HuTepcexcyasbHble COCTOAHUA (OMCEKCyaAbHBbIE TEHUTAAUM)

PoxxaeHne aAetell ¢ OMCEKCYaABHBIMH I€HUTAAHAMHE HAH C HHTEPCEKCYAABHBIM COCTOSAHHEM
(koraa IIpHU OCMOTpPE HAPYKHBIX TEHHTAAHI ITOA peOEHKA HEACEH) IIPEACTABAAET COOON CAOKHYIO
IIPOOAEMY HE TOABKO AAfl MEAHIIMHCKOIO IIEPCOHAAA, HO H AAA pOAHTeAeH pebenka. [loanoe
AMATHOCTHYECKOE OOCAECAOBAHUE AOAKHO OBITH IIPEAIIPUHATO KAK MOMKHO B PAHHHE CPOKH IIOCAC
poKAeHHA PeOEHKA C OHCEKCYaABHBIMU TCHHTAANAMI.

HopmaapHas mmosoBas AerepMuHanuA u AuddepeHmuanusa

e Ao 6-7 HEeACAH TECTAIIMU SMOPHUOHBI IO IIOAOBOMY IIPU3HAKY HEPA3AHMIIMBI

e [lpu mHaamann Y-xpomocomsl HeAupHepPeHITMPOBAHHAS TOHAAQ PA3BUBACTCH B AMYKO, A IIPH €€
OTCyTCTBUU B AMYHUK. |'eHermyeckad mH(MOPMAIIIA AAS 9TOTO XPAHUTCA B KOPOTKOM IIACYE Y-
xpomocomsl (00AacTb, ompeaeasrormas oA uan SRY). B orcyrersum SRY, ronaaa passusaercs
B SIMYHUK.

e [lpuMuTHBHAS rOHaAa PasBUBACTCA U3 IPHUMOPAHAABHBIX 3aPOABIIIEBBIX KAECTOK B OOAACTH
3aAHEH SHAOAEPMBI JKEATOYHOIrO Melrka. [Ipum Haamgmm Y-XpOMOCOMBI B IICHTPE TOHAABI
PasBUBAIOTCA ~ IPUMUTHBHBIE — IIOAYAYHHBIC  KaHAABIBL.  PETAABHBI  HHTYHTAPHBIN
ArorerHH3UpYOIHE ropMor (Al) m maareHTapHBIN XOpHOHMYecKHi roHasorporuH (XIY)
HHAYLIUPYIOT Pa3BUTHE KACTOK /\€HAUTa I IIPOAYLIIPOBAHUE TECTOCTEPOHA.

[Ipu orcyrctBum Y-XPOMOCOMBI 3aPOABIIIEBBIE KACTKH IIOABEPIaIOTCA MHUTOTHYECKOMY U
MEHOTHYECKOMY ACACHUIO AAA (POPMHPOBaHHA oonuToB. [Tocae TOro, Kak OOIUTHI ITOKPHIBAXOTCA
I'PAHYAO3HBIMH KAETKAMU KX HA3BIBAIOT HPUMOpAHAABHEIME oarukysamu. K 20-25 meaeae
TeCTAIIMA HX KOAHMYECTBO AOCTHIaeT OKOAO 7 wMuAAMOHOB. Iloa AefictBuem eraspHOTO
muTyuTapHoro poasnkysoctamyaupymero ropmona (PCI) moasaaroTcs repBuanbie (DOAAUKYAHBL.

e AuddepeHnuanua reHUTAABHBIX IIPOTOKOB
Aaf auddepeHnIAIIN  T€HUTAABHBIX IIPOTOKOB IIO MYMKCKOMY THIIy BAKHBI 2 BEIIECTBA:
TECTOCTEPOH M aHTHMIOAAepOBckuii ropmon (AMH). Tecrocrepor mHAyHHpPYET IIpeBpalllcHICE
npuMopAuasbHoro 1poroka Boabda (Wolf) B mpuaarok fmdka, CeMABBIHOCAINNNA IPOTOK H
CEMEHHBIE IY3BIPKU. AAfl AOCTHAKEHHSA 3TOIO HEOOXOAMMEI BBICOKHE AOKAABHBIE KOHIICHTPAITAN
tecrocrepona. B Amuke xaerku Ceproam npoayrmupyror AMH, KOTOpPBIH IOAaBAAET ITACCUBHOE
pasBurue MIOAAEPOBBIX IIPOTOKOB (B BEPXHIOIO TPETh BAATAAHINA, MATKY H (DAAAOIIHEBBIC TPYOBI).
TecTocTepoOH MOMKET YCUAUBATH ACHICTBHE AHTHUMIOAAEPOBCKOTO TOPMOHA.
V AeBouek mporokn Boabda mcdesaror m MEOAAEPOBCKIE IIPOTOKM Pa3BUBAOTCA B BEPXHIOIO TPEThH
BAAraAmIna, MaTky u ¢assommessie Tpyosr. Ha sToT mporiecc He BAHAIOT aHAPOIEHBI, TaK e Kak
OTCYTCTBHE MAU HAAHYNE TTIHHKOB.
e AunddepeHmuanua HAPY>KHBIX T€HUTAAWI. B mepBele 7 HEAEAb TeCTAlMHM HapY/KHBIC
IEHUTAAUH MAABYNKOB U AEBOYEK HACHTHYHEL
V MaApYHKOB HaumHAas C 7 HEACAH aKTWBHAA AU @epeHnHarud B HAIPABACHHH MY/KCKOIO
deHOTHITA YIIPABAAETCA TECTOCTEPOHOM H €r0 KOHBEPCHEH B ACTHAPOTECTOCTEPOH (PEPMEHTOM 5-at
PEAYKTa301 (IIPUCYTCTBYET B KACTKAX HAPYKHBIX TEHUTAAUI U YPOI€HUTAABHOTO crHYyca). [ToAroBoi
OYyrOpOK CTAHOBHTCA CTAHOBHTCHA IOAOBKOHI ITOAOBOro uAcHa. CAMAHHE YPETPAABHBIX CKAGAOK
dopmupyer ctBoA meHnca. AaOHOCKPOTAABHBIE CKAAAKU CAUBAIOTCA M CTAHOBATCA MOIIIOHKOM.
V' AeBOdYEK IOAOBOI OYrOpOK CTAHOBHTCH KAHTOPOM, AAOHMOCKPOTAABHBIC CKAGAKH — OOABIIIIME
ITOAOBBIMH ~ TyOaMH, VPETPAABHBIE  CKAAAKA ~ CTAHOBATCA ~ MAABIMH — ITOAOBBIMH  I'yOaMH.
VporeHuTaApHblil cuHYC (DOpMUPYET HIDKHEE 2/3 BAAraAUIIA.
Haunnas ¢ 6 HeAGAM recTalluy TECTOCTEPOH-3aBUCHMOE PAa3BHTHE 3aBUCHT OT AFOTEHHHU3HPYIOIIIETO
ropMoHa, a ¢ 14 HeAeAm recTannd YpPOBEHb TECTOCTEPOHA 3aBHCHT OT IIAAIIEHTAPHOTO
XOPHOHHYECKOTO TOHAAOTpOIHA. DETaABHBI TECTOCTEPOH CHOCOOCTBYET POCTy pasroca,
MOIIIOHKH M YYACTBYET B ITPOIIECCE OIYCKAHHA AMYKA. MHKpPOIIEHHC M KPHUIITOPXU3M BO3HHKAFOT
BCAEACTBHE BPOKACHHOIO ACDHUITUTA TOHAAOTPOIIMHA.



DIHUAEMUOAOTUSA

AHOMAAUN TEHUTAAUH BCTPEUAOTCA AOCTATOYHO PEAKO, ¢ dacToToi 1 Ha 4.500 poxaeHuii.

Camas gacTas DpUYHHA OMCEKCYAABHBIX TEHHTAAUN Y HOBOPOMKACHHBIX — BPOKACHHAA THIICPIIAAZHA
HaAmodedHHKOB (congenital adrenal hyperplasia — CAH) ¢ gacroroii 1 #a 15.000 UBOPOKACHHBIX.
Ha Bropom mecte — cmerrannas aucrenesus ronaa (Mixed gonadal dysgenesis - MGD).

Kaaccudukanma u naTropU3N0AOTHA NHTEPCEKCYAABHBIX COCTOAHUI

Tpaduynonnas KracCuUKAIA AKIICHTHPYET BHUMAHHE HA BHEIIHUX IIPH3HAKAX M

Hp OABACHHAX:

Kenckuii ncesarorepmadpposnTusm (2 Amanunka). Kapuorun 46 XX, HOpMaAbHbIE AUYHUKA K
BHYTPEHHIE KEHCKIE TCHUTAAUH, C PA3AHYHON CTEIICHBIO HAPYKHON BUPHAU3AITIH HAPYAKHBIX
reauTasni. Camas Jacras IPHYNHA - BPOKACHHAA THIIEPIIAA3HA HAAIIOYEIHUKOB;

Myuxckoit  mceaorepmacppoanTusm (2 amuka). Kapwmormnm 46  XY. Heaocrarounas
MACKYAHHH3AIHUA ANOO IC€HHTAABHBIX IIPOTOKOB, AMOO HAPYMKHBIX ICHHTAAHN HAH OOOHX.
[Ipruansoit Moryr ObITh ACHUIUT MIOAAEPOBCKOW wmHrHOuUpyromen cyocranmmu (MIS),
HapyIIIeHHEe OMOCHHTE3a TECTOCTEPOHA, HEYYBCTBHTEABHOCTh K aHAPOIE€HaM U AeHIHUT 5-o
PEAYKTa3HL;

Vcruansiii repMappOAUTU3M (SUYHUK U/HUAN SHYKH U/ UAU OBOTECTHC). DTO PEAKas IIPUIMHA
oucexcyaspubix reantasuii (10% ot Becex caygaes).

CmernranHas AMCTEHE3HA TOHAA (IMYKO ITAFOC 33a9aTOK TOHAAB)

Uncran AuCreHesus roHaA (3a9aTKH TOHAA C 2 CTOPOH)

Kaaccnduxarnma, oCHOBaHHAA HA ITATO(PU3UOAOTHIECKIX MEXaHU3MAaX:

Bupunansosannpie (MaCKyAMHH3HUPOBAHHBIE) ACBOYKH.

e Bupuamsammua asaporeHamu  (PETaAbHOrO HpoucxoxkacHuA.  OOBYHO  CBA3aHO  C
BPOKACHHOM T'HIIEPITAA3UEI HAAIIOYCUHHUKOB.

e Bupumamsanua aHAPOreHAMH MATEPHHCKOIO IIPOUCXOMKAcHHA. Moiker OBITB CBA3aHO C
IIPHEMOM AEKApPCTB (aHAOOAMYECKHE TOPMOHBI, TECTOCTEPOH, IIPOIECTEPOH M AP.); TAKKe
IIPUYHHON MOIYT OBITH ONYXOAHM (AMYHHUKOB HAHM HAAIIOYCYHHKOB) HAH BPOKACHHOI
THIEPIAASHEN HAAIIOUYEYHUKOB Y MATEPH.

e Aucmopduueckue cuaapomsl (Beckwith, Seckel, Zellweger).
e AokaapHbIe aHOMaAUH (HEHPODHUOPOMATO3).

o I/IAI/IOHQ.TI/I"ICCKI/IC HpI/I"II/IHbI

Hemnoauocrero MAaCKYAMHU3HUPOBAHHBIC (BI/IPI/IAI/ISOBQHHI:IC) MAaABYMU KA

e ['mrmonAasua uAm areHe3us KAeToK Aefiaura
e  AeduiuT AFOTEHHH3UPYIOIIEIO TOPMOHA

e Hapymenus OwnocuHTesa Tectoctrepona. Hapymrenma Moryr 3aTparuBath AHYKA U
HAAIIOYEYHHUKNA UAU TOABKO AUYKI

e Aedekrsr  opraHos-mmireHei. Bxarowaror  aedexrtel  MeTabOAHM3MAa  TECTOCTEPOHA
(Harpumep, AepUIHT 5-00 PEAYKTA3BI HAU ACPEKTHI PELIEIITOPOB AHAPOICHOB

e  CHHAPOM IIEPCHCTHPYIOILIETO MIOAACPOBCKOTO IIpoToKa. [lpmamaa — aedurur AMH

e  Aucmopdudeckue cuaapomsl (Dubowitz, Smith-Lemli-Opitz u ap.)


http://www.patient.co.uk/showhtml.asp?ID=40002792
http://www.patient.co.uk/showhtml.asp?ID=40001350

Hapymenna audgdepernmmanum roHaA.

Poap suuexk B paSBI/ITI/II/I BHYTpCHHI/IX " HZIPY)KHBIX TeHUTAANI O3HAYACT, YTO AHMCICHCTHYICCKUIEC
TOHAADBI HpOAYLII/IpyTOT PasAHIHBIC KOM6I/IH2,L[I/H/I AHOMAAUI BHYTPCHHI/IX n Hapy’)KHI)IX TECHUTAAMIL:

e Amcrenesus rouaA. [lanmenTsr MoryT umers kapuotuir XO (4aCTO ¢ MO3AHIIM3MOM, HAIIPUMED
cuaapom Typrepa) man kapuorumr XY.

e Cwermrannan AucreHesus roHaA. OOBMHO MOKHO IIPOIAABIIMPOBATH AMYKH B ITAXOBOI 0OAACTH
HAU B MOIIIOHKE C COIYTCTBYFOIIEH IIPOMEKHOCTHOH popMoi rurtoctaaun. C OAHONM CTOPOHBI
MOTYT OBITB CTPYKTYPEI IIpOTOKOB BoAbda, ¢ Apyroii 3auaTkn MIOAAEPOBBIX TOHAA.

e CuHAPOM OTCYTCTBHSA AMYEK MAM aHOPXHUA. MaABYMKH MOIYT MMETh HOPMAABHBEIE TEHUTAAUH U
2-CTOPOHHUIT KPUIITOPXHU3M.

e Ucrunnueni repmacppoanTusM. VIMeror XopoIo pasBuTbiec TKAaHH ANYKA C OAHON CTOPOHBI U
ANMYHUKA C HpOTI/IBOHOAO){(HOﬁ. PaSBI/ITI/IC TCHUTAABHOTIO HpOTOKa COOTBCTCTBYCT TOHAAC C 3TOI>1
K€ CTOPOHBI.
Amnarsocruka

Anamnues

e Marp: IpHEM MEAUKAMEHTOB, OCOOEHHO €CAU MUMEIOTCHA IIPU3HAKA BUPHUAHU3AIUN Y MATCPU

e CemelHBIN aHAMHE3: OHCEKCyaAbHBIE TEHUTAAUHU, OECIIAOAUE, IIEPBHYHAS aMEHOPEA, TTO3AHUIT
mybepTat

Ocmorp

e Jlomck AmCMOPUIECKIX IPU3HAKOB U APYTHX BPOKACHHBIX aHOMAAMI

e TmiareApHBII OCMOTp HAPYKHBIX TeHHTaAHH (pasmep dpasnoca, crereHb AnddepeHnaum
(knaccucpurarua [lpasepa), kamTopomeraans (CTEIEHb YBEAHYCHHS KAUTOPA), THIIOCITAAHSA,
mosunuA Meatyca (OTBepCTHA ypeTphl). AaOHO-CKPOTAABHBIE CKAAAKH MOIYT CAHBATBCH,
HaItTOMIHAasA MOIITOHKY K 6I)ITI) HI/II‘MCHTI/IPOBQHHI)IMI/I HpI/I aApCHOFCHI/ITaAbHOM CI/IHApOMC.

e llccaepoBanue roHaA. TIIaTeABHBIT OCMOTP AAOHO-CKPOTAABHBIX CKAAAOK, ITAXOBBIX OOAACTEH.

e PexraApHBIN OCMOTP (MOKHO BBIABATH MATKY)
AaGopaTopHaa AMarHOCTHKA

1. XpoMOCOMHBIN aHAAN3 HA KAPHOTHII
2. 'opMOHAABHBIE HCCAEAOBAHUA:

e TecroctepoH, aHAPOCTEHANOH AcruApoTecTtocTepor, DHEA, 17-a-ruapokcunporecrepon
o Al OCI'

e AKITT, perun, aAbAOCTEPOH

¢  DAEKTPOAUTEI, MOYEBHHA, KPEATHHIH

® 5-a peaykrasa
MeToABI BU3yaAn3anuu

e V3U opranos Ta3za, IOYEK 1 MOYEBOTO ITy3bIPA
e [enuroyperporpadus
o KT U MPT 110 rmokasanusm

e Aaf auddepeHnmannn AMArHO3a HMHOTAQ TPEOYETCA AAIAPOTOMHUA HAHU AAIIAPOCKOIIUA AAA
OMOIICHH TOHAA (MUK, AIMYIHIKH, OBOTECTHIC HAH 3aA9ATKI TOHAA)



Aeuenne

AedeHne  HHTEPCEKCYAABHBIX  COCTOSHHH  TpeOyeT  yCHAMN  Bpadeldl  Pa3sAHMIHBIX
CIIEITMAABHOCTEH: AETCKOTO YPOAOIa, AETCKOTO 9HAOKPHHOAOTA, MEAHIIMHCKOIO TIE€HETHKA U
IICUXOAOI4.

Xupyprugeckas peKOHCTPYKIIUA:

[lean omeparmm:
®  BOCCTAHOBACHHE CEKCYAABHOIT (DYHKIIHH

® KOCMETHYECKasa KOppCKHI/IH AAS CO3AAHHA TeHUTAAUNA MAABYHKOB MAH ACBOYCK, OAM3KHX K
HOPMAABHBIM.
B PAAC CAYIACB HA3HAYACTCSA TOPMOHAABPHAA 3AMCCTUTCABHAA TEPAITIA
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