A I Y FA 255
91 PGD (1 ANAER) NGS iy e =] BB R\ BT AU
92 PGD (2 MHERR) NGS AN =Ll B L PRI AELN BT A
9 PGD (3 M NGS gt d=r 6~8 M (77 HWUE) R B AR

(3 NERR) AR5 3% 2 4 g - B L PRI AELN BT A
94 PGD (4 MHERR) NGS ANiEei =Ll B L PRI AELN BT ASE
95 PGD (5 MHERR) NGS AN =Ll B L PRI AELN BT A
96 P(}(Si_:f;;g f NGS FR R R 40 Y A R\ BT AR

PGS—arrayCGH s - 3 ; 3

97 (2 MEER) NGS A=l 3t i (452 ) AR N WA

_ Rk DL TR @ A
98 e NGS BERa 3 R e N
9 e NGS BERa 3 R e N
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I IRA R B 230 R L TR HC A (2021 48) el
e KRS K FREER SR ] s RS PR
PGS—arrayCGH oo e 3~4 B (5% HGiEE) . . s
100 (5 MRS NGS YR e =il T, N S AN R L
01 | PO %ii‘fm@ NGS Al R BT FSR
0z | PO %j’*‘i‘fm@ NGS Al R BT FSR
PGD R R 6~8 Al (51 FISE) ‘ o
103 (4 ) NGS 4 i R 1 S B B DRV AR N BRI 0 S 56
104 | POD iiﬁ'ﬂim‘% NS am B TR SR T2
105 | PP iiﬁﬁiw‘]@ NGS A B ST BRI TRSC

&ik: FRWENTEFEARERRELELTER

&Il (EDTA ik 2ml) : HEMRFE I K, 4 CHRFET R

FXK CEHEFEKE 3IE, dnl/8E) }

BE (50ml EWE 1 EAEHIKREE) - BRME, HJKER, =B 10h HEZIRE
Jf I (EDTA Hi#EE 1ml)

AR (50ml THE | EEBEEKEE) : ACRE TR, >T RAGHRAE
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