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[eHeTHM4YecKre 3aKOHOMEPHOCTH SBJISIIOTCS YHUBEPCAIbHBIMU JJ151 BCEX YKMUBBIX
OPTAaHU3MOB , B TOM YHCJIe U JJisl YenoBeKa. OIHaKO B CHUUTY LIEJIOTO psiia 0COOeHHOCTeH
1CcClelOBaHME HAC/IeCTBEHHOCTH Ye/T0BeKa 3aTpyaHeHo. [lepeuricinm st 0COG€HHOCTH:
HEBO3MOXXHOCTb HAIIPAB/IEHHOT'O CKPeLINBAaHUS UMEHHO TeX HNap, KOTOPbIe HYYXHBI JJIs1
M CC/IeJOBaHMS; O3 Hee M0JI0BOe CO3peBaHMe; Majioe IOTOMCTBO; HEBO3MOYXXHOCTD
SKCIIePUMEHTOB C UCKYCCTBEHHBIMHM MYTAaLIUSIMH; HEBO3MOXXHOCTb COJEP)XaHUS BCeX
HCCJIeIyeMBIX JTIOAEH B OAMHAKOBBIX YCIOBHUSIX; OTHOCHUTE/TFHOE OOJIBIIIOE YHCJIO XPOMOCOM
(23 mapsr). Tem He MeHee U3ydeHVe TeHETUKH Ye/I0BeKa He0OX0IMMO XOTs ObI TTIOTOMY;,

YTO 3TO HY)XHO MeaulirHe. 3a60/1eBaHMsI, B OCHOBE KOTOPBIX JIE)KAT TeHeTHYeCKHe
HapyllIeHWs], pAaCHPOCTPAaHEeHbI TOPa3A0 WINpPe, YeM KKeTCs Ha epBbIi B3I, M3-3a

STHUX HapYUIeHUI OKOJIO SMOPHOHOB MOTHOAIOT eIlIé 10 POXIAEeHUS,  [eTel- mpu
POXZEeHWUH,  JeTel YMHUPAIOT, He JOCTHUTas B3POCIOro BO3pacTa, JII0ZIel He
BCTymas B Opak u OpaKoB- Oe3/IeTHHI.
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MeToAabl nccnenoBaHUSA FreHeTUKU YeloB

[eHeanornmyeckmi MeTos 5
LnutoreHeTMYEeCKUN MeToA

l BUOXMMMYECKUE ME

Bau3HeLoBbIM MeTO.

MonynsiuMOHHbIM METO.




AyTocomMHO-
AOMHHAHTHOM
HaCAEeAOBaHHUU

[TpuBOAUT
MYTAIIHH B
ayTocoMax ,
IIpHUYEeM
MYTAHTHBIN I'eH
SIBASIETCS
LOMHUHAHTHBIM U
IIOAABASIET
CHOPMAanRBHBIN
annenbHBIN I'€H.

AyTocomHO-
pelnecCHBHOM
HaCAEeAOBaHUU

[TpuBOAUT
BO3HHKAIOIIIHH B
pe3yaAbTaTe MYyTalluHu
PEeLEeCCUBHBIN I'eH
ayTOCOMEI.

HacnepoBauue
CIIEIIREeHHOoe C
IIONOM

[TpuBOAUT
IIATONROTHS I'eHa
IIOROBOH X-
XPOMOCOMEI.
ITprmepoM Takoro
3abonEeBaAHNSI MOXET
CRY>XHTD
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CuHpgpom [layHa

BbIno nokasaHo, YTO NPUCYTCTBUE B KIETKaxX YerioBeka Tpetben 21-n
XPOMOCOMbI NPUBOAUT K POXOEHUIO pebeHKka ¢ cuHapomom [ayHa. Takue
aetn poxgarorcda B ogHom cnydae u3 1000 n xapaktepunsyrotcd YyMCTBEHHOWN
OTCTanoCTb, MaNeHbLKUM POCTOM, MOHUXEHHOMN YCTONYNBOCTLIO K
NHMPEKUMOHHBIM 3aboneBaHnsIM.




CNMHAPOM HIEPEHIEBCKOI'O- TEPHEPA

Ecjii B XpoMOCOMHOM HA0OPE 3KEHIITUHBI OTCYTCTBYET OJHA U3 X-XPOMOCOM,
TO pa3BuBaetrca cuHapoMm lllepeneBckoro-TepHepa, IIpy KOTOPOM >KEHIIUHBI
CTpajaioT becIiuiogueM, UMEIOT MaJIEHBKUU POCT, KOPOTKYIO III€IO.




Hannuue auiitHet X-XxpoMocoMbl y My>KUiH (XXY) IpUBOAUT K CUHIPOMY
Knatitndesbrepa, BEIpasKarollerocs B 0ECILIONH, TUTAHTCKOM POCTE, YMCTBEHHOM
OTCTaJIOCTH, >KEHCKOM THIIe cKesieTa. 'eHoTunr XXY BO3HUKAET B TOM CJIyyae,
ecJiv mpu oOpa30BaHUM SUIEKJIETOK B OJTHY U3 HUX MOIAAAI0T ABE X-XPOMOCOMBI
1 IIPY OIJIOIOTBOPEHNY TaKas AUIEK/IeTKA CJIMBAETCA CO CIIEPMATO30UI0M,

HeCyIIuH Y-XpOMOCOMY.
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[TOMMMO M3MEHEHMS YUCAD XPOMOCOM, K TIKEABIM MOCAEACTBMAM
NPOUBOAAT HAOPYLLIEHMS CTRYKTYPblI XPOMOCOM. Mo AEAEHMM HOCTU
5-1 XPOMOCOMbI Y HEAOBEKA HODAIOAQETCH  CUHAPOM MAYKAHbS)
NPU KOTOPOM HAPYLLIEHO CTPOEHME rOPTAHM M TOAOC MMEET
OCOObIM TEMOP, KPOME TOTO p‘m\BMBoeTCﬂ cAaboymme.




ANBbOUHU3M- BPOXKJIEHHOE OTCYTCTBME MUTMEHTALIMU KOXKH, BOJIOC U PAIyKKH TJ1a3a.
Takoe OTKJIOHEHHE BO3HHUKAET TOJIBKO Y PEIIECCHBHBIX TOMO3HIOT (aa) 1Mo JaHHOMY
NpU3HaKy. B ciydae pokaeHHs TeTepo3uroTHOM ocodu (Aa) IelcTBHE PEIIECCUBHOTO

I'CHa HC IIPOABIIACTCA.
»




NHOoraa AOMMHAHTHbIE FeHbl, onpeaenstolwme passBmTne Kaknx-anbo bonesHen,
MPUBOAAT K TSXKE/1bIM MOPaXXeHUSAM TO/IbKO B FTOMO3UIOTHOM COCTOAHUM (AA),

a B retepo3nroTHoM (Aa)- nx apdekT BblpaxeH ropaszo ciabee nam gaxe coBcem
He npoaBaseTcs. [puMepoM Takmx 3abos1eBaHNN MOXET CAYXUTb NOANAAKTUANS,
Npy KOTOPOU y pebeHka pa3BMBaAOTCSA 40NONHUTE/IbHbIE Ma/lbLibl.



