Mt (B % ¥ H 23
PR X E A
WAL R ERESNI BT 5 RBEE(E T AR &
XE)VIm - EHFAL YL EDIEEICONT

J4l

L ®ic

tFOBERNMIEZ, SHERCRXEAPOSBIEHIMEEED YREED 20T XLEEDIC
LoTHBZWIThDIICHREEINDS. ZOROUSBIZBNT, k0MRBRIIYREEKDE R
WWEOBEREDINVIIMBALHE (—REESLE) L, DELEEBRISEEZINBHE R
EURECION - AUBORFABICHELSEILS (ZROEIL). R EREIZ,
NSDOBEBICELEMLPOBEICLI>TCEERIING. AHETIR, ERARNELSICS
FA2UMMEEBEFICOVWTRAR L ECFROMBAZHMEEEEN - 2> FEE2HIC KR
U, M LREEREOECFZFNEEBZEINICOMRBAT I L 2EHNE L.

R & Kk

MR, BERFRBLUCHMREEGENFRDG SOMMEBREEIEDNEZR LM 11 4
(ZERE 16 B~55 %), RIMBEW 76 (ER 15 B~49%) O 18 EHITHD. EAH DN
BRBEORBEZE =%, KM > /NBR, BHE, IR, 8, DREME, 586, ¥k,
B, FRBERGE LTamICAW:E., SEALREZHA W -REBEITICID, REkK
RMEHLPICTZLLBIC, EROBEREBLVCEY A ILOEEZBRR L. £/,
YHEHE LD 27 BEFEBLAICOWTHYF Y 70w bk, PCR 2 HWTRED S E & T
U, YREEKD deletion map ZIER L. HEPEEGFLHBALTVWS SRY 2o\ Tk
PCR-SSCP ¥R 5N — V7V REZAVWTHEARNWNOZROEEEZ KRB L. BERYE
FEEBIUVIT—HI—FEEKIIOWT,FISHEIZCI Y ZOBEB L OdikoBEEzRAA .
BRERE M EERBEDRDNERTIE, 7Y ROV LV SAEKEEEZT o=,

DA

kot cid, RBEBH, REMBHICHEL T, R2ERBERT (AETHOY—
h—REg2EST) DEBULOEMICTOOSN, TNOSHBERERABAREE T 3EHTIZ
SBXBEESBEYVASCILA (XE/VI—EPALAOXL) DEHEICHADONE. £
REZUTEIEVA XL EETHEHDBEL, BPTHXE/IVI— - EFSA S ILOH
BIIRRMEBERICHEREDP =, —MNBTERRAYNOBLBERZEMCBVT, HBH
FEEKIFICEID, BRTZIBKBEOLEIPMETCITIT/ETCIFTITIA—TH2H 0D, O
JE, MIBCBWTEEZERDPRADOS N, FIIHBIIBWTXE) VI —OEREESBEHER
BMORIDIZURBRABORIZBVWTEWI LB R/,

YREGREBGE TR T, REE M, EEVBM L ICYRERK 27 EEFEAICONV
T, 2REF, MWaRE, 2RED 3 BIIHEEINE. SRY OBEEIL2REOEMNE L OES
REEZHTHEFOETIZIBVWCHRINS. SRY 25 THEMIEBRH LM T 54.5%
(6/11), RBEBBMTIX 85.7% (6/7) THH, ERBLMIZIBWTS SRY 24 LT\ B4E
BIDHFEET 2 DRIz, PCR-SSCP RS WICY — 2 =V R TIk, SRY OIRHEES!

— 499 —



CEBIEDO Do 2.
ROBIREBLI VY RERBEFHETE FISH XL OftAICK b, BERELEHKRB L

B —h—REKOHWERNT 2O VICHFKORELTEETH > /=
FrROTURERBFEIT oL 2HITIE, LHHAERIBOSARI o,

%

SRY L REML OBIHEDOKRE T, RMRBEEZRIEHICBNTY SRY 25T 2EMH T
HHN, SRY ZELTCHBEMEZREZETILRIBS T, MALEEEMITB W TIZ SRY @
HFEDATRHRRAYEHPAT I LIIRNHETCH I LSR5/, SRY 2ELRHS
EMRBEMEZT 28 (6 #1) OFizid, 7> ROV Y RISHED NS ICBIT 2 Mk
FAVZLDES CHBREREO Z RN AP WEBICL > TAMBERMASAI N2 E
Py HEN=D, ZOMD 4EFTIIXE I VI —  EFA S XARET B LU L.
RiC, REMOBADPRLRZ — MR BES OGN EBEKMFICBVWTIXE ) VI —0DK
BBOERNFMEFMBCOMBRMEDOE (REUMBRERREBE) cB#T 32 L
Axhi=ledrs, XTEI2VI— - EFA L ILEPTHADONIXE) VI —DREA
ODEBEL, —RORUBRASEADESTHD, ZRIEIXE/ VI -HMEOBEFBICKET
¢EZ607-.

SRY BHEDOXE IV I— - EVA S X LEFOUBIT, KBH, RRMEE BB, B
L UBRODIEREE 2 LJ=. SRY i switch gene L ZZ 5N TED, SRY ODFEZLE (on D off )
DHUNCHERSMLERET I L LS, MBEARBEIHEICBLA, 0L >tk
BROMBFNLEREIRDENA BRI T TH . HEE (ovotestis) BHT S XX EMEk
@%ﬁﬂ@@ﬁ#%,ﬂY;b%T%mﬁ%%ﬁﬁﬁ¥®%ﬁwﬁtﬁ%@%ﬁﬁ@%%,
LI, XE/VI—METCOREERREGTFICNT3MEMEBLAEEIhE. LENoT,
SRY BAED X T/ YV I — - TV A S X LEFOFMIFETIZ, MIBREENICBNT, SRY #
ATH2METIIRBEEREGFFEELINZ D, ABICXE ) VY — MBS TR S R
E%@%ﬁﬂﬁﬁibfﬁb,@ET%WM@@%&&$K&ofﬁ%%&ﬁﬁ?ﬁ%ﬁm
Ih, MREEBEBFOEME R U TR ORI COSREMBIbERTLELL
ni=.

SRY BHEDOXE /) VI— EVA L XLEHICBNT, XL@tkiEhi% haploid & LTH
T3 2 EFOLELIS, ThoDEMOMRIE, —Bi3opsy LTERINhZ OD, BE
WL IC RIRMEAR (MRERTL) CEZZ LD RENE. £/, XEIVI—- THFL S
ALZAET Xq22—qter OFEH%E haploid THT M T HUBIERFTLATD LN, X
REKEICIEERWEORE, MEERZFICL > TLER critical region DEEI T3
D, Th 5 DREFITIE diploid & UTHE LRRIFHIERS W critical region WOBRETOE
W*EtiDW%%&-ﬁ%%%#ﬁ%éhﬁ%%&Kétﬁat%ma%iBht.—ﬁ,
critical region S\ Xp22.3 IZHHE T 2 KAL E{EF % haploid TH T 2 5T BV Tl ik Rk
BRCEERIBOO ARk, $hbb, SRY BUEOXE/ YV I— . WAL ZLEMT
MQ@E?5X%/Vi—MEEBMTW%@%&M%%E%ERX%é%i@aMwmmm
P2 7T haploid TRREF % (haploinsufficiency) 7%, HBOWBE~OMEIZELZ DD,
ZORDOBEICHATH Z2IBR - MELHBEI+DICRERINT, HBSHKL LT
MEIERT 2 (RRMB) BB LEZ 507,

&

XEIVI = BYA XL EHTHUMBEESICBI2EBRMNORRIZIE, MBS
fERE (F18ML) EHBRAMEBICBIT 2MBER - BEEBBEOT™AICBNT, XT/ Y
SMRECHET 3R EREYFHIMEIBES L CVWRZ LA RENAE. COXEI VI —
MROEMIE, EHET D SRY BUMMIED b Cldn < SRY BUMBIC S AEICRkL 22
5N, XE/VI-HBOEEZO S DFUMEREEOF 2B —DORELHESh 2.
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FALCEEDEE

EE OHE B R B MK
B oE & B S MK FHE
B £ #H B B & E—K

PN w X EA |
MWL R ERERNZ BT 5 XA s T RIAHRE &
XE/)VI— - EFAL T AL EDOBHEIZONWT

EBARERICB I EMEBEEFAICOVWTERRN L BEFROME 2 BB ES
K - 7 FREZFRICERNL, EMEREEEREDBEENBEE2EH)NICOBAETI &
ZEMELE.

MR, BRFTRPLICHEERFENF AL SMMEBREENRONEZHRHE 1
Bl (TERR 16 B~55 %), RBIBEM 74 FER 15 H~495%) O 18 EFTHSD. EAD
DVNRRKEOFEBZ/EE, KMIMY >R, K&, £ IPE, DL, S8 XX
Mife, WM, BREEREE UTORICAWE. SESREEZHVWERAESMIIZED,
REEBHNZAOSNTTHELEDIZ, RAKOEEREBIVETA I ALOEEELRRE
L7, ¥, YREELED 27 BETEMIIDWTYY > 7Oy M, PCR BE2BEWTR
ROBEZMBITL, YREMAEOD deletion map ZYER L7z, BEEFEBREGT O SRY IZDNWT
I PCR-SSCP RS NI —V LU AEZRWTHERFIOZEDEEERE L. i
RERAEBIVY - —REEIZDNWT, FISH EICLD 20 EBLINHRORE %
ATz

REEMTTIZ, REABLM, FHRMEMAICHELT, REKESERE (BRFHOT
—H—REEZZT) APEBLUEOEFICRD SN, ThoBERERAEKEETZER
T 45X BRZEDETI XL (XEB/VI— - EFSLIZTN) NEEECRDOHN
. REMZETRESA O ILZETIEFANSEL, BATHXE/YI— - TH(D
ALDHEERIRBRRBHICHNEN o7, —IIEETEER OB LR ZEMAIZBN
T, HBBIRAESITICED, BRT3 3IBMOLRAME TREE TEETFE—TH2H
OO, DEEKE, HERICBWTIIZRIRBD SN, BITHBIZTBVWTXE /Y I—0ER
HRNBHRFAMORI D B LHEERBORBICBVWTEWI EAHS M ET - T,

YRAKBETHRITTIE, KRB, REUEHEBICY RGN 27 BETFERAICD
WT, 2RF, MOREK, 2RED 3 BIIHEINS. SRY OBEREREOEABL Y
HBARKREETHEFDETIIBNTHRIN. SRY 25T 2 EFIIEBR LM T 54.5%

(6/11), RBBIBETIE 85.7% (6/7) THD, EBEELHIZBVWTD SRY 2HLTWVS
EFINERET 5 EAVREI N/, PCR-SSCP R 6NTL—Y T A% TIE, SRY OEE
BFZRERIZED SN 7.

REFDREBIOY RBERBEFANTE FISH IREOHRICKD, BERERGHED
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KT — I —RAEOEBERTE S NCHRORENTRETH /-, 7 Ro¥y 225Kk
BT EITH 1 281TIE, EBICHARERED NN -,

XE/VI— - EYSM AL EFTHEMEERFESICBITZEXRBORERICIT, HR
“m&i(m%m)tﬁ%\mékkﬁéﬁﬁﬁﬁ BREMFFRREOmAIIBNT, XE

YV —HRICNET AR EDEMFHEENEE L TWB I EANREINSZ. TOXE/
VI —HMROERIZ, BT 5 SRY BAMREN D TRz < SRY BAEHRIC BRI K
SAEEZON, XE/VI-HBOEEZDOLONEMEREEDOT 2 —DODORE & #
Bganhs3.

NRARRICEL, BIEO/NERLD, ZRUOBLNRLZ —IIERBICHT 3245
LI ONT, SRYBBtED X £/ YV I — BV TEHRBNHRICZ 3Bl EIzD0n
T, FLAEOREFEENSIE, X T/ VI-ORESBFE, LBEIZOVWT, X £/
VI—DEYAIXALT SRY BBHEOBREOXRBRBLED SRY BEFOEERFORE
IZDOWT, SRY BEFNFETIZEERBLTVWAZEEOBRBRIZDNT, BEDEM
RENETNH-7. EFEORBESEN ST, ZOWERBEOEEEADEHAICHT 2 HE
BOHAZDWTORWMTINH - 7=

WINOEBIZH LTS, HHEZIL, NSEFAORITER, %%®KM%% BHE O
KERZ S STl RYaEE 2R L.

BEE—MIT, AMEORBEFFZEOWEEE ML, HHEENEL (B 0%
MNEZTZ2OCTHREREBETIDDOEELE.
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