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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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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
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14) 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
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15) Ishii T, Kashimada K, Amano N, et al. Clinical guidelines for the diagnosis and
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Publication date Language | Species PubMed ) v—-2R(
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
HMERREFDEHAMRERBEARERZEMEREBICEATHIHRIE. Fak 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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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
HABEZoN. RENEOHOND, HERIZMOEBAZELHIZETRICZHD
TRELMBHMEZZODHEIZEH, REDHEOHSN S, External genitalia score (EGS) "
(R D ITKBHFHETIL, 05-100 RICEZ BT HAEHERIIBEXNRETANETLHRE
SNTVS 7, EE LM DREEBEYIRE T S-HIZ(F, SHZEFT RO IER
HEHBNEE LD,

AKCQIZHTHHEREXTIEH. —ENDEEEDIFAVMGHIZREFOFERD
FRELOMADRETRBE T HIEFIREL., sHEAEZIRTLTLS, f=7ZL. &F
MDERNEEFO>TULVEN =D, RBIZTRENESHDFIETILE < DEF L
THIETRETHD, BR/NRADBEENAFTLTLVS DSD ZED D ZMEERAS
EhREREDEEERITTEHERL
(http://jspe.uminjp/medical/files/map_ver.3_240725.pdf. 2024 £ 12 B 18 B#EER),

R1 HASEMBREFELSHE|S (ND (FT7—47%4L)%°

REH T4 2 (A B (%) 215 (%)
sttt B oY 2 SiE 46 XY 0 55
50 -1=TTERRIBE 46 XY 0 13, 54
17 8 -EFOXS X704 KRRK
e Shgtnon 46 XY ND 15, 53
SR TR0 UARIEIREE 46 XY ND 2
21-7KER 1L B2 3R RI8%E 46 XX 15 4

& 2 MBS E OIS E
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=B SR EHEE R A5

EHERIGENVMEGS EE HRIEER Ao —
SNEREAODGE fR&2

BR BREE F—FKA—4—

BEOME filz2 . ERRE
[EE EEEEBROEE fRE2
THR(SEWNVES B [EMZAER A —
[(E4=3 Anogenital ratio A p—
O FEODRE R

\,ﬁ/ Nl Mo N A e S e S
OO w ww
N SEY 'SR SR T TP
1 2 3 4 5 6/7
1 Quigley 7748 (6 EILEBEHY . 7 EIFIELL)

% 3 External genitalia score (EGS)

PRE/IERD

B EER/IEEOEA BEE (om) NERBEODME BHIROGE EMHROME
3 ELEICESHY =31 fEX/IER D i
25 26-30 BEERAE L LR IR B
2 BB LY TIEE/[2
ORI

15  [IMfloEaHhY 21-25 EE/TERDIRT EE/TEESR EE/ITEED

. N BERILER/ BENLEER/
‘ 10-20 el BESON  EEHOMN
05 ke i BEY
0 BEHL <10 P Y

(51 FA3CHK]

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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5) Yang Z, Ye L, Wang W, et al. 17 8 —Hydroxysteroid dehydrogenase 3 deficiency:
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ERERADBDEEDRYERRICEFLAT. RILEVEEEKR. 1983;31:1215-1220.
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genitalia of full-term and pre—term female neonates. Arch Dis Child Fetal Neonatal
Ed. 2021;106:39-44.

9) Callegari C, Everett S, Ross M, et al. Anogenital ratio: measure of fetal virilization
in premature and full-term newborn infants. J Pediatr. 1987;111:240-243.
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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, A HENAFEER, EEFHRE. BRGER
. ERERTERSNADHD?

#E1 HEMEOEBOZETIE. BEShSIEBLHEBICHEC TR MEMAERR
BROBRGFEMRELZTOCLEHRET S,

(R DES 54]

(B 4GSR SR VHESE 75%, F5U VHESE 25%)

[TEFUALARIL:C]

#HE 2 EMMEERBORZEH TE, BEGERECHREROFEREIBEMTHY.
BESNIEBOREICIHCTHEEISEBEZRHNTHLEZRET D,

(R DA 53]

(3 EHER - 55U VHESE 76%. 5L VHESE 24%)

[TETUARLARI : TXRN— FE=FV]

{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.
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Med. 1997;336:1480-1486.
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16) Juniarto AZ, van der Zwan YG, Santosa A, et al. Hormonal evaluation in relation
to phenotype and genotype in 286 patients with a disorder of sex development from
Indonesia. Clin Endocrinol (Oxf). 2016;85:247-257.

17) Gomes NL, Batista RL, Nishi MY, Lerario AM, Silva TE, de Moraes Narcizo A, et
al. Contribution of Clinical and Genetic Approaches for Diagnosing 209 Index Cases
With 46,XY Differences of Sex Development. J Clin Endocrinol Metab.
2022;107:e1797-e1806.
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[CmR ]

Key word (3£:E Language

Species

PubMed

) Y—2R( )

(“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])

78
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CQ6 MMt EBOREELEREK?

H#E HESELEBOREIX. BEEBHEPCREFONITUL BIFRERLGZEHKAT
Hd. REANEESINGVEEELEZL, BT HERICERBMNEREZEET
5EIE (% 0.02 A5 0.13%, 46, XY S LEB L 46 XX EMEEBOHEE 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

HEAGRSICESIHESIEES 46,XY & L& B 46, XX kL& SE
(Sex chromosome DSD) (46,XY DSD) (46,XX DSD)
A:TERR (FEE) MEREE A TERR (BRER) HMERES

1R RER K (SwyerfEIEEE) 1. BRFE 14 (ovotesticular) DSD
2 BREREEE Testicular

A:45X (TurnerfE{RE#7%2E) 2B B IRER R DSD(SRY+, dupSOX9EE)
KE -1 pn o 3. MRRE R RUAE
4 BR¥E & 1% (ovotesticular) DSD
B:7UROS U EREE - 1EF B: 7 RS B
17RO U EERIER 1:RRIRME
1R MY RA RBR BUE 1. 21KER L BE R RAGSE
217 o KERAL BE R RABSE 2.1 B IKER L BE R RABSE
3.3 B -HSDXRIEfE 3. 38 -HSDR B
4POREHE 2B 1R RA R E
B:47, XXY (KlinefelterE 1R B2 &) SSLOGERE | FARS—ERRE
6.5 o JZTTEE R RABIE 2. POREEIE
7.17 BHSDRIBIE 3R (Luteoma, S} ETE)
27RO AEREE

17RO ARSI (S22, #R5rEY)
SLHZRBRERREE (54T 1 vEHiaER

- BRSO

AAMHE SUVAMHEZBRAEREE (325—

EERAEIRED)

C:ZMith C:ZMith
C:45X/46 XY GRS MEMEIRERAL. IN T ot o ey i
Ak B . SE{& FoeE T
& 814 (ovotesticular) DSD IRETE . G R ;{ggﬁj&,ﬁiﬁ?‘MURC& it B
D:46 XX/46 XY(F A5, DIFE &%
(ovotesticular)DSD) 220t 2. TOtth
(51 FA>CEk]
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Key word (3E:E Language | Species PubMed fthad1) - ( )

(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
(incidence [All Fields] OR prevalence [All fields]) AND (1990:2023[pdat]) AND
(hasabstract) AND (English [LA]) NOT (case reports [publication type])

English Human 127

(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
2 disorders/differences of sex development [Title] OR DSD [Title]) AND English Human 93
(pathogenesis [Title] OR pathology [Title] OR gene [Title] OR genetic [Title])
AND (1990:2023[pdat]) AND (hasabstract) AND (English [LA]) NOT (case
reports[publication type])

27



CQ7 FER-F4HNRMAOFERBMENERICHLTIE, EDLSEHM7IO—F
MRERIhEZM?

HE SMEBORD M2, REARE. AP PHRELLSVICEERIRE -MRI
BEDEBRE. EMRF—LICLSIEMNLFMEHERT S,

€ii 0L )
(BB EHE R AL VHESE 75%. S8LVHELE 25%)
[TETFUARLARII : TXR/IS— FE=F]

(%3]

S ERE (DSD) [(ELIXL X IEARB A ERRZ 5. FER B MRS IR DY
770—FICEALTIETUVALRNILDE VAT [TV EET—2EE LN TLY
%,

BNADLDIMETIE., IEHRBGHNEFOBEEIL 002 H5 0.13%ESNTLVD
(CQ6 ZHR) , HAERICHADEEH N LETHAARMTIE. EZRELDOMERREZET
BERY BT ENRESNS (CQI SHR) , TN, T (XHRDREITHE
HEMBEEITICEEE D, HEHD, (FEAEDEMRIE. RERDMEZ. BIAFR
(FFITHHHERR) RBEARRE (BB O . RO MEMRE. BREEE TESRY
ITICEZRELTHEY. R WME. NEF MRBRZFDER FHEZR. RS
REX. FEF . BRECFELGEDZBENCLEIFMRF—LICESAIGEEE
BMELTER ", AT, BRESh=-BEBOEEHIU VT EHEEEID T %
FROCEBREVRIDFTADE=OIZIE, ZHEHEE TS EFERICEETH
%, BETE D FEREMZEE (BRENETRTERIT. 2TV —LEBH. 27 /A
RGE)NESHL. ZEEEICKEERML TS, LHL., FERBIMLTHEERAD
W7 IO0—FIZETAIETUALRILOEVHE(FEL=H, WFhETF RN
—rAEZFUIZEEFELTINVS,

AR EHAZ AR hE W7 TO—FIckbE, ERBHLANESRICEITS
46,XX DSD. 46,XY DSD. M Z & (K4 DSD DLEFIE, TN ZF 4 18-30%, 51-81%, 1-
8uEIREINTLVS ¥, 46, XX DSD TlE, ERMEIB R E B RIED 65-74%& 8
2% EHD Y, —H. 46, XY DSD DEE THREZHICESD (L 24%°770 L 59%°T
Hbo

1. SRR

NZEDORBEEFHMMO DOEHISFHB T I EAEETH D, HRDAE. X
/BERORSEE. REODME. FE/EEORE. EOROMBOEE. &FRILE

28



DIRFEZHEER T B, M TH, R MEN AT EEMESIN I EE T, HRIDIREICE
594% 7, Prader 77 $8%° Quigley 2 fBIX BRI EAERADREREZTME I 52 L(E
AJRETH AN, BIRT REMFNEFRTHILIETELGL, SHMEFRELYEEHMIZE
MR TEBHRIF7EL T, 2000 ££(Z external masculinization score (EMS)®®_ 2020 £ (<
external genitalia score (EGS) *ARIBEh TS, BER . BREZREIVLNWIThEHE
AANDEEBEHNRESIN TS Y, [EBREAEITET DFRIZ(X. anogenital ratio %
FHL\%) 9, 10)o

2. BAKRE

DSD DA EMHEBRIZLYDEIN ., ZHICEBRBREIEITARTHD, &
HX.GREEEFIRET 5, G R EEICIIZRE DT TIL., LEADEREHSH
[CTE2DULDMBERNFEET A ELREAIEETHS Bl EHF A HHOFA
)", BBIERET BIEIL. SRY BIEFDHEN insitunATIFAE—3>
(FISH)ERHT R AS—EEE RIS (PCR) ZRIBFICIBEL TH &L P, ThiX, FISH
P PCRDAN G REEFVIRIERNFOND=OTH S, FISH TIXIESEE
(K10%) DEYFAVERBETESD Y,

3. A FHIERE (CQ5 SR)

MERAERERILEY (LH) . IRERIEARILEY (FSH) . TARRTO (T) R E
FAET S, BEEZOEBEEFHNEETTEMET S > TRSOA—IL
EDFFHERBIEVTELELICHETHY . LERBEEFHRETIIINEEKELNEE
HLEEIZEWTHRIEZTRT =8, DSD DZWDT=HDHAEITEN 7, ENEE
I FRrAEY (hCG) AR MERI AT —ERILEY (AMH) BIEEfREEICIS
CTHT5 29, AMH (XIRIZEAN THAHH . FEREEEDFHEICENI-v—h—TH
% 220 46, XX DSD (£ LLIF. RN EMEN T, I2S5—BHEENHDEH) TIL. 21-
KB EBRRIBEDENNLETHD=0H. MFE 17a-EFAFL TS XFOY
SENEELZERT L. HERRHO TEITREFZMWATETIIBSEICEYS
L, EHAEICRAEN DD, RATAOARTOT7AILITEIBIERE . HREE DI
FRATHAN 2P, BEENTILBIE TELRL,

4. BERIRE (CQ5 SR)

FITZ 25— EREDHELHIROMAEDTMDI-HIZE BT KHRE (US) X
WHABTHD 7, R IEAREN T, US TERIE TETULVRLVENI T, BHBEE &
IRE{& (MR) REE1T5 2%,

29



FHAET -
© RIEE
© BUBE

© ERERE

o F5 Fi8 % (G-banding, SRY-FISH)
+ RSP AERE (LH, FSH, T, AMH)

—EEEMELED

{

+
17-0HP 1. T > %2
AMH = ZRLAJL

T
+ 1
25— EHE O

15— EHE ()

l—‘—J.

AMH= BRL A~

3
4 2 KMEDSD

+ 45X
* 47 XXY
+ 45 X/46XY

+ 46,XX/46,XY

(REMMRENAIE. HS#IEDSD)

(ORFSEH14DSD)

25— EHE® i 1
l AMH = ZRL <)L AMH = BIRL~<)L AMH= ZIRLA)L  AMH= BRL AL
a7—EHE (+) Ia7—EHE () T=ZRL <L TZBRLAL
+ 21-OHD
+ 3B -HSDRIEHE - AMHER + AMHZEHRE l l
* 118-0HD BOBMIE®)  BOBREC | Eiiiiﬁ - BRRAR - SFIRERE - 5a-RD
+ PORD l l © WILEREIRE - SLAREH « PURRFUFIGE
- BRFEETEDSD . PORD
« FORA—ERIEEE ||+ IRBEMEDSD + 178 -HSDRI&fE
+ PORD . + 3B -HSDXiBfE
- BREFUFOS Y * Leydighi R {E 2 Ak
!
BEFHRE

1. RRBMMNEREL OFER -LROZHMT7I0—F
LH, EARFBRILEY; FSH, BRRARIEAILEY; T, TARATAY; AMH, i325—&HRILEY; DSD, M2 EE&EE; 17-OHP, 17 o
-EFBFS 7045 X7AY; 21-0HD, 21 KER{LEER RIE%E; 38-HSD, 3B -EFOF L XTOA/RFRKFREER; 11 5-0HD, 11 8-K
FR1LEE3R; PORD; P450 &1L ZETTEER RIGHAE; 178 -HSD, 17 8 EFOF LR TOACRR/KREER, 50-RD, 5o ETTBRRIERE

30



(51FAX#]

1) van Zoest M, Bijker EM, Kortmann BBM, et al. Sex Assignment and Diagnostics in
Infants with Ambiguous Genitalia — A Single—Center Retrospective Study. Sex Dev.
2019;13:109-117.

2) Thyen U, Lanz K, Holterhus PM, et al. Epidemiology and initial management of
ambiguous genitalia at birth in Germany. Horm Res. 2006;66:195-203.

3) De Paula GB, Barros BA, Carpini S, et al. 408 Cases of Genital Ambiguity
Followed by Single Multidisciplinary Team during 23 Years: Etiologic Diagnosis and
Sex of Rearing. Int J Endocrinol. 2016;2016:4963574.

4) Al-Mutair A, Igbal MA, Sakati N, et al. Cytogenetics and etiology of ambiguous
genitalia in 120 pediatric patients. Ann Saudi Med. 2004;24:368—-372.

5) Ahmed SF, Khwaja O, Hughes IA. The role of a clinical score in the assessment of
ambiguous genitalia. BJU Int. 2000;85:120—-124.

6) van der Straaten S, Springer A, Zecic A, et al. The External Genitalia Score
(EGS): A European Multicenter Validation Study. J Clin Endocrinol Metab.
2020;105:€222-223.

7) Ishii T, Matsuo N, Inokuchi M, et al. A cross—sectional growth reference and chart
of stretched penile length for Japanese boys aged 0—7 years. Horm Res Paediatr.
2014;82:388—-393.

8) WAt RBARE HER IR SHRICBEFIEEZELSLIVEZOREZDEHA :
ERMERNDBVRBORIFERIZELRZ T RILEDELERIK. 1983;31:1215-1220.

9) Castets S, Nguyen KA, Plaisant F, et al. Reference values for the external
genitalia of full-term and pre—term female neonates. Arch Dis Child Fetal Neonatal
Ed. 2021;106:39-44.

10) Callegari C, Everett S, Ross M, et al. Anogenital ratio: measure of fetal
virilization in premature and full-term newborn infants. J Pediatr. 1987;111:240-243.
11) Alhomaidah D, McGowan R, Ahmed SF. The current state of diagnostic genetics
for conditions affecting sex development. Clin Genet. 2017;91:157-162.

12) Yatsenko SA, Witchel SF. Genetic approach to ambiguous genitalia and disorders
of sex development: What clinicians need to know. Semin Perinatol. 2017;41:232-243.
13) Queipo G, Zenteno JC, Pena R, et al. Molecular analysis in true hermaphroditism:
demonstration of low—level hidden mosaicism for Y—derived sequences in 46,XX
cases. Hum Genet. 2002;111:278-283.

14) Wiktor A, Van Dyke DL. FISH analysis helps identify low—level mosaicism in

31



Ullrich—Turner syndrome patients. Genet Med. 2004;6:132—-135.

15) Bergada I, Milani C, Bedecarras P, et al. Time course of the serum gonadotropin
surge, inhibins, and anti—Mullerian hormone in normal newborn males during the first
month of life. J Clin Endocrinol Metab. 2006;91:4092-4098.

16) Kulle AE, Riepe FG, Melchior D, et al. A novel ultrapressure liquid
chromatography tandem mass spectrometry method for the simultaneous
determination of androstenedione, testosterone, and dihydrotestosterone in pediatric
blood samples: age— and sex—specific reference data. J Clin Endocrinol Metab.
2010;95:2399-24009.

17) BR/IMNRADBFER DL -BIBHREZESR. Webtext: A ERE DB ML
AR, http://jspe.umin.jp/medical/files/webtext 170104.pdf. Accessed 30, June.,
2024

18) Forest MG. Pattern of the response of testosterone and its precursors to human

chorionic gonadotropin stimulation in relation to age in infants and children. J Clin
Endocrinol Metab. 1979;49:132-137.

19) Rey RA, Belville C, Nihoul-Fekete C, et al. Evaluation of gonadal function in 107
intersex patients by means of serum antimullerian hormone measurement. J Clin
Endocrinol Metab. 1999;84:627-631.

20) Aksglaede L, Sorensen K, Boas M, et al. Changes in anti—Mullerian hormone
(AMH) throughout the life span: a population—based study of 1027 healthy males
from birth (cord blood) to the age of 69 years. J Clin Endocrinol Metab.
2010;95:5357-5364.

21) Guibourdenche J, Lucidarme N, Chevenne D, et al. Anti-Miillerian hormone levels
in serum from human foetuses and children: pattern and clinical interest. Mol Cell
Endocrinol. 2003;211:55-63.

22) Koyama Y, Homma K, Fukami M, et al. Two—step biochemical differential
diagnosis of classic 21—-hydroxylase deficiency and cytochrome P450 oxidoreductase
deficiency in Japanese infants by GC-MS measurement of urinary pregnanetriolone/
tetrahydroxycortisone ratio and 11beta—hydroxyandrosterone. Clin Chem.
2012;58:741-7417.

23) Homma K, Hasegawa T, Takeshita E, et al. Elevated urine pregnanetriolone
definitively establishes the diagnosis of classical 21-hydroxylase deficiency in term
and preterm neonates. J Clin Endocrinol Metab. 2004;89:6087-6091.

24) Kanemoto K, Hayashi Y, Kojima Y, et al. Accuracy of ultrasonography and
magnetic resonance imaging in the diagnosis of non—palpable testis. Int J Urol.

2005;12:668-672.

32


http://jspe.umin.jp/medical/files/webtext_170104.pdf

25) Steven M, O'Toole S, Lam JP, et al. Laparoscopy versus ultrasonography for the
evaluation of Mullerian structures in children with complex disorders of sex
development. Pediatr Surg Int. 2012;28:1161-1164.

26) Mansour SM, Hamed ST, Adel L, et al. Does MRI add to ultrasound in the
assessment of disorders of sex development? Eur J Radiol. 2012;81:2403-2410.

27) 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.

28) Tasian GE, Copp HL. Diagnostic performance of ultrasound in nonpalpable
cryptorchidism: a systematic review and meta—analysis. Pediatrics. 2011;127:119—
128.

29) Fazal K, Hussain S, Khan F, et al. To determine the sensitivity, specificity, and
diagnostic accuracy of diffusion—weighted MRI in localization of non—palpable
undescended testes taking laparoscopic findings as the gold standard: A cross—
sectional study from Pakistan. Ann Med Surg (Lond). 2022;73:103161.

30) Krishnaswami S, Fonnesbeck C, Penson D, et al. Magnetic resonance imaging for
locating nonpalpable undescended testicles: a meta—analysis. Pediatrics.
2013;131:e1908-1916.

(SRR R]

Key word (338) Publication date Language | Species | PubMed ) v—R( )

(“ambiguous genitalia”) AND (diagnosis OR evaluation OR algorithms) AND
(infant OR newborn)

Custom range from 1990/1/1 to 2023/9/1 English Human 493

("Disorders of sex development”) AND (diagnosis OR evaluation OR

1 1/1 1 i
algorithms) AND (infant OR newborn) Custom range from 1990/1/1 to 2023/9/ English | Human 849

33



CQ8 BEMRFELEICHLTIE, EOXILBEHT7TTO—FHHERINLH ?

HE —REEOBHOLNLEN 15 BLULLEDBEDS 13 UL LD ZEIZRLTIE.
miFEITFROE Y, ERILEY  BEIZHELC T GnRH B #EER. hCG BFHER. F
E-HEHLIVEITEARDEBRRE. REBAERELZITOIEEHRT S,

€ii 0L )
(B EHE R AL VHESE 53%, S5 VHELE 47%)
[TETFUARLARII : TXR/IS— FE=F]

(fZER]
1. IEI

BEHORBEZREMORBETHE SN, BFTIIRREBTEDER. ThIH
WTIEEEX . BRELHRALED, FEORBREBTEN I mL UL EEG-RRAER
EHRBEHL-BANOBARAANBROBEHRHE FEH (THIELSD) L 108
+13mTHE ", EELRIBERD+2 SD (X 134 5. +2.5 SD (X 141 B THY. 171<
BEMREHERENBRICBZNCIEEFEREL. 15 REBA THEZREEHERD
NEWNSGEICIE. BEEERE T NETHDS. [RE ltl,ﬂ?kﬁ'liuﬁ,ﬁ.ﬁa&%ﬁﬁ%%
ZULH HICIEET FROE S IR EEE TESET FFOE D M ARBEEEE
TEAERELTEIFONS, ERXMEETFR O IR EEIE TETRLZLY
Klinefelter SEMZEE(X 1 5 AIZ 195-254 A ©, £ RMEEITFROE IR HEEER
THED Kallmann fE{&EE (X 10 BAIZ 1.2-10 AERESNhTLNS ¥,

a. RIEE

FRECRRATAEHREFHERECEITFFFOED IR EEIE TED B &
%HEFRT B, Kallmann SEIEEE CIEEEHIBIHRESNTEY .. REELNBEGELH
éf: Ii:m\jégj_é 5)0

b. BR{EFE

AKEOHIRIZOWTABHBEERRMTOBELHERT 5. F-RETH. 8
BEDEEFHERT D, Kallmann fEIEEH TIEBIRE - EIRAE. BERREE. #EE. O
EOZERH. FREHFLEOEHNMONATEY., PRERITERERERTELET
EARIEREETENEHTIEEELHS Y,

c. BHKFRR
SREFEDORRBBENEROAEETMT 5. ZREFAEDHONELNE

34



B. BEHORRR/N—MIBHONT . BEHEZBDER SD X7 ERAIZE
T 5. SHERICHEVTIE SAREDIFEELMIZFAALTLSD ., LELLIIFRET
HiFGLWD, ZHRBEFGVLD BRIIEERNICHE TS50, BEOMBRIIIES
N BREREEImLULEHLIN . [EE. BRALBEDEREHERT S, F-RED
EE UL EOEE BENRENEEOEHLEVLEBIEEEHERETS Y, HE
FMERBOEBEMOBEICLIBERBREBICEVWTRIREREDREEZELT S,

d. M&ERE

MEBF R M T ILE B AR B AILE(LH)., DRRERIEARILEY (FSH) . TAMRTAY
(MZATET 5. 1EEY B (FFEED Sertoli MFAHRED SHEIH BLE~Y—H—T
HHH. BATITAETELGL, > TRIZFEAN TIEHSHM . iZ25—FERILE
> (AMH) % Sertoli #EFEtEEEDFHEB M TRIET S 7.

e. RBKIRE

BEYPLREXDORICEVTREBRRERFIVETH D, G DREICKOIZREDT
THREBROBEREOLCES(VOAREEHERET D, L. REMEBICKET S
IBEMNHY. AMRERVIGE LIRERGEDBEBZERVIBEETREES 19
LEARLGHGEENHD Y

f. BfErER

JFRrOEY  $FC FSH AELKEETHNIEEI FFhAE IR E T i
L, BEIZHLThCG BRIEAERICK>THED Leydig flilatae Tl 5
Y, HITTFRFAEVHAEREL ~BETHNIE . AEEBREHERKELET TR
AE MR BEIE TREZ #5195 B BT GnRH FERZE1TS °', GnRH B #TEER
[2DDVT hCG RAFIFRBREITIFXAEH BT ERE LT FFrOE IR
HREIE TREDEACHENTH AN P EAIHDERGTHEEL VLA,

g BEfgRE

BEHZTETS Y, BEHRERTHNILEERIIBERICLANELGELET
5, MERRICELT. RERLLIIERIBICHEEZMANT 58X BFERE
(US)IZ&>THERTI—18Z/HERT S . RENPLREBICHREMILETNIE
RS ER AR R R LIS (MRD DL EGETRIC I THRB LUNMERDERLAE
ZHERTD Y SHICRETHREEERNEREEZEHT HESILES MR IZXoTS
AS—ERENDERELHRET 5, ERICKIEENEH IS IXREFE T CERE
EET D, RENERATELIMES Y GnRH BFRRBRICE>TITFRMEV O RG
ETEEDH-EE . BEE MR IZX>TRIKOREDHEEHETET D, 1-1-L

35



GnRH [2x 323 FFrAEV OEEDO RIGIE T E MRI 2K 582 E OBRBKMERS B
REHREHERELFTEICIIBTETELR Y,

2. TR

ZROBEHIAEERANSIHEFY. BEHE, IBALED  ZLEREN
Tanner 4B I E (TG>T R E B E MR EHIMLI-BEDBARAANLZROEEH
HEFEHDFHMEESD F95FE117RNL 100 F 1.4 % "Thd, EEHI
IREERD+2 SD [ 11.7 FAALL 12.8 . +2.5 SD [ 123 @EL\L 135 R THAHZE
Mo 13 BEBATHLIREHAE1(ROLNLGWNGEICIE BFEEERETAE
Thd, TRICBVWTCHLEEYRR R EEDEAN CHREMREHERELIEETH
B0, BIRELRDEHEIZDEN?, — A ZRIZBEWTIE Turner FEIREEIZED
IR EEIE TEAH D=0, I FRFrOE R EEE TEDHEEILIRERKLY
B P ARBARERD. BELESLREZRODIRICIEHEEEEDET SR
AE MRS EEE TREZHE AN ELTE RS,

a. RIEE

FEOCRRATEARCIREMAREOEELZERT S, 7RO VURIGE
BEETIE. AIEOZEZZ2EICHHINIIENREETHAIENHIBAT HI LD
"TIEAL,

b. BR{EFE

HERFOARKRLGERERDIEREZHER T D, Turner FEIRE TlE. HARFOEKIK(E
PRPETHY . BARAN Turner SEIZFCTIXHARS R (F{E+XSD)46.8+£2.7
cm, HAKE (FH9E+SD)2.68+0.44 kg EFRESN TS P, £=-. RIEXFE
%, BEBLEEIE, Turner SEIRBE CTHEMNZEROONLIEHETHD. BEANIL
—7 (ELIZHEAD DERELA BB ESIE. TUROF VR SEEBEO A REM L SFEICH
<o

c. BFFR

BEREFEOHREHR. ILECIBERORET . EEPLREDHEEE Tanner H5E
TiHii 9 5. SMZEB R R EBICHERRZ AL EIL ARV NERR T 5, Turner & (BIK
. N RE. BRKEGE) OFREZFHET 5. ERKIEX. 2E. SELGEDBHILE
EDEHEICODWTEREZELTHS

d. MEHRE
FERFERIMTME LH, FSH, TR A —IL(E2) #BITET B, DSD Z 1D TR

36



BEIETOZIIETFFrRAEVETHS-H. 10 MUBETIITFFrOEVIEEEE
RFEMNEL GnRH BRTABRADELLELZLIEFHETH D, Turner FEIREEICHLY
T, BANDEAHMGARZAELCTWDESIF 12 mEFD FSH(REFRFRIN) A 10
miU/mL RFTHO=EDMENHS 'Y, AMH (FINE T HEELTE T HDIZHE A%
RETHLIL. RIRERIITEED BB T HINRBEED IS LUV AEA R
DRFEIZRESNTLND,

e. RBARRE

RIEMD G DRETRHREZHERT 5. G D RIEA 46 XX TH. BALHVIE Turner
ZERHHHEEICE. BITHEKEE T FEEORMAIK FISH BITET50E.
BEEEY A Tumer EERBE D REMEZEZ TREEZEBMT RETHD,

f. ERRE
B US O MRIEE T, MR CHMESR (F=) DFHEETTI, f-1-L. BEIAFIT
. FEALFEELTEMRIGEDER L TIXRETERNENHS 2,

(51 AX#]

1) Matsuo N. Skeletal and sexual maturation in Japanese children. Clin Pediatr
Endocrinol. 1993;2(Suppl):1-4.

2) Sedlmeyer IL, Palmert MR. Delayed puberty: analysis of a large case series from
an academic center. J Clin Endocrinol Metab. 2002;87:1613-1620.

3) Herlihy AS, Halliday JL, CocK ML, et al. The prevalence and diagnosis rates of
Klinefelter syndrome: an Austrarian comparison. Med J Aust. 2011,3;194:24-28

4) NREERERREFERE I — ARHARER 61DV fEREE.
https://www.shouman jp/disease/details/05_29_ 061/

5) Sato N, Katsumata N, Kagami M, et al. Clinical assessment and mutation analysis
of Kallmann syndrome 1 (KAL) and fibroblast growth factor receptor 1 (FGFR1, or
KAL2) in five females and 18 sporadic patients. J Clin Endocrinol Metab
2004;86:1079-1088.

6) Young J. Approach to the male patient with congenital hypogonadotropic
hypogonadism. J Clin Endocrinol Metab. 2012;97:707-718.

7) Gravholt CH, Chng S, Wallentin M, et al. Klinefelter syndrome: Integrating genetics,

neuropsychology, and endocrinology. Endocr Rev.2018;39:389-423.
8) Coutant R, Biette—Demeneix E, Buovattier C, et al. Baseline inhibin B and anti—

Mullerian hormone measurements for diagnosis of hypogonadotropic hypogonadism

37


https://www.shouman.jp/disease/details/05_29_061/

(HH) in boys with delayed puberty. J Clin Endocrinol Metab 2010;95:5225-5232.

9) Audi L, Ahmed SF, Krone N, et al. Approach to molecular genetic diagnosis in the
management of difference/disorders of sex development (DSD): position paper of EU
COST Action BM 1303 ‘DSDnet’ Eur J Endocrinol 2018;179:R197-206.

10) Dunkel L, Perheentupa J, Virtanen M, et al. GhRH and HCG tests are both
necessary in differential diagnosis of male delayed puberty. Am J Dis Child
1985;139:494-498.

11) Segal TY, Mehta A, Anazodo A, et al. Role of gonadotropin—releasing hormone
and human chorionic gonadotropin stimulation test in differentiating from those with
constitutional delay of growth and puberty. J Clin Endocrinol Metab 2009;94:780-
785.

12) Grinspon RP, Ropelato MG, Gottlieb S, et al. Basal follicle—stimulating hormone
and peak gonadotropin levels after gonadotropin—releasing hormone infusion show
high diagnositic accuracy in boys with suspicion of hypogonadotropic hypogonadism.
J Clin Endocrinol Metab 2010;95:2811-2818.

13) Spadoni GL, Cianfani S. Bone age assessment in the workup of children with
endocrine disorders. Horm Res Paediatr 2010;73:2-5.

14) Kanemoto K, Hayashi Y, Kojima Y, et al. Accuracy of ultrasonography and
magnetic resonance imaging in the diagnosis of non—palpable testis. Int J Urol
2005;12:668-672.

15) Maki D, Watanabe Y, Nagayama M, et al. Diffusion—weighted management
resonance imaging in the detection of testicular torsion: feasibility study. J Magne
Imag 2011 ;4 :1137-1142.

16) Wei C, Crowne EC. Resent advances in the understanding and management of
delayed puberty. Arch Dis Child 2016;101:481-488

17) HHEE, $HHF. MEHOREHILEPZROBEHORALDBELRHDZ
#4k. BIREE. 2005;109:1232-1242.

18) Isojima T, Yokoya S, Ito J, et al. New reference growth charts for Japanese girls
with Turner syndrome. Pediatr Int. 2009;51:709-714.

19) Aso K, Koto S, Higuchi A, et al. Serum FSH level below 10 mIU/mL at twelve
years old is an index of spontaneous and cyclical menstruation in Turner syndrome.
2010;57:909-913.

20) Michala L, Aslam N, Conway GS, et al. The clandestine uterus: or how the uterus
escape detection prior to puberty. BJOG. 2010;117:212-215.

38



(R R]

1. BIR

Key word (%5 Language | Species PubMed o) y—=(
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. A
. 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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CQ9 #FEEOCFEREEARICHLTIX, FOLSLEHT7TIO—FhH#EIN
o2h?

#E PRORBOHONGEN 15 BULOXEICHLTIE, BFEFFRR (RLE. ibEH
E) MFEITFRFrOEY TR DA —IL, FE-REHSIVETEFDEBZRRE.
REEREZTOICLEHRET S,

[HEEDIES 58]
(B TR AL VHESE 67%. 53U VHELE 33%)
[TETFURLARII : TXR/IS— FE=F]

(3]

VZBEF15HmULE. EREMEARITI 18 BLULEOKETARAGIMESIZE
EZnd, [RREELTIE. BRTE-TEA-NEROEE., HIROEE. thdAH
WIROEE . AXMEDFE-BORELENEFND, ZHT7ITO—FICIEBART
R. N2 WBRE. B2, 2EARENMDETHD ",

1. 3AmR

HAECIHEDHEBIZDULNT Tanner PR T 95, ELEREDFEIL. TXRO
T (ZERILED) DMEALTLSD DEKERERALIZCEETRET SV IEH
BITNATHMERERARDZEICE ST, TR U ERZSSIZER T 5, S SR
(X, BEICHHICERBAL. Faaz B REEEBLJILITFLHILTHRET S, TAL
AT AERIZOWVNTIE. BELENELLGY ENEV VRIS IETHIMT %, 4ME
FwIDWTIE. EEDERLE. EEORE. B WREEROGFE. EZOEX
[ZDWTLEHET 5. Ff-. RIBICZEOCIELNBVAEETHTS .

2. MERE
AEREEHIVNBZEECRERRUEEABRDIGSICIIIFRERN T ILENDH D,
VREECEXMEEABRORVOAD BERREIL., BRIFHEEE. TOS50F 2.
HIARRARILEY (LH) . BREERIBARILEY (FSH) , TRMSDF—IL (E2) 1245, LH
1 FSH AMEETHMNIE. MR TE - TEAKEERE (KREHREHERE. B4
RE AERXMEITFRrOE D HEBREEEE TAE . BEEHIET FRbOE MM AR
BEETIE. TEREZRLZE) NERIZELY, RKTEH - TEADERREEZIT,
LH %> FSH N E{E THNILINEEEEEDIE T (Turner FEIREFO— D AR ERIT KR
BBHEBIELZRE)NgEHhh, FE-INEOESGBRELLEARRENVLELLS Y,
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VR EEOCREEEARICE T2 NIAT—ERILEY (AMH) BIE L. RIZE R
NTHHEDD . ZRIEBHEERD Turner SEIREERE QI EELTHELTER
TH5Y BEEFLEOMEICEICE, AMH NEERFEHSLNE<-2 SD b,
REMBEDIE TATREEINS ¥, ZL T, ZRMEMFEERID Turner SEIZFFFEE T
AMH <0.1 ng/mL 755 AR EIIHAFTET 9, HI(C AMH BNEIETENIE, BRER
mDBELLBELTERABRREROAEEMED 19 E=<55 7, Turner SEIREEDE
BRERAARSA T, B GEEHEERTFRIZRLEVHIZ, 8-9 M5
NM-12 HETE 1 B AMH ZBIE T 5T EMNHERIN TS Y,

3. &BHEE

IREECEXEMEARICBVTIL., 20 TLEBEABREEZEET S P LD
BAREHREAETIE. BEREEARD 94 ADSB 3T LEBEREEEFF-TH
Y. ZDI35M 12 AL 46 XY LEHRESNTHY ', Turner FEIXEE S 1= DSD D2
BRICERGIEENH5.

4. BIRRE

FEALEDGERBERRE (US) THHREZTM TS ENTES ¥, BRLBE
B (MRD R ETELIZHERGERNFoNDGEE L H D, S EEEEREEL-Z25
—EHBEERE 14 A (Mayer—-Rokitansky—Kiister-Hauser fE{Z#f 9 A . [EtEFfz 3
A OLZIREASE 1 A FEEMBEEB 1 N)DTRTTMRIFREFHAENE
BLTW= " MRI (FZ25—EREEEDFREMFTMZEATREICL. BEEDDH
SRR EFERTES ", £, MFTFFFOEVREGSETFFrOEU
MRS REIE TE SR ICIEMARTH - TEA MRIBREZEET S Vs

(51 /3R]

1) Seppa S, Kuiri-Hanninen T, Holopainen E, et al. Management of endocrine disease:
Diagnosis and management of primary amenorrhea and female delayed puberty. Eur
J Endocrinol. 2021;184:R225-R242.

2) Naroji S, Gomez—Lobo V, Finlayson C. Primary Amenorrhea and Differences of
Sex Development. Semin Reprod Med. 2022:40:16-22.

3) Yatsenko SA, Witchel SF, Gordon CM. Primary Amenorrhea and Premature
Ovarian Insufficiency. Endocrinol Metab Clin North Am. 2024; 53:293-305.

4) Hagen CP, Fischer MB, Mola G, et al. AMH and other markers of ovarian function
in patients with Turner syndrome — a single center experience of transition from

pediatric to gynecological follow up. Front Endocrinol (Lausanne). 2023;14:1173600.
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5) Hagen CP, Fischer MB, Wohlfahrt—Veje C, et al. AMH concentrations in infancy
and mid—childhood predict ovarian activity in adolescence: A long—term longitudinal
study of healthy girls. EClinicalMedicine. 2023;55:101742.

6) Lunding SA, Aksglaede L, Anderson RA, et al. AMH as Predictor of Premature
Ovarian Insufficiency: A Longitudinal Study of 120 Turner Syndrome Patients. J Clin
Endocrinol Metab. 2015;100:E1030-1038.

7) Visser JA, Hokken—Koelega AC, Zandwijken GR, et al. Anti—Miillerian hormone
levels in girls and adolescents with Turner syndrome are related to karyotype,
pubertal development and growth hormone treatment. Hum Reprod. 2013; 28:1899-
1907.

8) Gravholt CH, Andersen NH, Christin—Maitre S, et al. Clinical practice guidelines
for the care of girls and women with Turner syndrome. Eur J Endocrinol. 2024;
190:G53-G151.

9) Paltiel HJ, Phelps A. US of the pediatric female pelvis. Radiology. 2014; 270:644-
657.

10) Reinhold C, Hricak H, Forstner R, et al. Primary amenorrhea: evaluation with MR
imaging. Radiology. 1997; 203:383—-390.

11) Imai A, Furui T, Matsunami K, et al. Magnetic resonance evaluation of uterine
malformation with corpus agenesis. J Med. 1997;28:223-227.

12) Klein DA, Paradise SL, Reeder RM. Amenorrhea: A Systematic Approach to
Diagnosis and Management. Am Fam Physician. 2019;100:39-48.

13) Geckinli BB, Toksoy G, Sayar C, et al. Prevalence of X—aneuploidies, X—
structural abnormalities and 46,XY sex reversal in Turkish women with primary

amenorrhea or premature ovarian insufficiency. Eur J Obstet Gynecol Reprod Biol.
2014;182:211-215.

(SRR R]

Publication date Language | Species PubMed fhd1) -2 ( )
ustom range from 1990/1/1 to 2023/9/1 English | Human 865
ustom range from 1990/1/1 to 2023/9/1 English | Human 434
nge from 1990/1/1 to 2023/9/1 English | Human 62
nge from 1990/1/1 to 2023/9/1 English | Human 68
nge from 1990/1/1 to 2023/9/1 English | Human 14
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CQ10 BHEOZREHMFEED-OIZ, BRI EVHEFTREITHRINLIMN?

#E HERBEETECBETRE., ZRUEHBED-HICBERILEVMHFTERE
EITOLEHET D,

€ii 0L )
(BB EHE R AL VHESE 75%. S8LVHELE 25%)
[TEFUALARIL:C)

(#2E5)

MR REIE TEED BHETIE. ZRMEHFEDH DB RILELHREEEITD
CEEHRET D BEHRLEVE, ZREBOFEE. RABMEEL TOEY AR
(BELHAR) DERSF. SHRH-HEMELMEEEL-OITBETHY ' HR1F
BORMEORECEVTLEELREZEO>TNS Y, 46, BHRILEVHFE
BERRANCE, Do =T AT U T4 T1 EEIREN - H R A — L TLSMEET
mds ",

1. JRERIBER

HARBEEIE T DI RIVZETHIRXTHOBRTIL., 9 REHLI L BEL DT %A
BEL DD T7AO0—LTULKIEMREIN TS V), REALBEHDE=RIL T %
I3CLET., BE - REANDRESGBACAEEORBEERREXELZTOHDRE
FgF NEoNd,

A BERRBELENSHEIREEETOEENHEZONSIBIRTIE, FHHH
HEREIRIBEERITEN 12 SFETORBERBEHET IMELNH D, BEELRE
DEND, FREEPLSDFEDOURY Y DMERBEREDIRY VEFEETZHIL
FRLE=HRENHY ., FHHFERHTO ZREHESFSEERELIAENEEZLLVON
HLNGZL, LA, HIRHEEEIE TENMURIRICEVWT IR EEEAE DRI
FRE LB L= & (E72<, AEO EHEBE F R (XFEILIN TUVELY,, AR
BERETOEEEDOHIMANARSET. BARALIREHBEROAEEEHLEZONDEE
(X, 14-15 BRIEBEEFXF THREMBZEZELES2L1H 5. AEMARERILX. BRFE.
BAHMERRAELGELERBLTENICEEINIRNETHS,

2. ZRMEMFEKROAEEM (FREER)

Klinefelter E{&EE : ZRIMEBITF MG FR TRIET HIENSZ LD INEKTHE
WEE. JFRrREVEE. EBMENT AR TOV () EAEEIREREIETER
B IREZETHIENZ Y, THEIEEBEHFABDHICIEILERLTH 5 FF
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TIZIETLIASD . BRAEI (47XXY) DF) 80% TEEEER B LT D=0, ML TAO
—NEETHD Y,

45X/46 XY EH A9 (BH%) 80 THARIZZREBO R EEROH=LDOMENH S
A, FERAICERBMNEREROES EERG R A RO ATREMEILE
55, MEBREBOESGRAGEEZHICBHICZHISN =B TIIXEERIC T AR
EHBELELIZDOMN 50%U ETHADIZHL, FITOREELE TR AR IZZ N
BETIH15%THB Y,

BRFSEE DSD (B1) IR FBEM D) MhoD T EAREITIKET 510, EHE
287D,

3. 5 HEA

DSD DMHIREEEIE FED ZLIIEITFRFAEVETH D=, ZRIEHBFER
BIE T TTI. T ICITEHBOEF OEIF A FET 50, HHHEE|LFIF ALY E
NTWBEVWSBHELRIE T RIEFELEWN, ABBTIE, TAREIFMET AR
TOCOFHPEEF A RREREL TELERIN TS,

4. %5 5%

TIXDENSEBLTEBMICEEL TN, 6-12 7 AEICIBEL., 2-3 EMITT
BAEEFTHEELTIKIENZ L, EEAMICIE, TREIFVMNETANRTOVE
25-50 mg(4 8% ) THIBL. 6-12 # BEI(Z 50-100 mg § DIEEL . 2-3 EMIFTTHK
AETHD 150-250 mg(2-4 BE) FTHEL T Y, TFUMNET AR TOY
100 mg/ B TAEBAIBL=8#(X 250 mg/ B CHIIBLI=B LR LT, ABEEH/ARE
FHNBEICEL BEREMEN 2EZ V'Y, F£f-, 100 mg/ A TREZHIRT 5E
SAHEZRD Tanner V-VEFETOETEHREABRDOBEHICLRTHERIZELL S
WD, FYELDEREBEER LSS XVENSEIBLTHMZNITT
MEL. VB CRMESEBIETIGEAIZSHDENLHBLTHEER—IBEL
THEDNRWNEEZOND, BB EDR—XIZELTH,. BR. BHRRAE. &£
B EICKVERBIZHRETLTULRETH D,

(51 AX#]

1) Nordenstrém A, Ahmed SF, van den Akker E, et al. Pubertal induction and
transition to adult sex hormone replacement in patients with congenital pituitary or
gonadal reproductive hormone deficiency: an Endo—ERN clinical practice guideline.
Eur J Endocrinol. 2022;186 G9—-G49.

2) Eisenegger C, Hushofer J, Fehr E. The role of testosterone in social interaction.
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Trends Cogn Sci. 2011;15:263-271.

3) Graber JA. Pubertal timing and the development of psychopathology in
adolescence and beyond. Horm Behav. 2013;64:262—-269.

4) Day FR, Elks CE, Murray A, et al. Puberty timing associated with diabetes,
cardiovascular disease and also diverse health outcomes in men and women: the UK
Biobank study. Sci Rep. 2015;5:11208.

5) Wikstrom AM, Dunkel L. Klinefelter syndrome. Best Pract Res Clin Endocrinol
Metab. 2011;25:239-250.

6) Gravholt CH, Chang S, Wallentin M, et al. Klinefelter syndrome: integrating
genetics, neuropsychology, and endocrinology. Endocr Rev. 2018; 39(4): 389-423.

7) Lanfranco F, Kamischke A, Zitzmann M, et al. Klinefelter’ s syndrome. Lancet.
2004;364:273—-283.

8) Salbenblatt JA, Bender BG, Puck MH, et al. Pituitary—gonadal function in
Klinefelter syndrome before and during puberty. Pediatr Res. 1985;19:82—-86.

9) 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—-4381.

10) Mason KA, Schoelwer MJ, Rogol AD. Androgens during infancy, childhood, and
adolescence: physiology and use in clinical practice. Endocr Rev. 2020;41:bnaa003.
11) Bertelloni S, Baroncelli GI, Garofalo P, et al. Androgen tehrapy in hypogonadal
adolescent males. Horm Res Paediatr. 2010;74:292-296.

12) Bourguignon JP. Linear growth as a function of age at onset of puberty and sex
steroid dosage: therapeutic implications. Endcr Rev. 1988;9:467-488.

13) Bourguignon JP, Vandeweghe M, Vanderschueren—Lodeweyckx M, et al. Pubertal
growth and final height in hypopituitary boys: a minor role of bone age at onset of
puberty. J Clin Endocrinol Metab. 1986;63:376—-382.
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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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CQll TN RHMBFED-OHIC, TR ELHFTEEIHRSNLEIN?

HRE ERBREETEOXETE, ZREHFEEOLOICLERILELHIERE
EITOCLEHET D,

€ii 0L )
(BB EHEER AL VHEE 89%, SELVHEZE 11%)
[TETFUALARIL:A)

(f#7Er)

MREERE TEDOKRICETA-RIEHMDFERIE. +HEHRAN—FEHAT
ROESR. FEOK. BREAL ORI EULGRMBREORE,. BULEEE
Bl BANBLUDLEMRED R THEENGBREHZEMT 52LZ2EM
ETE, REBEEDODOEERILELBRBEDEYEIITEINTNAN
V. ZDZLIE Turner FEIEHEZRRETIEDTHILICBETIVENH D F
f=. BEET7YIMNILETBHEIL Turner IEIEEZ R ELTLREDO LM HRESH
TUWVEW, EFE TIEETEHMERDESIZXLY ., HIREEETEOXENERES
BHIELTEDD. FEORBALABRBEZICHA AN FROITIROESZFIR M
FTEHEEITEETHD, T THERILEVHREERBRETIZO IS —TATY
TATAIDVWCEHEETEHELH D ¥, TEALEITRVEBETAANICED LI
Mo EREZLFELEV. ERICKHL-BENLET7 TO—F TRIREHBALT
LZENEETHD ",

ZREHBOFEEFTOILT. BRERLEELREL. AEMABOFE. BEDK
E. HEIDFEIRD 3 DOTHD,

1. RERILVEAAAFTEEZDRIBORHIC DT

ZREEARHOENE 13 ZU LD XTI EREEEDFTMAHREIND
(CQ8 BHR) , T CHRMAEE TELEZHINIZHZBICIT LM RILELH IR EEZE
AT D FTER -FL4REAIZHE S LR B (DSD) LEEIN TLSIHE . AR EE
ETDYARS%E 13 U EHAETEDZEMNH D, Turner FEIREEICHITRHET
[&.6-10 T FSH 6.7 mlU/mL RiFETHAEE (XBERICHBNHKEKL . 10-12 F
T FSH 10 mlU/mL RETH DG E LIRBNMG A BREAN KL ENFBRITEDS
W FE. RERERN THED, fIREHTOMIAS—ERILEY (AMH) BNEEHE
HEED-2 SD RKFEDIEE. BRLZREBOEXRIIE#HTHS ", FYEEMGEZ
REBFEEXRETEZICE. BRAALRO—BERAIZHITEZREMBHIREEH
(FY£SD)THD 95 mE1.1 % AL 100 FE14 5% 2B RTELTI0-12 5%
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TREICEHRILVEHBRELEEMABTIELEZELTELL, RHOLMERILE
VHTEERR I B RAERET HAREEN DI RABREDERICTFIE
BRI TV =, LML, Turner FEIZEEICHEWNTE RIS (10-12 5%) L2 HABITR
(12 BMUE) TORANERELE LA TIE. REARBELZHRMMEDOK
ABRIZEEZ1E4(E -1.0 cm, 95% CL: ~4.0~1.9 cm)'®, BHARAIAIZ LD B &
FREADEZEFIBENTHD,

2. AEDERTE

IO HBOHEREEITEINZIZDENHY (RAED 1/8-1/4 ).
BALZEOREEGHIHLTIMETIRANS A —IL(E2)BE "ET. 6-12 1A
TEIT 2-25 ENTTREEFEOLTVRHMENZ L 759, ZLDHARSAY
T.12RELYBRHICRHRT H5E (. KUIERE (RAED 1/24-1/16 £) THALA
L.#ET 22N HRINA TN, (1), TERILEVHETEED BIZX, &£
B ZREEEEMTSIETHY . ZLED Tanner N BB EH. FEARBELTR
FFRICEEEL G S H R EDRAEZITO. EEPEECHTHEARITERLT S
CENREFELWEEZAN, MEFEELI-FOra—)LEAREIZKYEREL-F0O
Fa—ILET, ZREHOBBIZEILEN Y,

TOFRF BB ADRBHIZDOLTIL, BIMEHTIEEUVA, —REIZIXHEE
HiiAEEzEE, TRNAST UETRARR 2-3 ERBLIZLE. BERBREWUS)T
FEDRAELFENEREDRENHZHEESNTIND 1089,

3. TRLAYSVEIE|DER

E2 ®EF|EL. TROST U DEBEZMERITHY . MFREDE=RITHTAS
ZEMD, ZBFFELLERESND, BOKRELBRIZFEORIRIZONTIE, £
O 5IC8 AR TONEREBNRICLLBEEFELICKDMEED) R71E
KOBEERBADZEDL, FRELXUETOIANAREIRIEDOBEE P20, K
BEENKYEFELL, ZREHOFENRICEVNTH. B#OKEESR IO VA
F, #20 E2 BUHK|, B B2 BAFLELEHAETE O, 8K E2 &FIA D RF|(
AR ZLE Tanner I EDFEE, BFE. FEREZ. FERRE. FERREICS
WTHEIZEM 2 EEREIN TS,

EELSTILAHYREMFINFEATELRMGE IR OZFEBIREI %%

B, Tz, B OMETRVLLATLSHEEE. BAERNTIEFERATELZLEDE
ZLRKICEDLEREBERSDBELGD (K1),
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3/4

1/2
/12 1/4
1/24 ~1/8
115 11.55% 125% 12.5k% 135% 13.58%

1. TRkOYEREO—3
Fo#HFF. TXMOSVRBIOBAEE 1 ELEEBOBREEZRT .

& 1. TAMATUEFID L

BE | REREB [l e LET
. YEEEFRAN S
CE #0 - ® 0.625 mg/#
% Ty "R mEoTArRr AR

B & E R TERRS

£ @0 Sayg8 05 me/d EEHEHTRIRERN

e2 | mm | zars—y® |MPOEEROEL mmcopmmsmRaL
{Rb% 3 A4+

EE2 &0 Jo+xy—)L® 0.5 mg/&E . GHZEANLI-IGF-1 &8 KEE
YEAME2LYBEHLY

CE, #&RIRIISY E2, TAMSVUF—ILEE2, TFLIRISVF—IL

(51 AX#]

1) van Pareren YK, de Muinck Keizer-Schrama SM, Stijnen T, et al. Final height in
girls with turner syndrome after long—term growth hormone treatment in three
dosages and low dose estrogens. J Clin Endocrinol Metab. 2003;88:1119-1125.

2) Piippo S, Lenko H, Kainulainen P, et al. Use of percutaneous estrogen gel for
induction of puberty in girls with Turner syndrome. J Clin Endocrinol Metab.
2004;89:3241-3247.

3) Bannink EM, van Sassen C, van Buuren S, et al. Puberty induction in Turner
syndrome: results of oestrogen treatment on development of secondary sexual

characteristics, uterine dimensions and serum hormone levels. Clin Endocrinol (Oxf).

2009;70:265-273.
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4) Nabhan ZM, Dimeglio LA, Qi R, et al. Conjugated oral versus transdermal estrogen
replacement in girls with Turner syndrome: a pilot comparative study. J Clin
Endocrinol Metab. 2009;94:2009-2014.

5) Ross JL, Quigley CA, Cao D, et al. Growth hormone plus childhood low—dose
estrogen in Turner's syndrome. N Engl J Med. 2011;364:1230-1242.

6) Taboada M, Santen R, Lima J, et al. Pharmacokinetics and pharmacodynamics of
oral and transdermal 17beta estradiol in girls with Turner syndrome. J Clin
Endocrinol Metab. 2011;96:3502-3510.

7) Labarta JI, Moreno ML, Lépez—Siguero JP, et al. Individualised vs fixed dose of
oral 17 8 —oestradiol for induction of puberty in girls with Turner syndrome: an open-—
randomised parallel trial. Eur J Endocrinol. 2012;167:523-529.

8) Shah S, Forghani N, Durham E, et al. A randomized trial of transdermal and oral
estrogen therapy in adolescent girls with hypogonadism. Int J Pediatr Endocrinol.
2014;2014:12.

9) Rodari G, Federici S, Todisco T, et al. Towards an individualized management of
pubertal induction in girls with hypogonadism: insight into the best replacement
outcomes from a large multicentre registry. Eur J Endocrinol. 2023;188:467-476.
10) Nordenstrom A, Ahmed SF, van den Akker E, et al. Pubertal induction and
transition to adult sex hormone replacement in patients with congenital pituitary or
gonadal reproductive hormone deficiency: an Endo—ERN clinical practice guideline.
Eur J Endocrinol. 2022;186:G9-G49.

11) Goddings AL, Beltz A, Peper JS, et al. Understanding the Role of Puberty in
Structural and Functional Development of the Adolescent Brain. J Res Adolesc.
2019;29:32-53.

12) Hankus M, Soltysik K, Szeliga K, et al. Prediction of Spontaneous Puberty in
Turner Syndrome Based on Mid—Childhood Gonadotropin Concentrations, Karyotype,
and Ovary Visualization: A Longitudinal Study. Horm Res Paediatr. 2018;89:90-97.
13) Aso K, Koto S, Higuchi A, et al. Serum FSH level below 10 mIU/mL at twelve
years old is an index of spontaneous and cyclical menstruation in Turner syndrome.
Endocr J. 2010;57:909-913.

14) Hamza RT, Mira MF, Hamed Al, et al. Anti—Miillerian hormone levels in patients
with turner syndrome: Relation to karyotype, spontaneous puberty, and replacement
therapy. Am J Med Genet A. 2018;176:1929-1934.

15) Heh 8 SH B HEMREFICESIXEDREHDORALNBEFHROFRE
{£. HZES. 2005;109:1232-1242.
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20) Mauras N, Torres—Santiago L, Santen R, et al. Impact of route of administration
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Key word (#:E)

Language

Species

PubMed

MXLE1—

o) v—2R(

(pubertal induction) AND (estrogen) AND (effectiveness)

English

Human

69

(pubertal induction) AND (estrogen) AND (effectiveness) article type Clinical Trial or
Randomized Controlled Trial or Systematic Review

English

Human

12

(Disorder of sex development) OR (Differences of sex development)) AND
(hormone replacement) AND (pubertal induction)

English

Human

29

(((Disorder of sex development) OR (Differences of sex development)) AND
(hormone replacement) AND (pubertal induction)) NOT (testosterone)) NOT
(male)

English

Human

(((pubertal induction) AND (estrogen) AND Effectiveness))

English

Human

(((pubertal induction) AND (estrogen) AND Effectiveness)) article type
Clinical Trial or Randomized Controlled Trial or Systematic Review

English

Human

(((DSD) OR (intersex)) AND (pubertal induction))

English

Human

n

(((DSD) OR (intersex)) AND (pubertal induction)) article type Clinical Trial or
Randomized Controlled Trial or Systematic Review

English

Human

Publication date: from 2003-2023

(“Disorders of sex development/therapy*”[MeSH] OR “Differences of sex
development”[title] OR “intersex”[title]) AND (“Estrogen Replacement
Therapy“[MeSH] OR “Estradiol /therapeutic use”[MeSH] OR “gonadal
hormone“[All fields] OR “Estrogens”[MeSH]) AND
(female[MeSHI)AND(”puberty “[All fields] OR Adolescent [All fields] OR
“Child”[MeSH] OR “Young Adult”[MeSH]) AND (2003:2023[pdat]) AND
(hasabstract)

English

Human

155

(“Disorders of sex development/therapy*”[MeSH] OR “Differences of sex
development”[title] OR “intersex”[title]) AND (“Estrogen Replacement
Therapy”[MeSH] OR “Estradiol /therapeutic use”[MeSH] OR “gonadal
hormone”[All fields] OR “Estrogens”[MeSH]) AND
(female[MeSH])AND(”puberty “[All fields] OR Adolescent [All fields] OR
“Child”[MeSH] OR “Young Adult”[MeSH]) AND (2003:2023[pdat]) AND
(hasabstract) Article type Clinical trial

English

Human

40

(“Disorders of sex development/therapy*”[MeSH] OR “Differences of sex
development”[title] OR  “intersex”[title]) AND  ("Estrogen  Replacement
Therapy”[MeSH] OR “Estradiol/therapeutic use”[MeSH] OR “gonadal hormone ” [All
fields] OR “Estrogens”[MeSH]) AND (female[MeSHI)AND( “ puberty ” [All fields] OR
Adolescent [All fields] OR “Child”[MeSH]) AND (2003:2023[pdat]) AND (hasabstract)
RCT

English

Human

30
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CQ12 BABUAD BRI EHTEEEITHESNSIN?

AR 1 HIRBEIETEOMABHTIL., E#EE® QOL D#MFICHENTH S
. BERILEVHMRRELITOCLEHET S,
(R DES 54]
(B EHE R 5B U VHESE 80%, 35U VHESE 20%)
[TEFUALARIL:C]

a2 HIRBEETEORABHETIE. BEEORES LUHFICHESZATEE
HHHL5-0. BERILEVERBEZTIEEZRET D,
(R DS 53]
(3 EHE R - 55U VHESE 75%, 5L VHESE 25%)
[TETURLARI : TXRN— FE=F]

(5]
1. TEHEHEAS QOL D#fHF

AIBDOIBHOHEREREIETEAANRSA2 1T, — B HICEWOTIHRES
HEIWIRBRRMUERICKETAMRTAY (T) MFREEIL. PEMEEET. BERE
TOMLIZEDETETDEDIRT. NEEAEHDEM. HREDETHEIUHERREE
S MERMERE IR TIEICHRINS (TETURALANIL A) 1, EEREShTLVS Y, N
BRI TETE, TOZHMBEEICEFTNTOAMER T & (FRiH)<2.50
ng/mL, EERf T {B<7.5 pg/mL &, WTFhE T HFRBEDESEHIE T 5L TOW
AIEE TG HLETME B HEMBREEEE TEDERE LU BIRZRILELT:
ECTHREBEIDESEFHETHESNTIVS ?, 155 1L E (DSD) Dh THRLIE
EHMEL Klinefelter FEIZFE D TILEELUE DR AEAD T HFEEICOVTIE. £
DEMEETRT EZLDIETURANFEL., — AR MNES B ARBEEEE TELR
BRI N IThng ¥, TRFEEEIZDOVLTIE ABIZBWLTIETFUMET IR
TR DFHREST (250 mg, 3-4 B(Z 1 B A—AEHITHY. OTC EELTOEEL
#ET 5

— A T. Klinefelter FEIREE LIS DK A KD DSD FEFIIZX T 5 T M FTEEDENS
BEUVEBREEITODVWTORSIIIEH THEU, NS B MR TEDZE L
BRY R ERIPEETHI-0. HMEBRORBOEHILDOHMF. BRBEHEZED
=R, BHFEEICOVWTEELETNIEESAEL, DFEY, QOL FHEDARIZH
WT.BEROEMGLENHELTLHEMET SME B MEREEIE TELISIER
Y, EEFIC EITEBEEMNERLGY ., R—EFIZEVNTEZAITHAIIILICIELE L
NEFEET D, BAEID QOL [ZDULVT., Dutch Study Group oD IHEIZL X,
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DSD & 14 A (E¥ESED 27 5 ) [CTDULVT. Male Sexual Health Questionnaire % FH
LMz QOL EHliZ4TUy, O bO— LB L LEEIL  IEE R, SMZERDRLRE. STHEHEEEIC
AVTLYIREES TOHREMMEHOETEZRT ENRESN TS ¥, ERUM
Zhlv&LTz dsd-LIFE IRDIMEICLDE. T MFTEEDIETSNIZ DSD197 A
DSED 18A%ITAEICHRBL TS ERBZLTLNDS ), DFEY T HFREEICLDHME
BORBEOHBELIU TICKIMHBEEDHEN., EF QOL DR LIZHFEELTLNS
LEZONS,

XA S 1% DSD BE®D QOL L HEED TR mh bEmINSIENZL — kB
FUEBTLTLAN. THEBREICKYRETS Y, —AHT. B4 DSD EETIE, /8
— b F—ZHDHEENDLESD . D FHEA AL QOL DFFfi&IE%ES
HNWZELIEHINTLS O, THTEEEICOVNTIE, Y EIERL QOL IZE DR
ORI DETH D,

2. BEEOWEOHE

BHEDTIXFIRNS DA —ILED)ENLTEDOR R -HiFICLEELRINEZRL
TWS, — AR IREREIE TIEORABETIE. TOETHIAEZEDETEE
L. T ORFEICKYEHEKBEOBRZENMEMGEIRE> RER)THENTY
B LELERERICE > THRESN TS 7. —AT. T DHFEICEO>TEHDURY
NV TENDONTIL, BEATIEIET U ALANIILOE LR D,

MEISHBEIE TREL S DSD A BHICEALTIX. EBLIETU R [EHRLED
D.TOHENEEEDHFICEDTHAZEAMESNTEY. BHATIETHE
BEDNHERERIN TS 59, Klinefelter FEIREED 425% T HMRE/BEETHAEH#
F 59, Klinefelter SEIEE CAESTEIRMERE R TIED BE T, BHLEKBEDEE
ENMEEANLLBELTERICETLTEY. . 3ERO THRE ", H5L\(E 48 BRED
THREICKY P BHOBEENEEICEMNT S, —AT. THRICI - TEEE
E2ICEFIBRELLZVNELLDONTEY .. ZOERELTRABEEBSILT+HTHS
ZEV EAIVD RZEESHLTWAIE "DHAISh TS, BT FROE M
ARHEREIR TEEL Klinefelter FEIR B & M RICLI-BRME TIE. EFE (18 HLT) H
S50 THIEEEDRBEDAMN. 19 FZULASORIBIVE, BEICEZEHIEM
j—é 15)c>

ULE&KY, +HHBIETURFB/ONTLNEWNED®D, DSD DEELKRIZENTE
BHRILECDERSIEBZEDRES JUHMFICAMNTATREELH S, DSD (T
STRMEEEE TEDBFICELTIE, £BEEAICOVWTIXE RO DLETHIN. B
FBEOHBEOEANSITHESRY BHICEMRILE HATREEZRRIT LR
REYT S,
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Key word (%58) Publication date Language | Species PubMed fthad)U—X( )
1 “Disorders of sex devel 1t” and it Custom range from 1990/1/1 to 2023/9/1 English Human 7 2LEBENRBRIDH
2 “Disorders of sex development” and “hormone replacement therapy” Custom range from 1990/1/1 to 2023/9/1 English | Human 39
3 “Disorders of sex development” and “sex hormone " Custom range from 1990/1/1 to 2023/9/1 English Human 3 2LBENRBHRIDH
4 “Disorders of sex development” and “hormone replacement” Custom range from 1990/1/1 to 2023/9/1 English Human 47 2LFENTBERXDH
5 “Disorders of sex development” and “hormone therapy” Custom range from 1990/1/1 to 2023/9/1 English Human 23 2LBENFBERIDH
6 “klinefelter syndrome” and “hormone replacement therapy” Custom range from 1990/1/1 to 2023/9/1 English | Human 87
7 “kallmann syndrome” and “hormone replacement therapy” Custom range from 1990/1/1 to 2023/9/1 English | Human 32



CQ13 BAXMUADLHERILEHIEEEISIHRESNDIN?

HE1 BREORELIVHFICHENTHS=8. Turner IERHS SV IR H
BROZLE7UROF VRISERBEDHEAKEALERIVEVHEREZITICE
EHRT D,

€ii 0L )
(B4R AL VHESE 94%., T VHESR 6%)
[TETFUALARIL:A)

HiE 2 TOHOHEMEERBORALETIXAERLGIE T RIS, BIRHEE
ETEZRHIHEEICE. TERILEVERBEETICEEZRET S,

[HERDIARE: 58]
(REFER U VHESR 61%, TRUVHESE 39%)
[TEFURLARI) : X R/IS— E=F2]

(#2E5%]

AN LK B (DSD) TIX BRI AFRvoobO—L EIRIES.
AR E, QOL ETLRENEDHOND, RERILEVHRBEICEIYINoDEH
ENRETIIETURIIREMTHS ",

Turner E{REF TITMEIRBEEETICHVERBEDYRINEFES P, —RHICIE
12 ®mM5 15 METHRTIRAAS VEFIOMFENFRIBSN DA, TAROT U(E
BREDOHBSLIVHECHEDTHY., BABICEVTHERASERENG Y, 4
. IAOT VEFICERERTAEFEMREDIRINGES O, TAMAT Y
HEDTEGENHAEISELBFRATITATRAFUEEIZGAT S Y, Turner fEIE
BTRAVRERECTERERED IR INTESA. ChbIZDNTIE X SR
IVEVHTRBETLHRELGN O, TR OMBITTIL. Turner FEIRFEITRT D% 4
RILVEVHEFRBEICKY, ADRER . SlE. MERETIRET HRRELAHS
LOD, REEFHRELGEA ST,

RERT7UOROT URINERBEOMP IR VIREIFEERARKMEICEART
BIETHY., N7 AT RO RMANH A ETEHRBED I RIHE
%%, TO-OURBROFEICHIMOLT EHRNLEERERNENLELLD, 4
BRERRIIEFEENMET 0. TRFAFUHBIOBHRICKYEMST S Y, TRk
A7 HBEIDRDYICT ZMFKE T HET, BEEDHBF LT TEMERNEEET#
BTEHLED|ELHHN, IOV TIE LY REAMGRENIBELIN TS
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o LE. EHETORITHSN. TUROY U RREEEICRTHIRANOS Y
HRBLV THEIIELIRERMEE LS EDAEEENRESA TS 2,

Turner SEIEEF LR LB 7RO U RIGAERE LS D DSD I2DOWLWTOHE LD
LA, WTNICEWTHHEREEENETLTOAISE X BEEDOHIFD-HLHE
RIVELHFREEAEZIRETD ", Turner IEIZFHDIGELEK. FEEZETHEEIE
IANASTUHBDERSEENBRAZISELZBR TR RFUEEIZFRT 5,
4IXXX [FBEZEINGENIENZ NN, BERIVEREFEoMNTELTRERIZE
ST=EFIMNRESNTINS 9, £, 48 XXXX [FIBHTEN T, BRIPEF & DK
EUEEAROBRENHINTDEHBEEIIFTATHL, Y RBARNDEFETHE
% (46,XY. 45X/46 XY I E) IZHEITHMHREM B TIE. RERERELOT L. £
EEE. EEHIR. FEDELRNER (SRY ERFP W EEFORU/NIT
VM) TIRIMERESREVRINENENMONTEY ., TD=-OHIRHERA R 5T
S HIRERRICIEEERILEVHTEEDDELED,

FARRHAL ISR T ORMERILEARTEETIE. WO DFIELAZEHLNS—
AT, MEERE. DMEEE., IHAA. FERBABREDYRIIIEMT AT HE
HEAESN TV, DSD 2T AREBRILEVHRBEEZOBBRIEITHATHS
M. BEHROVRIEZEBEICEWDENHDIERHOND,

(51 AX#]
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syndrome: impact on morbidity and mortality. J Clin Endocrinol Metab.
2020;105:dgz039.
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(SRR R]

Key word (3E) Publication date Language | Species [ PubMed fhad - ( )

1 “Turner syndrome” AND “hormone replacement” AND “meta analysis” Custom range from 1990/1/1 to 2023/9/1

“disorders of sex development” AND “sex hormone repl ) Custom range from 1990/1/1 to 2023/9/1

3 "androgen insensitivity syndrome” AND “hormone repl " Custom range from 1990/1/1 to 2023/9/2 85

4 “DSD” AND “hormone replacement” Custom range from 1990/1/1 to 2023/9/3 38

“disorders of sex development” AND “sex hormone replacement” AND
“estrogen” AND “adulthood”

Custom range from 1990/1/1 to 2023/9/4 29
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CQ14 FRITREHAREOHELETDOXEL?

HE TBRITRERAMEHE, BHEBRE. A5 R)vooor0—L, ERIER.
fAMERE. QOLIEETTHS. ChioDEFHEEZBEIZE V=7 TS5 &M@ AL
TT.REVARAHERET HLEHMET D,

€ii 0L )
(BB EHE R AL VHEEE 60%. 53U VHESE 40%)
[TETFUARLARII : TXR/IS— FE=F]

(f#7Er)

BNEAD ML 28 (DSD) TILHARMEEEIE ThE. TIEAE. D EH B GE
DARBMARRBEICIA T, BRKE. A9 Ry or0—LA, HIRIES. FBEHK
B.QOL ETHEBRDEENLALNDS P, BAZEE (RO WMAFE ., ERA
R RESH . BARLE) DEMIE. ChoDEHEEZ 7 ITEFEL TELSHR
FTHIEMNRDHEND,

DSD TIIMRILEVRZZRALT 2BEERTHMELLE S, Turner FEIREET
(XTEIRBEREMNE T 35120, BHEBREDIRINEWN, TRANAS VILEH DB E
EO#FBESIUHEIZEEDTHY . RABELERILELHIREZDOMGHAHEE
SND Y, IRV RFERTIEFERBADURINEED =, TALOSTY
HEDEAZICEL-FRATIATRFUEEEHHAT S Y, Klinefelter FEIZE TH
FEHRICEEZEEERTHHAAoN, BHOBEMFICETANRTOV () MREENE
NTHD Y, BREVTUROSFURINERBEICEVTEEEEETHAROLN., IR
RRRBRESITIEET 5120, TAMAST VHETEENITHND ¥, ZDhdD DSD TH
BEEREDEOICHERILEVHFTEENIRESINS,

21- KB BER RIGRE T, B, ¥ERm. SllE. EEREEELERBE GHE
(ARYyooRO—L) NHbN ., DMEREBILASMNEMNTS?, COERIK
DSD MDJREEAEEISEZEELE T . 7RO U BEIZIHT 51605 )Laa
IWFAMRBERFEEZOND, Turner FEIREEIZHE W THAAR oL RO—LA
BIUDLMEREDEMABRIN ., TERILEVHRBEECEIYINSEHHED
—EIIHRETREDOD ., FETERFHELAL D, Klinefelter FEIZREE TEHRIFRIZAZR
o oRO—Li#bn, BYLERLABLETHD Y,

Y $BEARER T HEE (46 XY, 45X/46 XY 12 E) IZB TR MR ER K TIL., HIRE
BERELPOTU, FEFZMHR. FEDEGHFRE(SRY BEFPO W ERTF
DIFEHN)TUR) TIEHERESNIRELLIL FERH~BRARHO BT
HIREBREVRINEFEDIEEZLNTWS, RERICERGESEY—H—0O
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ERZHNEILGENIEN S, HIRDEROREBRAREITSINDS 2 (CQ24, 25 BHR),
DSD ClE R REE LI DFELELFELLLI DEXERIBOTEETHD ¥
(CQ21 BHR), 21-KER L EER RIBETIZMSH DFEHEE . ANV AEEZXRED!)

RAONEL, THWEE . CAEBE. FIL a0 Fa/FRFI0RBRELEITIKET S
11246 XY DSD TIE7URFAS VMR DERIZKY ., 5O%KF. IKFE. EREEGLE
DEREYRINEFREEZOND Y, Turner IEIZETIX. SDOBDREZENEL.
QOL L EEDDETAADN ., Klinefelter FEIZERETIL . B KLE . FUB =
. BEARRYISLIE., FFE RN - ZEE (ADHD) DRI HF L 7,

DSD [IBEH M D EHFLMBEANELTHEY. QOL OFRBEILITF+HEEZ LN
%, [FEAEDIE(THR A7 DSD DEEEREXMRELTNST=HIZ. FEEED QOL
S+ 22 TN TLVEL, LSO DR E TIE B EREE TIEEL, DB S
RIFEIIZH (1D QOL DIE T ATRIEEEIATLNS 17,

BAH DSD [ZIF EFED KIS HGEHHELA#DND, DSD [EFH D THL=8
[CREBRARIER T2 THLIN., CNODEFHEFSBEICBW T ITSU%E
BICEICIATT REBECBEAHTRET SN HEIND,
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Key word (¥38) Publication date Language | Species | PubMed o y—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
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< =

“DSD” AND “cancer “ AND “adult”

ustom range from 1990/1/1 to 2023/9/1 English Human 35
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CQ15 SBHESRERFEMATIZSHERILELRE I HESILH?

HR BREYAXEEKSE, FHOBFEROONSARENH S0, 3707
FIWAERT HEHICRETRFMERTT HE1ZE, BERLEVERETSH
LZRET D, FRABEORA LIZITHEBLEBEREORFDOHENHY ., HER. &5
75, BIVEA. F RS HHE. BFWERISOVTHELRIE TV RIFEL,

[H#EDES: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 ERBRIDHHERTE, LWIOEIZED KSGIERZEHERR
FHENHRSNDD?

#E HRESOREIYRIVNBEMESMEERBICHLTIE, EHMETRIRELRE
DFREE I A ERERCIERTBEREE R T D LERET H. PRHRIERMER
O3 Bt OB A | ZBARE R B2 (S0,

[H#EDES:55)
(B EHEER T3 VHESE 70%. TR 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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YEBARETE T HTurmerfEIxEE
YRBREET HHIRER A
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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 (#5E) Language | Species PubMed b)) —R ( )
1 gonadectomy AND disorder of sex development AND cancer English Human 397
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CQ17 HHEDIRHIBK - BREE - 3583 PR AETEF (6 I HIMERT AN, 12
B R BRIE TS B IS X BIER BRI L DEICE D KL M HRE SN ?

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

[H#EDES:55)
(BB EHE R T3 VHEZE 60%. TR VHESE 40%)
[TEFUALARIL:D]

HEE 2 ZHEDONERERTOEGHXEL T, ARMEREZEFLBERIRK
. R AR EER AL EER AN, KISMRAE6tALIBREMER DR
B, B OELMXEL T, BRCBEEMALERRABGLEICRSBE
ERET 5.

(R DEE: 5]
(P LR F5UVHESE 63%. 5ALVHESE 37%)
[TEFUALAIL: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 HMAHIDEI AT INAINRERESES-HIZ. BZEX-IEEES-H#E
AAFR AEFER (%9 B E RS BT IR 4R Ak - BRIB e R (=%t - D RE T Rt (X HE 42
SNHM?

HE SMEBRTREMT ORI O>THRABDEIDV AT AANILRIZET SHER
ERALTSERNSHEH-0. KEDIMEBRT T CBIERTZETICLERET
2o SMEBRCBONBEOREADFHISHLTIE, FADELZ(CHL T, EMRF
—LIZESHBFET Y R—ERRIRBETIEEZRET 5.

[H#EDES:55)
(BB EHE R 55U VHEZE 80%. T L 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 BERXANEBERRECEIEMETHOTHONHBNAEEITOICLITHEE
oy (39 )94

#E NEBERISOVTE, REFORBRREICHSESLEEFRANER
RETEIEMETHOEBEDOVThAEHET HHBELIET VR HWN, B
HF M EFRFWORMBFLREL. WThOBAITENTH, BEFIRF—LEEB
DA HABRREDTOLRERTROHEEZRET S,

[HEEDIARE: 58]
(FREFER FBUVHESE 77%., TRUVHEEE 23%)
[TEFURLRI): TXR/IS— E=F2]

(#2R]

53R 8 (DSD) [TH T D5V R R BT A & DAV RBIBAE D B ERFEAIZ DL
TlE. REITOEYZEBRLHTEOTNS 2, EE L EZRELOMRISEE LM ESS
NEDES. DENSMREEDRELGEZEMELT, JLRIARH O FMAHES
NTERL?, COERICIE, HBOZRHECABEADE VA RBIZFMHEITIL
TEWGHENFEONOTVIE REFOFATOLDEMAMN ADEFINLZ
EROIDEBHEISIINDIEL FOBRDO I Z—TATUTATADFEEL
(FoITWWZE, REBREELEDEGE)RVMEBINSZ L BEDF| AL E
Fond 'Y, BE. EEOEHCRTEEDCDEE, HAlISEMENELIBEDARH
MAFHOEEGZEDBR AN L, BEERANBEBRRECETHIEMRECAASLEML
FMEFEITRETHDIEVIBERLHDNDS 440, — AT, FHOEHRIZKZDHIE
#HEMNEEITODVWTEEZEENDETHY . BFEHORTAMA—DPEEDLDADE
E HOFRLROEERDNFELLDEBMRICEE T HAREEMNBIRASN TS
O, L= o T, MEDERBLEH AR5/ Tl B4 QEHIZEC TEEIZH W
FTHIENHERIN AR NADREICELT, BEMTZELDEBHESMUFTERD
NSUREMBIEDEEENRFASNTILNDS Y,

FMEFPDREICBVTEELDIL. BE . RESE. EFRF—LIZKSIHEEE
BREDODTOERTHS "0, ZOTOtRIZIF, EFRF—LICKDEIFEMEY
R—tDbe, BEEANDZEEF®RICET H3FMTIERIZH. FHOBENTIRY
ERNEDERA, FMiZEIALIIGSICEEIN IR DEET. BEFELREFDMIESER
PELZQER, DEXEORE. RPENGEIAr0—7yTHBEORELRENEEN
%" BEDREEITTHOIFEREBEF R LUIBRESRER T HIL. DEX
BEESO-ERNGT TERH]RTIIE. EEOEHOREERBICHCTERRE
TACAADSMERTE. EHNIAEAHERELBEICISCTEBIET A2
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L REIMADAO0—T7 YT EXIBRTIELE . BELREZEDMESROCELES
BELEAORELTIKIENEE LD,

AT, REFHEFRFHOVNIT OB TOSAZHAKICRTIETY
REFR+H2THD, EETIEZLDOEMARMNEFICIGC-ERE T TO—FEH#4E
LTS 29, &I, FRIFEMHEFEMRIZOVTIFEELR ALV ETHSD, — AT,
FRIE TG EMEENLZRRBIC T 2F M. BEREREDOURILNE LGS DHER
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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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16) Duguid A, Morrison S, Robertson A, et al. Scottish Genital Anomaly Network. The
psychological impact of genital anomalies on the parents of affected children. Acta
Paediatr. 2007;96:348-352.

17) Wolfe—Christensen C, Fedele DA, Kirk K, et al. Degree of external genital
malformation at birth in children with a disorder of sex development and subsequent
caregiver distress. J Urol. 2012;188(4 Suppl):1596-600.

18) Crerand CE, Kapa HM, Litteral JL, et al. Parent perceptions of psychosocial care
for children with differences of sex development. J Pediatr Urol. 2019;15:522.e1-
522.e8.

19) Bennecke E, Werner—Rosen K, Thyen U, et al. Subjective need for psychological
support (PsySupp) in parents of children and adolescents with disorders of sex
development (dsd). Eur J Pediatr. 2015;174:1287-1297.

[(>CmktRR]
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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 HEMBROFRAERBRIIEDLWVEGHTION?

HEBE MR B EFREIE 15% (95%EFERXM 13-17%TEHLIS, —EDREE
PEEBTEISIOFROALETLCEDRAERLEEHT 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,

(51 AX#]

1) 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.

2) Kreukels, Baudewijntje PC, Nordenstrom A, et al. Gender dysphoria and gender
change in disorders of sex development/intersex conditions: results from the dsd-
LIFE study. J Sex Med. 2018;15:777-785.

3) Engberg H, Strandqvist A, Nordenstrém A, et al. Increased psychiatric morbidity in
women with complete androgen insensitivity syndrome or complete gonadal
dysgenesis. J Psychosom Res. 2017;101:122-127.

4) Schitzmann K, Brinkmann L, Shacht M, et al. Psychological distress, self-harming
behavior, and suicide tendencies in adults with disorders of sex development. Arch
Sex Behav. 2009;38:16-33.

5) Beisert MJ, Chodecka AM, Walczyk—Matyja K, et al. Psychological correlates of
sexual self-esteem in young women with Mayer—Rokitansky—Kiister—Hauser
syndrome. Curr Issues Personal Psychol. 2022;10:333—-342.

6) Tsasna E, Eleftheriades A, Eleftheriades M, et al. The impact of Mayer—
Rokitansky—Kiister—Hauser syndrome on Psychology, Quality of Life, and Sexual Life
of Patients: A Systematic Review. Children (Basel). 2022;9:484.
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[X@&%R]

Key word (&)

Language

Species

PubMed

) )-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

157
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CQ24 HMIREHEDI)RIFEHED=OHIZ. ERERITHEINDIN?

HE HREBRZY REERSZFHFOESMERETRIEREBDO)RIEMEL
THRGAEEEEHEILO0D, HREREHEST SHELTIE T RIFTEL,

[HEDAKE: 58]
(FREFER B VHESE 75%, TRUVHESE 25%)
[TEFURLARI): TXRIS— 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—
malignant and invasive germ cell tumors in patients with differences in sex
development — A systematic review. J Pediatr Urol. 2020;16:576—-582.

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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2022;158:285-288.

3) Wong YS, Pang KKY, Tam YH, et al., Surgery in Chinese children affected by
45,X/46,XY disorders of sex development: A 20—year experience in a single center.
J Pediatr Surg. 2022;57:1398-1403.

4) Slowikowska—Hilczer J, Szarras—Czapnik M, Wolski JK, et al., The risk of neoplasm
associated with dysgenetic testes in prepubertal and pubertal/adult patients.
Histochem Cytobiol. 2015;53:218-226.

5) Peard LM, Morin J, Flores V, Graham K, 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.

6) Lu L, Luo F, Wang X. Gonadal tumor risk in pediatric and adolescent phenotypic
females with disorders of sex development and Y chromosomal constitution with
different genetic etiologies. Front Pediatr. 2022;10:856128.

7) Costanzo M, Touzon MS, Marino R, et al. Gonadal tumor development in 46,XX
disorders of gonadal development. E. Eur J Endocrinol. 2022;187:451-462.

(SRR R ]

Key word (#EE) Language | Species PubMed fthad)y—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 HREZDIRIETF., BIEEZRRT HIER (M ?

#E EREFOVRAIAFE.Y REARIOFHE. BENGR. BEHALERD
Fin, ERERR. ROMEGEEHEROFETHS, RHMRER -BWICHT=EE
EZEZTRI SADCREBRREIFEELLLY,

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

(fZER]

LK E (DSD) Tl FRKREICE>TIIMIRESDHREURINLRET S (XK
DY EBEREDEERIYRIAFELTIE. DY Z2BEBSDEE. QRDILLE
JEHIREDFE. QMRDAE. DFEHMETENE (K 1),

Y ZBIRB S DIFETE. 52 TSPY (testes—specific protein Y-linked region) i8{5F
DEEFHERESREDIRIELED, Y 2BK%E G PR ETRETELHCTY,
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
MR EDFE (TR ESSIREEREDRRICLGIEEZ SN, TSPY G
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
A5 VR ISEIREETIE 0.8-15%&3REL TS 2, Ff=, Huang I, Y £ BIEAR L%
95292 A0 DSD xHBBEIZEITHEARUMAEEZS G, HERSFHMAzE S
EMMEIRESOBREE|SE 154%MELTNS Y, T2 R HIRER R TIX 23.3%&
mbE BB 7RO U RBIERE TIX 15.2%THS ¥, Ouyang 5 118 AD
DSD BEIZHTHMIRFMAECEMMIREZORBEIEGEHREL. 46 XY TL
B ARE S AT 23.5%. 45,X/46 XY #Z B DHIREMK T 14.3%. T2 705D
RISFEIERET 2.9%&|ELTLND ©,

RO ETEMB DT —H—THS 0CT3/4 ¥ KITL DHIRZ 1 mLIEIZED S
BEELHREEDHKELAENELS Y, Chemes BIE. FTERMNDS 12 HETO (F
Y947 m) AR DSD BE 21 A FAIFIKMERESE 13 A IIFERMEDSD £2E 9
ANDRERBBATREZMETL . AREIEMAZES. GCNISZ2L-EFEDTRTT. X
AT E B Y —h—T#H5 OCT 3/4 HNEHEREL TS ¥, k. L FEHIIC
H1T5 0CT3/4 REM LMD AEE & GCNIS DFERIZITOIEIFREETH
L), GCNIS ABEIZHESN TWAEIRERIEIBETELWL Y, 7orOF VU9 FILE
REEBEMEBICIIERANHLIEEIND, T, £EMEALYZFELTLSE
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EZNSEABRT7oONOT R RERE T, £BEHENEERLTWSEERT
URATORIMERELVEZIRINENEEZLNTNS Y,
HIRDBEIFHMNELESEREDND)RITHY . BERNBEXIRIELED, FD
=6, BIREHITIEH. EBREEMICKVBEREZEZEZANICETE T HI LT RIERRIC

D%NB 7,

REIC. FHL)RVERD1DTHY .. EERIRFIEICVRILMEMT S 7,
Chaudhry 51&. 133 A(16 FLAEAY 58 N)DTEEE 7RO O RIGIEREEICH T
AREREICE TAREBEREEZTOo>TLNS Y, 2 ATERERSLARDHLNA. LWTHhE
20 B LB DFE B EBR TH 1=, GCNIS AS 6 ATEDHONI=M, 1 NEBRET T 16
RUBEORERRERTHOZY,

HIREBEDOREEET=2)T T HABLEAEIEIFEELLGL, HROBERRE
(US). S HIBE & (MR &L E Tl GONIS D IR TH L. M/ EIRE
HEIEMRHRESE RET SRR DO AREME N H S, DSD xR ELFHEETTIEALY
M. Elzinga—Tinke 53 176 DFFRERKEZEITL. US THUMNRIRIEE 76 AIZEESH. £
D5LD 20 A% GCNIS EEZBL TS ¥, IR EERIE TESLSLEREY—h

—4H7F B F . AFP 4 hCG [ GCNIS TIE LR LAY,

®1. BEREDIRY

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

EyRoE . 2Bt 50 4 R 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 OB e s
IEBRRIBOY. R e R 2 0 0
A7 UROSUR
o BN EN] 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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ol }

_1&

PERRD L B8 Emrk(G8) EmKGER) IEER rER L

PHEIRD LI E REREM IEEN
HTEHRDFE EFHRnHY MR
FHh R AEALLRE BEH AREH
TSPY (> 1k =i

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

(51 F>CHR]

1) Hughes IA, Houk C, Ahmed SF, et al. Consensus statement on management of
intersex disorders. Arch Dis Child. 2006;91:554-563.

2) Pyle LC, Nathanson KL. A practical guide for evaluating gonadal germ cell tumor
predisposition in differences of sex development. Am J Med Genet C Semin Med
Genet. 2017;175:304-314.

3) 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.

4) 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.

5) 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
a higher risk of malignancy. Andrology. 2015;3:59-69.

6) Hersmus R, van Bever Y, Wolffenbuttel KP, Biermann K, Cools M, Looijenga LHJ.
The biology of germ cell tumors in disorders of sex development. Clin Genet.
2016;91: 292-301.

7) Cools M, Drop SL, Wolffenbuttel KP, Oosterhuis JW, Looijenga LH. Germ cell
tumors in the intersex gonad: old paths, new directions, moving frontiers. Endocr
Rev. 2006;27:468-84.

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

9) Elizinga—Tinke JE, Sirre ME, Looijenga LH, et al. The predictive value of testicular
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ultrasound abnormalities for carcinoma in situ of the testis in men at risk for

testicular cancer. Int J Androl. 2010;33:597-603.

[X@k&%R]

Key word (38

Language

Species

PubMed

ftbad)—2(

(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
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])

English

Human

88
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CQ26 HMIREBEDEARVEICHT HEHANLEY—RA/SUR(THFEEINLIM?

#E BIRAIBRTEABRIIBESICE., BEEFRRELCHILREGRE. EHR
B DOEBRI—H—ICISBHAWEY —RIFVRZRET S,

[H#EEDES: 58]
(B 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
BEREHL TS ", BEALLT, BEDORE (LT MR D R FERT
FTHED TR A, BEREAREECRRMER (X US TIXRHRE#ELEENETS
ntTna,

US CTRIEEE#TIEECE. R EBER (MRD RE T TS5 LA RSN
TW3 ", BfREE MRIRETIE, VAKELIERIIHEBOEELZEH-TI. T2 58
FGETTHERIRY 3 DDOWE CRIET HRIMRL TS, BEHTIE MRIIZEKY,
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—IL 58 8% THEMELMEL TS ?, CNLUSNEERY—H—ELT XD
LR ETEHIEDY—h—THS OCT3/4 %#IEL&H. Y £ BARMD DEE. HIZHER
SHRRERAE D) X9 L7155 TSPY (testes—specific protein Y-linked region) 1&{5F
DFEAEPL WT EEFEIHELANILTRISA TS Y,

(51 FA>Ek]
1) Almed SF, Achermann JC, Arlt W, et al. UK guidance on the initial evaluation of an

infant or an adolescent with a suspected disorder of sex development. Clin Endocrinol.
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(Oxf). 2011;75:12-26.

2) 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.

3) Kathrins M, Kolon TF. Malignancy in disorders of sex development. Transl androl
Urol. 2016;5:794-798.

[CmR ]

Key word (& Language | Species PubMed fthad')y—X ( )

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 RERETHESNLIN?

#E EREFLEIIESICE. HHBFRIURERARFEANV-AIERE X
VHESEMBIEREITICLERET 5. BRHEFITOVTORARLGIET VR IF

LY,

[H#EDES:55)
(B EHEER T3 VHESE 70%. TR 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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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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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 #hdy-R( )

1 “sperm formation disorder” and “assisted technology” Custom range from 1990/1/1 to 2023/11/15 English Human 0
1 " 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” Gustom range from 1990/1/1 to English Human 18
8 “disorders of sex " and “IVF 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
1" “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 BRIMEFLITHTHENEMHBER., ERMEFRETHRSNEI?

HRE BREFIFRICEREFEL. REHRAFETHBSICE. BRIPREF
2Ty 4 TEMBIER. 2 MEERF (OIRERERE. 7R, R 21752
LERET S MEOBRTFORREARKICRIT 5HEFIEL,

[H#EDES:55)
(B EHEER T3 VHEE 67%. TR VHELE 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.

107



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 fhad) - (

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 BFERENEDOEREMHFISNINMNIOVTIE, BRLEIE TR,

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

(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.

110


https://pubmed.ncbi.nlm.nih.gov/30996677/

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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CQ30 FAFHRLEEIZE DIBEMIFININ?

A Turner FEIREETIX. BIFHAREAMEL, (ERREBREIE TEZE -9, MR
DEETIE, ERERFITAVWS LN IIRNTFELS S, TD DR
REE TEZE-TRBOMFEAREIZOVWTIE., ARGIETUXIFEN,

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

(fZER]

LR E (DSD) [(IHR R GREZ SO HEREM S TH L0, REICIGCTINFR
FRBEICDWTIXB ST ZLELRH D, ZDI35. Turner FEIEEEIL. IIF R ALEEAVE
HERBEEETEZS T, T BRHEFICOVTHLEROBRIIH S,

Turner FEIZREE(5-22 7% . 15 AN)ETE Turner FEIZEEZ UV BRI ERE . (AR E. R
D FEHREE CTHLERELI-# R TIE. Turner SE{ZE£ TIE 60% (9/15 A) THRAE
DRERINH, EELIIIEA 2L NEEZEDEICHBONTI-RAZINFINE 4
BEKRDESNELAEIL 16%EEL ", 5 ADTESAY Turner FEIZEEE 1 AD Turner
FEREE IR L CORRMABRR LTV A FHNREBEICTETOEE THRAERRL
FEBIN TS ?, £, 3 RO RMEBREEEEL-EYF (Y Turner SEIEEE
FETIE. JE Turner FEIR B ERIZE D IS Z S OB AVERAIBETH -2 Y,

ZDIEFHD DSD LHEIZHITBERMEIZDONTIE, FEFo-MELLL, FEIZK
DTRECELGDLEEZOND, —EBDAERMEE R E B A X D2 L4
IR D AEEED HD— . IR FEEIZHIEL TS DSD DIHFEIZIXEF
R ITEFTELGL, FHREBBLH L LELDRETEHINFREITEFTEL
WeEZLND,

(51 F3CHR]

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.

[X@k&%R]
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EHRLEBER-FAICHL TR Y, FBEHEEOHRM( DOt %-H
AHOLDEMBEERNAE 50 FAULOLOETE)

5. TEOEFNEBNELI-AAERIMERT B/ TLYMNEEDREICH LT L1
FERf( 2OE-HAEIroDERRERBRMNEE 50 AL EDEDOEEEE)

6. EERVOEFEZBENELIEZARNRERIIMREN DOLE-FAAIEFZRB
T (HEZE, FEMAE, ABBREE)ICHLT, BEENERENICHEREFRELED
MEZHETERICEIY B TONRENER 100 AU LD DZESH]

7. BEOEFNZHHELZEARIRET S8 () FE (1 DO hE-HEH
o, BEEBEAFLIEIREENETIBE - HERLIIMREICHLT, BESE
NEBMICHERZRELF[IFTMETERICEIY A TONI-FZENER 100 HH
UEDHDERE)

8. TELENEETIFMEBE (REENEEMICHERETRELEFIFMETE
BRICEIY LY Ton-#REEAERM 100 FAULDOLDOEEEH)

9. ZDMDIMA (AR ELITIEREICEARLAGUVRIT, BERGE) (1 DORE-HIK
S DIRENZENER 5 FEAUEDEDERE)

B. FEEDEREBEE, —HENOHE, FHIXWA-MENFBEEZEETSHEDH

HEIA

1. EXRVEFZEMELE-ERDOERE, BEBOAELEME(N DOEE-FX
MDD FHENZENER 100 FALLEDEDEEE)

2. ROBREL, TOHRANLH/LNEIFIE (FE 1 FRIOARKRKICKSFIE) (1 D
DEED 1 FRDOFIIEREEH 100 FAULLDED, HAHL T HEZHERD 5% L E
REDLOETH)

3. BEEPENETHNEL-FAARNHFHEFABEL TN (1 DD%
HFHEM R AER 100 FALEDELDERE)
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