SRk T EEEERLARER
NROLS RS - REO T &IGFICBIT 2H5%]

75 A7 AVE—-EBEHOBRBOKRE
(SRR © R BRI /MR B SR BIEETREROHEICE T 25%)
RPRER. 85 9

E: s 5[V 7K — REREE (47 XXY ERE) ORKRELEEZTR, RETHTH 5, XRE
bt 20 VEBFRITRNCTRBEM#ERT L7525, bhbhit2-o0BBETF (BEREERK
PEREFRORPS4X) DEBEFEHEROREENARLOBE LR L 1.

RELEE:

LD

7 5470 F—fERERT, SHHEH4ER1000
ACIADHEETRDbh D, BHEREBEER
t&%ﬁTEOE%E%&EE@—Of&éo B
£, BELCXPEENEDL RBEFRIDE
EORRB Y BRETILBELAKINTULIR,
bhbhit, BREEREYETEE (IR
Bl Ro HER A O B - R B A 8BS (karyotype-
phenotype correlation) icx b, 7274 v 7z
- EEFORREHILL,
754V 7 NE—EREFOKE

BRCHFETHXRELKL, KBFTOBEC
BT, EHEBETHS, FISANRBECSE
Ty 1(Xq), idic(X) (p-), Xp—, Xq-, t(X;14)

154V E—EER, RETEDR, REARETE, XAEL

REDREBEYETS, ChHLOREBED
X Rl B SALIC RBON A B~ 8%
EBELT VS,

REEREET

FEEERETORERSTH 5. BRHOK,
X pfuth BT D BETOFTXRE LY
ZHnVEETE, TRURRESRET LA
L5 %o bbb XU TOZoDEETDHE
EwxmEE L,

HIDBETR., XRabEROBERAE
EHRCBEShIRERERET THE. BH
fE kBRI, XRedLYREEOH THRA
o BT RUE R O EHEK H2.6Mb & BB K
0.4MbE R TH(R 1), = DB REMATR

B ES B A2/ N ERL (Dept. of Pediatrics, Keio University School of Medicine)
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11.2

11.1
111
11.21

11.22
1.3

12

Y chromosome

X chromosome

X1

LEHFETERET R, XREBFOTFELLE fes—r—ERFOM, BUNRLI 517
icuwikes, FLFE2avr—-oFE®BLLTE R — ﬁﬁ%ﬁ”ﬂaﬂﬁ%’@&hé%ﬁ%&i_ﬁaﬁ
EL, BEREGAWERE CHVCGRETES BEFELR (R, bledic, EREHRE

RERET, Thbb, EEBLEL, - BEOEKFEOFMI TR, REBAELRE
F—IEEH TIX0SEORBETFE, 75 (v 7 Bl ENEHDREERTILNENS S,
A EEBRECRIMEDBRETF BRI/ 2, T o, XRadEW IS LY Radak
#z1

% B BREGR (THEHBEEE) cm fiE Bl 4%

47, XXY 178.3+7.2 85

46, XY 174.7£6.7 - REERE

46, XX 162.2+6.0 EEEEE

45, X 143.3+6.4 130
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* 2

Size of PAor SAer Patient

unpaired region streak gonad  abnormal menses number
45,X Whole X 88% 12% 103
46,X,i(Xq) Nearly whole X 91% 9% 35
46,X,idic(Xq) Nearly whole X 80% 20% 10
46,X,idic(Xp) Nearly whole X 73% 27% 11
46,X,del(X)(p22.3) Distal to (Xp22.3) 0% . 0% 15
46,X,del(X)(p22.2-21) Distal to (Xp22.2-21) 13% 25% 8
46,X,det(X)(p11) Distal to (Xp11) 50% 45% 40
46,X,del(X)(q13-21) Distal to (Xq13-21) 69% 31% 32
46,X,del(X)(q22-25) Distal to (Xq22-25) 31% 56% 16
46,X,del(X)(q26-28) Distal to (Xq26-28) 8% 67% 12
46,X,del(Xp)(interstitial) Miid 25% 25%
46,X,del(Xq)(interstitial) Mild 0% 63% 8
46,X,t(X;autosome) Mild~moderate 28% 24% 74
46,X,inv(X) Mild 5% 20% 20
46,X,Yp- Nearly whole (X+Y) 100% 0% 2
46,XY (SRY mutation) Nearly whole (X+Y) 100% 0% 31
47, XXX Mild 4% 37% 46

PA: Primary amenorrhea; SA: Secondary amenorrhea

EARMO EREAFROFERCAFIRLTNLS
RPS4X & RPS4YTH 5 (M) RPS4XE
RPS4YRERENCHRA TS EHBTREINT
\Wh, RPS4XIXOREAEZT T, RPS4X
L RPSUYO FHERETEIEEF K2
A~ TH b, 7 FAV TN E—FEERTIZS
2 —YiB, cDRPS4XERPS4AY D2 5
AvME—ERFEOREBEMHEEZTFTHS
M, RPS4XH, XREBAOBEREY
Bl 2934 v 72— ERHORAEEBL LD
BEVAGETHIRFHBCEET A L0 b,
THBEhb,
BELEEORETH

EREEHEEEIL., LELEXHERVERAL
( gonadal dysgenesis ) % & #f 7%, Ogataid
F—F—EEHBZECK T, HREETED
BEEEIEAS BB CKTIARAREEN G

SORE (FERHERHOYA4X) DECERED
MERFEETAZ LAHEL, BRESHFOH
6 42tk D XF & A& 4 oocyte D WA BIRL
TWwBZ ERTBLIE(E2), RehREER
IR VTh, AEROBFIFEL, BESR
o £ R MR IR SRR R ST RS
Bl COBREIR, 794 v 7 E—ERFK
LML, BT AR YEETI R LR
Ihbd,

754y 7 E—EEFHEOREIAHLE
B, Ll BHPAHERBCEEZ RS
RERERZETF & RPS4X I F HicREER
BEFCTH, BhrBideET 5,
Xk

(1) Ogata, T., Matsuo, N. ¢ Turner syndrome

and female sex chromosome aberrations @
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deduction of the principal factors involved
in the development of clinical features.
Hum Genet 1995;95:607-629

(2 Ogata, T., Matsuo, N.: Sex chromosome
aberrations and stature : deduction of the
principal factors involved in the determi-
nation of adult height. Hum Genet 1993;
91:551-562
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