TOY BIIO «POCCUNCKUU YHUBEPCUTET JIE
HAPO1OB»
KA®EJIPA HEPBHBIX BOJIEBHEU 1 HEME

HACJIEACTBEHHO-
OEIEHEPATUBHDIE
3ABOJIEBAHUS
CUCTEMbBI




HACJIEACTBEHHO-
OEEHEPATUBHDIE

3ABOJIEBAHUA HEPBHOW
CUCTEMDbI

*XPOMOCOMHbIE DONe3Hn - 1%
[NayHa, KnanHdenTtepa,
LLlepewieBckoro-TepHepa n gp.
*f€HOMHbIE BOonesHun - 3-5%
NporpeccuBHast MbliLLeyHasa aucTpodus,




XPOMOCOMHbIE DOMe3Hu

CuHgpowm [layHa — TpucomMums 21 XpOMOCOMbI
(XXX)
CuHpgpom KnanHdentepa -
(TpMcomumsa NONoBbIX XPOMOCOM — (XXY)
CuHpgpom LLepeluesckoro-TepHepa —
(MOHOCOMMUS NOMOBON XPOMOCOMbI (X)

CuHapom BaBapaca - TpMcomMmms 18 XpomMoCcoMbl
(XXX)




XPOMOCOMHbIE DOMNe3Hu

46 XpOMOCOM - 44 ayTOCOMbI 1 2 NOSIOBLIX XPO-
MOCOMbI: MYXUYUHbI - XY, XXeHWWHbI - XX.

7 rpynn xpomocom - A, B, C, D, F, G.

[lepBble rpynnbl - bonee KpynHblie,
nocnegywouime - boree Menkme XpoMocombl.

B xpomocomax pa3Hoe KOJIM4eCTBO reHOB:

B Y-XxpoMOCcOMe HECKOSbKO reHoB,

B nepBbix Xpomocomax A un B — TbicA4M reHoB.
19 napa XpomMocoM Hanbornee HacblleHa




HapyLweHUus CTPYKTYpPbl XPOMOCOM

TpaHcnokKauumn — oOMeHHbIE MEPECTPOUKN MEXAY
HEroMonorMYyHbIMM XPOMOCOMaMM.

Oeneunn — notepun yyactka XpOMOCOMBI.

UHBepCcumn — NnoBoOpOThLI y4acTka Xpomocombl Ha 180 rpagycos.
Odynnukaunm — yaBoeHUs ydacTka XpOMOCOMBbI.
N3oxpomocomua — XxpoMoCOMbI C MOBTOPSIOLLIMMUCSA
reHETUYECKUM MaTepuanom B obounx nneyax.

BO3HUKHOBEHME KOMbLEBbLIX XPOMOCOM — COEANHEHUE

OBYX KOHLIEBbIX Aeneumn B obomnx rnnevyax XpoMoCcoMbil.

Y yenoseka nssectHo 6onee 700 3aboneBaHun,

Bbl3BAHHbIX N3AMEHEHUEM YUCTI1a UTTN CTPYKTYPbl XPOMOCOM.




[1ns pa3BnTUA XPOMOCOMHbIX 3aboneBaHnn
bonee 3Ha4yMma NaTonorns ANLEKNETKMN,

MeHee 3Ha4YNMa NaTosriornd criepmMmaro3oumia...

daKkTopbl pucka:

- BO3pAacCT pPoXKeHuLbl cTapLue 33-40 net

(COBOKYMHbLIN BO3pacT poautenen bonee 80-88
neT)

- ONNM3KOpPOACTBEHHbIE DpaKu...




bone3Hb [layHa — tpucomus 21

(BpoxkgeHHoe craboymune)

B 1866 roay [>koH [layH onucan aToT CMHOPOM, a

B 1959 roay [kep JlexeH - reHeTu4ecKkytro

npmpoay

PaKkTopbI pUcCKa:

- BospacT martepu ctaplie 33-40 net (90%)
(yacTtoTa - go 25 net - 1/1400, go 30 - 1/1000,

B35-1/350,42-1/60,49 - no 1/12)

! 80% OayHOB poXxaeHbl matepamu 0o 30 net







CunHapom




HopmanbHas
nagoHb

a ponoHi
[wrww.me du rd nat/ :ynd ooooo d ov/n.hlm)



AETW, CTPAOAIOLWUUE BOJNIE3HBIO JAYHA



bone3Hb [layHa

NMcuxmyeckme ocobeHHOCTM:
[TPUMUTUBHBIE 3MOLUK, MOBbILLEHHAS
BHYLLAEMOCTDb,

beHOCTb BOODpaXeHwus,
[TogpoxaTtenbHasi n aBToMaTu4eckas

NesaATenbHOCTb.
Y 0gHUX NOBbLILLEHHOE HAaCTPOEHME, CYETINUBOCTD,
y APYIuX - ABuUraternibHas 3aTOPMOXKEHHOCTb,




bone3Hb [layHa

HeBponornyeckme cMMnToMbl: HUCTArm, Nnapessb,
aHM3opedreKkcus, LaTKOCTb NOXOQKN, aTAKCUNU T.
a.

MHorouyncneHHble HeMPO3HAOKPUHHbBIE U
comaTu-

yeckue aHOManum: 3agepxka pocra,
MUKpoLedanus,

oOLlasa MbllLeYHast TMNOTOHUS, KepaTUT, BOSTYbS
NnacTb, BPOXOEHHbIE MOPOKU cepaua v AucTpodus




Cunpgpom KnanHdenTtepa

- HAbop NONOBbLIX XPOMOCOM XXY

- OnncaH B 1942 rogy X. B. KnanHdenestepom

- CUHOPOM MYXKCKOro runoroHagmnama

- Bo3HKMKaloT Yalle B pe3yrnbrarte onnoaoTBOPEHNS
abeppaHTHOW XX ANLUEKNeTKN —
cnepMmuem, MMetoLLIMM Y-XPOMOCOMY.

- 2-2,5 crnyyast Ha 1000 HOBOPOXAEHHbIX Manb4YnKoB

- MNposiBnseTca cMHAPOMOM MNOSI0OBOro HEAOPa3BUTUS

[lpyrmne X-Y noniucomMmuu y nunL, My>ckKoro nosna:




CuHppom KnanHdenTtepa

KnuHunyeckas BbisBNseTcs B nyoepTtaTHOM Nepuoae:
BbICOKMI POCT, aCTEHMYEcKast KOHCTUTYLMS (Y3Kne
nne4yn, LUIMPoKun Tas, cnabopassutas MyckynaTtypa),
[MnoreHnTannam (ckyaHasi pacTUTENbHOCTb Ha Nuue,
rMHEeKoOMacTUs1). XOTS Hapy»XHbl€ NOJIOBble OpraHbl
MY>KCKOro Tuna v noroBas yHKUMNSA Y MOMNoabIX
N0OEeN CoXpaHseTCs, NpoAoIKeHne poaa valle
BCEro HEBO3MOXXHO BCIeACTBME aTPOdUN CEMEHHbIX
kaHanbLeB 1 acnepmmn. OKorno 20% MYy>KCKOro




CunHapom
KnanHdoeneste

Pay




CuHapom KnanHdenTepa

OObIYHO NMEETCHA HEKOTOPAast 3aJepKKa
YMCTBEHHOIO pa3BUTUSA, BANOCTb, UHEPTHOCTD,
NaCCUBHOCTb, OTCYTCTBUE OO/MKHOIo MHTEpeca
K OKpYy>atoLleMy, CKNOHHOCTb K adpdpeKkTam.
BoiaBnsoTca n HebonbLIne opraHn4eckmne
N3MEHEHMUS - YaCTUYHbIW NTO3, HUCTarmoua,
aHn3opeqriekcuns, MMonus, acTurmaTmam mn ap.




Cunppom LlepelweBckoro-TepHepa

- ObycnoBreH oTcyTCTBMEM U AeEKTOM MNOSI0BOU
X-XpOMOCOMBbI, BCEIO B Habope 45 XpOMOCOM.

- (cMHOPOM XKEHCKOro rmrnoroHaan3sma)

- Onucanun H.A.lLlepelweBcknn B 1925r., Turner B 1938r.

- HacToTa - 1:3000 >XMBOPOXAEHHbIX OEBOYEK.

- MoHocoMUS No X-XpOMOCOME BO3HMKAET Yallle BCEro
B pesyrbrarte onogoTBopeHUa abeppaHTHON
ANLUEKIMETKU, NMULLEHHON X-XPOMOCOMBI,
cnepmMmmem ¢ X-XpomMoCOMOMN,

e




CuHapom LepeweBckoro-TepHepa

XapaKTeprl NonoBbIE M COMATUYECKNE HapYyLLEHNS.
'lonoBow MHPaHTUNN3M. MeHcTpyaLuunm OTCYTCTBYIOT.

-He crnocobHbI K JETOPOXOEHMIO.

H13KMK pocCT 135-145 CcM, KOpoTKad Les, «Bua CPUHKCca»,
OedopmMaumnsa NOKTEBLIX CYyCTaBOB, YKOPOYEHUE NMACTHbIX
N NIHOCHEBbLIX KOCTEW, OTCYTCTBME oanaHr nanbLes,
oedopmaumnsa ny4ye3andacTHOro cyctaBa, OCTeonopos.
OTmevaloTcs NoOPOoKKU cepaLa, KoapKrtauuna aopThl,
He3apalleHne MeXxcKenygo4KkoBon NeperopoaKu,




CunHapom
LLlepeLwieBcKkoro-
TepHepa
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CunHpgpowm LlepeweBckoro-TepHepa

YacToTa KNMMHNYEeCKUX NPOSABIIEHUN:
HU3KopocnocTb - 98 %,

HenpasuIibHOE TernocnoxeHune - 92 %,
boukoobpasHasa rpyaHas knetka - 75 %,
yKopo4deHue weun - 63 %,

HMU3KMUN POCT BOJSIOC Ha Lwee - 57 %,

BbICOKOE «roTn4yeckoe» HEBO - 56 %,
KPbIFTOBUOHbIE CKIaaKu KOXXM B obnactu wewu - 46 %,
oedopmauns ywHbIX pakoBuH - 46 %,
YKOpOYeHMe KocTen 1 annasma doanaHr - 46 %,
aedopmauns NokTeBbiX CycTaBoB - 36 %,




JleueHue

XPOMOCOMHBIX B0ofie3Hen Ha4YnHatoT B

OETCKOM BO3pacTe: obLleykpennsoLwmne (aMmmHanoH,
LepebponunsnH, HooTponun), aHabonuyeckue creponabl
(peTabonun), B nybepTaTHOM BO3pacTe — MNosioBble TOPMOHbI.
[1pn cuHgpome KnanHenTtepa - TeCToCTepoHa nponuoHar
no 1 Mn 1% pacteopa 1 - 3 pas3a B Hegernt Unn TeTpacTepoH
(cyctaHoH) no 1 mn B/M 1 pas B mecau. [1pn cnHgpome
LllepelueBckoro-TepHepa - aTUHUNacTpaanon,
MWUKPOQOOMNNUH

no 0,00015 r n nperHuH no 0,03 r B AeHb, UMKNamMu 16 1 7
OHen.

OTO YMEHbLUAET HEPBHO-MNCUXUYECKMNE N BErETaTUBHO-




