R AL 4R 20254E1 028 0 Hisod: 1l

mPRBSR

REEGRESERENAFHELEZES R E 16 HREFHF T
2>

A, FRWC, A, R, RIS, /OGP, BB, RMEAE RE

Wb Ay 2E BB R AR — EE B i e B, WAbTkE O 0750005 AL AR EEBE A S ERE, WALAFE 0500515 ]
dbdb 22 Be E 28— E B BRRL, WdbikE T 0750005 “Hbdb 5 2# B B 26— BEBe AL, Wik R 0 075000

[FE4ZES] R7ILL; R394.1 [MXHFRER] A [DOI] 10.11855/j.issn.0577-7402.1139.2024.1018

[FEA] A SO A 1EE 7 W JC R 45 o

(31 RAARSL]  ATMEAR, 223000, 20, 45 . e A TR 5 B RS AN AT (M R 7 5 L B BE T SR AZ ) (7). 42 B 2%, 2025, 50(1):
50-56.

[Fm B HA]  2024-08-01 [SREBEHI] 2024-09-08 [EZHH] 2024-10-18

(E] BR ol o0 O R S LRI S AR & B 58 RE IIa LORE R, IR T 3aikE >, L
BB R BRI IIAIR, i B, 142, 2020484 H 3 HIE “BURMMAZ” #ie Tt r 258 54—
BB, M EPENE, SR R R A YRR . PEARGHIIREN S | Yo ORI o IR, DL FEIERAY | AR
VIR . WEBRELYY, A 20k, 1297 h R BEE Y ORI 5 00 7 3R 25 SRR AF, 34T = 2 4
A3 NBURE , DEOIRA 2238 H AR (FISH) Rl 4 i 2 40 i PR (o 4A, XY BREFFRICPERRIR D] 7 44858 Y Je R A P AR b i 43
25, I HRFRAEVORME MR (AMH) K2R, KR . PubMed S8R, 1 RAMDEH AGIIFE SCHk, T
B HRT RSk . SR A TRIN 45,X 5 46, XY 4 R 2EAS IRV Z DA ) — )2 R A I AL 2R i 6 25 K
AN JZ AR 11 BI85 AT 45, X 5 U R 30.0%(6/20),  H IS 2 A TR G ~1 JET AL IAR L 4T A 45,X 7 LM 9.79%(11/114),, PIR)Z
SRR I e 7 A 45,X 5 HE oM 20.49(22/108) o XY FREMFRIC AR BLEI RS2 78— N80 Y i A IRAS . 22 X
45, X A ML FR itk A 50.0%, SEMEXI YT SEIER . MERYIERIG AMH H 7.28 pmol/L % % <0.07 pmol/L. & > SCik &,
45,X/46 XY E RAGEE IR, ZHA Tumer ZEATERVRIE, R K AVERRIR A . &t 2WitERERFI
SRR B4 T4/ A R AG I Pt 25 I A A T AN R E IR T MR AR s Y AR AR AR IR
i H O A 5 RGN AMIH K- RT S50 Y e AR & B S IR SR A TE SRS .

[KEEIFE] AT, JOMiRAH; MERME; PO NE,; s

Sex development disorder with discordant chromosome karyotype and gene detection: a case report
and literature review
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[Abstract] Objective To report the diagnosis, treatment, and verification process of a patient with sex development disorder
whose chromosomal karyotype and genetic test results are inconsistent, and conduct a literature review to improve the understanding
of the mosaic status of sexual development disorders. Methods A 14-year-old patient presented with primary amenorrhea on April 3,
2020, at the First Affiliated Hospital of Hebei North University, exhibiting female sexual characteristics. The patient underwent
ultrasonic/magnetic resonance imaging of gonads, assessment of gonadal axis function, chromosomal karyotype, and molecular
genetic testing, as well as pelvic exploration, malignant gonads resection, and hormone replacement therapy, resulting in drug-induced
menstruation. During the diagnosis and treatment, it was found that the patient's chromosomal karyotype analysis was inconsistent

with the molecular genetic test results. Subsequently, samples from the three germ layer cells were taken, and fluorescence in situ
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hybridization (FISH) was used to detect the sex chromosomes in each germ layer cell. XY probes were used to label the gonadal
pathological sections to explore the distribution differences of the Y chromosome in the gonads, and changes in anti-Miillerian
hormone (AMH) levels before and after surgery were compared. Databases such as Wanfang and PubMed were searched to
summarize relevant cohort study literature and understand the current status of research on this disease. Results The patient's body
exhibited a significant differences between the 45,X and 46,XY cell lines in different germ layers and within the same layer tissues. The
proportion of 45,X in buccal mucosal cells derived from the ectoderm was 30% (6/20), in peripheral blood lymphocytes derived from
the mesoderm was 9.7% (11/114), and in bladder shed cells derived from endoderm was 20.4% (22/108). The gonadal pathological
sections labeled with XY probes indicated a mosaic state with a reduced Y-chromosome; where the epididymal structure area had a 45,X
cell line mosaic of 50.0%, and the malignant area had a normal "Y" content. After gonadal resection, AMH levels significantly dropped
from 7.28 pmol/L to <0.07 pmol/L. Literature review revealed that patients with 45,X/46,XY have a complex phenotype spectrum,
most with features of Turner syndrome, and female phenotypes are at risk of gonadal tumors. Conclusions In the diagnosis of
difficult cases of sex development disorders, when performing peripheral blood karyotype testing, the number of counted cells and
analyzed cells should be increased as much as possible, and multi-germ layer cell sampling should be performed. Gonads with a high
"Y" mosaic rate are more prone to malignancy in the abdominal cavity. Detecting AMH levels can distinguish cryptorchidism and
anorchidism in sexual development disorders with Y chromosomes.

sex development disorder; chromosome mosaicism; gonadal tumor; anti-Miillerian hormone(AMH); mosaic
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