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(AZE] B S IRE R LR @RI SRY JERAGI , 94 Wi e (o A% AL SRY
SEBC BRI FRZ IR ik R Leica CytoVision® [ S48 147 43 b
RAGHATROAEIIIHT . KA PCR I B WREE I L Uk 7 ¥4 SRY SE A TAR I, &85R 137 4]
JRIE T 2L R e @ A S W 10 61 (7.29% ), Forp 1 5L 2 4] (2/46,4.3% ), 11 74 3 {51 (3741,
7.3%), WAL 2 {41(2/26,7.6% ) , IV 54 3 {5 (3/24,12. 5% ) , 1 58 JL SRY 4 I0 BIVE, Je (R A5 45,
XY, -21[10]/46, XY, ©(21)[5]/ 46, XY, r(21521) [ 13 ], A7 XU S2 U35 A5, WU G A5 24 52 AL
FEPELAIZL, 2y DSD(disorders of sex development) , KA BIARKHA SRY w4 . ik Q@i
TUMUAE S DRGE T 2O U £ B R IN Z —, E 0 E nT 51 JRIE N R G R A A + R F XA 5E
r o AR, AN Pl PRIER 28 BHAENE R 22 B 25 MR A SR A S UL X LA IE A0 R 1 3 ) R e P e
KA A B TS B2 W, AR e G AR A 2 R A R B A A, T 2 5 DSD.
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[ Abstract] Objective To preliminarily determine the relationship between chromosomal and karyotypic
detection and hypospadias. Methods The chromosomes and karyotypes were detected by an automatic analy-
zer. Results Chromosomal detection of hypospadias was abnormal (10/137, 7.29% ). And the clinical
types were I (2/46, 4.3% ), 11 (3/41,7.3% ), M (2/26,7.6% ) and IV (3/24,12.5% ). SRY detection
was negative (n =1) with a genotype of 45, xy21/46, xyr(21)/46, xy, r(21;21), bilateral testicular biopsy re-
vealed both testicular and ovarian tissues. The diagnosis was disorder of sex development. Conclusion Chromo-
some and karyotype changes may predispose to the formation of hypospadias. So far a dozen types chromosomal
aberrations have been identified. For differentiating vague external genitalias, such as hypospadias and penis-
like clitoral enlargement, gender is often difficult to determine. An examination of sex chromosomes helps to
make a definite diagnosis. Based upon the results of chromosomal testing and clinical examinations, disorder of

sex development is ascertained.
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1. % Y6 TR AT 2238 5 A (fluorescence in situ hy-
bridization, FISH) : Wit 4 JRIE T 2L 8 LB 6 I W b
A BEAT G A (A AZ LRGN F DNA ERET FHHR IR 19 4%
RS> ThRic, AR5 K TR ET B 2 S B e (0 R 5L
DNA £-4E0) R b, fE S5 9EO6ER 70 7 MR Y 5 e
PUA SRS > TR IESS & A DI DNA R8I 7E gL (&
K8 DNA £F4E0) B bR P & L ARXE B2 #T,
JWE A g

2. SRY H 0 : $2ICE JL DNA, FH4 42 Iy 28 33
P BE RS FL DK R 58 S0 23 D6 06 BETHAG N D KT 50 kb
AN E DNA, R PCR R X I 4T SRY %A
SRl RN
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L SPSS17. 0 B AE AT Ge it 00, THECOERHT
PR KRl B 1 8 3R, RO T 2848 2H 22 ] 1 L 55
IR xC %y’ K%, P <0.05 K2 A FIFE Lo
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137 ) JRIE T 2L, Yk 5% 10 4
(7.29% ) , HAp 1 B L SRY ( - ), YefafRizil 45,
XY, -21[10]/46, XY, r(21)[5]/ 46, XY, r(21;
21) [ 13 ], 2IL7E ke 4 7n o DSD, H4x 34 SRY
(+), W31, PefRZRucAE T 182 F(2/
46,4.3% ), T 3 i (3/41,7.3% ), T # 2 {5 (2/
26,7.6% ) , IV 3 {5 (3/24,12.5% ) , W3 2,
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Table 1 Chromosomal and karyotypic changes of hypospadias

%5 et ik R SRY

1 46 ,xy,1qh + SRY( +)
2 46 ,xy,16qh + SRY( +)
3 46 ,xy,15p + SRY( +)
4 46 ,xy,14p + SRY( +)
5 45 xy-21/46 ,xyr(21) /46 ,xy,r(21;21) SRY( -)
6 46 ,xy,yp + ,46 ,xyinv(3) SRY( +)
7 46 ,xy, (q21q25) ,9qh + SRY( +)
8 47xy +21 SRY( +)
9 46xy Ky SRY( +)
10 46xy /by SRY( +)

K2 AWZERPGE T 2 ORISR DL (n)
Table 2 Chromosomal and karyotypic changes in
different types of hypospadias(n)

g e o (AR R SRY( -)
[ 5(n=46) 2 0
A (n=41) 3 0
M2 (n=26) 2 0
IVHI(n=24) 3 1
Wit

oo BEATT AR 8 1Y) ) Joit R Al 2 M ) e N Ak o
AR G A ( F R PR A ) 1 58 B M R
P53, Ye e PRI AR R R T8 A7 AE — 2 AR GE
AR PRIE T 2R LY R G A2 & AR R
Ho EZWAE BRI R Y et a5k
PRIET 2L, Y e e i S AU A B A . T
B AR Y Yefe (R AE AR A 13.81% o B Y
PO R KA (Yq) 28 2/3 N5 E R, 2 Y e
A K B AR Y f i DL AR A (A AR R Y
IR G E S SN NSRS R VAN N =1 U €
K, WA NN e g @ iirh DNA G s, B
0 By A B R TG R JE NSO I A A% 58 H R A5
BHARNIN T, e G112 WK P4 w5, S50
eI AT & B, PRiE 2B L
Qea AR RIOE R AATER Y YU, H A AR AT
ARE (1/137) , BEHIR Y G o (AT RE 2 JRIE T 22
R Y R PR 2R

PESSE K & o B 55 S PR AR 1) 3 [H])
VER , S 20k O L S AL (HEPE ) 5001 55 (HETE) .
7L 30 W ) R Hf SRY R OCHEAE T, Ypll. 3 2
SRY JE N, HAFTE— o+, TN &1, i —
it DNA 2558 1, LV SR 7B FAAE TS HL Ser-
toli ZNMIAZ . LE BB 3 A X, Hoh a2y
80 N AR R ELFR S HMG box ( highmobility group
box, HMG box) , J& EZ M e, HMG box fE%y
SHEVUIIT 45 G %0 77 41 AACAAAG, JFREME 5 2
55 1) DNA Sl st — A B, %65 HMG box Jk
PR AR G AZ I, SRY 25 1454 DNA 16 M 2 ik
g, HEE N Ui Y 22 2 IR Gk HE B PR AL J5 v 1 s
DNA 25515, HMG box Wi 4717 A P 57 1Y)
B fifs 5. SRY A S 2 Lk E W T
(TDF) , Ja sh S8 AL 04k, 0 2 L & & 77 57, SRY
AN T BXY MR SR ) S R B A
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N, BB SRY ({5 S S ¥ A T 4 LR AE . F
FFRWIZRAL N SRY H (A & 437 L AE LT , 1 F
AR ARG EZ N BAE S # S5 5 —
FPaR AR A T8 i AT AT — A R R AR E 2
M A% AV 46 A AR JEE RN B0 . Nk RIS T i T 2
K5 33 d Zed7 55 41 K SRY BEAE XY JIRR A,
55 44 K ent nT HHA S ALE . £ 52 K Sertoli 4 fify
B Bl A FE A0, - #E Sertoli 20 M A% h RE LR AR K- 2%
K SRY' o3k 5 HAE R A0 B A0 S Ltk TR
/R FAE—3, SRY 878 5 M I - A J&. DNA
JPA o0 Bt B s K 280 XX 53 M i 5% f o P AR A
SRY , fi{ A KL 15% W) XY Lotk B35 & 3 SRY
() R S AR B AR o X — 4538 SCFF SRY RS2 AL E
T, [FI R BIER SRY SMAAEAE HAb i M B g s
R AR S LT FTA #EHF SRY RAF M XY &
HEEEWHZEMRAT AR, X5 SRY #FEE2IUE
AP RS S SR PR A — 350, 3 28 g8 3 A A B AR
Bt —FE, T o8 TR & B A KRN 511
RBTER I IR 3R BN IR Kk M 1 45, 50% 1 (il A
P R e o i 200 e 0 e A g ), R o
T HIRMEIR' o SRY MR RL R,
il LA M A vp F RE PR A A0 X, B 25 i HMG box
(IS, Xm0 3 F5 DNA 254 5L 5 0 35 276 .
HIHAIEIA SRY RARHR I8 W R o Jor-
dan 1 Brian K 25"/ 78 1 i3 bk SRY 5878 (955 11
o, R XY 2ok SO BB AL SR A AR [R] SRY 58
A5 AHEE IEH RBAAFRE S, WA X RE 5 &
ML s A G, BB S5 b AL SR IS AT R [ 9 18 1
SRS FEORFE R, AR LM, RIET
24U SRY JLT-BHE, {X DSD (¥ i8JL SRY H 3]
FAPEZE S . FRATIHEWT, RIE T 2B ILERIG K & W
EIEHA, VE TP B8 ShAY SRY 1A H 3R a) 18, JR
BB Rk B SR T, KB
T RS AT BEFD SRY S T 3 P 28 M 5, B
HIZ I HBAERNE R

Yo (AORT HLAZ B 1) el AR 2 PRAE T 248 R R
T FAME B 5 3 AT, FAT T B ot e
TR Az R A2 LA BB 2 T, 145 & I R e
G, IR DSD 21,
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