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Hangi Cinsiyet?
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Yenidogan muayenesinde
penoskrotal hipospadias
saptadiniz. Bundan sonraki
basamakta yapacaginiz sey nedir?
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Yenidogan muayenesinde
penoskrotal hipospadias
saptadiniz. Bundan sonraki
basamakta yapacaginiz sey nedir?

Testislerin palpasyonu
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Skrotumda testisleri palpe
edemediniz. Bir sonraki
basamaginiz ne olmalidir?
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Skrotumda testisleri palpe
edemediniz. Bir sonraki
basamaginiz ne olmalidir?

Serum elektrolitlerinin tayini
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Kromosomal seks .

Gonadal seks Q'
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Fenotipik seks
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11 weeks
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Allen siniflandirmasi (Gonadal histoloji)

Gonadal Sex

Ovaries Ovary Streak Streaks Testes
Testis Testis
46xx _ 45x0 46xy
46xx/46xy 45x0/46xy 46xx
46xx 46xy
46xy :
Female True MGD {}{}nada!. 1 Male
Pseudoherm Hermaphrodite Dysgenesis Pseudoherm
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Kortizol Sentezinde Enzimatik Yollar

Kolesterol

20,22 Desmolaz JEE=S

Pregnenolon Progesteron
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(DHEA) 178 OH Steroid . .
Dehidrogenaz Deoksikortikosteron
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Tanimlanamayan Genital

Klitoromegali
Palpe edilemeyen gonadlarla fallus gorunumu
Palpe edilen gonadlarla disi gorunumu

Unilateral palpe edilmeyen gonad ve
nipospadias
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Allen siniflandirmasi (Gonadal histoloji)

Gonadal Sex

Ovaries Ovary Streak Streaks Testes
Testis Testis
46xx _ 45x0 46xy
46xx/46xy 45x0/46xy 46xx
46xx 46xy
46xy :
Female True MGD {}{}nada!. 1 Male
Pseudoherm Hermaphrodite Dysgenesis Pseudoherm
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Konjenital Adrenal Hiperplazi

e Otozomal resessif

» Kortizol sentezinde enzim defektleri
— 21 Hidroksilaz (%90)
— 11 beta Hidroksilaz (%9)
— 3beta OH steroid dehidrogenaz (%1)
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Konjenital Adrenal Hiperplazi

« 21 Hidroksilaz Eksikligi

— Yuksek 17 OH progesteron
— Kortizol eksikligi
— 2/3 olgu tuz kaybedici (aldosteron eksikligi)
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Disi Psodohermaphroditizmde Enzimatik Blok
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Konjenital Adrenal Hiperplazi

* 11 beta Hidroksilaz Eksikligl

— Yuksek 17 OH progesteron
— Yuksek DOKS ........ 2/3 hipertansif

» 3 beta OH steroid Dehidrogenaz Eksikligi
— Hafif virilizasyon
— Tuz kaybedici
— Erkeklerde de disi gorunum
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 Pelvik ultrasound: & S
uterus, gonadlar,
adrenals

i

* Genitogram:
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Konjenital Adrenal Hiperplazi

* Tedavi
— Kortizol ve Mineralokortikoid replasmani
— Feminizan genitoplasti
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Post-op
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Allen siniflandirmasi (Gonadal histoloji)

Gonadal Sex

Ovaries Ovary Streak Streaks Testes
Testis Testis
46xx _ 45x0 46xy
46xx/46xy 45x0/46xy 46xx
46xx 46xy
46xy :
Female True MGD {}{}nada!. 1 Male
Pseudoherm Hermaphrodite Dysgenesis Pseudoherm
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Erkek Psodohermafrodit

Testosteron uretim bozuklugu
— Leydig Hucre LH reseptor defekti
— Kolestrol-T biosentez hatasi

5 alfa reduktaz eksikligi
Androjen reseptor hatasi
MIS eksikligi
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Erkek Psodohermafrodit

» 5 alfa reduktaz Il eksikligi

(Psodovajinal perineoskrotal hipospadias)
— Artmis T/DHT orani
— Yenidogan doneminde daha disi
— Penis gelisimi pubertede
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Erkek Psodohermafrodit

Androjen Duyarsizligi (Testikuler Feminizasyon)
— Artmis LHve T
— Disi fenotip

« Palpe edilebilir gonadlar veya herni

 Kisa kor vajen
* Hipoplazik uterus

— Seminom riski yuksek,
— puberte sonrasi gonadektomi
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Erkek Psodohermafrodit

« Kalici Mulleryan Kanal Sendromu

(Herni Uteri Inguinali)
— Eksik MIS salgisi ya da MIS reseptoru
— Inmemis testis cerrahisinde gorulir
— Testis biopsisi, karyotipleme
— Orsiopeksi ve partial histerektomi (VAZA DIKKAT)
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Allen siniflandirmasi (Gonadal histoloji

Ovaries

46xx

Female
Pseudoherm

Ovar
TESHTE

doxx/db6xy
46xx
46xy

True
Hermaphrodite

Gonadal Sex

Streak Streaks Testes

Testis
45x0 46xy
45x0/46xy 46xx
doxy
MGD Gonadal Male
Dysgenesis Pseudoherm
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Gergek Hermafrodit

« Gonadlar
— Ovatestis - Ovatestis
— Ovatestis - Over
— Testis - Over
— Ovatestis - Testis
* |¢ genital
— Fallopyan veya vaz
— Uterus
— Vajina

TUYK 2006
Ankara



Gergek Hermafrodit
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Gercek Hermafrodit

* Tedavi
— Gonadal biopsi
— Uyumsuz gonadin alinmasi
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Allen siniflandirmasi (Gonadal histoloji)

Gonadal Sex

Ovaries Ovary Streak Streaks Testes
Testis Testis
46xx _ 45x0 46xy
46xx/46xy 45x0/db6xy 46xx
46xx 46xy
46xy :
Female True MGD {}{}nada!. 1 Male
Pseudoherm Hermaphrodite Dysgenesis Pseudoherm
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Karisik Gonadal Disgenez

Disgenetik Testis ve Streak Gonad
Fallopyan tup, uterus , vajen
Pubertede azalmig T
Gonadoblastom riski yuksek
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Allen siniflandirmasi (Gonadal histoloji

Gonadal Sex

Ovaries Ovary Streak Streaks Testes
Testis Testis
46xx _ 45x0 46xy
46xx/46xy 45x0/46xy 46xx
46xx 46xy
46xy :
Female True MGD {}{}nada!. 1 Male
Pseudoherm Hermaphrodite Dysgenesis Pseudoherm
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Saf Gonadal Disgenez

Bilateral ¢izgi gonad
45, X0 veya 45,X0/46,XX

Tipik Turner sendromu
— Kisa boy

— Kalkan gogus

— Kisa boyun

Ic ve dis genitaller disi
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Digerleri

* Mdllerian Agenez

(Mayer-Rokitansky-Kuster-Hauser Sendromu)
— Unilateral renal agenez
— Uterus anomalisi
— Vajinal anomaliler

« Klinefelter Sendromu
— 47 ,XXY veya 46,XY/47 ,XXY mozaisizm
— Jinekomasti, atrofik testis, azospermi

» Ters Cinsiyet
— 46,XX ve normal erkek gorunumu
— 46,XX ve virilizan tanimlanamayan genital
— 46,XX ve gercek hermafrodit
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Hasta Degerlendirmesi

Atlanmamasi gereken hasta gruplari
 Bilateral palpe edilemeyen testis
* Hipospadias ve unilateral palpe edilemeyen testis
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Hasta Degerlendirmesi
Hikaye

Anne
Soygecmis
Fertilite
Gebelik
llac
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Hasta Degerlendirmesi
Fizik Inceleme

Sendrom ?

Kan basinci ?

Ne kadar virilize ?

Gonadlar palpe ediliyor mu ?
Uterus var mi ?
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Hasta Degerlendirmesi
Laboratuvar

Elektrolitler ( Tuz kaybettirici KAH)
Karyotipleme
USG (Uterus, adrenal ve bobrek)

Hormon profili ( postpartum 4. gun)
17 OH progestron (tarama)
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Tanimlanamayan genitalya

Gonadlar palpe Gonadlar Palpe Degil
U yok U var U var U }mk\‘
17 OHP N 17 OHP N 170HPN  170HPY  170HPN  170HPN
XY  Cok XX, XY XX XY XX,XY XY
XY xoxy XX/XY XO/XY — XX/XY

Ll ! ! ! Lo ! !

EPH Kfelt KGD GH DPH KAH KGD GH EPH
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Alistirmalar
Olgu 1
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Alistirmalar
Olgu 1

Fizik Inceleme: Dehidrate
Rektal fizik inceleme: Uterus var ?
TA: Hipotansif

Elektrolitler: Hiponatremi
17 OH Progestron: Y
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Alistirmalar
Olgu 1

USG Genitogram

Karyotip: 46, XX
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../selcuk%20yucel/presentation%20archives/tuyk/dersler/penis%20&scrotum

Alistirmalar
Olgu 1
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Alistirmalar
Olgu 2

TUYK 2006
Ankara



Alistirmalar
Olgu 2

Fizik Inceleme: Karinda kitle
USG: Batinda 10 cm lik kitle

Karyotipleme: 45,X0 / 46,XY

TUYK 2006
Ankara



Alistirmalar
Olgu 2
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Alistirmalar
Olgu 2
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Alistirmalar
Olgu 3
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Alistirmalar
Olgu 3
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Alistirmalar
Olgu 4
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Alistirmalar
Olgu 4

Fizik Inceleme: Dogal
USG: Uterus yok, inguinal kanalda her iki gonad izlendi

Karyotipleme: 46,XY
Testosteron: N
DHT: Cok dusuk

TUYK 2006
Ankara



Alistirmalar
Olgu 4
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Alistirmalar
Olgu 5

Bilateral palpe edilemeyen testis
Normal gorunumlu penis
13 yasinda

USG: uterus yok. Her iki gonad batinda
Karyotip: 46, XX / 46, XY
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testis

Sag

Sol gonad




Alistirmalar
Olgu 6

18 yasinda kiz
Amenore
Tuylenme yok
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Alistirmalar
Olgu 6

Meme gelisimi tamamlanmis
Her iki gonad inguinal alanda palpe

USG: Uterus yok

Karyotip: 46, XY
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