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DE LA CHAPELLE SENDROMU

Tanim

De La Chapelle sendromu, ilk olarak 1964 yilinda A. de la Chapelle
ve arkadaglar1 tarafindan tanimlanmis nadir bir genetik bozukluk-
tur (1). Bu sendrom, kromozomal cinsiyet ile gonadal ve fenoti-
pik cinsiyet arasindaki uyumsuzlukla karakterizedir (2). Gegmiste
De La Chapelle sendromu olarak bilinen bu durum, giiniimiizde
genellikle 46,XX erkek sendromu veya 46,XX testikiiler cinsiyet
gelisimi bozuklugu (DSD) olarak adlandirilmaktadir. 2006 yilinda
Chicago Uzlagma Grubu tarafindan resmi olarak “46,XX testikiiler
cinsiyet gelisimi bozuklugu” ismiyle anilmasi 6nerilmistir (1,3).
De La Chapelle sendromu, fenotipik olarak erkek olan ancak
46,XX genotipine sahip bireylerde goriilen nadir bir genetik du-
rumdur (3). Normalde kadinlara 6zgii olan 46,XX kromozom ya-
pisina ragmen, bu bireyler erkek dis genital organlarina ve testis
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Erkek hastalarda penis boyutunu artirmak ve virilizasyonu
desteklemek i¢in yiiksek doz testosteron veya dihidrotestosteron
(DHT) denenebilir, ancak sonuglar siirli ve degiskendir. Go-
nadektomi yapilan kadin hastalarda ise puberteyi baglatmak ve
ikincil seks karakterlerini gelistirmek i¢in dstrojen replasman te-
davisi zorunludur (49).

Cinsel kimlik, fertilite ve yasam kalitesi gibi konularda hasta-
lar ve aileleri i¢in psikolojik destek tedavinin ayrilmaz bir parga-
sidir (50).

Sonug olarak, Reifenstein sendromu (PADS), androjen re-
septor fonksiyonundaki kismi bozukluktan kaynaklanan ve in-
fertilite ile yakindan iligkili, genis bir klinik yelpazeye sahip bir
durumdur. Ozellikle hipospadias, kriptorsidizm ve jinekomasti
gibi tirolojik bulgularla karakterizedir. Tan1 ve tedavisi, multidi-
sipliner bir yaklagim gerektirir ve hastanin yasam kalitesini artir-
mak i¢in erken tani, uygun cerrahi ve hormonal miidahaleler ile
psikososyal destek kritik 6neme sahiptir.

KAYNAKLAR

1. Sue LY, Ku JH. 46, XX Male Syndrome: A Rare Cause of Male Infertility.
Proc UCLA Health [Internet]. 2021 [cited 2025 Sept 7];25(1). Available
from: https://escholarship.org/content/qt60t3h76m/qt60t3h76m.pdf

2. Abd El Salam MA, Ibrahim NH, Eskarous NN. A rare case of male sex
reversal syndrome (46, XX) with negative SRY gene: a disorder of sexual
differentiation (DSD). Afr J Urol. 2021 July 21;27(1):101.

3.  Kouvidi E, Tsimela H, Lazaros L, Manola KN, Zachaki S, Dobrescu R, et al.
A 46, XX karyotype in men with infertility: Two new cases and review of
the literature. ] Hum Reprod Sci. 2022;15(3):307-17.

4. Thaker N, Parihar P, Dhande R, Raj N, Unadkat B. A Case of de la Chapelle
Syndrome. Cureus [Internet]. 2023 Nov 2 [cited 2025 Sept 7]; Available
from:  https://www.cureus.com/articles/182624-a-case-of-de-la-chapel-
le-syndrome

5. Terribile M, Stizzo M, Manfredi C, Quattrone C, Bottone F, Giordano DR,
et al. 46, XX testicular disorder of sex development (DSD): a case report
and systematic review. Medicina (Mex). 2019;55(7):371.

6. dela Chapelle A. The etiology of maleness in XX men. Hum Genet. 1981
Aug 1;58(1):105-16.

-26-



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

Urolojide Sendromlar

Stancampiano MR, Meroni SLC, Bucolo C, Russo G. 46,XX Differences of
Sex Development outside congenital adrenal hyperplasia: pathogenesis, cli-
nical aspects, puberty, sex hormone replacement therapy and fertility out-
comes. Front Endocrinol [Internet]. 2024 May 22 [cited 2025 Sept 7];15.
Available from: https://www.frontiersin.org/journals/endocrinology/artic-
les/10.3389/fend0.2024.1402579/full

Majzoub A, Arafa M, Starks C, Elbardisi H, Al Said S, Sabanegh Jr E. 46 XX
karyotype during male fertility evaluation; case series and literature review.
Asian ] Androl. 2017;19(2):168-72.

Acién P, Acién M. Disorders of sex development: classification, review, and
impact on fertility. ] Clin Med. 2020;9(11):3555.

Li JH, Huang TH, Jiang XW, Xie QD. 46, XX male sex reversal syndrome.
Asian ] Androl. 2004;6(2):165-7.

Patil A, More G, Jain V, Berde K, Deshpande A. AYURVEDIC MANA-
GEMENT OF SERTOLI CELL-ONLY SYNDROME: INTERIM CASE
STUDY HIGHLIGHTING IMPROVEMENTS IN OVERALL MALE
REPRODUCTIVE HEALTH. 2025 [cited 2025 Sept 8]; Available from: ht-
tps://wjpr.s3.ap-south-1.amazonaws.com/article_issue/a482ce03e5f7374e-
€76632d410b9b0dc.pdf

Stouffs K, Gheldof A, Tournaye H, Vandermaelen D, Bonduelle M, Lissens
W, et al. Sertoli Cell-Only Syndrome: Behind the Genetic Scenes. BioMed
Res Int. 2016;2016:1-7.

Wang X, Liu X, Qu M, Li H. Sertoli cell-only syndrome: advances, challen-
ges, and perspectives in genetics and mechanisms. Cell Mol Life Sci. 2023
Mar;80(3):67.

Foresta C, Ferlin A, Garolla A, Moro E, Pistorello M, Barbaux S, et al. High
frequency of well-defined Y-chromosome deletions in idiopathic Sertoli
cell-only syndrome. Hum Reprod. 1998;13(2):302-7.

Kaltsas A, Dimitriadis F, Chrisofos M, Sofikitis N, Zachariou A. Predictive
value of varicocele grade and histopathology in simultaneous varicocelec-
tomy and sperm retrieval in non-obstructive azoospermia: A retrospective
cohort study. Medicina (Mex). 2024;60(12):2056.

Xian-Ling W, Jian-Ming B, Zhao-Hui L, Jing-Tao D, Yi-Ming M. A DHX37
mutation causing azoospermia in a man with sertoli cell-only syndrome. J
Clin Images Med Case Rep. 2024;5(10):3307.

Dede O, Utanga¢ M. Comparison of upper, middle, and lower pole patho-
logic biopsies of the testes in patients with non-obstructive azoospermia.
Can Urol Assoc J [Internet]. 2025 [cited 2025 Sept 8];19(9). Available from:
https://cuaj.ca/index.php/journal/article/view/9067

Arya AK, Beer HL, Benton ], Lewis-Jones I, Swift AC. Does Young’s synd-
rome exist? ] Laryngol Otol. 2009;123(5):477-81.

Teichtahl H, Temple-Smith PD, Johnson JL, Southwick GJ, de Kretser DM.
Obstructive azoospermia and chronic sinobronchial disease (Young’s synd-
rome) in identical twins. Fertil Steril. 1987;47(5):879-81.

-27 -



20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34,

Urolojide Sendromlar

Wilton L], Teichtahl H, Temple-Smith PD, Johnson JL, Southwick GJ, Bur-
ger HG, et al. Young’s syndrome (obstructive azoospermia and chronic si-
nobronchial infection): a quantitative study of axonemal ultrastructure and
function. Fertil Steril. 1991;55(1):144-51.

Meschede D, Dworniczak B, Nieschlag E, Horst J. Genetic diseases of the
seminal ducts. Biomed Pharmacother. 1998;52(5):197-203.
Cihanbeylerden M, Kurt B. Young’s syndrome, a rare syndrome that can
cause infertility and mimics cystic fibrosis and immotile-cilia syndrome: a
case report. Eur Rev Med Pharmacol Sci. 2022;26(18):6569-71.

Cocuzza M, Alvarenga C, Pagani R. The epidemiology and etiology of azo-
ospermia. Clinics. 2013;68:15-26.

Cioppi E Rosta V, Krausz C. Genetics of azoospermia. Int J Mol Sci.
2021;22(6):3264.

Wilton L], Teichtahl H, Temple-Smith PD, Johnson JL, Southwick GJ, Bur-
ger HG, et al. Young’s syndrome (obstructive azoospermia and chronic si-
nobronchial infection): a quantitative study of axonemal ultrastructure and
function. Fertil Steril. 1991;55(1):144-51.

Yildirim G, Ficicioglu C, Akcin O, Attar R, Tecellioglu N, Yencilek E Can
pentoxifylline improve the sperm motion and ICSI success in the primary
ciliary dyskinesia? Arch Gynecol Obstet. 2009 Feb;279(2):213-5.

Sironen A, Shoemark A, Patel M, Loebinger MR, Mitchison HM. Sperm
defects in primary ciliary dyskinesia and related causes of male infertility.
Cell Mol Life Sci. 2020 June;77(11):2029-48.

Liu L, Zhou K, Song Y, Liu X. CCDC40 mutation as a cause of infertility
in a Chinese family with primary ciliary dyskinesia. Medicine (Baltimore).
2021;100(51):e28275.

Roostaei G, Khoshnam Rad N, Fakhri B MS, Mozaffari S, Rahimi B, Kaze-
mizadeh H, et al. Primary ciliary dyskinesia and male infertility: Unrave-
ling the genetic and clinical nexus. Andrology. 2024 Nov 21;andr.13802.
Novak J, Horakové L, Puchmajerova A, Vik V, Kratkd Z, Thon V. Primary
ciliary dyskinesia as a rare cause of male infertility: case report and literatu-
re overview. Basic Clin Androl. 2024 Dec 18;34(1):27.

Pariz JR, Rané C, Drevet ], Hallak J. Dysplasia of the fibrous sheath with
axonemal and centriolar defects combined with lack of mitochondrial acti-
vity as associated factors of ICSI failure in primary ciliary dyskinesia synd-
rome. Int Braz J Urol. 2021;47(3):617-26.

Newman L, Chopra J, Dossett C, Shepherd E, Bercusson A, Carroll M, et
al. The impact of primary ciliary dyskinesia on female and male fertility: a
narrative review. Hum Reprod Update. 2023;29(3):347-67.

Lu W, Li Y, Meng L, Tan C, Nie H, Zhang Q, et al. Novel SPEF2 variants
cause male infertility and likely primary ciliary dyskinesia. ] Assist Reprod
Genet. 2024 June;41(6):1485-98.

Gunes S, Sengupta P, Henkel R, Alguraigari A, Sinigaglia MM, Kayal M,
et al. Microtubular dysfunction and male infertility. World ] Mens Health.

-28-



35.

36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

46.

47.

48.

Urolojide Sendromlar

2020;38(1):9.

Jayasena CN, Sironen A. Diagnostics and management of male infertility in
primary ciliary dyskinesia. Diagnostics. 2021;11(9):1550.

Munro NC, Currie DC, Lindsay KS, Ryder TA, Rutman A, Dewar A, et al.
Fertility in men with primary ciliary dyskinesia presenting with respiratory
infection. Thorax. 1994;49(7):684-7.

Mishra M, Kumar N, Jaiswal A, Verma AK, Kant S. Kartagener’s syndrome:
A case series. Lung India. 2012;29(4):366-9.

Cannarella R, Maniscalchi ET, Condorelli RA, Scalia M, Guerri G, La
Vignera S, et al. Ultrastructural sperm flagellum defects in a patient with
CCDC39 compound heterozygous mutations and primary ciliary dyskine-
sia/situs viscerum inversus. Front Genet. 2020;11:974.

Novak J, Horakové L, Puchmajerova A, Vik V, Kratka Z, Thon V. Primary
ciliary dyskinesia as a rare cause of male infertility: case report and literatu-
re overview. Basic Clin Androl. 2024 Dec 18;34(1):27.

Ratnani T, Kachhadia MP, Goyal N, Singla D, Singh G, Puri P, et al. Naviga-
ting Infertility in Kartagener’s Syndrome: A Clinical Case Report. Cureus
[Internet]. 2024 [cited 2025 Sept 18];16(4). Available from: https://www.
cureus.com/articles/229597-navigating-infertility-in-kartageners-synd-
rome-a-clinical-case-report.pdf

Vicdan K, Akarsu C, Vicdan A, Sézen E, Bulug B, Biberoglu K, et al. Birth of
a healthy boy using fresh testicular sperm in a patient with Klinefelter synd-
rome combined with Kartagener syndrome. Fertil Steril. 2011;96(3):577-9.
Garza SD, Patrizio P. Reproductive outcomes in patients with male inferti-
lity because of Klinefelter’s syndrome, Kartagener’s syndrome, round-head
sperm, dysplasia fibrous sheath, and ‘stump'tail sperm: an updated literatu-
re review. Curr Opin Obstet Gynecol. 2013;25(3):229-46.

Ceccaldi PE, Carré-Pigeon E Youinou Y, Delépine B, Bryckaert PE, Harika
G, et al. Syndrome de Kartagener et stérilité: observation, diagnostic et pri-
se en charge. ] Gynécologie Obstétrique Biol Reprod. 2004;33(3):192-4.
Mendoza N, Motos MA. Androgen insensitivity syndrome. Gynecol En-
docrinol. 2013 Jan;29(1):1-5.

Hughes IA, Davies JD, Bunch TI, Pasterski V, Mastroyannopou-
lou K, MacDougall J. Androgen insensitivity syndrome. The Lancet.
2012;380(9851):1419-28.

Turan V, Yeniel O, Ergenoglu M, Terek C, Ulukus M. Incomplete androgen
insensitivity (Reifenstein syndrome)-a case report. ] Turk Ger Gynecol As-
soc. 2010;11(2):110.

Lucas-Herald A, Bertelloni S, Juul A, Bryce ], Jiang J, Rodie M, 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(11):3959-67.

Hornig NC, Holterhus PM. Molecular basis of androgen insensitivity synd-
romes. Mol Cell Endocrinol. 2021;523:111146.

-29 .



49.

50.

51.

Urolojide Sendromlar

Batista RL, Costa EMF, Rodrigues A de S, Gomes NL, Faria Jr JA, Nishi MY,
et al. Androgen insensitivity syndrome: a review. Arch Endocrinol Metab.
2018;62:227-35.

Kosti K, Athanasiadis L, Goulis DG. Long-term consequences of androgen
insensitivity syndrome. Maturitas. 2019;127:51-4.

Turan V, Yeniel O, Ergenoglu M, Terek C, Ulukus M. Incomplete androgen
insensitivity (Reifenstein syndrome)-a case report. ] Turk Ger Gynecol As-
soc. 2010;11(2):110.

-30-





