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CnWCOK COKpaLLeHNi

AJl — apTepuanbHOE JaBIECHUE

BI'KH — Bpo1€eHHYIO TUNEPILIa3ui0 HAIIOYEYHUKOB
KT— xommbroTepHast Tomorpadus

JII' — mMoTeMHU3UP YOI TOPMOH

MPT — MarHuTHO-pe30HaHCHAst TOMOTpadus

HI' — »enens rectanmn

HIIP — HapymieHue nmojioBoro pa3BuTHs

V31U — ynbTpa3zByKOBOE UCCIETOBAHUE

MeToaosiorusa

MeTtoabl, HCTIOJIB30BAHHBbIE 1/ COOPa/cesIeKIIUM 10KA3aTeJbCTB: MOUCK B 3JIeKTPOHHBIX
0a3ax JaHHBIX.

Onucanwe METOJOB, HCIIONB30BAHHBIX JUIsI  COOpa/CeNIeKIINN  JTOKA3aTeIbCTB:
JOKa3aTeIbHOW  0a30i  JIsi  pPEeKOMEHJANMK  SIBJISIIOTCS  MYyOJHMKAluHM,  BOIIEIINE
B KokpelinoBckyto Oubnmoreky, 6a3pl manHbix MEDLINE u EMBASE. I'my6una noucka
cocrasisuia 15-60 ner.

MeToabl, MCI0JIL30BAHHBIE VISl OLEHKH Ka4eCcTBA H CHJIbI I0KA3aTeIbCTB:
* KoHceHcyc akcnepTos.
e OreHKa 3HAYMMOCTH B COOTBETCTBHH C PEHTHHIOBO# cxemoii (Tabi. 1-2).

PeiituHroBas cxema Juisi OLIEHKM YPOBHEHN JOKA3aTEIbHOCTH PEKOMEH AN MIPEACTaBICHA
B Tabmure 1.

Tabauya 1

PeiiTuHroBasi cxeMa JJisi OLEHKH YPOBHeEH 10KA3aTeJIbLCTB

MeraaHnanu3bl BEICOKOTO KauecTBa, cucteMatuyeckue 003opel PKU*, nnmu PKU

1++
C OYCHb HU3KUM PHCKOM CHCTEMATHUECKUX OIITUOOK
1+ KadecTBeHHO npoBeIcHHBIC METaaHAIU3BI, cucTeMaTuueckue 0030psl PKU
C HU3KUM PHUCKOM CHUCTCMHBIX OH_II/I60K
1 Meraananussl, cuctemaTudeckue 0030pbl PKU ¢ BRICOKMM pUCKOM CHCTEMHBIX

[0)1105(010)'8

BricokokauecTBEHHBIE CHCTEMAaTHUECKHE 0030PhI UCCIIEOBAHUHN CITydaii-KOHTPOIIb
WJIM KOTOPTHBIX MCCIe0OBaHUN. BrICOKOKadeCcTBEHHBIE 0030PHI HCCIIECAOBAHUN

2++ CIIy4al-KOHTPOJIb UJIM KOTOPTHBIX UCCIIENOBAHUM C O4EHb HU3KUM PUCKOM

3¢ HEKTOB CMEIIMBAHUS UM CUCTEMAaTHYECKUX OIIUOOK U CpeiHEell BEpOSATHOCTHIO
MPUYUHHON B3aMMOCBSI3U




Xopo11o MpoBeICHHBIE UCCIEIOBAaHUS CITy4aii-KOHTPOJIb WIA KOTOPTHBIE
2+ HCCTIEIOBAHUS CO CPEAHUM PUCKOM 3P (HEKTOB CMEITMBAHUS WIIM CUCTEMAaTHIECKUX
oMOOK M CpeHeH BEpOSATHOCTHIO MPUUNHHON B3aUMOCBSI3U

HccnenoBanust Cirydaif-KOHTPOJIb HITH KOTOPTHBIE MCCIIEIOBAHHS C BEICOKHM
2— pUCKOM 3P PEKTOB CMEIINBAHUS WM CUCTEMAaTHUECKUX OIINOOK M CpeTHEH
BEPOSITHOCTBIO MPUIMHHOMN B3aMMOCBS3N

Heananutnueckue uccneaoBanusi, HaIpuUMeEpP OMUCAHUS OTAEIbHBIX KIIMHUYECKUX
CIIy4aeB, CEpUHU CIydyaeB

4 MHeHue dkcnepra

* PKU — panaoMu3upoBaHHBIC KOHTPOJMPYEMBIEC UCCIIECOBAHUS

MeToabl, HCITOJIb30BAaHHBIE JIS AHAJIN3A 10KA3aTeJIbLCTB:

*  0030pBI ONyOJIMKOBAHHBIX METAaHAIHN30B;

* cHCTeMaTH4ecKue 0030phI C TAOIUIIAMU JOKA3aTEIbCTB.
Onucanue MeTOA0B, HCIOJIb30BAHHBIX /IJISl AHAJIN3A I0KA3aTEeJIbLCTB

[Tpu oT60ope nmydauKauuii, Kak MOTEHIIMATBLHBIX HICTOYHUKOB JI0Ka3aTeJIbCTB,
HCIIOJIb30BaHHAS B KQXKJIOM UCCIIEJOBAHUH METOIOJIOTHUS U3Y9aeTCs IS TOTO, YTOOBI YOS TUTHCS
B €€ BAIUJHOCTU. Pe3ynbTar n3ydeHus BIUsSET Ha yPOBEHb 10KA3aTEIbCTB, IPUCBANBAEMBIi
myOIMKaIUK, YTO, B CBOIO OYEPE/Ib, BIHUAET HA CHITY BHITEKAIOLIUX U3 HEE PEKOMEHIaIUH.

MeTo00TH4YecKOe U3ydeHHe 0a3upyeTcss Ha HECKOIBKHUX KIFOYEBBIX BOIPOCAX,
KOTOpBIE C(HOKYCHPOBAHBI HAa TEX OCOOCHHOCTSX AU3aliHa UCCIIEOBAHUS, KOTOPHIE OKa3bIBAIOT
CYILIECTBEHHOE BIIUSIHUE HA BAIMIHOCTh PE3YJIHTATOB U BHIBOJIOB. DTU KIIFOUEBBIE BOIIPOCHI
MOTYT BapbUPOBATH B 3aBUCUMOCTH OT THIIOB UCCJIEIOBaHUI U MPUMEHIEMbIX BOIIPOCHUKOB,
MCIIOJIb3YEMBIX JIJISl CTAHJapTU3AIMH [TPOLIECCa OLIEHKH MyOIUKalUi.

Ha mporiecce orieHkn, HECOMHEHHO, MOYKET CKa3bIBaThCs M CYOBEKTUBHBIN (pakTop. Jljis
MHUHHMH3ALUHU TOTEHIMAIBHBIX OIMIMOOK KaXKI0€e HCCIE0BAHNE OLICHUBAJIOCH HE3aBUCUMO, T. €.
M0 MEHbIIEH Mepe IBYMs He3aBUCUMBIMH uieHaMu pabodeil rpynmsl. Kakue-nubo paznuaus
B OLIEHKaX 00CYXIaJHCh YK€ BCel IPyMIOi B MOJHOM cocTase. IIpu HeBO3MOXKHOCTH
JIOCTUKEHUS KOHCEHCYCa, IPUBJIEKAJICS HE3aBUCUMBII 3KCIEPT.

Tabnuirel JOKA3aTENbCTB 3AMOHITUCH YWICHAMH pabodeil TPy

MeTo/1bp1, UCIIONIB30BAaHHBIE I (POPMYITHPOBAHUS PEKOMEH AN KOHCEHCYC
JKCIIEPTOB.

PeiiTrHTrOBast cXeMa OIIEHKH CTETIEHH 00OOCHOBAHHOCTHU («CHJIBI») PEKOMEH AT
Mpe/ICTaBIeHa B Ta0IUIE 2.

Tabnuya 2

PeiiTuHroBasi cxeMa OleHKH CHJIbI PeKOMeH 1Al Uil

A He menee ogHoro meraananusa, cucteMatuueckoro oo3opa mwin PKU, oneHeHHOT0 Kak
1++ 1 HemOCPEACTBEHHO MPUMEHMMOTI0O K LIEIEBON MOMYJISALNN; MU T0Ka3aTeabHas
0a3a, cocTosIas MPEeUMYIIECTBEHHO U3 UCCIIEAOBAHUM, OIICHEHHBIX KakK 1+,
HEINOCPEACTBEHHO NPUMEHUMBIX K L[EJI€BOM NOIYJIALMH U AEMOHCTPUPYIOIIUX
OJIMHAKOBBIE PE3yJIbTAThI




B Jloxa3arenbHas 0a3a, BKIIIOYAIOIIAs MCCIICIOBaHUs, OLICHCHHBIC KaK 2+,
HEMOCPEICTBEHHO TPUMEHUMBIE K IIEJIEBON MONYJISIIANA U IEMOHCTPUPYIOIIUE
OJIMHAKOBBIE PE3YJIbTAThI; UM SKCTPANIOJIMPOBAHHBIE TAHHBIE UCCIIEA0BAHHUIM,
OII€HEHHBIX KaK 1++ umm 1+

C Jloka3arenbHas 0a3a, BKJIFOYAIOIIAs MCCIICAOBAHMS, OLICHEHHBIC KakK 2+,
HEIMOCPEICTBEHHO MPUMEHHUMBIC K 1I€JIEBON MOMYJISIUHA U JEMOHCTPHUPYIOITHE
OJNHAKOBBIC pe3yanaTbl; nJin BKCTpaHO.HI/IpOBaHHBIe JaHHBIC HCCH@I[OBaHHﬁ,
OII€HEHHBIX KaK 2++

D YpoBeHb 0Ka3aTENbHOCTH 3 WK 4; UM SKCTPAIlOJMPOBAHHBIE JAHHBIE NCCIIEOBaHUM,
OLICHEHHBIX KaK 2+

HNuaukaropsbl 100pokadecTBeHHoi npakTuku Good Practice Points — GPPS):
peKkoMeHayemMas ToOpOoKadeCTBEHHAS MTPAKTUKA 0a3upyeTCs Ha KIMHUYECKOM OTBbITe paboueit
TPYNIBI IO pa3paboTke PeKOMEHIAIUH.

DKOHOMHUYECKHHA aHATIN3

[Tpu HaMMYMK OTEYECTBEHHBIX JAHHBIX MO 3()(PEKTUBHOCTH 3aTpaT HA aHATU3UPYEMbIE
BMEILIATEILCTBA B PEKOMEH/IOBaHHBIX IS CeJIeKLMu/cOopa JoKa3aTeabCTB 0a3ax JaHHbBIX, OHU
YUUTBIBAIUCH IIPU INPUHATHM PELICHUS O BO3MOXKHOCTH PEKOMEHJOBATh UX MCIIOJIb30BAHUE
B KIIMHUYECKOU ITPAKTHUKE.

AHanM3 CTOMMOCTH HE NPOBOJWICA U MyOJIHKAlMU 10 (PapMaKOIKOHOMHUKE HeE
AHAJIN3UPOBAIKCH

MeToabl BaJIUAN3ANUN PEKOMEH/ 1Al Hii:

. BHEILIHSS SKCIIEPTHAs OLICHKA;

. BHYTPEHHS DKCIIEPTHAs OLICHKA.
Onucanue MeToa BAJIMAU3AUMU PEeKOMEH AUl

Hacrosimue pexoMeHIanmuu B MPEABAPUTEIBHON BEepcHMM OBUIM  PELEH3UPOBAHbI
HE3aBUCUMBIMHU DJKCIEPTAMH, KOTOPBIX IIOINPOCHIN IPOKOMMEHTHUPOBATh, IPEXKIE BCETO, TO,
HACKOJIBKO MHTEPIPETaLUs [0Ka3aTeNIbCTB, JIEKAIIUX B OCHOBE PEKOMEHJALUN, JOCTyIHA IS
[IOHUMAaHUSI.

[TonydeHbl KOMMEHTapuuh CO CTOPOHBI Bpaueil MEPBUYHOTO 3BE€HA M YYACTKOBBIX
TEpaneBTOB M3 HECKOJIbKUX pernoHoB PD (rr. Mocksa, Cankr-IlerepOypr, PoctoB, Kpacuonap,
Hanpumk, MockoBckass o6macth, JIenuHrpaackas obnacts, CraBpomnonb, SpocnaBib, SAkyTck,
Xabapogrck, Kazanb, UensiOWHCK u JIp.) B OTHOIICHUH JTIOXOAYNBOCTH H3JIOKCHUS PEKOMEH AT
U OLICHKH BKHOCTH PEKOMEHIAINH, KaKk pabodero MHCTPyMEHTA MOBCEAHEBHON MTPAKTHKH.

[IpenBaputenbHas Bepcusi Oblla TaK)Ke HANpaBlIeHA pELEH3EHTY, HE HMMEIOIIEMY
MEAWIIMHCKOTO 00pa30BaHUsl, IS TMONYYCHHs] KOMMEHTApHEB, C TOYKUM 3pPEHUS MEPCIEKTUB
MalUEeHTOB.

KomMeHTapun, mogydeHHBIE OT OSKCHEPTOB, THIATENBHO CHCTEMaTH3HPOBAINCH
U 00CY)XJalIMCh TpejcenaTeseM | wieHamMu pabouelt rpymmbl. Kaxaplii myHKT oOcyxpmancs,
¥ BHOCHMBIC B pe3y/IbTaTe 3TOr0 HM3MEHEHHS B PEKOMEHJAIMHM PETHCTpUpOBaNCh. Eciam xe
M3MEHEHHSI HE BHOCHIINCH, TO PETUCTPHPOBAINCH TPUYMHBI OTKa3a OT BHECEHUS! N3MEHEHUI.

KOHchIbTaIII/Iﬂ H IKCIIEPTHAA OLCHKA




[IpenBapuTenbHble Bepcun OBLIM pa3MEIICHBI JUIsl 00CYXKIeHHs B ceTh MHTepHeT ams
TOTO, 4YTOObI IIUPOKUH KpYr JMII HMMEI BO3MOXKHOCTb IPHUHATH YydacTUE B 00CYXICHUH
U COBEPUICHCTBOBAHUU peKoMeHaanuil. Jlomonnenus yrBepxaeHsl Ha 3aceqanun [IpopunbHoii
KOMHUCCHH.

[Ipoekt pexkomeHmanuii OBLT PEHEH3UPOBAH TAaKKe HE3aBHUCHUMBIMHU JKCIEPTaMH,
KOTOPBIX TIOTIPOCHUJIM TPOKOMMEHTHUPOBATh, TPEKIE BCETO, JOXOIYUBOCTH W TOYHOCTH
WHTEPIPETAINH I0Ka3aTeIbHOU 0a3bl, JIeKaleld B OCHOBE PEKOMEHTaIlHi.

PaGouas rpynna

JInsi OKOHYATEIbHOM peNaKkiUi U KOHTPOJIA KauecTBa PEKOMEHJIAIMH ObUIM MOBTOPHO
IPOAHAIM3UPOBAHbl YJICHAMU paboueil Tpynmbl, KOTOPbIE NPUIIM K 3aKIIOUYEHHIO, YTO BCE
3aMeYaHusl 1 KOMMEHTapUH SKCIEPTOB MPHUHITHI BO BHUMaHUE, PUCK CUCTEMAaTHYECKUX OIINOOK
npu pa3paboTKe peKOMEHIANNN CBeJIeH K MUHUMYMY.

OcCHOBHbIE peKOMEHIAINHU

Cuitel pekomenganuii (A-D), ypoBHu mokazarensctB (1++, 1+, 1-, 2++, 2+, 2—, 3, 4)
Y UHIUKATOPBI JOOpOKadecTBEHHON mpakTuku — good practice points (GPPs) mpuBomsTcs
B X0/I¢ U3JI0)KECHUS TEKCTa PEKOMCHTAIIHIA.

HEKOTOpre HCTOPUYECCKHE BEXH

Ha nporsbkeHun  MHOTMX  BEKOB  NAlUMEHThI C  HEONPEACTICHHOHW  IMOJOBOM
NPUHAIIEKHOCTRIO (I (hEepeHIIMPOBKO) HAXOIMINCh BHE NPEIEOB KOMIIETEHIIMH Bpaueil.
CeMmbH, TIE POXKAATKNCH JETH C JBOHCTBEHHBIM CTPOCHHEM HApPYKHBIX IOJIOBBIX OPTaHOB,
CTapalnCh OTPAHMYUTh HX B3AaUMOJICHCTBUE CO CBEPCTHHKAMH, u30eranu oOpaiieHus K
cnenuanuctam. ConUabHBIA KOHQIMKT MAIEHTOB ONPEACIISUICS aHOMAaTbHBIM aHATOMUYECKHM
CTPOCHHEM  HApYXHBIX  TIOJIOBBIX  OpPraHOB,  TOPMOHAIBHOW  HEIOCTATOYHOCTHIO,
HEBO3MOXXHOCTBIO BOCIPOHM3BOJICTBA TIOTOMCTBA, YTO BelIO K (OPMHUPOBAHUIO TSDKEIBIX
MICUXOJIOTHYECKUX paccTporcTB. [lepBoe ymoMmmHaHWe O ciiydasx repMadpoauTH3Ma MOKET
ObITh HaiimeHo y Apucrtotens (384-322 romel mo H. 23.). «['epMadpoauTH3M» — JTOCIOBHO
NEPEeBOJUTCS KaK <«BYIOJIOCTb», MHu(onorndeckuii coiH OoroB I'epmeca u  Adpoautsi,
I'epmadpoauT, 061agan mpru3HaKaMu ¥ MY>KCKOTO, U sK€HCKOro moja [ 1-3].

[lepBoe monHOe onucanue «repMagpoIuTH3IMa U BO3SMOKHOE XUPYPTrHUECKOe JICUeHUE
JAaHHBIX TaneHToB AaHo y [laymst ¢ Orunbl. OH ceputaercsa Ha Jleonnnaca 3 Anekcanapuu (11
BEK H. 3.) M YTBEP)KJAET, YTO 3TO OYECHb YHUZUTENbHBIN Je(eKT 11 000ux mono. OnpenencHue
[Maynst u ero omnvcaHwe XHUPYPrUYECKOTO JICYCHHS Tepenuio K apadbckum Bpadam. OHO ObLIO
nocinoBHO mepeBegeHo AobGOGacom (930-994 rr.). ABuUIlEHHa 1O 3TOMY TIIOBOJXY IHCAI:
«epmadporuT HE WMeEET HHM JKEHCKMX, HM MYXXCKHX IIOJIOBBIX OpraHoB. TeM He MeHee
HEKOTOpbIE M3 HUX MMEIOT M JKEHCKUE, U MYXXCKHUE IOJIOBBIE OpPraHbl, HO OJHU W3 HHUX OoJjee
CKPBITBIE U HEJOPa3BUTHIC, HEXKENN IPYTHe, U HA000pOT... JIedeHne 3aKiioyaeTcsi B UCCCUCHUH
Oojyiee CKpBITBIX TEHUTANUN © JedeHuu panbl». Kak ykaszeiBaet S. Musitelli (2004) stu
MOCTYJIaThl TIepeAaBaliCh OT Xxupypra Kk xupypry (ot bpynyca ¢ Kamabpum (XIII Bek) k
Jlandpankycy n3 Munana (ymep B 1315 ronay), Taitto [’ Anbsiky (1300-1368 rr.) u Ilserpy
Hens’ Aprenarty (ymep B 1423 roay)) [1].

B cepeaune 70-x rogoB XVI Beka AmOpya3 Ilape, 3HaMeHUTHIN (paHIly3CKHI XUPYPT,
NPUCTYIWI K W3/IaHUIO OOIIETo CBOJA CBOMX paboT, B KOTOPBIMA BomIeN TpakTaT «O MOHCTpax».
[IpoGnema mosiBIeHUS TepMappOANTOB TaKKe HAXOIUT CBOE MECTO B Tpakrare. [lo MHEHUIo
[Tape, oHM pOXKIAIOTCSA W3-3a TOTO, YTO MPH 3a4aTHH OBLIIO MOPOBHY MYKCKOTO M JKEHCKOTO
cemern (opmooOpa3zyromias cuia co3iaeT mo noaoduio). M3 HECKONbKHX Pa3HOBHIHOCTEH
repmadpoautoB [Tape 0ocoOeHHO MOAPOOHO OMUCHIBAET TEX, Y KOTOPBIX XOPOIIO chOpMUPOBAHBI
AHATOMUYECKHUE TPU3HAKN 000UX 1MOJI0B [4].



Tepmun «iceBgorepmagpoauTuzm» Obu1 npeanoxer DasuHoM Kiedcom B 1876 rony,
3aJ10JITO JI0 TOTO KakK, FeHeTH4ecKast pojib X U Y XpOMOCOMBI, a TaKXKe COIIMAIbHbIE KOMITOHEHTHI
TeHJICPHOM UIACHTUYHOCTU ObUIN ONUCAHBI.

M. A. XKyxoBckuii u coaBt. (1989), paccmaTpuBast UCTUHHBIN repMadpOIUTUZM, TAKKE
yKa3bIBalOT, 4TO OH ObLI BrepBble onucaH B 1876 1. TepMHH «HMHTEPCEKCYaTbHOCTHY» OBLI
BHEJPEH B MUPOBYIO NpakThKy Puuapaom ['onpammuarom B 1923 rony [4, 5.

TectukynspHas ¢emMuHM3anus (CHHAPOM TECTHKYISIPHOW (HEMUHHM3ALMU; JIOXKHBIH
MY)KCKOM TepMapoauTu3M, THUHOWAHAS ¢GOpMa; JIOKHBIA MYXKCKOH TepMappoOauTH3M Yy
OOJNBHBIX C OJKEHCKMMH HAapy>KHBIMH TEHUTAIMAMM; «O€3BOJIOCAas  IICEB/IOXKEHIINHAY;
«heMuHU3UpYIOIIKECs JabuanbHbIe SUYKH») Oblaa BrepBbic ommcana B 1817 r. E. Steglehner
(mpu BCKpBITHH Tpyma 23-MeTHEH KCHIIWHBI ObUTM HaWIEHBI SMYKH, a MaTKa ¥ TPHUIATKA
orcyrctBoBan), a B 1893 r.— C.U. bnaroonmuapiM. Omnmcanne auddepeHnnanTbHOro
JMarHo3a  TECTHKYJISPHOM bemMuHM3aIUU c IPYTUMH bopmamu MYKCKOTO
ncesnorepmadpoautuzma npuHaiekut A. Goldberg, T. Maxwell (1948). 3aboneBanue
THIaTeNbHO OblI0 m3ydeHo B 1953 r. F. Morris. DTOT ke aBTOp MNPeIOKHI TEPMHH
«recTukyisipHas pemuHuzanms». B 1957 1. A. Prader, B 1958 r. M. Grumbach, J. Barr
BBIJICJIAJIH MTOJTHYIO ¥ HETIOJIHYIO (DOPMBI TECTUKYIISIpHOW (heMuHM3anuu [4, 5].

«Yucras» nucrene3us: ronan (cunapom Caaiiepa) Oblia BIEpBBIE ONMHMcaHa Sawyer B
1955 1. [4, 5].

B 1953 r. BnepBbie ObUTO MPOBEACHO M3y4YEHHE TOJIOBOTO XpOMAaTHHA Yy MAI[UEHTOB C
KJIMHUYECKMMH IpU3HaKaMu repMadpoautusMa. B pesynbprare 3TUX MCCleOBaHUMA pa3paboTaH
HOBBIM JTMarHOCTUYECKUH KIMHUKO-Ta0opaTopHbIi TecT. [lepBoHavanbHO M1 OMpeneieHus
IIOJIOBOTO XpOMAaTHHA TNPUMEHSIM OWOINCHIO KOXXKH, HO BCKOpE OBLT OMUCaH METOJ| €ro
onpeAesieHus 1Mo Ma3KkaM, OJIYYEHHBIM U3 POTOBOM nosiocTH [4, 5].

[lepBble MONBITKA CUCTEMATHU3UPOBATH MATOJOTHIO MOJIOBOTO PAa3BUTHUSL OMMPAIUCH HA
JaHHbIE OOILEKIMHUYECKOT0 00cie0BaHus OOJIbHBIX, UMEIOIUX YKa3aHHYIO marosioruio. Tak,
knaccupukanus 1873 roma mpennarana moapasfensTh repMappoaUTOB Ha «HAPYKHBIX» U
«BHYTpeHHHX». HawuOounbliee pacnpocTpaHeHHE MoOJydnia KiacCUpUKalus, MNpeanoKeHHas
Yunkuacom B 1963 romy. On xmaccupumupoBan BceX OOJIBHBIX, HMMEIOLUINX MPHU3HAKH
repMadpoIuTH3Ma Ha «UCTUHHBIX» M «IOXKHBIX». B 1950-¢ romsl mpoBeneHue macimTaOHBIX
UCCIIEIOBaHUN y OOJBHBIX, UMEIOIIMX BPOXKACHHYIO Turepruiazuio HagnoyeuHukoB (BI'KH),
CUHAPOM AaHJIPOTEHHOW HEYYBCTBUTEIBHOCTH, CMEIIAHHYIO JAMCTEHE3UI0 TOHal, Apyrue
AHOMAJIMU, OTKPBITHE KOPTHU30HA, TOPMOHAJIBHBIX TECTOB W KApUOTUIHPOBAHUSA IO3BOJIMIIO
Oojyiee yBEpEHHO YyCTaHaBIMBaTh JMAarHo3 B MJIQJICHYECTBE W TPOTHO3UPOBATH Oynyliee
pa3BuTHe peOeHKa. XHUpPYpryu Hayalu pa3padaTbiBaTh METOABI KOPPEKLIUH aHOMAIMU TTOJOBBIX
opranos [4-6].

J. Money et al. nmpeamonoxuian, 4To HauboOJee CYIIECTBEHHbIE ACIEKThl MOJOBOM
MPUHAJICKHOCTH (OPMUPYIOTCS CKOpee B MpOIecce BOCIUTAHUS, HEXETU MOJ JIeHCTBUEM
PEryISTOPHBIX OMOJIOTHUECKUX MEXaHU3MOB. B pesysnbrare mpoBeIeHHBIX UMM HCCIIEIOBaHUH,
CTaJI0 MOHSATHO, YTO OINpEJAENeHUE IO0JIa Y MalMeHTa B TPYAHBIX JUIS AMATHOCTUKH CIIydasx
JIOJKHO 0a3MpOBaTHCS HE TOJIBKO HA CTPOCHUU HApPYKHBIX IOJIOBBIX OPraHOB, HO U HA CTPOCHHUH
BHYTPEHHUX TIOJIOBBIX OPraHOB, OXXHUJA€MOM OTBET€ Ha TECTOCTEPOH M MOTEHUHAIbHON
CIIOCOOHOCTH K JAETOPOXKIECHUIO (IUT. 110 [6]).

C pa3BuUTHEM IIUTOTCHETHYECKOM ¥ MOJICKYJISPHOW JMAarHOCTUKH OBbUT  clejaH
CICAYIONIMHA IIar B TOHMMAHWM OJTHUOJIOTUM W TaroreHe3a 3a00JEBaHMA, NPUBOIAMIMX K
HapyIIEHUIO TMOJ0BOr0 pa3BuThs. C BOZHMKHOBEHUEM JETCKOM IJIACTUYECKOW XHUPYPTHHU
NOSBUJIACh BO3MOYKHOCTh paHHEW (EMHUHM3MPYIOUIEH W MACKYJIMHU3UPYIOUIEH KOPPEKIHH
HapYKHbBIX IMOJIOBBIX OPIaHOB C MOCIEAYIOIIUM BOCIIUTaHUEM peOeHKA B €JUHOM I'pa)KJIaHCKOM
U (¢eHoTunuyeckoM rmoje. HakoHen, ObUIM pacIIUpeHBl BO3MOKHOCTH T'OPMOHOTEpPAIHH,
oOecnieunBaromield GopMUPOBAHHE BTOPUYHBIX MOJOBBIX NMPU3HAKOB M COIMAIBHOE MOBEACHUE
NAIMEeHTOB COTJIaCHO BBIOpaHHOMY TOJdy. MHOTrHE acmekThl Kak MEAMIMHCKOro, TaK H
COLIMAJILHOTO COMPOBOXKICHUS JeTel, UMEIONINX HAapyIIEHUs MOJOBOrO Pa3BUTHS KOPEHHBIM
00pa3oM U3MEHWINCH B TIOCTIEAHNE AecsTuneTus [4, 6, 7].



B aBrycre 2006 r. «EBponeiickuM OOIIECTBOM AETCKOM >HIOKPUHOJOTHHY», a TaKXKe
«/lerckuM DHIOKpUHHBIM 00IIecCTBOM MMeHHU Jlaycona BumkuHcoHa» OBUT MPUHAT KOHCEHCYC
[0 OKa3aHMIO TIOMOIIM JETAM, MMEIONIMM HEONpPEIeNCHHOCTh Mojia. B ocHOBY pa3palboTku
KOHCEHCyca ObUla TIOJIO)KEHa HOBas HOMEHKJIATypa W KiaccuuKaius 3a00JIeBaHHM,
COIIPOBOKIAIOIIMXCSA HHTEPCEKCYaJbHBIM CTPOCHHEM HAapY)KHBIX IIOJIOBBIX OpPraHoB. bblIo
NPEJIOKEHO OTKa3aTbCsd OT TEpPMHUHA «TepMadpoAUTHU3M», KaK 3TUYECKH HEMPUEMIIEMOTO.
Homenknarypa u kiaccuduxamnus 3abosieBaHuil ObUla MOCTPOEHA C yYETOM T'€HETHUYECKUX H
MOP(OJIOTHYECKIX OCHOB TATOJIOTHH 1oJa [6, 8, 9].

Onpepenenue

Tepmunbl «Hapymenune mnosoBoro pasputus» (HIIP, disorders of sex development,
DSD) nnu «HapymeHue mojsoBoi nudepeHIINpOBKNY, «HapylIeHne (GOPMHUPOBAHUS T0JTa» B
HACTOAIIEE BpEeMs CYHUTAIOTCS Oojee MpaBWIbHBIMH, YE€M TEPMHUHBI «HEONpeaeeHHbIE
TCHUTAITUNY, «TIceBIOTePMAPPOAUTHIMY, «repMadpoaUTU3IMY, «UHTEPCEKCyaTbHHBIC
TeHUTANUNY, «WHBepcusi moja». OHU HCMNONB3YIOTCS s O0O3HAUYEHHUS TeX «BPOXKICHHBIX
HApYIICHUN, TPU KOTOPHIX XPOMOCOMHOE, TOHA/IHOE HIIM aHATOMUYECKOE Pa3BUTHE aTHITHYHOY
(BpOKI€HHBIE aHOMAIHH MMOJIOBBIX opranoB — Q50-Q56) (ta6x. 1). Cuumraercs, 4ro paHee
ymoTpeOasIBIIMEeCST TEPMUHBI BOCIPHHUMAIOTCS KaK IMOTCHIMATBLHO YHUYIDKUTENBHBIC IS
MaIlMEeHTOB U MOTYT BBECTH B 3a0yXAeHUE Bpauei u poaurtenei [10, 11].

Tabruya 1
Ilpensnaraempie n3MeHeHHst HOMeHKJIATyphI [10]

Panee ncnonb3yeMble TEPMUHBI [IpeyoxenHbIe
NHTepcekcyanbHble TEHUTATHN HIIP
Myskckoit ceBaorepmMadpoIuTU3M
Henocrarounas Bupunusanusa XY -My»KCKOT0 10JIa 46. XY — HIIP
Henocrarounas mackynuauzanust XY -MyKCKOTO ’
noJia
Kenckuii ncegorepmadpoIuTH3IM
N36pITounas Bupmim3anust X X-KEHCKOTO 1oJia

46, XX — HIIP

MackynuHuzanus XX-KEHCKOro mosjia
Wctunnebiii repmadppoantuzmMOBorecTukysipnoe HITP
XX-myxckoi noa uian XX-u3MeHeHHe oJ1a 46,XX tectuxynspusie HITP
XY -u3sMmeHeHue 1osa 46,XY monHas JUCTEHE3HS TOHAT

[TanreHTsI ¢ aHOMAJIMEN MTOJIOBBIX XPOMOCOM U HHTEPCEKCYaIbHBIM CTPOCHUEM HAPYKHBIX
TCHUTAINN 00BEAMHEHBI B TPYIIITY — aHOMAJIMH MOJOBBIX XpoMocom — HITP.

YJacToTa maToJIOorum

HIIP Bctpewatorcss ¢ wyacrotod 1 coywdaii Ha 4500 >KMBOPOXKIEHHBIX JAETEH.
Bpoxxnennast nucyHKINS HaaMOUYEUHHUKOB SIBISIETCS HanboJiee paclpOCTPAaHEHHON MPUYUHOM.
CwMeranHasi IMCreHe3usl TOHA SBJSIeTCS BTOPO Haubouee pacnpocTpaneHHoi npuuuHoi HITP.
HIIP BeisBasitor 'y 50% peredt ¢ rumocnagueid M OAHOCTOPOHHHMM WJIM JIBYyCTOPOHHUM
Kpuntopxusmom [10].

JIume mpumepno 'y 20% ngereir, umeromux HIIP, onpenenstor KOHKpETHBIN
reHeTudeckuil aedekr. Y OOJBbIIMHCTBA HOBOPOXIECHHBIX, HMMEIOMIMX HOPMAaJbHBI Habop
xpomocoM (46,XX) u npu3HaKu BUpHIH3aAIuU, oOHapyxuBatotcs npossierus BIKH. C apyroii
CTOPOHBI, TOJBKO Y TOJOBUHBI JeTed, umeromux 46,XY u npusnaku HIIP, Oyner ycraHoBieH
OKOHYaTeNbHbINA auarno3 [10, 12]. [To namemy yOexIeHnI0, Bpad, CTaJIKUBAIOUTUNCS C IETHMH,
UMEIOIMMH HapYyLICHHS TOJOBOTO Pa3BUTHS, JOJDKEH OTUYETIHMBO MPEJCTABIATh ce0e OCHOBHBIC
aTambl 3MOpuorere3a. B rmaBe 1 Mpl WX 4YacTMUHO KocHyiuch. Hrmke mpencraBum Oosiee
noapoOHYI0 HMH(POPMALMIO, CBA3aHHYIO C Ppa3BUTHEM DPENPOAYKTUBHOW CHUCTEMBI B
sMOpHoreHese.




Pa3BuTHE pEenpOAYKTUBHOM CUCTEMBI

TaG.HI/IL[BI COCTAaBJICHBI IO CBOAHLIM JIMTCPATYPHBIM JaHHBIM.

[Tponecc muddepenmumanum ronas ¥ TeHUTAIHN MPEACTaBICH HAMH B Ta0iauax 2, 3.

Kak BHIHO U3 TaHHBIX, IPEACTaBICHHBIX B Tabnumax 2, .3 [10, 11, 13-19]:

Tabnuya 2
@®opMupoBaHne BHYTPEHHUX M0JIOBBIX opranos [10, 11, 13-19]
Bospact  mocne | OcCHOBHBIE 37eMEeHThI | OYHKIIMOHAIBLHOE [Topoku pa3BUTHS,
3a4aTus Mopdonoruaeckoro CO3peBaHue KOTOpbI€ BO3HUKAIOT B
pa3BUTHS 9TO BpeMsl
19 cyT [IpumopauanbHbie - -
3apoJbIIIEBbIe  KJIETKH
MUTPUPYIOT K
TCHUTATHLHOMY TpEOHIO.
Ha 3-it HeJene
AMOpHOreHe3a B CTECHKE
KEJITOYHOTO MeIIKa
00pa3yroTcsi TepBUYHBIE
MOJIOBBIE  KJIETKH  —
MpeIIIECTBEHHUKU
OOTOHUEB u
CIIEpMaTOTrOHUEB
30 cyt Bonshos MPOTOK - -
OTKPBIBAETCSI B KJIIOAKY
34 cyT Ha 4-i HI' Ha - -
MeIHaTbHBIX
MOBEPXHOCTAX
MEPBUYHBIX MOYeK
MOSIBJISIFOTCS
YTOJIIEHUS —  TIOJIOBBIE
TSKU.
DTO 3ayaTKU TMOJIOBBIX
Kele3, COCTOsIIIUE U3
ME3CHXUMHBIX  KIIETOK
MEPBUYHON  TIOYKH U
TTOKPBITHIC
LETIOMUYECKUM
SMUTEIUEM.
['enuTanpHBlll  TpeOEHBb
obpasyer
HenudpepeHpoBaHHbBIE
roHazael. IlepBoHauanbHO
MIOJIOBBIE TSI y
SMOPHOHOB MYKCKOTO H
KEHCKOT0  Tojla  He
pa3Iu4aoTCs
(uIUdepeHTHbIC
TTOJIOBBIC KEJIC3bI)
38 cyT MiromiepoBel  TpoTOKH. | [lepBuunbIe Curyarusa —
Bpacranue MIOJIOBBIC KJIETKU | KAPUOTHITBI TTEPBUYHBIX
L[EJIOMUYECKOTO CTUMYJIHPYIOT MOJIOBBIX ~ KIETOK U
AIUTENHUS BHYTPH | mponu(epaviio U | COMATUYECKUX  KIIETOK
MOJIOBBIX BAJIMKOB B BUJE | AM(PGHEPEHINPOBKY | MOJOBBIX  TSDKEH  HE




nmooBbIX TspKeH. K 4-i | Me3eHXUMHBIX COBMAJAIOT (HAmpUMep,
HeJzene IMOpHOreHe3a | KJIETOK W KIJIETOK | KIIeTKa 46,XX
pAIOM € TIOJOBBIMH | LIEJIOMUYECKOTO MUTPUPYET B TOJOBOMH
TSDKaMH U3  ME30J€PMbI | SIUTENUS B | TSIK, 00pa3oBaHHBIN
oOpaszyrorcs MapHbIC | TTOJIOBBIX TSDKaxX. | KIIETKaMH 46,XY).
BOJIb(HOBBI B pesynbrare IlepBuuHbIE  IOJOBBIE
(Me3oHEe(DpanbHBIC) uHauPepeHTHBIC KJIETKH 0OBIYHO
MPOTOKH, a K 5-i Hejene | MOJOBBIE  JKeJle3bl | MOrudaroT, 51
JaTepalbHO  OT  HHX | IpeBpauiatoTcss B | popMupyercs
dbopMupyrorcs SIMYKH WU SUYHUKU | «CTEPHIIBHOE»  SIMYKO,
MIOJUIEPOBBI u HE coJieprKkariee
(mapame3oHepanbHble) | OTIIHYPOBHIBAIOTCA | MOJIOBBIX KJIETOK.
nporoku. Ha  5-6-i1 | oT nepBUYHBIX | OIHAKO OBIBAIOT
Hezlene  SMOpUOreHesa | IMoyex. B HOpME | cyuan, Korja
MEepBUYHbIE MIOJIOBBIE | MOJIOBBIE TSKU | IEPBUYHBIE  TOJIOBBIE
KICTKH  mepeMemaroTcs | tupdepeHIupyoTes | KIETKH BIKHUBAIOT.
U3 KEJITOYHOTO MEeUIKa B | B SAMYHUKU, €CIIH
nosioBele  TskU.  OHM | OHH 3acensoTCs
MUTPUPYIOT 10 | MepBUYHBIMU
KPOBEHOCHBIM COCYJlaM U | IOJIOBBIMU
ME3CHXUME  OpBDKEUKH | KIETKaMU c
3agHed kumku. C atoro | kapuotunom 46,XX,
MOMEHTa HAYMHAETCS | U B SIMYKU — €CJIH
CTaHOBJICHHME TOHAJTHOTO | OHU 3acensoTcs
moJia KJIETKaMu c
kapuotunom 46, XY
38 cyT Ha 6-7-1 HI' w3 | [IpeBpamenue Torma AMYKO COIEPKHUT

LEJIOMHYECKOTO
STUTEIHS TIOJIOBOTO TsDKa
dopmupyeTcss KOpKOBOE

BELIECTBO ANYKA.
BnocaenctBuu

MMOBEPXHOCTHBIN (07t
KJIETOK KOPKOBOT'O

BEIIECTBA IPEBPAIAETCS
B OenouHyr0 000JI0UKY
auuka. OT BHYTpEHHETO

ciost KOPKOBOTO
BEILIECTBA B
ME3CHXUMHYIO  CTPOMY
KeJe3bl BpacTaroT

MoJjoBble MHYPHL. OHU
COCTOSIT
MPEUMYIIECTBEHHO U3
AMUTENUATHHBIX
(coMaTnuecKkux) KIETOK,
MEXIY KOTOPBIMU
3aJeraroT MepPBUYHBIE
MIOJIOBBIC KIICTKH.
[TonoBbie HIHYpBEI BMECTE
C ME3CHXMMHOU CTPOMOM

o0pasyroT MO3TOBOE
BELIECTBO SIMYKA.
[TosBnsieTcss ~ MIOJUIEPOB

MOJIOBBIX TSKEW B
SIMYKH
onpeensercs
reaom SRY  (sex-
determining region
Y),
JIOKAJIM30BAHHBIM Ha
Y-xpomocome. [en
SRY KOJIUPYET
dakTop  pa3BUTHA
ssmuka. Ortotr JIHK-
CBSI3BIBAIONINHT
OCJIOK HMHIYIUPYET
TPAHCKPHITIIHIO
IpyTUx T€HOB,
HaIPABJISIOIINX
mudpepeHIPOBKY
STMUYEK

TOJIBKO TIOJIOBBIE KJIETKH
¢ kapuotunom 46,XX.
Bo3MoskeHn wu oOpatTHbIii
BapuaHT. IlepBuuHbIC
MOJIOBBIE KJIETKH 46,XY
MOTYT  WHAYLUUPOBAThH
TCHBI, KOTOpBIC
HAIPaBISAIOT
nudGepeHITPOBKY
COMAaTUYECKUX  KIJIETOK
46,XX B IIOJIOBBIX
TSDKAX 1o nyTH
dbopMHUpOBaHHS TUUKA




IPOTOK

44 cyt OnurenuanpHble TSDKA B | B anmurenuanbHbIX -
SIMYKE. KJIETKax
Ha 7-it nenene YCUJIUBAETCSA
sMOpUOreHe3a SUYHUKN | DKCIIpeccus reHa
OTAEIIIOTCS OT SRY,
MepBUYHBIX Mouek. U3 JIOKAJIM30BAaHHOTO
LEJIOMHYECKOTO Ha Y-Xxpomocome (B
SIUTEINNS MOJIOBOTO TSXKa | pe3yJIbTaTe
BIIyOb ME3CHXUMHON KOPKOBOE BELIECTBO
CTPOMBI BpacTaroT JiereHepupyeT
KOPOTKHE MOJIOBBIE (ocTaercst TOJIBKO
LIHYPBI, COAepKaIne OenouHas
NIEPBUYHBIE TTOJIOBBIE o0oJouKa), a
kietku. [lepBuunbie MOJIOBBIE THYPBI
MIOJIOBBIE KIICTKU MIPEBPAILAIOTCS B
Pa3MHOXKAIOTCS U U3BUTHIE CEMEHHbIE
MIPEBPAILAIOTCS B KaHAJIBIIBI,
OOTOHUU ANUTENNATbHbIE
KJICTKH TTOJIOBBIX
ITHYPOB
g hepeHIUPYIOTCS
B kietku Cepronu, a
ME3E€HXHUMHbBIE
KJIETKA MO3TOBOT'O
BEIIeCTBAa — B
kieTku Jleliaura)
55 cyr benounast o6omouka - -
SAMYKA.
NHTtepcTuninanbHbie
KJIETKU IMYKa
7,5 HI' Haunnaercs 3aceneHue - -
HAJMOYEUYHUKOB
xpomaUHHBIMU
KJIETKaMU
9 HI' Juddepennnponka K 9-if Henene Ecnu npoaykiust unu

MIOJIIEPOBBIX MIPOTOKOB.
Ecnu psanom ¢
MIOJIIEPOBBIM TIPOTOKOM
HAXO/UTCSI HOPMaJIbHOE
SIMYKO, TO ATOT MPOTOK Ha
9-10-it Henene
aMOpHoreHe3a
JeTeHEPUPYET.
JHerenepanus
o0ycioBieHa pakTopoM
perpeccuu MIOJIIIEPOBBIX
IPOTOKOB

aMOpHoreHe3a
kietku Cepronu
HAYMHAIOT
CEKpPEeTHPOBATH
(dbakTop perpeccuun
MIOJUIEPOBBIX
MIPOTOKOB (B HHOM
cllydae MIOJIJIEPOB
MIPOTOK CTaJl OBl
MAaTKOH,
(hamronueBsIMU
TpyOamu, BepXHei
YaCThIO BIIaraJIMINaA),
a KJIeTKU

Jlefinura —
TECTOCTEPOH
(yckopsieT pa3BUTHE
BOJIb(HOBOTO

nercreue pakropa
perpeccuu MIOJUIEPOBBIX
IIPOTOKOB HAPYLICHBI
WIIN €CITU PSZIOM C
MIOJUIEPOBBIM IPOTOKOM
HAXOJUTCS SUYHUK, TO
U3 3TOTO MPOTOKA
dopmupyroTcs
MaTo4Has Tpyoa,
MOJIOBUHA TeJla MaTKU
(koTOpas mo3xe
CpacTaercs C
MIPOTUBOIOJI0KHOMN
IIOJIOBUHOMW) Y BEPXHUE
JIBE TPETH BJIarajuiia.
[Ipu nucrenesznun
SUYHUKOB
¢dbopmupoBaHue




MPOTOKA, TIPUBOIUT
K 00pa30BaHUIO vas
deferens, ceMeHHBIX
IIY3BIPEKOB U
MIPUIATKOB SIUYEK)

TIPOU3BOIHBIX
MIOJIJICPOBBIX IPOTOKOB
HE HapyIIaeTcst

11 HI Cparenue - -
JTaOMOCKPOTATBHBIX
BBICTYIIOB. 3aKpBITHE
CPEIUHHOTO IIBA.
3aKpbITHE YPETPAIBHOIO
yTIIyOJICHHUS.
3aBeplIaeTcs perpeccus
MIOJUUIEPOBBIX CTPYKTYP
12 HI' Knerku Jletinura B - -
SMYKaX.
IIpumopauanbHbIe
(bOITNKYIBI B SMYHUKAX
AnunouibHbIe TPAHYIIBI
B KJIETKax
ageHorunodusa.
14 HI' Juddepennmpoka - TecToctepon HE
BOJIB()OBBIX  MPOTOKOB. muddyHaupyer Ha
Ecnu paaoM c IIPOTUBOMNOJIOKHYIO
BOJIB()OBBIM  MIPOTOKOM CTOPOHY 3apojiblllia U
HaXOJIUTCSI HOpPMaJbHOE OTOMY neicTByeT
SIMYKO, TO MeXay 9-ii u TOJILKO Ha OJIMDKHUI K
14-i1 HepensaMu W3 ATOTO SIMYKY BOJIL(OB MPOTOK.
npoTtoka  (GopMHUpPYIOTCS Ecu xe psgom ¢
MIPUIATOK ANYKa, BOJIb(OBBIM  MPOTOKOM
CEMSIBBIHOCSIIIIMIA TIPOTOK, HAXOJWUTCS SUYHUK WA
CEMEHHOW TMY3bIpeK | eciu SIUYKO HE
CEeMSIBBIOPACHIBAIOIIN I CEKPETHPYET
MIPOTOK TECTOCTEPOH, 3TOT
MPOTOK JIETEHEPUPYET
16 HI' bazodunsHbie TpaHybl B - -
KJIETKaX aJIeHOTunodu3a
20 HT Ha 17-20-i  wenmene | K 5-6-my mecsmy B oTnnune ot guudka,
sMOpHOreHe3a aMOpHOTeHe3a SIMYHUKH MOTYT
OKOHYATEIIbHO oOpazyercst okosio 7 | neauddepeHIpoBaThCs

bopmHpyeTcss CTPYKTypa
SUYHUKOB.  DOIITHKYIIBI

Ha PAa3HbIX cTagusax
CO3peBaHUsA  00pa3yroT
KOPKOBOE BEIIIECTBO
SIMYHHKA.

Y HOBOpOXAECHHON
JIEBOYKH HMMEETCS OKOJIO

1 ™uH  OMIHKYIOB.
Yacts (b oTMKyI0B
IIO/IBEpraeTcss  aTpe3ud,

TaK 4YTO K MOMEHTY
HACTYIUICHHS MEHapxe B
sugaUKax octaerca 400
000 (hOJITNKYIIOB.

MJTH OOTOHHEB.
Oxkouo 15 %
OOTOHHEB
npesparaercs (0e3
JIEJICHUSI) B OOLIUTHI
I mopsinka, a
OCTaJIbHBIC
JIETCHEPUPYIOT.
Oorutst [ mopsigka
BCTYMaroT B 1-¢
JIeJICHHEe Melo3a,
KOTOpOE
OJoKHpyeTCs Ha
cTaauu mpodassl.
OnHOBpEMEHHO

W TpeBpamiathCs B
COEIMHUTEIBHOTKAHHBIE
TSOKEBUHBIC
o0OpazoBaHwUsI.
Bo3MmoxxHBIE  ITPUYMHBI
neaudepeHInpoBKI
SIMYHUKOB:

a.) U3 ooronmeB He
oOpa3yroTcst oomuThl |
nopsijKa

6.) Oonuts! | mopsinka
HE CIOCOOHBI K
MEUOTHYECKOMY
JeTICHUIo (Hampumep,
MIPY AHCYIUTOWIUU WIIH




Mosrosoe BEIIIECTBO
COCTOHT u3
COCIMHUTEIILHON TKaHM,
B KOTOpPOM  IPOXOIAT
KPOBEHOCHBIE COCYIbI U
HEPBbI

MIPOUCXOUT
pacuJieHeHHe
MOJIOBBIX IIHYPOB, U
o0pa3yroTcs
MPUMOpPAUATIbHBIE
(bOMIUKYIBI.
Kaxnprit
IIPUMOP AU ATIbHBII
dhommKy
COAEPKUT OOLHUT |
MOpPsJIKa, TOKPBITHIN
OJIHMM CJI0EM
AIUTENNATbHBIX
KJIETOK. 3aTeM
HaYMHAETCS
CO3peBaHue
($hOTUKYITOB:
BOKPYT 0OIIUTa
obpazyercs
po3payHast
oboouka (zona
pellucida);
ANUTEINATbHbBIC
KJIETKU
paspacraroTcs 1
dhopmMupyIOT
MHOTOCJIOMHBIN
SMUTEINN —
TPaHYJISAPHBIA CII0U
(zona granulosa).

B nanpneiimem y
dhomnukyna
MOSIBIISICTCS
BHEUIHSS 000JI0UKa
(theca folliculi),
oOpa3zoBaHHas
ME3EHXUMHBIMHU
KJIETKaMU U
IUIOTHOM
COETUHUTENbHOMN
TKaHbIO.
Meiiotnueckoe
nenenue oouuta |
nopsIKa
BO300OHOBIISIETCS
TOJIBKO B 3pebIX
(IpeoBYIATOPHBIX)
dhommKynax mozu
piusiHUEM JIT'

XPOMOCOMHBIX
abeppanusix). BepositHo,
MMEHHO TaK
pa3BUBAIOTCS
TSKEBUHBIE TOHAIIBI Y
JIeBOYEK C CHHIPOMOM
Tepnepa (kaprOTHUTIBI
45 X nnmm
46,X[delXp-]).

B.) Bokpyr oouuroB He
bopMupyrOTCS
(bomKyIBI

22 HI'

Ilon BiusaHuem
TECTOCTEPOHA
MIEPBUYHBIC TTOJIOBBIC
KJIETKM B U3BUTBIX
CEMEHHBIX KaHaJIbIax




mudepeHIupyOTCS B
CIIepMaTOrOHUH (3TO
MPOUCXOAUT Toce 22-i
HEJICIIN )

24 HI' Cokpanienue yucina - -
KJIETOK Jleiaura
28 HI' OnyckaHue sim4eK — Kucte! suuyHuKOB

1-#f rox Xu3HU U
nanee

IIepnonnueckue -
BBIOPOCHI 3CTPOTECHOB.
Jlerenepanus ¢eTanbHON
30HBI KOPBI
Ha/IMOYEYHHUKOB

dopmupoBaHe HApYKHBIX MOJIOBBIX opranoB [10, 11, 13-19]

Tabnuya 3

Bo3spact nocie

OCHOBHBIE 3JIEMEHTHI MOP(HOJIOTHIECKOTO Pa3BUTHS

ITopoku pa3Burus,
KOTOPbIE€ BOBHUKAIOT B

3auaTHs
9TO BpeMsl
3HI K 3-i1 nenene smOpuorenesa hopmupyercs DKCTpodusi MOYEBOTO
KJI0aKaJIbHass MeMOpaHa, epeKphIBatoIIas 3a{HIOI0 | IMY3bIps B COUETaHUU
kumky. Crnepean ot Hee 0Opa3yeTcst HenapHbIi C TIOPOKAMH Pa3BUTHS
MOJIOBOM OYropok, aTepaibHO — JBE MOJIOBHIE MIPOU3BOIHBIX
CKJIaJIKK MIOJUIEPOBBIX U
BOJIb()OBBIX MPOTOKOB
(30 cyr —
Hapylaercs
BpacTaHue
MOITYITOYHOMN
ME3EHXUMBI
B KJIOAKaJIbHYIO
MeMOpaHy)
6 HI' K 6-i1 Henene kiioakanbHas MeMOpaHa pa3fensiercs | —
Ha MOYENOJIOBYIO M 33 THEIPOXOTHYIO MEMOPAHBI
7HI' B HOpME y IIIOA0B MY>KCKOIO 110J1a IO J€UCTBUEM | —
TECTOCTEPOHA STUYEK MPOUCXOANUT yBEIMUCHHE
M0JIOBOTO OyropKa M cpacTaHHe MOUYEOIOBBIX
CKJIaJIOK B I'y04aThle Teja MoJ0BOro 4jieHa u
ry0uaTyio 4acTh MOYEHUCITYCKATEIbHOTO KaHaja, a
ryOHO-MOIIIOHOYHBIX CKJIaJI0OK — B MOIIOHKY. Jlo 8-
il Helenn BHYTPHYTPOOHOTO Pa3BUTHUS HAPYKHbBIE
MOJIOBBIE OpPTaHbl y IJIOJ0B JIOOOTO MoJIa KEHCKUE
U B OTCYTCTBUE aHAPOTEHHOUN CTUMYISIIUN
TaKOBBIMH M OCTAIOTCS
8 HI K 8-ii Henene kinoakaiabpHas MeMOpaHa Hapymenust Ha aToM

MPEBPAIIAETCS B MOUYCTIONIOBYIO OOPO3JIKY CIIepen
nu Ba,Z[HeﬂpOXOI[HO-HpHMOKI/II_He‘IHBII\/'I KaHaJl C3au.
[TonoBeIe CKIIaIKu pa3enaOTCa Ha 2 mapbl
CKJIQJIOK: MOYETOJIOBbIE CKJIAJIKU, PACTIONO0KEHHbBIE

JTamne pa3BUTHUSA
MPUBOJAT K aTPE3uu
3aJHEro Mpoxoza, K
HKCTPOGHUH MOUYEBOTO




MEIUATbHO U OKPYXKAIOIIHE MOYEIIOTIOBYIO
00pO3/IKYy U TYOHO-MOIIIOHOYHBIE CKIIAJIKH,
pacrosoXeHHbIe JaTepanbHo. Bee 3Tu coObITHS
IPOUCXOIAT 10 (HOPMUPOBAHHMS MTOJIOBBIX KEJIE3 U
HE PEryJIMPYIOTCS TOPMOHAMHU

My3BIpS WIN
(bopmMHpOBaHHUIO
BPOXJEHHOW KJIOAKH,
K TPAHCTIO3HUIINH
MIOJIOBOTO YJIeHa

Y MOIIOHKHU (TI0JIOBOM
Oyropoxk
bopmupyercs
KayJaJibHee MOJIOBbIX
CKJIAJIOK), K areHe3uun
MIOJIOBOTO YJICHA.
Takue anomanuu
O0OBIYHO 00YCIIOBIJICHBI
HapYIICHUSIMHA
paHHUX ATAroB
aMOpHoTreHesa,

a He HapyUICHUSIMU
TEeHETUYECKOTO U
TOHAJTHOTO TOJIAa WK
CEKpEeLMH MOJIOBbIX
TOPMOHOB

8-11 HI"

Pa3nnuns My»KCKUX U )KEHCKUX HAPYKHBIX
IIOJIOBBIX OPT'aHOB IMOSABJIAOTCS NOCIIE 8- Helenu
sMmbOpuorene3a. HampasneHue pa3BUTHS HAPYKHBIX
MOJIOBBIX OPT'aHOB OTPEAETAETCS MOJTOBBIMU
TOPMOHAMH, TIPEIKIEC BCETO TECTOCTEPOHOM.

VY mnoga My>»KCKOTo I0Jia TECTOCTEPOH,
o0Opa3yromuiics B SUYKax, ¢ KPOBBIO JOCTUTAET
MOJIOBOT'O OyroOpKa, TIe peBpaaeTcs GepMeHTOM
S-anbda-peayKTa3oi B TUTHIPOTECTOCTEPOH.

VY mnoaa *KEHCKOTOo 1MoJjia YpOBHU TECTOCTEPOHA B
KpPOBH B HOpME O4eHb Hu3kue. [Toatomy
nHau(PepeHTHBIC HAPY)KHBIC TIOJIOBBIC OPTaHBI,

chopMupoBaBiuecs K 8-if Heelne aMOpuoreHes3a, B

JAbHENIIEM MOBEPraloTCs JIHILIb
HE3HAYMUTEJIbHBIM U3MeHeHUsIM. [1o10BO# Oyropok
MpPEBPAIAETCS B KIUTOP, KOTOPBINA MOXKET
YBEJIMYUBATHCS O] ACHCTBUEM aHIPOT€HOB HE
TOJILKO BO BHYTPHUYTPOOHOM IEPHOJIE, HO U MOCIIe

POXKICHHS

JIByporas maTka
(HapymeHue
CpacTaHus HUKHEN
4aCTH MIOJUIEPOBBIX
nporokoB — 10 Hen.)

12-14 HT’

VY mioga My>KCKOro moJia
MoOYerosioBasi 00po3jika
CMellaeTcs BIepe/, ee
Kpast (MOYeToJIOBbIE
CKJIQJIKH ) CPaCTarOTCA,

u k 12-i1 nenene
dbopmupyeTcs Tyouaras
4acTh
MOYEHUCITYCKATEeILHOTO
kaHana. ['yoHo-
MOILIOHOYHBIE CKIIaJK1
CpacTaroTcs B KayIalbHOM
HarpaBJIeHUH, 00pa3ys
MOILIOHKY

V miiona »KeHCKOro
0JIa MOYETIOJIOBBIE
CKJIA/IKH OCTAIOTCS Ha
MPEKHEM MECTe U
00pa3yroT MaJbie
MIOJIOBBIC TYOBI.
['y6GHO-MOIIIOHOYHBIE
CKJIaJIKK
YBEJIMYUBAIOTCSA, HE
CMEIIasACh, U
IpeBpalalTCs B
OOJBIIIKE MTOJIOBBIC
ryOBI, a MOYETIONIOBAs
0opo3/Ka ocTaeTcs

T'unocmagus
(HapymeHue
cpacTaHus
MOYEITOJI0BBIX
ckiagok — 12 HI).
N30BITOK aHIPOTEHOB
Ha pa3HbIX CPOKaX
IMOpHOTeHe3a
MIPUBOIUT K Pa3HbIM
a"HoManusaM: 0o 14-i
HEIECIN OH BBI3BIBACT
runepTpoduio
KIIUTOpA, YBEIHUCHUE
OOJIBIINX IMOJIOBBIX




OTKPBITOM, 00pazys

ry0 ¥ uX cpacTaHue

MpeaaBepue (Tornma oHu
BJIarajuiia. HaIllOMHUHAIOT
Ilonoxenue MOIIOHKY) U aTPe3ul0
Hapy>KHOTO OTBEPCTHS | Bilarajauuia; nocie 14-
MOYEHCITYCKATEIbHOTO | ¥ HEeAEIU — TONbKO
KaHaJla ONpeeNsieTcs | TUInepTpoduio

K 14-ii Henene KJIUTOpA

sMmOpuorenesa. Ha
OoJee Mo3THUX
Ccpokax 3MOpuoreHesa
AHAPOTEHBI YK€ HE
CIIOCOOHBI BBI3BIBATH
cpacTtaHue ryoHo-
MOIIIOHOYHBIX
CKJIQJIOK U CMEIIICHUE
MOYETIOIOBBIX
CKJIQJIOK BIIEpe]

16 HI' dopmupoBaHue ryoyaTon - DTOT nmpouece
4acTH Hapymraercs npu
MOYEHUCITYCKATEeIbHOTO HeJ0CTaTKe
KaHaja 3aKaHYMBaCTCS K TECTOCTEPOHA U
4-my mecsIy JTUTUIPOTECTOCTEPOHA
sMOpHOreHes3a, Koraa WIIH U30BITKE
9KTOZIepMa MOJIO0BOTO aHTaroHMCTOB
YJIeHa UHBAarMHUPYET B aHJIPOTCHOB
MIPOCBET (mporectepoHa)
MOYEHCITyCKaTeIbHOTO
KaHaja

28 HI' OnyckaHue suyeK - Kpunropxusm

[TonoBast muddepeHnmanus y mioja HaYHMHACTCS B 6—7 Helenb OepeMeHHOCTH. B ot
CPOKH ILTOJ UMEET KaK KCHCKHE (MIOJUIEPOBBI), TaK M MYKCKHE (BOJIb()OBHI) MMOIOBBIC MyTH. M3
MIOJUIEPOBBIX TIPOTOKOB Pa3BUBAIOTCS MAaTOYHBIC TPYObI, MAaTKa U BEPXHSS YacTh Biaraiuiia. M3
BOJIb(OBBIX TMPOTOKOB pPA3BUBAIOTCS CEMSBBIHOCALINE MPOTOKH, NPUIATKH U CEMEHHbIE
ny3blpbku. «Ilo yMomuaHWIO» MYyTh OWMOTEHIMAIBHBIX TOHAN M BHYTPEHHHX CTPYKTYp —
pasBuTHe 10 xeHckomy Tuny. [log neiictBueM cnenumdudeckoro reHa SRY (koaupyet daktop,
oTnpeneNnsiomuil QyHKIMU SUYKOB), PACHOJIOKEHHOTO HAa KOPOTKOM IuIedYe Y-XPOMOCOMBI, Y
IUIOZIOB MYXKCKOTO I0JIa aKTHUBUPYETCS KackaJ] COOBITHI, 3aBepiuaronuiics auddepeHunanmei
roHaja B sMYKO ((popMupoBaHHE TOHAJAHOTO TONa). J[Ba KIIIOYEBBIX T'OPMOHA MPOU3BOISATCS
AUYKaMU: TECTOCTEPOH (BbIpabaTbiBaeTcsi KieTkamu Jleiinura um yckopsieT pocT BoOJb(OBBIX
IPOTOKOB) M MIOJUIEPOBAa WHTHOMpYOMmas CyOCTaHIMS WM aHTHMIOJUIEPOB TOPMOH, (hakTop
perpeccus MIOJUIEPOBBIX TMPOTOKOB. AHTHUMIOUIEPOB TOPMOH BBIJENSIETCS CEPTOJIMEBBIMU
KJIETKAMH U BBI3BIBAET PETPECCHUI0 MIOJIEPOBBIX MPOTOKOB. Ilpu ero orcyrcTBHHM, U3
MIOJIJIEPOBBIX TIPOTOKOB  (HOPMHUPYIOTCST MaTKa, (aulonmueBbl TPYyObl ¥ BEPXHSSI YacTh
Biaranumia. HemoctaroduHoe pasBUTHE SHUYKA MOXKET OBITH OOYCIOBIEHO OIHOCTOPOHHHM
COXpaHEHHUEM MIOJUIEPOBOM CTPYKTYPHI U perpeccueii Bomb(GOBOM CTPYKTYPHI.

[Ipon3BOACTBO TECTOCTEPOHA SIMYKAaMU HW3HAYalIbHO OOYCJIOBICHO JeicTBUEM
YeJIOBEYECKOro MIIAEHTAPHOTO XOPHOHUYECKOTO0 TOHAIOTPOIMHA, MOCHIE 3aBEPIICHUS] IEPBOTO
TpuMecTpa OepeMEeHHOCTH — TOHAJOTPONMHAMM THNOGHU3a IO, CHCTBYIOIIMMH Yepes3
peuenTopsl  JIIOTEMHU3UPYIOIIET0 TOpMOHAa. MecTHOe TpeBpalleHHe TECTOCTEpOHA B
JTUTUAPOTECTOCTEPOH TOA JeiicTBueM (epMmeHTa S-anbda-penykTassl (KOTOPBIH B BBICOKHX



KOHI[EHTPAIUSAX HMMEETCS B 000JOYKaX TeHUTAIWN) MPUBOAUT K MACKYJIWHU3ALUU TOJIOBOTO
Oyropka, CIMSHUIO JTJAOMOCKPOTAIBHBIX CKIAI0K, (POPMHUPOBAHUIO MOIIIOHKH U TTOJIOBOTO YJICHA
(KpUTHYECKHE COOBITHS, IPOUCXOSINNE B IEPBOM TPUMECTPE).

Jnst popMupOBaHUS HOPMAIBHBIX BHYTPEHHHX W BHEIIHHX MYKCKUX TECHUTAIUH
HEOOXOIUMO Hamnuue (QYHKIHOHATBHBIX PEIENTOPOB K aHAPOTeHaM B TKAHSX-MUIICHSX.
VY mI010B KEHCKOTO T0J1a JTa0HOCKPOTAIBHBIE CKIIAJKH OCTAIOTCS HECOCTUHEHHBIMH, M KIIUTOP
HE YBEITUUMBACTCS 0€3 BIUSHUS IUTHAPOTECTOCTEPOHA.

OTcyrcTBHE BIMSHUN TECTOCTEPOHA M AHTHMIOJUIEPOBA TOPMOHA TIPUBOIUT K
WHBOJIIOIIMHA BOJIB()OBBIX MPOTOKOB U AUPGEPEHIHANN MIOJUIEPOBBIX MPOTOKOB B KEHCKHE
BHYTPECHHUE TTOJIOBBIC OPTaHbl.

O6e X-XxpoMOCOMBI HEOOXOIUMBI Ul HOPMAJIbHOTO Pa3BUTHS, 1D (HEepEeHIUPOBAHUS U
(YHKIMOHUPOBAHUSI SIMYHUKOB. Y JKCHIIMH, HWMEIOMHUX OJHY X-XpOMOCOMY (CHHIPOM
[lepemeBckoro-TepHepa), OOHAPYKHBAIOT AaHOMAJIbHYIO TMOJIOBYIO JAU(QEpEeHIHAIHIO.
VYV nmamueHToB c CUHIPOMOM [llepemeBckoro-TepHepa TOHA/IBI MIPEJCTABIICHBI
COCTMHUTEIIBHOTKAHHBIMH TSKAMHU.

@DEHOTUITMYECKHUN TI0JT ONpEACseTCs B KOHIIE TIEPBOTO TpUMecTpa OepeMEHHOCTH.
[Tocne mepBoro TpumecTpa OEpeMEHHOCTH BHYTPEHHHE IOJOBBIE OPraHbl HE pPEarnupyrT Ha
TOPMOHAIIFHYIO CTHMYJISIIMIO. HapykHble TONOBBIE OpraHbl  yxke chopMupoBaHbl (32
UCKITIOYCHHEM MPOJODKAIOIIETOCs pearupoBaHus MOJOBOTO 4WiICHAa Ha aHAporeHsl). Ecnu Ha
JIEBOYKY Ha MPOTSHKCHHUU TEPBOTO TPUMECTpA BIMSET H3IHUIIEK aHIPOTEHOB, €€ KIUTOP H
1abUOCKpOTaTbHBIC CKIAAKN OyIyT BUPUIN30BaHbL. BIusHUE TECTOCTEpOHA BO BpEeMs BTOPOTO U
TPETBEro TPUMECTPA MPHUBOAWT K YBEIUYCHUIO KIUTOPA, IOTEMHEHUIO U TIOTPyOCHHIO
1aOUOCKPOTATBHBIX CKIIAIOK, HO HE K CIUSHUIO MOJIOBBIX T'YO.

Bo BTOpoM ® TpeTheM TpHMECTpE YBEIHMUYEHHE IIOJIOBOTO YJICHAa W JI03pPEBaHUE
MOIIIOHKH 3aBUCAT OT TECTUKYISIPHBIX aHIPOTEHOB, KOTOPHIE CTUMYIUPYIOTCS TOHAIOTPOITHHOM
runodus3a ioAa. DHIOTCHHBI TOPMOH POCTa TaKXKe CIIOCOOCTBYET POCTY IMOJIOBOTO YIICHA.
Bricokas BHyTpUyTpOoOHAss KOHIICHTpAIUsl TECTOCTEPOHA MOXKET BJIMSTh Ha MO3T, ONpEAemsis
JanpHelIee moBeneHre u GopMUPOBaHNE TEHACPHON HACHTU(DUKAITUH.

OnpeaesieHUe NCUXOCEKCYA/IbHOTO Pa3BUTHUA

HCHXOCCKCY&J’IBHOG Pa3BUTUC TPAAUIHWOHHO ITIOHUMACTCA KaK TP KOMIIOHCHTA:

. «reHiepHas UISHTU(DUKALNS WU CaMO-TIPEICTABIICHUE YEIIOBEKOM Ce0sl B POIIH
MY>KYHMHBI WU KECHILHUHBI;

. «reHJepHas poJyiby  (TUNHUYHOE JUIsl TI0JIa TOBEJEHHE), OINUCHIBAOIAS
MICUXOJOTHYECKHE  XapaKTePUCTUKH —  TMOJIOBOM  aumopdusM B oOuieit
MOMYJISIIIAY, HAIIPUMEP, MPEATIOYTCHHE UTPYILIEK WU (PU3NIECKast arpecCus,

. «CEeKCyallbHasi OpHUEHTAlWs» WJIA HaIlpaBJI€HUE HSPOTHYECKOTO HMHTEpeca

(reTepocekcyaibHbIe, OMCEKCYaIbHbIE, TOMOCEKCYaIbHBIE).

Ha ncuxocekcyanbHoe pa3BUTHE BIUSET MHOXKECTBO (DAKTOPOB, TAKHUX KaK BO3JIEHCTBUE
AQHJPOre€HOB, T€HOB TOJIOBBIX XPOMOCOM, CTPYKTYp MO3ra, a TaKKe€ COLMAJIbHBIX U CEMEHHBIX
obcrositenscTB. Y nui ¢ HIIP vame Bo3HMKaeT reHAEpHOE HEIOBOJBCTBO WMJIIM HEIOBOJBCTBO
CBOEH TMOJOBON mNpuHamnexHocTelo. Hampumep, nesouku, umeromune BI'KH, npu Ttsxenom
T€YeHUH 3a00JeBaHUs, OOYCIOBIEHHOM OINpEACNeHHbIMU MYTAIlUsIMH, a COOTBETCTBEHHO, U
Oonee BBIpOXEHHOW BUPWIM3ANMEW, 4Yalle WrpalOT C UCPYIIKAMH JJIS  MaJbYUKOB.
C mpeHatanbHBIM ~ BO3JCWCTBUEM  aHJIPOT€HOB  CBsI3aHbl ~ Takue  ICHUXOJIOTMYECKHE
XapaKTEPUCTUKH, KaK MAaTEPUHCKHUIM UHTEPEC U CEKCyalbHasi OPUECHTALIUS.

Pe3ynbrarhl uccienoBaHuii Ha TPhI3yHAX MOKA3bIBAIOT, YTO T€HBI MOJOBBIX XPOMOCOM
MOTYT HEMOCPEACTBEHHO BIMATH Ha CTPYKTYpbl MO3ra M renjepHoe noseaeHue. [lonoBbie
pa3uuus B CTPYKTYpax TOJOBHOTO MO3ra (JINMOWYECKOW CHCTEMBI, siiep THIOoTalaMyca) ObLTH
BBISIBJICHBI Y Pa3HbIX BUOB KMBOTHBIX. B3aMMOOTHOIIIEHUS MEXY CTPYKTYPHBIMU Pa3InYUsSIMU
TOJIOBHOTO MO3Ta M Pa3IMYUSAMHU TCUXOCEKCYaJIbHOTO pa3BUTHSA HE TOJHOCTHIO H3YUEHBI.
UccnenoBanus maMeHTOB, UMEIOIINX CUHIPOM MOJHON HEUYBCTBUTEIBHOCTU K aHAPOr€HAM, HE
MO3BOJIMJIM BBISIBUTH TOBEJICHUECKYIO POJIb TEHOB Y -xpomocomsl [7, 10, 12, 20].



I'maBHass mens neuenuss aeredd ¢ HIIP u mpaBunbHOro BBIOOpa MoONa — H30EKATH
pa3BUTHS T€HACPHON AUCHOPUH.

[IpyynHbI HApyLIEeHUS 10J10BOM AU PepeHMPOBKUA

B MOMEHT OIUIOAOTBOpPEHHS ONpEACseTCs TeHETHYeCKHH Mo 3apojblma (Habop
MIOJIOBBIX XPOMOCOM B 3Hrotre). I'eHeTHueckuil mos mpemonpenenseT CTaHOBICHUE T'OHAIHOTO
nosia (popMHUpOBaHHE MYXKCKHX JIMOO KEHCKHX TOJIOBBIX JKeJie3). B cBoo ouepenb, roHaaHBIHA
10J1 00YCIIOBITMBAET CTAHOBJICHUE (PEHOTUITMYECKOTO MoJia ((hOpMUPOBAHHE TOJIOBBIX MPOTOKOB
Y HapYXXHBIX MOJIOBBIX OPTAHOB IO MY>KCKOMY JIN0O TI0 )KEHCKOMY THITY).

[TomoBass nuddepeHupoBka MOXKET HapymaThcs Ha Jr0O00M drtane. [IpuduHbL
HapymieHus mojoBoi auddepenuupoBku no H. JlaBuny (1999) mpencraBieHbI ClenyOMAM
obpa3zom.

A. IlpuuuHbl HapylIIEHUI reHETUYecKoro noja [16]

1. U3meHenuss uuciaa WIM CTPYKTYpbl TMOJOBBIX XpomocoM. Hampumep, kiaccuueckue
BapuaHThl cuHapoma Knaitndensrepa (kapuotun 47,XXY) u cunapoma lleperneBckoro—
Tepuepa (kapuotun 45,X) 00ycCIIOBIEHBI HEPACXOXKICHUEM TTOJIOBBIX XPOMOCOM B MeH03€
npu ramerorenese. Cunapom lllepemeBckoro—TepHepa Takke MOXKET OBITH 0OYCIOBIICH
neneruei ogHoi u3 X-xpomocom (Hanpumep, 46,X [delXp—-]).

2. Mozaunusm 1o nonoBbiM xpomocomaM (XX/XY). Takoit Mozaumm3mM 0OHAPYKUBAETCS Y
TPETU OOJBHBIX C UCTUHHBIM TepMadpoauT3MoM (oBoTecTUKYIspHbIM HITP).

3. ToueuHble MyTallMM TE€HOB Ha XpoMocoMmax (Hampumep — MyTtauuu reHa SRY Ha Y-
XpoMocome). YKa3aHHbIE MYTallMH, TPEICTaBICHbl HaMU B TaOywuie 4, COCTABIEHHOMN IO
CBOJIHBIM JIUTEPATYPHBIM TaHHBIM.

Tabauya 4
I'ensl, yuactByromue B popmuposanuu HITP [10, 21-23, 52]
T'en Benok Jlokanu | Hacaeno | I'onambl Mronne | Hapyxusble DeHoTUNIMYECKUE
3anus BaHUE POBBHI TIOJIOBBIE TIPOSIBIICHHS
CTPYKT | OpraHsl
ypbI
46, XY HIIP
AHOMaINY OJTHOTO T€Ha
WT1 Tpanckpunuo 11p13 AD Hucrenern | +/— Ilo xeHnckoMy Onyxons BunbMmca,
HHBIH (akTop YecKue THITY HJIH TOYEYHBIC AaHOMAIIUH,
SAUYKH HeauddepeHur | OImyXoJH MOJOBBIX
pOBaHHbIE ctpykryp (WAGR,
Denys-Drash u
Frasier cuHIpoMsl)
SF1 (NR5AL) S nepHsbiit 9933 AD/AR Hucrenern | +/— Ilo >xeHCKOMY Bonee Tsoxensre
peuenrop TF YecKue THUITY WIH (eHoTHIIIUCCKUE
SIMYKHU HemuddepeHy | MposiBICHHS
pOBaHHBIE BKJTIOYAIOT
HEePBUYHYIO
HAZNOYCYHHUKOBYIO
HEZ0CTaTOYHOCTD;
YMEpEHHBIE —
YACTHYHYIO
JICTEHE3UIO TOHA
SRY TF Yplli3 | Y Hucrenern | +/— Ilo xeHnckomy -
4ecKue THITY WIH
SUYKH WA HeauddepeHun
ovotestis pOBaHHBIC
SOX9 TF 17924- | AD Hucrenern | +/— ITo sxeHcKOMY Kammnromennueckas
25 YecKHe TUILY UK JUCILIa3Us
SIMYKY WX e depenm
ovotestis pOBaHHbIE
DHH CurHanbHast 12q13.1 | AR Nucrenern | + Kenckue Tsoxensie
MOJIEKYJIa 4ecKue (beHoTHNNUECKHE
SAUYKH HPOSIBICHUS
BKJIFOYAIOT
MHUHHDACUUKYISPHY




10 HEBPOIIATHIO;

B JIPYTHX CITyqasx —
U30JIMPOBaHHAs
JCTeHe3Nsl TOHaL

ATRX T'enuxaza Xql33 | X Jucrenern | — Ilo xeHnckomy o-TajacceMus,
YecKue THITY, YMCTBEHHAst
SIMYKU HemupGepeHn | OTCTAOCTh
POBaHHBIEC WX
MYKCKUE
ARX TF Xp22.1 | X Hucrenetn | — Hemuddepenun | Jluccanuedanus,
3 YyecKue pOBaHHBIE SMUIICTICHUS,
SIUYKH HEeCcTaOMIBHOCTD
TeMIepaTypel
Hapymenusi mo;10Boro (TeCTHKYJISIPHOI0) Pa3sBHTHS: XPOMOCOMHBIE H3MEHEHHS ¢ yIAaCTHEeM KJIIOUeBbIX T€HOB
DMRT1 TF 9p24.3 Mouoco | Hucrenerny | +/-— Ilo xeHnckomy YMmcTBeHHas
MHEIe €CKHe SUIKU THUITY WIH OTCTaJIOCTD
JleJIeuu Henud depeHnn
pOBaHHbIC
DAX1 (NROB1) | SImepHsiit Xp21.3 | dupXp2l | Oducrenes +/- ITo eHCKOMY -
peuenrop TF CEMEHHUKOB TUITY WIH
U SIHYHUKOB HeauddepeHun
pOBaHHbIE
WNT4 CurHanbHast 1p35 duplp35 | Hducrenernu | + Hemuddepenu | YmcrBeHHas
MOJIEKyJIa €CKHE SUIKU pOBaHHbIE OTCTaJIOCTD
HapymeHusi CHHTE3a TOPMOHOB MJIM MX (pyHKIMHU
LHGCR Penenrop G- 2p21 AR Suaku - ITo sxeHcKOMY I'unomsiasust KJIETOK
Oenxa TUILY WJIH Jletigura
Henud depeHnn
pOBaHHbIE, HIIN
MHKPOIICHHUC
DHCRY DepMeHT 11q12- AR Snuxu - Ilepemennble Cunnpom Cmura-
13 Jlemnn-Onura:
MHKporedanus,
KOPOTKHH HOC
C OTKPBITBIMH BIIEPE
HO3JPSIMH, TITO3,
CHHIAKTHIIHUS
BTOPOTO-TPETHIO
TIAJIbLIEB, 3a/IePIKKa
pocra, 3aiepiKKa
HEpBHO-
HCUXHYECKOTO
pa3BUTHSA, CEPICUHbIC
U BUCLICpATIbHBIE
HApYLICHHUS
StAR Muroxonapuan | 8pll.2 AR Snuxu - Ilo xeHnckomy BJKH nmunounnas
BHBII1 THITY (dopma (nepBuyHas
MeMOpaHHBIi HA/IMIOYCYHNUKOBAS
0eIoK HEJ0CTaTOYHOCTD),
HapyIIeHUEe
nybeprata
CYP11A1 DepMeHT 15023- AR Snuxu - Ilo xeHnckoMy BJKH (mepBuunas
24 TUILY UK HA/IIIOYCYHUKOBAsI
HemuddepeHy | HeIOCTaTOYHOCTE),
pOBaHHBIE HapyIICHUE
nybeprarta
HSD3B2 depmeHT 1p13.1 AR Suaku - Hemuddepenim | BIAKH, nepBuunast
pOBaHHBIC HaJIIOYEYHUKOBAs
HEJIOCTaTOYHOCTb,
YaCTHYHAS
AHJPOTeHHU3AIHS
BBI3BaHA
THOBBILICHUEM YPOBHS
JernIpO3NHaHIPOCTE
poH-Cynbdara
CYP17 DepMeHT 10024.3 | AR Snuxu - Ilo xeHnckomy BJKH, runeprensus

THUITY WK
Henu GepeHnn
pOBaHHEIE, WITH
MHKPOIICHHC

BbI3BaHA
MOBBIICHUEM
YpOBHEH
KOPTHKOCTEPOHA U
11-




JIe30KCUKOPTHKOCTEP
oHa (3a UCKJIIOYCHHEM
U30JIMPOBAHHOMN
17,20-nua3Hoi
HEJIOCTaTOYHOCTH)
POR (P450 Jounop 7911.2 AR Snuxu - Myxckue umm CMeniaHHbIe
OKCHJIOPEIYKT | DJIEKTPOHOB HequbdepeHy | MposBICHUS
aza) CYP pOBaHHbIC nedunutos 21-
(depmeHTOB THAPOKCHIa3bl, 17a-
ruapokcunasst / 17,20
-1IMa3bl, apoMaTasbl,
HHOT/IA B COYCTAHUH
C KPaHHOCHHOCTO30M
(curgpom Antley
Bixler)
HSD17B3 depmeHT 9922 AR Suaku - ITo sxeHCKOMY Yacruynas
THITY WIH aHAPOTeHU3ALN
HeauddepeHun | B IEPHOJ OJIOBOTO
pOBaHHBIE CO3PEBaHUS,
MOBBILICHO
COOTHOIIICHUE
AQHJPOCTEH/INOH / TECT
OCTEpOH
SRD5A2 depmeHT 2p23 AR Suaku - Hemuddepenun | Yacruynas
POBaHHBIC WJIH aHAPOreHU3ALU
MHKPOIICHHC B [IEPHO]I IIOJIOBOTO
CO3peBaHus,
MOBBILICHO
COOTHOIIICHUE
TECTOCTEPOH / TUTUAP
OTECTOCTEPOH
Antumionepo | CurnambHast 19p13.3 | AR Suaku + HopmanbHbie Cunapom
B TOPMOH MOJICKYJIa -13.2 MY)KYHHBI MEePCUCTUPYIOIIETO
Penenrop Cepun-tpeonnn | 12913 AR Snuxu + Hopmanbaeie MIOJIJIEPOBA MPOTOKA;
AQHTHMIOJUICPOB | KHHa3a — MYKYHHBI Hapy>KHBIE MOJIOBEIE
a ropMoHa TpaHCMeMOpaHH OpraHbl 0 MYKCKOMY
Bl penenTop TUILY, JBYCTOPOHHUI
KPUITOPXU3M
Peuenrop S nepHblit X0g11- X SAnuku - ITo xeHnckomy denorunuyeckuit
aH/IPOTeHOB peuenrop TF 12 THUILY, CHEKTP: OT CUHApPOMA
HequdepeH | MoNHOM
pOBaHHbIE, HE4yBCTBUTEIBHOCTH
MHKPOTICHHC K aH/IpOreHam
I (>KEeHCKHE HapyKHbIC
HOpMaJIbHbIC TOJIOBBIE OPTaHbl) U
MYKCKHUE CHHIPOMa YaCTUYHON
HE4yBCTBUTEIBHOCTH
K aHJ[pOTreHaM
(uexuddeperunpona
HHBIC TCHUTAJINHU) JI0
HOPMaJIbHBIX
MYKCKUX
TeHUTAIINH / 6ecIion
ust
46, XX HITP
HapyuieHusi mo10Boro pasButusi (pa3BUTHS SINYHUKOB)
SRY TF Ypll.3 | Tpaucno | Snuku mnmm - Myxckue umm -
Karus ovotestis Henud depeHnn
pOBaHHBIC
SOX9 TF 17924 dupl7g2 | Heompenene | — Myxckue umm -
4 HHBIE HequdGepeHu
pOBaHHbIE
M36bITOK aHIPOTEHOB
HSD3B2 DepMeHT 1p13 AR Snunux + Kmuropomeranu | BJAKH, nepsuunas
s Ha/IMOYCYHUKOBAS
HEJJ0CTATOYHOCTb,
YaCcTHYHAs
aHAPOTeHU3ALN
BBI3BaHHAsI U30BITKOM
JernIpO3NHaHIPOCTe
poH-Cynbdara




CYP21A2

DepMeHT

6p21-23

AR

SIuaHuK

Henuddepenun
POBaHHBIC

BJIKH,
¢denoTunuueckuit
CHEKTP OT TSKEION
COJIbTEPAIOLIEH
(hOpMEI, CBSI3aHHOIT C
HaJIIOYEYHHKOBOH
HE0CTaTOYHOCTBIO,
JI0 TIPOCTOM
BUPUIBHON (OPMEI C
KOMIIEHCHPOBaHHOU
byHkumei
HaJIIOYEYHUKOB,
HOBBIILICHUE
ypoBHs17-
TUJIPOKCHUIIPOIECTEPO
Ha

CYP11B1

DepMeHT

8q21-22

AR

SluaHuK

Henuddepenun
POBaHHBIE

BJIKH, runepten3us
BbI3BaHA
MOBBIIICHUEM
ypoBHeif 11-
JIECOKCUKOPTH30JIa 1
11-
JIE30KCUKOPTHKOCTEP
OHa

POR (P450
OKCHIIOPEAYKT
asa)

Honop
3NIEKTPOHOB
CYP

(hepmeHTOB

7q11.2

AR

SluuHuK

Henuddepenun
POBaHHBIE

CwMenraHHbIe
HPOSIBICHUS
neduuutos 21-
rupokcuiassl, 17a-
ruapoKcHiasel/17,20-
JMa3bl, ApOMaTassl, B
COYETaHHN C
KPaHHOCHHOCTO30M
(cunapom Antley
Bixler)

CYP19

DepMeHT

15q21

AR

SluaHuK

Henuddepenun
pOBaHHBIC

MarepuHckas
aHJPOTEHH3AIHS BO
BpeMsI OepeMEeHHOCTH,
OTCYTCTBYET
pa3BHUTHE IPYAU B
MepHO/] TOJIOBOTO
co3peBaHus (3a
UCKITIOUYEHUEM
PEIKUX CIIy4aeB)

T'moxokopTHKO
HUJHbIE
peLenTophl

Snepubiit
peuentop TF

5031

AR

SIMaHIK

Hemuddepennn
pOBaHHEIC

IloBblIeHUE ypoBHEH
AKTT, 17-
TUIPOKCHUIIPOr€CTEPO
Ha U KOPTH30J1a;
oTpuIlaTeIbHas
JeKcaMeTa30HOBas
npo6a (manueHThl
TETEPO3UTOTHBIE TIO
mytamu CYP21)

Ipumevanns: TF — TpanckpunumoHHsI pakTop, AD — ayrocomHO-n1oMuHaHTHOE, AR — ayTrocomHo-penieccuBHoe, Y — Y-
xpomocoma, X — X-xpomocoma, BJIKH — BposkneHHast qUCOYHKIHS KOPBI HAJIIOYCIHUKOB

b. Hapywenus conaonozo nona (maoa.2, 3)

JuddepeHnrpoBka MoJIOBBIX XKeje3 CIpaBa U clieBa MPOUCXOIUT HezaBucUMO. [losTomy
UX THUCTOJIOTHUECKOE CTPOCHUE MOXKET pa3inyaTrbci. B OZHOM MOJIOBOM TsDKE MOTYT
OJIHOBPEMEHHO (OpPMHUPOBATHCS pa3Hble TMOJIOBBIE Jkene3bl. Hampumep, uCTHHHBIE
repMadpoIUThl UMEIOT C 00EUX CTOPOH SIMYKO M SUYHHWK B BHJIE €IUHOTO OOpa3oBaHUs
(oBoTecTHC), TMOO HA OJTHOM CTOPOHE pacIoiaraeTcs SUIKo, a Ha APYrod — SUYHUK.

B HOopM™me pazBuTHe simuek ompenensercss reHoM SRY, JOKanM30BaHHOM Ha Y-XpOMOCOME.
OpnHako 3TOT reH 0OHapY>KUBAIOT Y HEKOTOPBIX OOJBHBIX C TOHAJHBIM U (PEHOTUITUYECKUM
MY>KCKHM TIOJIOM, HE HMMEIONIUX Y-XpPOMOCOMEI. BeposTHO, B Takux ciydasx reH SRY
MEPEHOCUTCSI Ha X-XPOMOCOMY WJIM Ha ayTOCOMY B pe3ylbTaTe TPaHCIOKAIUH. SWYKu
MOryT (HOpMHUPOBATHCSI U y OONBHBIX ¢ KapuotunoMm 46,XX, He umeronmx rena SRY.



[IpenmonaratoT, 4ro y TakuxX OOJBHBIX HMMEIOTCSI MYTAaHTHBIC T€HBI, HAIPABJISIOIINC
b depeHIIMPOBKY MOJTOBBIX TSXKEH B IMUKH, @ HE B SIMUHUKH.

3. Ha stame murpanuu nepBUYHBIX TOJOBBIX KIETOK B TOJOBBIE TSXKM MOTYT BO3HHMKAThH
CJIeyIOIIe aHOMAJUU:

a. Kapuorunbsl nepBUYHBIX TOJIOBBIX KIIETOK M COMAaTUYECKHX KIIETOK MOJOBBIX
TSDKEH HE COBMAAarOT (Hampumep, kieTka 46,XX MUTpUPYET B IOJIOBOU TSK,
oOpazoBanHblii kieTkamu 46,XY). IlepBuuyHble TOJOBBIE KIETKH OOBIYHO
norubaioT, U (HOpMUPYETCS «CTEPUIIbHOE» SUYKO, HE cojepiKallee MOJIOBBIX
KIeTok. OAHAaKO y HEKOTOPbIX OOJBHBIX TMPH ONpPECNCHHBIX YCIOBHSIX
MEPBUYHbBIC IOJIOBbIE KJIETKHM BBDKHBAIOT. Torga SHUYKO COJEPKUT TOJIBKO
II0JIOBBIE KJIETKH ¢ KapruoTunom 46,XX.

0. Bo3moxen u oOparHbiii BapuanT. [lepBuunble mosoBbie KieTku 46,XY Moryr
MHAYLMPOBATH T'€HbI, HAIMPaBISAIONME TUPHEPEHIIMPOBKY COMATUIECKUX KIIETOK
46,XX B MOJIOBBIX TsDKaX MO MyTH (POPMHUPOBAHUS SIMUKA.

4. Botrnuume OT sHMYKA, SUYHUKKA MOTyT neaudQepeHrpoBaTbcs U MPEeBpalIaThCs B
COEIMHUTEIIbHOTKAHHBIE TSKEBUIHBIE 00pazoBaHus. Bo3MoxHBIE MPUUMHBI HApylIEHUN
T GepeHIIMPOBKHU IMYHUKOB:

a. U3 ooronues He 00pa3yroTcs oonuThl I mopsiaka.

6. Oouurtsl | nopsinka He cnocoOHBI K MEHOTHYECKOMY JAETCHHIO (Hampumep, Ipu
aHEeYIUIOWIUU WM XPOMOCOMHBIX aleppauusx). BeposTHo, HMeHHO Tak
pa3BUBAIOTCS TSKEBUAHBIE TOHAJBI y AeBouek ¢ cuHAapomoM lllepemeBckoro—
Tepuepa (kapuotumnsl 45,X win 46,X [delXp—]).

B. Bokpyr oounToB He GopMHUPYIOTCS (POTUTUKYIIBL.

Takum o0pazoMm, [isi pa3BUTUS SIMUHUKA HEOOXOJMMO HE TOJBKO HajIu4due
HOPMAJIbHBIX X-XpOMOCOM B KJIETKaX IIOJIOBBIX TSOKEH, HO M HaJIU4He
HOpPMaJIbHBIX 0OIUTOB I mopsizika.
5. BeposiTHO, Ha U HepeHInPOBKY MOJIOBBIX JKEJIe3 BIUSAIOT U JIPYTHE, T0OKA HE U3BECTHBIC
daktopsr [16].

B. Pazeumue nonoswvix npomoxog (mabon. 2 u 3)
Tecrocrepon He nupGyHIUPYET Ha MPOTUBOIOIOXKHYIO CTOPOHY 3apOAbINIa U MOTOMY
NENCTBYET TONBKO Ha OMMKHHM K MUKy BOJIb(OB MpoToK. Eciu xe psaoM ¢ Boib(pOBbIM
IPOTOKOM HAXOIUTCS SIMYHHUK WIIM €CJIU AUYKO HE CEKPETUPYET TECTOCTEPOH, 3TOT MPOTOK
JereHepHupyerT.
Ecnmu nponykuust wiu jAedcTBHE (PaKTOpa perpeccud MIOJJICPOBBIX TMPOTOKOB MM
MIOJUIEPOBOM MHTHOMPYIOIIEH CyOCTaHLIMK HAPYLIEHBI, UM €CIIU PSJOM C MIOJUIEPOBBIM
IPOTOKOM HAaxXOAMTCSA SUYHUK, TO M3 3TOTO0 MPOTOKa (HOPMUPYIOTCS MaTouyHas Tpyoa,
MOJIOBMHA TeJla MaTKHU (KOTopasi MO3Ke CPacTaeTcsi C MPOTHUBOMOJIOKHOM MOJIOBUHOMN) U
BEpXHHUE [BE TpPETH Blaranuia. SWYHUKA HE Yy4YacTBYIOT B AU(PPEPEHIUPOBKE
MIOJUIEPOBBIX ~ MPOTOKOB, IO3TOMY TMpPH JUCT€HE3UH SAUYHUKOB (POpPMHUpPOBaHUE
IIPOU3BOJHBIX 3THUX MPOTOKOB HE HapywmaeTcs [16].

I'. Pa3BuTHE HAPYKHBIX MMOJOBBIX OpraHoB (Tabi. 2 u 3)
Ha 3-8-it HI' ¢popmupyercs kinoakaibHass MeMOpaHa, IMEepeKphIBaroIas 3aJHIOI0 KHUIIKY,
oOpasyercsi HemapHbIN MOJOBOM OYropoK, JIBE MOJIOBBIE CKiIaaku. KimoakansHas MmemMOpaHa
paszensercs Ha MOYEINOJIOBYIO M 33JHENPOXOAHYI0 MeMOpaHbl, a K &-if Henene
IpeBpallaeTcs B MOYENOJOBYIO OOpO3JKY CHEpEeId U 3aJHENpPOXOTHO-TMPSIMOKHUILICYHBIN
KaHall c3aau. Bce 3TH coObITHA MPOUCXOAAT 0 (POPMHUPOBAHUS IMOJOBBIX JKEIe3 M He
perynupyioTcsi TopmoHamMu. HapyiieHus Ha 3TOM 3Tamne pa3BUTHS MPUBOAST K aTpe3uu
3aHEr0 MPOX0Ja, SKCTPOPHUH MOYEBOrO IMy3bIps WIM (OPMHPOBAHUIO BPOXKICHHOM
KJIOAKH, TPAHCIO3UIMKA TIOJIOBOTO WIEHa U MOLIOHKM (KOrJa TOJIOBOW OYyropok
dopmupyeTcsi KaynajabHee MOJIOBBIX CKIA/IO0K), a TAK)Ke areHe3uH MOJOBOro wieHa. Takue
aHOMAJMK OOBIYHO OOYCIIOBIICHBI HAPYIICHHSIMH PaHHUX OSTaloB 3MOpHOTEHE3a, a He
HapyIEHUSIMUA T€HETHUECKOTO U TOHATHOTO T0JIa WM CEKPELIUH TOJIOBBIX TOPMOHOB.



2.  Pazmuums MyXCKMX W >KEHCKHUX HAPYKHBIX TOJOBBIX OpPraHOB MOSIBISIFOTCS MoOciie 8-i
HeJenu SMOpHoTeHe3a:

a. Ilpormecc dhopMupoBaHus TYOUaTOW 4acTH MOYEHCIYCKAaTeIbHOro KaHama (¢ 8-t
HI" no 4-ro mecsma rectanuu) ¥ MOIIOHKH HAapyIIAeTCs MPU HEIOCTATOYHOCTH
TECTOCTEPOHA M JUTUAPOTECTOCTEPOHA WIIM M30BITKE aHTarOHHUCTOB aHAPOTECHOB
(mporectepoHa).

6. VY mnona jKeHCKOTo TMoJia YPOBHH TECTOCTEPOHA B KPOBH B HOPME OU€HBb HHU3KHE.
[TosTomy AN DEpeHTHBIE HAPYKHBIEC TIOJIOBBIE OPTaHbl, CPOPMHUPOBABIIUECS K
8-it Henene aMOpHoreHes3a, B JaabHEHIIIEM MTOABEPTAIOTCS JIUIITh HE3HAYUTEITLHBIM
n3MeHeHUsIM. M30bITOK aHAPOT€HOB Ha pa3HbIX CPOKax 3MOpHOreHe3a MPUBOIAUT
K pa3HbBIM aHOMaNusAM: M0 14-ii Hemenu OH BBI3BIBACT THUMEPTPOPHUIO KIUTOPA,
yBeIWYeHUE OOJBIIUX TOJOBBIX T'y0 W MX cpacTaHHe (TOrJa OHM HAIIOMHUHAIOT
MOIIIOHKY) U aTPe3ui0 Barajiuiia; mnocie 14-ii Heaenu — TOJNBKO TUIEPTPOPUI0
kiuTopa [16].

KiMHn4Yeckas oneHKa

bonpmmHcTBO mposiBiaenuit HIIP  oyeBHmHBl B mHepHOJie HOBOPOXKICHHOCTH, a
COOTBETCTBEHHO, BBISBIISIIOTCS MPU IEPBUYHOM OCMOTDE.

HopManbHblii JOHOLIEHHBIM MaJbYWMK MMEET JUIMHY MOJIOBOTO 4J€Ha HE MeHee 2,5 cMm
Opd HM3MEPEeHMH OT BETBEH JIOOKOBOW KOCTH 40 Bepxywmku rojoBku (puc. 1). Cpemnue
MOKAa3aTeJIM JIJTUHBI TIOJIOBOTO WICHA Y HOBOPOJXKIEHHBIX MaJbYUKOB CO CPOKOM rectaruu 30
Hend. — 2,5 oM, 40 men. — 3,5 cM. Sluuku nepeMeniaroTcss B MOLIOHKY Ha MNPOTSDKEHUU
nocyienHux 6 Henenb OepeMeHHOCTH. OOBeM sSiUYKa y JIOHOIIEHHOTO HOBOPOXKIEHHOTO — B
cpeanem 0,52 mi.

Puc. 1. AHOMaJIbHOE CTPOEHHE HAPYKHBIX reHuTa Uil [15]

A — Hepocrarounas BupwiIM3anusi Yy Maibuuka (pa3JBOCHHAas  MOIIOHKA,
runocnaausi). B m C — Bupunuzanust y AeBOUYKH (KIMTOPOMETAIMS, MOIIOHKOOOpPa3HbIE
Oo0JIbIINE MTOJIOBBIE T'yOBI, MOYETIOIOBAS [1a3yXa)

HopMmanbHas noHOIIEHHas J€BOYKAa UMEET KIMTOp ImupuHOW MeHee 6,0 mMm. CpenHue
MOKa3aTeNIn JJIMHBI KJIUTOpa Il JOHOIICHHBIX AeBOYeK — 4,0 MM, mMpUHBI — 3,32 MMm.
Hanuyue BarmHaJIBHOTO OTBEPCTHS YKa3bIBaeT Ha oTcyTcTBHE d(dekta anmporenos [7, 10, 11,
14-17, 24-26, 28].

[TposiBnenust HIIP y gereit crapmiero Bo3pacta W B3pOCIBIX BKIIOYAIOT B ce0s: paHee
HEPACIIO3HAHHBIC HAPYIICHUS TMOJIOBOM Au(QPEpeHIINPOBKHU; MAaXxOBble TPBDKUA Y JACBOYEK,
HECBOEBPEMEHHOE MO0 HEIMOJIHOE MOJIOBOE CO3PEBAHUE; BUPWIN3ALIIO Y JIEBYIIEK, IEPBUUHYIO
aMEHOPEI0, Pa3BUTHE IPYAH Y MAIbYMKOB, IMKIMUECKYIO TEMAaTypUIO Y MaJIbuuKoB [7, 16, 24].

['maBHBINM MpU3HAK HAPYIIEHUN MONOBON AU (PEepeHIIMPOBKH — aHOMAJIBHOE CTPOCHHE
HApY)XHBIX TCHUTAIMA Yy HOBOPOXXIEHHBIX (OT TMOYTH HOPMAIBHBIX MKEHCKHUX JO IMOYTH
HOPMAJIbHBIX MYXCKUX, HE TO3BOJIAIONIEE ONpEACTUuTh MOoJ pebdeHKa) WM CleayIolne
npobaemsr [10-12, 14, 15, 17]:



*  sIBHBIC IPU3HAKH HEOIPEICIIEHHOCTH, HApUMeEpP IKCTPO(Us KII0AKH;

*  BCPOSTHBIC JKEHCKHE TEHUTAINU C YMJIUHEHHBIM KIUTOPOM, 3aJHUM CIHASHHEM
MOJIOBBIX T'YO MIJIM TaXOBOM TPBIKEH;

*  BCPOSTHBIE MY)KCKHE TCHUTAIUM C JBYXCTOPOHHMM HEOIIYILEHUEM SHYEK,
MHUKpO(hanocom;

*  IIEPUHEOCKpOTalbHAs THUIIOCHAAMS ¢ WM 0e3 MUKpodanoca, Aaxe MpH OMYIIEHHbIX
SIMYKAX;

*  OJHOCTOPOHHUH KPUITOPXU3M U TMIIOCHA/ANs, OCOOCHHO MPOKCUMANIbHAs;

*  OJHOCTOPOHHHUH KPUNTOPXU3M C MUKpO(dazocoMm;

*  HECOOTBETCTBHE BHEIIHUX IOJIOBBIX OPraHOB IIOJY, ONPEAECICHHOMY AHTEHATaIbHO
(mpeHaTaNbHbI KAPHOTHI);

*  acUMMeTpHus Ja0HOCKPOTANBHBIX CKIAJOK C WK 0€3 KpUITOPXHU3Ma;

*  CeMEHHBIN aHaMHe3 HAPYIIEHUH I10JI0BOT0 Pa3BUTHS.

Jns omucaHus TEHUTAIMK Yy JEeTell C HMHTEPCEKCYaJbHBbIM CTPOECHUEM HapYXKHBIX
TIOJIOBBIX OPTaHOB MCIIONB3YIOT mKany A. Prader (puc. 2).

® o ® & [
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Puc. 2. CteneHb BUPHIU3ANUN HAPYKHBIX MOJOBbIX OPranos (uurt. mo [15])

I crenenp — HebOonpmas rtuneprpodus KiIUTOpa 0€3 BUPHIM3AIUH, BXOJ BO
BJIarajiuiie, pa3BUTUE MaJIbIX U OOJBIINX MOJOBBIX I'y0 HOpMaibHbIe; I crenens — HamewaroTcs
MPU3HAKKW BUPWIM3ALMKA KJIWTOpa (TOJOBKA, KAaBEPHO3HBIC TeJa), OONBIIME TOJOBBIE TyOBI
YBEIUYEHBI, MaJIble — HEIOpPa3BUThI, BXOX BO Biaramuuie cyxed; III crenens — ximrop
KPYIHBIA C TOJOBKON M KpalHEW TUIOTHIO, HATIOMUHAIOIIMK TOJIOBOM WIeH, OOJIBIIINE TOJIOBBIC
ryObl MOIIOHKOOOpa3HbIe, 00Iee OTBEPCTHE YPETPhl U Baraluiia — ypOr€HUTAIbHBIA CHHYC,
KOTOPBIA OTKPBIBAETCS Y KOPHS KJIUTOpa MO TUITY MOIIOHOYHOW rumnocnaauu; IV crenenp —
KJIUTOP MEHUCOOOPA3HbI C MEHWIBHON YpeTpol, OTKPBIBAIOIICHCS Ha HIDKHEH MOBEPXHOCTH
WIH TI0J] TOJIOBKOM KIIUTOpa, OOJIbIINE MOJIOBbIE TYOBl HE OTIUYAIOTCS OT MOILIOHKH, CPalICHbI
10 cpenHel MuHUK; V CTeNeHb — MEeHUCO00Pa3HbIi KIMTOP HUYEM HE OTIMYAETCs OT MOJIOBOTO
YJIeHa MaJIbYMKa COOTBETCTBYIOIIETO BO3pacTa C OTBEPCTUEM YPETPhI HA KOHIIE I'OJIOBKU

Knunndeckue mposiBiieHUs BUPWIM3ALUKA Yy HOBOPOXKICHHBIX J€BOYEK BapbUPYIOT B
3aBUCUMOCTM OT BpPEMEHH, JUINTEIBHOCTH U TSKECTH BO3AECUCTBHUS TECTOCTEPOHA BO
BHYTpuyTpoOHOM mepuoze. Omnpenenstorcs TUneprpo@ust KIUTOpa, YPOTEHUTAIBHBIN CHHYC
(Hapy>KHOE€ OTBEPCTHE YpEeTphbl M BIIATAIMINA, OTKPHIBAIOIICECS] OJHUM OTBEPCTHEM Ha
MIPOMEKHOCTH, 3aJHEH MOBEPXHOCTHU, OCHOBAHMM WJIM TOJIOBKE KJIUTOpa), KOPOTKas IOJIOBas



menb (OTHOUIEHHWE PAacCTOSHUSA OT aHyca A0 Y3JC€YKH IOJIOBBIX T'yO/aHyca /10 OCHOBaHMSA
knutopa > 0,5), MomoHKooOpa3Hbie OOJBIINE TOJOBBIE TyObl. BHYyTpeHHHE TOJIOBBIE OpTraHbI
c(OpMHPOBAHBI MO >KEHCKOMY THILy B CBSI3U C OTCYTCTBHEM MIOJUIEPOBO HHTHOMpYIOIIEH
cyocraniuu [10-12, 14, 15, 17].

VY MaJbuMKOB HapylieHHe (OPMHUPOBAHUS HAPYKHBIX TEHUTAIUHM (HEZOCTaTOYHAs
BUPWIM3ALMS) 3aKII0YAaeTCs B THUIOIUIa3MM TIOJOBOTO WIEHA, MPOMEXHOCTHOH, CTBOJIOBOM
TUIIOCTIAIUH, PACIICIUICHUH W THIOIUIA3UM MOUIOHKU. SIMYKM yaiie He OOHapyXHBalOT, HO
WHOTZIa MX MOXHO NpOINaJblIMpOBaTh B IaXOBBIX KaHajmax. HemomHas MacKyJIWHHU3aLUA
MJIQJIEHIIa MYXXCKOTO II0Jla IPOMCXOAMT BO BpEMsl KPUTHUUYECKUX 3TalloB  IOJOBOM
nuddepeHnmanum  u3-3a JAePEKTOB IMPOU3BOJICTBA TECTOCTEPOHA WJIM €r0 HEAOCTaTOYHOM
(GyHKLNY, a TaK)KEe HEUYBCTBUTEIBHOCTH TKaHE! K JeHCTBHIO TecTocTepoHa. /lnarnocrtuka HITP
Yy HOBOPOXKJEHHBIX MaJbYMKOB OOBIYHO SIBJSETCSI OoJiee CIOKHOM AMAarHOCTUYECKOM 3amayei,
YeM Yy JEBOYEK M3-3a TpYIAHOCTeH B Jud@epeHIranud H30JIMPOBAHHBIX YPOT€HUTAIbHBIX
ne(eKTOB W TOpPMOHAIBHBIX pacctpoiictB [10-12, 14, 15, 17]. Tem Oomnee, 4Tro wyacToTa
BBISIBJICHHSI aHOMAJIBHOTO CTPOEHUS IOJIOBBIX OPTaHOB COCTaBisieT mpuOmusurensHo 1 Ha 300
HOBOPOXKJICHHBIX, pacpoCcTpaHeHHOCTh ke nposisnenuit HIIP 1 va 5000 [27, 29].

S. F. Ahmed et al. (2011) npennoxxeHa MeToarKa pacdeTa OleHkH pucka Hamuyus HITP
y ManpuukoB (puc. 3) [27]. OObekTuBH3AIMS OIEHKH CTEMEHW BHEIIHEH MaCKYJIMHU3AIMN
JOCTUTAeTCs 3a CYET CYMMMPOBAaHHUs OalJIbHOM OIIEHKH KaXKJIOTro NPU3HAKA: CKPOTAIbHOTO
CIMSIHUSA, HAJWYUS MHUKPOIIEHHCA, PACIIOJIOXKEHUsS OTBEPCTHS MOYEHCITYCKATEIbHOIO KaHaia,
pacmonokeHusi su4ek. MakcuManpHoe KonmdecTBo OamioB — 12, CoriacHO JaHHBIM,
MOJy4YEeHHBIM aBTOpamu, puck Hammuus HIIP Bo3pactaer mpu omenke <11. I'pynma gerer ¢
nogo3penreM Ha HIIP, koropsie TpeOyrOT 0053aTeNbHOrO JalbHEHIIEr0 KIMHUYECKOTO H
1ab0paTopHOTro OO0CIIEeOBaHMS BKJIIOYAET NAlMeHTOB C H30JMPOBAHHOM MPOMEKHOCTHOM
TUIIOCTIaIUeH, W30JUPOBAHHBIM MHUKPOIIEHHCOM, H30JIMPOBAHHON KIMTOPOMErajue, o000
dbopMoOli CeMEeMHOW THUIOCMAaaud M TeX, KTO HMMEET COUYETaHWE BPOXKIACHHBIX aHOMAJUH C
CYMMapHOM OLIEHKOM MacKynuHu3aumu < 11 [27].

3 da Het HopmManbHo
2 AuctansHo
JNlabnockpoTanbHo | | Jlab1ocKpoTansHO 1,5
1 CpefHe MNaxoBas MaxoBas 1
0,5
0 Het la pOKCUMANbHO ABAOMUHAN. UAN A6aoMUHAN. UAK 0
He BbIABAAETCA He BbIABAAETCA
E /bl CkpoTantHoe MuKporeHHe OTBepcTue MNpaBad roHaga JleBast roHasa Ea/i/ibl
C/nAHne ypeTpsl (nokannsauma) (nokanuzaums)
Puc. 3. Ouenka creneHu MacKyJMHU3AUNHM HAPYKHBIX MOJOBBIX OPraHos [27, 28]
OnTumasibHOE BeJ€HHuE IIaUEHTOB
OnTuMalibHOE  KJIIMHHYeCKoe Benenue mnamueHToB ¢  HIIP momkHO  BKIIIOYaTh

cienyromue MoMeHTsl [9, 10, 14, 17, 18, 25, 27, 30]:

HoBopoxxeHHbIE HYXIAIOTCSI B CPOYHOM 00CIIEI0BaHUM U IIOCTOSHHOM HaOJIOAEHUH,
IOCKOJIbKY y HUX TpH comibTepsioei ¢opme BI'KH Moryt pa3BuTbCS «KpU3 MOTEPH COJIN»
C Pa3BUTHEM IIOKa.

Heo6xoanMo kak MOXHO ObICTpee BBISICHUTH INPUYMHY aHOMAJIMU TOJIOBBIX OPTaHOB,
YCIIOKOUTh U OOHAIEKUTh POAMUTENEH U BMECTE€ C HUMHM BbIOpaTh Uil peOeHKa I0j, KOTOPOMY



Jy4Ille BCETO COOTBETCTBYIOT CTPOCHHE W (DYHKIUS IMOJIOBBIX OpraHoB. [IOCKONBKY OT 3TOTO
OyZIeT 3aBUCETh MPOBOUMAs peadMINTAlUs U TeHIEPHOE BOCITUTAHHE.

Jlo TmpoBeneHUs JKCHEPTHOM OIEHKH Heo0XoauMo wu30erath MpekIeBPEMEHHBIX
BBIBOJIOB O TIOJIOBOM MPHUHAJICKHOCTH HOBOPOXKIEHHOTO, HE YHNOTPeONATh TIeHIEepHO-
cnenuduyeckrue MMeHa u ooparmienus (ooydueHue meacectep! u moapoOHOE, a TITaBHOE MOHATHOE
pa3bsACHEHUE CUTYALIUH POJIUTEISIM).

Ms1 He cinydaliHO Hanucaau — MOHATHOE. [logdepkHeM, IMOHATHOE HE IOKTOpPY, a
poautenaM. Ilouemy MbI Ha 3TOM 3aocTpsieM BHUMaHue? J[eno B TOM, YTO MHOTO JIET 3aHUMAsICh
MpernojaBaHieM B By3e, Mbl OOpAaTUIM BHUMAaHHE HA OJUH, B OOIIEM-TO, XOPOIIO H3BECTHBIN
(akT: JI01 BKIAABIBAIOT B OHO U TOKE CIOBO aOCOIIOTHO Pa3HbIM CMBICI. A TOTOM BO3HUKAET
3aKOHOMEpHOE HenonoHuManue. [losTomy Bpau Bcerna JOMKEH YOSTUThCS: POAUTENH TOHSLIIH,
4yTO OH cKazan? Mnu yto onu nousun? YUto Obl HE MOKA3aThCs TOJIOCIOBHBIMU, MPUBEIEM OUYEHb
4acTo YHoTpedsisieMoe CIOBO: «penurus». Korma chpammBaenib, 4To OHO 0003HA4aer, TO
OTBETHl MOTYT OBITh CaMble pa3Hble (3aMETHM, YTO 3a 3THMH OTBETaMH, KPOHUTCS BeElb
omnpeJieJIEHHOe TTOHUMaHue): «Bepa B boray, «BepoyueHne», «MUPOIIOHUMAHUE», «PUTYAIbD) U
T. 1. Penko KTO BCIOMHHUT, YTO MPOMCXOXKJIECHUE ATOrO CJIOBa JaTMHCKoe — religare. A eciu
BCIIOMHUT, TO Y IIOMMET KaKOM CMBICII BJIOXKEH B 3TO CJIOBO. DTOT JIATHHCKHH IJ1arojl 0003HadaeT
CBA3BIBaTh, COCAUHATH. TO e€cThb CcOoeNMHATh uyenoBeka ¢ borom. MIMEHHO Tak TpakTOBaJ 3TO
CJIOBO OyakeHHbIM ABrycTuH. ECTh M MOXO0XHE TPAKTOBKU: «BO3BpaT K cebe». K cebe Takomy
COBeplIeHHOMY, Kak TeOsi corBopmil Co3natens. MHOTIa yKa3blBalOT, YTO BIIEPBBIE 3TO CIIOBO
O0bu10 Mcnonb3oBaHo Ilutnieponom (I B 10 H.3.) B MPOTHBOMOCTABICHUU DPEITUTHU CYEBEPHUIO
(MuduueckoMmy BepoBaHHUI0). K coxaneHuto, WHOTJa C HAMU TPOUCXOJMUT TO, YTO OIHCAI
H. C. 'ymuzeB B mpuBEIEHHOM HIDKE CTUXOTBOpeHHH. He Xxorenock Obl, 4TO ObI M3-3a HAIIETo
HEMOHUMaHHUs, HEBO3MO)KHOCTH WJIM HE >KElTaHMsI TOHMMaHHUS CJIOB CTpajalu OOJbHBIE M HX
POAUTEIH.

Cnoso
B onblif 1eHb, KOT4a HAJL MUPOM HOBBIM
bor cxmoHsI THIO CBOE, TOTIa
CoHIle OCTaHABIIMBAIU CIIOBOM,
CnoBoM paspy1iany ropoza.

W open He B3MaxuBal KpbLIaMy,
3Be3/1bl XKAJINUCh B y’Kace K JIyHe,
Ecnu, To4HO po30BOE IUI1aMs,
C0BO IIPOIIIBIBAJIO B BBHIIIMHE.

A 11 HU3KOH YKW3HH OBUIH YHCIa,
Kak nomaminuii, nogbsipeMHbIN CKOT,
[ToroMy 4TO BCE OTTEHKHU CMBbICTIA
YMHOE 4HCIIO TIepeaacT.

[TaTpuapx cenoi, cedbe mox pyKy
[ToxopuBmuii 1 106po U 3710,

He pemasice 00paTuThCs K 3BYKY,
TpocThI0 HA IECKE YEPTHIT YUCIIO.

Ho 3a0b11n MBI, UYTO OCUSHHO
Tonbko cIOBO cpeib 3eMHBIX TPEBOT,
U B EBanrenuu ot MoanHa

Cka3zano, uro CioBo 3to0 — bor.

Mpg1 emy OCTaBUIIU TIPEACIIOM
CKynHBIE TIpEIebl €CTECTRA.



W, xax m14eiisl B yiibe OIyCTENIOM,
JlypHO aXHYT MEPTBBIE CIIOBA.
1921

JUis J[OCTM)KEHHs YCIHEIIHOTO pe3ysibTara JIEYEHMs, NalMeHThl ¢ HapyLIeHUEM
dbopMupoBaHHUS TIOJAa JOJKHBI OBITh 0OCHENOBaHbl B CIELUUATH3UPOBAHHBIX IIEHTpaXx.
DKcrepTHas OLEHKA J0JDKHA OBITh BBIOJHEHA C YYaCTHEM MYJIbTUAMCLUUIUIMHAPHON KOMaH/IbI
(HeoHATOJNOT, TEIUaTP-dHIOKPUHOJOT, IETCKUH XUPYpPr W /WA JACTCKUW YpOJIOT, JETCKUU
THHEKOJIOT, JETCKUN MCUXOJIOT / ICUXUATP, TEHETHK, Bpauld (PYHKIIMOHAILHOW U J1a00paToOpHOM
JTUArHOCTUKU U, €CIIM BO3MOXKHO, COLMaJbHBIA paboTHUK). KomaHna nomKHA TOCTUTHYTH
KOHCEHCYyCa B OTHOIICHUH JIUAarHOCTUYECKOTO IUIaHA BBEIEHUS OOJBHOIO, B OTHOILICHHUH
YCTAaHOBJIEHHS TOJa U BO3MOXKHBIX BApUAHTOB JICUEHHUS, NPEXKAE YeM JaBaTh KaKue-udo
pexkomenmauuu. B ugeane oOcyxneHue ¢ ceMbeil  MPOBOMAT  MPO(ECCHOHAIBI  C
COOTBETCTBYIOIIMMHU HaBbIKAMU OOIICHUS B MMOJAOOHBIX CUTYALIHSIX.

Ilpumep.
Yienbl MHOronpoMIbHONH KOMAaHAbBI M HMX poJb B o0ecre4YeHUH TOMOIIHN
MAIMEHTY U PoauTesam [27]

Heonarosor wim neauatp:
* HauanbHble OOBSICHECHHS.
* Benenue 601pHOTO peOCHKA.
* MHunuupoBaHue nepBoi JIMHUM 00CIIeI0BaHNUS.
» KOHCynbTalMu ¢ EAMaTPUUECKUMH Y3KHUMU crienaiuctaMu no Bornpocam HITP.
JIeTCKHii DHIOKPUHOJIOT:
* [lonpoOHbIe 00BACHEHNUS B TEUEHNE HECKOJIBKUX MOCEUICHHI.
* Beznenue 00npHOTO peOeHKa.
e MuTepnperanus NepBOM JMHUU HUCCIECIOBAHUN W TJIAHUPOBAHUE BTOPOM JIMHUU
o0cie10BaHMiA.
e OpraHuzanysi CBOEBPEMEHHOTO M HAJUIEKAIIErO0 Y4acTHsl APYIMX YJIEHOB
KOMaH/IbI.
* MHuumunpoBaHne MOHUTOPUHTA TOJATOCPOYHOUN TEpAUH.
JleTckuii paguonor:
* BrinonHeHue yiabTpa3ByKOBOrO 0OCHEAOBaHHUS, MHTEPIPETAlUs pPE3yJbTaTOB B
CONIOCTABJICHUU C OLIEHKOW BHEIIHEW aHATOMHUH.
* CyXJI€HHE O JOCTOBEPHOCTH PE3yJIbTaTOB.
JleTckuii yposor:
e TpakTOBKa HWMEKOIIMXCA JIAHHBIX, pazpaboTka IUIaHAa  JaJIbHEWUIIEro
o0crenoBaHusl.
* OObsICHEHHE TUTIOCOB U MUHYCOB PEKOHCTPYKTHUBHOU XUPYPIHH.
* BrimonmHeHue npouenyp, TaKuxX Kak JAmapoCKOMus, OUOMCHSI, PEKOHCTPYKTHBHAS
XUPYPTHUS U KaCTpALUS.
e OpraHuzanysi CBOEBPEMEHHOTO U HAJJICXKAILErO0 Y4acTHs APYrMX YJICHOB
KOMAH/IbI.
JleTckas mencecrpa:
* OOGecnieunBaeT OOIIYI0 MOJACPKKY JUIsl MAllMEHTa U POAUTENCH B JIOMOJHEHUE K
MOAJIEPKKE CO CTOPOHBI IPYTUX UJICHOB KOMAH/IbI.
* Opranu3zarus crenuaibHbIX 00CIeIOBaHUH.
* [TognepkaHue CBS3H C OCTATBLHOM YaCThIO KOMAHIbI, 0COOCHHO TICUXOJIOTOM.
[Icuxomnor:
* Crnernuanu3upoBaHHasl MOAJIEPKKA POIUTENCH BCKOPE MOCIIE POXKACHUS pEOCHKA.
* [lomnepskka pactymiero peOeHKa U pOIUTENCH.
* Pa3paboTka MHAWBUIYaTBLHOTO TUIAHA JIJIS KAXKIOH CEMbH.



* PykoBo/JCTBO KOMaHII0OH B BONpPOCaxX CPOKOB M TeMIa OOBSICHEHHSI COCTOSHUS
neTsiM 0oJiee CTapIIero Bo3pacTa U MOAPOCTKAM.

Knunandeckuii OMOXUMUK:

* CoxeiicTBHE CBOEBPEMEHHOMY aHAIIU3Y MPOO.

* Oxa3zaHue NOAJEP>KKHU CHEUATUCTaM B HUHTEPIPETALNH PE3yIbTaTOB.

* OrmnpeneneHne HAPaBICHHOCTH MOCIEIYIOMNX OMOXUMUYECKUX TECTOB.

* OGneryenue XxpaHeHus 00Opa3IOB JIJIs aHaTu3a Ha OoJiee TO3AHEM dTarle.

Kimanueckuii reHeTuK:

* CopeiicTBUE CBOEBPEMEHHOMY aHAJIW3Y KapUOTHUIIA.

* AKTHBHOE BeJIeHHE peOeHKa ¢ JUCMOP(PHU3MOM.

* HalGmromeHue 3a mporeccoM reHeTUYECKOT0 aHau3a.

» OOmnerdenne xpaHeHUs 00pa3IOB JIs aHAJIK3a Ha 0oJiee O3 THEM dTalle.

* ['eHeTHUYECKOE KOHCYJIBbTHPOBAHHUE.

I'mnexomnor:

* Yyactue Ha paHHEH cTaauu, sl TOTO YTOOBI 00CYAUTH OyIyIie pe3yabTaThl.

* OOcyIeHre BOIIPOCOB, CBA3AHHBIX C CEKCyaIbHOW (DYHKIMEH, pEernpolyKTUBHOM
GyHKIUEH 1 XUPYPTrUYECKUM JICYCHUEM.

* Onenka HEOOXOAMMOCTH MEpPECMOTpa IMarHo3a.

* Ornenka HEOOXOAMMOCTH TICHXOJIOTHYECKOM MOAIEPIKKH JIEBYIIKU-TIOAPOCTKA.

e HunuupoBanre ¥ MOHUTOPHUHT JOJITOCPOYHON Tepanuu MOJIOBBIMH TOPMOHAMHU.

B3pociblil 3HIOKPHUHOIIOT:

* Benenue noapocTkoB nociue 16 mer.

o [logmepxkka CBS3M € JPYTMMH YICHAMH KOMaHJIbI, paboTa B KauyecTBe
MEPEXOTHOTO 3BE€HA MEXIy MeAHMaTPUUYECKOW MOMOIIbI0 M JalbHEUITUMHU
dTarlaMH BEJICHUS MAI[UCHTA.

e CoxeiicTBUE CBSI3M MEXIY MallUEHTOM W JPYTMMH WICHAMH MHOTOTPO(UIBHON
KOMaH/IbI.

* Hunmanys ¥ MOHUTOPHUHT TOJATOCPOYHON METUKAMEHTO3HOW TEepaInH.

[Ton nmomkeH OBITH OMpENENEeH y BCEX NETed, MPH ITOM OH MOXXET HE 3aBHUCETh OT
XPOMOCOMHOTO TIOJla, a OMpeneisieTcss CTPOCHHEM, (YHKIMOHAIBHON aHTEHATaJbHOU W
NOCTHATAJIBHON SHIOKPUHOJIOTUEH, BO3MOKHOCTSMHU CEKCYaJlbHOW (DYHKUMHU U (PEepTHILHOCTH.
Otamnbl 3TOro Mpolecca — IepBOHAYANbHAs KIMHUKO-1a00paTopHass M WHCTPYMEHTaJbHas
JTUATHOCTHKA, TCHETUYECKOEe KOHCYIbTHPOBAHUE, NPUHATHE PEIICHUS B OTHOILICHWH TI0Ja,
00CYXTar0TCs MYyTbTHAUCITUIUTMHAPHON KOMaH/ION C Y9aCTHEM POIUTEICH.

OTkppiTOe  OOIIEHHWE C POAUTEISIMH  JIOJDKHO  TPOBOJUTHCS HA  BBICOKOM
npodeccuoHaTbHOM YPOBHE C COOTBETCTBYIOIIEH JeTalnu3aluedl M paccKa3oM O Mpoliecce
muddepeHManul TeHUTanui, 0 TOM, YTO TEHHUTAIMM y HX peOeHKa c(HOPMHPOBAHBI HE
MOJIHOCTBIO UM BapuadenbHO («pOpMUpPOBAHUE TEHUTANIUN SBISETCS HEMOJIHBIM, HaM HYXHO
HEKOTOpOE BpeMs, YTOOBI MPOBECTH OOCIeNOBaHMS JJS OICHKH II0ja Ballero pedeHKa»), o
IUTaHE JajbHeiliero o0cieoBaHusl U JieueHUs, 0e3 BO3MOXKHBIX TapaHTH (epTUIBHOCTU Y
KOHKPETHOTO TaIueHTa. PomutensMm momkHa OBITh MpeNoCTaBlieHA IMOJHAas WHGOpMANUS O
dakTopax, KOTOpble OyIyT BIMATH Ha OINpeACNICHHE TMojia peOeHKa, YTOObl OHW MOTJIH
y4acTBOBaTh B MPUHSATHH ONTHMAIBLHOTO pEIICHUs B WX cUTyanuu. [IpoBeneHune obOpesaHus
IIPOTUBONOKA3aHO, TIOKa HE OYJET onpe/ieneHa He0OX0IMMOCTh B ONIEPaTUBHON PEKOHCTPYKIUH.

[TpoGieMbl MaMEeHTa U €r0 CEMbH JTOJDKHBI YBAXKaThCS U PACCMATPUBATHCS B CTPOTOM
taiiHe. HeoOxomumo oOCYyIuTh C POAUTENSIMH, Kakylo HHGOpMAIHMI0 HEOOXOIWMO aBaTh
JIPYTUM 4JIEHaM CEMBH.

06c1e0BaHME HOBOPOXKAEHHOI'0 NPU og03peHun Ha HITP

A. Anamnes [10, 11, 14-18, 24-26]
1. Cewmeiiapiii anamue3: rtunocnanus, BI'KH, xkpunrtopxwsm, mnepBuuHas ameHopes,
Oecruioive y 4ICHOB CEMbH.



2. YmorpeOieHHe MaTepbl0 MEIUKAMEHTOB BO BpeMsi OEepeMEHHOCTH (CHHTETUYECKUX
aHJAPOTEHOB, TMPOTHBOCYIOPOXKHBIX  MpEnaparoB, AaHTHAHIPOTEHHBIX IPENaparos,
ACTPOTEHOB HJIA IPOTECTUHOB).

3. Bupunuzauus matepu Bo BpeMsi OepeMEHHOCTH (TUMEpIUIa3us HAAMOYEUHUKOB y MaTepH,
BUPWIHU3YIOIIAS OMYXO0JIb HAIIOUYECYHUKOB WU STMYHUKOB, JEPUIIUT apoMaras y Imioja).

4, CwmepTh HOBOPOXACHHBIX B aHaMHe3e (CMepTh Opara B paHHEM JIETCTBE BO3MOXKHA
BCJIC/ICTBHE HEIMATHOCTUPOBAHHON TUIIEPIUIA3HH HAIIOYEIHUKOB).

5. [IlnamenTapHass HEIOCTATOYHOCTh. YeNOBEUECKHMH  XOPHOHMYECKHH TOHAJAOTPOIHH
CTUMYJIUPYET B IIEPBOM TPUMECTPE CUHTE3 TECTOCTEPOHA B SMUYKAX TUIO/A.

6. Hamwuwme poactBa poauTeneit (pUCK ayTOCOMHO-PEIICCUBHBIX 3a00JIEBaHU ).

b. O6vexmuesnoe oocnedosanue [10, 11, 14-18, 24-26]

1. JlomxeH OBITH BBINOJIHEH IMOJHBIH MEAMLIMHCKUN OCMOTp Ul OLCHKM HAIWYHS JIOOBIX
MPOSIBIICHUH AU3MOpHU3Ma.

BHemHue reHUTaNUM JOJKHBI OBITH TIIATEIBHO OCMOTpeHBL. Bo Bpemsi ocMotpa
HEOOXOUMO OMNpPENENIUTh pa3Mep IMOJIOBOTO 4JieHa, UIMPUHY €ro Tejia, HaJlhuuue TMIOCHaaNuu,
MECTO PACIIOIOKEHUS MOJIOBOI0 WIEHA U YPETPAIBHOIO OTBEPCTHUS, HAJIMYME OTBEPCTHS BaruHbI,
MUTMEHTALUI0 U CUMMETPUYHOCTh MOLIOHKHM WM JTAOMOCKPOTaJIbHBIX CKIAnoK. M3mepsercs
JUIMHA TIOJIOBOTO YJIEHa B PACTSAHYTOM COCTOSSHUM OT BETBU JIOOKOBOM KOCTH JI0 KOHYHKA
rosioBku. JlinmHa MeHee 2,5 CM Yy JIOHOUIEHHBIX HOBOPOXIEHHBIX MYXKCKOTO IOJa
paccmaTpuBaeTcsi Kak MHUKpolieHuc. Knurop mupuHON MeHee 6 MM CUHMTAETCsi HOPMAJIbHBIM.
Hanuuue Bnaranuma ykas3plBaeT Ha OTCYTCTBUE 3¢¢eKkTa aHIpOreHoB. 3ajHee cpacTaHue
7a0MOCKPOTANBHBIX CKJIQJOK, KOPOTKasl IOJIOBAasl LIENb MOTYT CBUJAETEIbCTBOBATH O paHHEM
BHYTPUYTPOOHOM BIIMSIHUM aHJPOTCHOB.

Bun HapyXHBIX TOJOBBIX OPraHOB MOKET HM3MEHHUTBCS CO BPEMEHEM, 4YTO Tpedyer
MTOBTOPHOI'O OCMOTPA.

2. OueHHTb pa3Mep roHas, ux MoJ0KEHHUE, OMYyIICHHE.

Oco0eHHO Ba)XKHO NAaNbIIATOPHOE HCCIEIOBAaHHE TMOJIOBBIX >kene3. ['oHaabl HuXKe
NaXOBOM CBSI3KH, KaK MPaBUJIO, 3TO AUYKH. HO SMUHUKO-IMYKN M MaTKa MOTYT OOHApYXHBATbCs
B BHJIE€ TPBIKHU.

Ecnu y HOBOPOXXIEHHOTO C HESICHBIM (DEHOTUITMUECKUM I10JIOM B ITaXOBBIX KaHAJIaX MU
ryOHO-MOIIIOHOYHBIX ~CKJaJIKaX OINpPEAENSIOTCS IOJIOBBIE JKeNe3bl, CJEeAyeT 3aroJ03pUTh
HENOJHYI0 BHUPWIM3ALMIO IIOJA MY)KCKOro IIojla. Y BUPWIM3HPOBAaHHBIX [EBOYEK TaKas
aHOMAaJIMs HE BCTPEYAETCs.

Hannune HeomnpeneneHHBIX TEHUTATUH C KIWTOpOMErained min cHopMUPOBAHHBIM
MOJIOBBIM YJIEHOM U ITYCTOM MOLIOHKOW BBI3BIBAET MOJ0O3PEHHE, UYTO ITO PEOEHOK >KEHCKOTO
nosia ¢ Bupunu3anueit mox aeicreuem BI'KH.

3. bumanyanpHOE pekTagbHOE 00CIe0BaHNE MOXKET BBISIBUTH MIOJIJIEPOBBI CTPYKTYPHI (C 3TOM
1eNbIo AP PEKTUBHEE MOXKET OBITh MCIIOJIB30BaHO YIBTPa3BYKOBOE 00CIEI0OBAHNUE).

4. Oo6s3arensHO m3meperue AJl.

5. BbIsIBICHHUE COMYTCTBYIOMIMX aHOMAIHiA (Tad. 5).

Tabauya 5
Hexotopsie ¢popmbl HITP, acconmnpoBanHbie ¢ BPOXKICHHBIMHM MOPOKaMU pa3Butus [24]
CI/IH,Z[pOMI:I MuHuManbHBIE JAUArHOCTUYCCKUC ITPU3HAKN
Cungpom CHARGE Cunapom CHARGE 006b14HO BO3HUKAET criopagndecki. KoMImOHEHTHI

cuaapoma: Coloboma — komnoboma, Heart defect — mopoxk cepa,
Atresia choanae — arpesus xoau, Retarded growth and

development — 3anepskka pocra u pa3zsutus, Genital anomalies —
aHOMaJINKM HAPY>KHBIX TOJIOBBIX OpraHoB, Ear anomalies — anoManuu
yuiei. IHorga umMeeTcst TMIONUTYUTapu3M

Cunnpom VACTERAL | Cunapom VACTERL uarne criopagudeckuii, HO MOXKET OBITh
00YyCIIOBJICH MTPHUEMOM TIOJIOBBIX TOPMOHOB Ha PAaHHHUX CPOKAX
o6epemennoctu. KommoneHnTsl cunapoma: Vertebral anomalies —




aHOMAaJIMH TTO3BOHKOB U APYTHX KocTel, Anal atresia — aTpesust
3agHero nmpoxoxaa, Cardiac defects — mopoku cepaua,
Tracheoesophageal fistula — TpaxeonumeBoaubie cBumy, Radial
dysplasia and Renal anomalies — nucriasus JiyueBoii KOCTH U
aHoMmaynu movek, Limb anomalies — mopoku pa3BuTHsI KOHEUHOCTEH
(HanmpuMmep, NOJINJAKTUIINS)

Cungpom @peiizepa
(Fraser)

XpoHHYECKas TIOYeHHAs HeJJOCTaTOYHOCTb, JUCTEHE3HsI TOHA]T
¢ kapuotunom 46,XY, xeHCKU (HEHOTHIT

Cungpom Aapckora
(Aarskog)

l'uneprenopusm, MuUpoKas MEPeHOCUIIa, pa3BEpHYThIE KIepeau
HO3/IpH, JJIMHHBIN (PUIBTP, HU3KO PACIOJIOKEHHBIE YIITHBIE PAKOBHHBI,
KOPOTKHE, IIUPOKUE KUCTH PYK, KIMHOAAKTHINS V MallbLIEB PYK,
IaJIeBUAHAs MOIIOHKA M KPUNTOPXU3M Y MAJIbUUKOB

Cungpom Kopuenuu ne

Onurodpenus, Mukponedanus, TAPCYTU3M, CPOCIIHECS TYCThIC

Jlanre (De Lange) OpOBH, IITMHHBIE PECHUIIBI, PA3BEPHYTHIE KIIEPEAU HO3APH, KOPOTKHIMA
HOC, IJIMHHBIN (QUIbTP, HU3KO PaCIOI0KEHHBIE YIIIH, NePEKTHI
pa3BUTHS KOHEYHOCTEM, KPUIITOPXHU3M Y MAIIBUMKOB

Cungpom WAGR Hedpobmacroma, anupuans, HHTEpCEKCyalbHOE CTPOSHNE HAPYKHBIX

FGHI/ITa.HI/Iﬁ n HepBI/I‘-IHI:II\/'I THIIOI'OHAaau3M, YMCTBGHHEUI OTCTAJIOCTh.
MoskeT HabmonaTbest Kak y aereit 46,XY, Tak u 'y nereit 46, XX

Cunnpom PobunoBa
(Robinow)

Heo06br4Ho€ MU0 («WIKIO TII0Aa»), YKOPOUEHHUE MPEAIIeuHii,
MHTEPCEKCYyallbHbIe Hapy>KHbIE T€HUTAIINH, 33JIepAKKa pocTa
C BHYTPUYTPOOHOTO Meproja

Cungpom Cmuta—
Jlemnn—Omnuna (Smith-

Muxkponedainus, KOPOTKHI HOC ¢ OTKPBITBIMU BIEPEN HO3APSIMH,
nro3, cunaaxktuinus [I-1II manenes crorm, HHTEpCEKCyalbHbIE

Lemli-Opitz) HapyKHbIE TEHUTAIINH, 33]JICPKKa pOCTa C BHYTPHYTPOOHOTO MEPHO/IA,
YMCTBCHHAA OTCTAJIOCTh
Cunnpom Jlpsma Coueranue HepoOIACTOMBI, aHOMAJINH TTOJIOBBIX OPraHOB

1 IOPaXCHUSA IMTOYCYHBIX KJ'IY60‘IKOB

B. Jlononnumenvnas ouacnocmuxa [10, 11, 14-18, 24-27]
JlaGopaTopHble aHaTU3bl BKIIOYAIOT OINPEACICHUE DSJICKTPOJIUTOB CBIBOPOTKH KpOBH,
MOYEBUHBI,  KpeaTMHHHA, |7-TUIPOKCUIIPOTECTEPOHA,  KOPTHU30ja,  TECTOCTEpOHa,
AaKTUBHOCTH PEHUHA IJIa3Mbl, TOHAIOTPONIMHA M aHTUMIOJIEpoBa TopMoHa. O6paser] KpoBH,
KOTOPBI MOXET ObITh UCMOIb30BaH I OyIYIIMX UCCIEIOBAHUM, TOXKEH ObITh MOJyYEH B
TEYEHHUE MEePBBIX 24 YacoB MOCIE POXKICHUS (TECTUPOBAHHUE MEPBUYHBIX (DepPMEHTATHBHBIX
nedexroB BJIKH nomkHO mpoBouThes mocie 24 9acoB).
XpPOMOCOMHBIM aHaMMU3 NepUPepuuecKoil KPOBH MPOBOAMTCS C IMOMOIIBIO CTaHIAPTHOU
METOJMKH Ha MPOTSHKEHUH 72 YacoB, Oojiee ObICTpOo — myTeM (hiryopecueHTHOH in situ
ruOpumuzanuu (FISH). OntuManbHO — KapHOTHI JTOJDKEH OBITH MOJIyueH B TeueHue 24
yacoB nocie poaoB. CTaHAAPTHBIN aHAIM3 MOXKET BBIIBUTH KapuoTuil 46,XX, HO TIpU 3TOM
4acTh Y-XpOMOCOMBI, KOTOpasi coaepKuT SRY-reH, MoxeT ObITh TPAHCIOUPOBAHON Ha X-
xpomocomy. FISH-TexHOI0THs MOXKET BBIIBUTh HAIMUKE Y -MaTepuasa U €ro JOKaIU3aluIo.
VYbTpa3BykoBo€ OOCIEIOBaHME Ta30BBIX OPraHOB MOXET BBIIBUTH Matky (Ipu
HAllOJTHCHHOM MOYEBOM TIy3bIpe), SWYKHA, SUYHUKH (C MEHBIIEH BEPOATHOCTHIO),
CTPYKTYpHBbIE aHOMAaJHH Jpyrux opraHoB. MPT MoxxeT oOHapyXUTh SIMUYKHA B OpPIOLIHOM
MOJIOCTH.
B Hacrosiiiee  BpeMsi reHUTOrpaMMa HE  NPOBOJUTCS B LENSIX  JUArHOCTUKH
(BesukoypeTporpaduss WA TEHUTOIpaMMa MO3BOJISUIM BBISIBUTH BIIArajiuiie C IIEHKON
matku). OnHa ObUIa 3aMEHEHa »HHIOCKONMYECKMM HCCIEJIOBAaHHEM IMOJIOBBIX MyTei
(reHUTOCKOIHA), 9TO 0OecreurnBaeT 0oJiee MOAPOOHYIO U TIIATEIBLHYIO OIIEHKY.
B HekoTOphIX ciyyasx MOKa3aHbl AMArHOCTUYECKAas JAmapoTOMHUsS M OHOICHS TOJOBBIX
xene3. [l OKOHUATENBbHOrO BbIOOpA MOJAa MOMKET MOTPeOOBATHCS TECT CTUMYISILIUU C




AKTT, tecT cTUMYNIALIMM YETOBEYECKMM XOPUOHUUYECKUM T'OHAJOTPOINHOM, TEHETUYECKOE
TECTUPOBaHUE, IPOOHOE JICUCHHE aHAPOTCHAMHU.

I'. Hauanvhole smanwvt ougpepenyuanvroti ouacnocmuxu [10, 11, 14-18, 24-26]

1. Ecnu monoBble xeme3bl He NaNbIIUPYIOTCS, IEPBUYHAS OIIEHKA JOJKHA OBITH HAIlpaBJIeHA Ha
JUAarHOCTUKY BUPWIN3ALUU Y HOBOPOKIEHHBIX JE€BOYEK.

Cnenyer, mnpexnae BCEro, 3amoJ03pUTh BUPWIM3ALMUIO IIJIOJA JKEHCKOro TIoJja,
Bei3BaHHYI0O BI'KH (camas wacras mpuumHa — npedunut 21-ruapoKCHiIa3bl, BUPHIH3AUS
MOXKET OBITH u  npu  aepunmTe 11-6era-Tuapokcumassl, nedunuTe 3-0era-
TUAPOKCUCTEPOUACTUIporeHassl). HeoOxoaum KOHTpOIk nekTpoiuToB, 17-OH nporecrepona,
17-OH  mnperHeHosioHa,  IPOrecCTEpOHa,  AHAPOCTEHJIMOHA,  JETUAPOINHAHIPOCTEPOHA,
JIE30KCUKOPTUKOCTEPOHA, | 1-I€OKCMKOPTH30JIa, TECTOCTEpOHA W KOPTH30J1a, PEHUHA.
B oxxunanum noaTBEpKACHUS IMarHo3a CIeAyeT KOHTPOJIUPOBATh COCTOSHUE ISl UCKIIFOUEHHUS
conprepsronieit popmbr BI'KH.

Heo6xoaumer renntockonust 1 Y3U manoro Taza Uil BU3yallu3allid BEpXHETO OTAea
BJIArajuina, MenKy U Tea MaTKU. Y HOBOPOXKJIEHHBIX SUYHUKH WU SIMYKH B OPIOIIHOM MOJOCTH
He Bcerna Busyanusupyrorcs npu Y3U. Ilostomy pesynpratel Y3U HEHanexkHBl U HE MOTYT
CUMTAThCA <«30JOTHIM» CTaHIAPTOM JHWAarHOCTUKM TpH JaHHBIX (OpMax MAaTOJIOTHH.
OnnoBpemeHHO npoBoAUTh Y3 novek, NOCKOJIbKY aHOMAJIUHU UX PAa3BUTHS 4acTO BCTPEUAOTCS
Yy HE MNOJHOCThIO BUPWIM3WPOBAHHBIX MAJIbUYUKOB U Yy HOBOPOXKJIECHHBIX C MHOKECTBEHHBIMU
QHATOMUYECKUMU IIOPOKAMH Pa3BUTHSL.

[Tpoomsat Y3U u KT st BeisBiIeHHs (MCKITIOUCHHS) MAaCKYJIMHU3UPYIOMIEH OIMYyXOJIH.
[{uToreHeTnueckoe NCCIIEAOBaHUE TAKXKe SBISACTCS HEOOXOAUMBIM.

Ecim  wmHCTpyMEHTaIIbBHOE M IIUTOTEHETUYECKOE HCCIEAOBAHUS, OIpPEACIICHHUE
0a3anpHBIX YPOBHEH TOPMOHOB HE BBISIBHJIM NPUYMHY HAPYLIICHUN MMOJIOBOM AU(PepeHIIUPOBKH,
MPOBOAAT CTUMYJISIIMOHHBIE TPOOBL. Eciny CTUMYISIIMOHHBIE TOPMOHAJIbHBIE MPOOBI TaKXKe HE
BBIABIISIIOT TMPUYUHY AHOMAIMK, MPOBOJAT JMArHOCTHYECKYIO JIAapoOTOMHMIO M OHOIICHIO
noJioBeIX keine3. Eciau oOHapyXeHbl HEHOpPMallbHbIE BHYTPEHHHE TIOJIOBBIE OpPraHbl, TO
BUpWIM3alMsl y IUIOAA JKEHCKOro Moja MaloBeposTHa. Hano wuckaTe JOpyrue NpUYUHBI
3a00JIeBaHU.

Ecin npu xapuotune 46,XY Bupwinzauus Bblpa)kK€Ha HE3HAUYUTEIbHO, CIEAYET
3aMo03pUTh JIUCTEHE3UI0 SIMUYEK U UCCIEeN0BaTh (PYHKIHIO MOYEK, YTOOBI UCKIIOYUTH CUHIPOM
Hpoma (couetanne HedpoOIACTOMBI, AaHOMAIUN TIOJOBBIX OPTraHOB W TIOPKEHHUS TMOYEHHBIX
KJIyOOYKOB).

2.  IlampmaropHOe ompeneseHHe MOJIOBBIX JKeJe3 CBUIETEIBCTBYET O HAIMYNU TKAHU SIMYCK.
Onenka AO0/DKHA OBITH HANpaBiIeHA HA JMArHOCTUKY HEIOCTaTOYHON BHPWIM3ALUHU Y
MajJbuMKOB,  HENOCTAaTOYHOM  BBIPAOOTKM  TECTOCTEPOHA  WJIM  AHJPOTCHHOU
HEUYBCTBUTEIBHOCTH pelenTopoB. JlampHeine ucciaenoBaHus BKIIOYAIOT B cedd
U3MEpPEHNE YPOBHSA TECTOCTEPOHA, TOHAJOTPONHMHA, JIIOTEHHU3UPYIOIIETO TOPMOHA,
(GOIMKYIOCTUMYIHPYIOIIEr0 TOPMOHAa B TepBble 24 yaca, aHTUMIOJUIEPOBA TOPMOHA,
Hanmuue Y-Mmarepuana u ero Jokanuzanuio FISH-merogom. Ecnu ypoBHUM TecTocTepoHa
HOpMaJIbHbIE MJIM BBICOKHE, JOJDKHO OBITH MPOBEICHO I'€HETUYECKOE TECTHPOBAHUE JUIS
OIIpeJIeTICHNs] HEYYBCTBUTEIFHOCTH TKaHEH K aHApOreHaM. MarHUTHO-pe30HaHCHAs
ToMorpadus Ta3a WM OUOTICHS TKAHU MTOJIOBBIX OPTaHOB MOKET OBITh IIOKA3aHa, €CIIH eCTh
HOZI03PEHUE Ha JUCTCHE3UI0 TOHAI.

3. Tlomomas »xene3a ompenensercss ¢ OMHOW CTOpOHBI (acummeTpus roHan). HawmbOomee
BEPOSTHBI: CMEIIaHHAs JMCTeHE3Ws TOHaA JUO0 HMCTUHHBIH repMadpoauTHU3M
(oBotectukynsipasie HITP). HopMmanbHbIe SUMYHUKH, KaK MPABHUIIO, HE 00Pa3yIOT IPhIK U HE
OIMyCKAarTCd B FY6HO-MOHIOHO‘-IHBIG CKJIaIKH. SIugkyM Ke HIM OBOTECTHC BMECTE C
NPOBOJHUKOM SIMYKa MOTYT pacmojaraTbCs Ha JIIOOOM YpPOBHE HOPMAJIbHOTO ITYTH
HU3BCACHUA ANYCK.



B niepByro ouepens mMpoBOAST T€HUTOCKOIHUIO, a Takke Y3U Manoro taza u OpromnrHoit
nosioctd.  llUTOreHeTMUeCKui aHalM3 MOXKET BBIIBUTH Mozaumu3M (46,XX/46,XY wunu
46,XX/45,X). OgHako HaJl0 MOMHUTH, yTO 80 % MCTUHHBIX repMadpPOAUTOB, Y KOTOPBIX B OJTHOM
WM JIBYX TTOJIOBBIX JKeJie3aX OJHOBPEMEHHO OMpeAeNsitoTcs (POUIUKYIIbI U CEMEHHbIE KaHaJbIbL,
umeroT kapuotun 46,XX. I yTOYHEHHS aHATOMUYECKOTO JUarHo3a MOXET MOTpedOoBaThCs
JanapoTOMHUS.

4.  CumMmeTpuuHbIe TOJOBBIE KeJI€3bl B MOIIOHKE. Yarie BCEro 3To SIMUKU WJIM OBOTECTHC.
BeposiTHBIE [UarHO3bl — CHUHAPOM HEINOIHOW MAacKyJIMHU3ALWUHU, OBOTeCTUKYIIsipHbIe HIIP
(MCTUHHBIN repMadPOTUTHZM).

[TpuunHOM HenmonHOM MackynuHu3aimu Moxer Obitb BI'KH, B TomM uymcne camas
TsDKeTasi conbTepsromas (opma — HEJOCTaTOYHOCTh 3-0eTa-ruIApOKCUCTEPOU]] AETHIPOr€HA3bI.
UroObl n30ekaTh «Kpu3a MOTEPU COJIM» M PAa3BUTHS IIOKA, HEOOXOIMMO MOHUTOPUPOBAHUE
KOHLEHTPALUH 3JIEKTPOJIUTOB B KPOBH.

5.  U3zommpoBanHas MukporeHus. [Ipu MHUKpOmEHHH, HE COMPOBOXKIAIOIICHCS IPYrUMU
AHATOMUYCCKUMU aHOMAJIMAMHU, CICAYCT 3allOJO03PUTHL THIONHUTYUTAPU3M WA I[C(I)I/II_[I/IT
TECTOCTEpPOHA. Y MAJIbYUKOB C THUIONUTYUTApPU3MOM M  MHUKPOIIEHHUEH HEepenKo
Pa3sBUBACTCA TUIOTIMUKCMUSA, IIO3TOMY TaKUC 6OJ'II>HI>I€ HYXJAalOTCd B TOCTOSIHHOM
MOHHMTOPUPOBAHUM TJIOKO3bl B CBHIBOPOTKE KpoBU. JIJis HCKIIOYEHHS BTOPHUYHOTO
THIIOTHPEO03a ONPEACNIIOT YPOBHH THPEOUIHBIX TOPMOHOB. Jlepuuurt TectocTepoHa
MO’KET OBITh O0YCJIOBJIEH HAapYIICHUSIMH €r0 CHHTE3a B sIMUKaxX JUOO HapYUIEHUSIMH €ro
I[eﬁCTBHH Ha TKaHHW-MUIICHU. HapyLueHHe CHHTC3a TCCTOCTCpOHA B SAUYKAX MOIKET
coueratbes ¢ conprepstomei hopmoit BIKH. TpynHee Bcero auarHocTupoBaTh U JICUYUTH
YaCTUYHYIO PC3UCTCHTHOCTL K aAHAPOTCHAaM. I[JIH MNOATBCPIKACHUA JOTOr'0 AHWAarHo3a
NPOBOAAT OHWONCHIO KpaiiHeW IJIOTH M HCCICAYIOT PELEnTOphl aHIPOTEHOB iN VItro.
[IpoBoasT mpoOHOE JIeYeHNE TECTOCTEPOHOM: €CJIM YYBCTBUTEIBHOCTh K aHAPOTEHAM HE
HapyIIeHa, IOJIOBOW WIEH yBETUYNBACTCS.

6. AHOManuu Hapy>KHBIX TOJOBBIX OPraHOB COYETAIOTCS C AaHOMAJHUSMHU 3aJHETO MPOXOja.
Crnenyer 3amonmo3puth cuHapomMbl CHARGE wmu VACTERL a0 TpaHCIO3UIHIO
MOJIOBOTO uJjieHa (MOXET OBITh HM30JMPOBAHHON WIIM COYETAaThCsl C aTpe3ueil 3aaHero
poX0/ia) ¥ MOUIOHKU. Bce 3T cuHApPOMBI 00YCIIOBIEHBI HAPYIICHUSIMHU (HOPMUPOBAHUS
KJIOAKH U 33/IHETO MPOX0/1a Ha paHHUX CTaJAUSIX IMOpHOreHe3a.

B Hacrosimee BpeMs MmpeuIoKeHbl pa3IuyHble BapuaHThl AuddepeHnnanbHo-I1arHoCTHIECKUX

ITOPUTMOB, X ITPUMEPHI MTPEACTABJICHBI B TA0IHUIE 6 U HAa pUCYHKaX 4, 5 u 6.

Tabnuya 6
JAudppepennuaibHas IMarHOCTHKA NPH HAPYLIEHUAX M0JI0BOH 1H(PepeHIUPOBKH
Y HOBOPO:KIeHHbIX [16, 31]

IIpennonaraeMplii 1UarHo3

Ho;[TBepxcz[anmHe HCCJIICOOBaHNA U OLICHKA PC3YJIbTATOB

I. JleBouka.

Conprepsromas popma BI'KH.
B 75 % cmyuyaeB oOycroBieHa
HEJ0CTAaTOYHOCTHIO 21-

[Ipr3HaKu HETOCTATOYHOCTH 2 1 -TUIPOKCHUIIA3bl: YPOBEHD
17-anbda-rugpokcunporecTepoHa B CBIBOPOTKE IMOBBIIICH;
coaepxkanue 17-KeTocTepouI0B U MPETHAHTPUOTIA B
CYTOYHOHM MOY€ HOPMaJIbHOE WJIU TIOBBIIIEHHOE U BCETAA

TUAPOKCHUIIA3hI BO3pacTaer 6e3 JIeYeHHs] KOPTUKOCTEPOUIaMU;
THIIOHATPUEMHUS U MeTaboNInYecKHii aruno3 (Ha ¢poHe
TUTIOKAITHUN)) C TIOCJICTYIONIEH THIIepKATMEMHECH

II. JleBouka. [Ipr3Haku HEJOCTATOYHOCTH 2 1 -TUAPOKCUIIa3bl — KaK B

BI'KH 6e3 cunapoma notepu
coid. MokeT ObITh 00yCIIOBIIEHA
HEJ0CTAaTOYHOCTHIO 21-
rUApOKCcUIIa3el wim 11-06era-
THJIPOKCHITA3bI

. [. [Ipu3Haku HenocTaTouHOCTH 11-0eTa-TuApOKCUIIa3h:
MOBBILIEHBI YPOBHU | 1-1€30KCHKOPTU30J1a B CBIBOPOTKE

U YpOBHHU 17-KeTocTeponioB, TeTparungpo-11-
NE30KCUKOPTH30J1a M TeTPAruAPOIe30KCHKOPTUKOCTEPOHA B
MOY€; MOTYT OBITh CJIETKA IMOBBIIIIEHBI YPOBHH 17-asbda-




TUAPOKCUIIPOTECTEPOHA B CHIBOPOTKE U MPETHAHTPHOJIA B
MOYe

III. JIeBouka.
SITporenHas Bupunu3anus

MeTo bl IMarHOCTUKU Y HOBOPOXKICHHBIX HE Pa3padOTaHBbI.
B anamHese MaTepu pueM BHPUITHU3UPYIOLTUX
JIEKapCTBEHHBIX CPENICTB, OOBIUHO MporectareHoB. Cpoku
npreMa BUPWIM3UPYIONINX MPEmapaToB JOKHBI COBITAIATh
CO CTaAMusIMH SMOpHOreHe3a, Ha KOTOPBIX OHU MOTYT
BBI3BaTh BUPWIM3AIMIO HAPYKHBIX TIOJOBBIX OpraHoB. [[o
14-#1 Henenn GEpeMEHHOCTH U30BITOK aHIPOTEHOB
BBI3BIBACT CPACTaHUE TYOHO-MOIIOHOYHBIX CKJIAJIOK
(OOMBIIKX MOJIOBBIX TY0) U TUHIIEPTPODHUIO KIUTOPA, a MOCTe
14-it Henenu — TOJILKO TUIEPTPOPHIO KIIUTOPA

IV. JleBouka.
Bupunmsupytoriee 3aboneBanrne
y MaTepu

[ToBbIlIIEeHHBIE YPOBHU aHPOT€HOB B CHIBOPOTKE U MOUE
MaTepu

V. JleBouka.
NnnonaTudeckas BUpUITU3AIIHS

HopmanbHbie ypOBHH CTEpPOUAOB B CBIBOPOTKE U MOUE;
kapuotun 46,XX; 1uarHo3 OCHOBaH Ha KIMHUYECKOM
OTIbITE, MMOATBEPKIACTCS OOHApy)KeHHeM KiIeTok Jleiinura
pu OMOTICHUH TTOJIOBBIX JKEJIE3; MPU CTUMYJISIITUOHHOM TECTE
C XOPUOHHMYECKUM T'OHAJOTPONMHOM — 3HAYUTEIHHOE
BO3pacTaHWE YPOBHEW aHAPOTE€HOB B CHIBOPOTKE

VI. I'epmacpoautusm.
CmMmemranHas TUCTEHE3Us TOHAT

AHaTOMHYECKUN JUArHO3 OCHOBAH Ha pe3yJbTaTax
PEHTT€HOKOHTPACTHOIO uccienoBanus, Y 3U,
JTUATHOCTHYECKOH JIAMTAPOTOMHH U THCTOJIOTHYECKOTO
MCCJIEIOBAHMS TIOJIOBBIX Keje3. OObIYHO B OPIOIITHON
MOJIOCTH OOHAPYKUBAIOT TSHKEBUIHYIO TOHATY C OJTHOM
CTOPOHBI U TKaHb SIMYKA — C Apyro. TunuyHeIi
kapuotur — 45,X/46,XY; BCTpedaroTcs TaKKe
HOpMaJIbHBIC KapuoTUIsl (46,XX nnu 46,XY) u
MHO>KECTBEHHBII MO3auIU3M (Hampumep,

45,X/46,XX/47,XXY)

VII. UctunHblil repMadpoauTu3M

AHaTOMHYECKUI TUATHO3: C OJJHOW CTOPOHBI OOHAPYKEH
SIMYHUK, C IPYTrOf — SIUYKO, JTNOO ¢ 00X CTOPOH —
MOJIOBBIC KEJe3bl, OJHOBPEMEHHO COMIepIKAIUE TKAaHb
SAUYHUKA U siMUKa (oBoTecTuc). ['Mcronornyeckuit AMarHos:
B SMYHUKAX UMEIOTCS (DOJUTUKYIIBI, B SMUKAX — CEMCHHBIE
KaHaJIbI[bl; B OBOTECTUCE — U (POJUIUKYIIBI, U CEMEHHBIE
KaHaJbIbl. Bo3MokHbIe KapuoTUIbL: 46,XX, 46,XY, m16o
m000# THN Mo3auiu3ma. [Ipu UMMYHOTHCTOXUMHUYECKOM
WCCJICIOBAHHH B MOJIOBBIX Kelle3aX BBISIBISCTCS aHTUTEeH H-
Y (310 GeoK, XapaKTepHBIH I TETEPOraMeTHOTO T10J1a;
cekperupyercs kietkamu CepToiin; CXOACH MO CTPYKTYPE €
(haKTOpOM perpeccHy MIOJIEPOBBIX MPOTOKOB)

VIII. Manbyuk.
[lepcucTeHUsI MIOJIIEPOBBIX
MIPOTOKOB

B naxoBeIx kaHaax 0OHapyXEHBI SIMUKH, a B TAXOBOU
00J1aCTH — MaTOYHbIC TPYObl. YPOBHU CTEPOUIOB
HOpManbHbIe; Kapuotui 46,XY; ¢akTop perpeccuu
MIOJIJIEPOBBIX IPOTOKOB HE BBISBIIACTCS
MMMYHOJIOTHYECKUMH METO1aMU

IX. Masnpuuk.

HcTuHHBINA KPUIITOPXU3M HIIU
AHOPXUS, TUOO0 CHHIPOM
Knaitadenbrepa

[Tpu UCTUHHOM KPUIITOPXU3ME YPOBHHU IOJIOBBIX TOPMOHOB
Y TOHAJIOTPOITHBIX TOPMOHOB HAXOJATCS B Mpeenax HOPMbI
JUTSL HOBOPO>KJIEHHBIX. J[J1s1 aHOpXUU XapaKTepHbI OYEHb
BBICOKHE (ITOCTKACTPAIIIOHHBIE)

ypOBHU (OJUTUKYIOCTUMYJIUPYIOIIETO U JTIOTCHHU3UPYIOIIE
IO TOPMOHOB ¥ HU3KHUH YPOBEHb TECTOCTEPOHA B




CBIBOPOTKE; PE3YJIbTAT CTUMYJISIIMOHHOMN MPOObI

C XOPUOHUYECKUM TOHAJIOTPOITMHOM OTPULIATETbHBIH.
Cunapom Knaiindenbrepa BbISBISETCS IIMTOTCHETHUCCKUM
METO/I0M: caMbli yacThlid kapuotun — 47,XXY,
BcTpeuaroTes Takxke 48, XXXY win Mo3auiu3M, HalpuMep
46,XY/47, XXY

X. Manpuuk.
Arenes3us MM T'AIIOIIA3HAS
KJIeTOK Jlelanura

YpoBeHBb TECTOCTEPOHA B CHIBOPOTKE CUIILHO CHUKEH U HE
BO3pACTAET MOCJI€ CTUMYJISIIUN XOPUOHUYECKUM
TOHAIOTPOIIMHOM; YPOBEHbB JIIOTEHHU3HPYIOIIETO

TOPMOHA TOBBIIIEH; YPOBEHb (DOTUKYIOCTUMYIUPYIOIIETO
rOpMOHa HOpMaJIbHBIN. JIJIsl HOATBEPKACHUS TUArHO3a
MIPOBOJISIT OUOTICHIO STUYEK

XI. Manpuuk.
Pe3ucTeHTHOCTD K aHapOoreHam
HESICHOTO IreHe3a

JIMarHoCcTHYECKUE METO/Ibl, II03BOJISIONINE BBIIBUTD
IIPUUUHY PE3UCTEHTHOCTU K TECTOCTEPOHY U
JUTUAPOTECTOCTEPOHY ITPH UX HOPMAJIBHBIX YPOBHSX Y
MaJIbYMKOB ¢ KapuoturnoM 46,XY, He pa3paboTaHbl

XII. Manpuuk. Myxckou
nceBaorepMadpoIuTU3M.
Cunapowm Petidenmreitna mu60
HEI0CTaTOYHOCTh S-abda-
peIyKTa3bI

HedekT perienitopa aHAPOTEHOB 00YCIOBICH TOYCYHBIMH
MyTalUsMHU T'€Ha 3TOT0 PELENTOpPa, JOKAIN30BaHHOTO Ha X-
xpomocome. KpynHbie MyTanuu BBI3bIBAIOT TECTUKYIISIPHYIO
demuHm3anmio y nuu ¢ kapuorunom 46,XY. denorun npu
TECTUKYJISIPHOW (peMUHU3AINH )KCHCKUN. Menkne MyTaruu
BBI3BIBAIOT CUHAPOM PelideHmnreiina. 3ToT cCHHIpOM
HacnenyeTca X-CIEMJIEHHO, PEECCUBHO. Y POBHU
TECTOCTEPOHA, TUTHAPOTECTOCTEPOHA U 3CTPOTEHOB
HOpMaJIbHbIE WJIM MOBBILIEHBI; ypoBeHb JII' moBbIIIEH;
CBSI3bIBAHME aHJIPOT€HOB ¢ (pubpodIacTaMu OOIBHOTO in
Vitro CHIDKEHO WM OTCYTCTBYeT. HemoctaTounocTs 5-
anb(a-peaykTasbl IPUBOAUT K HAPYLICHUIO 00pa30oBaHus
JTUTHIPOTECTOCTEPOHA U3 TECTOCTEPOHA B TKAHAX-MUIICHSIX.
JledekT HacneqyeTcs ayTOCOMHO-perieccuBHO. Kapuorur
46,XY; ypoBEHb TECTOCTEPOHA HOPMAJIbHBIN, YPOBEHB
JUTHIPOTECTOCTEPOHA 3HAUUTEIBHO CHUXKEH;

ypOBHU (OJUTUKYIOCTUMYJIHUPYIOIIETO TOPMOHA

1 JIIOTEMHU3UPYIOIIET0 FTOPMOHA HOPMaJIbHbIE

XIII. Manpyuk.
Myxckoi
nceBorepMapoauTH3M.
Hapymenus cunresa

Cungpoma notepu cosm HeT. [Ipu HegocTaTounoctu 17-
anb(a-rTUAPOKCUITA3BI YPOBEHB 17-KETOCTEPOUIOB B MOYE
camxkeH. [Ipu Henocratounoctu 17-6eta-
TUAPOKCUCTEPOUIIETUIPOT€HA3B] YPOBEHD 17-

TECTOCTEPOHA KETOCTEPOMJIOB B MOUE MOBBIIIEH, @ YPOBEHb TECTOCTEPOHA
B CBIBOPOTKE CHUXKEH

XIV. Manbuuk. Cungpom notepu conu. [Ipu Henocrarounoctu 20,22-

Myxckoi JIeCMOJIa3bl YpOBEHb 1/-KETOCTEPOUIOB B MOYE CHHUIKEH.

nceBorepMapoauTH3M.
Hapymenus cunresa
TECTOCTEpPOHA

[Tpu Hepocrarounoctu 3-Oera-
THAPOKCHCTEPOUIAETUAPOreHA3H! IOBLIIIEHB] YPOBHU
MIPETHEHOJIOHA U €r0 IPOU3BOIHBIX B CHIBOPOTKE M MOYE

XV. Manbp4uk.
Wnnonarnyeckas MUKPOIICHHUSI
i cuaapom Knaitndenstepa

Cungapom KnaitHdenbrepa HCKITIOYAIOT C TOMOIIIBIO
[IUTOTC€HETHYECKOTO MCCIICIOBAHUS (CaMbIil YaCcThIN
kapuotun 46,XXY). MeToabl AMarHOCTUKHU
UIUOTIATHYECKON MUKPOTICHUH HE pa3paboTaHbl, TOKa3aHO
npoOHOe JIeYCHHE aHIPOTeHAMHU

XVI. Manpuuk.
I'mnonurynurapusm

Hedbunut CTI (M301MpOBaHHBINA WK B COUYETAHUH C
neGuIUTOM APYruX TOPMOHOB ajieHorunopuza). Hepeako
OTMEYAEeTCs TUIIOTJINKEMUSI




XVII. Manbunk. BpoxxaeHHsie
AHOMAJINAU Hapymelx ITIOJIOBBIX
OpraHoOB

MeTo/bl TMarHOCTHKY TOPMOHATIBHBIX M METa00INIECKUX
HapyLIEHUI He pa3paboTaHbl




dusmkanbHoe
nccneosaHune

OTCyTCTBIAe NONOBbLIX Kenes
B HAapPY>KHbIX MO/IOBbIX OpraHax
|

PeHTreHoKOHTpacTHOMCCIR4OBaHME

1 Y3/ nonoeeix opraHos
|

CVIMMeTPVHHbIe No/soOBbIe Xenesbl

ACMMMQTPM"IHB}'I nonosas
enesa (nono.ble xenesbl)

I
HOpMaanhle Bnaranuuie,
LWeiKa MaTKM U MaTKa

|
AxomManum nnm OTCyTCTBUE
MNPpOU3BOAHbLIX MHO/1/1€POBLIX MPOTOKOB
'

I
Henonwnasa BMpuausalma

4acTUYHOe cpalleHune, runocnaana
1
YpoBHM cTeponaos AononHuTenbHbIE NCCIRAOBAHMA M30/mpoBaHHan MHOXeCTBEHHbIe
B MOYe 1 nnasme CTMynsUmMoHHble npo6bl cTXl 1 AKTT Het notepu conn MUKpOMNeHus aHoManuu
)
y " rarvocrecian reraporor Copanenss Vllomyrperts  Moreps |
€HOPpMasibHble OpMasbHble HEKOTOPbI®  M00BbIX OpraHos conn
eHckuit OgHospeMeHHO MMetoTca  Myckon| NPOU3BOAHble OueHka hyHKUMY JKCKpeTopHas
Ectb Her GeHOTMN, MPUCYTCTBYIOT NPOM3BOAHBIE GEHOTUN [ MIO/IEPOBbIX agerorvno¢usa yporpadus,
notepu noTepyn TAXEBUAHAA ~ ANYKOW  BOMbGOBLIX U npoTOKOB 1 YpOBHA MUKLMOHHasA
roHaga AUYHUK NGO MION/IEPOBBIX ﬂp0M3BOAHbIe /IIOKO3bl BKPOBU  iCTOYpPETPO
conm conm Y ANYKO nmeetcs NpOTOKOB MIONIIePOBbIX rpadus
I OBOTTT”C npoToKoB HopMa  ®yHKumA
CeMeliHblii  CeMelHbIN B oTCyTCTBYIOT apeHorunodpusa
aHaMHe3  aHamHe3 O03MOXHbI® \ HapyweHa,
OTArOlIEH He oTArouleH HapuoTnmb — BbiAB/NEHA
45,XX,46,XY, L(;}xy 46,XY un [lanbHeiilme NCCNeA0BaHNA YPOBHA FUNOrAMKeMUs
160 Mo3anLLUM 47 XXY ||ropMOHOB, 61ONCUs NONOBbIX enes u gp. Liutorenetn
46,XX (45X/46 XY,45X/ YecKoe nccne
} 46XIX/47XXY VTA) AOBa]Hme
Desouxa.| Jesow |[lesouka.|/esouka. | lesouka. | lepmad- | Fepmad- |M . . Manbumk. | M. .| Manbuuk.| M . | Manbuuk. | Manbuuk.
Conb- |Ka. BIKH| Atpo- Bupw |Vavona | poaut. | poaut. | Mepc |UcTUHHbIA| AreHesusl  Hapy- Hapywenne Hapy- Hapy- Wavona | Mukpo- Mukpo-
Tepw 6e3 réHHasa s Tuyeckan | CMewar - CTeHUus Kpur+ KNEeTOK weHne AEFICTBVW weHune weHue TU4eckasa neHus BpO)K»
pywouwans | notepu | BUpUAK | pyrouiee | BUpUAW- | HaA AUG TUHHBIA | Monne TOPXWU3M, neﬁgmra AQI;ICTBMR TectocTepo CUHTE3a CcnHTEesa MUKpO- Bbl3BaHa A€HHble
I%OKMH conu 3auma | 3a6one | 3auma | reHesus |repmad- | posbix | aHopxua TectocTe | Ha, aedekT |TecTocTe |TecTocTe | neHmA uan| runonw | aHomanmu
TKH BaHue y roHas | poaw | npoto mbo poHa ¢ 5-anbda- poHa poHa CUHAPOM | TyuUTapu3
maTepu TU3M KOB CUHAPOM HEACHbIM | peAyKTasbl UN Knavn MOM
Knaiin- MexaHus peuenTopa denbTepa
denbrepa MOM aHApOreHoB
1l 1l v \% \Y| Vil Vi IX X Xl Xl XMl XV XV XVI XVl

Puc. 4. Cxema nuddepeHnaIbLHOr0 1MarH03a y HOBOPOKIEHHBIX M TPYAHBIX JeTel ¢
HIIP. Pumckumu nudpamMu 0603HauCHBI HanOOJIee BEPOSTHBIC qUarHo3bl (Tadbn. 6) [16, 31]

XX

Kapwarwr XOrxy
xY
HeTrHmbii O/ XY
repMagpoAnTHIM roHaansHeR
AWCreHeIne
T/ -rWapOHCUNPOracTapoH
Huzsmid HopManbHeR Buicokmil
HepgocrarouHocTs HepocTaTouHocTh
7 -anba-riaposcinaisl 17, 20-pecmonazsl
, n TecTocrepon HopMansHeii
HeaocTatoMHOCTE TectocTepon/
17-BeTa ruapoKcUCTepORA" ACTMAPOTECTOCTEPOH
ARTHApOreHaas
(keTocTepoua-peaynTazs)
Botcowmmi HopManshuii
HegecratovHocTs PeaHyma TectocTepoHa
So-pepywTassl / Ha CTHMYAALWMIO
HopMansHas Huswan
CTHHHBIA YacTuuHan
repMadpoanTHIM, AHAPOreHHan
XY roHagansHeil PRINCTEHTHOCTE
AWCreHeIuc

Puc. 5. luarnocruyeckuit ajaropurM y aerei ¢ HIIP, y koTopbIX NaJbnUPYIOTCH TOHAAbI
[11]






Paccmotpenue kapuortumna mone3Ho ans kiaccupukanuu. OgHAKO cienyeT u3deraTh
HEHYKHBIX CCBUIOK Ha KapHOTHUII. B mjieane qomkHA MCMONB30BAThCS CHCTEMa, OCHOBAaHHAs Ha
ommcarenbHbIX TepmuHax [10, 11, 15, 18], mampumep npencrtaBieHHas B Tabmuie 8 (1o

H. T1. [Ta6asnosy, 2009 [24]).

Tabnuya 8
OnucarejibHasi XapaKTepuCcTHKA oTaeabHbIX (popm HIIP [24]
Crpoenne Ha Pa3 e
CTtpoeHne BHYTPEHHUX TpocHH VH PYIHB B
d)opMa Tun u nonoxxeHue TOHaq TCHUTAJINNU U ApYyrue BTOPHUYHBIX

TeHUTAIHH

CUMIITOMBI

IOJIOBBIX MTPU3HAKOB

1. 46,XX-napywenus nonoeozo pazeumus (eupunuzayus 46,XX scernckozo nona)
Kapuorun 46,XX.
* JludpdepeHnupoBKa roHa Ho )XEHCKOMY THITY (SIMUHUKH).
* JKenckuil TUIl BHyTPEHHUX T€HUTAIHN.
* HMHTepcekcyalbHOE CTPOSHHE HAPYKHBIX TeHUTAIHH.

* Hawuboree pacnpocTpaneHHOi (hopMoii ABIsIeTCsl peOSHOK JKEHCKOTO I10J1a ¢ TUIEepIUIa3uel KOpPBI HaAIIOYeUHIKOB

BCJIenCTBHE AehunuTa 21-rTuapoKcuias3bl.

¢ Ilpu pedpuunte 21-rupporcunassl, nepuuure 3f-ruapocTeponIeruAPOreHas3bl MOXKET Pa3BUTHCS CUHAPOM MOTEPH

coJin (HpH nporpeCcCupoBaHu — 10 THITOBOJICMHUYECKOI'O I]_IOKa), Ipu I[e(i)I/IHI/ITC 11B-FI/IIIpOKCI/UIa3bI — FUINIEPTCH3UA.

* NB! Cunapom norepu coyid MOXKET Pa3BUBAThCS Yy AETEll ¢ HETSLKENOM BUpUIU3aluen

Bpomnem{aﬂ THNepmIasusa KOpbl HAAMOYECYHUKO

B Y IeBOYEK

Jedumur SnuHuku BuyTpennue reauranuu Hapy:xuble reauranuu | [Ipu agexBaTHOI
21-runpoxcumnasst Pa3BUTHI 110 JKEHCKOMY TUIly | HHTEPCEKCYyaIbHbIC Tepanuu IioKo- U
Jeduur C BapHaHTaMHU OT MHHEPATIOKOPTHKOU
11B-runpokcumnasst MIOYTH HOPMAaJIbHBIX laMH B
Jedurmur KEHCKHX 10 II0YTH mybepTaTHOM
3B-runpocreponn- HOPMAaJIbHBIX BO3pacTe
JIETUAPOT €HA3BI MYXKCKHX MPOUCXOAUT
CIIOHTaHHOE
II0JIOBOE PAa3BUTHE
no
H30CEKCyalbHOMY
TUITY
Bupunansanus npu MaTepHHCKOM rHNepaHapoOreHuy
I'unepangporenus | Snunukun BuyTpenHue reuuranuu Hapyxubie reautanuu | B 6onpmnHcTBE
y MaTepu Pa3BUTHI 110 )KEHCKOMY THITy | MOTYT UMETh CITy4aeB UMEETCS
Luteoma pasiIu4HoOe CIIOHTaHHOE
6epeMeHHOCTH CTpOEHHE — OT IIOYTH | II0JIOBOE
Omnyxonu HOPMaJIbHOTO CO3peBaHue 1o
HaJAMOYEYHUKOB AKEHCKOTO C H30CEKCYalbHOMY
Heneuennas KIUTOPOMETajuel 10 | TUILY
BI'KH II0YTH HOPMAJIbHOI'O
MYXCKOTO B
3aBUCHMOCTH OT
BpEMEHH Hadaa,
CTEIICHU
BBIPAKEHHOCTH U
MPOAOJIKUTETBHOCTH
TUIEpaHAPOrCHUU
SITporeHHas BUpUIN3AIHS
[Ipuem Anunukn BuyTpennue renuranuu To xe VY GonbIIHHCTBA
aHIPOTCHOB Pa3BUTHI 110 JKEHCKOMY THUITY MaeHTOB
CIIOHTaHHOE




CtpoeHue HapyKHBIX Pa3Burue
CrpoeHre BHYTPEHHUX .
dopma Twum u mosoxeHue roHas . TEHUTAINH 1 ApyTrHe BTOPHYHBIX
TeHUTATUH
CHMIITOMBI MOJIOBBIX ITPU3HAKOB
M0JIOBOE
co3peBaHue 1o
XKEHCKOMY THITY
Jleuiut mianeHTapHbIX apoMaTas
Hedunur BuyTpennue renuranuu MackynuHuszanus y
IUTAI[eHTapHBIX Pa3BUTEHI 110 )KEHCKOMY THITy | MAaTE€pH H
apomaras — BUPHITH3ALHS
ayTOCOMHO- HOBOPOXKAEHHBIX
pELeCCHBHOE JIEBOUEK BCIIEJICTBUE
3aboseBanue HEeCHoCOOHOCTH
IpeBpamnaTh

aH/IPOTEHBI B
3CTPOTEHBI.
Apomara3zbl
MpeBpanaT
TECTOCTEPOH B
3CTPaguon U
aHJPOCTEHNOH B
3CTPOH, OTpaHUYUBAs
KOHILIEHTPALHUIO
aHJIPOT€HOB Y IJI0Ja

2. 46,XY-napywenusn nonosozo pazsumusn (nedocmamounan eupunuzayusn 46,XY myscckozo nona)

e Jlaxxe ecy XpoMOCOMa COACPKUT Y-MaTepuall, He clelyeT CHEeMUTh COO0IIaTh POAUTENSM, YTO OHH TOJIKHbI

BOCIIUTHIBATE pebeHka kak Manpuynka. Kpome Toro, mums y 50 % 46,XY-nereit ¢ HIIP MoxxHO OCTaBUTH

OKOHYATEJIbHBIN THATHO3.

e JlononHUTENbHBIE JAOOPATOPHBIC HCCIIEN0BaHMS (POKYCHUPYIOTCS HA ONPEIEICHUH TOTO, YTO SBIIIETCS IPHYNHOI

BHPHIIU3AIMU: YPOBEHb JEKTPOIUTOB, (OJLTHKYIOCTUMYIHPYIOIIEr0 TOPMOHA, JIFOTENHU3HPYIOIIEr0 TOPMOHa,

TECTOCTECPOHA, NUTUAPOTECTOCTEPOHA, AaHTUMIOJJIEPOBA TOPMOHA (HOpMaJ'H)HLIe YPOBHHU aHTUMIOJIJIEPOBA 'OPMOHA UMEIOT

100 % TIOJIOKUTEIIbHYIO IPOTrHOCTUHYCCKYIO HEHHOCTh HAJINYMSA TKaHU AUYCK, €CJIM TOPMOH HE BBIABIICTCSA — HEraTUBHAas

HPOTHOCTHYECKAst LEHHOCTh aHOPXUH — 94 %), 17-ruapOKCHIpOrecTepoHa, aHAPOCTEHANOHA U IETHAPOIIHAHAPOCTEPOHA,

17-OH-npernenonona, 11-1e30KCHKOPTUKOCTEPOHA, AKTUBHOCTH PEHUHA IIIa3MBbl.

. HpI/I HCO6XOIII/IMOCTI/I — MNPOBCACHUC CTUMYJISIHUOHHBIX TECTOB € YCJIOBEYCCKUM XOPUOHUYICCKUM I'OHAJOTPOIIMHOM,

AKTI'. HecrtocoOHOCTE MOBBICHTH YPOBEHb TECTOCTEPOHA B OTBET Ha YCIIOBEUYECKUI XOPHOHHYECKUI TOHAIOTPOITHH

TUIHMYHA 171 leekTa OnOoCHHTEe3a TECTOCTEPOHA, HETYBCTBUTEIBHOCTH PELIEITOPOB JIIOTEMHU3UPYIOIIEro TOPMOHA

WM TeCTALMOHHOMN MOTEPH TECTUKYNIAPHON TKaHU. [I0BBIIICHNE COOTHOLIEHHS TECTOCTEPOH/ IETHAPOTECTOCTEPOH

oCJIC€ CTUMYJISIIUU CBUACTCIBCTBYCT O Z[e(i)I/IHI/ITe 5a-pe11yKTa3f,1. Ecnu mavanenbie na60paT0pHLIe aHaJIu3bl

BBISIBJISIIOT BBICOKHUH YPOBEHb TECTOCTEPOHA, KOTOpLIfI HE NOBBIIACTCA MOCJIEC CTUMYJIIALINN YEJIOBEYECKUM

XOPHOHWYECKHM FOHAJOTPOIIMHOM, & COOTHOLIEHHE TECTOCTEPOH/IETHAPOTECTOCTEPOH U TECTOCTEPOH/aHAPOCTEHIUOH

HOPMAJIbHBIC — Y pe6eHKa CHUHAPOM YaCTHYHOU HEYYBCTBUTCJIIBHOCTH K aHAPOTCHAM

Hapymemm, CBfI3aHHBbIE C BJIMSHNEM BHEIIHeH cpeabl

VYmorpebinenue
MaTephio
MEINKaMEHTOB
(penurons,
CIAPOHOJIAKTOH)

SIlnyky HaXomsTCs B

IIaXOBhIX KaHaJIaX UJIH B

ryOHO-MOIIOHOYHBIX
CKIIagKax

BayTpennue renurannu
Pa3BUTEHI 10 MY»XCKOMY THUILY

HapyxHble renutanun
HMEIOT
HMHTEPCEKCyaNbHOe
CTpOEHHE

V GonblIuHCTBA
MALUEHTOB UMEETCS
CIIOHTAHHOE ITOJIOBOE
CO3pEeBaHKE 110

MY’>KCKOMY THILY

HacnepncTBeHHbIe HapyIIeHNS (MOXKHO MPOTNAIBIMPOBATH XOTA Obl OJHO SIMYKO, @ MIOJUICPOBBI CTPYKTYPbI OTCYTCTBYIOT)

1. YacTuuHas WK NOJIHAS PE3UCTEHTHOCTh OPTaHOB-MHUIICHEH K TecTocTepony (cuHIpoM dyactuuHoi (CYHA) nnu monHoi

(CITHA) HeuyBCTBUTEIBHOCTH K aHAPOTEHAM), CBSI3aHHBIE ¢ X-XpPOMOCOMHON MyTalyiel TeHa aHIpOTEeHHBIX PEIeNTOPOB

CHHAPOM NOJTHOH
HEYYBCTBUTEIIBHOC
TH K aHIPOTEHaM.

Kapunorun 46.XY.
PazBuBaetcs B
pe3ynbTare MoJHON

I'onanel npencraBieHbl
HOPMaJbHO
c(hOPMHUPOBaHHBIMH SIHIKAMU

DeHoTHIT )KESHCKHIA.
Buaramurie
YKOPOUEHHOE, CIIETIO

I'ennepnas
MPHHAJIEKHOCTh —
HKEHCKAsL.




CtpoeHue HapyKHBIX Pa3Burue
CrpoeHre BHYTPEHHUX .
dopma Twum u mosoxeHue roHas . TEHUTAINH 1 ApyTrHe BTOPHYHBIX
TeHUTATUH
CHMIITOMBI MOJIOBBIX ITPU3HAKOB

Cunzpom HEYYBCTBUTEILHOCTU ¢ TUInepILIa3uei KIeTok 3aKaHYMBAIOLICECS. B my6epraraom
TECTUKYJIIPHOM peLenTopos Jleiinura. Sluuku Haxomsatces | Kpurepuit BO3pacTe
beMuHM3aIUH K aHJ[poreHaM Ipu B OPIOLIHOH I10JI0CTH, B JIMarHOCTUKH — Ppa3BUBAIOTCA
(androgen MyTaLUsAX B FeHE [IaXOBBIX KaHallaX UIH B Hau4ue BTOPUYHBIC IIOJIOBBIE
insensitivity aHPOreHOBOTO Ir'yOHO-MOIIOHOYHBIX Y HOBOPOXKIECHHOTO [IPU3HAKU I10

syndrome), nosiHast
¢dopma (cuaapOM
Mopuca — Morris)

peuenropa (Xql11-12)

CKJIaaKax

JKEHCKUX TeHUTaINN
IPY aHTEHATATLHOM
kapuorune XY i
10 HAJTUYUIO TTAXOBOM
IPBDKHU, B KOTOPOH
HaXOJUIT SUYKH (Y 9TUX
OOJIBHEIX YacTO

KEHCKOMY THUITY:
(eMuHM3anUSA
¢urypsl, poct
TPYIHBIX JKeJle3, HO
TI0JIOBOE OBOJIOCEHUE
CKYJHOE ¥ IMEeeT
MECTO IIePBUYHAS

BBISIBIISIIOT TIAXOBBIE amMeHopest
TPBDKH)
Cunzpom SIMYKu HOpMaIbHBIX BayTpennue renuranuu Hapyxusie renuranun | BepaxxeHHOCTH
JacTHYHOM pa3MepoB, MOTYT OBITh Pa3BUTEHI 110 MY)XCKOMY THIy | HIMEIOT IIPU3HAKOB
HEUyBCTBUTENBHOC | JOKAIN30BaHbI B HMHTEPCEKCyanbHOe MOJIOBOTO Pa3BUTHSA
TH K aHJPOT€HAM. | TAXOBBIX KaHAJaxX MU B ctpoenue. [Ipn M0 MY>CKOMY THITY
TectuxymnspHas ryOHO-MOIIOHOYHBIX CUHJIpOME 3aBHCUT OT CTCIICHU
(beMuHU3anNS, cknankax. B mpouutom Petfidenmreiina HEYYBCTBUTEIBHOCT
HernoiaHas GopMa. | AeTSIM C dopmupyercs U K aHJPOTEHaM.
Jlerxue dopmsl CUHA omnpenensinu MyKCcKoil penoTunm ¢ | Bmecte ¢
00BETHEHBI IO | KEHCKHUH 10T U MHKDOIIEHHCOM, IIpU3HAKAMH
TEPMUHOM MIPOBOAUIN CTBOJIOBOM aHApPOreHUu3aluu
CHHIPOM roHagkToMuto. Ceifuac TUIIOCTIAINEH, pa3BuBaercs
Peli¢enmreitna Takasi IpaKTHKa TMHEKOMacTuen u TMHEKOMACTHS.

(Reifenstein)

CUHTAETCs
comHuTenbHOU. Ecnu
TKaHb ANYKa
COXpaHseTCs, y MallueHTa
B myOeprare Oyzner
BHUPHIIM3ALUs pa3HoOil
crenenu. [Ipenycmorpers
CTETIeHb BIMSHUSI
9K30T€HHBIX
TECTOCTEPOHOB
HEBO3MOXHO

OecruioiuemM
(a300cmiepmucii)

Hawuboiee merkum
CHMIITOMOM
HETOIHOW (OPMBI
MOXET OBITh
H30JIUPOBAHHOE
HapyluIeHne
crepMaToreHesa

2. IledexT pepMEHTOB CHHTE3a TECTOCTEPOHA

Hedumur StAR/
20,22-necMoitassl

STMYKHY MaTBIUPYIOTCS B
MMaXOBBIX KaHAJIaX WA B
ryOHO-MOIIOHOYHBIX
CKJIaJIKaX, MOTYT OBITh B
OpIOMIHOMN TIOJIOCTH

BHyTpeHHHE I'eHUTAINN
copMUPOBAHBI [I0 MYKCKOMY
THUITY, PyJMMEHTapHBIC.
Marka, MaTO4HbIe TPYObI
OTCYTCTBYIOT B CBSI3H C
HEU3MEHCHHBIM
HPOU3BOJICTBOM
AHTMIOJIJIEPOBOI CyOCcTaHIMU

ITpu noaHoM
OTCYTCTBHU (hepMEeHTA
Hapy>XHbIE TEHUTAIINN
Pa3BHUTHI 110 )KEHCKOMY
THITY, BIIarajuiie
3aKaHYMBACTCS CIIETIO.
[Ipu cHmxeHHOM
aKTUBHOCTH (hepMeHTa
CTpPOEHHE HapyKHBIX
TEHUTAIINH
HHTEPCEKCYaIbHOE.
CHHIpPOM MOTEPH COJII
C MEepBEIX YacoB, THEH
JKH3HH

B nmy6epratHOM
BO3pacTe
BTOPUYHbIE
0JIOBBIE TIPU3HAKH
OTCYTCTBYIOT

Hedurnur

SIMUKY MaXbIUPYIOTCS B

BayTpennue renurannu

Haubotee yacTeiM

YV MajIpuuKoOB B




dopma

Tun 1 monoxeHue roHas

CrpoeHre BHYTPEHHUX
TEeHUTAIHH

CtpoeHue HapyKHBIX
TEHUTAINN U Apyrue
CHMIITOMBI

Pa3Butue
BTOPUYHBIX
MOJIOBBIX TPU3HAKOB

3B-ruapokcu-

IMaXOBBIX KaHAJIaX U B

MYXKCKOT'O THIIA,

BapUaHTOM CTPOEHHS

nybepTaTHOM

CTEPOUIETHAPO- | I'yOHO-MOIIOHOYHBIX pyauMeHTapHble. MaTka, HapyXHBIX TeHUTANINH | Bo3pacTe Ha (oHe
reHasbl CKJIaZIKaX, MOTYT OBITh B | MATOYHEIE TPYOBI SIBJIAFOTCSA: HEJ0pa3BUTHUS
OpIOIIHOHN ITOJIOCTH OTCYTCTBYIOT paclLeIUIeHHas HapyXHBIX

MOILIOHKA, TCHUTAJIMI
MIPOMEXHOCTHAS (bopMuUpyrOTCS
TUIOCHaaus. TMHEKOMACTHS,
CuHIpOM noTepu aKHe, MyTalus
COJIH C TIEPBBIX YacoB, | rojoca
JIHEH KU3HU

Hedunur SAwnuku nansnupyroTcs B | BHyTpeHHMEe reHuTanuu DEHOTUI JKEHCKUH. B nyGepratHoM

170-runpoxcunasst

MaxOBbIX KaHAAX WITH B
ryOHO-MOIIOHOYHBIX
CKJIaJIKaX, MOTYT OBITh B
OpIOLIHOHN MOJIOCTH

Pa3BUTHI 110 MY»KCKOMY THITY,
pyJUMEHTapHbIEC. MIOJLUIEPOBBI
JIepUBAThl OTCYTCTBYIOT

CremneHs
BHPWIIN3ALUU
HapY>KHBIX TCHUTAIUN
pasnuyHas — oOT
CIIaeK MOJIOBBIX I'y0
J10 IPOMEXHOCTHOH
TUIOCHaANU

BO3pacTe
BTOPHUYHBIE
MOJIOBBIC TIPU3HAKH
[0 MYXXCKOMY THITY
OTCYTCTBYIOT,
pasBuBaeTcs
ruHekoMactus. AJl
B PaHHEM JIETCTBE B
mpeienax HOPMEI,
co 2-ro
NECSATUIICTHS KU3HU
pa3BUBAIOTCS
apTepualibHas
TUIICPTCH3US U
TUITOKATHEeMHUSL.

Jedurmur
17,20-mua3sr

SIMYKM TaNbIUPYIOTCS B
[aXOBBIX KaHAIAX WK B
ryOHO-MOIIOHOYHBIX
CKJIaJIKax

BayTpennue renurannu
Pa3BUTHI 110 MY»KCKOMY THITY,
pyAMMEHTapHBIE. MIOJIIEPOBBI
JIepUBAThl OTCYTCTBYIOT

CrpoeHue HapyKHBIX
MOJIOBBIX OPTaHOB
MOET BapbUPOBATh
OT JKE€HCKOT0
¢denoTHIa 10
MYXCKOTO C
MHKDOTIEHHCOM,
pacuierieHHOH
MOILOHKOH’ U
MPOMEKHOCTHOMN
runocnaauein

B nmy6epratHOM
BO3pacTe
BTOPUYHbIE
MIOJIOBBIE TIPU3HAKH
OTCYTCTBYIOT

Hedurur 17p-

SIuuku HaxoasTCS B

BuyTpenHHe reHuTanuu

Hapy>»xHble nonosbie

V ManpuuKoOB B

THJIPOKCUCTEPOHA- | MAXOBBIX KaHANAX WIN B | Pa3BUTHI 110 MY)XCKOMY THIy | OpraHbl c()OpMHPOBAHBI | IyOepTaTHOM
JIerUPOTr€Ha3bI TryOHO-MOIIOHOYHBIX I10 KEHCKOMY THILY. BO3pacTe
CKJIaaKax B ornenbHBIX clyyasXx | pa3sBHUBAIOTCS
HaOJroal0TCs TMHEKOMACTHS,
TUNepTpO(Ust KIUTOpA | aKHE, MyTalus
U cpareHue ryoHo- rojoca
MOIIIOHOYHBIX CKJIATIOK
3. MedexT MeTabonM3Ma TECTOCTEPOHA
Jedurmur Sudky HopManbHBIX IMpn TunaHO#M Gopme Hapyxusie renuranunu | B mydepratHom

So-peryKTassl

pasMepoB, MOTYT ObITh
JIOKAJTM30BaHBI B
MaxOBbIX KaHAAX WITH B
ryOHO-MOIIOHOYHBIX
CKJIaZIKax

BHYTPEHHHE T€HUTAINN
c(hopMupOBaHBI IO
MyXcKoMy Tuny. TkaHb
IIpeCTaTEeIbHON XKEeIe3bl
OTCYTCTBYET

10 )KCHCKOMY THUITY,
CIIETIO
3aKaHYUBaIOIIEeCs
BJIATaJINIIE, HO MOXKET
OLITH HEOOIBIIAS

BO3pacTe 3a CueT
YBEJIMYEHHS
AKTUBHOCTH 501~
penyKTasbl
MOSIBJISIFOTCS




CtpoeHue HapyKHBIX Pa3Burue
CrpoeHre BHYTPEHHUX .
dopma Twum u mosoxeHue roHas . TEHUTAINH 1 ApyTrHe BTOPHYHBIX
TeHUTATUH
CHMIITOMBI MOJIOBBIX ITPU3HAKOB
KIIMTOPOMETaNHSI. MY>KCKHE BTOPUYHBIE

VYV 4acTu nauueHToB
BBLABIIAIOTCS
IIPOMEXKHOCTHAs
THITOCTIaUs

U ypOT€HUTAJIbHBIN
CUHYC

TIOJIOBBIC TIPU3HAKH:
YBEJIMUYEHUE
T10JI0BOT'0 4IEHa, POCT
SIMYCK, HO
OBOJIOCCHHE CKYIHOE.
Cnepmaroreses
HETIOJTHBIN HJIH
HOPMAJIBHBIH.
I'maexomactust
OTCYTCTBYET

3. Hapywenusa ougppepenyuayuu 2onao
OBOTECTHKYJISIPHOE HapyIICHHE TI0JIOBOTO Pa3BUTHS (MCTHHHBIN repMadpoauTH3M) XapaKTepU3yeTcs:

*  pa3JIMYHBIMU BapuaHTaMu kapuotuna — oT 46,XX 1o 46,XY;

* CMEIIAHHBIM CTPOCHUEM BHYTPEHHUX TeHUTAINN — JABYIIOJIBIMU I'OHaJlaMU (OBOTeCTI/IC) WJIA HAJIMYUEM AUYHHKA C

OZHOW CTOPOHBI, IUYKA C JPYTOM;

. HUHTCPCEKCYAJIbHBIM CTPOCHUEM HAPYIKHBIX I‘eHPITa.JIHﬁ;

* Ui AMAaHOCTHUKH MOXET ObITh HEOOXOAUMOM JIanapoTOMHUs W/ MM OUOTICHSI TOHAT;

* I10JI0Bas NMPUHAUICKHOCTH NOJDKHA OCHOBBIBATHCA HAa CTPOCHUU BHEIITHUX U BHYTPEHHUX IIOJIOBBIX OPTAaHOB U CTECIIEHU

BHYTPHUYTPOOHOTO BIMSHUS aHIPOTEHOB;

. TECT-CTUMYJIAIUN YE€JIOBEYCCKUM XOPUOHNYECCKUM I'OHAJIOTPOIIMHOM, KOTOpLII71 BbI3bIBACT YBEJIMYCHUEC CLIBOpOTO‘{HOﬁ

KOHIICHTpALUN TECTOCTEPOHA, TIOATBEPIKIAeT HaIMuKe KiieTok Jleiinura, onpeneneHne aHTUMIOIIEpOBa FOPMOHA

CBUICTENIBCTBYET O HAIMYNHN CEPTOJIMEBBIX KIIETOK;

. JAUCTCHETUYCCKUEC I'OHAZlbl, KOTOPBIC COACPIKAT Y-XpOMOCOMBI, JOJIKHBI OBITH YZaaJICHbL

OBorecTukyisipHO | ['oHazBI IPeICTaBIEHBI: Ha cropone simuka pa3BUTHI CrpoeHue HapyKHbIX B 3aBucumoctu ot
€ HapylleHue *  SAMYKOM C OJHOH IIPUJATOK CEMEHHHUKA, TeHUTAINH 3aBUCHT OT | QyHKIMOHAIBHOMN
10JIOBOTO CTOPOHBI, CEMSABBIHOCSIIUHI IPOTOK, (byHKIMOHATBEHON aKTUBHOCTHU I'OHaJl B
pa3BUTHSA SIMYHUKOM — C CEeMEHHBIE ITy3BIPbKHU, HA aKTHBHOCTH SINUKA BO myOepTaTHOM
(MCTUHHBIH MIPOTHUBOIOJIOKHOM; | CTOpOHE SIMYHUKA UMEIOTCS BHYTPUYTPOOHOM BO3pacTe MOJI0BOE
repMadpoauTH3M) | * OBOTECTHCOM C MaTouHas Tpyba, MaTKa MIepHO/Ie U MOXKET OBITh | pa3BUTHE MOXKET
OJIHOH CTOpPOHBI, JKEHCKUM C IIPOUCXOAUTH 110
SIMIKOM HJTH rurnepTpodueit MYXCKOMY HJIH
SIMYHUKOM — KJIUTOpA, KEHCKOMY THITY WIIN
€ IPOTUBOIOJIOKHOM’; HHTEPCEKCYalIbHBIM OTCYTCTBOBAaTh
*  0BOTECTUCOM C 00eHx WJIY TI0YTH IOJIHOCTBIO
CTOPOH MY>KCKHM C
OJTHOCTOPOHHUM
KPUITOPXU3MOM
Cungpom Ha mecte ssmunnkoB BuyTpennue reauranuu Hapy:xHble reauranuu | Bropudnsle noaossle
[lepemeBckoro— | HaXOIATCA Pa3BUTHI 110 JKEHCKOMY THUITy. | UMEIOT IIPU3HAKU B
Tepuepa ¢ COCIIMHUTENILHOTKaHHBIE | Matka, TpyObl HMHTEPCEKCyanbHOe myOepraTHOM
repMadpoAUTHBIM | TSDKH 0e3 IPH3HAKOB TUIOTUIa3UPOBAaHHBIE MU crpoenue ot I o 111 BO3pacTe He

U TCHUTAJIUAMU

1 hepeHIMpoBKH (TIpH
xapuorune 45,X) mm ¢
NpU3HAKaMU
nudhepeHIIMPOBKH 110
MYXXCKOMY HJIH )KEHCKOMY
THITy (TIpU MO3aUIHBIX
KapUOTHUIAX).
XPpOMOCOMHBIH KOMILIEKT
45,X0 nmm 45,X/46,XX

pyAMMEHTapHBIE

CTETIeHH
BUPUIM3ALUH 10
[Ipanepy. Kpome
TOT0, UMEIOTCS
(deHOTHIITUECKHE
MIPU3HAKU CHHAPOMA

pasBuBatorcs. IIpu
HAYAY MaTepuaia
Y-XpoMOCOMBI B
KapHOTHUIIE
GOJBHBIX — PHCK
Ppa3BHTUS
TOHa7007aCTOMBI
cocrasister 30 %




CtpoeHue HapyKHBIX Pa3Burue
CrpoeHre BHYTPEHHUX .
dopma Twum u mosoxeHue roHas . TEHUTAINH 1 ApyTrHe BTOPHYHBIX
TeHUTATUH
CHMIITOMBI MOJIOBBIX ITPU3HAKOB
CMenranHas C 0HO CTOPOHBI BuyTtpennue reauranuu Hapy»xHble nonosbie PasButne
JUCTEHE3Us TOHAJ | UMEETCs SIMYKO, KOTOPOe | MMEIOT CMENIAHHOE CTPOCHUE. | OPraHbl BTOPUYHBIX
MOJKET OBITH Ha cropone siuuka HMHTEPCEKCYyallbHBIE. IIOJIOBBIX IIPU3HAKOB

pacIoIokKEeHO B
MOUIOHKE, B TTaXOBOM
KaHajle WIK B OpIoMIHON
nojnoctu. C npyroit
CTOPOHBI BMECTO FOHA/IbI
HaXOJUTCS
COCAMHUTEIbHOTKAHHBIH
TsK. XpOMOCOMHBII
KoMILiekT 45,X/46,XY.
I'ennepHyto oLeHKY
TIPOBOJIAT C
OCTOPO>KHOCTBIO

pa3BUBAIOTCS NPUIATOK SUYKa,
CEeMSBBIHOCSIININ TIPOTOK,
ceMeHHbIE My3bIpbku. Ha
CTOPOHE COCAUHUTENBHO-
TKaHHOTO TSDKA Pa3BUBAIOTCA
Tpy0Oa u MaTka. Bo3mMokHO
CTPOCHUE M0 )KEHCKOMY THILY,
B 3TOM ClTy4ae 00e TOHaIbl —
COEIMHUTENbHOTKAHHBIE TSXKU
U SINYKO — HAXOAATCS Ha
MecTe IMYHUKOB

MoryT BeTpedaThses
pa3IM4HbIC BAPUAHTBHI
CTPOCHHS HapYKHBIX
TeHUTAJIMIA: OT
rUnepTpohun
«CKIIUTOPA» 110
OJJHOCTOPOHHET'O
KPHUIITOPXU3Ma.
Hepenko nmetores
Marka 1 (aionueBbt
TpyOBL, U 3TN
CTPYKTYpPBI MOTYT
HAXOZIUTHCS B
IPBDKEBOM MeIIIKE B
JTaONOCKPOTAIIBHBIX
cxnazakax. Okono
TOJIOBUHBI OOJIBHBIX
UMEIOT NIPU3HAKH

3aBUCHUT OT
COXPaHHOCTHU KJIETOK
Jleiaura. Bo3amoxxHo
CITOHTAHHOE
0JIOBOE
CO3peBaHue,
KOTOpOE, KaK
MpaBUIIO, OBIBAET
HEMNoJIHBIM. bobHBIE
6ecroauel. IToutn
y 21 % nereii Ha
MIPOTSKCHUU MEPBBIX
20 j1eT )KU3HH MOXKET
pa3BUTHCA
roHaz00J1acTOMa
(TsDK 1
JIUCTEHETUYCCKUE
rOHabl HA/I0

CHHZpOMa YAQIATh B JETCKOM
IHepemesckoro— BO3pacTe)
TepHepa, BKiItOUast
HH3KOPOCIOCTh
Cungpom I'oHane! B MOLIOHKE, B Buyrpennue renuranuu yame | Hapyknble renntanuu | Bropuunsie
TECTUKYIIPHON M1aXOBBIX KaHalaxX U BCEr0 UMEIOT CMEIIAHHOE HIMEIOT Pa3HYyIO 10JIOBBIE IIPU3HAKU
perpeccHy. OpIOLIHOM TOJIOCTH CTpOECHHE CTEICHb B IIyOepTaTHOM
Hcrunnbit HE 00HApYyKUBAIOT MacCKyJIMHHU3aLHUHU. BO3pacTe
aroHaau3M Yamie penorun O6amxKe | OTCYyTCTBYIOT
K skeHckoMy. MHorga
aroHaau3M
coueTaeTcs ¢
MOPOKaMH Pa3BUTHUS
[I03BOHOYHHUKA,
cepana,
KpaHHO(auaibHIMU
aHOMAaIUSIMU
Cungpom A4y yMeHbIIEHBI B Hawubosee gacto [Ipu nepBom B GonprmnHCcTBE
TECTUKYIIPHONI pa3Mepax, INIOTHBIE WJIIM | BCTPEUaroTcs Ba pEHOTUNA. | ()EHOTUIIE HApyXKHBIE | ClydaeB BTOPHIHEIE
perpeccuu. aTpouuHBIe, ITpn nepsBom denorume I10JIOBBIE OPraHbl 10JIOBBIE IIPU3HAKU
Cunzpom pacIoIoXKeHbI B BHYTPEHHHE T€HUTAINU chopMHPOBAHEI IO B IyOepTaTHOM
PYAMMEHTaPHBIX MOIIOHKE, TaXOBBIX Pa3BUTHI 110 MY)KCKOMY TUITY. | MY>KCKOMY THITY, BO3pacTe
SIMYEK KaHaJaxX Wi B OpromHo# | IIpy BTopoM — BHYTpPEHHHE | MOIIOHKA OTCYTCTBYIOT
M10JIOCTH TCHUTAIUU UMEIOT TUIIOIUIa3MpPOBAHA,
CMEIIaHHOE CTPOeHHE mukponenuc. Ilpu
BTOpOM (peHoTure
dopmupyercs
IIPOMEXKHOCTHAS UIH
CTBOJIOBAst
THITOCTIaUs
I'unonnazus unm Kpunropxusm. Aunuku CremneHb pa3BUTHA IIpu annasum xknetox | To xe

arias’us KJIETOK

YMEHBIICHBI B padMepax

MNpUAaTKOB CEMCHHUKOB,

Jleifinura HapyxHbIC




CtpoeHue HapyKHBIX Pa3Burue
CrpoeHre BHYTPEHHUX .
dopma Twum u mosoxeHue roHas . TEHUTAINH 1 ApyTrHe BTOPHYHBIX
TeHUTATUH
CHMIITOMBI MOJIOBBIX ITPU3HAKOB
Jletigura, Tumn [ U3-3a TUINOTIIA3HH UIIN CEMSABBIHOCSIINX MPOTOKOB TeHUTAINH

OTCYTCTBHUS KJIETOK
Jleiinura, pacnonaratorcs
B OPIOIITHOW TOJIOCTH

3aBHUCHUT OT CTCIICHU

THIOILIA3UH KIeTOK Jlelaura.

ITpou3BoaHEIE MIOJUIEPOBBIX
MIPOTOKOB (MaTKa, TPyObI)
OTCYTCTBYIOT

c(hopMupoBaHbI IO
JKeHCKoMy Tuty. [Ipu
TUIOTIIa3HH KIETOK
Jlelinura HapyKHble
MIOJIOBBIE OPTaHbI
4aCTUIHO
BUPUIM30BaHbI

«IlonHas» qUCreHe3nsi TOHAX

46,XY «moaHas»
JIUCTEeHe3Us TOHa]
WA TIOJTHO®
H3MCHEHHE oJIa
(cuHIpOM
Caaiiepa —
Swyer)

Henonnas
TECTHUKYJISIpHAs
muddepenmarnys
BCJIC/ICTBUE HAPYLLICHHS
¢yukiun SRY-rena nnn
(dakTopa TPAaHCKPHIILIUH.
T'oHabl IPEICTaBICHBI
COCIMHUTENBHOTKAHHBIM
U TSDKAMH, B KOTOPBIX
MOT'YT OBITh BBISIBJICHBI
[IPU3HAKU Hayaa
nuddepeHpoBKy 10
MYKCKOMY, & MHOTJa 1
10 )KEHCKOMY THILY

Tl'oHagaabHBIC TSKH C 00EHX
CTOPOH

Hapy>xHbie nonossie
Oprasbl
chopMUpOBaHBI
BCET/a MO )KEHCKOMY
THITY, MOXKET
OTMeYaThCs
KITUTOPOMETaJIHSI
(ecnu «roHagaNbHbBIE)
KJIETKU CEKPETUPYIOT
TECTOCTEpOH). Moxer
COYETATHCS

€ KaMIIOMHUEITNYECKOMN
JUCIIa3uei,
onyxoJblo Bunbmca u
MMOPOKaMH Pa3BUTHS
MoYeK

V nereit ¢ 46,XY-
NUCTeHE3UeH B
najbHeleM He
pasBuBaeTcs
MacCKyJIUHHU3ALMS.
V 30 % nereii ¢
46,XY -nqucrenesuei
TOHaJ] pa3BUBAETCS
roHaao0Jiactoma
WM TePMUHOMA
(ToHA/IBI YAAISIOTCS
B JICTCKOM
BO3pacTe).

B nozapoctkoBoM
BO3pacTe He
MIPOUCXOAAT
nybepTaTHbie
W3MCHEHUS, a
YpOBEHb
TOHAJOTPONUHA
MOBBIIICHHBIN

46,XX «moyHAs»
JUCTCHE3MS TOHAT
WJTU TIOJIHOE
HU3MEHEHUE T0J1a

Ilonnas noreps Y-
XPOMOCOMEI BO BpeMs
aMOpuoreHesa,
TpaHcaokanus Y-
XPOMOCOMHOTO
MaTtepuana Ha X-
xpomocomy. I'oHabl
MpeACTaBIEHbI
COCAMHUTENbHOTKAaHHBIM
U TsDKaMH 0e3 IpU3HaKOB
nuddepeHIpoBKH,
HaXoJsITCs Ha MecTe
SIUYHAKOB

BHyTpeHHHE TeHUTAINH
Pa3BUTHI 110 )KCHCKOMY THILY.
Marka, TpyObI
THIOIIA3HPOBAHHbIC HIIH
pYAUMEHTapHbIC

®DeHOTHI MYKCKOTO
0J1a, OTCYTCTBYIOT
MIPU3HAKH TTOJIOBOTO
CO3peBaHusl.
Bo3moxxHO coueranue
JIUCTCHE3UU TOHAM C
HEWPOCEHCOPHOU
TYTOyXOCTBIO TIPH
cunapome Ileppoar
(Perrault),
LepedpanbHoit
aTaKkCUen Ui
JPYyTUMHA
HEBPOJIOTHYECKAMU
nedexramu. [Ipu
JTaHHOH (opme
JUCTCHE3HUNU OIyXO0JIb
TOHAJ HEe Pa3BUBAETCS

B nmy6epratHOM
nepuoze
HalOMHUHAIOT
MaLUEeHTOB ¢
CHHJIPOMOM
Knsitagensrepa
BCJIC/ICTBHUE
neduunuTa
TECTOCTEPOHA

4. /leyxcmoponnuii

Kpunmopxu3sm

JIBycTopoHHMI
KPHUIITOPXU3M

Sndku moryr
HaXOJMUTHCS B 1aXOBBIX

BayTpennue renurannu
Pa3BUTEHI 10 MYKCKOMY THUILY

Kpunropxusm

V GoabninHCTBa
MalUEHTOB UMEETCS




dopma

Tun 1 monoxeHue roHas

CrpoeHre BHYTPEHHUX
TEeHUTAIHH

CtpoeHue HapyKHBIX
TEHUTAINN U Apyrue
CHMIITOMBI

Pa3Butue
BTOPUYHBIX
MOJIOBBIX TPU3HAKOB

KaHajlaX UiH B
OpIOIIHOH MOJIOCTH.
Ecnu tectukynspnas
TKaHb HE BBISABISIETCS,
HYXHO B CBIBOPOTKE
KPOBH ONPEEIUTh
ypOBEHb
($OJTHKYIIOCTUMYTUPYIO
IIeTro TOPMOHa,
JTIOTEMHU3UPYIOIETO
TOPMOHA U
tectocTepoHa. Ecnu
YPOBHU TOHaJOTPONUHA
U TECTOCTEPOHA HU3KHE,
MPOBOASAT
CTUMYJIHPYIOIUE TPOObI
C 4eJIOBEYECKHM
XOPHOHUYECKHM
TOHAJOTPOTIMHOM.
IToBpiIeHHBIN
CBIBOPOTOYHBIH yPOBEHb
TOHAJOTPONKHA U
HHU3KUH Oa3aybHbII
YPOBEHb KOHIICHTPAIUH
TECTOCTEPOHA, KOTOPBIH
HE YBEIUYMBACTCA MPH
CTUMYJISIIHOHHOHU mpobe,
CBHJIETEILCTBYET 00
OTCYTCTBYIOLIUX HIIN
He()YHKIMOHUPYIOIIHUX
suuykax. Eciu
AQHTHMIOJUIEPOB TOPMOH
HE OIpeieNnseTcs, 3TO
CBUAETEILCTBYET O
JIBYXCTOPOHHEH
anopxuu. Hyxzo
MOJTyYUTh
KOHCYJIBTAIIMIO YPOJIOTa.
Ecnu abnomuHansHeIe
STMYKH HEBO3MOXKHO
ONYCTHTh B MOIIOHKY,
UX CIEeNyeT YIaluTh, TaK
KaK PHCK
SMOpPHOHAIBLHOTO paKa B
HUX Bo3pactaer B 3—-10
pas

CIIOHTaHHOE
M0JIOBOE
co3peBaHue 1o
MYXCKOMY THITY

5. Ipyeue npuuunst muxkpoghanoca

CPIH,Z[pOMI:I, ACCOUMHUPOBAHHBIC C IIEPBUYHBIM I'MIIOTOHAAU3MOM

Cungpom
Knsitapensrepa
(Klinefelter)

HI/ICI‘CHCSHSI CEMCHHBIX
KaHaJIbLICB

Slmakn YMEHBIICHEI B
pasMepax n3-3a ruajivHo3a
CEMCHHBIX KaHaJIbIICB

Buytpennue
TeHUTAIINH
c(hopMupOBaHBI IO
MYXCKOMY THITY

Juarsoctupyror
O0BIYHO B

myOepTaTHOM
BO3pacTe, Korjia
oOpaniarot Ha ceost
BHHUMAaHHUE BBICOKUI




CrpoeHue Hapy>KHBIX PazBurue

CrpoeHre BHYTPEHHUX .

dopma Tun u nonoxeHue roHazg . TCHUTAINN U IpyTrue BTOPUYHBIX
TEeHUTAIHH

CHUMIITOMBI ITOJIOBBIX ITPU3HAKOB

POCT, CBHYXOHTHOE
TEJIOCIIOKEHHUE,
CKY/HOE TT0JI0BOE
OBOJIOCCHHE,
THHEKOMACTHS,
MaJleHbKHUE [UIOTHbIC
SINYKHY, aHOMAJTIN
TIOBEICHHSL.

'V B3pOCIBIX TOYTH
Bcera Oecruioaue
(azoocnepmust)

Cungpom Jlucrenesus CEMEHHBIX SIM4KY yMEHBUICHBI B Buytpennue Ipu MyxcKoM THIIE
ne ns1 [Hanemns KaHaJbLIEB pasmepax Hu3-3a THAINHO3a TeHUTAINU CTPOEHMSI HAapy KHBIX
(de la Chapelle), CEMEHHBIX KaHAIIBIIEB, HO 3TH | CPOPMHPOBAHBI 110 TCHUTAUN

46,XX, My>K4HHBI HM3MEHEHHS Yallle BBIABIAIOT B | MY)KCKOMY THUITY €IUHCTBEHHOM
myb6epraTHOM Bo3pacte. [Ipu KaNoO0H MOXKET OBITh
POXIEHUU 9acTO ObIBAaET Oecrutonue
KPUOTOPXU3M (azoocmiepmus).

B myGepratHOM
BO3pacTe y
6OJBIIIMHCTBA
MaJIbYNKOB
pa3BHBacTCS
THHEKOMACTHSI, SIMIKH
MaJleHbKHE, IIOTHBIE,
TI0JIOBOE OBOJIOCEHUE
MOJKeT OBITh c11ab0
BBIPOXEHO, HO
MPU3HAKOB
TUMOTOHAU3Ma HET,
HHTEJUIEKT
HOPMAJIbHBII

Jetu ¢ manrunonutyutapusmMom, cuaapomamu llpanepa—Buiiu, Po6unos, Kapnenrtepa, Mekens-I'pybepa, ®ankonu

[Ipo6sieMBbl BbIOOPA 10JIa Y HOBOPOXKAEHHbIX

[lepBoHayanbHass HEONMPEIEICHHOCTh B OTHOLICHHM Moja pedeHKa — TpPEeBOXKHAs U
HaIpsKEHHAs CUTyauus sl Bcell cembu. Kak TOJIBKO JUArHo3 siC€H, MY>KCKOW WJIA KEHCKUN
MOJI YCTaHABJIMUBAETCA y OONbIIMHCTBA JeTeil. OAHAKO y HEKOTOPBIX MallMEHTOB, OCOOCHHO C
CHHIPOMOM YacCTUYHOM HEYYBCTBUTEIBHOCTH K AaHAPOr€HaM, BOIPOC O  IIOJOBOM
NPUHAIICKHOCTH MOXET OCTaThCst OTKPHITHIM [9, 32-37].

[lepBass Oecema ¢ pOUTENSIMH JOJDKHA OBITh HampaBieHa Ha (QOpMHUpOBaHUE
YBEPEHHOCTH B TOM, YTO MX PEOEHOK MOKET pacCUMUTHIBATh Ha MOJHOLEHHYIO JKU3Hb. 3aTeM
HEOOXO0IUMO MPEACTABUTH HH(OPMALIUIO O COCTOSIHIH peOCHKA B OOBEKTUBHOMN M PEATUCTUIHON
maHepe. Crenyer oOpaTuTh BHHUMaHHE Ha HEOINPEAEICHHOCTh, OOYCIOBICHHYIO pPa3INnYHBIMU
MHEHUSIMU JKCIepToB. HeoOXoaumMo paccka3ath O CIOKHOCTH M KOJHYECTBAX TUIAHUPYEMBIX
orepanuii, 0 BO3MOXHBIX MCXO0JaX BbIOOpa KOHKPETHOrO Moja. B KoHeYHOM cueTe, poauTenu
JOJ’KHBI HECTH OTBETCTBEHHOCTH 3a MPUHSATHE PEIICHUH, OITOMY KpailHe Ba)KHO, 4TOOBI OHH
OBUTH TIOJHOCTHIO HH(OpMUpOBaHHI [9, 32-37].

dakTopbl, BIUAIOIMIME Ha BBHIOOpP Oyaymero moja y peOeHKa MHOTOOOpasHbI H
BKJIIOYAIOT (DEHOTUNUYECKUE TMPOSBICHUS (BHEIIHMM BUJ TEHUTAINN, CTPOCHHE BHYTPEHHHUX



IIOJIOBBIX OpFaHOB), HaJIMYUC IMOPOKOB IMMOYCK U MOUYCBBIBOASAIINX HYTeﬁ, npeamnojaracMyro
JUTHTENIGHOCTh BO3JIEHCTBHUS aHAPOTCHOB HA TUIOM, HAJMYHE TOJIOBBIX KJICTOK B SIMYHUKAX HIIH
TKaHU SMYKa, KapUOTHUII, BEPOSTHOCTb TCHIEPHOM HAEHTH(UKAIKMU BO B3pPOCIOM BO3pPACTE,
HEOOXOIMMbIE XUPYPTHUECKUE METOJIBI JICUCHHS, PUCK Pa3BHUTH 3JI0KAUYECTBCHHBIX OITyXOJICH,
HGO6XOI[I/IMOCTB FOpMOHaJ'H:HOI\/'I WHAYKIOHUU II0JIOBOT'O CO3pCBAaHUA )41 MHOXXU3HEHHOU
3aMECTUTEBHON TEpalii, aHATOMHIO TIOJOBBIX OPraHOB B IIOCJICOINCPAIMOHHOM IIEPHOJIE,
IIOTCHIUAJI q)epTI/IHBHOCTI/I, MHCHUEC CCEMbH, a HHOTJAa U OGCTOHTGHBCTBa, CBsI3aHHBIE C
KyJbTYPHOH MPAKTUKOM, YIE€T COMUANIBHO-TICUX0IOrnuYecKux (axkropos (tadn. 9) [7, 10, 12, 25].

Tabnuya 9
DaxkTopsl, BANSKIIKHE BHIOOP moJia [38]

BeposiTHas reniepHas uaeHTH(PUKAIUS Y B3POCIBIX

Vuer IICUXOCOIIHMAJIBHBIX (baKTOpOB, CCJIN PE3YyJIbTAaThl HCIIPEACKA3yCMbI

ConuajabHoO-TICHX0JI0THYeCKHe (PAKTOPBI

JlmHamMuKa ceMbu

ConmansHble 00CTOSTENILCTBA

KynsTypHOE naBnenue

Bausinne anaporenos Ha ITHC niiona

Cl'lelll/l(l)l/l'leCKl/Iﬁ AUAarHo3, €CJu NpU3HaKu €ro 3aME€THbI

BHeminne NMPU3HAKH IMOJOBOT0 PAa3BUTUA

Henuddepenuupopannsie, KEHCKHE, MY>KCKHE

Xupyprudeckue BapuaHTbl KOPPEKIIUH

OskngaemMoe Ka4eCcTBO MOJI0BON GyHKIIMH

Bo3moxHOCTH coxpaHeHHs (pyHKIIHH COCYIUCTO-HEPBHOTO OJI0OKa

HOCJ’ICOHCpaL{I/IOHHaH aHaTOMMUA IMOJIOBBIX OPraHOB

Hotenuuan pepruabHOCTH

be3 MenuIMHCKON MOMOIIU WIIM C TIOMOIIbIO PENPOIYKTUBHBIX TEXHOJOTHUN

Hanu4ue mooBbIX KJIETOK B SMYHUKAX WJIM TKAHU SHYCK

CTpOCHI/Ie BHYTPCHHUX KCHCKUX ITOJIOBBIX OpPraHOB

CTpOCHI/Ie MYKCKUX BHYTPCHHUX IOJIOBBIX OPraHOB

IlcuxocouuaabHble PUCKH NJIA pOIll/ITeﬂeﬁ n peﬁem«a

[MpuemnembIii BBIOOP ¢ yU4ETOM KYJIBTYPHOTO/COIUAIBEHOTO TTOJIOKEHUS

FeHZ[CpHaH Z[I/IC(l)OpI/IH H3-3a HCCOOTBCTCTBYIOIIICTO BI:;I60pa

PaB,Z[eJ'IeHI/Ie FeH,Z[epHOﬁ I/I,Z[CHTI/I(l)I/IKaLII/II/I " poJiv 1moJia, ceKcyaanOﬁ OopucHTaln

YMeHnbllleHUE (PU3UUECKOT0 PUCKA

Puck pakKa roHaa B COIOCTaBJICHUU C COXPAaHCHUEM ITOJIOBBIX KJIECTOK




IToBpexeHus MoYeK U MOYEBBIBOASIIUX MyTEH

Cro net Hazaj, OCHOBHBIM (haKTOPOM, OTIPENIEIISIONINM BBIOOD 10J1a, ObUT BHEIIHUIN BU
TeHUTAU; OJIBEKA Ha3a/l, KAPUOTHUII CTAJI CaMbIM Ba)KHBIM (haKTOpoM BbIOOpa. DTH ujeun Obuin
BeITeCHEHBI B 1960-X rogax, Korjaa B KauecTBe Crocoda YIydlIUTh pe3ylbTaThl ObUT MPEATIOKEH
«TEHICPHBINA MTOXOI».

PexoMeHnyeMble paBuiia «BBIOOpA TIOJIA» WIIH «TE€HACPHOTO HA3HAYCHUSY B XUPYPTUU
¢ xkonma 1960-x no 1990-x rogos [6, 7, 10, 12, 25]:

Jlro6omy pebenky ¢ XX, HE3aBUCHMO OT CTENEHU BUPWIM3AINH, TOJDKEH OBITh BHIOpaH
JKEHCKHH T0J1, YTOOBI COXpaHUTh Oynymryto (GepTUiIbHOCTh. B 1eTCKOM BO3pacTe MOXKET OBITH
npoBeJicHa  XHpPypruueckas  MpoIlenypa  KINTOPOIUTACTUKH,  KOTOpas  COXpaHseT
HEUPOCOCYAUCTHIN MyYOK U UMEET MPEUMYIIECTBA MEPE] KIUTOPIKTOMHUEH.

Jlrob6omy pebenky ¢ XY U npu3HaKaMH HEAOCTATOUYHOW BUPHIIU3AIMH CIEIyeT BhIOpaTh
MY>KCKOM TOJI MPU JOCTATOYHBIX pa3Mepax IOJIOBOTO wieHa. Eciu MonoBoil uiieH CIMIIKOM
MaJICHbKUH WJIM CIIMIIKOM HM3MEHEH (Hampumep, 3KCTpo(Hs KIO0aKH), PEKOMEHI0BAJICS BbIOOp
KEHCKOro noJa. [losoBbie xkene3bl yAansIiuch, XUPYPrudecKuM MyTeM CO3/1aBajioCh Bllaraljuiie,
HA3HAYallUCh 3CTPOTEHBI B MEPHOJ TOJOBOTO co3peBaHus. Clenyer OTMETUTh, YTO C KOHIIA
1970- x romoB, korma ObuTa TOKa3aHa BO3MOXKHOCTb MPUMEHEHHUS TOPMOHOB IS JICUCHHS
MUKPOIICHHCA, B3TJISI/IBI HA KPUTEPHUU BBIOOPA 110JIa U3MEHUJIHCh.

JleTsiM co cMelaHHbIM XPOMOCOMHBIM HabopoM (HampuMep, CMEIIaHHBbIE JHUCTeHE3UN
TOHAJ] WIM WUCTUHHBIA repMadpoauTH3M) BBIOMPAIOT TOJ B 3aBUCUMOCTH OT OCOOCHHOCTEM
CTPOEHHUS TOJIOBBIX OPTaHOB.

['ennepHast HICHTHYHOCTh YCTAHABIMBACTCS B BO3pacTe 2 JeT.

B nanpHelimem cranu OYEBHUIHBI JOTMAaTH3M TaKUX MpPaBUI U MHOTHE MPOOJIEMBbI,
BO3HHKAIOIIKE TIpU uxX cobmoaenuu [7, 10, 12, 25, 30, 32-37, 39]:

[Tpumepro 60 % manueHToB ¢ AePUIUTOM S0-peayKTa3bl, KOTOPHIM ObUT YCTaHOBIIEH
JKEHCKHUH TOJI B MJIQJICHYECTBE, MMEII MPU3HAKY BUPHUIIN3AINN B TIEPHOJ] TIOJIOBOTO CO3PEBAHUS
U UACHTUUIIUPOBATH CeOs KaK MYKUUHBI.

Cpenu mManuMeHTOB C CHHAPOMOM YACTHYHON HEUYBCTBUTEIBHOCTH K aHAPOTEHaM,
nedexkTaMyu CHHTE3a aHAPOTEHOB W HEIMOJIHOM JUCTeHe3Wel TOHaj, HEeyIOBJIETBOPEHHOCTH
BBIOPAHHBIM I0JIOM OTMEYaach MPUMEPHO y 25 % nuil (KaKk My»4YWH, TaK U KEHIINH).

Jluma c¢ okcTpodmelt KiIOakd, BOCIHUTAaHHBIE JKEHIIMHAMH, JAEMOHCTPUPOBAIIU
W3MEHUYUBOCTH T€HACPHON UICHTUYHOCTH, HO OoJee 65 % W3 HUX KWIN KaK KSHIIHHBIL.

HeynoBneTBopeHHOCTH BEIOPAHHBIM MOJIOM peructpupoBanu y 25 % 46,XY-naunueHton
C YACTHUYHON BHWpWIHM3AIUed (MMEIOIINecs] Ha CETOMHSAIIHUN [I€Hb NaHHBIC TOJICPKUBAIOT
BBIOOP MYIKCKOTO Mojia y OonbpmmHCTBA XY -AeTel ¢ HaauyreM (PauTMIecKON TKaHU M Y BCEX C
MUKPOIIEHUCOM).

Nmeercst BBICOKMH PHUCK HAJIMYWS TEHACPHON TUCHOpPUU Yy MAIMEHTOB C BBICOKOU
CTETICHBIO BUPHIIN3ALMU U BRIOPAHHBIM JKEHCKHM I10JIOM, HE3aBUCUMO OT KapuoTuna. Hamportus,
paccTpoiicTBa TEHICPHON HACHTHYHOCTH Obutn peakumu y 46,XX-manuentoB ¢ HIIP ¢
HEYCTAaHOBJICHHBIM JHArHO30M, KOTOPBIX CYMTAIU MaJbYMKaMH B MIIAJICHUECTBE, U KOTOPHIM HE
OB BEIOpAH KEHCKHH MOJ.

Coo0raercss 0 HECOOTBETCTBUU TEHIIEPHON pOJIM BHIOpAHHOMY IOy HPUMEPHO Yy
MOJIOBUHBI MAaMEHTOB C AedunutoM 17B-ruapokcuctepougaeruaporenassi-I1ll, koropsie
BOCTIMTHIBAJIMCH KaK JCBOYKH.

B otHomrenun 6oaee 90 % 46,XX-nammentoB ¢ BI'KH m Bcex 46,XY-nanueHTOB C
CUHAPOM TIOJHOW HEYYBCTBUTEIBHOCTH K aHAPOTeHAM MPHHUMAIOCh pEIIeHHEe O BhIOOpe
YKEHCKOTO 10JIa B MJIaZIeHYECKOM Bo3pacTe. DTH MalueHThl, B JalbHENIIeM, HACHTH(PHUIIMPOBAIN
ce0st KaK KCHIIUHBIL.

[To MHeHHMIO wWCclenoBaTenei, OOJBIIOE KOJIMYECTBO MPOOIEM OBLIO CBS3aHO C
OTCYTCTBHEM Yy4Ye€Ta POJUTEIHCKOTO MHEHHs. Moria Takke HWrpaTh poOJib HEIOOICHEHHAs
BO3MOXXHOCTh COXPAHEHUS MYXKCKOM TeHIEpHON UIACHTUPUKAIMN TpPU BHYTPUYTPOOHOM
BO3JICHCTBUU TECTOCTEPOHA.



3HaHWs O BHYTPUYTPOOHOM BIUSHUU aHIaporeHoB Ha paszButHe [[HC uenoBeka
HEJOCTAaTOYHBI IS MPEICTaBICHHS] YETKUX PYKOBOISALIMX MPHUHIMIIOB BHIOOpA IMOJIa, YTO MBI
yke oTmeuanu Beime. Ho aHAporeH-uHAyUMpoOBaHHAs MAaCKyJIMHHM3alMs MoO3ra IU10/a
JNEUCTBUTENBbHO BakHa y manueHToB ¢ HIIP, B Tom uncne y nereit, umerommx 46,XX-HIIP u
NPU3HAKU BUPWIM3ALMU. DTOT 3PPEKT aHAPOreHOB ObUT 3apErHCTPUPOBAH B IETCKOM BO3pacTe
B BHUJI€ IPEINOUYTEHUIl B UTPOBOU JIEATEIHLHOCTH, OCOOCHHOCTEH TEeMIIEpaMeHTa, XapaKTepHbIX
s MasibuukoB. CTeneHb BO3JIEHCTBHSI HA IUJIOJI TECTOCTEPOHA, BEPOSTHO, KOPPEIUPYET C
TOKECTERIO BJIKH. ITocnenuue NAHHBIE CBHUJICTEIBCTBYIOT 0 TOM, qTO0
OuCeKCcyalbHas/TOMOCEKCyajbHasi OPHEHTAlUS MOTYT OBITh CBSI3aHBI C IPEHATATBHBIM
BO3/ICHCTBHEM aHAPOTCHOB M MAaCKyJIHHHU3AIMEH JeTcKoro moBeaeHus [7, 10, 12, 32-37 ].

Bricokuii  ypoBeHb aHAPOTEHOB BO BHYTPUYTPOOHOM TIEpPHOAE, MOXKET OBITh
apryMEHTOM I BBIOOpa My»KCKoro 1onna y 46, XY -pebeHka ¢ akcTpodueit KIioaky.

Bo3MoxxHO 10m0OHBIM 00pa3oM (MOoIIpeHHe BbIOOpAa MYKCKOTO II0JIa) CIEAyeT
paccMatpuBaTth M Bompoc B oTHomeHuu 46,XX-pedenka ¢ BJIKH u Hamnumem BBIpa)kKeHHOM
BUpWIM3aniu (PyHKIIMOHAIBHO MYKCKHE T€HUTAIHH, CYIIECTBOBAHUE KOTOPHIX MpEIIoiaraet
BBICOKYIO CTETICHh MAacCKYyJHWHHU3AIIMU MO3ra). XOTs B 3asBliecHnH KoHceHcyca o BJIKH ykazano,
YTO «HET JOCTATOYHBIX JOKA3aTENbCTB B MOAIEPKKY BBIOOpa MYKCKOTo mona y 46,XX-pebeHka
CO 3HAYUTENbHOW cTeneHbpto Bupwiamszanuu (o Ilpamepy 5)» [40]. JlomoaHUTETHHBIM
IPEUMYIIECTBOM BBIOOpPa MYKCKOTO TII0Ja SBISETCA TO, YTO Takod BbIOOp He Tpelyer
0€3BO3BpPaTHOM MOTEPH UYBCTBUTEIBHBIX TKAHEH TCHUTAJIHM.

To ecth ompexneneHue mona B ciydasx Haubosiee TsDKeNoW BHpmiInzauuu 46,XX-
HOBOPOXKICHHBIX, UMEIOLIUX CHHAPOM THUIEPIIa3UM HAAMOYEYHUKOB SBJSIETCS MPOOIeMoi AJist
nanpHeilmero oocyxknaeHus. [lo HamwM HaOMIOACHHWSIM, MEHBITUHCTBO HCCIEIOBaTENCH
PEKOMEHAYET ONpPENEeIUTh IMOJI KaK MYKCKOW W TPOBOAMUTH TOHAIPKTOMHIO. BONBIIMHCTBO
T€HETUKOB W HHJOKPUHOJOTOB PEKOMEHAYIOT ONpPENETUTh MOJ KaK >KEHCKUH, MPOBOAMTH
(heMUHHM3UPYIOINIYIO0 T€HUTOIUIACTHKY, 4TOOBI coepeus hepTuiabHOCTh [7, 12, 25, 30].

PeGenok ¢ 46,XY, poKIeHHBI ¢ MUHIMAILHBIM 00bEMOM TKaHEH MOJIOBOTO WieHa 0e3
PE3UCTEHTHOCTU K aHApPOTreHaM, Ha KOTOPOTO BO BpeMsl BHYTPUYTPOOHOTO Pa3BUTHS BIIHSIN
HOpPMAaJIbHbIE KOHLIEHTPAllMd TECTOCTEPOHA, MOXKET COXPAaHUTh MYKCKYI0 TE€HAEPHYIO
UJCHTUYHOCTh, HECMOTPS Ha BbIOpaHHBIA MO (paHee IJIaBHBIA KpuUTepHil BhIOOpa Mmoyia —
pasMep TOJOBOTO 4IIEHA, AaJCKBaTHBIA JJig TIOJNIOBOM (YHKIHMHM, B HACTOAIIEE BpEeMS
nojaBepraercs comHenuro) [7, 12, 25, 30].

CymecTBytonyie pekoMeHAauu 00 OTHOIIEHWM BbIOOpa mona y nereit ¢ HIIP
npeacTaBieHbl B Tabmwuie 10.

Tabauya 10
Pexomenganum no Bo10opy noJia [38]

Br16op nona O6ocHoBaHuE

1. Kencknii

. JKenckue renuranuu,
CHHIPOM IOJIHOW HEIYBCTBUTEIHHOCTH K aHIPOTCHAM
BCC WICHTUDUIHMPYIOT ceOS KaK KCHIIUHBI

AreHe3ust KIIETOK (JedeKT perenTopoB JOTSHHH3UPYIOIIET0

Het HeompeneneHHbIX TeHUTATUN
ropmona) (46,XY) P

90 % npeHTHGUIUPYIOT ceds KaK KEHIUHEL, HE0CTaTOYHO
BI'KH (46,XX) ’
’ JTaHHBIX JUIS T€X, KTO UMEET MY>KCKO€ CTPOCHHE TeHUTAIINIT

2. Myxkcekoit

70 % unenTuduumMpyror ceds
Jedumur So-penykrassl Quutnpy
KaK MY>XYHHBI

Hedunmur O06 u3MeHeHn! TeHAepHON pou coodmmmm npumepHo 50 %
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MAUeHToB ¢ nedururom 17p-
rugpokcucrepounaneruaporenasst I, koropsie
BOCITUTHIBATINCH KaK JIEBOUKH

3. YueT pa3BUTHSI BHYTPEHHHX 1 BHEIIHUX MOJIOBBIX OPTraHOB

Osomecmuxynapuvie HIIP

Mysxckoi

Ecnu sindku GyHKIIMOHUPYIOT U €CTh BBIPAXKEHHAS
BUPUIIN3AIHS

Kenckmit

Eciy smaHnKy QyHKIMOHUPYIOT U pa3BUTHI BHYTPEHHHE
JKEHCKHE I10JIOBBIE OPTaHbl

CMelaHHast JUCTCHE3Us TOHAT

4. HepocTaTo4HO AAHHBIX 1JIS1 CHHAPOMA YACTUYHON HEYYBCTBUTEJBLHOCTH K aHAPOreHaM U IKCTPOPHHU KI0aAKH

Bnpnnnsauneﬁ — MYJKYHUHBI

5. 46,XY-nmanueHThI ¢ NpU3HaAKaMHu GYHKINHU INYeK, Bo3aeiictTBueM anaporenos Ha IITHC miona u HekoTopoii

OnnuM  u3  ¢akTopoB BBHIOOpa TOJa SBISETCS PHUCK pa3BUTHS ONyXoledl B
MOCIEAYIOMEM. 3II0KaYE€CTBEHHOE NEPEPOKICHUE 3aPOABIIIEBBIX KIETOK IIPOUCXOAUT TOJIBKO y
nanuenTos ¢ HIIP, kotopeie numeror Y-xpomocomuslii MaTepuan. Camblii BBICOKMI puCK (10
60 %) umeercs y OonmpHbIx ¢ HIIP m c gucrenesuwell roHaj W HaaudueM Y -XPOMOCOMHOI'O
MaTepuana, a TakXKe Yy NAalUEHTOB C YaCTUYHOM aHAPOT€HHOW HEYyBCTBHUTEIBHOCTBIO M
HAJIMYMEM BHYTPHOPIOIIHBIX MOJOBBIX Xeje3. MHTpaabaoMUHAIbHBIE TOHAIBl Yy MalUEHTOB
BBICOKOTO PHCKa JIOJDKHBI OBITh yJaJIeHbl Ha MOMEHT IOCTaHOBKHM auarHo3a. Camblil HU3KHH
puck (<5%) wumeercs npu oBorecTHKyIsipHoM HIIP u reHernyecku NOATBEPKICHHOM

CHHJIPOME ITOJIHOM aHAPOreHHOM HeuyBcTBHTENbHOCTH [8, 10, 41-43].

B Tabnuue 11 mpuBoautcs kpaTkas nHGOpMaLKsS O PUCKE PA3BUTHUS OMyXOJel TOHAJ y

neten ¢ HIIP.

Tabnuya 11
Puck pa3sutus omyxoJieit ronaan y nereid HITP [10]
Pexomennyem
I'pynna pucka Tun HITP Puck, % . Y
ble TeHCTBHUS
Jlucrenesnu ronan (B ToM yuciie HeyTouHeHHbIe, 46,XY,
46,XX/46,XY, cMemaHHble, YaCTHYHBIE U MOJHBIC) (+Y) (SHuKH 15-35 I'onagpkTOMUS
BHYTPHOPIOIINHHO)
Beicoknuii CHHZIPOM YaCTUYHOW HEUYBCTBHUTEIBHOCTH K aHJPOTCHAM (SIUYKH
50 T'onagpkTOMHUS
pHuck BHE MOIIIOHKH)
Cunzpom Opeiizepa 60 TonamgdKkTOMUS
Cunzpom /[lpema (+Y) 40 T'onagakToMus
Cungpowm lllepemesckoro—-Teprepa (+Y) 12 Tonamskromus
BepkuaarenbH
Henocratounocts 17-6eta ruapokcucrepounaeruaporenassr [11 28
ast TAKTHKA
IlpomexyTodn Jlucrenesuu roHan (B TOM Yuclie HeyTOYHEHHEIE, 46,XY,
bIH pHCK 46,XX/46,XY, cMemanHble, YaCTUUHBIC U TONHBIE) (+Y) (IMYKH B HewussectHo Buoncus
MOIIOHKE)
CHHPOM YaCTUYHON HEUYBCTBUTEIBHOCTH K aHAPOTEHAM (SUYKU
Hewunssectno buoncus
B I'yOHO-MOIIOHOYHBIX CKJIAIKaXx)




Pexomennyem
I'pynma pucka Tun HITP Puck, % .
bl€ efCcTBUS
CHHPOM NOJTHOH HEUyBCTBUTENBHOCTH K aHAPOreHaM 2 buoncus
. VYananenue
Huskuit puck | OBOTECTHKYIJISIpHOE HapyLIEHHE [TOJIOBOTO PA3BUTHS 3
TKaHU SHIEK
Cungpom [lepemesckoro-Tepuepa (-Y) 1 -
Hepazpemenn
Jedumut So-pexyKrass 0 .
BI BOTIPOC
Her (?)
Hepaspemenn
I'unonnasus kiaerok Jleaura 0 .
BIif BOTIPOC

+Y, —Y — Haym4ne UM OTCYTCTBHE Y-XPOMOCOMHOTO MaTepHaa.

OcCHOBHbIE TPHUHIUIBL, KOTOPHIMHU CIEAYET PYKOBOJACTBOBATbCA IMPU MPUHSATUU
pellieHus — 93TO TMOombITKa o0ecneduuTh (EepTUILHOCTh U IOJIHOIEHHOCTh CEKCYalbHbBIX
OTHOUIEHUH B MOCIEAYIOIIEM C BO3MOXHOM MHHUMM3ALMEN PUCKOB U1 COMATUYECKOTO M
MICHXOJIOTHYECKOTO 310poBbs [39, 43-50].

BonpmmHCTBO poauTeneil OTHAIOT MPEANOYTEHUE XUPYPTHUECKOMY JICUCHHIO, YTOOBI
MOJIOBBIE OPraHbl UX JeTed MMEIH BUJ, COOTBETCTBYIOLIMI BBbIOpaHHOMY moiy. [pyras Touka
3peHUsI — aKIEeHT Ha (PYHKIIMOHAIBHBIC PE3YIbTaThl, @ HE Ha CTPOTO KocMeTnueckuit Bun [7, 10,
12, 39, 43-50].

deMUHU3UPYIOIIAasi TEHUTOIIACTHKA I MJIAJICHIIEB BKIO4aeT B cels 1) ynaneHue
KaBEpHO3HBIX Tell, 2) CO3JaHHE HOPMAJIbHOTO BHJA IMPEIIBEPHs BJIAralidila M TMOJOBBIX TYO,
3) BarMHOMIACTUKY. PEKOHCTPYKIMSI MYXCKHX TIIOJIOBBIX ~OpPraHOB MOXET  BKIIIOYATh:
1) opxurnekcuto, 2) JieUeHUE TUMOCHAIUU U 3) yAaJeHHe OCTATOYHBIX CTPYKTYp MIOJUIEpOBa
KaHaina [51].

O0ocHOBaHME TaKTUKHU PaHHEH PEKOHCTPYKIIMU BKJIIOYAET B ce€0sl BIUSHHUE 3CTPOTEHOB
Ha TKaHW OpraHu3Ma peOeHKa, UMEIoIre OOIbIION MpoaudepaTUBHBINA MOTCHIIMA, OTCYTCTBUE
OCJIO)KHEHUM OT HAIW4Ydsg aHATOMHYECKHX aHOMAIul, MUHHMMHU3AIUI0 OECIIOKOMCTBA CEMBH,
YMEHbIIIEHNE PUCKOB CTUTMATU3ALUY U MyTaHUIIbl T€HACPHON UIEHTUYHOCTH U3-3a AaTUIIUYHOTO
BHEIITHETO BHUJIA MOJIOBBIX OpraHoB. OAHAKO PETUCTPALMs MHOTOYHCICHHBIX HEOIarompUsTHBIX
MCXOJIOB TMpHUBENA K IMOSBICHUIO PEKOMEHIAIHNI OTJIOXKHUTH OMNepaluu A0 Bo3pacTa HalleHTa,
KOrla OH caM MOXeT JaTh WH(GOPMHUPOBAHHOE COTJIACHE HA TO WM HHOE MEAMIIMHCKOE
BO3/ICICTBHUE (BMEIIATENbCTBO). He cyliecTByeT HUKaKMX JOKa3aTelbCTB TOr0, YTO HEOOXOIMMO
npoUIaKTHIeCKOe yaaleHHe OCECCHMITOMHBIX JHCKOPAAHTHBIX CTPYKTYp, TaKuUX Kak
YTPUKYIIIOC WJIM OCTAaTKH MIOJIJIEPOBBIX MPOTOKOB, XOTS B OyAyIleM XHUPYPTUYECKOe yJaleHue
MoxeT nmorpedoBarbes [7, 10, 12, 39, 43-50].

[IpoBoauTh WM HE MPOBOAUTH B PAHHEM JIETCTBE OIEpAIMI0 Ha IMOJIOBBIX OpraHax,
OCOOCHHO PEIYKIMIO KINTOpPAa MPH BHPWIHM3AIMH JKEHCKOTO I0JIa — OCTaeTCs MPEAMETOM
oOcyxaeHusi. Xupypruueckas KOppeKius KIUTOPOMETaINN pPacCMaTPUBAETCS TOJIBKO B CIIydasix
Tsokenol  mackyinuHuzauuun (nmo  Ilpagepy I11-V) u  npoBomuTcs B couyeraHuu, npH
HEOOXOAMMOCTH, C KOPPEKIMEeH OOIIero YpOoreHWTaaIbHOTO CHHYyca (TIpakTHKa paHHEro
pasleNieHns BIAraiuila U ypeTphl Uisi 00SCIeYeHHs MOJIOKUTEIBHOTO BIMSIHHUSI ICTPOTEHOB B
paHHEM [IE€TCTBE M MpPEAOTBpAIllEHUS! MOTEHIUAIbHBIX OCIOKHEHHUN U3-32 COCTUHEHUS MEXITY
MOUYEBBIBOJIAIIUMHU IMYTSIMU H OpIOIIHOW TOJIOCTHIO). B meTckoM Bo3pacTe MOXKET OBITh
IpoBeJicHa XHUpypruyeckas Mpoleaypa KIWTOPOIUIACTUKU, COXpaHSIoNas HEWpPOCOCYIUCTHIN
My40K M HMEIOIIasi MPEUMYIIECTBA Mepell KIUTOopaKToMuen. Omnepalud MO PEeKOHCTPYKIUU
BJIarajuina clieayeT OTJIOXKUThH IO MOAPOCTKOBOTO Bo3pacta. HekoTophle AeTH HKEHCKOro IMoa,
UMEIOINE TUTEPIUIA3UI0 HAJIIOYEYHUKOB, OOHAPYXUBAIOT JIMIIb HE3HAYUTEIHHYIO CTEIEeHb
BUPWIN3ALMA U HE HYKJIAIOTCA B ONEPATUBHOM JeueHUU. BO3MOXXHO IpoBeJeHHE aJIeKBaTHON
MEAMKAMEHTO3HOM Tepaluu, A NpeJoTBpalleHus JalbHenei Bupunusanuu [9, 10, 12, 45].



B cnyqa;lx TUIIOCIIa AN HpI/IMeH}IIOTCH CTaHI[apTHBIG METOAbI XI/IpypI‘I/I‘ICCKOFO
BMEIIIATEILCTBA, TAKWE KaK KOPPEKIIHS MCKPUBIICHUSI TTOJIOBOTO YWICHA, PEKOHCTPYKIIHS YPETPHI,
a TakkKe KOHCEpBATHBHAs Tepalus —  HCIOJb30BAHUE TECTOCTEPOHA. Y MAIbUHUKOB
(bauIoNIacTUKY MPOBOAST OOBIYHO B HECKOJIBKO ATaroB. B Oomblell cTeneHrn MX KOJIHMYECTBO
3aBHUCUT OT CTCIICHU TUIIOCIIAANU U CTCIICHU I/ICKpI/IBJ'IeHI/ISI II0JIOBOI'O 4JICHA. HpI/I BI:I60pe I1oJjia
pebeHka MOJDKHBI OBITh MPUHSTHI BO BHUMaHHWE MacHITaObl M CIOXHOCTHh (DAJIJIOTUTACTUKU B
3peJIOM B03paCTe. HaL[I/IeHTaM HC OOJDKHBI Hpe,Z[OCTaBJISITBCSI HepeaﬂI/ICTI/I‘IHBIe OXKUJaHUA
OTHOCHTEJILHO PEKOHCTPYKTHBHBIX onepanuii [10, 12, 39, 43, 45-50].

FI/IHOFOHa,Z[I/I3M BCTpe‘-IaeTCSI y NanmnMuCHTOB C JU3ICHCTUYCCKUMU ITOJIOBBIMHU XKEJIC3aMU,
nedektaMu OMOCHHTE3a TIOJIOBBIX CTEPOMIOB, YCTOWYMBOCTBIO K aHaporeHam. [ opmoH-
3aMCCTUTCIIbHAas Teparm;l Tpe6yeTC${, qTOGBI BbBI3BATh U HO,Z[I[ep)KI/IBaTB I10JIOBOC COBpCBaHI/Ie,
BBI3BaTh (POPMUpOBAHWE BTOPUYHBIX IIOJOBBIX IPU3HAKOB U MYyOEPTATHBIM CKAaYOK pOCTa,
ONTHUMH3UPOBATH (OPMUPOBAHUE KOCTHON TKAHH, & TAKXKe ISl ICUXOCOIMAILHOTO CO3PEBAHUS
y nauuenToB ¢ HITP [49].
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