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Partial androgen insensitivity syndrome caused by a deep intronic mutation creating an
alternative splice acceptor site of the AR gene
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AT v Ra 7 U ARISRE (PAIS) 1X, H872 7 v Re 7 AEHEFIC L -
THl & Z &5 46,XY disorder of sex development (DSD) T 5, PAIS I%, 1E7
Ty Rua U EARTICBWT, AR D OBRWAMER. BERNS 0Lt
bHEEZ 2T 5, HERTREZLIZ, PAIS IZBWT, 7 v Ra X U/ IKEx
T (AR)DFHERFEI D 5 VNI A T T A ZEIZE B FE S 402 FIG 1% 25% A3
IZFTER, ZDOZ L1, AR OIEFHFRIEIRICE BAFET D AlRett, &2 Wi
AR > 7V U IS A OBIR I EBRNGFET D AlfetE 2 R~ T 5,

PILOIEL, ARDA b a v 6ITHITZ /2 AT T A AL 2 i3 DI A
Y e ERERELEOTHET S,
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bivbiuid, XEEBH D D VIR AR BB R E O 46,XY DSD @
AARNF R 28880 LT, FimE & 208 2 AT, [EXEEmRE T2 - B
G - TR - SRR, RO NCEE T Ra XU EA - &SI Rha e
VIMENTRD Hivle, BRERF EEZZ NS 2 NEZFOFEMBEORIZIT, R
WHTRITRRO Lo T,
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£7°. AR & PAIS FRRBVH O JH KBS F TdH 5 NR5AL, MAMLD1, SRD5A2 ®
BRI DITONTZN, ZoDxTy Y b AT T A4 AELLZIHEI N 72 b
IXEE S7Rdyo 1=, RIC, target enrichment 3 25 A % U= 25 DR IE 240
HIE L T DTN TN, Ty Y b AT T A4 ZAEALIZIHI N
T MIRESNR Dol SHIT FHRDOT N Gk, 2 AOES, Wi, i
WD) ITBWTEaZ 7 Y — MMENT DT O T 3B F L ORI LR BGE
BT OFFRER & Z D 10 bplifsA > b u AZHBNY 7 2 MIFEE S e -
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L L, ARTZ V213D CAG VB — MEHTIZEREWT, 3 ADBHEREEL 2
NDOLVERRIKNZE D ILET LIV EFT 5 Z ERMHERIL, 2D 05 AR FEFIR
TR DOEEDOFENRBENTZ, I T, @7 VY —AffTOT—2 % LI
A v b RS RIS BRAT L7 R, 3 AD B MR & 2 N HERINE I
BWT, AR DA by 6 IZHTER"AGAT T4 AZREF—7 2495



€.2450-42G>A N [AIE S 7z, & 512, Human Splicing Finder (Z & % in silico fi##T
IZBWT, ZOPAG"EF —TIIA T T4 U TIZWHATEH H POLY-(Y) ERALSI
& branch site £RECH 2 £ > T\ D Z EBRB ST,

Z 2T U BB IVT A % U T reverse-transcriptase (RT)-polymerase chain
reaction (PCR)EMT 21T o7z, £ DREHR. 2 NOFBMEEE (BinH D 2 ADH) T
I%. 1E% mRNA 12k PCR FEW) & 40 HEELARI D28 H mRNA Hi2k PCR EEM D358
Do, 05 L, BB mRNA (X, £® PCR MEM D N2 REEMR
nonsense-mediated MRNA decay (NMD)FLEZR THAH T 7 m~F I K (CHX)ALEE
WX VBEFICEH L2006, NMD 29175 &2 bhiz, S 52 CHX AL
BRIt O quantitative RT-PCR gt/ 6. Z 0 2 SEFIOIEH mRNA FEH R IEH
a2 b= D 25~30%IIE T LCTWAD Z AR &gz, 2B, BEROMioR &
fat s BIEIZ BV TIEIESR mRNA H 3 PCR EEW O A MBF8D LTz,

B, AR, BRERIKTE N A BRI MEEAEZES
WIZL VARSI TN D,
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v, PAISERIZBWT, ARA V MRV G ICHT-72 AT T A AZIRES
N BRI A > b o B H (.2450-42G>A) & [6E L7z, £7-. RT-PCR fi##T
IZBWT, Bl AT T4 ZAZREAIZE Y NMD % 91 5% EDZ % mRNA
WAL, IEF AT T A AZEFEHAIZ LV DEDOER MRNA BRRELT 52 &%
BN LTz, 512, NMD @iz &0 2 mRNA X, #4128 in vivo T
PEASNIZE L TH BEEERAAL VERWVIERTERRAR X VNI EREL D L
THISNT, ZHHORERNG, RWFIECTRIE SNTZRE A >~ e 2B T
IEH mRNA OFRBUE TF225, PAIS Z5| & Lzt EZHND,

INETIE, ARDATFTA AV A NEREZRI A brUERE LT, RO
3ONHME I TS, [1] PAIS BB TRIE I 7oA > kv 2 @ branch site %
G 6kh DRE: =7V 3DA T L —L ATy BT X DR mRNA 2
BEL, EFATTA 712K 0D EDOER mRNA BT 5, [2] el
T Ru g U ARREE (CAIS) B CTRIE 72 ¢.1769-11T>A: 69 bp DA > 7 L —
MR L= 3DA T L —LAF v B ZICL D 2 DDZEF mRNA 235
BL, EFATTA 070280 T MEOER mRNA 23%817 %, [3] CAIS
B CIRIE &7z ¢.2450-118A>G: 85 bp & 5 M E 202 bp DifEIZ L U NMD % 9
75 2 FEOZE R mRNA BT 5, Z b O EARFIEOMERIZ, A7 T4
2P A NERERL N ONOA v ha U ERNARICIIHFET A Z L, D ED
1IEH MRNA BENRD 5NDEAICPAIS N EEZEND 2 & 2RIET 5,
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