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1) Suorsa—Johnson KI, Gardner MD, Brinkman W et al. A survey of healthcare

professionals’ perceptions of the decisional needs of parents with an infant born with
a disorder/difference of sex development. J Pediatr Urol. 2023;19:39-49.
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Key word (%5E) Language | Species| PubMed |1 —Z( )

(disorders of sex development [Title] OR disorder of sex development [Title] OR
differences of sex development [Title] OR difference of sex development [Title] OR
disorder/difference of sex development [Title] OR disorders/differences of sex
development [Title] OR DSD [Title]) AND (shared decision making [All Fields] OR
gender assignment [All fields]) AND (1990:2023[pdat]) AND (hasabstract) AND|
(English [LA]) NOT (case reports[publication type])

English | Human 70
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1) Délot EC, Vilain E. Towards improved genetic diagnosis of human differences of
sex development. Nat Rev Genet. 2021;22:588-602.

2) Kyriakou A, Dessens A, Bryce J, et al. Current models of care for disorders of sex
development — results from an International survey of specialist centres. Orphanet J
Rare Dis. 2016;11:155.

3) O’ Connell MA, Atlas G, Ayers K, et al. Establishing a Molecular Genetic Diagnosis
in Children with Differences of Sex Development: A Clinical Approach. Horm Res
Paediatr. 2023;96:128-143.

4) Babu R, Shah U. Gender identity disorder (GID) in adolescents and adults with
differences of sex development (DSD): A systematic review and meta—analysis. J
Pediatr Urol. 2021;17:39-47.

5) Hughes IA, Davies JD, Bunch TI, et al. Androgen insensitivity syndrome. Lancet
2012;380:1419-1428.

6) Maimoun L, Philibert P, Cammas B, et al. Phenotypical, biological, and molecular
heterogeneity of 5 & —reductase deficiency: an extensive international experience of
55 patients. J Clin Endocrinol Metab. 2011;96:296-307.

7) Yang Z, Ye L, Wang W, et al. 17 8 —Hydroxysteroid dehydrogenase 3 deficiency:
Three case reports and a systematic review. J. Steroid Biochem. Mol Biol.
2017;174:141-145.

8) Meyer—Bahlburg HFL, Baratz Dalke K, Berenbaum SA, et al. Gender Assignment,
Reassignment and Outcome in Disorders of Sex Development: Update of the 2005
Consensus Conference. Horm Res Paediatr. 2016;85:112-118.

9) Fujisawa Y, Masunaga Y, Tanikawa W, et al. Serum steroid metabolite profiling by
LC-MS/MS in two phenotypic male patients with HSD17B3 deficiency: Implications
for hormonal diagnosis. J Steroid Biochem Mol Biol. 2023;234:106403.

10) Jukier L, Kaufman M, Pinsky L, et al. Partial androgen resistance associated with
secondary 5 alpha—reductase deficiency: identification of a novel qualitative
androgen receptor defect and clinical implications. J Clin Endocrinol Metab.
1984;59:679-688.

11) Abaci A, Cath G, Kirbiyik O, et al. Genotype—phenotype correlation, gonadal
malignancy risk, gender preference, and testosterone/dihydrotestosterone ratio in
steroid 5—alpha—-reductase type 2 deficiency: a multicenter study from Turkey. J
Endocrinol Invest 2019;42:453-470.
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12) Konishi A, Ida S, Matsui F, et al. Male assignment in 5 & —reductase type 2
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13) Bertelloni S, Scaramuzzo RT, Parrini D, et al. Early diagnosis of 5alpha-
reductase deficiency in newborns. Sex Dev. 2007;1:147-151.

14) Ahmed SF, Cheng A, Dovey L, et al. Phenotypic features, androgen receptor
binding, and mutational analysis in 278 clinical cases reported as androgen
insensitivity syndrome. J Clin Endocrinol Metab 2000;85:658-665.

15) Lucas—Herald, A, Bertelloni S, Juul A, et al. The Long—Term Outcome of Boys
With Partial Androgen Insensitivity Syndrome and a Mutation in the Androgen
Receptor Gene. J Clin Endocrinol Metab. 2016;101:3959-3967.

16) Ishii T, Kashimada K, Amano N, et al. Clinical guidelines for the diagnosis and
treatment of 21-hydroxylase deficiency (2021 revision). Clin Pediatr Endocrinol.
2022:31:116-143.

17) Hines M. Gender development and the human brain. Annu Rev Neurosci.
2011;34:69-88.
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Key word (%3E) Publication date Language | Species | PubMed o) y-&(
1 "Disorders of sex development” AND “gender assignment” Custom range from 1990/1/1 to 2023/9/1 English | Human 79
2 “Disorders of sex development” AND “genetic” AND “neonate” Custom range from 1990/1/1 to 2023/9/1 English | Human 6
3 “Disorders of sex development” AND “genetic test” Custom range from 1990/1/1 to 2023/9/1 English | Human 4
4 “Disorders of sex development” AND “genetic diagnosis” Custom range from 1990/1/1 to 2023/9/1 English | Human 69
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1) Suorsa KI, Mullins AJ, Tackett AP, et al. Characterizing early psychosocial
functioning of parents of children with moderate to severe genital ambiguity due to
disorders of sex development. J Urol. 2015;194:1737-1742.

2) Ahmed SF, Achermann JC, Arlt W, et al. Society for Endocrinology UK guidance
on the initial evaluation of an infant or an adolescent with a suspected disorder of
sex development (Revised 2015). Clin Endocrinol. 2016;84:771-788.

3) MAMLEEBMIARMIGOFEIE. BRANEARBEEEMEEER BEHE
MEMREFMEHAMEERBRAREREMMEREBICET ORI T 23
£18.

[Xmki& ]
Key word (HEE) Language | Species PubMed ) y—Z ( )
1 ”ambiguous genitalia” English | Human 29,161
2 “newborn” English Human 490,991
3 “newborn” AND “ambiguous genitalia” AND “parents” AND “informed” English | Human 74
“newborn” AND “ambiguous genitalia” AND “parents” AND “family” AND .
4 ” English Human 39
informed
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EORRETREBIRENMNIDVTIE,. TETUALRNILOE VR (F4EL, EE
T—ALEREN TS,

FEELEOHRMREDELEHMIEL, BIRLERNES T —TFATUOTATAD—
EMERKRBICEOHZIIETHD "V, HRlISENREELSHE|S (X DSD DREEE
[CE-TEED (R 1), 46 XY THEDSE . 5o -ETBERERIBAEL 178-EFOFD
ATOMRFRKRBRREBETIXIRINEL, BB 7RO R IEFEHES
TIEHERISEMBEEFECBAREMEAMEL 0, — A 21-KER L BE R RIS D 46, XX
ZHETIE, HERICEMREFECHESIXEL Y, FhoyO—L P450 B L ZETEBERRX
EIED 46 XX FEHITILEFNRE ELHBNEEXTHATHSH . 21-KEILBERRIEE
[CECT, ZHEBIRTIIENHRIND, SMERBHIEESEOLAEIRBHEL
DEEEEHRNOEMZBE LT LLEEE T . RRERIZE>TEL D, LA
T.DSD O#HE R CIHMBGNMEREFDOHEE. ChoDREKREEZRY)—=
DULERITGEELEDHRNERET RETHD,

MBI EAT R L. HIROME. [RE/ ROV A X, S REO DA
B.REER/ EEEAOEE. BRONHNENHRENLBIR/ X RLEELLIGE%:
By (FR2), HEEZR. EEEREIVTNEBRAOEEBE RESIN TS
0 EEEAS AT AMRIZIE. anogenital ratio ZALVA 80, =1L . EEADFERIZ
KYU. ETNZTNDEFTER LDMERMDREEZRGICTRENESMIZDLTIE,
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IXRAN—FFEZFTH—EDREFRITONGEL, —M&EHELTIX, BEEEIAS
BRBRGEDEREDRETHDOA, FEADEBERDA. GETHD S EERIC
FFHRBMLRT REZBOLEVEEICTIE, REB T DIVE(EAL, —F T, Quigley 7748 '*
(B 1D 1-2 ETEHRITGEOM SR TRAIO MR TELGIMEE . 3-5 E
DIZE. 6/7 EIZHZER(GEVLIMER CTRAID RN MA TESZEICE. RBH
BEHond, MNEBOBENEGEXNHIGE(ZIE RS ERRER BUE D Al 6
MNEZON, RENEDOOND, BEBATH ARG SHEGER BEST KRR
EIZEY. BREBIZBEVWTHESMMEERBDOROLNELSATEEELH D D KOTEIEH
TlE. HEZDOZH-BEZABICL. @UGHERERHIV IV TERETD
=2, BERTEHE - B EZFIRT 5IENTARTHD ',

HARIZHOEERZEENZTTRICELDO TRKELBMEZENHIEEICE,
REBMNEHDN S, External genitalia score (EGS)'? (5 3) [C&AEFMTI&. 0.5-10.0
RICZRYUTIEHERIIBERNRETRELFEIN TS ©, MM LEEEET
SBEEEREROCBELHARERTIEI. REBEOTRECEARLEDRERICEK
Y. SR OFEEARE LGS, COIIEHFI T, RGHERETE T, Z0FE
BICKYBRBZNTTERHET 2R ELNH S, EZELOUIDREEZEIZRETD
f=HI21E. NIZERT R D EEREGEF A TR LGS,

AKCQITHTHHEREXTIH. —ENEEEDIFAVMGHIZREFOHERD
FRELEOMADRETRBEITHIEFIREL., FHBEAEZIRTLTULS, f=7ZL. &5F
MDEFERNEEO>TULVGEN =D, REBIZTRENESHDHIETILE < DEFIZIELC
THIET RETHD, BR/NRADBEENAFRLTLVS DSD ZED h MRS
EhRBEREDEREZRITTEHER
(http://jspe.uminjp/medical/files/map_ver.3_240725.pdf, 2024 &£ 12 B 18 B#ER),

R1 HASEMREFELSHE|S (ND (FT7—474L)%°

EH 4 2 1K S (%) Z14 (%)
Ha kit B oY 2 SiE 46 XY 0 55
50-1=TTERRIGE 46 XY 0 13, 54
178 -EFOF L XTOARRRK
S higtnon 46 XY ND 15, 53
SR 7RO UARIEIREE 46 XY ND 2
21-7KER L B2 R RIG%E 46 XX 15 4

& 2 MBS OIS A
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=B B Rpy73 5T IE B Ak
EHEIGENMEGS EE HERIEEE AV p—
S EREODGE R
R BRERE F—FRA—4—
REDMNE finz2. ERIRE
(=¥ EEEEBROEE R
THERGEWNMEES  ER PERAER AV —
(E4=3 Anogenital ratio A —
ZO FEODRE R
\,ﬁ/ o TN o \,FR/ Nt A o A N A
Co O O w W W
1 2 3 4 5 6/7

1 Quigley 72585 (6 EZREHY. 7 EITIDELL)

% 3 External genitalia score (EGS)

PRE/IERD

B BER/IREOES BEE (om) SNEREADLE AHROGE EHROME
3 SEEICEEHY =31 R /2D ST in
25 26-30 BEERAE LRI BT
9 HREBLYIEMTEZE/[E
ZDOREE]
15  HIMAoEEHY 2.1-25 EE/IEDIRT EE/TEES [BE/TEED
. SR e BRELLER/ BRELLER/
‘ 10-20 i BESOM  EEBORMN
05 BZE BEE
0 BEAaHL <1.0 SrEEp
(51 A #K]

1) Moshiri M, Chapman T, Fechner PY, et al. Evaluation and management of
disorders of sex development: multidisciplinary approach to a complex

diagnosis. Radiographics. 2012;32:1599-1618.

2) Furtado PS, Moraes F, Lago R, et al. Gender dysphoria associated with disorders
of sex development. Nat Rev Urol. 2012;9:620-627.

3) Babu R, Shah U. Gender identity disorder (GID) in adolescents and adults with

differences of sex development (DSD): A systematic review and meta—analysis. J
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Key word (%3E) Publication date Language | Species [ PubMed | ff20)Yv—&(
1 “disorders of sex development” Custom range from 1990/1/1 to 2023/9/1 English | Human 4284
2 “ambiguous genitalia” Custom range from 1990/1/1 to 2023/9/1 English | Human 1027
3 “Newborn Social Gender” Custom range from 1990/1/1 to 2023/9/1 English Human 3653
4 “ambiguous genitalia” AND “disorders of sex development” Custom range from 1990/1/1 to 2023/9/1 English | Human 493
5 “ambiguous genitalia” OR “disorders of sex development” Custom range from 1990/1/1 to 2023/9/1 English Human 4818
6 #5 AND #3 Custom range from 1990/1/1 to 2023/9/1 English Human 67
17 “Sex Assignment ” Custom range from 1990/1/1 to 2023/9/1 English Human 197
18 #5 AND #17 Custom range from 1990/1/1 to 2023/9/1 English Human 122
19 #18 AND “Meta-Analysis” Custom range from 1990/1/1 to 2023/9/1 English Human 1
20 #18 AND “Systematic Reviews” Custom range from 1990/1/1 to 2023/9/1 English Human 1
21 #18 AND (“Practice Guidline” OR “Consensus Development Conference”) Custom range from 1990/1/1 to 2023/9/1 English | Human 0
22 #18 AND "Review” Custom range from 1990/1/1 to 2023/9/1 English Human 33
23 #19 OR #20 OR #21 OR#22 Custom range from 1990/1/1 to 2023/9/1 English Human 33
24 #18 AND “Randmized Controlled” Custom range from 1990/1/1 to 2023/9/1 English Human 1
25 #18 AND (“Clinical Trial” OR “Observational Study”) Custom range from 1990/1/1 to 2023/9/1 English Human 6
26 (#24 OR #25)NOT #23 Custom range from 1990/1/1 to 2023/9/1 English Human 6
27 #18 AND “Retrospective study” Custom range from 1990/1/1 to 2023/9/1 English | Human 3
28 #27 NOT (#23 OR #26) Custom range from 1990/1/1 to 2023/9/1 English Human 3
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CQ5 HMEERBORWICHENT, RS HENRFEER, EEFHRE. BRSER
. ERERTHERSNADHD?

#E1 HEMEOEBOZE TE. BEShSIEBLHEBICHEC TR MEMERR
BROBRGFEMRELZTOCLEHRET S,

(R DES 54]

(B EHE R BB VHESE 75%, F5U VHESE 25%)

[TEFUALARJL:C]

H#EE 2 EMMEERBOREH TE, BEGERECHREROFEREIBEMTHY.
BESNIEBOREICIHCTHEEISEBZERHNTHLEZRET S,

(R DA 53]

(3 EHER - 55U VHESE 76%. 58U VHESE 24%)

[TETURLARI : TXRN— FE=F]

{ﬁﬁi]
. R iR B T EA BR

'Iif\ﬂ:r% (DSD) DEWTERERESIN TSN HENARRERIL CG &
FEERE MG BRI THS, TN FALHISNI-HBREOCENIERELNT
WAL, BFHROTORM—IIL(ATEVLERZORMLDIMIVY) O REH
NREICKYERLGDIEITEET S, BHIELTIE, HERHCEEHAIO/NRHIC
T52EH %L, mini—puberty SACBEFHLBFEGETFFAOE DA B ERE S
FRFHIDE RAMEIEBEL M TIEELY,

hCG BRIEDTARRATA (T)ECEROTRMRATAY (DHT) D EEIE 5 o —i% T
KRIBEDZWIZHERAT. T/DHT kb >D10(FRE3E hCG BfFE) . >30(JavEF+y
b hCG BT X 50 EXBRRIBEEZTRET D 2, £z, hyb A JEICERIE
HHLOD, BFEED T/FUoRARTUDH U P TUORARTUOA—)L/TERD
IE7UROXRTAY(DHEA) EEAY 17 8 -EROF L AT O/ RE/KRERRIBEDS
BRIZH BARTREENTREBIN TS Y, LML, WIThEZIBEEXRLO ., B
FREMNTETHIEND, ZHDT=-HD hCG BFIHABOERMEIZRONS,
hCG B frEER (X T N MEEDFHECHEREBOFAETHRETHIEMTLERSN
%, BIBEYENRET HREEKCG BFED T(REFMBIEZE) M 1.1-15
ng/mL RKFEDIHZE BRI EALTT ERESIN TS ©, 46 XY DSD19 A (B E T
URBTURISEERRE 5 A[2-13 %], b o 2 BER RGN 4 A[1-10 &, K758
10 AN[0-10 D ERRETEHITSVILOAETIE, YJaAVEF UM hCG B 7 BED
T(LC-MS/MS i%)>0.89 ng/mL AIEE T DAV ZEERESNTINS 2, ¥
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BB OEELXITMTSEMTIE. RETERREBANOMIAS—ERILEY
(AMH) BIFE[CE>THAHLN TS "™, ERRIZ, AMH AU EEY B OEREIL
hCG BfrEAERE D T X DHT LFEICHET S (T . r = 0.64, 052, 0.62,
044)%, &> T. 50 -ETERRIBE. 178 -EFOFXF X TOCRBIKRERRIGE
BEREDRBERSHE. T NibaeZEiHET 51582, hCG AMARZEZRETT
3

hMG BRI EREINEMABORHICANLNDZENH S, FFHL B M 2S5
DER 11 AZRRELI-ARTIE., RERBEBOFELEEZTET S MG BREDIR
FSUA—IL(E2) By b A TEIE>80 pg/mL ERESNTLNVS ', DIFEE M DSDT A
LIRETBAD DSD13 AERELI-BARTIL, BIFEEM DSD TILE2 &/ EEY
AN hMG BRIRARICERL. RRABOFEEZRET 5Hh YA TfEIL E2 T 54
pg/mL, 1EE> A T 200 pg/mL ERESN TS 'V, hMG BE| (L@ S5 THY .
hMG B R ER D INFEE 4 DSD LIS TOHE R IEHEILL TLVALY,

2. BIzFHERE

BIZFHEEL DSD OB TIXERLGEKREZRT .G R EEICLIEBAEARE
A5 SRY EIEF D fluorescence in situ hybridization (FISH) [£% <M DSD fEHI T i
L7355, DSD BH 267 AERRELIZATARMMAE P TlE. G B iEFE 1L SRY-
FISH [Z&UY). 46%AY 46, XY DSD, 39%A% 46, XX DSD., 14%A\ (K 1E DSD [ZH5ES
NB, ZDHD 200 AL EFINEL-E A RIIFE *'OTIX. 46-68%H% 46, XY
DSD. 22-39%A% 46, XX DSD. 8-29%A V{4 & {A1E DSD [C57$EEN S, 46, XX DSD T
(X, EXURIBREERERED 32-60%EHZZEHHD *', 46 XY DSD ITKEES
BREICER . EHREIR—FCRER - oY —C K5 ERFREMNTHA. 34-
5% CREEENRTESND "0 EZREEDOERRERIZENTIH. —ELUELEDE
FEED BN B HEEED 46 XY DSD TFEDREINLELVVES CEEFE
ENEREEALNS(CQ2 R, RIRBERANTHEHELDD . EELEDHERRER
THEDKBEDAEZMTSE M. BRKRMICEZMEHES OREREZERE
9 5EBTIL, 46, XY DSD IZH I HELRTFREF—EDERILH D,

3. IERERIRE . ERRE

BERERREIXRENG-O. AJRRGRYETHINETHD. EEHBEERRE (US)
VEBESELBER (MRD) TRO oGV IFMABER OIS —EBEDRKR
BITIThONDENHSHA. DSD DEZWIZEHITHERMEEIRENTH S,

US > MRl [FIRRESRRE T L TIEREETHY . DSD DZHT TIX. ERRDPEIRETE
MDEM. 25— ERENHREDFMBMITEASNS, BRICERBELNH5
NBGERICITMERST DFE. REEBELSAONDERICIXFERRS OEFEN
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EZbNB, h%—"’*#ﬁi&@ﬁﬁli 46,XY DSD DIRREFEBRICHERATH D, FEMN
BESNE=HBEICIIBESEES. FEARESNGWNGEIZE7UOROS VEE
EELGOLIERAESNEDND, T_T_L, US 4> MRI TIX RO BEFEHFIOFED
SHEAHLLMEE LN H DI LITIEBET S,

PERR A& 4R

IR AR (X BRFE B4 DSD 22 E D —ERD DSD EF DL TH B LD, RS F
MRELGEMNLEZHICEST . ERRECEGFHRELNSINBREE IMHRE
BB D AT RESE M B DIEHI TRRETEND 9, BEIM LD IRE TIE., IIFEE M DSD A
Sz 23 ACTHIREROHERERAITHAL., 57% (X IFEE M DSD., 22%LRE
HEHEIRERBIE. 22%( X ZDhDEETHo1= 2,

(51 F>CHR]

1) Sheikh WH, Asif N, Haroon ZH, et al. Diagnostic accuracy of human chorionic
gonadotropins (HCG) stimulation test in XY—disorders of sex development (XY-DSD)
presented in Armed Forces Institute of Pathology. J Pak Med Assoc. 2019;69:1090—
1093.

2) de Oliveira LR, Longui CA, Guaragna—Filho G, et al. Suggested Cutoff Point for
Testosterone by Liquid Chromatography with Tandem Mass Spectrometry (LC—
MS/MS) after Stimulation with Recombinant Human Chorionic Gonadotropin. Sex
Dev. 2022;16:266—269.

3) Baidya A, Basu AK, Bhattacharjee R, et al. Diagnostic approach in 46, XY DSD: An
Endocrine Society of Bengal (ESB) consensus statement. J Pediatr Endocrinol
Metab. 2023;36:4-18.

4) Fujisawa Y, Masunaga Y, Tanikawa W, et al. Serum steroid metabolite profiling by
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for hormonal diagnosis. J Steroid Biochem Mol Biol. 2023;234:106403.

5) Sato T, Nakano S, Honda M, et al. Letter to the Editor regarding “Serum steroid
metabolite profiling by LC-MS/MS in two phenotypic male patients with HSD17B3
deficiency: Implications for hormonal diagnosis.” J Steroid Biochem Mol Biol.
2024;239:106484.

6) Bertelloni S, Russo G, Baroncelli GI. Human chorionic gonadotropin test: Old
uncertainties, new perspectives, and value in 46,XY disorders of sex development.
Sex Dev. 2018;12:41-49.
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7) Lee MM, Donahoe PK, Silverman BL, et al. Measurements of serum Miillerian
inhibiting substance in the evaluation of children with nonpalpable gonads. N Engl J
Med. 1997;336:1480-1486.

8) Rey RA, Belville C, Nihoul-Fékété C, et al. Evaluation of gonadal function in 107
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9) Hafez M, El Dayem SM, El Mougy F, et al. The role of anti—-Mullerian and inhibin B
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Key word (3£:E Language

Species

PubMed

) V—2( )

(“differences in sex development”[tiab] OR “difference in sex development”
[tiab] OR “differences of sex development”[tiab] OR “difference of sex
development”[tiab] OR “disorder of sex development”[tiab] OR “disorders of
sex development”[tiab] OR “disorder of sexual differentiation”[tiab] OR
1 | “disorders of sexual differentiation”[tiab]) AND (“provocation test”[tiab] OR | English
“stimulation test”[tiab] OR “genetic test”[tiab] OR “laparoscopy”[tiab] OR
“biopsy"[tiab] OR “histopathology” [tiab]) AND (“1990/1/1"[Date -
Publication] :“2023/9/1"[Date — Publication]) AND (hasabstract) AND
(English [LA]) NOT (case reports[publication type])
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CQ6 MMt EBOREELEREK?

H#E HESELEBOREIX. REEBHEPCREFONITUL BIFRERLGEHKAT
Hd. REANEESNGZVNEEELEZL, BT HERICERBMNMEREZEET
5EIE (X 0.02 A5 0.13%, 46, XY S EEB L 46 XX EMEEBDOHEE T TN TH
10 FAHT=Y 64 LU 35-4.7 ATHS, ABICH TS LERBOFRELEF
BATH 5.

[HERDES:4L]
[TEFURLARIL:1L]

(#ZER]

5 1b &8 (DSD) [EHEBERICEDENFEIND (R 1), TORRIE. HEEHEK
DEE. HHMEBRICELIEEF-7UoROFVDEEDI T FIVGEEICEDLS
BEFONITUM REEEMEFILOHETIREERLGEHKRLTHD, FHLA
SR EICET ARRINL 77 X - Ryt —% (European Reference Network on
Rare Endocrine Conditions, Endo—ERN) D EEIREEEZ XN R ELI-FAETIE., KL
—HURIZEBEEFREBEE(TO=-DSD £E 6,720 A (EXMEEITFFrOE M
TEIRIEEEIE TIE 2,956 AZEL) D55 RJHI/NUTURNR DN LD (F 7-60%. fZ
MR R ETZEEFE 150 LLEDHEER T 40-60%TdH5 2,

46 XX DSD IZHITHE-EBBEDBVWRREEEFIE. 21-/KEBIEERIGED
[REEZFTHS CYP21A2 B FTHAH, —H. 46 XY DSD DEFEEFIL LI
(20125, BARIZE TS Quigleyd EELL LD IEHE g7 4 35%FFD 46, XY DSD D
BREEEFEEENICRIFLERE T, 265 TH—BEFRELNREINTLS
Y, EMSDKIFERE TIE. ATACMRRILELERCERICHI DD AREIG
F15 SRD5A2 EBIEF. BEDHELEIZH N 1D NRSAT BIZFDHEENSE LY,

AFRTDSD DHREFREILI-ME TV, BADLDRETIL, HARFICIEH
RPN R E 2T HENE (X 0.02 MD 0.13%THD "™, ToI—II1ZEI1T5 1968 £
LD T—2ZHAW =% AHENEEFETIL., 46,XY DSD ZHDHMEE(X 10 AAH
=Y 6.4 N(F7oROZ ORIGIEIREE 10 B AHT=Y 41 N HIRER 10 A AHT-
) 1.5 A)'0, 46, XX DSD BHDHEE (X 10 HFAHTY 35-47 A ERESNTL
%
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K1 HEMEEBEDOREE

ERBERBICHSHEMEERS

(Sex chromosome DSD)

46, XY tESMEF B
(46,XY DSD)

46,XX tEsME B
(46,XX DSD)

A:45X (TurnerfEIREEAE)

AR BR)HEESE
1EE B MIRER K (SwyerfEIZEE)
2B BMERRE R

IR RIBAEIREE
4 BRFE B (ovotesticular) DSD

A:TERR (BRER) HMEEE
1. BR%E &% (ovotesticular) DSD

2. BEEHEARY Testicular
DSD(SRY+, dupSOX97%: &)

3. MIREM A

B:47, XXY (KlinefelterfE IR B4 L)

B:7orOF U EREE-1ER
17ROy VA SREE
1.5 R MU RA R R BAE
217 o KB LB R RIBE
338 -HSDRIBSE
4POREEIE
5.SLOSEfZEE
6.5 0 BITEE R RIBE
7.17 B HSD RAB4E
27RO ARREE

17RO ORIGE (2B, o8
SLHZARRERE (517 +vEHiaER

Rl - SRS B)

AAMHBE KFUAMHEZBRAEEIE (325—

EERAEIREY)

B: 7 RO45 UiBE
1: BRI
1. 217KEg L B R RABSE
2. 11 B KB L BE R RABIE
3. 38 -HSDR4B%E
2R 1R R iRie
1. 7Av 54—+ RIBE
2. POREEJE
3RHAE (Luteoma, S EME)

C:45X/46 XY GEREMMIRER K. IN

F& 814 (ovotesticular) DSD

D:46XX/46.XY(F A5, DIFFER M4
(ovotesticular)DSD)

C:ZzMith
1RE TR, #HEttEE s RE

27Dt

C:ZMith

1. MRKHYE{&EE. MURCS, #AHEpE
5\ E . REEASE

2. Dt
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1. BIR

Key word (#:E) Language | Species PubMed ) U—Z(
1 “delayed puberty” AND “boys” English | Human 740
2 “delayed puberty” AND “boys” AND “diagnosis” English | Human 458
3 “delayed puberty” AND “boys” AND “diagnosis” NOT “management” English | Human 398
4 | “delayed puberty” AND “boys” AND “diagnosis” NOT “management” AND “approach” | English | Human 14
2. KR
. JUL
Key word (%35 Language | Species PubMed fthad)y—&(
1 "delayed puberty” AND “girls” English Human 247
2 “delayed puberty” AND “girls” AND “diagnosis” English | Human 88
3 “delayed puberty” AND “girls” AND “diagnosis” AND “approach” English Human 7
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Key word (3£58) Publication date Language | Species PubMed o) y—Z( )

“primary amenorrhea” Custom range from 1990/1/1 to 2023/9/1 English | Human 865

“primary amenorrt hea” diagnosis Custom range from 1990/1/1 to 2023/9/1 English | Human 434
"primary amenorrhea” ”differential diagnosis” Custom range from 1990/1/1 to 2023/9/1 English | Human 62
"primary amenorrhea” diagnosis limited to review Custom range from 1990/1/1 to 2023/9/1 English | Human 68

o |a]e|r|=

“primary amenorrhea” “differential diagnosis” limited to review Custom range from 1990/1/1 to 2023/9/1 English | Human 14
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Key word (3EE Language | Species PubMed 1) —R(

1 “pubertal induction” English | Human 245

2 “pubertal induction” AND “boys” English | Human 60

3 “pubertal induction” AND “boys”AND “testosterone therapy” English | Human 32

“pubertal induction” AND “boys”AND “testosterone therapy” NOT”hypogonadotropic .

5 R English | Human 16
hypogonadism

6

7 pubertal induction” AND “boys” AND testoste:one therapy” AND “disorders of sex English Human 3
development

8

9 pubertal induction” AND “boys” AND testostersne therapy” AND "differences of sex English Human 10
development

10
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Clin Endocrinol. 2017;86:634—-643.

(SRR R]

Key word (¥358) Publication date Language | Species | PubMed o U—2( )

“DSD” AND “management” AND “adult” ustom range from 1990/1/1 to 2023/9/1 English | Human 114

“DSD” AND “complications” AND “adult” stom range from 1990/1/1 to 2023/9/1 English | Human 104

“DSD” AND “bone” AND “adult” stom range from 1990/1/1 to 2023/9/1 English | Human 17

2w [ o] =
o|lo|o|o
= <

“DSD” AND “cancer “ AND “adult”

ustom range from 1990/1/1 to 2023/9/1 English Human 35
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CQ15 SHESEERFEMATIZSHERILELRE I HRESILH?

HR BREYAXEEKSE, FHOBFEROONSARENH S0, 3/07
FIWAERT HEHICRETRFMERTT HE1ZE, BERLEVERETSHE
LERET D, FRAEORA LIZITHEBLEBEREORFOBENHY ., MR, &5
75, BIfEA. F RS HHE. BFWERISOVTHELEIE TV RIFEL,

[H#EDEE:55)
(B EHE R 55U VHELE 84%. TR VHELE 16%)
[TEFUALARIL:D]

(#ZER]

53L& 8 (DSD) IZH 1T 5B S ZEB R BT (. EITFRE T RITHR 957 Bl
THhd, RETHREF. EEREDHKEBEOEEICKY., EETIEEEDLIHIC
FETHHNREONEZEZDERAICHFEETHEDT.DSD ITEVWTHIRoNHE
BED—DTHD, EFIZK>THREODME EHRLRGEN\JI—avhiHY ., &EE
[CEROLZELDMNLEEDLREE-REMICEOHLILDONH S, RETRIIFEEEH.
BERBEFREEHEIN. BIZEZEZOLEOD YA XHNSNEHOT7ILR
(microphallus) 1T A &1E DSD TELEOH LN, FHIDHZELNSLDH=6. B
HHRILEVIRENEEINS, BERILEVICKYEZES A X, HFIZREEIEANAKREL
BAHIEIZKY, FMEHIHETHIELHFIND,

SERINEHBERLTHONHmXDF T, LM IET U RALANILAE AT AR
ROV ATITAVILE 21— AFBEIFIIEELTNDLOD 7Y fliiE. A HHE.
BEME, AMERAII OV TOAENLGEHEAGINTELT . F-TOHEEPIRE
FEITREICE>TEIESETH S,

BIED 4,094 ADBEEEL 5 MXERRELIZDRATIT4vILEA—TIE.
AT BRIV E R SEOBEICEEISESETHLHIN., MAIDOREENENILH
BERBERTHS, REEERESTE=TAMRTOY (M HARAKZESDLI AT
(.5 E(X 2 mg/kg T=IEEA 25 mg DLVT A THY . IHE5 LR (L H7aET 2-3
MNATHS. THRAREGIEZEROXFTICAEEICEDTHY. TOEEX 2-3 1
BTE—VIZET S, EHEVCEMERICRIFTZEICOVLTIE, HEIZL>TSFES
FTHA-HEBRORMAH S, TOEAELTIE., RILEVREZMHE. RETHOE
E.FHFR.IEEAELRENERLEIENEZLONDS Y,

HMErEMBEE M OmERME (Q/ AR ME) 25 M 9 51515 TH S fragility index Z A
WTC.BRETLRETREERMICBITAMAIBHRILEV R LMEREHERE
EAQEEICATHHXDEICOVTEHEL-HBENH S, AREICLDHE. Thb
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DX TR ETE LT ER/OE AL ORIEEZRDS1=0 . BET HHIED
WTHTRTBMARILEV RGN RE TREEDHERICEZHEEICDONT, HEiwe
BYCEBEHT LETERVEHERTITEATNS 7,

WEDECA, RETHMHNCBEERILELEZRETHEE0, BLEE, &5
. R]REAERIT—ELEREENGN, LEA2T, K CQ(Ix3F BHELLTIE. 1l
BICEMHRILELEFRETHILICE>T. EBEV A XEMOMENEON ., FERA
[CFMDHEEZENBEIN., FHDOEFEROHONDAREELH DO, ZVAT7
IWARZETHEFICRETRFMERITT ARICBERILELFRETHIELETIR
ET51EL . FHABOR LICIFEZELELZEONADRELHY. AR, &5
Hik. BHHE-BFEHNE-BMERICOVWTOBRELAIETURIEHV=6., S&iEY]
[CTFHFAoEINFF0F LELLEEAR T, MATBHRILEREOEDORE T
TEOLENDHD

(51 F>CHR]

1) Di H, Wen Y, Li Y. Preoperative hormone therapy in single—stage repair of
hypospadias: A comprehensive systematic review. J Pediatr Urol. 2023;19::250-260.
2) Li B, Kong I, McGrath M, et al. Evaluating the literature on preoperative androgen
stimulation for hypospadias repair using the fragility index — can we trust
observational studies? J Pediatr Urol. 2021;17:661-669.

3) Chua ME, Gnech M, Ming JM, et al. Preoperative hormonal stimulation effect on
hypospadias repair complications: Meta—analysis of observational versus randomized
controlled studies. J Pediatr Urol. 2017 Oct;13(5):470-480.

4) Babu R, Chakravarthi S. The role of preoperative intra muscular testosterone in
improving functional and cosmetic outcomes following hypospadias repair: A
prospective randomized study. J Pediatr Urol. 2018;14:29.e1-29.€6.

5) de Andrade EC, de Castro Paiva KC, da Silva Guedes S, et al. Echocardiographic
evaluation of left ventricular mass index in children with hypospadias after hormonal
stimulation with topical testosterone: A randomized controlled trial. J Pediatr Urol.
2017;13:352.e1-352.¢7.”

6) Menon P, Rao KLN, Handu A, et al. Outcome of urethroplasty after parenteral
testosterone in children with distal hypospadias. J Pediatr Urol. 2017;13:292.e1-
292.¢e7.

7) Paiva KC, Bastos AN, Miana LP, et al. Biometry of the hypospadic penis after
hormone therapy (testosterone and estrogen): A randomized, double—blind controlled
trial. J Pediatr Urol. 2016;12:200.e1-6.
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8) Chen C, Gong CX, Zhang WP. Effects of oral testosterone undecanoate treatment
for severe hypospadias. Int Urol Nephrol. 2015;47:875-80.

9) Nerli RB, Koura A, Prabha V. Comparison of topical versus parenteral
testosterone in children with microphallic hypospadias. Pediatr Surg Int. 2009;25:57-
9.

10) Kaya C, Bektic J, Radmayr C, et al. The efficacy of dihydrotestosterone
transdermal gel before primary hypospadias surgery: a prospective, controlled,
randomized study. J Urol. 2008;179:684-8

[CmR ]

Key word (35E) Language | Species PubMed ) U—Z ( )

1 hypospadias AND preoperative AND hormone English Human 63
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CQ16 ARG ERBRIDHHERTIE, LWIOEIZED KSGIERZEHER
FHENHRSNDH?

#E HRESOREIYRIVBEMESMERBICHLTE, EHMETRIRELRE
DFREEITNAERERCHERTBEREE R T D LEZRET H. PHRIERMER
O3 B OB A | ZBARE R B2 (S0,

[H#EDEE:55)
(BB EHEER T3 VHEEE 70%. T8 VHESE 30%)
[TEFUALARIL:D]

(#ZER]
1. PEBR¥ERR AT

L E (DSD) Tl REICI > THREZ QUR I EMT HEINTND
M. ZOBERZBIZDONTIEHMN>TULVEL, EIRFERRTEFD germ cell neoplasia
in situ(GCNIS) £z (XIEMBEZ D RV S EREELITEML ., HIREZE D RS
PFEICEIREEL, 1520 R CEDRIEERIIMET S ", GCNISEHETHEED 5 &
EEREFHMS LUV LA EHRIE. GONIS/IEMaEEZ A SN EELRSET
HHHL. RHREEEZETHBETIEIELT D,

DSD IZEFENIEENSHTHY . FKERIZI>THIRESBDREYRVILELST-
. RAETIIERBESLICEZIRIDN R EINA TS >,
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= 1

- ESMERBICE T HLEEMEREZ DR

K&

EHEAEURT (%)

SR

YREBREE T HIEIRERBUE DRERER MR
[EERNITERAFELGWRA T RO R GERRE
FrasierfE{& &%

Denys-DrashiE & &

PRV R IR

YEBARETE T HTurmerfEIxEE
YRBREET HHIRER A
EEAICHRNFET S B7oAOS5 ORIGCEIRE

BYR B

SEBTURAT ORIGIERR

BIFE R MEMESMER B

YR BAREZF LG TurnerfEIR B

17 8 -EFAF S R T O/ RRRKREER B

JRADTEL

50 -ZTBRREE
LeydigHRRR{E T2 X

15-35
50
60
40

12

2-5

LWL, SRV DEITBEAMZERET HIATSEITSNDEDOD, +577%
IETUREFERT EIRSNFERICE->THEERAMDELD-O. HIRTERR
DFE GO ILARETIRN Y, -, BEEFEH(EFEHRTREYRINEL) . A
B(BATREVRINELY) . EROGE BRERTRE)RIHELY) . £TEHRD
KRB EZME, HEROBIVED e (ZRIEBDAIREM) . ELTFIVITES
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MESIH, FHMDURY . RILEVHREEDEER. BEOEMBECH HOBEE.
BEQOOIVI—TATUTATAHE ., HOWHILEZBEICANT, MR %
ISEINERETILENHD ™7,

B/ R3EFE (Societies for Pediatric Urology) M /N R R ISIES T —*
244 )L—7F (Pediatric Urologic Oncology Working Group) [&. Ffif%=(+71- DSD &
# 83 A GCNIS &ErHifafEBE DR EFE LR PERIFETHREL TS, 14 A (16.9%)
DERREREZEZ T, 71 N (85.5%) HAPEBREPR T Z 52 (T TULV= (50/71 AASEIEIT4AR
FEBRT) o 8/83 A (9.6%) [ GCNIS F1= ISR EZ A FBH 5T (GCNIST A, BE
HEES 1 N), FHEEHOFRIEIL, GONIS/IEHEESERHENVEERT
2.95 % . GCNIS/IEHRafEZ % R HT-BE T 14 HTHoT-, GCNIS/IEHIREfES B
H8AZENEVRIEIEHYRHD DSD DEWMEZIT TN . BYRIEED
5%, 8/54 A (15%) Y GCNIS/REHRAfES CTHoT=. MTZEEEZIEZT-EE. B
FELUEE TG 208 ERFL TV (FEMERM 6.4 5) . 0bhb., HIRHER
ffiiZ52111-DSD BEDIFEAL TBHEREDRERMRZRHT . GONIS/EH
EEERO-BEIEITRTCE/RIRITHY . BRTILEFHOH THEN
TAETD Y

2. BEgRE

FRHEO T IR HERR T2 2 111- DSD BE TIX, BERBRE (US) LS LB E
(MRD R E(Z&KY 40-50%5DHEIRDRESND ¥, fz1ZL. WT N DEREZEETH
BIEAREIIRESINT ©, TN US HEDEBREICLIBBHRRIIHLHIEE
BHTHALOD . RRIIFET D,

3. MIRERR (CQ24 1)

IR REAEFETES -0, HIRERIIEIREZDOFTMDA T aoD—DOTh
%, LML, HRERILT LIRS ADHERBEGE RBRL TS DT TIEEL,
GCNIS PIEMIEZE D FEZ R LT A REEAHD ¥,

UEDTENS, KRAMRSATIE, BBREAMRGEHRERDRIE) RIS
LY DSD IZX L TI&, EEIRIAE US R E DFIRFRICMZ . EREROHERBIREEZE
FTHIEFRETHIEEL, LHOLIENS ., FRHRIMEAR FERR O3 05 O 1 2 BARE
HEEFHL, SEDIETUORDEEIF N5,

(51 FA3CHK]

1) Morin J, Peard L, Vanadurongvan T, et al. Oncologic outcomes of pre—malignant

and invasive germ cell tumors in patients with differences in sex development — A
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systematic review. J Pediatr Urol. 2020;16:576-582.

2) Morin J, Peard L, Saltzman AF. Gonadal malignancy in patients with differences
of sex development. Transl Androl Urol. 2020;9:2408-2415

3) Peard LM, Morin J, Flores V, et al. Gonadal tumors in a contemporary cohort of
patients with differences in sex development undergoing surgery — A multi—site
study from the Pediatric Urologic Oncology Working Group of the societies for
pediatric urology. J Pediatr Urol. 2023;19:399.e1-399.€e8.

4) Lucas—Herald AK, Bryce J, Kyriakou A, et al. Gonadectomy in conditions affecting
sex development: a registry—based cohort study. Eur J Endocrinol. 2021;184:791-
801.

5) Cools M, Looijenga LH, Wolffenbuttel KP, et al. Managing the risk of germ cell
tumourigenesis in disorders of sex development patients. Endocr Dev. 2014;27:185-
196.

6) Spoor JA, Oosterhuis JW, Hersmus R, et al. Histological Assessment of Gonads in
DSD: Relevance for Clinical Management. Sex Dev. 2018;12:106—122.

7) Huang H, Wang C, Tian Q. Gonadal tumour risk in 292 phenotypic female patients
with disorders of sex development containing Y chromosome or Y—derived sequence.
Clin Endocrinol (Oxf). 2017;86:621-627

8) Alaniz VI, Kobernik EK, Dillman J, et al. Utility of Ultrasound and Magnetic
Resonance Imaging in Patients with Disorders of Sex Development Who Undergo
Prophylactic Gonadectomy. J Pediatr Adolesc Gynecol 2016;29:577-581.

9) Guerrero—Fernéndez J, Gonzélez—Peramato P, Rodriguez Estévez A, et al.
Consensus guide on prophylactic gonadectomy in different sex development.
Endocrinol Diabetes Nutr (Engl Ed). 2022;69:629-645.

(SRR R]

Key word (%3&) Language | Species PubMed D) I—R ( )
1 gonadectomy AND disorder of sex development AND cancer English Human 397

1Al



CQ17 HHEDIEHIBK - BREE - 38 3 BRAEFEF (6 I HIMERT M, 12
B R BRIE T B IS X BIER BRI L DEICED KSG M HRESIN LM ?

R 1 ZEONMERBRITCEBEAEMICOVNTE, REECEEERAIHIE
HHERHL. EFIRF—LLMABOSAFHERERET HERNO7IO—F%
=ET Do

[H#EDEE:55)
(B EHE R T3 VHEE 60%. T8 VHESE 40%)
[TEFUALARIL:D]

HEE 2 ZHEDONERBRTOEGHXELTE, AR MEREZERFLBRIE
. R ARREER AL IEER AN, KISMRAE6tALIBREMER DR
Biff . B OELMXEL T, BRCBEENALERRARGLEICRSBE
ERET 5.

(R DES: 5]
(AL R T5UVHESE 63%. 5ALVHESE 37%)
[TEFUALARIL:D]

(AZER]

M5 L& 2B (DSD) I 1T 5 D SRR RS BT WORERS BT D BFEA I DLV TIXER
MOMELTULS, ek DENRSMAIEEZEZEE T ALY RHORHFHARET
HHEEZONTELN BETIE, FAFENEFHEBERANBERRETES
FWHFETHBIRETHEEVSERLALND 2,

BEIFMZEZIT=-EEMA (AYA) tH{X D DSD EEERRELI-AETIE., F#
ENRHFMERFHIERELIECEICKRZHDOEENEMEZRLTEY . #EEH
BIUBBHLEHRENRLLEERRTO =N, —SBOEEIFHIETIER
RETOECRADEEEZA TV, FLIRHAICF % 2(+1- DSD BE T, 4K
DEREL-OBRFENEN, NMEBONEBRIZEATIREBEELEEORLATSC.
IVE—TATOTATAICHHEERITTEVWS A TEMTHIERESNATINS
Y BREAFMORBELT. BRI F—TAToTATADENEAOIER D K
HEENECDIENHD, MTEEERICH L TEBERAMEETAEENST
LERRETIERLH LD IV HICFMEZ T IIER EFMEZ(FEh > EH
FLEEL-REBBEERLI-T—2IE4E0 %9, 16 Ll ED DSD EE 459 AEXR
ELFERUN D KIREAETIE, FHBHICEITIEEDERIISHTHICENTR
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SNTHEY., 21- kB L BRRIBED T E X BRHFHEIFOCIERA A S, 46 XY
DSD DLt (S FHEEFMEITFTIERIZH 1=, Fi=. A REAIZFHiEZ21+1= 21-
IKERLEER RIBO L EIZH THRETTIX, FHBEHCESHEOEEEICEHD
FTERIFMDIRINMEL, BRI HBENEON=EREL TS " BLDES
DHREDFBREEZDIABICHHREEI/NRHADOFMHICBEEL TRET IEEIZIE,
HMARF—LNBRHFMORMEEMZTRICHRBATRETHS 2,

—A.BERNDO—E D DSD BEXEHRKEIIEENERREICREBMIZSINT
EFRRSICHBETIIERBRDFMERITEIRETHDIEROHTHEY ", XiEFKE
EELE-ERELREZFILIVBBOFMHEZCIENZN Y, FHiEZELHT IR
FEEABERRETOCLRICSMTESILETHY ., BEEHOFMICELTIEIEM
RF—LNBERACREFICHHLEREZRBLTREIRETHD . 1120,
BENEERETETLIEMISEFIETHY . MNRBICFHERTRVEERERET
AN EMEELERIZEBLESZ TREMICFHBFHREROZILELADHS Y,
HE. FEHLUE O BT TIEE PRI DURIAE LDV HhNT
W39,

DSD IZH T 5 M DIEIEX - IEEREE - HE M RETERIZH T D59 2R R AL
fireLTlE, R MERZBFL D DEMRABBZ VIR T SR, 2% EE
BEZFRALIEER AN, 2@ MBREBERDAOVNNNYY KIEEBRFEFEF
I R ) EF AL bR AR ORENfT . KB ERETERBEICLDIER
B MR ENTHNATINS P, DSD IZEIT5 LM DERER B - FERKICKT S
EREMOMRELTIE. BECHEEFIALZRAREGEICESIBENTHOHNT
L5 ™9, TR EAHEL LTI, BRE. ., ISR, FRERESLIE. FREF. K&
fBE. EFEEG. EE7TO—LERENELSS 9,

FHBBELTEELAIIFENEEDHRETHD ", BT I BEDFi
Z%21171- 16 LI LD DSD B 500 AZFRELF-IMETIL. #EE BB I
B BEOMHRELGE) BLUBRMEICHT AR 2045 =H#ontz "V, NEEAD
ER AT OMRICEREEZZEL- AYA XD DSD EFERRELI-REITIE, IF
BREAMICEV+REY A XDENERTE, N—rF—DWVSEETIXEELH
RO AHEICH 2 EIREL TS ¥, MR ERBICK L TIEIRIEIBEFEGRAL:
WRETERDOIFRBHNERTHLH. FEOREILCESAIEEICHLTIEIBEEF
ALERRAREIZESBEMNEEIND,

(51 FA>Ek]
1) Kudela G, Gawlik A, Koszutski T. Early feminizing genitoplasty in girls with

congenital adrenal hyperplasia (CAH): analysis of unified surgical management. J
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Steroid Biochem Mol Biol. 2017;174:141-145.

2) Johnson EK, Whitehead J, Cheng EY. Differences of sex development: current
issues and controversies. Urol Clin North Am. 2023;50:433-446.

3) Flewelling KD, De Jesus Ayala S, Chan YM, et al. Surgical experiences in
adolescents and young adults with differences of sex development: a qualitative
examination. J Pediatr Urol. 2022;18:353.e1-353.e10.

4) Bangalore Krishna K, Kogan BA, Mazur T, et al. Individualized care for patients
with intersex (differences of sex development): part 4/5. Considering the Ifs, Whens,
and Whats regarding sexual-reproductive system surgery. J Pediatr Urol.
2021;17:338-345.

5) Weidler EM, Grimsby G, Garvey EM, et al. Evolving indications for surgical
intervention in patients with differences/disorders of sex development: implications
of deferred reconstruction. Semin Pediatr Surg. 2020;29:150929.

6) Bennecke E, Bernstein S, Lee P, et al. Early genital surgery in
disorders/differences of sex development: patients’ perspectives. Arch Sex Behav.
2021;50:913-923.

7) Sandberg DE, Gardner M. Differences/disorders of sex development: medical
conditions at the intersection of sex and gender. Annu Rev Clin Psychol.
2022;18:201-231.

8) Baskin A, Wisniewski AB, Aston CE, et al. Post—operative complications following
feminizing genitoplasty in moderate to severe genital atypia: results from a
multicenter, observational prospective cohort study. J Pediatr Urol. 2020;16:568—
575.

9) Ellerkamp V, Rall KK, Schaefer J, et al. Surgical therapy after failed feminizing
genitoplasty in young adults with disorders of sex development: retrospective
analysis and review of the literature. J Sex Med. 2021;18:1797-1806.

10) Bianchi S, Berlanda N, Brunetti F, et al. Creation of a neovagina by laparoscopic
modified Davydov vaginoplasty in patients with partial androgen insensitivity
syndrome. J Minim Invasive Gynecol. 2017;24:1211-1217.

11) Rapp M, Duranteau L, van de Grift TC, et al. Self-and proxy-reported outcomes
after surgery in people with disorders/differences of sex development (DSD) in
Europe (dsd-LIFE). J Pediatr Urol. 2021;17:353-365.

[(>CmktRR]
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Key word (%38) Publication date Language | Species | PubMed | fthd)V—X(
differences of sex de.eve\opment" AN[?’( ti.mmg OB technique” OR 1990/1/1 - 2023/9/1 English | Human 20
genital surgery” OR “genitoplasty”)
differences of sex development” AND “female AND‘( tlrt:lng OR 1990/1/1 - 2023/9/1 English | Human 2

“technique” OR “genital surgery” OR “gei
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CQ18 AN AT INAINRERESES-HIZ. BZEX-IEEES-H#E
AAFR AEFER (X9 B MRS BT IR 4R Ak - BRI e BRI =%t - B EE T Rt (X HE 42
SNHM?

HE SMEBRT T CEEEMICEIO>THRABDEIDV AT AANILRIZET SHER
ERALTSERNRSHEH-0. KEDIMEBRT T CBIERRTZETICLERET
Do FMEBCBONBEOREADFHISHLTIE, FADELZ(CHL T, EMRF
—LIZESHBFET Y R—ERRIRBETICEEZRET 5.

[H#EDEE:55)
(B EHE R 55U VHEE 80%. TR VHEE 20%)
[TEFUALARIL:D]

(#Z255%]

L4 REAICA BRI IR BT E 2 (T =B E A (AYA) DR e &
B (DSD) BE 37 AERRELERETIE. KEHDEHIZEVDTHENESLUE
BHISHRLTW: ", BB FXEEDFHEZ T 16 Sl LD DSD £ 500
AEXRZRELIZRAETIE, BRMITH T 2R 22%, #EE FBHREOIE%-BED
REHRLE) ISR B0 205 A5, BEELFEICRETHHEIEE 13%
THH=D AR EB LK > TEFBICKENE LI EFHGFEEEL-LL=E
WSEZENS -T2,

21-KEREBER RIGFED &M 95 AZ R ELIZIHMETIE. EKIEKREZBFELT= 53
ADFEHULNFLOEEDDETERL. Do —TAToTATAORTAA4A
—DICBL TR ATAT ELBIERD AN TS ¥, =, 16 FLLED DSD 459 A
EXRRELIZFAETIE. FHFHICHATIBEEDOERIIZHTHLILDD. 21-KEE
LBERRIBEOLETIIREMFMSIUEZEAMELOERAAFDND Y, 4t
PR BT ORE R BT & 32 (T 1= 21- KB E B R REBED K HEICDLVTDI ATV
TAVILEA—/ATF )L RIZEDE, BLDBENERBETHOTEYFHiER
(F=ZEISHERLTLSA, HAEFICHRLTWSDIEHERBELL Y, 2D
RRESF., R, EXDOEENDLENIEITHATNSEELDEINY, F
MEBHELLTITIEIEEM 27%THON  EFLR L. FRARZE . FREGBEEAELLE (T
A AT

de Neve—Enthoven (% DSD MZctE 99 A(17-60 i&)&—AR D %4 589 A (18-68
BDOHEMBE SIS EEREEDREFRELEL TN ¥, DSD DL METIE., EEFEA~
DRILAEL, RSN DR, SMESR T T 550 B EAVEL, BB HICtLTHE
MECELSEEREENEN Y, —F . EXRBEITo>TLVS DSD DL METIEHEMNEDS
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S BMNITEHV L) T2 LD Y I R ESE—I2L>T DSD XD
HEFENRET S AYA KD DSD BEERNRELI-METIE, F#EERDIZD
NTEENBERZRLTEY . ERRFENBEBRZIZEoONT D BRI
DVVTERHEL . MY R— b EBERIRMEITOICENDETHIHEBRR TS 7,

(51 F>CHR]

1) Flewelling KD, De Jesus Ayala S, Chan YM, et al. Surgical experiences in
adolescents and young adults with differences of sex development: a qualitative
examination. J Pediatr Urol. 2022;18:353.e1-353.e10.

2) Rapp M, Duranteau L, van de Grift TC, et al. Self-and proxy—reported outcomes
after surgery in people with disorders/differences of sex development (DSD) in
Europe (dsd-LIFE). J Pediatr Urol. 2021;17:353-365.

3) Szymanski KM, Kokorowski P, Braga LH, et al. Growing up with clitoromegaly:
experiences of North American women with congenital adrenal hyperplasia. J Pediatr
Urol. 2022;18:775.783.

4) Bennecke E, Bernstein S, Lee P, et al. Early genital surgery in
disorders/differences of sex development: patients’ perspectives. Arch Sex Behav.
2021;50:913-923.

5) Almasri J, Zaiem F, Rodriguez—Gutierrez R, et al. Genital reconstructive surgery in
females with congenital adrenal hyperplasia: a systematic review and meta—analysis.
J Clin Endocrinol Metab. 2018;103:4089-4096.

6) de Neve—Enthoven NGM, Callens N, van Kuyk M, et al. Sexual self-concept in
women with disorders/differences of sex development. Arch Sex Behav.
2022;51:2213-2229.

7) Callens N, Kreukels BPC, van de Grift TC. Young voices: sexual health and
transition care needs in adolescents with intersex/differences of sex development: a
pilot study. J Pediatr Adolesc Gynecol. 2021;34:176-189.e2.

Key word (%38) Publication date Language | Species PubMed a1 v—-Z( )

“differences of sex development” AND (“sexua | health” OR “genital
surgery” OR “geni ")
“differences of sex development” AND “female” AND (“sexual | health” OR
“genital surgery” OR “genitoplasty”)

1990/1/1 - 2023/9/1 English | Human 26

1990/1/1 - 2023/9/1 English | Human 20
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CQ19 BEAXRANEBERRECETIEMETHOTHONHBNAEEITOICLITHEE
e ?

#E NEBERISOVTE, REFORRREICHSESLEEFRANER
RETEDIEMETHOEBEDOVThAZEHET HHBELIET VR HWN, B
HF M EFRFWORMBLREL. WThOBAITENTH, BEFIRF—LEEB
DA HABRREDTOELRERTROHIEEZRET S,

[HEEDIARE: 58]
(FREFER FBUVHESE 77%., TRUVHEEE 23%)
[TEFURLRI): TXRIS— E=F2]
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Key word (%38 date Language |Species  |PubMed |RZERER % | EMHIBRE|[thDYV—R
1{DSD OR intersex AND counseling AND “gender dysphoria” Custom range from 1990/1/1 to 2023/9/1 English___|Human 6 6
2|DSD OR intersex AND “peer support” AND “gender dysphoria” Custom range from 1990/1/1 to 2023/9/1 English _ |Human 2 2
3|DSD OR intersex AND counseling AND “gender identity disorder” Custom range from 1990/1/1 to 2023/9/1 English _ |Human 1 1
4]DSD OR intersex AND “peer support” AND “gender identity disorder” _|Custom range from 1990/1/1 to 2023/9/1 English __|Human 0 0
5|DSD OR intersex AND counseling AND “gender incongruence” Custom range from 1990/1/1 to 2023/9/1 English __|Human 2 0
6]DSD OR intersex AND “peer support” AND “gender incongruence” Custom range from 1990/1/1 to 2023/9/1 English __|Human 0! 0
7|DSD OR intersex AND counseling AND QOL Custom range from 1990/1/1 to 2023/9/1 English___|Human 3 2
8|DSD OR intersex AND “peer support” AND QOL Custom range from 1990/1/1 to 2023/9/1 English _ |Human 0 [
9|DSD OR intersex AND counseling AND “self esteem”’ Custom range from 1990/1/1 to 2023/9/1 English _ |Human 2 1

10[DSD OR intersex AND “peer support” AND “self esteem” Custom range from 1990/1/1 to 2023/9/1 English __|Human 0 0
11]DSD OR intersex AND counseling AND isolation Custom range from 1990/1/1 to 2023/9/1 English __|Human 2 0
12|DSD OR intersex AND “peer support” AND isolation Custom range from 1990/1/1 to 2023/9/1 English __|Human 2 [
13|DSD OR intersex AND counseling AND empowerment Custom range from 1990/1/1 to 2023/9/1 English___|Human 0 [
14[DSD OR intersex AND “peer support” AND empowerment Custom range from 1990/1/1 to 2023/9/1 English _ |Human 0 0
15[DSD OR intersex AND counseling AND “mental health” Custom range from 1990/1/1 to 2023/9/1 English _ |Human 9 6
16{DSD OR intersex AND “peer support” AND “mental health” Custom range from 1990/1/1 to 2023/9/1 English __|Human 7 1
17|DSD OR intersex AND AND “gender dysphoria” Gustom range from 1990/1/1 to 2023/9/2 English __|Human 1 0
18]DSD OR intersex AND psy AND “gender identity disorder” | Custom range from 1990/1/1 to 2023/9/3 English __|Human 2 [
19]DSD OR intersex AND p AND “gender incongruence” Custom range from 1990/1/1 to 2023/9/4 English___|Human 0 [
20[DSD OR intersex AND AND "QOL” CGustom range from 1990/1/1 to 2023/9/5 English _ |Human 0 [
21{DSD OR intersex AND psychotherapy AND “self esteem” Custom range from 1990/1/1 to 2023/9/6 English___|Human 0 [
22[DSD OR intersex AND AND “empowerment” Custom range from 1990/1/1 to 2023/9/7 English __|Human 0 0
23]DSD OR intersex AND psychotherapy AND “mental health” Gustom range from 1990/1/1 to 2023/9/8 English  [Human 6 0
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Key word (& Publication date Language | Species | PubMed | NERERE
DSD OR “intersex” AND “parents” AND Custom range from 1990/1/1 to Enelish | Human 1 1
“psychological burden” 2023/9/1 €
DSD OR “intersex” AND “parents” AND Custom range from 1990/1/1 to .
” ” English H 10 8
psychological distress 2023/9/1 neis uman
DSD OR “intersex” AND”parents” AND Custom range from 1990/1/1 to .
” ” English H 31 3
psychiatric disorder 2023/9/1 nets uman
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CQ23 AT HEMBRORAERBIZEDLWVEGHTION?

HEBE MR 2B TR 15% (95%EFERXM 13-17%TEHLIS, —EDREE
PEEBTEISIOFROARLETLCEDREAERLEHT S,

[HERDES:4EL]
[TEFURLARIL:1L]

(fZER]

ICD-10 THEMHEEDRIZHAAFTFN TR —HEF (L, 2022 F£IZHESH
1z ICD-11 TIEMR AR SICERTIN T, BHEBORMEAOONN ., EOREEIZH
3 B IKEE(Z (conditions related to sexual health) [ZHLEfTITHNT =, SHIZ. ERI—
HEE TR DER T BRE—EAZ TN IELRSHELDIHL., ARSI
E X9 L F (experienced gender) EIETE SN 1= 14 Al (assigned sex)E DD FEETE
FA—HERBEINTHY . REDHERTHELTERL LW B /0N F1)—D A=
LE1E8FEND, A CQ IZATAIETURIETARTHR—MHEEDZMIZE I
DTHY . A EDZEIZEIEDTIZEN, ERI—MHEE LSS A IXRE
FRIN TS 'Tii':llL*ﬂ’éLﬂ]WtL’CﬁiﬁTé_&c‘:?’é

5 1E & B (DSD) DHFER -ZLIRICH T 5 E EOHRRE L. —HHAEEH
uhuiﬁllL*‘J‘q*éaju%%%rw%tm EEELNEARTIEETHOEH K
RED—DEEDTUNSD,DSD IZHEFHMRIx T @ FIRITFEEFNITHESINT
W3, 2021 EDVRTITAYILE 1—TIE, 2005 E£H5 2020 FDMEIZFRESHh
1= 20 DX EEI SN, 21-KBIEBRRIEE. T2 T7URAT U RIGEIERL
SUICHAE 7RO U REERE. 5o -ETBRRIBME. 178 -EFOFX P RT
AAREIKREREREE. EAMRERBE. BLUTEHMHREMBIEIZH T
BFSh TS, ChHDEED 12 KU LD BHIZEITAMER IS 52T
15% (95%{SREX FEI[CI] 13-17%) EHERIZND 7,

RERIZHDE, EEBAME DSD DLMETIEMER I T 5:E2MMEELELLEE
(X 22%THBHH. BETIKIFEAEA LN, 21-KEELBE R RIESE (46 XX) D&
M TEMBREELDIEIESIL 4%THLHM. BETIX 15%&EFEICEL., & T7orO
FORERBERF T2 ZMT, EMNREELCDIEIE(F 2%&BL, Fi=, BHE
ToROTURGEEBETIE, XETEMRZELDHEIE I 12%, BHTIL 25%TH
3",

DSD THAKEEGHDOIRIEFERBEMITIFRLUARITEROH SN, BRI
TO DSD1,040 AZExt R ELI-HEETRIOR—MRAZRIZH LT, it 717 AL Bt 311
A TN DR 12 NERRELIZSHD 5% (X EREEBL TNz, IEDORER
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EREo1239 N(4%) ITEWWTIE, H&EIOEE., Bt MO, BEFEITm ML
NOMR EIXELIHRREEZZROTEY. 0T IIL—TTIE., thosmE LY
HEEDHIMES RREFLSORDEHMNZLN Y,

BREBREDEHEIEX DSD EEANCEENRHON TS, T2 T7UFOSY
RISEIRFPEEEHRERB O LMD 859 DL —DDREMER, LM T
LI DRERREEZRLEIFD ?.DSD DAL, BAMEITHEMEFDORERE
%D DSD TIHABEWZHERREEDBRERMPLEEITADEE T, ELIEHDN
[ZELATULS Y, £1= Mayer-Rokitansky—Kiister-Hauser JE{ZEE D HEE TIL. 188
BELES DR, HSMAME . FREKREDHEENLHY ¥ HETLERD. HE
ELHIRESH, FEHE T QOL AMETT S,

CDOITEMNBE.DSD IZBENTIE. RERICE O TIIEFEIIIDFROILREETLGED
FHEBREEHTHIL. GHUIZDSD BENMSIURD VT —DRELHENEE
AT=WELWSFEEZF>TWSEIT T BFLITIR M EFELGS LD ELTHA
THAREMZRBTOIVLELHY ., —HBOEFITLDEAIU I T EREELT ST
LEBHLTHERETH D,
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Key word (3:E)

Language

Species

PubMed

) y-A(

reports[publication type])

disorders of sex development [Title] OR disorder of sex development [Title]
OR differences of sex development [Title] OR difference of sex development
[Title] OR disorder/difference of sex development [Title] OR
disorders/differences of sex development [Title] OR DSD [Title]) AND
(gender identity[All Fields] OR psycological problems[All fields] OR
depression [All fields] OR mental illness[All fields] OR psycological
disorders[All fields] OR gender dysphonia[All fields] OR GID[AIl fields]) AND
(1990:2023[pdat]) AND (hasabstract) AND (English [LA]) NOT (case

English

Human
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CQ24 HMIREHEDIRIFEHED=OHIZ. ERERITHEINDIMN?

HE HREBRZY REBERSZFOESERETRIEREBD)RIEFEMEL
THRLGAEEEEHEILOND, HREREREST SHELTIE T RIFEL,

[HEDAKE: 58]
(FREFER U VHELE 75%, TRUVHESE 25%)
[TEFURLRI): X R/IS— E=F2]

(f#7Er)

Y 2BARSEHFOBRERNMERIIEREREDURINENIETHLON., —RHY
[ZIEXFRIRIIZHERRERERRL . TDURVZRBE T HAENEOND, —FH . ALHD
HHIZKYUHREERT 56, BICEBIELOURIICTOVWTOERENDLETHY.
HARIEHEREBEDRD)—=VJ ICERTHAREEML H D, EROFRMIL. *
FREFRED LB D LAREE T BN HY . SHICIIE S EGRRELGEFREMLGA
EOCFREREDFRE, BEEOFEHLEICSCFMELELT S, AR THRITATEER
LN ERD—IDALENIFEELH D, BE. LEREBFER.Y 2EARDERHD
REREAMERRIC T DEMRD A RN ERE LR XIEFEEE T . DSD IZHITH MR
EEDURVFEHHEDI-OICHRERDENEEZTRT IE T U RIEIFEELEL,

1951-2017 £ FETD 386 /XEEO -V ATIT4vILE 1—TIl&, A AIEE
BE D germ cell neoplasia /in situ(GCNIS) ZZWL\LUAZHIRAIEZ D) RV X FEEhiE LI E
FL.ZDURYIE 15-20 B TRIFIZEMT S ", FIHRMERERTTEZ(+1- 118
ADY EBAREDEHS DSD KD HIRDIREL TIE, 14 4% THIREZHNREHS
TS, FRERITIL, 46 XY STL B4 IREM B T 23.5%. 45X/46 XY EH AU T
14.3% THD. —H.AIS TIE 0.0%&FBHERMRITGL 1HIZBMED Leydig HIiEfES
DEDHLNTNS ?, HIRERICEDIRETIERH LM 7. WTFhERFEHRE
THY. M D LD T ECHERBERRELLE LR T K CQICEREFT 5T 5%
DEIFERZLELY,

(51 AX#]

1) Morin J, Peard L, Vanadurongvan T, Walker J, et al. Oncologic outcomes of pre—
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2) Ouyang Y, Tan S, Yu Y, et al. Gonadal tumor and malignancy in 118 patients with

disorders of sex development with Y chromosome. Int J Gynaecol Obstet.
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(SRR R ]

Key word (:E) Language | Species PubMed fthad1)—Z ( )

(“differences in sex development”[tiab] OR “difference in sex development”
[tiab] OR “differences of sex development”[tiab] OR “difference of sex
development”[tiab] OR “disorder of sex development”[tiab] OR “disorders of
sex development”[tiab] OR “disorder of sexual differentiation”[tiab] OR
“disorders of sexual differentiation”[tiab]) AND (tumor [All fields]) AND
(”1990/1/1”[Date — Publication] :"2023/9/1”[Date — Publication]) AND
(hasabstract) AND (English [LA]) NOT (case reports[publication type]) NOT
(review[publication type]) AND (biopsy [All fields])

English Human 50
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CQ25 MREZDIRIETF., BIEEZRRT HIER (M ?

#E EREFEOVRAIAFE.Y REERIOFHE. BENGR. BEHALERD
Fin, ERERE. ROMEGEEHBROFETHS, RHMRER -BWICH =&
EZEZTRRI SADCREBRREIFEELLLY,

[HERDES:4L]
[TEFURLARIL:1L]

(fZER]

LK E (DSD) Tl FRKREICE>TIIMIRESDHREURINLRET S (XK
DY BEREDETELYRIAFELTIE. DY Z2EBERSDEE. DEXRMELE
JEHIREDFE. QMRDAE. DFEHMETENE (K 1),

Y ZBIRB S DIFETE. 52 TSPY (testes—specific protein Y-linked region) i8{5F
DHEEIIHRESREDIRIELD, Y 2B8K%F G HLETRETELGLTE,
TSPY EIEFNEEITNIEURI LMD, Pyle 513 2006 F£1 B H5 2017 F£1HIZ#K
ESINH/XDVRATITAVILE 2—% 170, FFEREIZK S germ cell neoplasia
in situ(GCNIS) B UM IRSFHMAREDRHEE| & IREL TLVS ', GCNIS WOMERSE
MDD FE (T RMTEEEIRESEREDRRAICGLSEEZOND, TSPY &%
D WT1 BEJE (Fraisier fE{&EE. Denys-Drash fE{ZEE) TlX 40-60%, TSPY [Hi4D
MIRER R TIE 12-40%, R B 7 ROS VU RIGEIEEE TIE 15-20%, 528 7R
A4 VR GEEIREE Tl 0.8-15%&£ 3R E L TLVS 2, Denys—Drash fEIXEE L Wilms [E5
CEBEEEEEZAELS5E0H. MREICHT I —RASURELELT DY, Fi=.
Huang 5. Y £BEBAPEH TS 292 A0 DSD ZHRFIZE TR ARNHE
EHILELD, HIRFMBRECESSRESOREE AL 154%ERELTNS Y, 5T
SRMIRERR T 23.3%E R BEET7 RO URIGERE T 15.2%T
#% Y, Ouyang 5% 118 AD DSD BEICHITAMERSFHIECELEIRES DR
HEIGZHMEL. 46 XY TERMHIRER T 23.5%. 45X/46 XY #ZE D MHIRER K
T14.3%, TR T7UROS U RIGERE T 29%EMEL TS Y,

RO ETEMB DT —hH—THS 0CT3/4 ¥ KITL DHIRZ 1mLIEIZED S
BELURESDREEESHNELLED ", Chemes bIE, FAERMDS 12 HETD (F
Y947 m) AR DSD BE 21 A FAIFIKMERESE 13 A IIFERMEDSD £2E 9
ADFERMBBATRZAENL . FREEMEIES. GCNISZEL-BED I RTT. XK
AT EEME Y —h—T#H5 OCT 3/4 HNEHEREL TS ¥, 4k, EFEHIIC
H11% 0CT3/4 HIM LR D B ZAREE & GCNIS DEAIZEITICLIEIEETH
L), GCNIS NBEIZIN TWSAIREEIEIBETERWN ), 7orAasF VLT FILE
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BREEEHEHICIEEENHLIESND, TD=H ., £HEHMENLVEFLTNSE
EZAONDEABETUOROT URGIERE CTIE. £FEHEINERLTVSTESET
URATORIMERBELVEZIRIDNENEEZLONTNS 7,

HIRDBEZHEBLESREDNDIRITHY . BERBEEIIVRIELD, D
=&, BREFTIE. FREEMICEYVBREZEZEENICEE TS EFRVEERIC
MDY,

REIC. FHEHIRVERD1DOTHY .. EERIRFIEICVRILEMT S Y,
Chaudhry 51&. 133 A(16 FLAEAY 58 N)DTEEE 7RO O RIGIEREEICH T
ARERBEICE TAREBREEZTOo>TLNS Y, 2 ATERERELARDHLNA. LWTHhE
20 B LB DFE B EBR TH 1=, GCNIS AS 6 ATEDHONI=M, 1 NEBRET T 16
EUBEORERRERTHO= Y,

HIREBEDOREEET=2)T T 5ABLEAEIEIFEELLGL, HIROBERRE
(US). S HIBE & (MR &L E Tl GONIS D IR TH L. M/ EIRE
HEFEMRRESZ RS T SR OAREEN H D, DSD ZXRELIARET TIEAL
M. Elzinga—Tinke 53 176 DFFREKEZEITL. US THUNRIRIEE 76 AICEESD. £
D5HD 20 A% GCNIS EZHL TS 'Y, AR EZRIE TEHLSLEZY—N
—317FEE T . AFP % hCG X GCNIS TIX EF LAY,

®1. BEREDIRY

YRY =B EE)RI%) HRIhDEE i EEH
Eﬂ%iﬁzﬁk(m, L 15-35 TR 12 >350
AT UROS TR ;

EyRoE . 2Bt 50 4 AR AT H 2 24
FrasierfE{Z 8 60 TERRTEE 1 15
Denys-DrashfE{& & '

) 40 P R 1 5
TurnerfE{REE(+Y) 12 T BRI 11 43
178 -EFAXL T
A4 REEKREERR 28 E-H— 2 7
BE

R R B e s
IEBRRIBOY. R e R 2 0 0
A7 UROSUR
o BN E N EREMSFHR? 0 0
LTRSS VR
o 2 ERe? 2 55
DR¥E R 4DSD 3 RBEBSBRE? 3 426
TurnerfE{ZEE(-Y) 1 L 11 557
5a4)Fy8—tER1E -

WRHE > = 0 RFEH 1 3
Leydighli R & 2 B 0 REEHR 2 4
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_1&

PERRD LS Emm(GR) ERR(E) IER BE ES
MEIRDALE REREM IEER
AR DT TE A FHRHY ARGl
T BN HA AR BEH BB EH
TSPY [71<3 (=4

X1 4IREZDYRY
(Pyle LC, et al. Am J Med Genet 2017;175C:304-314 Z{ %)

(51AXHE]

1) Hughes IA, Houk C, Ahmed SF, et al. Consensus statement on management of
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Genet. 2017;175:304-314.
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with disorders of sex development containing Y chromosome or Y—derived sequence.
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5) Ouyang Y, Tan S, Yu Y, et al. Gonadal tumor and malignancy in 118 patients with
disorders of sex development with Y chromosome. Int J Gynaecol Obstet.
2022;158:285-288.

6) Chemes HE, Venara M, Del Rey G, et al. Is a CIS phenotype apparent in children
with Disorders of Sex Development? Milder testicular dysgenesis is associated with
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The biology of germ cell tumors in disorders of sex development. Clin Genet.
2016;91: 292-301.
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tumors in the intersex gonad: old paths, new directions, moving frontiers. Endocr
Rev. 2006;27:468-84.

9) Chaudhry S, Tadokoro—Cuccaro R, Hannema SE, et al. Frequency of gonadal
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tumours in complete androgen insensitivity syndrome (CAIS): A retrospective case—
series analysis. J Pediatr Urol. 2017;13:498.e1-498.€6.

10) Elizinga—Tinke JE, Sirre ME, Looijenga LH, et al. The predictive value of
testicular ultrasound abnormalities for carcinoma in situ of the testis in men at risk
for testicular cancer. Int J Androl. 2010;33:597-603.

[CmR ]

Key word (E3E Language | Species PubMed ) U—Z( )

(disorders of sex development [Title] OR disorder of sex development [Title]
OR differences of sex development [Title] OR difference of sex development
[Title] OR disorder/difference of sex development [Title] OR
disorders/differences of sex development [Title] OR DSD [Title]) AND
1 (malignancy [All Fields] OR malignant [All fields] OR tumor [All fields] OR English | Human 88
tumour [All fields] OR neoplasia [All fields] OR neoplasm [All fields] OR
carcinoma [All fields] OR gonadoblastoma [All fields] OR dysgerminoma [All
fields] OR seminoma [All fields]) AND (1990:2023[pdat]) AND (hasabstract)
AND (English [LA]) NOT (case reports[publication type])
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CQ26 HMIREBEDERVEICHT HEHANLEY—RASUR(THFIN LI ?

#E BIRAIBRTEABRIHIBESICE., BEEFRRECHILREGRE. EHR
B DOEBRI—H—ICIDBHAWEY —RIFVRZRET S,

[HEEDES: 58]
(BB EHE R 55U VHEZE 65%. TR VHESE 35%)
[TEFUALARIL:D]

(fE55%]

HIREZDTIRAVEFIEOY 2EBARD DFE. QXS LLETEMBOFE.
QMRDLE. DEEHTHD(CQ25 SH) , RE/NEAR BESDIRE TIL. EH
{Ef 8 (DSD) IZHIT D EFERR. RETERR R, S2a5—EREDFTEELL T, BE
BREUS) IIFE—ROEBRETHY. BIE. BiE. RERB.EEEZSDID
BHETHLTLS ", BERELT, BEDORETE LT MR RED R FERET
FTHED TR A, BEREAREECRRMER (X US TIXRHRE#ELEENETS
ntTna,

US CTRIEEE#TIEECE. R EBER (MRD RE T TS5 LA RSN
TW3 ", SfEEE MRIRETIE, DKELBERINHIGBOEREZEH-TI. T2 &
B E A RELLIRY 3 DDA TRE T 2L 5HREL TS, BEEHTIEI MRIZKY,
ERRAEETIHIRERZRET HILNAEEL LD,

MEEEI—H—THHa 7z TATA2 (AFP) EEMEEMT FRAOE Y (hCQ)
. ZNhENHNBREELHBENATSIELEY, £-M;F LDH (XEMARIES O
tEETERERMELSLLS Y, Huang bI&., MAITERHERRTZ 2 (1+1- 292 AD DSD &#
FIZHUWT, LDH EIXREIEHREED 6 Ath 3 A FBEESBD 5 Adh 3 ATL
SL.AFPEIINEEZRED2HI THIE. hCG EIIHENATOAEIETHY. TR
FRTOV(MESEIEERSFMEE. FHRER TROLNIENS, MEFES
I—h—I% 58.8% THEMLHEL TS Y, — A T. GONIS BLUMEARFIED RHAF
RIZBIEINLDNAAT—HA—ICETHIIETUORIFKALLTRLEN TS
(CQ25 M), o UM ZEEEY—H—EL T, KL LABHEDOY—H—T
$H5OCT3/4ZIELH. Y EBARD DFE. FICHRFMBERED IR LY
% TSPY (testes—specific protein Y-linked region) BIEFNDTFEL. WT1 EzFEA
HZEL AL TRETSNTINS Y,

(51 FA3CHK]
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[CmR ]

Key word (& Language | Species PubMed ftha')y—Z ( )

disorders of sex development [Title] OR disorder of sex development [Title]
OR differences of sex development [Title] OR difference of sex development
[Title] OR disorder/difference of sex development [Title] OR
disorders/differences of sex development [Title] OR DSD [Title]) AND
(malignancy [All Fields] OR malignant [All fields] OR tumor [All fields] OR
tumour [All fields] OR neoplasia [All fields] OR neoplasm [All fields] OR
carcinoma [All fields] OR gonadoblastoma [All fields] OR dysgerminoma [All
fields] OR effective surveillance[All fields] OR clinical follow—up[All fields])
AND (1990:2023[pdat]) AND (hasabstract) AND (English [LA]) NOT (case
reports[publication type])

English | Human 90
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CQ27 FFEHEEFICHTIEEHBIER. B2 REREIHESNEIN?

#E EREFLEIIESICE. HHBFRIURRARFEANVAIEREX
VHESEMBIEREITICLERET 5, BRHEFITOVTORABLGIET VR IF

LY,

[H#EDEE:55)
(BB EHEER T3 VHEEE 70%. T8 VHESE 30%)
[TEFUALARIL:D]

[(f255%]

A5\ 2R CIEMIZHE (ICS) L E £ A ERBRIMTIE— RN EERELTERTIZH
WTERL. ZHERIOBIBILLEELT, /ST B O NI RELE O IE 4 TE#HEN
EENSEPCHICETERBIEBRABITTH0TILAEMLTIND, bR E
(DSD) IZHITHETEEEDEENPITZEIZDVNTIEIFREATHS M., RIEERIZD
WTOEFISREITEBRIND, TNFNDEES SIVEMNEISERBEEEET D AN
ZALPEEEFELGO>TNSO. —BICEDIIBEBEEREINELTLDIME
RETAHILIZHEHLL, —HT.DSD DFEEDKANEREEBTHDEN SV
. KRESDOEF CIEFAEMBERFEETET S, 2FY. FEMABE1MFAFUT L
[CHRERT 245 5 NS FIRERT (TESE) . F /-1 EEMEE T 45 BN KE FHEREHT (micro-
TESE)IZ&KY.DSD BFICEVLWTHLHETIHRIDAIREMNH D, TDIHEE. ZHIDAE
B IL W RBD(ZEEMUIZHE (ICSD) &4 %, ST F A HHIREZRDONBEHIIZIE.
ALIBREOERNZHELTETEETH Y. ICSI EELITABRDBIRFRELTIRESN HRE
TH5,

BIREBIZTDOWNTIX, FEEFIIRE TOIEIRGIMNIRE SN TLVD, Klinefelter fEIEEF (X
HTEEBREZITARVEEDNSLDSD THD, BRIFIRDTY—R D, THFEIC
TBHERFITOVWTERBEDETFERARICTHREARABEEZHEITIN TS —ADHE
EIXFBEETELGL, KEH M IEFAEM TR FIETH A, micro-TESE [CKEFEF
FREEI &L 40-66% 2L, DSD LIS D —RXRZIERAR MBI FRERE DR FIE
WMEALYBRIFTHD "2, 46 XX FEEM DSD [THE N TIFEHERNIHEMEEED
9. EARBIIZIE Sertoli HRAEIRFEIZREE T Y . Stowikowska—Hilczer® 5> DR EF R
= RAFTRUEFEBLIIRE LG Y, DIFEEM DSD [2DOWLVTIX 1 fITHOH
TESE/ICSI IZKY REEF/MNIRESNTLNS Y,

AT RO AR EIRE FEET A7 AT OB ARDEEEITIKRELT
SHAURBREZTT BFERILERAESERTFENOTEHEFHRETRE
SNTHY. FiR-BEFHSVONRESN TS ', 5o -ETBERREBEDBH
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Tl&. BRAEIRS FUETERHBERICKSITIR HEGIHRESN TS Y, £XHE
DIRARBIB @R, 38 -EFOF L XTOARHKEEZRRIELE. LHCG ZEIAF
RBIEIZHWTH, MR- HEGIMNTRESN TS ¥, Leydig HIFER M- BRI
BT EMEEMTFFFREY (hCQ) FEAICK > TR EARATARATAU(T) B
E#x RS, TESE/ICSI ICKYEREZRFLIMENTFET S ' NRSAI EEFE 7 A
DFEBRRBEOBRETIL. 3FINEEFETHY. 1 HlITFHBFEE 1,200 5/mL &4
JEFHBEREL COEIRRREMERLZ ',

45X/46 XY B A VGE DEESHMHRER B (MGD) QB EFITIX., FEIDMH
RORK T, MANEERBLI-BRTHLIIEN B, FBEBBIIHEFIEEEL.
Sertoli HIRA B IFEIEREE TH DN . TESE/ICSI IZKBZERDBENHD 2,

FRINEEE D DSD LU AR —IZ#& < dsd-LIFE B (=& D& P, 1,039 AD DSD
BHIDS5L . B A DSD B4 285 A (Klinefelter SEIEEE 212 A . IIFEE FET -1 MGD 41
A EBRBETUORAT ORIEIREE 18 AL 7URAST U ERIESE 2 AL 46 XX FRE
% DSD 6 A, ZD1h 6 N)IZDULVT, Klinefelter fEIZEE 2 AN ETEFHBIEERLLT
YR, Klinefelter SEIREE 42 A, BB BMEARER I AL IIFEE1 AL MGD1 A,

46, XX F5E 1 DSD1 AL FEREIZKY EIEHBERE THRITTESEHRELTL
5, EFEABEEICOVTORRIBHODGIO BFNERICLIEHERHEIER
KETHEERELTEFONTLSH ., RFBIZHLVTIL 2022 £ 4 AL EAE
BEORBRERIEI LGS, —RTIE B EFEHRIC DSD BEIZHLVTH micro-TESE
PEEHBERENITOOT G- KRTHY . 5. DSD BEDIEBRIIT E TEH
BEBADTIERIZEYIET UV RADNBEINLGRNETH S, £1-.DSD BEIZH
WTIHERREETDALGL T HEREECHIBEETLGRELZEFEL. HHKEES
NIEHRTHIBIZELBWMEEEZ LY, TESE LEEHBERIC OV TDIHERIZ M
T, EEEEDOTRIZOAELT . KYREIZZ{D DSD BHITIRHESINLIRETH
59,

DSD BENDRE T, FirL Lt ITHRAMEOCESMRLE DR OB RE
DLTULK =8 P, BHIDABENAICKSIEZREEFESHFINTLS, LML, &
FEHEEEE D/ N\A—U DN EREICEE-> TS, AELIET U RIIEELYE
LYo —EBD Klinefelter SEIZEE TIX. BEHICIIBFHEALZBOH LN, BEMIZEL
FTHEWNSIHMNEFEL . BEID micro-TESE £EETARE LULVSEBRAMNEFEEL 2,
LAL. BEETIE., 20 A THNIEHEFIEREIBIHIETLEVEHRESNT
BY P 1E MR IFE B RIDISETO micro-TESE DREITIZIZIERICERICASLITA
(L7257, Klinefelter FEIREEICME LT | TRA—AR—L gV [ZKYUBFHERTE
IGEDNHETRIEL. BEOFELSLUVEFRDOFHIETICKYAETHLIMN. BETH
Y. i AFKIRERIOREZEERFED L ST LANGMEMIEEELLGL, BREAEERS
[ZDOVWTIEHAR BMICTHEITINDIGENHY S5, TORDFEFRHAILENZS
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WTIEESNTLVEL,

(51FAX#]

1) Ramasamy R, Ricci JA, Palermo GD, et al. Successful fertility treatment for
Klinefelter’ s syndrome. J Urol. 2009;182:1108-1113,

2) Shiraishi K, Matsuyama H. Klinefelter syndrome: From pediatrics to geriatrics.
Reprod Biol Med. 2018;18:140-150.

3) Stowikowska—Hilczer J, Hirschberg AL, Claahsen—van der Grinten H, et al. Fertility
outcome and information on fertility issues in individuals with different forms of
disorders of sex development: findings from the dsd—LIFE study. Fertil

Steril. 2017;108:822-831.

4) Vorona E, Zitmann M, Gromoll J, et al. Clinical, endocrinological, and epigenetic
features of the 46,XX male syndrome, compared with 47, XXY Klinefelter patients. J
Clin Endocrinol Metab. 2007;92:3458—-3465.

5) Sugawara N, Kimura Y, Araki Y. A successful second delivery outcome using
refrozen thawed testicular sperm from an infertile male true hermaphrodite with a
46, XX/46,XY karyotype: case report. Human Cell. 2012;25:96-99.

6) Massin N, Bry H, Vija L, et al. Healthy birth after testicular extraction of sperm
and ICSI from an azoospermic man with mild androgen insensitivity syndrome caused
by an androgen receptor partial loss—of—function mutation. Clin Endocrinol.
2012;77:593-598.

7) Lucas—Herald A, Bertelloni S, Juul A, et al. The long—term outcome of boys with
partial androgen insensitivity syndrome and a mutation in the androgen receptor
gene. J Clin Endocrinol Metab. 2016;101:3959-3967.

8) Bertelloni S, Baldinotti F, Baroncelli GI, et al. Paternity in 5 & -reductase—2
deficiency: Report of two brothers with spontaneous or assisted fertility and
literature review. Sex Dev. 2019;13:55-59.

9) Van Batavia JP, Kolon TF. Fertility in disorders of sex development: A review. J
Pediatr Urol. 2016;12:418-425.

10) Bakircioglu ME, Tulay P, Findikle N, et al. Successful testicular sperm recovery
and IVF treatment in a man with Leydig cell hypoplasia. J Assist Reprod Genet.
2014;3:817-821.

11) Bashamboo A, Ferraz—de—Souza B, Lourenco D, et al. Human male infertility
associated with mutations in NRSA1 encoding steroidogenic factor 1. Am J Hum
Genet. 2010;87:505-512.
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https://pubmed.ncbi.nlm.nih.gov/30996677/

12) Flannigan RK, Chow V, Ma S, et al. 45,X/46,XY mixed gonadal dysgenesis: a case

of successful sperm extraction. Can Urol Associ J. 2014;8:108-110.

13) Finlayson C, Fritsch MK, Johnson EK, et al. Presence of germ cells in disorders

of sex development: Implications for fertility potential and preservation. J

Urol. 2017;197:937-943.

14) Kang C, Punjani N, Kashanian JA, et al. Age, sperm retrieval, and testicular

Histology in Klinefelter syndrome. J Urol. 2024;211:163-169.

[CmR ]

Key word(3£3&) Publication date Language Species PubMed #edy-R( )

1 " sperm formation disorder” and “assisted technology” Custom range from 1990/1/1 to 2023/11/15 English Human 0
i “sperm formation disorder” and “fertility preservation” Custom range from 1990/1/1 to 2023/11/15 English Human 0
3 “disorders of sex " and “assisted technology” and “male” not “female” | Custom range from 1990/1/1 to 2023/11/15 English Human 10
4

5 “disorders of sex development” and “sperm” Custom range from 1990/1/1 to 2023/11/15 English Human 13
6 “disorders of sex " and “fertility” Gustom range from 1990/1/1 to English Human 220
7 “ disorders of sex " and “ICSI” Custom range from 1990/1/1 to English Human 18
8 disorders of sex " and “IVE Custom range from 1990/1/1 to English Human 30
9 “Leydig cell hypoplasia” and “sperm” Custom range from 1990/1/1 to 2023/11/15 English Human 3
10 ” congenital adrenal hyperplasia” and “sperm” Custom range from 1990/1/1 to 2023/11/15 English Human 32
11 “ovotesticular” and “sperm” Custom range from 1990/1/1 to 2023/11/15 English Human 5
12 “androgen insensitivity syndrome” and “sperm” Custom range from 1990/1/1 to 2023/11/15 English Human 13
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CQ28 BRIMEFRLITHTHENEMHBER. ERMEFREITHRSNEI?

#HRE BREFTFRICEREFEL. RERRATFET HBSICEK. BRIPREF
2Ty ETEMBIER. 2 MERF (OIRERER. IFRE. BER 21752
LERET S MEORTFORREARKICRIT 5HEFIEL,

[H#EDEE:55)
(B EHEER T3 VHEE 67%. TR VHESE 33%)
[TEFUALARIL:C)

(fZER]

BHRINERL(E., 40 SRBEDXMET, I FFFAEVERIERIBAILEDIFSHIS
E. EARBREARILEVILHIEE) - ETA O O EARICKYEZ IS, BEORE
ZBIZLBFIEPIRMNAST VR ZIZKDIERDIERERET S, BERMEFL(EIL K
D 1-3%REL. TOREELT. £EBK-ECFEE. BCRELRE. EREY
(BNEFHT. UIDAF]- MEHRAR) BENMON TS, £EBAEELLTIE.
Turner BEXVESFAY Turner FEIRE Z<HREIN TS, BERINELLTIX,. Ch
SNREMEARICKY., INERNDZFINREBAFARLANILETHELT S,

R REFLEITIREMELRRITHT AL SINARKTIRBINFERAL AL
SEFENEE THAN ., MENOTELIEECDITIRICKIREFMTEELHD, %
FIREREHLEETIE. BECNFERAVV-AEHBERICESIT T AEICKYIE
IR, HEDMENZ<{HY. BCIMFTOIFIERNHFTESN, NEOEENEE
ZHAREICEZMTT DAEIEAL,

i 466 A\DBRFEINELRLBEERNRELEBARMIA—IMAR TIX. TR
IVEVHTEEDH TOIEIRSFIEAELAN0/37 N). BEFHE0 FSH/EREARRIT F
FrAEY (hWMG) & &% AL INERIBEIT o= B E TIX 11.7%(50/429 N) hAEFE
FEERICKUIEIRHEL TSV -, 2BAREENER THLIERKMESL
Tl&. BIRLEEHEIZET, 6.1%3/49 NN ETEHBIERICKYITFIRHELTL
52, L. BRINELRLBE CIXEHMARERIBINBEOFHENEIST .
HEMEHROIIEA R EMIEEIELTRE TS5, NERHBERIZHITS
FSH IZRIET DRI HM A E<EMEE O, HIZFELTHZORMITIFERICDL
W ZD71=80 . IRINTTREAR I F (X T hER S, 2T BREEFATIC KU DN E R
L TERNA TEY ORI KYRRR IR IR0 E ML 4D HATR AR O 5
BERESESIMFE M EEE %0, SIU/MRINEE 'V ORIERGHE '>% 00
BIGFALTHHIEEREFTET A ENHKALNTNEN, +REIETUR
[E/FONTULVELY,
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3 EEE (DSD) ICEITHRRMER 2T T IR EFEEIDHREIL.
Turner SEIRBE B KUEY A Turner SEIRBEZEICRRESN ., I FEEFE(TINE
HBUEENERBRESINTVS, REIIFZRAV-AEHMERE—AMIZER
SNTLAA . REENRERBZAAEREL TRINLANZRICTERZB/LHI L
FERARERETHS, IIFRFEICEALTIE, 13-14 D 3 AD Turner FEIREF XL
TONEFHZIIRINZEITL., ETOEET10-12 FAOREANFERELI-RE .
18-30 %MD 3 AD Turner fEMREE T3 L TINRRHMRICERMZETV. ETOEET
9-20 A DRI FEFHELIZ|ME "HH D, Ff-. ZREBERLUBROES (4
Turner SEIRBEIZH (T HEFIFRE(14-25 mR)TIE. IWRRHBOREMZKYETDRE
ETZHORAIMF(12-29 BE)DFEEMNATRELHRE SN TN 0, B 14
Turner FEIR B IZH (T HMBRHE LU FREBREFOREMELEMEZTET S
BRI TIThN =% AR T, Turner SEIEEE & EI2H (A0 FEUNER (1
9+3.16) (IMEELGXMDT—RLLRLTRIFTHY . WEFHELUERIBICHESIE
B A HHE THDHINE BRI RBIEIREE DO R A FEL NERBEDINFESERT
X EEEREFEEFETIEY MY Tumer IEIZEEH L HEICE>TRENDEDLFE
THAHAZEMNTREIN TS 9, INEMABEREICEAL T, ERRETIEH SN, =
RIEMRERERZRD Turner IEIZEFFBEMNSREET ICIRIMLU-INEOBBEEE
T TR ORMBABBHEICEY . HAMDITIRGINITRESN > SEOD Turner
FEIEBEDATERE N BFOERRRIZLESIHIENHESNTINS,

(51 AXXH#]

1) Ishizuka B, Furuya M, Kimura M, et al. Live birth rate in patients with premature
ovarian insufficiency during long—term follow—up under hormone replacement with or
without ovarian stimulation. Front Endocrinol. 2021;12:795724.

2) Grin L, Ishizuka B, Onimaru A, et al. Impact of abnormal karyotype on
reproductive outcome in premature ovarian insufficiency. Reprod Med Biol.
2022;21:e12471.

3) Kawamura K, Cheng Y, Suzuki N, et al. Hippo signaling disruption and Akt
stimulation of ovarian follicles for infertility treatment. Proc Natl Acad Sci USA.
2013;110:17474-9.

4) Kawamura K, Ishizuka B, Hsueh AJW. Drug—free in—vitro activation of follicles
for infertility treatment in poor ovarian response patients with decreased ovarian
reserve. Reprod Biomed Online. 2020;40:245-253.

5) Tanaka Y, Hsueh AJ, Kawamura K. Surgical approaches of drug—free in vitro

activation and laparoscopic ovarian incision to treat patients with ovarian
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infertility. Fertil Steril. 2020;114:1355—-1357.

6) Zhai J, Zhang J, Zhang L, et al. Autotransplantation of the ovarian cortex after in—
vitro activation for infertility treatment: a shortened procedure. Hum Reprod.
2021;36:2134-2147.

7) Pantos K, Simopoulou M, Pantou A, et al. A case series on natural conceptions
resulting in ongoing pregnancies in menopausal and prematurely menopausal women
following platelet—rich plasma treatment. Cell Transplant. 2019;28:1333-1340.

8) Hsu CC, Hsu L, Hsu I, et al. Live birth in woman with premature

ovarian insufficiency receiving ovarian administration of platelet-rich plasma (PRP)
in combination with gonadotropin: a case report. Front Endocrinol. 2020;11:50.

9) Aflatoonian A, Lotfi M, Saeed L, et al. Effects of intraovarian injection of
autologous platelet—rich plasma on ovarian rejuvenation in poor responders and
women with primary ovarian insufficiency. Reprod Sci. 2021;28:2050-2059.

10) Cakiroglu Y, Saltik A, Yuceturk A, et al. Effects of intraovarian injection of
autologous platelet rich plasma on ovarian reserve and IVF outcome parameters in
women with primary ovarian insufficiency. Aging. 2020;12:10211-10222.

11) Tulek F, Kahraman A. The effects of intra—ovarian autologous platelet rich
plasma injection on IVF outcomes of poor responder women and women with
premature ovarian insufficiency. J Turk Ger Gynecol Assoc. 2022;23:14-21.

12) Yan L, Wu Y, Li L, et al. Clinical analysis of human umbilical cord mesenchymal
stem cell allotransplantation in patients with premature ovarian insufficiency. Cell
Prolif. 2020;53:€12938.

13) Tandulwadkar S, Mishra S, Jain H, et al. Ray of hope for decreased ovarian
reserve: India’s first two spontaneous conceptions after autologous bone marrow—
derived stem cells therapy for ovarian rejuvenation. J Obstet Gynaecol India.
2022;72:458-460.

14) Oktay K, Bedoschi G. Oocyte cryopreservation for fertility preservation in
postpubertal female children at risk for premature ovarian failure due to accelerated
follicle loss in Turner syndrome or cancer treatments. J Pediatr Adolesc Gynecol.
2014;27:342-346.

15) Vergier J, Bottin P, Saias J, et al. Fertility preservation in Turner syndrome:
Karyotype does not predict ovarian response to stimulation. Clin Endocrinol.
2019;91:646-651.

16) Oktay K, Rodriguez—Wallberg KA, Sahin G. Fertility preservation by ovarian
stimulation and oocyte cryopreservation in a 14—year—old adolescent with Turner

syndrome mosaicism and impending premature ovarian failure. Fertil Steril.
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2010;94:753.e15-19.

17) Ito A, Katagiri Y, Tamaki Y, et al. DuoStim: a new option for fertility preservation
for a woman with Turner syndrome. Gynecol Endocrinol. 2020:36:1144-1148.

18) Strypstein L, Van Moer E, Nekkebroeck J, et al. First live birth after fertility
preservation using vitrification of oocytes in a woman with mosaic Turner syndrome.
J Assist Reprod Genet. 2022;39:543-549.

19) Talaulikar VS, Conway GS, Pimblett A, et al. Outcome of ovarian stimulation for
oocyte cryopreservation in women with Turner syndrome. Fertil Steril. 2019;111:505-
509.

20) Dunlop CE, Jack SA, Telfer EE, et al. Clinical pregnancy in Turner syndrome
following re—implantation of cryopreserved ovarian cortex. J Assist Reprod Genet.
2023;40:2385-2390.

[CmRER]

Key word Language | Species PubMed fhad1) - ( )

1 “Disorders of sex development” AND “premature ovarian insufficiency” English | Human 11

2 “infertility treatment” AND “premature ovarian insufficiency” English | Human 12
3 “Disorders of sex development” AND “premature ovarian failure” English | Human 14
4 “infertility treatment” AND “premature ovarian failure” English Human 21

5 "Platelet-rich plasma” AND “premature ovarian failure” English | Human 7

6 “Platelet-rich plasma” AND “premature ovarian insufficiency” English | Human 14
7 “stem cell” AND “premature ovarian insufficiency” English | Human 115
8 “stem cell” AND “premature ovarian failure” English | Human 143
9 “fertility preservation” AND “premature ovarian insufficiency” English | Human 140
10 “fertility preservation” AND “premature ovarian failure” English | Human 175
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CQ29 FFHEREEIIEDEEHMIFEININ?

HE BFURENEDOEREMHFISNINMNIOVTIE, BRLGIETURIETEL,

[HERDES:4EL]
[TEFURLARIL:#L]

(f#7Er)

LR E (DSD) BEDREIEZH THDH-H . TDERMEEEZICOLNT—
BIRBIEIREETHD, —RNLBEETITIED 80%M EREHEEEETTHY. ZDKX
HorEERME., DFYRRTHATHAIE., F-IEFAEEERE FREIC T IEMEE
T¥E E N F R (micro-TESE) Z1T>1=[F D B3 #HY Sertoli EHIRFEIZEETH
222 EEEET S FHMBROXRMOERFL. HFEDELFEE L DSD ITHHH
BEDEONEIHIDRFIEHLLY, DSD FEF D hIZH, —AE AL BRI &Rl
TEANZX LT Sertoli BIRFEIRBEF OB FRABEZTERL TV SAIEEEIE+212E
Zbnb,

FAFRROFEMIZ DOV TIE., LREERREICL DB FOFEETHEIATY
=, —HT.DSD BEIZBVTITHEERNICH I DITHEFNEET SN HY.
micro-TESE ZHEfTLAL\RY . ZDEIBAIXHREE TH D, DFY . B FHBALELEER
B TWIEFZHEULTE micro-TESE DIEITIZKY . B FHEREIIBATE 555 M
HY. EEXEBZALON TN =&YYL, DSD [THTEHFEFRADIREME LS ULNATREMEM

Hb,

KEBS D Klinefelter fEIEEFAEIILIEFAEM BB FELZE T SHY. micro-TESE I
K BFEFIRENEE(L 40-66%Z3FL . DSD OGN — AR IERAEM BB FESRSE
DRFERELYBRIFTHS 2, BEHLURICETHEICHRREERNEITTEHIEN
MonTHY. BEEFHICTHTOEBRREL LY TESE [TEIBFFEIRMAREINT
WY, BEHARIERERAD TESE ICRABFREMEBICHEEEFLGLN 22, =120,
0 HMCALOEREEDBETHNIEZICHLIIENHEBISN TN Y, 46 XX FHEME
DSD IZHEWLTIL., FHHERNIHEHENZEOONT | EARMIZIE Sertoli BAIHAE 1A
THYRBFRRIIRHONENY, COZEILY 2aIK, HICRBIOD AZF $BEIZH
ARFERICERGEGFHNIRIMLTNSILEE LTINS,

BART7oROT OREIRE. 5o -ETXBRRIEE. 3/ -EFOFXFXTOC4K
Bk REERRIBIE. LHCG ZBARIEBIES KU NRSAT fRAI/ N 7 MEMFIIZF L
TI& micro-TESE [Z& A FIEIMN S BATIROEFETHRESN TS 7,
Leydig HERR R B - IERZ AL ICH VT, hCG FEEICK>THEATAMRTOU(T)
BEEZ LR IE . TESE/ICSI IZKYERZF/-RE "N FET D, Lo T, X7ACF
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BRICEEZRDLIFREDEEIE. BEADANBREDHEIZLY. FFHEHZE
FETELHAREMNATEINS, — AT, INLDFEREICHITAEFHROEEIC
B S| EEFELLEL=O.DSD BEEARICEVWTEDEERFREREMHIFS
NBIZOVWTIEFRBETH S,

45X/46 XY BEHAVIZEWTIE, B/ VDA HDEWVICEELT, SFESFE
HIEEDERBEEEEZEL ., BELEDICETTIENRESA TS 2,

BIZFRENEZRTE-DSD EHIZENTIE, LEEDEDRTYTDOEREICKD
TEREEREENBSIAINIDOVWTIEIHLIIEEFRAFEETH D, LHrL. KEBHD
FEFIZENTIX, BEEFEEDZHOH CERBBAEEE TR T 5 LIEEHETH
%, IBIZ. DSD FEFIZHEWTIHE T IZK DB EANDMHIREDEIL., £ESER
ZICEDBEANDERZE  BHNZMNEEOCAEDEEFMRELZEITHESHERD
KL CBRARELGELEET L0, BROEFCEITERFBEEESDERER
[ZDOWTHAIT DN ELH D, DSD EETIIND WEELREZIILO ., HEERED
ZEHLEL. HEERBICLIERBEREEDERIEHL>TWEAEEELH S 'Y,

(51 AX#]

1) Ramasamy R, Ricci JA, Palermo GD, et al. Successful fertility treatment for
Klinefelter’ s syndrome. J Urol. 2009;182:1108-1113,

2) Shiraishi K, Matsuyama H. Klinefelter syndrome: From pediatrics to geriatrics.
Reprod Biol Med. 2018;18:140—-150.

3) Kang C, Punjani N, Kashanian JA, et al. Age, sperm retrieval, and testicular
Histology in Klinefelter syndrome. J Urol. 2024:211:163—-169.

4) Vorona E, Zitmann M, Gromoll J, et al. Clinical, endocrinological, and epigenetic
features of the 46,XX male syndrome, compared with 47 XXY Klinefelter patients. J
Clin Endocrinol Metab. 2007;92:3458—-3465.

5) Massin N, Bry H, Vija L, et al. Healthy birth after testicular extraction of sperm
and ICSI from an azoospermic man with mild androgen insensitivity syndrome caused
by an androgen receptor partial loss—of—function mutation. Clin Endocrinol.
2012;77:593-598.

6) Lucas—Herald A, Bertelloni S, Juul A, et al. The long—term outcome of boys with
partial androgen insensitivity syndrome and a mutation in the androgen receptor
gene. J Clin Endocrinol Metab. 2016;101:3959-3967.

7) Bertelloni S, Baldinotti F, Baroncelli GI, et al. Paternity in 5 & -reductase—2
deficiency: Report of two brothers with spontaneous or assisted fertility and

literature review. Sex Dev. 2019;13:55-59.
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8) Van Batavia JP, Kolon TF. Fertility in disorders of sex development: A review. J
Pediatr Urol. 2016;12:418-425

9) Bashamboo A, Ferraz—de—Souza B, Lourenco D, et al. Human male infertility
associated with mutations in NR5A1 encoding steroidogenic factor 1. Am J Hum
Genet. 2010;87:505-512.

10) Bakircioglu ME, Tulay P, Findikle N, et al. Successful testicular sperm recovery
and IVF treatment in a man with Leydig cell hypoplasia. J Assist Reprod Genet.
2014;3:817-821.

11) Ljubicic ML, Jorgensen A, Acerini C, et al. Clinical but not histological outcomes
in males with 45,X/46,Xy mosaicism vary depending on reason for diagnosis. J Clin
Endocrinol Metab. 2019;104:4366—-43681.

12) Andrade JGR, Fabbri-Scallet H, Dos Santos AP, et al. Clinical findings and
follow—up of 46,XY and 45,X/46,XY testicular dysgenesis. Sex Dev. 2020;13:171-177.
13) Shiraishi K, Matsuyama H. Effects of medical comorbidity on male infertility and
comorbidity treatment on spermatogenesis. Fertil Steril. 2018;110:1006—1011.

.
[XrEriR]
Key word (¥3E) Publication date Language | Species | PubMed NERRE
1 "spermatogenesis” and “disorders of sex development” Custom range from 1990/1/1 to 2023/11/15 English | Human 34
2 disorders of sex deve|opme"nt a?d asnslsted tyeproductlve technology” and Custom range from 1990/1/1 to 2023/11/15 English Human 583
male” not "female
3 “disorders of sex development” and “sperm” Custom range from 1990/1/1 to 2023/11/15 English Human 10
4 “disorders of sex development” and “fertility” Custo;rl\)zrgjﬁ/f;ir& 129:102/51/1 to Human
5 “congenital adrenal hyperplasia” and “sperm” Custom range from 1990/1/1 to 2023/11/15 English Human 13
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1) Mamsen LS, Charkiewicz K, Anderson RA, et al. Characterization of follicles in
girls and young women with Turner syndrome who underwent ovarian tissue
cryopreservation. Fertil Steril. 2019;111:1217-1225.e3.

2) Zajicek M, Volodarsky—Perel A, Shai D, et al. Evaluation of ovarian reserve in
young females with non—iatrogenic ovarian insufficiency to establish criteria for
ovarian tissue cryopreservation. Reprod Biomed Online. 2023;47:102-109.

3) Cheng J, Ruan X, Du J, et al. Ovarian tissue cryopreservation for a 3—year—old girl

with Mosaic Turner syndrome in China: First case report and literature review. Front
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Endocrinol. 2022;13:959912.
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Key word (%58) Publication date Language | Species PubMed oy y—-2(
1 “Disorders of sex devel " AND “gender assi t” Custom range from 1990/1/1 to 2023/9/1 English | Human 79
2 “Disorders of sex development” AND “genetic” AND “neonate” Custom range from 1990/1/1 to 2023/9/1 English | Human 6
3 “Disorders of sex development” AND “genetic test” Custom range from 1990/1/1 to 2023/9/1 English | Human 4
4 “Disorders of sex development” AND “genetic diagnosis” Custom range from 1990/1/1 to 2023/9/1 English | Human 69
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sex development. Nat Rev Endocrinol. 2014;10:436-442.

2) Amies Oelschlager AM, Muscarella M, Gomez—Lobo V. Transition to Adult Care in
Persons With Disorders of Sexual Development: The Role of the Gynecologist.
Obstet Gynecol. 2015;126:845-849.

3) Hullmann SE, Chalmers LJ, Wisniewski AB. Transition from Pediatric to Adult

Care for Adolescents and Young Adults with a Disorder of Sex Development. J.
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6) Kyriakou A, Dessens A, Bryce J, et al. Current models of care for disorders of sex
development — results from an International survey of specialist centres. Orphanet J
Rare Dis. 2016;11:155.

7) Wisniewski AB, Batista RL, Costa EMF, et al. Management of 46,XY
differences/disorders of sex development (DSD) throughout life. Endocr Rev.
2019;40:1547-1572.

8) Crowley R, Wolfe I, Lock K, et al. Improving the transition between paediatric and
adult healthcare: a systematic review. Arch Dis Child. 2011;96:548—-553.

9) Price CS, Corbett S, Lewis—Barned N, et al. Implementing a transition pathway in
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10) Stowikowska—Hilczer J, Hirschberg AL, Claahsen—van der Grinten H, et al.
Fertility outcome and information on fertility issues in individuals with different forms
of disorders of sex development: findings from the dsd—LIFE study. Fertil Steril.
2017;108:822-831.

11) van der Zwan YG, Biermann K, Wolffenbuttel KP, et al. Gonadal Maldevelopment
as Risk Factor for Germ Cell Cancer: Towards a Clinical Decision Model. Eur Urol.
2015;67:692-701.

12) Loeser E, Giffels P, Schauf B, et al. Significance of a stable mother—daughter
relationship in patients with Mayer—Rokitansky—Kuester—syndrome. Geburtshilfe und
Frauenheilkunde 2002;62:1193-1197.

13) Heller-Boersma JG, Schmidt UH, Edmonds DK. A randomized controlled trial of a
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uterovaginal agenesis (Mayer—Rokitansky—Kiister—-Hauser syndrome: MRKH). Hum
Reprod. 2007;22:2296-2301.

14) Ernst ME, Sandberg DE, Keegan C, et al. The lived experience of MRKH: Sharing
health information with peers. J Pediatr Adolesc Gynecol. 2016;29:154—-158.
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Key word (35%) Publication date Language | Species PubMed fhav—&( )

1 “Disorders of sex development” AND (“transition” OR “transitional”) Custom range from 1990/1/1 to 2023/9/1 English | Human 69
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