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Introduction: 46,XX testicular disorder/difference of sex development (46,XX
testicular DSD), also known as De la Chapelle syndrome, is a rare disorder of sex
development characterized by testicular development and a male phenotype despite a
46,XX karyotype. In most cases, translocation of the SRY gene from the Y
chromosome to the X chromosome plays a central role in the pathogenesis of the
condition. Discordance between fetal sex predicted by cell-free fetal DNA (cfDNA)
screening and ultrasonographic findings may represent one of the earliest clues to this
disorder.

Case Report: A 35-year-old woman with a history of three miscarriages and one
successful delivery was followed during her fifth pregnancy. Second-trimester
screening indicated a risk of 1 in 1,700 for Down syndrome. Anomaly ultrasound
revealed a left choroid plexus cyst and mild bilateral pyelectasis. Cell-free DNA
(cfDNA) screening, with a fetal fraction of 8.82%, indicated a low risk for the
chromosomal abnormalities assessed but reported the fetal sex as female. In contrast,
the fetal sex was reported as male on multiple subsequent ultrasound examinations, and
a detailed ultrasonographic examination demonstrated the presence of testes.
Amniocentesis was recommended; however, the parents declined the procedure. The
infant was delivered by cesarean section at an appropriate gestational age, with Apgar
scores of 10 and 9 at 1 and 5 minutes, respectively. Physical examination revealed a
completely male phenotype. Postnatal karyotyping demonstrated a 46,XX karyotype,
raising the possibility of 46,XX testicular DSD. Subsequently, SRY gene testing was
performed to investigate the molecular basis underlying the condition, and the result
was positive.

Conclusion: This case highlights the importance of recognizing discordance between
cfDNA screening results and ultrasonographic findings. In such circumstances, careful
ultrasonographic evaluation, genetic counseling, and cytogenetic and molecular
investigations may play important roles in the diagnosis of DSD and in planning
appropriate postnatal follow-up.

Keywords: 46,XX testicular DSD; de la Chapelle Syndrome; cfDNA; Karyotype;
SRY:; Disorder of Sex Development; Prenatal Screening.

Copyright© 2026, ASP Ins. This open-access article is published under the terms of the Creative Commons Attribution-Noncommercial 4.0

International License which permits Share (copy and distribute the material in any medium or format) and Adapt (remix, transform, and build

upon the material) under the Attribution-Noncommercial terms.


https://orcid.org/0000-0001-5754-0516
http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html

[ Downloaded from saremjrm.com on 2026-10-23 ]

[ DOI: DOI: 1052547/5rm.11.3.4 ]

Ol)&oﬁjs&blﬁ Lé)o.w

\YY

€fDNA ¢ L5 Yo 6000 46,XX Testicular DSD :laojlgals
g5 3l G 6,55 fami> ples S| SRY seulisy )5

VO PR il s g b
VE-O/BIVD i 5y b

S5 5 Sloal by linizg 35 e ¢ AL Lo joemma : Jgiums o™
ol Ol sl (K53 psle oS oo g 358 il ool
a5 G5 lelon e Olee 5B BLST S b ol ool
ko

STVEESVCEYY (LuSE - YVFFRY - AMA. 125 A FASADFNV Y sy oS

doddo

Obej 5l o canl glalojanizr g oy gunld Ol iz s
St 1529359955 xSl Simlen Jela Jol> g ons LT
63 i 5 2 B g Al (el ofiws pled deolS b
Jyese Lulps 5o P el Ggeyon 5 (S olse 51 laSin
5 ab5 i 5 Ghaes pled e b ABXX sogi509,5 oS 5
Wlgie anld ol Uole 5l 2 e P ol b ol
ool 5 LS (sa53909,5 iz ol SlyFeal sl czse
L oMl lee cov lyls 5l Glacgame CJB j0 a5 04l
oW ol s o aslis YDSD) e ples slacglis
pleal b g gy 5l sl (San g a3 )ls (glos s Sass 9 Sl b
oot (IS 9 Esk g B ol (S o b wss el Juls
i «5y9,bl b peoliSged (golS o Slee Pl a0
M Qigad oals

ool 5 4BXX olisy,5 b Lo Y33 DSD glyl oo 4o
e 9 (S pedle @ i w098 Gl 50 93 lody
L aas sl ‘O‘M Caomw 4y (50LS A, Sl uS..o.,a ‘0\-\-'3&-‘3@
b 5 515 50l 5l (ST g i 59 8 5l (oS 5
4o 45 col 46XX Testicular DSD g5 () JSKil oy samg5 b
asls bl Yo pae b XX spe ppaie glgie b anddS
Wy Lol el X p53909,5 50 (glylo 0,8 wumdy cpl [0 ad 0
3ol jo g aiuS o oy pled dan LSS Coows 4y ool (sl
sl ol gged B s 50 USE Wl 25 uisi olge
O g Sl onl 0y5l gy g Veseee 50 000 Sy oga
5 e@lipmel s S s s 4 bl 51 ez e LB

[s1 . . - . X R o
2 Ng g 00ld LAt (659)bl (omsn Ol 50 9 VL e

Differences/Disorders of Sex Development
de la Chapelle Syndrome "

b g Ol3g8 pyudew 9y90 SO (B pro
KX g
(de la Chapelle Syndrome)

Moyb s paye  Slrle S 5s BT LU L e
' obess Egus
e 338 Sl o p)lo 69,k 5 plaal QU5 ko 55 50!
Olrl Ol Il (i psle olRasls o lo

ol oz eple golity ladslo 5 JsSse Jsho Slagios 35,0
Olrl el plo (saass @

s

b s S (ol Yo pjanw) 46,XX Testicular DSD :asaie
JeSzs ABXX Colign )5 8439 b ] jo a5 sl cuir pled o
oz SloFeal )0 28 5ilen 355l 0 X a4 Y pgies S
S sigw slaasly o CFDNA) o> o1 DNA L oo s i
il ST gl Sy i 3 Ko W5 oo

15 eGbse lasl; S g baies aw ailo b 4l YO ol 5,00 L35S
St pes amledans MLy 85 15 Colle oS ey 5L
S Jlogil 81T gisms jo ol Las VYoo 0V 1) gels pjai
Citlaj] i osalie 48,bgs gk (iS5 5 o SeigysS 45
3,90 WS L 5l as,s AAY 1, Fetal Fraction L cfDNA
S J 00,8 OIS S |y et iz Lol g JhdeS (o)
P s o GBS e dase GBS gse 0 i e
s Slgidin Fwgaial W0l sdnlin bady j saass 3,5 6w
b cenlio (5 ko, atan o oljg 50,55 Cadlge o] pll b cpally Ll
aloye el Cosgid b o g wd Wote AN+ KT 5yl
il g ab 5158 46, XX W 5l s ol colign IS Ll
o &ly SRY Liolejl s 5 lae 46,XX Testicular DSD
OIS e ol ami a5l Culss e len J5se pailSe
0,8

5 CIDNA 0 Jlsteal 4 axg Cowdl 5 9j50 opl 15 Sams
355 b))l b ez 0 S o aST S Saig slaasily
IV 9 STigim Slaomyn 9SG opsline SIS gism
G g b S srmlin 5 DSD asis s wilg oo
RS APTRAR (SR

V0 b ¥ ojled (VVoygo

pole (S Dligho alxs


https://orcid.org/0000-0001-5754-0516
http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html

[ Downloaded from saremjrm.com on 2026-10-23 ]

[ DOI: DOI: 1052547/5rm.11.3.4 ]

YO

(de la Chapelle Syndrome) XX cigij by ol355 oot 8,50 Sy (3 yme

o Slytenl osalie CIDNA 5,5 15 g slo2ll> 5l (S
o=z 5 oilejl a= ol (Fetal Sex Discordance) cyo =
ciz DNA floe ool o 8 slalles alox 5| ilive Jolse il o
Loy oz slopgisns,S & boye Lulpd eudlise oz s
s enplanl slagmy 1
oz Slezeal ojlge CFIDNA I solatul (5 pns L as wlools
SloFeal (nl g Webie plolid Sog5 o)k olhgd o e
L se93999)5 Sy P S 392y wlid (s Wil o0
Sglae iz odalin g, ol 5l il pwiz pled jews o LS
b alfislel sl o olyreas o Wl (31,5 55w 5 CDNA
oyglie 5 Soleta byl Wiejls 9 298 (A ()l pgad

hyasl .
ABXX W 5l i aeets 5l b S el sladle o
wozloi e o, Xbye jo o kit e auil, JLss & Testicular DSD
3 o Jle 6l el oas e CfDNA L (NIPT) " 51 s
46XX Male asis a4 e S 5s5gw gloaiil 5 oo
4 46XX Testicular DSD ;. 5,50 (i)l o i Syndrome

05 bl iz play WS

L X poi509,5 555 » SRY w92y 5 plubis Wgi 5l iy &)90
SledMbl oS 5 a5 W oo lis b n 55 ol ad ol gl
sats slgtleil 5 BSsism (orliid g 5l Jol
023 Wg 5 iy |, DSD b 5lse 3y asbolid olSel Wiy oo
haal e

5 CIDNA Lg ool 5155 iz ol Slimonl cnl 2575 L
e waris Gl S lizes (BlS g 50 cadosalie i
Ceal 03,725 1 o il 15 09800 gmme iz 5 polo ob o
peilize iz 9 S (S5 BT (ales] sl e 281
e Sy Sl paasiaiz g &8s o))l sl DSD
cilie (syteln OISl Wlgie (lpd iz plinsy; parsis
b 5 0315l (siluoslel (S35 0 jglie (eSS laalis)l sl
ol 2 sl slabessl, S wal 31, Wyl G 65K e
booyliieyd gloadl ooz Syso o a5 Wb aSE ol
plsl pojl Coge 0 9 Se) ojglie (IS ggm slacs,lmial
555 58 azg 0,50 CIDNA (6, SIbje LS jo il parsedts (ioloj
AR

sbasl gl Slomeal il o a5 go)lse (3 Sl al
)5 3929 Vg Sl G (sa93909,5 Sundy 9 ST 5gw CIDNA
P e S ey plaasie pBT GlEl 4 wlg .
axg b6 cuz cpl ) ol 0,50 iS5 WS ows> Discordance
W@,S o)lE 3o |y i e CIDNA (g)lo )b S5 yo a5 el

Non-invasive prenatal testing (NIPT) *

oy ol ey A S RS oS e 0 a5
B SRYT o5 LT e 40 a5 el (g0liS Caigh s 00isS pns
B Y pi5e9) olisS 93k 2 sk jsboar 45 05 (nl )l 5 y97e
pled aie; SOX9 aloz o ctwdirml Gl yono 0,5 Jlad b oyl
Sylge odas i3y M aS o wald 1) ahy Coaw 4 adgl oLS
wloles b 46XX 58 5 SRY 45 46XX Testicular DSD
St @ SRY (55l> Y pg3909, 5l slaskad Jlasil eo)lse Gl ) oo
Soee b bt o559 bz > Ygene X (slapgiges S |
& 09d (i ) ddm pled s (IS g Wl e sy
4BXX 550 ann ol onl b VMl LalS Y pg0es,5 w3
SRY- s)lse , 3 axiwss SRY 4 aiuly Testicular DSD
ozl aay plo Glajmes 5 S (St Olyeis Negative
15 adlg e WT1 5 NRSAL SOX3 SOX9 L Lus,e olpis
@l 4BXX ol )5 (ol ply sl s (58 (ogid ol
ooy g Coms GBI P pl Jo¥9e sl s sl
wsls 8 Ghlen jEds sanail o wily e LSS JsSUse
RARRIRCE
s ils po uigid L el 46XX Testicular DSD ¢ b Ll )
Gl e S (a2 5 Sl ol o Wi 90y o ek Loy L
A s ol 50 098 (plalid Sl adsl anlae 5
(SlegS) dadan (39 S26S S92 (2 50 9 €5k om0l 0
Ohles j e85 (blio 10 025 (o0 g 59 LL b pupoliS e
ol g plulid (Juls plal 5l (Slrjo b Wg g 5l cenl (See
Rl a93909,5 iz Ol alal) a5 wes e (LS (oigid g9
5 oolw all, SO adien Juls Kws ) el g golS
& Cunl (e (5 Lo Al (i )lge (B )d 5 e e
Ohss Slpngal b (55 Gloewyp 5o &Sl (b anles o
Dvad S sl TS
shoslaial o (Sh5 50 (paris slagsysld i b plojen
Sy f(cfDNA) ole g3 53,5 50 dg3ge iz o1 DNA
oxd s 5)lo)b glhee el L2 lalnl (n e
el flasadslss] 6% glp 00yS jsba CIDNA ool
b obye oldbl byl oSel 5 0, 3 eolital oyse
el 03,5 @ol b 55 1) (e i (Gt 9 e SlopgigessS
Jolee 5 9,15 (6,50L,¢ cuale CFDNA (g, ool (YL &85 0425 L
lin 3 sl piga b iwgiel wiile galad canss (bl S
(b ledbl LS 5o sl CFDNA ases copl b S Soa,65
s ol slaaidl s4zg Djge ;0 9 (Bl F P slaasl
Dearl Ol yrnd gl sl oles]

Sex-Determining Region of Y (SRY) "
cell-free fetal DNA ¥
Aneuploidy *

V20 50l ¥ o)led N Voye

pole Sy Dlighos alxs


http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html

[ Downloaded from saremjrm.com on 2026-10-23 ]

[ DOI: DOI: 1052547/5rm.11.3.4 ]

Ol)&oﬁjs&blﬁ LA)M

\Y#

sleasl 3 CIDNA z s oylee 3ollas pas ol Juo a5 09 00 s0ls
Comdy (S obsy Gl wb arog (eSS b g (ST g
Pl 5l ally Lol ey )3 sleriy stgeiol ol iz (5093509,5
3 o plml goazme 335 (B S g inlpli W08 (5 losgs ol
Bl ol &S Wad csslie e baay (gaass Sl S
Sz w30 CIDNA (alojl lasgs 125 otz 5155 o ke
SL G 5o dlig g cdl sl (gylojl gy g e odsi
2y 5 Jsl 3285 5o sl ST Slped s gte ol (39 41 camlie
S Agi Sl G abolBdl (o5 anlee 0p Vg Ve cS @
Gy pae 4y azgi Lol flas 1) als o SlS > ) Ll olKiws
9 P Sz Ol BB g g 5l Ay oad sl S
el Wil e Seiisnes )l CIDNA tlesT b
Sl ol 1) 4BXX (cag3909,5 oS 5 ealis)lS

5o baday comliv @ils o coigid Jold laaidly sl glacgass ulul p»
Jlal parsis ABXX, b5 s g 5l e (ST gee
AL L as) 46XX glaay g5 (DSD) (pwim JolSS jo glas/ JHush
Slp ol G 205 Tohae (3980 Sl 5 JLo Yo 00
A Bl b ools gl )l (oSS (JSUge sla o)l 9 S 0j9lie
05 (el ) plrals (sl (n 5 Joione (S35 5 glie
e Sl Jld @ i oS 09 X pgigeg,5 &0 Y pojses S JSRY
sl lp 2y s Ypgieag,S i by de cslacy ples
SRY 03 s slr Jsfse alejl sl (S5 pnilSle
yas o odlgils oS (B cute ] i &5 ad el
Slaazie | JSiie cord biwg 625 S500 «Silon At
505 Olisd o Sl Soe a5 Jloial Jilew 5 alides slaars,
5 g ol 5l e ia)S il e Sy gl S e Esh
9 pole slaglyl 9 <85 JIF 658 cod (oS SelS
O3S aats sbedle 5 (S5 slacdle Gl (Sales
s plol

46,XX Testicular Disorder/Difference of Sex Development
Yo" o0k lgie b SwdlS by a5 (46,XX Testicular DSD)

sl S JIKal 5,0l 5l (S e aslis s " bls
Slrps g adn JoSas b ABXX alig)l5 052 b g ol (o
5 LSt ol T s e pasiie als e Gadsib 1 (lie
B g ol 5l 65k 53 5 el slofag Coenl (Sl
Consl (Son artetl g Sl (rlo Loy b (oreeo W5 g0 50 ails e
Gl emun bz s JWSn b Glre e b
Eoms Wit pU 4 ol o Slee WS plo | pugoliSsne
Ol ey Wi YO, e e B Yeyee v 250 8500 ) dga PLS|
(oS aniis Jgane $o5l M5 5 ple 3500 p0 I il sus
Ly G 0l 0 iz Rl PEE dgzg 4 B et

9 S S92y (paatS (owyp g Saxe Sl Bl S ggn &S b o
5 gl 50,8 ok dils e iz @ 4 ) (i sladdn
S XHKFE Calisg 5 Ll gy ailspe oyl g lls olsss
46XX  asis adzihe 4 e bauil dcgese opl b
ErSm 5 Seiy byl wly ole gle,l o Testicular DSD
Syse e S wgse (nl G5 N Sae nlple Wb paasiae
5 Gt (Sletenl & jao 4 yallas L 46XX Testicular DSD ! ol
ol ass penl guyn (FHSsige 5 CIDNA (L Wy
b)) S saataiy 350, Oygpe » WSG 4 Discordance

sl sl olg0

3)90 (B e
e @890 (ylealy o g 6 o5l 5L O Al L) Al YO o)k o5 S
Sl 55 355 o5k maty Jsb 53 (oll 58 sl aly o
Wi 3 3o 8 5 e o 5 ol s i
55 Loy kg eols &, T3 b YNV ladle o sl oo
cov gl oS lakin e gy p 5l m Wog ead o pae
oS sl s el slag)lo b 4B S 13 st L ol isigel
g pmie YoV Jlo o gl 50l crejlez g 0l ooy
Cov g cabls wgyd S dble Jlew g oad Wl golhe
SHb 3l G wadls B aSg S (190,98 (Rl ceslie yleye
oo Vb Jdo 4 g ol plsil (o )b 5l i J}‘*"" Gl sy ¢ Sla
Jsb 30 3305 0lats gl 500 (TSH) Moty 5 S e (50,90 rhans
ez g Selgh sl sl JaSe g oyl Bran (e g0k
(wg) 5910l 590 o cpmizman .8l aslsl B12 g B6 (sla pslig
G5k sl P8l ol S Sl 5 52575 s b sz
Jsb 30 0,8 Uiyl cameb Jsl anledns o802 mlts o ool
Jos g 0 esly jasdd (Sgym) o>, ales oLsS «s)lo)b
255 Pl S IS
OVee 50 1) Gl oo slp 1y (Gl s ipgo asloan (s S 52
S 5l e g linl sy 538 B S 5o ol ol
alS S is flasl 5 G Tag)s8 AUh 0 S
SN 5 45 Lol 1 oanlie B 55 o 0V (51
28,5 ypo NIPT sl codlss s g oais plosl CFDNA
olis weye AAY 1) (fetal fraction) e .8 CIDNA il
or e #9509 sl sl | owl kS g b
O Sz 550 50 olileyed glaidly (Jl nl b oS 15
Pl lis gl s o CIDNA iolejl ias (3,155

ORPiS gy 0)lg08 iz Sz (B Gla S Seisw 0 a5 >

Enoxaparin *

Thyroid-Stimulating Hormone (TSH) *
Choroid Plexus *

Pyelectasis (Pelviectasis)

V0 b ¥ ojled (VVoygo

pole (S Dligho alxs


http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html

[ Downloaded from saremjrm.com on 2026-10-23 ]

[ DOI: DOI: 1052547/5rm.11.3.4 ]

\YY

(de la Chapelle Syndrome) XX cigij by ol355 oot 8,50 Sy (3 yme

SIS L el ol 55 wal3 alye 3l 3L 5l Coles
Ll jo a5 ainils Jlssen 46XX Testicular DSD o jlge 51 L3
T 55 slaaiil 5 NIPT L 0as 555 iz hoo 351
0 iz oled PLS (aets Coled 50 g it oo wge
ABXX 55 YoVY Jlo s sadyiiie Bl Sy e [T
g ol gluls NIPT o)laiie e aisl, 5l .y Testicular DSD

I . e T
Oizen ol L 1) X agi0e9,S (59, » SRY 9929 gl

SelS cigid b olisi 5l 53y FoYE o o 53,90 ) S
05,5 Sy x|y iz iz NIPT a5 5 S Grogs | ails o
S (Las 1) SRY 5 Y (S olse S92 s 51 Gy Slogssz 9 092
b o> DiscOrdance &5 aas oo Lis wnled ol dcgorms ™
(e D pNidy wizye Wl GBS sise 5 CIDNA (o Sy
oaxie Je 8l Sgsw 5 CIDNA L. Discordance . Jl> ! L
O Syl sla mesezs | S s 46XX Testicular DSD 4 o)l
Om DS (oS aigas b ‘_,’_mliw;lsﬂ slollas 048 o Cgusre
sl hr 4 Sgazme padlise (> 9 <> DNA
g sl b ol Y pa3909,S 3929 iz SapgigesS s Lo
e AJ‘)JL«J Ml; olfo.tb kf‘jﬂl O L M‘j—\;‘ DSD 8‘3;‘ ).:l...J
5 5l o oebul p Byo wls sl Discordance ;o b agzlss
G35 oy 05 Gmf | e @3S b (S5 i )
Sy )3 5 Sy opslie (oS e (sl (SIS gism
4 wilg o yiwgeiel asile casis olejl plowl (pally (bl
oSt 55 ACOG st slazal, 5 S8 Giliee Jle gl
Sialeyl ol 5 cend 8¢ s Ky CFDNA a5 wis
L o).!a.....,c)...: shasl a5 L&Ja"‘)‘“’ 30 ered s (pansuld
Olejl p3l Syge p0 g FEES b)) ) ey oanbyd
frael 05 8 az g 0)50 b partis
G (5993999)5 Cardy oz Slp Flwesiel GOl 555e 5
CARES Al ,0 050,55 cdblge o] plosl b cpally Lol o slgiies
plsl pas az 51 oLl Gignd & Woi 5l (B (agigng)S (o2bad
Lol g oo g g5 5l Giow Lanid Glp (udgase jlwgaisl
3 o 410 cagid b ol e dnady oanlie 5 Sl Fgigw (5K
25 wald 1 she ebn)lS plal ly SI ane; g
doacy saaliv 5 wloye SlS cusgis LS o 46XX b )lS
Sl b oS zihe gaz jsbas 1, 46XX Testicular DSD Loz
50 55 G0 ol 4 glej o SRY (alesl amei o8 Ll 5l Jl>
6...145 O‘ﬁsg_s‘*; L @lem &8 S50 el s o s
oAl 9 0,8 (18 az gl 0590 0590 e Ho b 4SS ol cdls
b @ige 5o 3 SRY cundy pabasia Sl G 2l JeVse
29 plomil ad paled e b L pe sloyy ol (oo 2
B Gwigd 4 solie o g (Pl ol pesg) ansis
46XX s S o131 o )ls el (db L 5l ls ailspe Sels

oly] Sl Sgiges sloaiil g CIDNA ams lee Slsieenl Jloo
A

4BXX 5 oasaslis il el (JsSee L
4 SRY (5 59> Y pgi909,5 5l slaskd Jlasl (Testicular DSD
iy s e (g5l lsb b SRY cnl X slopyipnsS 5l o
Sl g oo Wilg3 oo SOXO b a1 JoSga a5ty b 5l o3ugay
b o e WS ol glaan plad Cew 4 1) addl
by oS5y Olyz o Ygane JU! al JolS Y 559098
2 LI ABXX oligy S S5y cazeals 1o a0 00 5 554 Same (b
(hlie )0 e Y pgi509,8 b dasd e (S35 Slge ples pluid sline
50 Sl gl gei olulis Ll 0 SRY a5 ol iley 5l 25,5 5o
SOX3 SOX9 alaz 5l iz (pass (S pml G s g boy3
bl ol e o eolple T Al asls s Cased
Fod 7S Js¥lge laou, n o9 hie S50 55 5 SRY (ale]
2,18 Cootl (gl ) padlSe Cpss (gl

oz Ol Jlul SloFeal ol 3500 sla Sy e 3l S
Sy S gew ;0 cadosslice iz g CIDNA g ool o,l55

ol 50,5 o0 Lot cax [NV sole 93 59 39350 CIDNA
biams ialeyl o Jolae lAj/J o5l edalecwsds  (Suss el
oFES §l K ODNA ar 51 e i gladsle s,
yeme s glagadshssl Gl oorlind e slags,
25U ot Wl e g o oxbaB aii (ygej] o Lol g e
CIDNA ass (s cwon 4 ™) 5 5 15 5 9 S3slem Jolse
Dipe )3 9 09h pedi SIS gigm g (b slaasl a0 Wb
055 515 axgi 550 (eSS paids o, « DisCOrdance sy

O Sleeal cnl 6l e zedss S A6XX Testicular DSD s
CIDNA ;5 Y _olais! DNA jluis a5 Jb> 0wl ails 544
Oz 5 il B eolaul 050 b, Laasedd ailiw] 5l jse gly
L o oz Y pgi909,8 5l pandets BB JLSew Sl 53 Wil oo
Oz pes yo audl Jnl SRY sgzg a5 > o S 5155 25
ool b en S sl 1) Wil GuSgd 5 slaan pla Wls
5 NIPT L. Discordance Jle ;| o oloicas 5oy puaslSo
3, oleeas olesay ol ei 1) CFDNA s Female a5 «ol>
ez o Lol wb el oS b abye s e
LY S8 askd g2y Jlotol 5 (B9, Sujlen slacasgazs

358y azly Jlazil SRY

G Al e Ojgot SIS g omyp i 5 R o
3 Gy wled basy csalic (gaass Bl Sssw 0 9 ob

V20 50l ¥ o)led N Voye

pole Sy Dlighos alxs


http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html

[ Downloaded from saremjrm.com on 2026-10-23 ]

[ DOI: DOI: 1052547/5rm.11.3.4 ]

Ol)&oﬁjs&blﬁ LA)M

YA

o> oke Discordance a5 ol glis ol> 0j5e fgazme o
S gsw ;0 oadodalie iz g CIDNA lawg ool s i
Slse 30 9 wil Sy @l jo ool B S 51 51,8 Wi e
355 byl « CDNA (.55 .ok DSD G & s (s <)ok
AP e ilg g0 S50 (slaialel 5 sy )5 (SIS gises
by Eige iz G555 ol Jlem 50 0 e | Glilem 0!
Ay oShe iz o 4 SIS gign ;Se aalsd LS o CFDNA
ey BBXX iy 5 lolid e 5 515 0 SlS Coisii b oljg
2 4, ol 0,5 el s 46XX Testicular DSD aeis sy |,
Gezmed 5 S sl 5 G @S Az LSy el ©)9p0
Discordance slge o cansiaz K0 § SuS) oyglie Coasl

& 5 A
a5 CDNA lLug oab )5 Luiz sle Slgseal
sled PLST 6 ailis s D jaie wiz e Wil oo SIS sige
ol sl bles Yo sy00 46,XX Testicular DSD aisle (wci>
2ol @b cds i, de CFDNA ams o5 amo o olis 9,90
5 =l sleatl LS 0wl (oegiges,S oINS L
2 09 i o 68 )e Conle (58,5 Ha5 o b g K31 giges
oy9kie « Sl S gigm 385 ob,l o,loul Discordance sg>g o590
5 Seigim pasiid sltalel bl Gl Ojse 0 5 S

plER2g; (plolid S SoF oo el 4 Wi oo 585
Sfkee L)l wue SYsb xR sl ey (WDSD
WS oo woly8 1) eolgls @ caslis opgline Wbl g (Sgey90 g GOLS
oz Slpeal b aglse )5 caadtiniz 5 4z LSh 0505, onlple
U 8)lge ggady Zopde g pariS 0 (cege G Wl ge (i
b aslsDSD

WS olasde

5 Sy gz o @ Jeol ooled (Gimghy ol plxil o
9 Sl S Boi Lai> g ad Sule) (Sids by b Bilbe (S
ol bled o..x...Sg,S)..u LS)“)).‘) =

&Lw (p,l
0,05 092 g o28lie ol a3gSone daslllas ol o

Sl &b
pole )5,k 5 plaaly (b Sliidon 350 bawgs )b cnl sloanjo

el 0090,8 wl.l

il oladd b was Pl s 4 el Testicular DSD
LT g b any glaJlos 5o sl (S 5 sl (g5,L0 Sl
axlye ool o Shee ials b ctwlesSiss fsb sl b 50
S obnl Sl Wil co (s0ls )50 10 LaniS g, ol 5l el
Mg Slepla oz WS el 1) SaeGVsb 25y wly
Ol 1o 6ol 3 Shas 5 (S9a,90 by (JalSS 5 0l (b)) Jals
e Al bady Cunsy 2Ly g5k Wy, (Rl ol
b cenlie 9 (TN o)BL.'L.o 6‘)’.’ WL.A W)S ‘ali.'ubob' RS
Jle 5 ool Joil slossly (OB conlo o)by0 oolgls
S o w2l 655,k b i e
30 waadsiaiz 855, Cuedl 5 000 (pl (b Copus Sl
Ot & Ls,a e lbn Huz Cupoe o) o5 DSD
g'a.]a ua.a:b.o d)m 4 Sl ui.o.n 9 09.,.»‘54.’ Sgdse wlay)ls
O asS vad (Jubl Lawste (lesly 5 b)) saasie (i g yobe
5 938 paasle sam Jole 05 IS (hslsygl ((Sbp S
RUNE L GRS I T PRI WP I I RV U P N SR
Oy90 ) o O)_é oJ..u" 6)5)14. 9 LSCL‘H}LLS"j) Ceods sé9la' ‘A..i))
oSl Q058 (6K 9 S ojglie slp glr)l 2l
T L_,,_,\...Blja (g ong_l S )0 (oo ‘alf AB6XX
2 g il B 0,90 ol g JB IS 5 R S
;o CFDNA 4> 51 el CFDNA o laio 8 ams o L apalse
L ye Sledbl Lol wjls oV jls 5,Shas o gadslasl 5,5y
otalesl ol e Cenle Gzl 0 Wb 8 et iz
0igds ) S5 sloazsly b CFDNA ass a5 alol )0 0gd s
S5 g0 Sl Fsigm (a5 ol S 5 s
ol Jlewm ;0 S walyd i Cuded o)l gaied )l Oledbl
1y wcls glotng Conl (saazs g_s—e‘)fﬁ"?““ 50 baay cuslis
i pled Curdg Sl ai olessa CIDNA a5 a5 ol olis
W8S b |y i
ax>gi 3590 Wb aF cul Cudgame iz gl uoren 5155yl
590 0915 ad Ol 5o olem J9se LarRiS (Cunss 0,5 8
)Lo.u £S5 UT u,_]l.ou..>| J}u 9 SRY Courdg u.il)AL..: 9 oA M
o Ol riwgiael bl pas o 4 pgd s ateie
9 Sdla 092y )l0sk hed 0 i (0939095 Cemdy e
2l onn 9 Mg 5l G LSS ()l paal (Saeee sl b))
Ll dgazme yol> 51 Gl j0 sz pled s o
46XX aii 4y Saddy S 5 b gloasl ax STl
JeoSS g 385 (S5 emilSe uets it Testicular DSD
S I Slaomsn 9 SSYob x5 4 e sl Sed

o4l

V0 b ¥ ojled (VVoygo

pole (S Dligho alxs


http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html

[ Downloaded from saremjrm.com on 2026-10-23 ]

[ DOI: DOI: 1052547/5rm.11.3.4 ]

VA

(de la Chapelle Syndrome) XX cigij by ol355 oot 8,50 Sy (3 yme

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

differentiation in 46,XX DSD: an overview of
genetic causes. Front Endocrinol (Lausanne),
2024. 15: 1385901.

Listyasari N, Santosa A, Juniarto A, SRY-
negative in 46, XX Male Testicular DSD: a case
report. Journal of Biomedicine and Translational
Research, 2020. 6: 97-100.

Cumeras-Osuna J, Clemente-Leén M, Campos-
Martorell A, Xuncla M, Cueto-Gonzédlez AM,
Yeste-Fernandez D, Natural History of 46, XX
Testicular Disorder of Sex Development: Case
Report from Birth to Puberty. 2025.

Meng Y, Yan Y, Yue X, Li Y, Mo Y, Advances
in cfDNA research for pregnancy-related
diseases. Front Cell Dev Biol, 2025. 13:
1600532.

Yu T, Xu X, Wei Q, Non-invasive prenatal
testing: advances, applications, and limitations in
prenatal screening. Biomedical Research and
Therapy, 2025. 12(5): 7418-7423.

Witchel SF, Rajkovic A, Yatsenko SA,
Discrepancies Between Sex Prediction and Fetal
Sex After Prenatal Noninvasive Cell-Free DNA
Screening. J Endocr Soc, 2025. 9(2): bvaf007.

Griffin LB, McCarthy M, Russo ML, Navigation
of Prenatal Care With Sex Discordance Between
Cell-free DNA and Ultrasound Findings. Clin
Obstet Gynecol, 2023. 66(3): 616-623.

Richardson E, Scott F, McLennan A, Sex
discordance identification following non-invasive
prenatal testing. Prenatal Diagnosis, 2017. 37:
1298-1304.

Mansfield N, Boogert T, McLennan A, Prenatal
diagnosis of a 46,XX male following noninvasive
prenatal testing. Clin Case Rep, 2015. 3(10):
849-53.

Ritter M, Muehlschlegel G, Hodde F, Weekes J,
Alice MO, Holterhus P-M, et al. Case report of a
newborn child with dsd due to 46, XX/46, XY
chimerism. in  Endocrine Abstracts. 2025.
Bioscientifica.

Balaguer N, Mateu-Brull E, Martinez-Conejero
JA, Cervero A, Navarro R, Jiménez-Almazan J,
et al., Tell me y: anticipation of sex discrepancies

10.

&bw

Guha Biswas P, Steffi A, Balasundaram S, Sex
Determination and Sex Differentiation. Journal
of Forensic Dental Sciences, 2021. 12: 72-78.

Lauber-Biason A, Konrad D, Meyer M,
DeBeaufort C, Schoenle E, Ovaries and Female
Phenotype in a Girl with 46,XY Karyotype and
Mutations in the CBX2 Gene. American journal
of human genetics, 2009. 84: 658-63.

Bailez MM, Costanzo M, Ruiz J, Different
Sexual Development, in Pediatric Surgery:
Pediatric Urology, P. Puri, Editor. 2023, Springer
Berlin Heidelberg :Berlin, Heidelberg. p. 659-
684.

Alkhzouz C, Bucerzan S, Miclaus M, Mirea AM,
Miclea D, 46,XX DSD: Developmental, Clinical
and Genetic Aspects. Diagnostics (Basel), 2021.
11.(8).

Ashfag S, Siddiqui A, Shafig W, Azmat U, A
Rare Presentation of Disorder of Sex
Development. Cureus, 2021. 13(1): e12782.

Erturk B, Altan M, Simsek-Kiper PO, Guvenoglu
M, Oguz SH, P-40 A rare cause of male
infertility: 46, XX testicular disorder of sex
development. JCEM Case Rep. 2024 Jan
12;2(Suppl 1):luad146.040.

doi/10/1210 :jcemcr/luad146.040. eCollection
2024 Jan.

Peng W, Zhao Q, Chen J, Peng H, Jiang H, Gene
therapy for disorders of sex development: current
applications and future challenges. Front Genet,
2025. 16: 1661127.

Akinsal EC, Baydilli N, Demirtas A, Saatci C,
Ekmekcioglu O, Ten cases with 46,XX testicular
disorder of sex development: single center
experience. Int Braz J Urol, 2017. 43(4): 770-
775.

Osaka A, Ide H, Matsuoka K, lwahata T, Kobori
Y, Ban S, et al., SRY-positive testicular disorder
of sexual development with Leydig cell tumor.
American Journal of Men's Health, 2020:
155798832097007.

Ferrari MTM, Silva E, Nishi MY, Batista RL,
Mendonca BB, Domenice S, Testicular

VFeO 5l o o )led ) Vo e

pilo (Sbp Sl alxe


http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html

[ Downloaded from saremjrm.com on 2026-10-23 ]

[ DOI: DOI: 1052547/5rm.11.3.4 ]

oy 5 bl Lo jaame

'Y

21.

22.

23.

24,

25.

26.

27.

28.

29.

in cell-free DNA testing due to maternal genetic
abnormalities: a case report. Front Genet, 2024.
15: 1502287.

Ayala N, Kole MB, Forcier M, Halliday J, Russo
ML, Sex discordance between cell-free fetal
DNA and mid-trimester ultrasound: a modern
conundrum. Prenatal Diagnosis, 2019.4514-516.
Thaker N, Parihar P, Dhande R, Raj N, Unadkat
B, A Case of de la Chapelle Syndrome. Cureus,
2023. 15(11): e48150.

Gong Y, Yin X, Xu J, Li Y, Liu Q, Zhou S, et al.,
Retrospective analysis of children with 46,XX
testicular/ovotesticular DSD: a 10-year single-
center experience. Frontiers in Endocrinology,
2025. Volume 16 - 2025.

Yavas Abali Z, Guran T, Diagnosis and
management of non-CAH 46,XX
disorders/differences in sex development. Front
Endocrinol (Lausanne), 2024. 15: 1354759.

Screening for Fetal Chromosomal Abnormalities:
ACOG Practice Bulletin, Number 226. Obstet
Gynecol, 2020. 136(4): e48-e609.

De Falco L, Savarese G, Suero T, Amabile S,
Ruggiero R, Savarese P, et al., Detection of
SRY-positive46,XX male syndrome by the
analysis of cell-free fetal DNA via non-invasive
prenatal testing. Clin Case Rep, 2019. 7(10):
1977-1981.

Shen H, Liu Y, Wang C, Wang R, Di Z, Huang
X, et al., Prenatal diagnosis of 46,XX testicular
disorder of sex development with SRY -positive :
A case report and review of the literature. Eur J
Obstet Gynecol Reprod Biol, 2023. 289: 140-
144,

Tobia-Gonzalez S, Barganski N, Miller M,
Renck A, Smith-Harrison L, Prenatal sex
discordance revealing SRY-positive 46,XX
testicular disorder of sex development. Urology
Case Reports, 2026. 67: 103525.

Srivastava S, Sharma S, SRY-negative 46, XX
testicular disorder of sex development (de la
Chapelle syndrome) presenting with primary
infertility: a case report. JBRA Assisted
Reproduction, 2026. 30.433:(2).

V0 b ¥ ojled (VVoygo

pilo (Sip Sl alxe


http://dx.doi.org/DOI: 1052547/sjrm.11.3.4
https://saremjrm.com/article-1-407-fa.html
http://www.tcpdf.org

