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IleHeTuka Yej1oBeka

[eHeTHYeCKME 3aKOHOMEPHOCTH SIBISTIOTCSI YHUBEPCA/IbHBIMU JIJIST BCEX YKUBBIX
OpraHW3MOB , B TOM YHCJie U [/is1 YesioBeka. OHAKO B CHITY 11€/I0TO Psifia 0COOeHHOCTe i
vcc/IeioBaHYe HAC/IeICTBEHHOCTH Ye/i0oBeKa 3aTpyaHeHo. [lepeuncinm st 0COGEHHOCTH:
HEBO3MO)XHOCTH HAIIPABJIEHHOTO CKPEIIMBAaHUS UMEHHO TeX Iap, KOTOPbIE HY)XHBI JJIsI
HCC/IeIOBaHUS; TIO3/JHEe TT0JIOBOE CO3PEBAaHME; Majioe IOTOMCTBO; HEBO3MOYXHOCTh
SKCIIEPHMEHTOB C MCKYCCTBEHHBIMH MYTAIIMSIMU; HEBO3MOXXHOCTD COZI€PYKaHMS BCEX
HCC/IelyeMbIX JIIofieli B OITMHAKOBBIX YC/IOBHSIX; OTHOCUTE/IbHOE OOJIbIIIOe YUCIO XPOMOCOM
(23 mapsi). Tem He MeHee M3y4YeHHe TeHETHKHU YeI0BeKa HEOOXOAMMO XOTsS ObI TIOTOMY,

YTO 3TO HY)KHO MeulrHe. 3a00/ieBaHUsI, B OCHOBE KOTOPBIX JIe)KAT reHeTU4YeCKue
HApYILIEHUSsI, PACITPOCTPAaHEHbI TOPA30 IIUPe, YeM KKETCsI Ha TepBbIii B3, M3-3a
3THUX HAPYIIEHUI OKOJIO SMOPHOHOB MOTUOAOT ell€ 710 POKAEHUs,  [eTei- Mpu
POXXIEHWH,  [eTel yMUPAIOT, He IOCTUIAsi BBPOCIOr0 BO3PACTa, JIo7ielt He
BCTYyIIasi B OpaK u OpaKoB- Oe3/IeTHBI.




MeToAabl nccnefoBaHUSA reHeTUKU YeloB

[eHeanormyeckummetos 3
LinToreHeTMHeCKMM MeTOL
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Ban3HeLoBbIM MeTOA

MonynsiuMOHHBIM METOA




AyTocomMHO-
AOMHHAHTHOM
HaCAEAOBaHHUU

[TpuBOAUT
MYTAIIHH B
ayTocoMax ,
IIpHU4YEeM
MYTAHTHBIN I'eH
SIBASIETCS
LOMHUHAHTHBIM K
IIOAaBASIET
CHOPMAanRBHBIN
annenbHBIN I'€H.

AyTocomHO-
pelnecCUBHOM
HaCAEeAOBaHUU

[TpuBoAUT
BO3HHKAIOIIINH B
pe3yaAbTaTe MYyTalluHu
PEeLEeCCUBHBIN I'eH
ayTOCOMEI.

HacnepoBauue
CIIEIIAEeHHOoe C
IIONOM

[TpuBOAUT
IIATOROTHS I'eHa
ITOROBOH X-
XPOMOCOMEI.
[TprmepoM Takoro
3ab0onEeBaHNSI MOXET
CRAY>XXHTD




Hble 1 XpPOMOCOMH Y1eBaHUS

cuHapowm /layHa
cunapowm lllepereBckoro- TepHepa
. cuagapoMm KnatHdenbsrepa
CUHIPOM MSTYKaHbS
. AnTpOMTHU3M

. cuHapoM MapdaHa




CuHpgpom [layHa

BbIno nokasaHo, YTO NPUCYTCTBUE B KIETKaAxX YerioBeka Tpetben 21-n
XPOMOCOMbI NPUBOAUT K POXOEHMUIO pebeHKka ¢ cuHapomom [ayHa. Takue
aetn poxgarorcda B ogHom cnydae u3 1000 n xapaktepunsyrotcd YyMCTBEHHOWN
OTCTanoCTb, ManeHbLKMM POCTOM, MOHUXEHHON YCTONYMBOCTLIO K
NHMPEKUMOHHBIM 3aboneBaHnsIM.




CNMHAPOM HIEPEHIEBCKOI'O- TEPHEPA

Eciii B XpoMOCOMHOM HA0OOPE 3KEHIITUHBI OTCYTCTBYET OJHA U3 X-XPOMOCOM,
TO pa3BuBaerca cuHApoMm lllepeneBckoro-TepHepa, IIpy KOTOPOM KEHIIUHBI
CTpajaioT OecIiuiogueM, UMEIOT MaJIEHbKUU POCT, KOPOTKYIO III€IO.




Hannuue auiiiHeln X-XxpoMocoMbl y My»KUiH (XXY) IpUBOAUT K CUHIPOMY
Knatitndesbrepa, BEIpasKarollerocs B 0ECILIONH, TUTAHTCKOM POCTE, YMCTBEHHOM
OTCTaJIOCTH, > KEHCKOM THIIe cKesieTa. ['eHoTtun XXY BO3HUKAET B TOM CJIyyae,
ecJiv mpu oOpa30BaHUU SUIEKJIETOK B OJTHY U3 HUX MOIAAAI0T ABE X-XPOMOCOMBI
1 IIPU OIJIOIOTBOPEHNY TaKasd AUIEK/IeTKa CJIMBAETCA CO CIIEPMATO30U0M,
HeCylui Y-XpOMOCOMY.




[TOMMMO M3MEHEHMS YACAD XPOMOCOM, K TIKEABIM MOCAEACTBMAM
NPUBOAAT HAOPYLLIEHMS CTRYKTYPblI XPOMOCOM. [Mpn AEAEHMM HOCTU
5-1 XPOMOCOMbI Y HEAOBEKA HODAIOAQETCH  CUHAPOM MAYKAHbS) ,
NPW KOTOPOM HAPYLLEHO CTPOEHME FOPTAHM M TOAOC MMEET
0COBbIN TEMBP, KDOME TOTO PA3BMBAESTCH CAOBOYMMUE.




ANBbOUHU3M- BPOXKJIEHHOE OTCYTCTBME MUTMEHTAIIMM KOXKH, BOJIOC U PAIyKKH TJ1a3a.
Takoe OTKJIOHCHHE BO3HUKACT TOJILKO Y PELIECCUBHBIX TOMO3HUTOT (2a) 10 JaHHOMY
NpU3HaKy. B ciydae poskaeHHs TeTepO3uroTHOM ocodu (Aa) IelCTBHE PEIICCCUBHOTO

reHa HE MPOSIBIISIETCHI.
-
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M CuHapom Mapd)aHa“

e T

NHoraa LOMMHAHTHbIE FeHbl, onpeaensioume pa3BmTne Kaknx-anmbo 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 nposiBaseTca. [IpuMepom Takmx 3a601€BaHMIN MOXET CNTYXXUTb NOANAAKTUNNS,
Npy KOTOpoU y pebeHka pa3BMBaOTCA A0MNOJHUTE/IbHbIE NA/bLLbI.




