


C 1911 roga Tomac MopraH u
ero copaTHUKN HavYanu
nybnukoBaTb cepuio pabor, B
KOTOPbIX 3KCNEepUMEHTAarnbHO, Ha
OCHOBE MHOIOYUCNEHHbIX
OnbITOB C Opo3oguriamu, U
bbina cpopmynupoBaHa B
OCHOBHbIX YepTax XpOMOCOMHas
Teopusi HacnNeaCTBEHHOCTN,
noaTBepanBLLAs U
NoAKpenuUBLLUAA 3aKOHBbI,
OTKpbITblEe MeHaenem.



OOnHaKoBbIE MO BHELLHEMY BUAY
XPOMOCOMBbI B KITETKaX pa3aeribHOMNonbIX
OPraHN3mMOoB Ha3bIBaOT

[Tapy pasnuyaroLmnxca XpoMOCOoM,
HeoAQMHAaKOBLIX Y caMLia 1 CaMKK
Ha3bIBaAlOT

Obulee 4yncno, pasmep 1 dopma
XPOMOCOM -
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[eHbl, HaxoasLWmeca B NOSIOBLIX XpPOMOCOMaX,
Ha3bIBaKOT cuen/ieHHbIMU ¢ r1ooMm. B X-xpomocome
MMEETCH Yy4acCTOK, A1 KOTOPOro B Y- XpOMOCOME HET
romorsiora.

[ToaTOMY Y 0COBEN MY>KCKOrO nosia NpusHakuy,
onpenensieMble reHamMuy 3TOro y4yacTka, NposaABAOTCS

U O§II/I peueCClBHbIE.
Ta 0cobad oopmMa cuenneHusd

NO3BOMNSAET OOBbACHUTD
HacnegoBaHUE NPU3HAKOB,
CLUENMEHHbIX C MOSiIoMm,
HanpuMep, Usemosgou criernomel,
paHHe20 0bribICeHUs U
2eMousuu y Yeriogeka.
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KOpPOAEBCKOU cembll
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Buxropus w XeHuuna ~ nocurens
B AHIInu

€ A ll‘l‘
Buxropus 3ayapa VIl
Anwcal ®penepux Neononsa  bearpucca

Buneam

Mpewa AnexcaumapalHwconai il Anuca  Buxtopma- Ampoucoxu Mopuc

i_%ii elele NWCSTIE’ i

Bonvaemap ewpwn
8 Npycown B Npyccwa 8 Poccmm




Cembvsa Huxoaras 11




BapuaHTbl HacnegoBaHUA reHa
remocdhounuum:

[ enomun Denomun

300poBasl KEHIIUHA

310poBas KEHIIMHA (HOCHUTEIIb)
310POBBIM MY>KYMHA

My>k4nHa — TEMO(DHIIHMK

['eH remopuimm B TOMO3MIOTHOM
COCTOSIHUM- JICTAJICH.



deBoYyka —
HOCUTEnNb FreHa
remocunuu

Manb4uk-
remodpumnuk



Bo3HUKaeT ns-3a T1oro,

YyTo B He ABe rOMOJIOrMyHbIe
XPOMOCOMbI, a TPU (TPUcomus).
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Bbl3BaH MyTalUAMN

reHOB, KOONPYHOLLINX
CANTES D NOHDG I NAR GivtOaiai lkic-15
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3aboneBaHne Bbi3BaHHOE
OEePEKTOM X-XPOMOCOMBbI.

HocuTensHMLa
0anbTOHM3Ma

300pOoBas HOCHTENBHMLLA 3A0POBbLIN AENbTOHMK






NPOABIISAETCS NMNLLbL MNOCSIE NOSIOBOr0 CO3pEBAHNA U NOITOMY
DYETCSH OTHOCUTENBHO NO34HO. BHELLHE NMEIDT psg XapaKTepHbIX
ONNHHBIE HOIN, BbICOKas Tanus, BbICOKUIM pocT (179,2 + 6,2 cm),
O ANIMHHEE TYIoBULLA, HEKOTOPbIE AETU C AaHHBIM CUHOPOMOM
MOTYT UCMBITbIBaTb TPYAHOCTN B Y4EDE U B BblPpaXXEHUU CBOUX MbICNEN —
CHWXEH NHTENNEKT (HapyLeHUs onu3ndeckoro n yMCTBEHHOIrO pasBuTUS
NpOoNopLUUOHaribHbl YBENTMYEHUIO YMCIa X-XPOMOCOM B KapuoTune, Npu 3ToM
Kaxkgasa gOononHUTeNnbHas X-XpomMocoMa accoummpoBaHa co CHukeHnem 1Q
npubnmnantensHo Ha 14 — 15 6annos), yBeNUYEHUE rPyaHbIX XXernes rnpu
OXUPEHNN, HANU4YMEe MarieHbKMUX NIIOTHbIX ANYEK, OBOSTIOCEHME NTOOKa No
XKEHCKOMY TUMY, a TakKe HEQOCTaTOYHbIN POCT BOSMOC Ha nuue, becnnogue
(TONIbKO MEeTOoA, KCTPaKopnopanbHOro onfiogoTBOPeEHUs, npsamon 3abop
crnepmMaTo3omnaoB U3 SnYeK) HapyLleHne NonoBon yHKLMN.
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MOHOCOMMUS MO X-XPOMOCOME. YTpaTbl X-XPOMOCOMbI HAa paHHUX
ctagmax pas3sutusa. OnmcaH B 1925r. H.A. LLlepelueBcknm:
Heaopa3BUTMEM MNOSIOBLIX Xernes U nepeaHen 4onu runogpusa u
coYyeTaeTcd C BpoXXaAeHHbIMY NOPOKaMn BHYTPEHHETO pa3BUTUS.
B 1938r. TepHep BblAENWUN MaBHYIO NPUYKHY 3aborieBaHus:
NonoBOU MHAAHTUNU3M, KOXHbIE KPbINMOBUAHLIE CKNaaku Ha
DOKOBbLIX MOBEPXHOCTSAX LLEU N AedoopMaLnIo

NOKTeBbLIX cycTaBoB. B Poccun aToT cMHOpPOM Ha3biBaloT
cuHapomom LepelueBckoro - TepHepa. . MoHocomumn YO y
yennBeka He 0bHapyxeHo. [NonvnaumoHHas YactoTa 1:1500.
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Cuugpom Wepeweesckoro - TepHepa
HEQOCTAaKWWaA X-XpPOMOCOMA ¥ MEHLUWMWH - YACTaA NPHUKMHAE
MeHCKkoro Becnnogua W aHOManui PazBuTHA




4YNCI1OBbIM

npusHak CIl1 - 3To pacwennHbl BEpXHeEN ryosl n Heba.
. MUKpouedanusa (3Ha4unTenbHoe YMeHbLUEHME
yeperna 1 COOTBETCTBEHHO FOSIOBHOIO Mo3ra npu
HOpManbHBIX pa3Mepax Apyrux YacTten Tena), nonnaakTunma
(bonbLIOEe KONMMYECTBO NarbLEB), paclennHa ryobl n Heba,
HMU3KO NOCaXXEHHLIE YLLIHbIE PAKOBUHbI, BPOXAEHHbLIE MOPOKU
cepaua, AedeKT MEXKENYO04YKOBOM MEPEropoaku, aHomanus
NOYeEK, MOPOKN PasBUTUSA OpraHOB NULLIEBAPEHUS, YOBOEHUE
MaTKMU.
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epus MOXeT bbITb BPOXAEHHON, NPOSABNSAETCS OO YHO Ha 2-3M
Pe3ko 3amegnsieTcs pocT pebeHka, 0TMeYaTcs atpoduyeckme
EPMbI, MOAKOXHOW KNneT4yaTkn, OCOOEHHO Ha nuLe,

. Koxka ncroHyaetcs (npocBeymBaloT BEHbI), CTAHOBUTCS CYyXOW,
'OW, Y4aCTKM runepnurMeHTaumn. BHewHmnn sng 60nbLHOro:
Gonbluas rofioBa, NobHble Byrpbl BEICTYNAT Ha4 ManeHbKUM 3a0CTPEHHbIM
(«NTUYBUM» ) NULOM C KIMOBOBUOHBLIM HOCOM, HUXHSS YEeSioCTb
Hegopa3BuTa. HabntogatTtcs Takke atpodusa MbiLlL, aAnctpodunyeckmne
npouecchl B 3ybax, Boyiocax U HOrTaX; OTMeYarTCs MU3SMEHEHNS KOCTHO-
CyCTaBHOrO arnnapara, Mmokapaa, HapyLleHWE XNPOBOro obMeHa,
NOMYTHEHME XpYyCTanuka, aTepoCKIiepos.






K reHHbIM D0One3HsAM y YernioBeka OTHOCATCS
MHOrouYmncrieHHble 6one3Hn obmeHa BeLecTB
(yrmesogoB, Nnunnuaos, CTeponaos, NypPUHOB U

nMpuMnanHoB, bunmnpyounHa, metannos 1 ap. lNoka ele
HET eOAUHON KnaccudukaLunum HacrneacTBeEHHbIX
bonesHenn obMeHa BeLLEeCTB.

1.bone3Hn aMmnHOKMCNOTHOro obmeHa. HapylieHnss obmeHa
yrreBoaoB.

2.bonesHu, cBa3aHHbIE C HApYyLUEHNEM NMMNUAHOro obMeHa
3.HacnencTtBeHHble 60ONE3HM MYPUHOBOIro U NUPUMNANHOBOIO
obmeHa

4 .bones3Hn HapyLleHna obMmeHa coeanHUTENBbHOM TKaHU
5.HacnencTtBeHHble HApPyLLEHUS LMPKYNUPYIOLLKMX Benkos
6.HacnencrteeHHble 60ne3Hn obMeHa MeTarnsos
/.CHOPOMbI HapyLLEeHNS BcacbiBaHUA B NULLEBAPUTESIBHOM
TpakTe



CoBpeMeHHbIE BO3MOXXHOCTN MEAUNKO-TEHETUYECKOTO
KOHCYIbTUPOBaAHUSA NMO3BOSIAKT OMNpPeaennTb BO
BpeMs niaHnpoBaHNsa 6epeMeHHOCTMN PUCK
HacrneacTBeHHbIX 3aboneBaHnn, cpean KOTOpbIX:

MYKOBUCLMOO3
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Muoaunctpodua [oweHa

HenpoceHcopHaa HecUHAPOManbHasa TYroyXoCTb U
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