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CuHIIpOM TeCTHKYISIpHOH (demuHu3anuu (cuHapom Moppuca) — 3a0olieBaHue, 00OYCIIOB-
JIEHHOE€ HACJIEe/ICTBEHHON HEUYBCTBUTEIBHOCTHIO NMEpU(PEPUIECKUX TKAHEH K JTEHCTBUIO aHIpOre-
HOB Y IJIOJIa C TEHETHYECKUM MY>KCKUM TI0JIOM, B PE3YJbTaTe YEro pa3BUBACTCS JKEHCKUH (heHo-
Tun. Briepeie 3a0oneBanne onucano [onpoeprom n Makcsemiom B 1948 1., a Moppucom — B
1953 1. JlaHHBIN CHHAPOM SBIIIETCS HanOoJiee U3BECTHOM IPUYMHOI PA3BUTHS MY>KUMHBI KaK Je-
BYIIKU WM HAaJU4YUs NMPOSBIECHUN (HEMUHU3ALNUN Y MAIBYUKOB, KOTOPHIE POJUINCH C MYXCKHUM
HabopoM xpomocoM (XY) ¥ HOPMaJIbHBIM YPOBHEM [TOJIOBBIX TOPMOHOB.

Yacrtora 3a6oneBaeMoctu curapomoM 1-5:100000 HoBopokIeHHBIX. CHHAPOM MOXKET OBITh
BbI3BaH MyTtanueil B rene AR Ha X-xpomocome. I'en AR onpenensieT QyHKIMIO aHAPOTEHHBIX Pe-
LENTOPOB, OEIOK, KOTOPBII pearupyeT Ha CUTHajbl OT MYCKUX TMOJOBBIX TOPMOHOB U 3aITyCKaeT
KJIETOYHBIN 0TBET. CHHAPOM Hacienyercs ¢ X-XpOMOCOMON KaK pelleCCUBHBIN ITpU3HaK. /laHHbIE
HapyILIEHUs MepeaaroTcs M0 HACIEICTBY TOIbKO YEPe3 KEHIIMH-HOCUTEIIEH.

[Tarorenes 3aboseBaHust A0 CHX HOP TMOJHOCTHbIO HE M3ydeH. CyliecTBYeT TMIOTE3a, YTO
TKaHU OpraHu3Ma TepsIIOT YyBCTBUTEIBHOCTL K COOCTBEHHBIM aH/IPOTe€HaM OpraHHU3Ma, BbIIEIse-
MBIXTECTUKYJIAMH, U PAa3BUTHE OPraHU3Ma UJAET 10 KEHCKOMY reHoTuny. ComacHo ApyruM npea-
ITOJIO’KEHUSIM, HICTOYHUKOM 3CTPOTEHOB B OPraHU3ME MY)KUMHBI SIBISIFOTCS HA{IOYEUYHUKN WU SINY-
Ku. B pesynbrare mpoucxo/ T 3HauMTeNbHas (peMHHU3aLuMs BHEITHOCTH OONBbHBIX (MoyHas (opma
CHHJJpOMa TECTUKYIJIAPHON (peMUHU3AIMK) WK HEOPa3BUTUE MYXKCKHUX MOJIOBBIX OPraHOB (HEMoJI-
Hasg ¢opma 3aboeBanus). CHHAPOM MMEET BHIPAXKEHHBIN CEeMEHBIN HACIIeICTBEHHBI XapaKkTep U
NepeaeTcsl TOIbKO MO *KEHCKOM JIMHUY, )KEHIIMHAMUA-HOCUTEIbHUIIAMI aHOMAJIBHOI'O T€Ha, IPUYEM
JAHHBIN TeH He Oe3omaceH sl HuX. B myOepTaTHBIM MeproI IEBOUKH KATYIOTCS Ha 3aJePiKKY T0-
JIOBOTO CO3PEBaHMs, a B3pOCIble KeHIIMHBI Ha Oecruioane. ConepkaHue TECTOCTEPOHa B KPOBHU CO-
OTBETCTBYET TaKOBOMY Y MY>KUMH, SKCKPELUS ¢ MOYO U aHIPOCTEPOH B HOPME, a ICTPOr€HOB He-
CKOJIbKO Oombliie, yeM y MyxuuH. [lomoBoit xpoMaTuH orcyrcTByeT (Kapuotum 46 XY). /narnos
MOKET OBIThH YCTaHOBJIEH CIIy4YaifHO, TPU OOHAPYKEHUH SUYEK BO BPEMs ONEpPaLlUH 10 TIOBOAY MaXo-
BOM rppDKU. J[€BOUKM MOTYT OBITh OMEPUPOBAHBI MO TOBOY MAaXOBBIX TPBIK, @ B MIAXOBOM MeEIIIKE
00Hapy»KUBAIOT SIMUKH, pa3Mep KOTOPBIX COOTBETCTBYET BO3PACTY MAlMEHTA.

Hanuune HeuyBCTBUTENBHOCTH K aHAPOTE€HAM, SBIISECTCS CIEACTBUEM MYTAllUM B I'€HE aH[-
poreHosoro penentopa (AR), 4To IpUBOAUT K HEUYBCTBUTEIBHOCTHU 3TUX PELENTOPOB K MYXK-
CKMM TIOJIOBBIM TOPMOHAM AaHAPOT€HAM B KOHTPOJUPYEMBIX 3THUMH TOPMOHAaMH OpraHax-
muteHsx. OCHOBHOHM MPHU3HAK CHHAPOMa — HECOOTBETCTBUE MEXIY TOHAIHBIM IOJIOM U (heHO-
THTIOM: TEJIOCJIOKEHHUE MTPU CUHAPOME — JKEHCKOT'O THIA, MOJIOYHBIE XKEJIe3bl Pa3BUTHI XOPOLIO,
OIHAKO OTCYTCTBYET MaTKa, MaTOYHbIE TPYObI U BEPXHSS TPETh BIAraIHIIa.

BbIensioT NoaHy0 U HETONHYIO (C 3JIeMEHTaMH aHIPOTreHU3aln) GOpMbl TECTUKYISIPHOM
bemunnzanmu. s noiaHo# ¢opmbl (IpU MOTHON HEYYBCTBUTENBHOCTU K aHIPOTE€HAM) Xapak-
TEPHO TMOJIHOE OTCYTCTBHE BOJIOCSTHOTO IMOKPOBA Ha JIOOKE U B MOAMBIIICYHBIX BIAIUHAX, TUITNY-

521



HOE JKEHCKOE TEJIOCIOKEHHUE, XOPOoIIee Pa3BUTHE MOJIOYHBIX JKeJle3, Hapy)KHBIX IMOJOBBIX Opra-
HOB. [IpuunHO# oOpalieHust K Bpauy sSBISETCS OTCYTCTBHE MEHCTPYAIii, IPU 3TOM MallUEeHTHI HE
COMHEBAIOTCSl B CBOCH NMPUHAIJIEKHOCTU K >KeHCkoMy moiy. HemonHast ¢popma (Korma yyBCTBU-
TEIbHOCTh M3HAYAJIFHO YACTMYHO COXpaHEHa WM YaCTUYHO BOCCTAHABIMBAETCSA B MyOepTaTHOM
NEepUoJe) TECTUKYIAPHON (DeMUHHM3AIMU XapaKTepU3yeTCcs YaCTUYHBIM COXPAaHEHHEM YyBCTBH-
TEIBHOCTHU OPTaHOB-MHUILIEHEH K aHAPOTeHaM, MPOSBISIONIMMCS HATMYUEM MTPU3HAKOB MYMXKCKOTO
TUTA TEJOCIOKEHUS — MACKYIWHU3AIUU: Y3KUN Ta3, HelOpa3BUTHE MOJIOYHBIX JKelle3, MeHee
PaBHOMEPHOE pacIpeielieHne MOAKOKHO-)KUPOBOM KIIETYATKU, HAJTMYHME BOJIOCSHOIO MOKPOBA Ha
J00Ke U B MOIMBIIICYHBIX BIaJIUHaX. BUpUIN3aIys B HEKOTOPHIX CIydasX MPOSBIAETCS rpyObIM
rosiocoM. M3-3a M3MeHEHHs] BHYTPEHHUX IOJIOBBIX OPraHOB OCOOEHHOE MECTO 3aHUMAET «Clie-
10oe» BJArajuile, KOTOpOE€ HE 3aBepiiaeTcs MaTkoM. KOHKpETHO Mo 3TOM MpUYMHE CHUHIPOM
Moppuca obpekaet Ha GecIozue.

B cuny 6ecrimonus nceBmporepMagpoauToB — HOCUTENEH MyTalldd, 3T4 aHOMaiusi OYCHb
penka cpenu HaceneHus (mopsaka 1:65000 cpenu xenmuH). [IceBgorepmadpoauTu3M JJOHKEH
ObLT OBl MOPOXKAATh TATYANIINE WHBAIMIN3UPYIONINE IICUXUYECKUE TPABMbI, HO SMOIMOHAIbHAS
YCTOMYUBOCTD ATUX OOJBHBIX, X JKU3HEII00ME, MHOTOOOpa3Has akTUBHOCTh, SHEPIrus, pu3nyie-
CKasi U YMCTBEHHasl, IpAMO MOpPa3UTeNbHbl. BoT mosTomy cunapom Moppuca CUUTaIOT OJHUM U3
«T€HOB TeHueBy». Hanpumep, no ¢pusnveckoi cuie, ObICTPOTE, TIOBKOCTH OHU HACTOJIBKO MPEBOC-
XOIAT (PU3UOJOTUUECKH HOPMANIbHBIX JEBYILIEK U KEHIIUH, YTO ACBYILKH U KEHIIUHBI C CUHIPO-
MoM Moppuca (JIETKO OT03HaBaeMble TI0 OTCYTCTBHIO TOJOBOTO XPOMAaTHHA B Ma3KaxX CIU3UCTON
pTa) MoJUIeKaT MCKIIOUEHUIO U3 KEHCKUX CIOPTUBHBIX cocTszanuii. [lpu penkoctu cunapoma
Cpeau HaceneHus, OH OOHapyXuBaeTcst MouTH y 1 % BbIHAIOMMXCS CHOPTCMEHOK, TO ecTh B 600 pa3
yaiie, 4eM 0KHMJaJI0Ch Obl, €ciii Obl OH HE TOPOX/1all UCKIIOUYUTEIBHO BBICOKUN YpOBEHb (U3H-
YECKOT0 U TMICUXMYECKOro pa3BuUTHs U Bonu. Emie Gosee sipko MposIBISETCS MPEBOCXOJCTBO CHUH-
npomMa Moppuca B HHTEUICKTYaIbHOU cdepe.

JleyeHue 3aKiroyaeTcs B COLMAIBHON peabuiauTann, 0O0yCcIOBICHHOW paHHUM JAMAarHOCTH-
pOBaHMEM, BCECTOPOHHUMH METOIaMU 00ce1oBaHus, MAaKCUMAIbHO BO3MOYKHBIM HUCIIPaBJICHUEM
(eHOoTHNa B COOTBETCTBUU C BHIOPAHHBIM IPaXKAAHCKUM IIOJIOM ITyT€M FOPMOHAJIBHOTO U XUPYP-
THYECKOT0 JICYEHHsI, YCTPAaHEHUEM OBITOBBIX TPYIHOCTEH, MOPAIbHBIX U MCHUXOJIOTMYECKUX IIe-
pEeKUBaHUN, BO3MOKHOCTBIO TIOJIOBOM KU3HU U CO3/IaHUS CEMbHU.
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Beeoenue
Ha ceropHsmHuii 1eHb B )KU3HU COBPEMEHHOI'O OOIIECTBA BBICTYNAOT MPOOJIEMBI, CBSI3aH-
HBIE C paHHEH JUAarHOCTUKON 3a00J€BaHUI OPTaHOB JIBIXaHMs, TAKMX KaK paK JETKUX U TyOepKy-
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