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1. Turner JEBEFEDFKFR

1. iIC®HIC

Turner JEE#EIT 45X, X GO XRK, £-i13%
DEYA 7 R EOKEIT B R, EAR, BRHA,
HRET. KEIARAEZRE 72 &L ORBE 2R OLHETT,

Turner JEEHDOF R OEEIIE L~ T,

O EBHFREOERDOAI )V —=F (NEEHE
9 & %X Turner JEBFER TIXR2)

@ —RHEEAR - ZIRMERAR

@ ZoOfo Turner #fE (FrEROFE - B
OEEE, BRE., KBIRMEZR. S

@ HAERTYEESHT

® BHRFEDGEMRSHT

20~40 MO A KDY KL E T 45X,

47, XXX 72 L O % 10% LA FTOEIGTRH D Z &
BHYETH, EBHEFE - EBARK - KEWE - RikZ
ELRBE/RRL., ERERTFHEOAEENBEZTY

[02d HERAEDIEEEEY A 7], 45,X/46 XX EF
A7 TIREK - EAR - KEWE - R & K5 I12i3,
45X MifaH 20%LL ELETT, SV#x 5 L 45X
D 20%LL T b, ZDOX I REE LIRS X
Ao

2. HE

EYA B - A 7BROBmHE2ED T, FE
R4 R D 2,500 A2 1 A28 Turner fEEEE T3 (Wolff
et al., 2010), ZD~45%% 45X T, BV IX X £z
XY OBERE, VA 72E8TT (F1), 456X
BRIIZFICKD L. BEFT 1~2%, BRMERLE
T 10%, FEET 1% TT, 2D LiX 45X EEDOK
o AR, T bk 28 BLVANCHKES L
THRENDZ L 2BW®WLET, VXL, &
5 28 DLETIZ A 2735 Turner JEBERED KIS
45 X I T¥, iRPICHEBRS 5 45X fEfk & H
EIZE B EEDEN AT D> THERA,



3. REA

1) EF&E

XY EpiRmOER 2 2.8 Mb 12 & S & E Yk
fHI% (pseudoautosomal region 1; PAR1) (X% DR
i< I SHOX BIEF (BRICER) BdHV ET,
PAR1 i X RiEMA L Z a5 DT, SHOX 135 43t
C2ab—RNESET, 1a—B8KRIT3EEFEIC
RVET, FEA4PFEFEOEM (Turner EHREED
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(RiilE - THR) D%EHME (mesomelic short stature)
REERTZENDHY ., BEHOZX N NS
OWEMHBELR L TWET (FEFH, 2003), EH R DL
BTGV RICX 5AIIIER T2, FISHET
SHOXBRELTWBZ ERNHY T, X EhLE
DRETIIEHEN-3 SD BERDIZH~T-2SD
A% TS | AIREOEREHEVET, DX 5 24
WCRERNVE CBEIHEMT, FROBETT,
Xp11.2-p22.1 fHIRLY Beafkic b HRICEFRT S

~40% ) . Madelung % # . Léri-Weill BEFEHDLEHEINTVET,
dyschondrosteosis (Turner SEBERED~T%) . F I
# 1. Turner SEEFEDORLH 2
HRaEECEEDRE , 4/ 7 %253 B EE (%)
45X X0 45
46,X,i(X)(q10); 45,X/46,X,i(X)(q10) iXq) b 15~18
46,X,+mar; 45,X/46,X,+mar +mar °© 7~16
45,X/46,XX; 45,X/47,XXX X/XX; X/XXX 7~16
46,X,del(Xp); 45,X/46,X,del(Xp) del(Xp) 2~5
45,X/46,XY; 45,X/46,X,del(Y); 45,X/46,X,r(Y) 6~11
D, 2~8

a Wolff et al., 2010
VX BBEOFRBESY A Y v
XFEERXYD—ENORD~—H—

% 2. Turner ERBEOLREERRE LEKREROHEE 2 (%)

BRAEAE AR 45X 46,X,i(Xq) 46,X,del(Xp)P 46,X,del(Xq)P
BEgE ++ ++ + +; —
RREMEEAR (HERERFL) 88 91 0~50 0~69
TIRHEEAR 12 9 0~45 25~67
B 49 21 0~6 0~3

SRt 55 42 0~35 0~25

D« KIE &% 17 8 0~4 0

BAE 20 13 0~6 0

a Ogata and Matsuo, 1995; James et al., 1998 2> HHE. TV A 7 b RWEIIZOWTREHE.
bRIDENL L KE S CTERKERDOHENED .

2) HREEERE
Xp11.2-p22.1 FEIRFE 721X Xq BRITFB L, JRED

RAEEZRLET, F—BESHTIIZAD X B

AEPNE LRESEERBLUETHE, AHD XA
BODRERREBDHD LA I EL DT, I
PR SIVER A,



3) Turner &

Turner SEERE D ERRIER O KI5y (BIREH - FH.
R DRIE - FHOWMRE) 13V EDEFRIC &
LEEORFELLT, BHATEEY, TOBEBFI
XEBRIIHDEHEINTWETE, REREINT
WEEA,

4. Turner JEE#Z R > TRETH L &

1) BEBEFERY R 10~14 BOBEFHERE
TIHHZEWAE (nuchal translucency) K %387
b, FUYI—18-45X- FU Y I—21 ZE\,
FAREEHEREEL LET, BHE - EALEFEER
izl EHREKTT,

2) FAERORY - FEORE, BIRHE, Kk
Mg

3) EHE  INFRAFERIZH R 100 cm AT
olb, RaERES LET, Tuner SEFERE TIIH
A RFIZ-1 SD, A¥KiC-2~-2.5 SD, BEHIC
-3.5~—4.0 SD, kA T-2.5 SD~-3.5 SD#¢:EbH
NTWET, Sz L, HAERIZ-28D TR
o725 Turner JEERETIIH Y /A,

4) AR . —REEABRBKE S TTH, 2K
HDOZLbdHY ET,

5. 45X DER & EFER

45X 121X 45XM (BHE%D X BE-TW3) &
45 XP(RHEED X BE-TWND) ¢BHVET, %
DHERIIEFRANCIT 2:1 TTHB.DNA ZE 2> T
ARTFERTIT 41 T, BERIITELTVEYR
Ao

HARTEDIZIE 10%28 45X T, HRFED 156%
DEETRZD L T2 L2TIRD 1.5%H 45X 1272
DETH, HERE TEFTHDIX 200 AiZ—AD
BETT, SVH#EX D L, 45X OFAER—ANITHL
T, 199 ABBERREL LTERbRATWAZ LTk
DET,

HAIZE S 45 X BEEITBAEIIC 45,X/46 XX F 7=
i% 45,X/46 XY TV A 7 Zo2b DA, 46,XX £/
X 46, XY D57 A v &RkoTAHELELETHHEDD
9, Yefafk FISH 4347, X £721XY » DNA £5!
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REERANT 456X HETEF A 7 2WE LM%
3Z2EHY, BlehbTdE 45X ANADT A v 2k
DHDN 80%., YEBLTA LV ERFOLDON 156%,
XX T4 v &FEOL0ON 11%, 2 ETY, MmKH
Tid7e < SREEFE O D 72\ WA O MR % T~ i,
EYA 7 OHEEIZESHICELRBD EEDRET,

6. fLAtE

45 XP Letki 45, XM £etk & 0 A OB - #A:
KERLTWVWBRLEVWIHMERA XY A TRRINE
L7 (Skuse et al., 1997), M55 iFH#EVE X
neafk EOHRMEXET 2BETF (7Y U7
AV TEHZNTND) XD LOFATT, ZOH
EhiE, ZERBHEL Y LEADORL - 25 - #
REIEBN TV D DIXLERRPE X 2B DV, 5B
HEIXNSEYED D ) BXITZITFR RN & T
HTEEY,

7. X REEREME L Turner JEFREE
EHEDZERDXD 5 b—RIIRED BHICARNENE
fLLETH, —HOBRETF XEBICE) IXEHE
DEFERVET, XY THEORBBFNIEETE
BIENBNEEPNTVWET, ZhT, 46XX &
45X TREFDOE I BHHEZFATEET,
X,iXg)R® X, Xp—72 L CIIEERE O X BAEHE
fELTWD ORERTY, REELITT ¥ ol
TV ETH, EERXBANEE L-MIZ4AERFT
ERVMLELENRTVET,

8. 45X LDty

45X ZHIIRREREZ OB, BARRDOTHRET
T L LBIAMICEEIRT A Z & 23H D, 28 BilAs#H
HINTWET, ERLTH BRWME - 5EE - AE
HOEE - &FF - bY Y I—21 BEL, 46X ZHET
IXBERIIS DR TEENEREEHRTHI D
EERBbhEd,

45,X/46, XX Z DD E Y A 7 B Turner JEFERE T
TR - ARERIE U3 ICRBL L., HIREEY
FEEY A 7B Turner FEFEHL D ITENE ST
£,



9. YHeEK
Turner JEERED 6~11% T Y Befalk (EE X7
IHERE) 22V 7 TRD, BEORIAIZ
Bx T3, Y REERXONIT, HRFEMRE
(gonadoblastoma) ZRET DER1HY £,
[05i X/IXY RAMMHRERR] 28R,

10. JH%

INERAERIZE R <100 cm D& IR & Yefatkip
& L. Turner EE#H THIIIHESNVE V THET
BT EBERIZRSTVET, HARIZIZ-1SD &
ETHEEOEIIHALNTRWVIINE, /INERAZERE
IZ1%-2 SD~-2.5 SD T, MEH/NLE U IBERDOHIMH
LbERSHDBZLEEFALTOVET,

BERNVEANCLDIERESIT T 12 m~8B< &
H1IFRETICHEN 140cm IZELEZSH VBT R
re SRR ERBLES (A fl, 2008), B
WCABRBERLZFIZT R b7 U REOXRIC
ROERAL, BEHLURIT, EORFAIVTT
Kauffmann L2 B ATHZ L 2B X DHRETT,

James RS, Coppin B, Dalton P, Dennis NR,
Mitchell C, Sharp AJ, Skuse DH, Thomas NS,
Jacobs PA: A study of females with deletions

of the short arm of the X chromosome. Hum
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