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Beegenue. Cunapom KnaitHdenbTepa BKIOYaeT B ce64 Lesyio rpyniny naToJ0rui.
/laHHOe 3a6o0JieBaHUE ObLJIO OMMCAHO OJHOMMEHHbIM y4eHbIM B 1942 ropay. OmnucaHue
3aKjy4yasocb B ToM, 4To KialiHQenbTep ¢ KoJuleraMyd ONYOJMKOBaJMd OT4YET 00
06cneloBaHUM 9 MYKUMH, 00'be€IMHEHHbIX OOIIMMH CUMITOMAaMH, TaKUMH Kak cjaaboe
OBOJIOCEHUE TeJla, EBHYXOUJAHbIN THUI TEJIOCJH0XXEHHUS, BBICOKUM POCT U YMEeHbIIEHHbIE B
pasMepax SUYKHU.

B cBA3M C yxyjlleHUEeM 3KOJOTHUYECKOM O0OCTAaHOBKM, KOJIMYECTBO JeTeu
pOX/JaeMbIX C pa3JW4YHBIMMU MaTtosiorusiMu BospacrtaetT. [Ipu Cungpome KinaitHpenbTepa
JIMAarHOCTUKA 3aTpy/lHEHa, 3TO CBA3aHO C TeM, 4YTO pebeHOK pOXJaeTcs C BUAY
HOpPMaJIbHbIM, CUMIITOMbI 3a00/1eBaHUSl HAUYMHAIOT MPOSIBAATHCS, KaK MPaBUJIo, TOJIbKO B
npenyb6epTaTHOM IepUo/e, KOT/1a JleYeHHUe y>Ke He HaCTOIbKO 3pPeKTUBHO. /lnarHoCTHKA
3a60/1eBaHUs [0 NpenybepTaTHOrO0 MepuoJa BO3MOXXHA TOJIbKO ILUTOr€HEeTUYeCKUMHU
MeToaMu. Kak M3BeCTHO, B Halllell CTpaHe HET BO3MOXXHOCTH KapUOTUIIUPOBAHUS BCEX
HOBOPOXX/I€HHBIX JleTel U KaK IPaBUJIO K TeHETUYeCKOMY aHa/IM3y KapuOTHUIla IpUOerawT
TOJIBKO TOT/1a, KOT/J|a Y>Ke NPOSIBJASIOTCSA BUAUMbIe CHMIITOMBI.

B cBfi3M C Bblllle CKa3aHHbIM, f CYUTAI H3y4eHHWE [AAHHOW MaTOJIOTUW U [Ip.
3a60/1eBaHUN CBSI3aHHBIX C 3aTPyZHEHHOM JMarHOCTUKOM B paHHEM BO3pacTe O4Ye€Hb
aKTyaJIbHbIM.

Kak yxke oTrmeuanoch Beilie, Cungpom KnaiiHdenbTepa 6b11 onucaH B 1942 ropy,
Ha OCHOBE CXOXXe€M CUMINTOMaTUKM TIpyNNnbl MNalUeHTOB (MepBUYHBIA MYXKCKOU
TUIIOTOHA/AM3M), ObLJIO NPEJIJIOKEHO JIleYeHHe TOPMOHAMU, HO LIUTOTEHETUYECKHE OCHOBBI
3a60/1eBaHUsl OCTaBa/IMCb HEM3BECTHBI.

[lo ofHMM [JaHHBIM, LUTOTEeHETHWYecKass OCHOBa cuHApoMa KnaliHdenbTepa
BnepBble B 1956 roay Oblia onucaHa bpure u bapoMm. B kapuorume 60JIbHbIX OHHU
BBISIBUJIM JIMLIHIOK X-XpOMOCOMY (mosiMcoMusi mo X-XpoMocoMme), TaKMM 006pa3oM, HX
KapHOTHII NpeJicTaBasi coooi 47 XXY [2].

[To Apyrum cBefeHUs LUTOreHEeTUYeCKasi 0CHOBa cuHApoMa KiaitHdenbTepa 6bli1a
JokaszaHa B 1959 roay /[»kako6coM u CTpoHroM. UMu ObLJIO YCTAaHOBJIEHO Ha/M4yUe
JIOTIOJTHUTEJIbHOU X-XpoMocoMbl Ipu cuHApoMe KnaliHdenbTepa [3].
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AKTHBHBIE HCCJeJloBaHUA AAaHHOHW maToJsiorMy Besiuch B 70-x rogax B CIIA. Bcex
HOBOPOXJ€HHbIX MaJIbUMKOB IMOJABEPraju KAapUOTUIHUPOBAHUIO, B pe3yJbTaTe Yero
yAaJIOCh JAOCTOBEPHO BBISIBUTb YAacTOTY BCTPEYAEMOCTH U TFeHeTHUYEeCKHE O0COOEHHOCTH
CHHJpoMa. bbL10 yCTaHOBJIEHO, YTO JlaJIeKO He Bceraa cuHApoM KialiHdesbTepa BbI3BaH
HapyLIeHUsIMHU KOJIMYeCTBAa XPOMOCOM.

He cMoTps Ha pasiuuuss B XPOHOJIOTHMM, OTKPBITUS OBLIM CAeJNlaHbl U
UTOTeHeTUYEeCKHME OCHOBbI 3a00/i1eBaHUS ObLJIM YCTAaHOBJIEHBI, YTO JaJ0 BO3MOXKHOCThb
OCYILLECTBJIATh IMarHOCTUKY Ha OCHOBAaHUU MeTOJUKHU UCCAeL0BaHUA KapUOTHIIA.

OcHOBHasgs 4acTb. YacTo Hab/OAAETC €EBHYXOWAHBbIA THUI TeJOCJ0XKEHHUS:
BbICOKMH pOCT, [AJIMHHble KOHEYHOCTH, Y3KHE IJIeYHd, OTHOCHUTEJbHO ILIWUPOKUH Tas,
NJIOCKasl y3Kas Tpy/ib, CyTYJIOBAaTOCTb, OTJIOXKEHHE XKUpPA Ha KUBOTe, rpyAHd, 6eapax, HO
BCTpeYaeTcss U JUCIJIACTUYECKOE TeJIOC/J0KEHHE C HHU3KHMM POCTOM M PSAAOM MeJKUX
JIUCTeHeTUYECKUX MPU3HAKOB. [IpU MosiMCcOMHBIX BapuaHTax GU3UYECKHE aHOMAJIUU U
CKeJIEeTHble JUCIJIa3uU ellje 06oJiee BbIPAXKEHbl U MOPOXKJAT HEKOTOPOE CXOJICTBO C
6o0s1e3HbI0 /layHa BcaeAcTBUe MUKpolledasvuy, runepTeoprU3Ma U KOCOTO paspesa rJias,
3MUKaHTAa, NIPOrHATHU3Ma, 33aIeP>KKU pocTa. bosibHble ¢ MO3aUYHbIM BapUAHTOM - OObIUHO
6e3 BbIpa’)XEHHbIX aHOMAaJIMM CKeJieTa, C TUIOTOHAJU3MOM BMECTO MHUKPOOPXHAM3MA.
A3oocnepMus y HUX He 00513aTe/IbHbIA CUMIITOM, U [IO3TOMY HEKOTOpPbIE U3 3THUX 6OJIbHbBIX
MOTyT UMeTb JeTed. XOTSA psAJ aBTOPOB M BbICKA3bIBAKOT MHEHHE O HOPMaJIbHOM
HMHTeJIJIEKTE Y MOJIOBUHbI O0JIbHBIX, BCE YK€ CUMIITOMbI HEJJOPAa3BUTHS JIMUHOCTHU B LI€JIOM
C HEeAOCTAaTOYHOCTbIO IMO3HABaTeJbHbIX QYHKIUMU WM 0e3 HHUX CcjeJlyeT CYUTaTh
CyllleCTBEHHBbIMH, CBSI3aHHbBIMM C XPOMOCOMHOM CYLIHOCTbIO 3a60/1eBaHus. [lJisT OCHOBHOI'O
TPUCOMHOI0 BapuaHTa cuHApoMa KialiHdesbTepa XapakTepHa Jerkas CTelleHb
NCUXUYECKOTO HEeAO0Pa3BUTUS: JeOUJbHOCTb WJM TNOTPaHHWYHas UHTeJJIeKTyabHas
He/I0OCTaTOYHOCTb, KOTOpasl TaKXe BapbUpPYeT B CTeNeHW U MO3TOMY, HaJ0 MoJiaraTh,
O0TYaCTH PACTBOPSETCH B PaMKaX HEBBICOKOTO «HOPMaJIbHOTO» MHTEJIJIEKTA NPU YCIA0BUU
J0CTAaTOYHOM COLMAJIbHOM afanTalu.

B MsaseHYeckoM UM paHHEM [JIeTCKOM BO3pacTe 3amnoZ03pUThb MaTOJIOTUIO
HEBO3MOXXHO. KiMHMYecKHe TMpU3HAKU KJjaaccudyeckoro cuHgpoma KialiHdenbTepa
NpPOSIBJSIOTCS, KaK MPaBUJIO, TOJbKO B IOJJPOCTKOBOM nepuoze. OfHAKO eCTb CUMIITOMBI,
KOTOpble  IMO3BOJIAIOT  3al0JI0O3PUTh  HasuMuve cuHApoMma KinailHdesnbTepa B
npenybepTaTHbIA mHepuoJ. MajbYUKHU C JAAaHHOW MNATOJIOTHEH OTJIHMYAIOTCS BBICOKHUM
pocToM, mpuyeM HauboJsiee 3HAUYMTE/bHAas MpUOABKa MPUXOAUTCS HA Nepuoj 5-8 ser.
Takxke oOpawaldT Ha cebsi BHUMaHHUE [AWCOPONOPLMU B CTPOEHUU TeJa: JIJIMHHbIE
KOHEYHOCTH W BbICOKas Tasus. Hepeako Takue MaJibuMKUA HUCHBITbIBAKT 3HAYUTEJIbHbIE
TPYAHOCTH B yyebe, 0COOEHHO XapaKTepHO HapylleHWe BOCHPUATHUSA y4eOHOTro MaTepuasia
Ha cayX. Kpome Toro, y yacTu mauueHTOB ¢ cHUHJpoMoM KialiHbenbTepa HabJ/t0AaeTcCs
HeKOoTopas 3a/iepKKa B pa3BUTHUU pedyd. YacTo 60/IbHBIM CJ0KHO BbIpa*kaTb CBOX MbIC/IU
Y B 60Jiee 3peJsioM BO3pacTe.

[lepBbIM mposiBleHHeM cuHApoMa KialiHbenbTepa B NOJPOCTKOBOM IepHOjE
SIBJISIETCS TMHEKOMAacCTHs, KOTopas NpU JaHHOW NaTOJIOTUM HMMeeT BUJ, JBYCTOPOHHErO
CHUMMETPUYHOrO 6e300/Ie3HEHHOT0 YyBeJUYeHUs TPyAHBbIX Kesae3. OJHaAKO JJaHHBINA
NpPU3HAK 4YaCTO OCTaeTcsl 6e3 BHUMaHMUSs, NOCKOJbKY TaKOTO poJia THHEKOMACTHUSl 4acTo
HabJIl0[laeTCd Y COBEpIIEHHO 3/I0pOBBbIX IMOJAPOCTKOB. TeM He MeHee, B HOpMe
M0/IPOCTKOBAasi THHEKOMACTH sl IPOJIo/KaeTcsl He 6oJiee JIBYX JieT U 6eccyie/JHO ucYe3aeT, B
TO BpeMsl KaK y MNalyUeHTOB ¢ cuHapoMoM KiailiHdenbTepa 006paTHOW HHBOJIOLUU
TPYAHBIX eJjie3 He MPOUCXOAUT. B HeKOoTopbIx ciaydasx cuHApoMa KinaliHdenbTepa
rMHEKOMaCcTHsl He pa3BUBAeTCs, W TOrjAa TMaToJIOTUS TMpOSBJSETCI yXe B
NoCTHybepTaTHbIN epUo/, NpU3HaKaMU nporpeccupytouei aHJIpOTeHHOM
HeJ 0CTaTOYHOCTH.
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[lepBuyHasi aHApOTeHHAasi HEAOCTAaTOYHOCTb MNpU cUHApoMe KialiHenbTepa
CBsi3aHa C MOCTeNEeHHON aTpodurel AiuYeK, UYTO MPUBOJAUT K PE3KOMY CHHUXKEHHIO CHHTe3a
MY>XCKHX IOJIOBBIX TOPMOHOB. Tak 4YTO CUMITOMBI aHJpPOre€HHON HeJOCTAaTOYHOCTH B
Pa3HOU CTeleHU BBIPAXKEHHOCTU €CThb NMpPAaKTHU4YeCKd y BCeX NMAlLlMeHTOB C CHHJPOMOM
KnaiindenbTepa.

BcienctBue aTtpoduu AUYKM YMEHbBIIAOTCA B pa3Mepax, Y MHOTMX OO0JIbHBIX
MMeeTCs] CHMIITOM «MaJible U TBep/ble SUYKU». [[0CKOJIbKY MOoJHAs JiereHepalus MoJoBbIX
)KeJsie3, KaK IpaBUJIO, pa3BUBaeTcC B MOCTNybepTaTHbIM mnepuof, y 60% mnanueHTOB
pasMepbl MY»KCKHX M0OJIOBBIX OPTAaHOB, 33 UCK/IOYEeHUEM INYEK, COOTBETCTBYIOT BO3PacCTy.
Kak npaBusio, HauMHaa c 25-jieTHero Bo3pacTa MalMeHTbl HAYMHAIOT >KaJl0BaTbCAd Ha
ocsiabjeHue JUOUJ0 U CHMWXKeHUe NMOoTeHIUU. OHAKO Y MHOTUX MYXXYHMH C CUHAPOMOM
KnaiHpenbTepa moJsioBoe BjieueHUEe BOOOILE He BO3HHMKAeT, a HEKOTOPble — HAIPOTHUB,
3aBOJAT CEMbIO U )KUBYT HOPMaJIbHOM M0JIOBOH »U3HbI0. Tak YTO HauboJiee NOCTOSHHBIM
IPU3HAKOM MaTOJIOTUM SBJSIETCA abCOJIOTHOE Oeclyojue, KaK CJIe/JCTBUE OTCYTCTBUSA
CIepMaToO30U/I0B B 35KyJIfATe. TakKe CTaTUCTUYECKU JOKa3aHa NpeJpacrnosioKeHHOCTh
TaKUX NAlLMEeHTOB K ayTOUMMYHHBIM 3a60JieBaHUSAM (peBMAaTOUAHBIM apTPUT, CUCTEMHAas
KpacHas BOJIYaHKa, ayTOUMMYHHbIe 3a00/1eBaHUS LIUTOBU/AHOM XKeJie3bl U T.I1.).

KoadpounueHT wHHTessneKTa y OOJBHBIX C  KJIACCUYECKHUM  CHUHJPOMOM
KnaitHdenbTepa BapbupyeT OT 3HaY€HUH HUXKE CpeJHEro JI0 MoKa3aTeJsiel, 3HaUUMTeNbHO
NpeBbIIAIIUX CpeJHUN ypoBeHb. OJHAKO BO BCeX CAydasX OTMedaeTcCs AHWCIPONOpLUS
MeX/ly 00IIMM YPOBHEM MHTeJIJIEKTa U BepbaJbHbIMUA CHOCOOHOCTSAAMH, TaK UTO HEPEAKO
NalyMeHTbl C JOCTaTOYHO BBICOKMM KO03(QOULUUEHTOM HWHTeJJIEKTa UCHObIThIBAIOT
TPYAHOCTU MpPHU BOCHPHUATHM OOJBIIMX 00bEMOB MaTepuasa Ha CJAyX, a TakKxke IMpHU
noctpoeHuu ¢pas, coJepXKaluX CJA0XKHble TIpaMMaTH4YecKhe KOHCTPyKuuu. Takue
0COOEHHOCTU MPUYUHSAIOT NalMeHTaM MHOTO HeNpUATHOCTEN B Nepuoj, oOydyeHus, U
HepeJKO MNpOJO0JDKAIOT CKa3blBaTbCsd B NpodecCUOHaJbHOU JedaTesNbHOCTU. /laHHble O
MICUXOJIOTUYECKUX OCOOEHHOCTSAX OO0JIbHBIX C CHHApoMoM KiailHdesbTepa J0CTAaTOYHO
NPOTHBOPEYUBBI, OJHAKO OOJIBIIMHCTBO CHELMa/JUCTOB OIeHHWBAIOT NallMEHTOB, Kak
CKPOMHBIX, POOKHUX JIIOJeW C HEeCKOJIbKO 3aHMKEHHOW CaMOOLIEHKOW W MOBBIIIEHHOU
YYBCTBUTEJIBHOCTBIO.

B cBSI3M cO CKyJHOM CUMIOTOMAaTUKOW cuUHApoM KiallHpenbTepa OTHOCUTCHA K
N03/JHO AMarHOCTHPyeMbIM 3a60JIeBaHUSIM BIJIOTH /10 BO3pacTa 0JI0BOT0O CO3peBaHUS.

PaHHee BbIfiBJieHMe 3a00JiIeBaHUSI WUrpaeT OrCPOMHYI0 pOJib B NpeAynpexJeHUU
BO3MOXXHbIX OCJIO)KHEHUH (HampuMep, 3a/lep>KKa yMCTBEHHOI'O Pa3BUTHS, NCUXHUYECKUE
OTKJIOHEHUS).

[Ipy k/JIMHUYECKHM BbIpaXKeHHOM cuHApoMe KiailHQenbTepa Heob6xoauMa
N0KM3HEHHas 3aMeCTUTeJIbHasA Tepalnus npernapaTaMyi My»KCKOT0 FOPMOHA TECTOCTEPOHaA.
AnlekBaTHasi Tepanusi NO3BOJIIET HE TOJIbKO YJYYUIMTb BHEIIHWW BUJA U 001ee
CaMOYyBCTBHE OOJIbHOTO, HO U BEPHYTb CIIOCOOHOCTb K HOPMa/IbHOM MOJIOBOW >KU3HHU.
Kpome ToOro, samecrturesbHasg Tepanus NpeAyNnpexJaeT OCTEONOPO3 M MbILIEYHYIO
c1aboCcTh, @ B C/ly4Yae UMX Pa3BUTHSA CHOCOOHA BEPHYTb KOCTU W MblIIIbI NallMeHTa B
HOpMaJIbHOE COCTOsIHUE. B I0HOM Bo3pacTe JieyeHHMe HeOOGXO0JMMO HAuMHAThb Cpa3sy Xe
nocje IMOCTAaHOBKM [JMarHo3a, IOCKOJIbKY 3TO He00X0AUMMO /il NPOQPUIAKTUKU
rMHEKOMAaCTHH.

Koppekuus oxxupeHus;

JieyeHue 0CTeonoposa (ymMeHblEeHUE IJIOTHOCTH KOCTHOM TKaHU);
6opbba C TMOBBIINIEHHBIM ypPOBHEM apTepUasbHOTO (KPOBSIHOTO)  /JaBJIEHMS;
XUPYPruvecKoe jieueHue yBeJMYeHH s TPy HbIX XKeJles;

JledyeHUe y ICUXoTepaneBTa MPU HEOOXOAMMOCTH.

[laneHT 06GBIYHO MOMNAaZAeT K IHAOKPHUHOJIOTY, €C/IM IPHU OCMOTPe Bpayu Jpyrux
CHelnyaJbHOCTEW BUJASAT HECOOTBETCTBHME pa3Mepa TeCTUKYJ (MaJieHbKHe) CTaJuu
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IIOJIOBOTO CO3peBaHUs JMOO TNpU OCTAaHOBUBLIEMCH He3aBepUIEHHOM I0JI0BOM
co3peBaHUU. OOBIYHO yKe € MOAPOCTKOBOTO BO3pacTa MaleHTaM TpebyeTcs Ha3HaYeHue
3aMeCTUTeJbHOM F'OPMOHAJIbBHOM Tepaluy N10JI0BbIMHA FTOPMOHAMH.

IIporHos fyis KU3HU U TPYZOBOW JeATeJbHOCTU y MALUEHTOB C KJACCUYECKUM
cuggpomoMm KialiHdenbTepa - B 1LejqoM OJjaronpusiTeH. PaHHee TmpoBejeHUe
3aMeCTUTEe/JIbHON TepanuM, MCUX0JIoTUYecKass paboTa C MalUeHTaMU U HUX POAUTESIMU
NO3BOJIAIOT OOJIbHBIM MOJIHOCTBIO aJaNTHpPOBAaTbCA B COBpeMeHHOM ob6uecTBe. [Ipu
JIETKOM TeuyeHUU 3abosieBaHUs cUHAPOM KiailHdesbTepa 0OHApYKUBAKOT TOJIBKO MPHU
obpalleHHMM 3a TNOMOLIbI0 MO TMOBOAY 6e37eTHOCTU. [IpOorHO3 OTHOCHUTENBHO
BOCCTAaHOBJIEHUS CIIOCOOHOCTH K €CTECTBEHHOMY OILJIOJOTBOPEHHUI0 HEeGJIaronpUATHBIN.

Tak kak y MyX4uuH, O6OJIbHbIX cUHApoMoM KiaiiHdenbTepa, crnepMaToreHes
Cepbe3HO HapylleH, a reHeTUYeCKHe MaTOJIOTUU He IMO03BOJIAIT BOCCTAHOBUTH €ro
eCTeCTBEHHBbIM MyTeM, 3a4aThe 6e3 UCI0JIb30BaHUs ClelUaJTU3NPOBAHHON MeIULMHCKOU
MOMOUIY NPAaKTUYeCKHU HEBO3MOKHO. TepsieT BCAKYI0 aKTyaJIbHOCTb TakKas poueAypa, Kak
VCKYCCTBEHHasi UHCEMUHaLUS.

TeM He MeHee, 6J1arogapsi COBpEMEHHbBIM 3HAHUSM U 060pY/IOBaHUI0, BpauM HaIlLJIX
cnoco6 NmoMo4yb MyXYMHaM C cUHJpoMoM KrnaillHpenbTepa mnosy4yuTh MOTOMCTBO. B
AUYKax OOJIbHBIX WMHOTJA NPUCYTCTBYIOT 3apojblllieBble KJIETKH, OUONCUS KOTOpPbIX
M03BOJIIET BbIPACTUTb M3 HUX >KU3HECMOCOOHBIX CIEPMATO30UJO0B, CIOCOOHBIX Ha
omJiofl0TBOpeHUe sihlekaeTKU. CoyeTtaHnue atoro MetoZa ¢ IKO + HMKCHU nosBossier
NOJIyYUTh HECKOJbKO 3MOPHUOHOB Xopoulero kadectBa. OjHaKo mepej, UMIJIaHTal el B
MaTKy JKEHIIWHbl UM MpPEJCTOUT NPOUTU NPEUMIJIAaHTALLMOHHYI0 TIeHEeTHYeCKYH0
JIMarHOCTUKY, B X0Jle KOTOPOU CNEeLUaJUCT OTOEpeT Te 3MOPUOHbI, XDPOMOCOMHBIN Habop
KOTOPBIX COOTBETCTBYET HOPME U He COZIEPXKUT X-XPOMOCOM.

JlocTOBEpPHO YCTAaHOBUTH HaJU4Ke y MYXKYHUHbI cuHJpoMa KialiHdenbTepa MOXHO

C TIOMOII[bI0 KapUOTUIIMPOBAHMS, TO €CThb HM3y4yeHUsI Habopa xpoMocoM. HacTosiTesibHO
peKOMeH/yeTcsl NPOBOAUTh KapUOTUIIMPOBAHUE AETSAM, ¥ KOTOPBIX, IOMUMO MPU3HAKOB
CUH/pOMa, HabJ/II01aeTCsl OTCTaBaHUE B yMCTBEHHOM Pa3BUTHU.
C uesbl0 AMATHOCTUKU TaKXe MNPHUMEHSIOT OUOXUMUYECKUH aHajJu3 KPOBH, YTOOLI
OIlpeJleJIMTh COJlep>KaHUue MYKCKHUX IOJIOBbIX T'OPMOHOB y mnauueHTta. Jlo 10-12 set y
MaJbUUMKOB C cuHApoMoM KiailHQenbTepa ypoBeHb TOPMOHOB, CTUMYJHPYIOIIUX
JleTeJbHOCTb MOJIOBOW CUCTEMbI, HAXOJAUTCA B HOPMAaTUBHbIX Npejesnax. KoHneHTpanus
TECTOCTepPOHa y O0JIbHBIX 60JIee CTapliero BoO3pacTa MOKeT ObITb B HOPME UJIM HECKOJIbKO
CHUXKeHa, a BoT cojaepkanue DCI  (dbosnukocrumynupytomero) wu  JIT
(TIoTeMHU3UPYIOLIEro) TOPMOHOB OY/AET BbIllle HOPMBI.

M13-3a TOro, 4To NoZpocToK ¢ cuHApoMoM KialiHdenbTepa cTpaZilaeT NOHUKEHHBIM
YPOBHEM MY?KCKHX MOJIOBBIX TOPMOHOB NMPH YBEJIUYEHHOM KOJIMYECTBE KEHCKUX, ¥ HErO
NOSIBJSIIOTCS BTOPHUYHBbIE (KEHCKHWE T0JI0Bble MNPU3HAKW: HU3KUH TeMOp TroJioca,
yBeJIMYEHUE MOJIOYHBIX XKeJie3 U T.II.

Jis ycTaHOBKM JMarHosa cuHapoM KialiHdesbTepa HCHOJb3YIOT TaKXKe psj
JIOTIOJTHUTEJIbHBIX METO/[0B:

JeHCUTOMEeTpUs (onmpenesieHue NJIOTHOCTH KOCTHOU TKaHH);
cnepmorpamma (omnpejieJleHHMe aKTUBHOCTU CIIEPMATO30M/JI0B B CEMEHHOM »U/JKOCTH);
OlleHKa CTeNeHU BhIPAXKEHHOCTH OXKUPEHUS;

Y3U ceppua.

BepeMeHHOCTh MI0AOM C JIMIIHENH X-XpOMOCOMOW, KakK MpPaBUJIO, NPOXOAUT 6e3
0Cc0o6bIX Tpo6JieM. OlHAKO YCTAaHOBUTH AMarHo3 cuHapoM KialHdesnbTepa MOXHO €ellé B
npeHaTaJbHbIN MEpUOo, KOTAa IJIOJ HAaXOAUTCS B MaTepUHCKON yTpobe. CToJIb paHHee
omnpezesieHHe OTKJIOHEHWH BO3MOXKHO 06J/1arojaps MeToJjaM WHBAa3WBHOW NpeHaTaJbHOU
JAUArHOCTUKH: OMOIICUM XOPHOHA U aMHMoOLeHTe3y. KaXIbli U3 HUX MOXKET BBIABJATH
reHeTU4YeCcKue aHOMaJIMM C TOYHOCTbIO 6osiee 99%. Heobxonuma auddepennuaibHas
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AMArHOCTHKA C  JPDYyrMMHU  3a00JIeBaHUAMH, NPOTEKAWIUMMU C IPOSABJIEHUAMHU
aH/IPOT€HHOMN HeJOCTaTOYHOCTH.

BeiBOA.

Cunapom KnakHdenbTepa - XpOMOCOMHAasd aHOMaJMsd, XapaKTepU3yLAAacs

[I0JIMCOMHUEN MO MOJIOBBIM XpOMOCOMaM. Bo3M0XKHbI pa3/inyHble Bapyal Ui 3a601€BaHUs —
[0JIMCOMHUSA O X-XPOMOCOME, MOJMCOMHUSA N0 Y-XpOMOCOME MPU MOHO- U MOJMCOMHUM IO
xpoMocoMe X. 60JIbHbIe MOT'YT UMETb HOPMaJIbHbIM KapUOTHII U AaXke He JA0rafblBaTbCs O
Ha/IMYMU aHOMaJIUU.
KnuHuyeckas kapTuHa 3abo0/ieBaHMsl CMas3aHa, K OCHOBHBIM CHMITOMAaM OTHOCAT
BBICOKHM DPOCT, eBXHYXOMJHO€ TeJIOCJ0XeHUe, TMHEeKOMacTHIo, caaboe oBoJsioceHue. C
yBeJIMYeHUEeM KOJIM4eCcTBa J00aBOYHbIX X-XpOMOCOM IOBBIIIAETCA yMCTBEHHas
OTCTaJIOCTh.

/luarHoCcTUKa B OCHOBHOM OCYIIEeCTBJISIeTCA B IpenybepTaTHOM Iepuoje, B

TSKeJIbIX CJIydasiX CUMITOMBI MOTYT NPOSIBUTbCS Ha 60Jiee paHHUX CTaZUSIX OHTOTeHe3a.
/19 AMAarHOCTHUKU UCNOJIb3YIOTCA [UTOTEHeTUYeCKUe MeTO/bI.
[Ipy cBOeBpeMEHHOM JieUeHUH BO3MOXKHO OCTAaHOBUTb aTPOPHIO AUYEK U CO/IeCTBOBATD
HOpMa/JIbHOMY (opMHpoBaHHI0 MyxcKoro ¢enoruna. [losoBasg ¢GyHKUMA y OOJBbHBIX
cuHapoMoM KialiHdenbTepa, Kak NpaBUJIO, He CTpajaeT, HO BeJeT K Gecrnsioauio (B
HEKOTOPBIX c/y4asi 60JIbHbl HECIIOCOOHBI K CIepMaTOreHesy).

JlaHHas XpOMOCOMHasi aHOMaJIusl He BJMseT Ha NPOJOJDKUTEJbHOCTh KU3HU (3a
UCKJIIOUeHHEeM KpalHe TsbKelblX (GOpM, IPU KOTOPbIX Yy OOJIbHBIX HabJ/I0Jal0TCsa
MHOXXeCTBEHHble IOPOKM pA3BUTHUSA BHYTPEHHUX OPraHoOB), CJjeyeT IOMHHUTb, YTO
YAA3BUMOM CTOPOHOW TaKUX MYXXYMH fABJAeTCA NCUXUKA. OHU CKJIOHHBI K JeNpeccuy,
CyHLIMJly, HO O4YeHb YacTO MOJOOHBbIE PACCTPOMCTBA CMEHSIOTCH HEKOHTPOJHUPYeMOH
arpeccrey HalnpaBJeHHON Ha OKPYKaIOLHX.
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