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“BATEBX NS BRI REF ME—RIRAEUE, YA TS AL A
B PERIES, ARE—BIER R AT, T2 2 3 2P0 2 d Tk
U, ARG EEEATHE G — —& 2 LABHIFK

“OXFRE B Y K R REERL, M IRA B A SRR E 2
Py B R AR, FRAERAR ? hpc B RERS AR ? AN,
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KEBNNHENIEPE RS ER O, EFEMEXR AR, BENE—
SeXYL R —SeY SR, 1T B 45, X/46, XYR A BB A [ A 41
ROl —Phefacl & — X P R —SeY R tafh 5 55 —RhZmiani(va —

SeXyetafk, NOBEGL5X/46 XYIN, HYQREBAREHLER EWETR, 55
BiJ45 X/ E Y ats [5514-16TT11,

XA E4EREE Y (—Fh I — X tafk, 5 —FEH —4Xfl—

SYGR) AILAEAE T2 & h--- BINEMmIR, Bk, Kk, OfF. F
WHIAEER E S, EAFGREST, X gias XY iy efliEmEa A H

AR B 2 op XY, S5 AR N B, (2455 41

B R — XGRS, TR BIAS X/46 XYIIE I, XAME B V% A

W45, CLREXY-FRN LR AIE. A TIXY/XORIXO/XY, fHH145,X/46,XYiX

—FRKBVRERROIGE. &R, BRAZRESEN AR,

KEBEBL5 X466 XYHIN, S IR BT, 8 ] 5 A

BRI SR, RSN, YhgE a2 —BX
2




M, BRI AR RAE--- B TR AR i B e (AR R 1 45, XBE R A 1 20 1%
o BELAZMAERAER, NSRRI BELE RS, S0 L ATREE R G
R BPACRI A iR . IS U R IR A RMEIR A EAR R (mixed gonadal
dysgenesis) . [MREBEAR| BEEEREERDEH. FHIERRXIE O3
peafkiERl L RRE (DSDs) Z2—.

45 X/46 XY % I, 2

5 RS BRI E TR, BOE— R LRI, ££200,0009TE 3L, L9304 5
JUEAT45 X/46 XY, A4 FAESEE R 1184 UL, (E2EEH 6504 WL, 1EMMA 444
3L (Chang 1990) . #ATM, K% HCEA Feta (AR E S (ORRRS, ELIETRAE ELAT 45 X RS
, BERFIE B2 TELE, K BREITR A RIS, H kR R R I TR T i
RN, SAE, FERIFTHIIAS X/46 XY N R, fA/E R AR M e R Sty © 3
seas 2 IEd g, SRR NGO O IRl LU — R IR 455 ta k. (Horh—4%
BX) , MHAMIENHE R e i —ZRXA—4RY) . AT, H 7 T,
oA S (5 R A5, X/46, XY XA,

XAG SLANfAT & Az 1) 2

M IEZ R, BRI —RS U EF RO EINRIER, DR GG B
F—FEX, —FRY, KWHENFEAEX A HAaEr L5 8 H B 5 P& A de ik

o TEIEHIRILT, HDAEHNRATE AR so SR Ok, Hh—302X, —&2Y, =M
FHREX. R, AMTEX E G Rl i, FlReakET —5 iR, TEL5 X/46 XYIIIE
W, Ho— A B ia b e 2 KR s Y tfk, B, MiXASgalarh 4z s

Frf e ER R R R H Y ek, A% E & ‘
RY YL AR AR AT AR BRI I AR 2 1 XY

(Telvi 1999) . 46 XY4RNEFF4kE 545 X4H n‘u

TR, TR, B UL L u”‘

HIAT 45, X/46, XY, XM HRATLE, Ky

WU IR A B BE L ZeRe R, W | =y u ' N
IS AT, A, FERZTY A u \ u
e — iR, YR @A TTREC AT

g, AN, B R YR

PRI, FTRERES 2L LR BIAAIAL, Hl ) nl) K ) K )
BLAESR AT . SRS AIE 12 ' '

FEFPIHL,  MIMTTERL T 45 X4Hld %



= 2EHHE

(&2 AT — SR A2 B AR 4 45 X/ 46, XY H R 20 A S BIE IR AN 1 T Rl
PUF R —2E 6 RE, EERERE, FUE YO Rmes, XEWRE, wUifEE
AIARAREN, APl A2 —RPE 22 A FHE A AR,

SLETERRERIAR A FrE ) LAMERERR I T, XA T X T 2L LA RIS B 1
(BRH. FEHEAFIMETEERT [RAY: ), BEEHITENAG XN ELIAGR. B
RN

YHUZESCIRMERR : AXTE S R —], B —/ NIRRT (580 WSS, FEHF%E
HAH K. ERTREIR B T & B RA T4 B IrRe R 5 R,

EBAR: KBAT2EREE] FIEREE A K Gonadal dysgenesis) ARSI L E
ARE (Mixed gonadal dysgenesis) ZE{EM, JL T3

EBFARW: BENLKEARRERFHE] FlIEERRNEL BHRELEF R,
ENEEAR: HENLERENATE, ARMBEENL, mMRESEIELERE, Wl
WEEALE B AR (dysgenetic testes) o FHIREIEF ST, TEREMEEH AT H4H K H K
. (WEVBEREHNERE, IEREHEEIHEEENDEEMEARNEN, FELEE
ARITEOLT, SEGERR AT USR8, X IR T AE 5 NP RE = AR
ARERS: BRI, RATEREIR L B R GRE ZINESSEH)
EREYEAE: AT (EBMD) BT (Extkedh) #4i0e,

HERR: FER 7 (EBEP) SO FERWF) WEE. EEFLXYRERNH MR,
PERRZSEN, 5 MTEEA 46 XXG BRI 2P, TERRZINE, TERZ0IHA, BIR47E6 2 8)E
ZH MEFA TR, MR AR, R ANER R AR ) A S
PERRGEE: —FIER /NP ZSERIREEN), FERARFAEALNR, T HERARN %% 5 WAL
B AIHE, XMNABHAREAFED R BAE A RV ZIE L.

EREBEAR: ElRRLEWE, HEREEATER2FH]L

EHEA: fe—DAMMEERE (OMEGERR) AL E A 555 A 2 A % AL,
BEEREEAR « @FELEMERRILL EHE, MEREEFHEIAWER], UBUEk
o JE P 1 Y A1 2B Bl B AR B

ERIREW: fReE A TEENIRIG S, T, PHEmINE.

SREER: INEFWNERAL, HPaaRkEERANINFHHNE,

SRR IR el & WInA Y DI L2 2 ORI ) 520 4 2R PR

SRAE: 456nB s 5 53R AL/ E A= AR i A R0 R AiE

SROURMERR . —FIEE /N ZSERIRGEN, FRABFEAPALN, L THRARRN ZE BN
f7ig,

F: BUHARNPEFERERRE (EfF) NE8RE,

FhE: SR WE BYETERTRSE, SEEETS B E s SRS 5 PR P R 5% -- -
ZZ 2 (dihydrotestosterone) .



45.X/46,XY W) T B iE 2 2. ?
KL BALS XIL6 XYWL F BRI, WHRIEENWER, XEBEE Y, ELEEaRH
AR I T i T S AR JXUR: B e R

TEAD X/46, XYRYIL LY, 2990% 7 H AR &M B s AR iEss, 5% EH
IEFE AR A A ERR, 5% 2L EGEaRN] g TIERE 2B Mt ke 2L iR

K
R

o

TEIEFINRE B ET, REBSFHMDIERIBEEL, HARAMD 2 —2 =77
Z—NZBISL. TR RER A — NN LRI BEEAL, SEEA - MRV ESE
i (EZ LA B AL, X — I — A D RERI SE B MRS 5L

ARVERR A R HEIRE, MR ROy 2ott, SED AR RS A didR . £
L5 X[46 XYWIE UL, SRR U R AT RER—R A FE R --- P A R, vh B R
o MXFILYEG L EZERAET Y Retafhk LRAFESRYIER (57, M/RIMIHIER M
BA 45X 4Ikrodpfarh, EIFREIL) o A SRYERI MM GIIERER, Ky
SRY BERGE T — ML BRI MEARLNE, WHENEANEEE T M, mEAL
BlJe S HEEE. ANRIEA SRYEE R WA a o=t 2, MRS EMERE H A R,

L EATA5 X/46 XYIRRI NAE T RE B, AEENTEAET. W HIMIEHE S
P, FEHBEMSE LA, — oA B RE TE ML,

BAG45 X/46 XYRZBI ANV HE HIRTERR N R OE A % (B 45 XEKTY) W
TLRAERR, RO IERTS RSN, B8 SRR U R &M%/, (Chang 1990; Hashimoto

1997; Reddy 1998; Robinson 1999; Telvi 1999; Quilter 2002; Patsalis 2006; Premi 2009;
Tosson 2010)

45,X/46, XY 5e A AMERIIE ? T RECES L ?

10 BT E I —— S Rk T FRSE R NEES, FERE, it AE s LRI
FErP I K —— X BB RE K P AR R RE AR E R R R, AT, 5% XEFEFENM
HRARFFHRSEMBIIEILEE R EAEIE, RIER)LHAR, XERLRK 75 nRER
DRI R A e, WitRin, EXENRYJLR, Yl S —L
AR T YRR, XU —E o vIRERH . BIELLZ)G, (AT 45, X400
2= R 45 XAIRE, 46 XYEREN] & ZEIHEXYAE, B8 LA, 45 X/46 XYRIHRR K
AR,

WAl i2 W45, X/46,XY?
45 X146 XY R LB # B MRAEAR ., FE IR LB BT REAR CEK) sEB TR E (
HEMERTREAR) PRI T2 W,



Bt st gt S H LA T A FRIA © 45, X[101/46,XY[90], X FRTE St 100 4T 4
th, BI0NIIEE A L6 XY, FIEH BIERSERREARAE 5 TR T rI 10N A 455
getafk, WO TYREME, IR, ROAENRZER P mos’ i, X & 'mosaic ' T
BAT ] MgEE, BEER Dl —ZRINE B MR ET, e AR R 3
R B g A —— M e R

MURBE R SIRE, FE4DX/46 XYHIANMEY h, AN RAR LB Y R iR, 25
TG Z BB, A BRI YR ik, G REFRE &2 EE ™
HI, AT, o B —EA,

FHFERE, PRGN 40 e 5 Sk B M s E2 ) LR BRI Bk i 4Ele, T Al 7
fERIAiaz TN A G . R, Rt fRmint iRt 7R, (EIEIETIIASX/46, XY
WA AMASZE, (Tosson 2010; Karatza 2009; Premi 2009; Telvi 1999; Papenhausen 1991;
Chang 1990)

45,X/46, XY RTEAT 2 BHEZ 12 872

L5 XI46 XYECH T AEBRYEN B, AL SEET D ER T HEPEREE B AR Eamf
W, (BRI A R G S FRS LB/, SURHTA ) L AR A NS A RAE,  fla0
A2 S AISE R e ARG UM B A Bl S IMERE IR L ik, W] RE R
SRETRALD X/46 XYHITH T

BOPME S Wit ] B 78 S SORAE 10 Uniquel& e Herb U AR TE IR 2 [l R SR B2 Wi iy
— NEFEBREIS P, PGETER R T E R RASSHas W, A — ANRALIREE
RMTEBR SIS B W, ot A =DEIUER AR, HhMANEAEG R, 55—
ARG BRI B4k A =GR R s, b — AES 1
B (DA A CRERNREIAR LK) JaHashr, 75— AEEEREDLILE (&F
) Mg, E8— AR EARA BRI,

RAE B
— % B VA R R LS KT #s Wi 55 45,X/46, XY (Knudtzon 1987)
A 4B N 5

FEIERT A A 45 X146 XYH FAERA LT R, EFS Aol Wik, 4 H%a
45 X/46 XYRI B PR R AE L B ISR R ORI OIS T, XM (] AT RETF 7E [T & 7 5,

HER T RN, AN R EH A7 AR SR 531, Bt THORS 2R mT RE
FEHAL (DHEIE) SGERBh (CERE) o fEREEROLT, (BHFIERE, MlrsEmKr-5
BAETRNN IR, EHA IR GRS ORI A HE D) SRS 71 55 Pk
Hr, FLE (EIFJEREE) |, SIEHROEAANER T EREMET, BAK AT AR



R, PrLAE LB EREE 5B B AR, A L AN A BB ETER R (Koeberl
1995; Newberg 1998; Telvi 1999; Giltay 2000; Dale 2002; Blanco 2003; Alvarez Nava 2006;
Layman 2009; Unigue)

CRRREMERTAE M, RAERME LRI, R SaRman HE £, A
IR, FRALEFERN (18% 7)) MALNER CAH, BOREHmt nl LA R -1/
RFEFE, BRUHEEORNETHEADYE, WARMSEEEELL T HET, 5]
AEELT, MBAAAEACRARN, AREPAEE CAHFIE, BT DR
BXIES  (BATIAE LIRS AR T1RH) o BUVTERAILE MR, E RIS
HRAHW,

HYF
45, X/46 XY ATELE B L IR B LR MR Z AT A Ble AR, 4R EEIIERR,
WATRES & B 45,X/46, XY, $HHT45 X/66 XYHIHF D ERRES FHHIZ/N (BHZ/N) |, A3
AT NER AN, VA S TRIREEMNR A S BN 45, X/ 46 XYH A B R R,  HRHR
PEHRSEENMER R EE % (Papadimas 2001; Tosson 2009)

JLEHRIZEIL
45 X/46 XY PTRERTESL R 5 W B/ N ZAG AR I A B, B3 24 53 JR RIS AL 1 R T 3B
FEMPBEZRERHE T (Tosson 2009; Unigue)

H AR

45 X/46 XYAT IS 2 DR YA 0 0 AR BB RS2, B b i B (AR R
R | BB A S ST B B P R ALK, BT TR E M T2
TARE, T FHEMES (R T | FZEmEn i (25 BRI,
BTS2 TR0, ST AE R R S M A T 0, A ST R AT M A
T 2 T LR LR R K RINTAL

FEHIE BT A LI, LR RIE R s R SR, AIUATES (DB
U R I S UL T e S H i, 0 PTBER B4, X/46 XY (Uniquel.

ot 7E A M BIILAITC S0, WEERIIRO S5 55 IR o AU A = R I AT T e Aoy
W, FEHAEZAARETER, K TYRRREER] ——HHLEX46XY =L THIR
/7

PRZE A E]
MIERZIA R A INAD X/ 46, XYIN, RS RRAHLEMA TN TR 2580, 45,X/46, XYL
it o EIRESAE LB BECE K CEIRZEH]) ik I, g BHUREN g5 Ll i 2@ vt
FRFAT DA EMIN A, FHEBIE RO AER, B ATRETE K R
W RN A IEF 46, XY 455,



%R RIISE BoR, TERAHA RIS W A 45, X/46 XYL LA, K30 (90-95%) A IE
WO B AR, JEHERRRIEFNSEIE, RGBS ARMAETESRRE, BIaR
BT, B RGN T RAE EE N LA, sOa AR R4, R, 16
SAIEF BT, 2= 2005y — AR SE AL SR J 8 T XU

TRZEH a2 W45, X/46 XY, BHE STENRZF16-22 S LA S B, DO ahs
JULIE. 'S, S ARRAESR. MAERE, MEEENEE, METUELE T, UHRSHE
HEMRZEH, (Chang 1990; Hsu 1994; Lazebnik 1996; Huang 2002; Kibar 2009; Layman
2009)

45.X/46, XYW B B &k A2 G0 ?
TN e, 45 X/46 XYRY BV 40 s « —ZS @ S AUREE A RSN SERE, M T REJE
AR LT 5 B —RIRIREKERZ N, HA RSB E =2 E .

4L U445, X/ 46, XYE, S PN A
ISR, SR ISR R ST R IR, AL
AR, Tt KRS MOPIERI B, 1R
HRRERN, R0 FRE) TTRER IR, AISLET%
B AP AR TR 53, BBt AT DB A
HEPOIR, (RAERSHROL T, BORRBEN, s
U R LTI, — S I A AR 5 B
TR, P25 5 IE AR T 245 8 SR A A
- BERSEIF O AR TR, R R TR
7. AR TR, 2RI e
AR, AVRSAL T I, JTFA I 1
A THE, AT AR A R R S 7 HRI
20 EERP LA TR, BRI, TP
AU RN FASF R AFTIEE#TEE, R

SOKFREE IR,
ARAE RGBT TR, PIRERR BITERRA LT 0 1004, DY R iR 4
e 1 5 50 A RS 2 e P RS CHA S R

POLEW AP T AT BRARE, T 2R B RN FOREAR X A O 525 5 FEmT /RS
P s, ke A B S bk ORI o

T HAE RGOS as:, AMRAECGRLIER 218, RN A T A KRR
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45, X146 XY I 53 B8 1o AR R T BEAEAE N o0 b RIS R A TR AR BT . M B Bk Al
BN, M1 RETR R EHNR/RSIEIT.  (Tosson 2010; Hjerrild 2008; Tho 2007;

Richter-Unruh 2004; Canning 1999; Telvi 1999; Hashimoto 1997; Linskens 1992; Chang
1990; Aimakhu 1976; Unigue)

AT, BAASERIT IS A N, B THZ RS E i EE, 3O
— KA. HRDX MBI BATREE K, Ry R e e, ARk
AKIEE T o ——1745X/46 X YEFIRY RERHI 25 7 HI L AF

45.X/46 XYW &% - 2 G0 7?

1% 45 X/ 466 XYW BER S SRR R S E B LR g, DNAIE DL, —REFEHITT
REGE 7 i B T E A AE R B B SRS TS R, IMBIEDL, HEEREIMN
ANEOURMENR, B IE R BN E( 1A ATATSERISE I S B ER, GNRAFEIER K, w2
BRI YIBR AN T A H H#H T 44

WISRAE R TR AL A T AT TR, PIRETR B WM R F T 0 0T, R YR BRI 4
e LEAB - 53 A0 TR 245 o ok P i R B A R

L )LREEZ R ERRUREIRTINR, AR R T LIRS G AR, IR By
P& B REAH 6 1 DA 53

TEMTREFN N IR D, B A6 E B 5 S RN,

BRGNS PPN S, AR KR IEH 212, BRA AR AR A A K BGR A A BiE,

45, X/466 XYH) %38 AR ER 35 TR AL N A B IS R AT A e . U AT B, it

TR AT RERR S /R SR T R It AR

[ AR 1 G- AR R 2 ) USSR AR B RE T T8, A 45 X/46 XY ZEHIIE ILE AR —1E,

BEESEDHE—NL5X/46 XY IR AR X0 5.

BAAEE RSN L BRI AERIUENE R, ERUETE AT BRRE L, Bl
(2024 4) AN 45 X/46 XY 2> TBEREINGE B FRAERNIR, R0, CREFFLIME R ER
« B PUFLE A S R SR EA,, A AR AR A R E R SRR R, TR A
il e I Y,

(Lopez 1998; Osipova 1998; Canning 1999; Telvi 1999; Fernandez-Garcia 2000; Papadimas

2001; Huang 2002; Landin-Wilhelmsen 2004; Richter-Unruh 2004; Doerr 2005; Patsalis
2005; Alvarez Nava 2006; Franceschini 2006; Hjerrild 2008; Tosson 2010)

MPAFEII LR L, % ELT?
BOE, 2o LTI R AN s, P2 TR 2 MR A e s L P
AFEBE, IR IR, (]2 IR AR AR RSOT, IETE A T

9



SRR PT B, RAETTRERFEARIEN ek DAl BoRAEMER, USRI
PLEBIR . G OLFERS, BT RERR R IR A TGRS (BUMEA) o R seR
AP FHR ATREA B TIWT 22 J LT CE Al

RAES NG nTRER AL BIARSUIRTERR, Bl—EMAMERSER AT RVER, INTRETF(E
—BE PN EL ) NE (X S AR THERERIA ), bR, eI A Rt Ha R
TS A——KEYEEE044 45 X/46 XYRID A TS BUX MG 0L, Beoh, i TR RES & B
—MPSSCRERR, 73— MR, EH A RBUEE VS, /8 alsE =& B NIE.
TEINTE, (HXEATEALZUET IR LM%,

RIEFF LA A R B L H TR, WETA/RSOINANER, HESEAE S REZ R
HITE. SRFS X SZIRAIARIIE L,  LAREHE T 2 LE B AR K 5 % R R A B £
ARG AEHE, FATERERE, BIERK DR SAAR B s — ik
B, B, EMAERILEAR, #LEMERRE SR 2BIpaE . HRE H
T BTRR WAERMAFEE, LI ERCy B LS EF SRR A2, (T
I FAREEOZE Z BN v O B CHPUER FFET. T, SR s R AR B
f9, (HRES SEERR A MBI LR o), X ATRER RIS RRER . TG RALERE TIE
IR AR, AT R P TR H R TR

—MMET IR ES O ETSR e, BREFEREZMNEE TR [FE], BIE
SR AR [,

“ AR PEOWTINIRE TR, SRR RIS, ZBARE N EROURII I
o RMHHT 7R R A, Bl T S ME— K (m]f & 2B A5 B T3 R Bk At PR 1 T
AN, SN AR, AR BIER IR — 2 F TR, UG5 TFEE
IR

BRI IR E SNEZ S TR TR — B E L. AR, FRATRHRIEHR
TE MR ARG D EETR, WOt % BUEGEH, ERIEVISE IR e —a
FEFIERIAT
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RN 2 e A T 2B IR Gz Al rT & BE 2
— LA FC 4 A IE AR 8 3 W] LATE A5, X/46 XYY N & -1k,

KK
BIRIFIERES, FUHEH L5 X/46 XYII N B M/, AL A AERFFREZR/DN, AN
WFEEEN I IAE K218, MARSEMAETEARIEEE A IE, 7 Unigue G RANEA L
RGNS R B Y R AR GE T IR R, B 46 R B T TR SRR i =
BiEtEmRN, #EH LS X/A6 XYL 5@ E %/, H EEAS X/46 XYY B £ 0% /N, ANSRAE
HIA S — S NUIER 7 AUNMERR, BB 2 Mt TFES) LAY 2B (R B 2 ikg, B &/ NEHR T
YRR EiE KRG ITEL, BT B L REEEgladk kv ek, mIEms, A
R R aa] R RgEAEN TS Mg, BHEEE L X Ekg AR .
SRR BTG &, (EHIEFTA REM &R ES, EEFERH A RESR
FlR IR By e, TR SREE T B8 A A Z5TTE SR B AT B4R B s fL T 0 o B B 2 e B ST A
O frp B R BRI, B LUt A R R R IR A T | IR R R
HZEHINEFIR AL ERER, I HILEBRLBE NS S, Bt 7 E
KGR, BRATMAREATHER A, REMEN, T 1L MR R e
HARNT— 28095
U —EEIE RIS, BEHEEREROETL AT, EREAN, Ko 5K
651 [1.68K], & SR8 [1.73K], FILHAMKER G%— . RESRE, Hp—
MNREEGE, TERAT A2 BT B AT AR IR SN IS —— B LB NT TER 3% 77 iy 55 1
. HFGBHTE S L
“ R ESNSST [1.73K], HARMIA LRI T 384 [7.5-108901—# 4 B 27
P ILHT K
ELEE RO, BOEE AT EREA, RS SR ETISEIBMI] AR ST A8,
“Omf THRPERREERR] BRSO [ BI7E 25 % i AE, (BRI
TERRLN —H A =PI R0 7 idic Y (098 45 1
“R A A TR AR TR BIRIE, X GIRAT T IR — B g Ly
EHEC PR SR L, IR E G T =% % . RIENRE163H101.70)T
|, BFEB T LAEFFE 13955 [83 AT ], XFELLEGA3E, FRAEWSIERIH Sk E
(RS fS le A NS g IR, O T e RrE 13500, R =it 3 e o4
1. BARME HM NI TREIX L8501 —332 19/ 4 5 1F

DESFHEATRES T, RS ER ks, IR O i s 21 B pR HAh iR iz £
TNk A, MO A MR SR E R T Hag I, DAY M e sl i P22 it . IRT T RS
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MBI LE R G DL TR, (B Zm nf DLE R T AR VIR R R Y. OiE T /7%
FZ[EHIALE COE P RE) A .
TE Uniquelf i, 26 NP3 AEHERDA DTG, HrhaliEmAA Eaplkags. Hb
MY R AR S 5 50— NIV EARIESR, = AN, WA EahlkagEaEmni)Le
BT ARFESRAENEIL, HEWE IR, HATRAIRGIRA . %=L AERD
e RsER i, SER I ML D AT PG, (EE58% it AR SR & il [ it

B ATRe A, SRS OFUEHASNRER) SOFHERK,
TEUniquefk i, 26 N2 AR St A S5 PR IS IR, (B AR S SIREI 350G 525
il

& S T AR FARIRR B PRI B L B UniquellTik 3 h A 1/26 N A HHR
Wi, M EAEERZ HIRBEIRTT . 2644 UniquelX S1¥AR BAWERRE, EHP— NEA
R PR 5 SR UL 5 M —~ F UM

SIEME A FTRER &R, ABXE Uniquelt il i Th 56 N2 E 5200,

HERE TR T15 2[RIV S rTRE R, CHUR IR IR A ko 14 H AT RER A/ H oA
AR,

FINOME : FE TR — MR oL, (EATE IEH SO Erstoeh, By
H—HLUniquel AE 16 & BRI,

S RATREA AT, PSRRI KA —

AMRES PR BRI, o2 — b7
DRI, EH SN BR T RVERVE SR, SOBH 2 TR TOIRR.

INER I NIRRT S e, BB B E, P EFSAE SRR, 7264
Uniquerk i7ih, Z20H = NAFEMRREERTS 5] W HE.

(Andrade 2010; Tosson 2010; Tho 2007; Fontenelle 2004; Richter-Unruh 2004; Telvi 1999;
Low 1997; Tuck-Muller 1995; Papenhausen 1991; Gantt 1980)

N B EHE R ER LR 2

ST VS5 45 X/66 XY IR A AR, PEIR  (—AEMAS) R (HERREEA
TRUET) HIRS RAFTER . TR SATE SN ARG ) S KU M B, LA K241 5%-

20%, HAR7ESI B SR B AR ER) B R RS, 7E AR Bl SRR AT B b, R SR
I BE AR IARE R S s 755, T4 5, X/ 46, XY 22 1 T SR AR MR A U M 786 T-20% A
L RAET ST b B Rl e A4 A 1 N R 2 48 A R UG, ISR PR LT SR T A

TIMENRAEG HTE WG, VENR AR A & R Rk, (H30-40%H9 HEE 2t —
% RO R, PR TR TEE ARG 2, R LT HE ER %y, |
HATREL A TEIE R ARSI LER — % % DL ERRAE A& T,

TRV ERIR G, e I SLERA AT
>3
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BT o A BB PE R A T2 U0, 9 T B LB s e, Bt e 2 UERE S R (AR
CIBRA) VIBRDIREA RERETRERTN R IERR, o T AR g R G ARERIXY IR I K 7%, 8
HHASUIBRMERR, A, WTBEMENRE S —AIETTER, AT 705 F 8 T
KGN, RIGTELS 5% IR B TRAE — RSB A B, iR TR
. RHRBEHFENSER G, MR L PUBIERRAIEE, MER20% 0 1k, FFFE—RHT
RGN 205 R ERH T — R AUERG . AALES — I8 2 BT AR A s
, MFTE=A AT -] A&, e R HTENGRE &, Mg
ZEAETE, FEAT AR SEALVIBRECEE AT . MRS —RIEK R & Bl 4HHE,
W & F AR RAR PR S5 RG,  IFTE ARG BT — Gk, IERASEALEH SR Tk,
TEAA B R R S TR E MR & INAD X/46 XYH AT A ER, EIAHITEEARG . BFsEE
B PRI DA B MG A i iy, X BB UM A Ny 2 & BRI LA B V5 i

— AT RE S B R BRI ) SR RN, TY R R R R 2 R (B 22 s R DX )
i, EMEREEARRNEIN TR Y EREERN AL, (Layman 2009; Brant 2006; Pefa-

Alonso 2005; Huang 2002; Atkins 2000; Gravholt 2000; Miiller 1999; Telvi 1999; Hsu 1994;
Nagafuchi 1992; Chang 1990)

#EH45,X/46, XY NREMB AL BT, ?

EEEWZE, WTAWMIEFEPBEME, BREWEEREIMEHIBI, BEieE Rt
, BEELS X6 XY AN AEBRENESRFHK, AEANEEEE, FRMAN, —M#EfAidicy
B EAREE TMAET.  (Landin-Wilhelmsen 2004; Alvarez Nava 2008)

HAthi2 W

A LA AN ] R 4R A %

FERLESLT, BT B X R R R FOXY S e R B R 2 5%, R ATREFEEE %
HIiE %, WE XN R R S E LYYk, FIAI4T,XYY ;5 BUES XYk, il
47 XXY, X EEAN A A R B R S EA T T Y 5 R R S B S B T e, A, R

47 XYY R R B ERTE M TR SR E P = BAREAE R, BEH 45,X/47 XYY/46 XY BRI B
TR 2R R NSRBI K

45X/ YHR AR S5 M) S o

TEHER 45 X/46 XY NG, KA—E LB YROEREN S HIE R, TR YR E A HIE
R, R LR HEAIMOE T, SRS, TTieYROERWIEAEN, HiEnmas et
MM, X EERZ Mg\ R T2 AR R © RE YRR AT E ME S 345 XA Nary Hefl
B, MR HAR A PR AR, 45 X4 %, YR ORE SRR LU R amiahal oy Gl
WEWEYN) o L, MHHIPOE KIESRYWFES S & — 1 R NE, FEMANLL L%
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WG OO, XA O N G 2. XEELREME, 45 X/ H A S5 R YRtk
W2 W BRI B PR AR

SR, K% e 55 BAE & Rt R A IR IE R 1, R & B K ERN AR S A B %
P& DL FTREVEI SAFAE . TEISWTHETT 45, X/46 XYI AR, ZHERILLBI R RER %, &

45 X/66 XY—HE, TETFT ARSI WIEE 8 B MR 2 AT RES AT HIbT, YW ZLS AT
SRS, ARSE AR DU L

AR O —RKE W) M—5EE Frhp) , 2RI B,

R R OER LRt 2 B, A X — W AN ATHER & R 2 I XU

(Layman 2009; Ravel 2009; Willis 2006; Robinson 1999;
Teraoka 1998; Tuck-Muller 1995; Hsu 1994; Daniel 1980)

45X/ YR EOARZER) S0+ RIS

WU 24 R R PR s EUE 22 Y He (R Y et f i

SRR T 545 XU AR — I BRE 0L, DG 22 :1Y
QAR NER 2 4K, BERR 80T B — A 22 s Ui e i M
Al R, DUE 22 I dic, SFEIGE £
YRR GG 22 R AR EL, (YRR AR 2 LA
B, SIS 22 S IR Aidic,

AREAEE =A%, AN YR O, X

MIEOCT, BBLRE R 945, X/46,X,diclY)/47 XYY,

|
{
X

K

PR R g RO AR H MR IER B, (H B
45 X/46 XY LLBINE =, AP RGN, MIRA A
RERVZER LR — MERSRIEF Y H 2, AR EREE 51
AR R ELBITE %, B RFAERF KB 5-45,X/46 XYHH A,

AIREFEA KA, ZEIRENMAF N, (Daniel 1980;
Tuck-Muller 1995;Teraoka 1998; Huang 2002; Willis 2006)
YR AN BL, BT R 524 Al A B
L RN RASEEIR R, SR, R L b5 R
AR TR/, AR A T AR RS R — 227
H HBHIRAE

A

X Betofk
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B 45,X/46,idic(Yq) or idic(Yp)

BN, P& 22 RYZ AR [q) B 11 TUFI AN [p B 194 I
H, XARPEF AT AFE Aidic(Yqg). diclYq)EKilYqle
B, RS 22 Y YR R ANE p R 193 TR S [ 1 # T

LR, SRS LU AidiclYp). dic(Yp)akilYpl, 45 Haih-—— 4tk
BRI E - B TR R, TR Wk S B R de PR 2R IR

PR T RE R R T RAR RS (Valetto 2004 ; Willis 2006) . (522
B 45,X/46,XYq- o
YRR KA TTRERR R, TR AYg-. YK LFRAZFa =

. AZFbFIAZFCHIAZF (EASRERT) IXIdknt, 25878 H X BT

2)—BEFBIIERE B BAAA PWIEE YRR, ESpr BEEEY ofdidk, HHEE
TEIHN, (Patsalis 1998; Siffroi 2000; Alvarez Nava 2006; Alvarez Nava 2008)

m IFRY

Y R TSR A LB, TP R A B — N BF. SR rY). 27
ANEAER P RERS, L B RS T RS e M TTAE S N IE 3 B e R %
o KT R T A T LA RS B2 B RS B, O R S (e A o O, O
LS SR 7 A T R P P B BT KR 12 (Layman 2009).

T

BT R AT, Fes b, (TR T AR R IE TR, A
L5 X146 XYHI N, AATTHIFT A 5 Hopth i SR et iy AFETCZE 0, T L6 A 2 S
. B ERERRET Y, EEEEATCET . 16124 Uniquell i Hh, 6415 Wi
HEH R R RS Hrh— A TR B M T S LUARE,  DASCHR Ayt &
PET FEIPE, M T I LATRON, A — 0B PTREYE S 50, F—RIEI&IT A, WAL
B AN A S BB 5 2t Tk A, R 2 X T [ R 7 G e e
HH ¥

M AT R, EAESHIAREMSR. BETEN I A E T, —12
w

AR IR R AROR, TR AN R &k A o S AR Tk, —13%
“OEERM B IER W, AR EIERTE RN V), R EE .
-SRI B P 1, I ERASAE Yy &1

“ ARSI, (T REEEREAR R, BrZ e, . BrAa RER, X
RER T [ RRE A S TS5, — VRE LR F B
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Rare Chromosome Disorder Support Group,
Hudik : The Stables, Station Rd West, Oxted, Surrey. RH8 9EE

Uni e HEIE ¢ +44(0)1883 723356

EBHE ¢ infol@rarechromo.org | BI4E : www.rarechromo.org

\
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R R gp et (FEE)
Motk 13 Simpson Court, 11 South Avenue, Clydebank Business Park

Clydebank, Scotland G81 2NR
BHUE @ +44(0)141 952806 | KB)E4L © 08452307520 | ML - www.tss.org.uk

xyTurners
FEHP ¢ infoldxyxo.org

Hbht : Box 5166, Laurel, MD 20726, USA

Facebook
Mk © www.facebook.com

B4 R4 A e Facebook B4,

Join Unique for family links, information and support.
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B MSEH#TIHF www.rarechromo.org/donate 1575 Bk 18 B KSR |
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