515 B9 T W P E BRI & Vol. 15 No.7
2013 47 H Chin J Contemp Pediatr Jul. 2013
DOI;10.7499/j. issn. 1008 —8830.2013. 07.012
—H 3 P
e - PRI

SRY L PAG I A JL sV & & B 12 Wi v 18 v

mEE A
(R FTaLILEFEFREFSABEF LR

A¥E X4R WL

F 446 FL 430016)

(# =1 B T SRY HEPE H A AR TSN e (A B 34 SRS SR FE 25 1 2 JL K&
BEMILEMTRALVSZW . FTiE RATE R G Rl J5 5047 20 01140 H: e S A0 19 (B LS @ AR 8, 1
PCR HARY R SRY S, BEATREDN N Y , 0T i A5 7 48 SRY L[ [ SRY SRR BAFAE R AR O, &6R 20 fi
AL SRY SERIBHIERIA 17 ], BAYE 3 (] BLEG PP 2 R /R B A SRY &R B R i S TR R R AR R . e

ORI G 4 BIRFRIZ L 46, XY, del (Y) (q12)/45, X 46, XY, add (Y) (pl1) 46, XY, r (9) I
46, XY, 9 qh+ . Z5i&  SRY SELRAGIIAT B T WA JL 26 1R A2 5 M 14 23 B, HAT DR AG I ) I e, 55 B G\

ARG G T B T LR R B BRI L2 W .
[X # iA] SRY B MRELN; ILE

[hEG/ILRIZE,2013,15(7) :555 —558]

SRY gene-testing in the diagnosis of disorders of sex development among children
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Abstract: Objective To investigate the value of direct sequencing of sex-determining region Y (SRY) gene, as well

as peripheral blood karyotype analysis,
adolescents with ambiguous genitalia. Methods

were determined by conventional G-banding analysis.

and direct sequencing was used to judge whether there was SRY gene mutation. Results

in the diagnosis of disorders of sex development ( DSD) among children and
The karyotypes of 20 children and adolescents with ambiguous genitalia
PCR amplification was used to detect SRY gene in these patients,

Of the 20 cases, 17 were positive

for SRY gene, and 3 were negative for SRY gene. Direct sequencing revealed no SRY gene mutation in the positive cases,

however karyotype analysis found 4 special karyotypes in these patients: 46,
Conclusions

(Y)(pll); 46, XY, r(9); 46, XY, 9qh +.

XY, del(Y) (ql2)/45, X; 46, XY, add
SRY gene detection can help determine the type of DSD

among children and has the advantage of quick detection. Used together with G-banding analysis, it is helpful for primary

diagnosis of DSD among children.
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BEER 2011 4 10 H % 2012 4F 10 H & BEWIA Y
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By  PRIE T 285 I B sOBUI 3 5 | 9] 3 HE KR
BRI b, Horb 1 9]t 2B J5 48 b SB35 1
XU SEALASRER R, 2 491 75 75 391 A2 LR Tt H 280k 1)
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1.2 SEEZESH

WRTETCIE 25 F T BUE LA A I 2 mL 4734
Egnfss R A, G B ik AT A B
3 AT , 2 BRI PR AN 35 1 2% iy 44 1A il (TSCN2009 ) 2%
WEZT
1.3 EFZ DNA 1255 PCR iz

W Genomic DNA Purification Kit 257 &; ( Pro-
mega 3 7)) N2 KGE SN ILFEAS 4 UGS 41 DNA,
LRI O E B R Al SIS R AT - 20°C
Mo U748 SRY HERFAMNE T, BT 14:5'-TGAATA-
CATTGTCAGGGTAC-3', T~ % 5| #): 5'-TGTTGACA-
CAACTTGTCTTG-3', i BX K & 993 bp, 5|9 L

5 pL,dNTP 0.5 uL,Taq fiff 1.25 U,Mg’*2.5 uL, 5|4
1 wL,DNA 200 ng, il 255 F7KE 25 ul, PCR
FE ABI 23 H] 9700 BIFAAE IR |58 1%, 7 W 28 2% By
JEHHEE IS L VARSI 43 #T o
1.4 DNA NFES5HES

M FH Cycle-Pure Kit 4 fk i 5 & (OMEGA 2
H)) X} PCR =¥y ik 74lifk. W ABI 24 F] 3130 #l
S TG T IE R e B3, 5145 PCR 514
FEl. IF45 84 Sequencing Analysis 5. 2 #{4-/43
#7, 338 13 GeneTool 53 H NCBI 1) SRY J& R FR i
FEANHEAT HOXT B 5 2 S AFAE SR AR B o
1.5 REYIFRERD CTRE

ER 2 10% 45 /R SARE E > 24 h, %
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JE5E T WEE; W GE 24 ] Optima CT660 {347 15
BB CT 94 (P + 358 ) K .

2 #R
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20 & L SRY B BHEA 17 41, BAYE 3 491,
HLBr AT SRY ik D B R L ik DR B R e A R A2
WHLG WA oA o 13 IR 46, XY ;3 Bil%
Ty 46, XX HAx 4 BN RRIRAZ R L, Qe R 8%
TUJ i A 846, XY, del (Y) (ql2)/45, X .46,
XY, r(9).46, XY, 9qh + fl 46, XY, add (Y)
(pl1) o FLRRIH 1 G PRI IE , 19 4] {5 P 4k
B AR IE L,

x1 2)UNEAMFEFZELERS SRY EE&NER RSB
G B RULER R i AR AT A5 12 W/ W PR 3 B SRY 3 R 45 S [RIEE N opd]
1 1 15 % I SMASIHERL, TC H 2ok W) + 46, XY 46, XY DSD
2~12 11 AH~15% 5 JREETH S sos s 25T i /NAZE + 46, XY 46, XY DSD
13 1 2% 49 BH2EBH 4 (57 7 + 46, XY 46, XY DSD
14 1 9% % PRI TR + 46, XY, 9qh + 46, XY DSD
15 1 81 H & FAAEAE A + 46, XY, r (9) 46, XY DSD
16 1 10 4~ A i (ST + 46,XY, add(Y) (pll) 46, XY DSD
17 1 1% % JRIENH, Zopas + 46, XY, del(Y) (q12)/45, X MY (@RS 51 DSD
18 ~19 2 2d~14 % & FAENE R T6 H 228 - 46, XX 46, XX DSD
20 1 6~/ 5 PRGE T 241 [ 2K [ e £ - 46, XX 46, XX DSD

TE:DSD ik % &R
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K FFE R One” 454 (k) o

HS 1 BILFARBRALRELE R (AR -

3 itig

NI PERR K B e — 5 A4 SR P s 1ot
T, W B — 2B\ 2R 22 40 1) 2235 [ 18] ) 0 1t
BRI EAEH . DSD J& o Kk Y (i 2 PRI &
B 5 MR M 2 R Bk S, ESPE/
LWPES 4 H i BRGS0 (A 40 28 B L0 S P e 1k
S DSD; 46, XY DSD #l 46, XX DSD %5 =k
KUY Yefafk B R SRY RN LENE S & & P A E
AR AWANTIE A1 SRY JE R B4
Brln s S AR R 2> 1 AL AR B RS RO MR & R
RLPESIW R 25T R BRI R R R AN 1/
4500 Y fr fA A% R 43 B Rl SRY 2 DRG0 % DSD
SELAZ T B & ML PR T B A o BB 3
ABIFFEREIN 20 4] 58 JL A% 41 J) I e £ A A% 70 % fi P
A 1 5 o AT UL SRY FER, R Z BT SRY
FEH A, A 16 i 46, XY DSD &L .1 fil¢E
Yeta RS 59 DSD LA 3 4 46, XX DSD /L.
46, XY DSD B JLH R H— 1) E B PRI TE |, o B 52
P DSD, iZ LSt &, A @Akt 2,
RSN E M AZ T A 46, XY, SRY FHM:, F A5 9%
BRG] UL AR P (] Hsf 77 A 52 LR B 58 75 v i 4
41, MR H SOX9 (SRY related, HMG box) \WT1

N0

(Wilms' tumor-1) SEHRE N1 5 PE PR IR A& 5 A T
FVEFI S S L R AR FE R SRY 3[R T i
MR IXA fr it — B0 5. i TRILWERE A
15 % Ao o o, 45 G A% A SRY A5 45
FARAPEPELR B LM FFIE T DI BR 4 5 %72 B R 52
HA,

12 ~13 3x 12 i 8 LAY G o ik 34 46, XY,
ABATTAYG SRY k& PRSI s 2 FH A, £ DSD 32 Hpa]
Bl 46, XY DSD, LA IMEFEA KB 5, %
PA B SR PRIE T R B2 R0 55 A7 AT RE 2
RO KF S ERCRARPTSR G AL B2 5 Ak
Z B AL R 5 SR I 5 R, SRY LD Y H bR 4k
P4 WDRS K nl DL i SRY BEDH 4 3235 5 DI RERY
SRY Uil 5L N, #R5 SEAUA T M i AR IE A
A7 SR AR A UL B AE (complete an-
drogen insensitivity syndrome, CAIS) 7f 46, XY DSD
G S R R B 14 F 1S X MR L SRY
FEPUEH, G AR B I O 5 Y IR i S ]
14 0 46, XY, 9qh +,9 S YL A KB A 5 4
CIRABEAN, HATIANA 6% ~8% M NKAFAE9 5
- G 0 J57 DX BT 33X 2 Xl 55 AR R TR Bl R
BEAT, DNA R il 5 i 171 o v 35 W £ X 28 [X Ik =
CpG &, & m B E A DNA Joff. HEFHIRI SR M
AGERTHAE , AT RE S AL IR IR, Qe AR 1Yz 3l
Ry Ra e A 56 o 9 SR AU 9p24 X
WA 7E =4~ %A, DMRT-1, DMRT-2 #1 DMRT-3, £
J— 1> DM [X ( DNA-binding motif) , 5 22} 41 2R 11
RIRA K, BALETT Z 5 DMRT-1 3£35,9p24 [X
R 225 S XY PR . 15 Oy 46,
XY, v (9)AZHY, FRAR 9 5 Y R (1 I 20 B R 2R
T 9p24 F1 9q34, W R r 128 S e 2 AT A= Ry FRAR
@R, A AT RERS I DMRT-1 L0 Bk o PRI, B 8%
X PR LAY SRY JEPR I, (H AP A 20k 5 0 %
A RESZ B W52 R T3 LR AL S o 1 16 4%
BUJ346, XY, add (Y) (pll) 2 Y Je (i it Bt
ARFORIEAIHG I, A T8 SRY BEPR 2%, (HH8 i i) 748
AL AT RE SN FE PR Y 223K R4 S i A AR S Lk
FAE B 17 BILGEARZI 46, XY, del (Y)
(q12)/745, X YEIL, Y Qe ) BRIk 2L, 55 SRY
SR ELR, h TAF Y Qe@Teh 250
P2 T R ARV R TN B R B I 46, XY, del
(Y) (q12)745, XRa &8y, In R 2B /NI 25 B
A SAHI 2 ~ 17 BILZ BT as R M SRY Ji
PRSI 25 3 % 16 8 LR MR E S — 12
¥ 7 SR B BEE AT i) T
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46, XX DSD LA 3] 3 4] . 5] 18 ~ 19 #% AL 53
Bra ol 46, XX, SRY F PRSI B4 , 8 )L R 3=
PR HIAAE R () 18 L, 4% 2 d) BiJE A 2k )
(119 L, AR 14 %) T RE 5 B LMERCR i )
FeRVEE IR A5G, HRTE FSE R H b
i iz it 4= (congenital adrenal hyperplasia, CAH) J2&
AB LA B A B 1) S5 WL AL, o5 8 A LA AR AR
PRI 50% ' HRR R — A5 IR A Y B
120 Ry 46, XX HiE,46, XX BRI Y Jeffk
BAT SEAUR T IR, X AN A R SRY S IH] A 9
2y 80% ~90% ,BEINE G RINZ IEH . A
10% A E SRY BL[H, B S A 5 A% — BRI A
WS AR IS X — i H L SRY K R A T I
PR AMEFESR KB 25, B BT Y 5 A G,
Bl 18 ~ 19 255 R B3 A 4 SR A SRY Ak R A ) 45
S S N A Yok £ VA 7] [ e O S S
JUARIRE B /0N, AT — 25 IO AR A D S 7 Tk 5 1297
Jilal,

DSD A4 IR i B i JL 1 e i FE R B 7o
PER R B 2 — RN HEF ST, 5 46, XY DSD
S 46, XX DSD FHOCH AL IR M C & F WTI,
SF1 SRY, SOX9 K CYP19 ZE1"0 P 7 A3 A 46 i
SRY SEPRUEABEHY , WA %EAR DSD 1240 )L e+ >
4, B AP SCIRAES B Je AT A1 o] i S5 1 3% 77 LA B
WAL, B2 B LA5E Ot E & PCR (QF-PCR) B,
FISH ( fluorescence in-situ hybridization ) £ {4 4% €,
LA B AEAE R A, R — 25 12 Wi 7 ]
FISH/MLPA/ array-CGH ( array-based comparative ge-
nomic hybridization ) £ A I fo{ ik 2 B 1L e €0 14 |
FER S0 DLW i2 W S o 28 PR B R S W 1Y
DSD 46, XY DSD #1146, XX DSD DL J ik = KT
F& R AN T IR R SR B AR A ik
o g A ) O3 A AE — 2 Y R AR5 k)
20 {51 8 LA T A1 i e 2 (A A% B 37 S o3y, ] i
el VA0 PP (9 J7 A A6 D A8 LAY SRY &, SRY gk
PRI SR AL 045 B 5 0 B BRI R S e 45 45, %
TREGHE Y Ytk iy 54 KX e R T 424t —
FERHS B, IEX M & & PR R iz W e s — 12
¥ 75 1) B A ke — e O AR AR P, T PCR B3I
18 75125 5 o AR 33 2 LS, A ARG PR ) I
RITEA SR A S 2 4 ] o
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