-0

Long Read Sequence &RV
21K LEERRIGIE D EIT TR EDRF

4 =
[

21KBRLBE3R RIB/E (210HD) &1k

21K MUY % K HHE (LU F210HD) (321K MR fL % %
(P450c21) % a— F§ % CYP2IA2 A5 T OFERETE S
£ o TRIET B WAL ERIKEATH 5. 21KM L
BRSBTS avF V=, TIVEATa vk
WCUHDBEHZTH Y, 2UKBILEERGTRA T T, =
VFV =, TIVRATFOYyOREEDEESN, 512
KKAEFWMENDLIBUEARVE Y (FARZATT V)M,
BB E BRI E s 2 e THREMI Y7V P
rUBREAAEL S (K1), 210HD 13 RH21K ML B
FEORAGEIS U TRLZEEELRET 5.

TV CIRIGEM 7 v Fa sy v L ) sEs o Bk
1b, FEMAN e 2% & > THEEN, ETROMWEHH
SHEER D SHIBITE S, Z0HTHEMLERO—DI2H
Ihs, FRIBOGBET Y Far  idBmrte i
18 NI DLRE 0 R I 7 rp AR PEPE AR B THE 2 & 723772
B, BAMTERIBAETHITMZ, EEORIK
XMEE %5 (K1), 210HD &% @ 5 THREICTE
S EbLLIWRGWIEEBRTHE. ARBIHER AR
V= U INRERTH Y, FEALOBEEZIHERY
WCHER SN, RSB I NE.

BIEIL, BEENEEINTVWEILFY =), TIE
250 Y OFKROMA N4 FaavsFvy, 7rvikaa
WFV V) LT,

210HD DEEFRTICH 1T BREER

210HD O Wi id Wl EHICTRECTH B L Sh b
A, FRERIEBIEEE 6 WMD), S 5IZZ0H T2l
OHD HFHEMIZ LA 5 & S 5170HP i3 Mth o 3 AT
b LD ENHMOEN, TOBRIILTLIESTIIR
V. ZORT, ERFIRAIHEE S RS O <

EIRBEEBRMRE L 2— WM - KBR

EEHfE—

Mifr: & L COEEIN BN

210HD D@ fns#iishig, #EfsMikzs 34 LTH
HOMETH S, LiL, CYPA2EET-HME S % 4
BWUIHBIHAEZ PE LA Z L, X 51298% DM M:
DO T CYP2IP "BT A28 L), @BFEOD
PCR-Sanger R0k ALY — 7 = V% — 2 X BT S
#iZe, O THRHEREORVWEATFTHL (K2). B
Multiple Ligation-dependent Probe Amplification (MLPA)
#:& Nested PCR &% flA G bR 72BMH LT R L 5E
MHER =R TH B0, F— 7 ORI 2 &8
% <, CYP21A2:An TN \ZHGH L 72 AT 3 O HI 3t
WHOMKLE O M) AR Z LEE T 5. iR Tk
% O TR 72 2 5URAT Y — © 2 XS RO S HEE
MK, LU IEEEMR EREE 2 5. 72 CYP21A2
BIZF BT 5 TNXB Bz Form®ki, =—3
AFaAEBEHZECLZ EBAMSN, CYP2IA2,
TNXB #1571, WEETHRET S, BEEETER
D BIZFMICHE LRGN RTH 5.

bihvbhig, EHEBS 37z, nano pore & w7z
Long Read Sequence #:1%, BRI CYP2IA2HIEZF B
L Z OO RE 2T  2 LT b# L Fik
ThodEEz, WEPOEFIIHNTE L HEITOW
THETZ L, ZoBRFsIk L.

Long Read Seguence i & (£

BRI D AT NLHOMNRIL(F 7 RT)
Zhiz7z7a—tVERHT 5 HET, £F /7 K735
FAEM T 5 & AL A2l BARELEZ AL,
— KD DNA ¥ 721 RNA DK 2 HET S Y AT A
THsb (H3). KI0~20kb F THFHETLIAEL LI L
AMTED. HEKD Sanger 28 1 kb 2, WY —7r
Y —=A200bp ETH D I L2 E L DL LERBIIZEW
By z —ZIZHARDL (H3). ZOY—Fr ri—%
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217K BR 1L BE 3R RIBTE DR RE

17a-Hydroxylase/
Cholesterol 17,20Lase
StAR/Desomelase 4
\ P5 | = | 170HP5 | =
38-HSD & & &
N 170HP | = [ A |
o : 4
[ boc | [ 1poF | 0 178-HSD " <
116-Hydroxylase &
| B | [ cortisol | 21DOF |
18-Hydroxylase
18-Oxydase
A\ J
h'd
IS B/ AT
X1
— >98%MEREEES
BT 21/KER1LBESR
- FEEF

= (4A === CYP21A1P TNXA

= (4B === CYP21A2 TNXB ==

_|> Fw Primer(3588c31) |_> Target amplicon

(#8kb) Rev Primer
ExtentionB¥fE] Z 109 & L
PCREH) %#<10kb & L 7=
HEINZ4BDOZH
A2 AlP A2
micro conversion chimera gene
A2 AIP Yy
macro conversion deletion
2 CYP21A2 BI=zFREINDIEE

FEwHZR |

25
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1EID7 vE4 TRETE HIEEH

b 200 600 1,000 10K = - - 20K
Sangerik — — : :
R 3
=g vY— H; 3
(Short read®?) |
LRS < —>
F/RT HBBT D
1IAREDNADZIBENKET 5
BADOEEEEAT 5
=1 BAER
iR e AL (L et o Allele
FAT 21 1 25 (22.7%)
Large conversion
Ko b AKY b 47 2 59 (53.6%)
Zofb 16 5 2% (23.6%)
84 8
(76. 4%) (16. 4%) (7.2%) 110 (55 cases)

MLPA+Nested PCR @ kU 84 VS LRS (AR A D & DA&{EF)

FERIF100%—F L 7=

B TFREICH V2RI
1 B R (RERER) KB TES.
2 HOLREDORIZ LHDOT v A TT LIVEERE
G 2 ENTE 5.
D2HTHY, FIBEEFLEOMTF X 7BEF 2
§ % CYP2IA2 AR ¥ 72 E TR BN 2 HHE T 2
Ty eAHETHE™Y.

2UKERILBER RIBIERE D LRS Z AV &
EIEFRETEDRSE

bihvbg, BT ThH 5 CYP2IAIP i&fnT & CYP
21A2 BIZT L DA Z 85 — 05, 1#HOPCR 7
SAT—%FFTHIELT, 2I0HD BETREZID S 5
ETOWMERE ERINORELZRMTEL L FHLL
(F2). 794~—ZM2D k5 BAi@ICFFL L,
EB O BEBKRE v, §E%k O MLPA + NestedPCR 72
HW ikl ZORRIIOVWTREEZT- 7Y,

LRS & & AV B EFEERER

FRIEIAER L ZBWAIDOW5541107 LV T, &T
DFERDHT T, EHICTNFTFTAEBEDOERNE L
THONTWRDP o722 DDRMNE T % B 72\ Z[FE L7z
(F&1).

F7-, Duplex X\— A I — VEE W F-nFiEEH
W 7281 @ ONT #: MinlON®Y Z 5 2 (Flongle 7 & —
b, R10.4.1) THERDREEZ 1T, RI. 4. 1& L
FZIHIC W L 72K ORI PLe A5 HE & e 728,

FGATITIERICNN—T—=F2 Wb LT, 1#HK
H720IZhHBIRENTE HIZ, $E%k D MLPA # & Nested
PCR#:E WL CHHRMTH VD, 2O Ihd 5 H
BL2-3H2L1IHEMO T LATE . FK
@ MLPA i & Nested PCRIETIZIERER LRI % e g §
5 ECHBoOKk L &b T 3K L ETH -
7205, ARBEIFZLRSOT7 LVEERMEE L OB FETH
L2 EWS, RADORDFEN TLEDOPEIFETH D
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FOEIZBWTHMODTHER R TEEEZS.
SRIZAETT

LRS 3B T ICB W THi R MmAx b 7253 L
fFeh, SFESFELRARTRBNHENGLEZEZON
5. BUEXRAIY OREORMED H D, PCR T Target
Sequence IR L, ZNEFHAALGIESE KN TDH 5.
L2L, RIS HITHEXRHDY I X MBSTHNIEE
I L7227 B R e T ICEERARALIE D TED LS
WChbtEZ2H6N5.

bbby 2574 5210HD EEDORIT =475 TH
D, 5HLHRBEVANAPEONE IO LHFRFL T A,

A

AL T X ) A WNT XM JCEM ICF R L £
L7z (OCHk ).

AWFFE13 7223 S DNAWFFERT O /NFEISEE O THRE D
b AT, LM ERMFEERSRE L. 2
DY) THREFLHE L R 5

% 7AW 581d AMED D3k % 2 Tirbh E L7z (GR
BT 7324€k0109630n0002) . BF& THIALHI L LT £ 9.
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