


@ Kak nsyyvyarTt HacneacTtBeHHOCTb
yerioBeka?

@ NoyemMy B HEKOTOPbIX CEMbSAX
poXxaarTcHa OonbHbIe AeTn?

@ OT yero 3aBMCUT 300pPOBLE
HOBOPOXOEHHOro pedbeHka?



B 1956 r. 66110 TOYHO YCTAHOBJ/IEHO

ANnJongHoe HYANCJZ1I0 XpPOMOCOM Y qenosezg:

B 1960-e r. nosBuacsa Metoa

anddepeHUMPOBaHHOIr0 OKpalLMBaHUS
XPOMOCOM.

AAna Kaxkaou napbl XpOMOCOM Ob1JI TOYHO
YCTaHOBJ1IEHbI pa3Mepbl, Popma,
PAcnoJIoXeHne TEMHO- U
CBET/IOOKpALLEHHbIX N0N0C, T.€e.
COCTaBJ/IEHbI KApTbl XPOMOCOM



3aTpYJHEHO TaK Kak:

-Ha Ye/I0BEKE HEBO3MOKHO CTABMTb
3KCMEPUMEHTDI;

-MaJioe 4YMCJZ10 MNOTOMKOB;

-OH OTHOCHUTEJIbHO Mea4JIEHHO
PAa3MHOXa€ETCA,

-uUMeeT 60/1blLIoE KOJIMYECTBO XPOMOCOM;
- No3gHee HacTtynJjeHumne NoJ1I0BOM 3PEJ/IOCTH
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® OCHOBaH Ha U3y4YeHMM
DO/JOC/IOBHOM YEJ/IOBEKA, B
CeEMbe KOTOPOro Obinn
OOHapyrKeHbl pas/InyHble
Hac1eACTBEHHbIE
3aboneBaHuda. Metoa
PO/ZIOCNIOBHbIX NO3BONISIET
BbISIBUTb JOMMHAHTHOCTb
MM PeLeCCUBHOCTb
NPpU3HaKa, CUEenJeHHoro ¢
APYrUMM NPpU3HAKaAMKU UM
C MOJIOM.




IloMWHaHTHbIE

PeueccuBHbIe

Kypuasble BONOCHI

[IpsMbie BOOCH!

PaHHee obnbiceHue

HopmanbHoe
BblNageHue BOJIOC

Kapue rnasa

[onybble wnu cepble

BecHyLLKH

OTcyTcTBUE BECHYLUEK

[MonupakTunusg

HopmanbHoe Yncno
nasbues

OTtcyTcTBHe 3yOOoB

Hanuuve 3ybos

HopmanbHas
CBEPTbIBAEMOCTb KPOBH

'emodunus

OTcyTCTBUE HOTTEN

Hanuuue Horteu

BauzopykocTb

HopmanbHoe 3peHue

PecHuUbl O/IUHHDbIE

PecHuLbl KOpOTKUE

KypuHasa cnenota

HopmanbHoe 3peHue

HopmanbHoe
LIBETOBOE 3peHue

lLlseToBas cnenota
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® 6onen remoduMEN, a ABa CbiHA MCMAHCKOrO
Kopona Agosbda Xlll, F'oHcano n AnbdoHc,
YMEpP/IM OT 3TOU 601€3HU, YHACeJ0BAHHOMU
OT reTepo3UroTHbIX Jovepen Buktopuu,
KOTOpble 3aHEeC/I1M reH B LapCTBOBaBLUME
Torga cemou B McnaHnm v Poccuu.
bpuTaHCKasa e NMHUA npoaoaxKanacb eé
310pOBbIM CbIHOM JayapaoMm VII.




EﬂMBHELI,OBbIM




® MO3BOJIAET onpeaesiMTb pPoJib reHoTHNa, a
TaKXKe OLUEeHUTb B/IMAHUE BHELLHUX (PaKTOPOB,
TaKMX, HaNpMMep, Kak oby4deHue,
BOCMNMUTaHUE U T.MN., B HAacC1e40BaHUM
NPU13HAKOB.



© odHoaluesble N pasHoaluyessbie. MNepsble
Pa3BMBAOTCA U3 04HOM AULEKNeTKU. OHM Bcera
OZHOro Moaa, Nopa3mMTeNbHO MOXOXKME, Y HUX
0JMHaKoBasA rpynna KpoBu, OAUHAKOBbIE
OTNEeYaTKM NasibLEB, MX NYTAOT AAXKE pOAMTENM,
a cobaKM He pas/IMyatoT no 3anaxy. TO/IbKO Y HUX
onepauum no nepecagke opraHoB NPOXOAAT
ycnewHo. Mcuxmuyeckne n dusmveckme pasamims
Y HMX 0BYCNOBAEHBI BJIMAHMEM OKpPYKato
cpejpbl.

© Pa3Hosalyosble pe3ybTaT onJiof0TBOpeHMa -

KaXKJaa K CBOEeM nJaleHTe.
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® KOJIMYECTBO AETEM, POXKAEHHbBIX OJHOM
YKEHLWMHOU,- 69. ITOT peKopa,
yCTaHOB/IEHHbIX O0K010 200 neT ToMy
Ha3a/J POCCUMCKOM KPECTbAHKOU, A0
CUX MOP He yAa/10Cb NOOUTb HMKOMY.

® [NepBaa 13 ABYX XEH KpeCTbAHMHA
LLlynckoro ye3ga ®.BacmnbeBa
(1707-1782) poxxana 27 pa3: 16 ABoeH
6/1M3HELIOB (3TO MMPOBOU pekopa), 7
TPOEH 1 4 YyeTBepHU. Bbixknno 67
neten. NMprYém 60/IbLLUMHCTBO U3 HUX
AOXWMNO A0 B3PpOC/I0ro Bo3pacra.
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IIUTOTEHETUYECKHUU
METO]

® OCHOBaH Ha MMKPOCKOMMYECKOM
M3YYEHMU CTPYKTYPbI M YMCNa
XpPOMOCOM. /Jlensaimecsa NeUNKOLUUTbI
(PUKCUPYIOT, OKpaLUMBAKOT U
PAaCCMaTpUBAIOT NOJ MMKPOCKOMOM.
[lpy 3TOM MOXKHO onpeaennTb
OTKJIOHEHMS OT HOPMbI KaK Mo Yucay
XPOMOCOM, TaK M B CTPYKTYpE KarKaoM
XPOMOCOMbI.



CHHAPOM TPUCOMHMU §. A — BHELLHUM
BUA G0JIbHOTO; E—KOHTpaKTy bl B wex(ci/‘ X

Mpy OFCYFETBIM O

[POMOCOMbI Y >KeHLLI,I4H
Pa3BMBAETCA CMHAPOM
lepelueBcKoro - TepHepa
(FeHoTMN: 44+ X0=45). MNpn
POXAEHUN PEOEHOK BHELLHE
BbIFISAUT KaK AE€BOYKa, NpU
'3TOM 4acTO Y HEro MMetTCs
OTEYHOCTM Ha Tbl/IbHOM
CTOpPOHEe pYK U Hor. Ha
NnepBOM roZly OTEYHOCTb

b
ncyesaet. B3pocable ‘( ‘
*KeHLUHbI MeHee 140 cm . © 1 gs “ “ ‘} §
MMEIOT KPbIJIOBUAHbIE
CKNaJKM Ha Luee.

BecnioaHbl. 34 53 8% &8 &% &1

66 64 o6 X% xg X%

13 14 15 16 17 18
e X8 a & LI )
19 20 21 22

Cunapom mMoHocomun X (X0-cunnpom, cunapom Llepeiesckoro — TepHepa)
A — BHEWIHMI BUA 6ONBHOMN; b — KapUOTHIT XEHLUMHBI ¢ cuHApoMoM X0:

[— BBIpaXeHHas TpareurdeBuIHas WeiHas cKilajka, WHWPOKaaA rpyaHas KJIETKa, WKPOKO pacCcTaBieH
HblE, CHaﬁOp{BBMTbIe COCKHM MOJIOYHbIX Xese3, /[— XapakTepHbIe JlHM(.I)ilTM‘[CCKMC OTEKH Ha HOrax




® Y MYXX4YUH (reHoTun: 44+xxy=47) npusoamT
K 6one3Hn KnanHdenbtepa. B 1942 r.
aMepUKaHCKMM Bpad KnamHdenbtep
onucas rpynny m3 9 My»UmH c
HEHOPMa/lbHO Pa3BMUTbIMU MOJIOYHbIMMU
Kenie3aMu, 04eHb MaJIEHbKMMM
CEMEHHUKAMU U OTCYTCTBUEM
cnepmaTo3onaoB. MyK4YMHbI, CTpajarolime
3TOM 60N1E3HbIO, KaK NPaBu/IO, GblBAOT
DOCTOM BbllLEe HOpMaJibHOro. oyTtn Bce
OHU 6ecnnoHbl. HepeaKo cnocobHbl Ha
NpecTynaeHMa 1 n3BpaLleHUS.



Hanuuune nmwHen B 21-i
‘nape XpoMOCOMbl MOXHO

MMKpOCKomnoMm. CBsi3aHHas ,

C HeW 6one3Hb 6bina | b
icaHa B XIX B. o
JIMMCKMM Bpadom J1. ,
HOM M Noay4YMna
iBaHME CMHJpOMa
Ha. OHa
XapaKTepU3yeTcH
CNaboOyMUEM,
MOHI0JIOMHbIM pa3pe30
rnas.




Hpuuuna

| T — romMonoruMHbIx

Mapa

Hepacxoxjienue

B Meiio3e m Famersl

XPOMOCOM

4
Hopmansubie
rami0HIHbIC TAMCTHI
x Cnusanune
X rameT

CyuiectByeT 3aBMCUMOCTb

o BEpoAT

TprUcoMUA Mornocomus

neteun
BO3pac

HOCTU POXKAEHMA
C CMHApOMOM /JlayHa oT
Ta MaTepu. B BospacTte

Cuuapom JlayHa

20 net

40 net

PUCK cocTaBnAeT 1 u3

2000, B 30 net - 1 13 900, B

- 113 100 1 B 44 ropa

- 1 3 40.



® XOTA Obl OJHOM XPOMOCOMbI NPMBOAUT K
TAXKENbIM nocneacTBmaM. CMHAPOM
«KOLIAYbEro KpUKa», CBA3aHHbIN C
Jeneumen KopoTKoro naeya 5-1
XPOMOCOMbI, onuncaH B 1963 r. Nnay
HOBOpOH<,£I,éHHbIX NOXOX Ha KPUK KOLLKM,
4YTO CBA3aHO C aHOMa/IMAMU, FTOPTaHU U
r0JI0OCOBbIX CBA30K. [leTh Naoxo pacTyT,
OTCTalT B NCUXUYECKOM pa3BUTUU. Y HUX
nonepeyHasa CKiaZKa Yy BHYTPEHHEro yrna
rnasa, ywm HenpaBmibHOU (POPMbI U
HMU3KO pacnoJioXeHbl, KOPOTKaA Lwes,
4YacTbl MOPOKU pa3BUTMUA cepaua.



@ bones3Hb 4Yalle BCTpeyaeTca cpeam
adppoamepumkaHueB B 4 cny4vaax u3 100. OHa
MMeEeT reHeTM4ecKyo npmpoay. CepnoBmaHble
3PUTPOLMTBI, CKaNAMBasACb B Kanuanapax u
MEJIKMX cocyaax, NpenATCTBYIOT
HOpMaJ/IbHOMY TOKY KPOBM 1 HE CNOCOOHbDI B
JI0JTI’KHOM Mepe obecneynTb KNeTKu
KMCNOpOoZoM. TopaxKaloTcs NOYKMU U CyCTaBbl,
3aKYyMNopKa KPOBEHOCHbIX COCY/I0B Bbl3blBaeT
CUJIbHbIE 60/ B pyKax 1 Horax, CrmHe m
Xenyake.



Bua moa cBeTOBLIM

Muxpodororpagpus MHKPOCKOIIOM
S ‘; R, TR PGt LN e

Mukpodororpapua

A b B

DOPUTPOLIUTEI: 340POBOro yeaoBeka (A4) u 60J1bHOTr0
CEepPIIOBHAHOKIICTOYHOU aHemuciu (b, B)

3aboneBaHue 06ycsi0B/IEHO OAHON €MHCTBEHHOM
MyTaLMEN B FreHe, pacrnoloxeHHOM B 11-U
Xpomocome. B JIHK nponucxoamT 3aMmeHa OCHOBaHMUA,
KogoH UTL (Koampytowmm Fny-rnyTaMmH) 3aMeHEH
Ha LUAL (koaupytowmm Ban - BanuH). B npownom
CeprnoBMAHO KJ1IeTOYHaA aHeMMA NpuBoAMIa ObObIMHO
K rmbenn 6onbHoro. Hepeako B Bo3pacte Ao 30 ner.



T HaC/Q1€/ICTBEHHO 06YCNOBNEHHbIM OOMEH
.-Flpﬁzmoﬁ HapyLLlEeHMA 0OMEHa BeLecTs
ABNAETCHA USMEHEHME aKTUBHOCTU onpeaenEHHbIX
pepMeHTOoB. [pMMepoM HapyLLEHMA aMUHOKUC/IOTHOIO
obMeHa ABNAETCA a/ibbUHM3M, 00YCI0BJIEHHbIM
nedeKToM (bepMeHTa TUPO3MHa3bl, M3-3a KOTOPOro
6/10KMpyeTCA NpeBpalleHne TUPO3UHA B MeIaHUH. Y
a/IbOBMHOCOB MOJIOYHbIM LIBET KOXM, OYEHb CBET/IbIE
BOJIOCbl M OTCYTCTBYET NMUIMEHT B PaAyKHOU 0060JI0UKE
rna3. OHM MMEIOT NOBLIWEHHYH YYBCTBUTENIbHOCTDb K
COJIHEYHOMY CBETY, KOTOPbIM BbI3bIBAET Y HUX
BOCMa/IMTE/IbHblE 3a00/1€BaHUA KOXM.
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® (HapyLweHMe KMCNOTHOro 06MeHa) - Hac/ieCFBeRHoe ¥

‘= CH~-C—C0O0 "~
3aboseBaHME, CBA3AHHOE C HAKOMJIEHMEM CbeHl/IJ'IaﬂaH’Mtl,@

M3-3a OTCYTCTBMA (DepMeHTA, NepeBOASLLErO €ro B
TUPO3nH. OPeHnnanaHMH OKUCNAETCA B B
(PEeHNNINUPOBUHOIPaHY0 KUCNOTY, KOTOpasA BblAeNAETCA
Cc MoYyoM. YacToTa atoro 3a6oseBaHus coctaBnseT 1:5600.
y 60/1IbHOro pe6€éHKa pa3BMBalOTCA CYZ0pOru, AepMaTuThl,
OT HEro MCXOAUT 3anax («MbIWUHbIN>, «BOJTYUN>,
«3aTXJ1biM>). ANA AMArHOCTUKM 3a60s1IeBaHMA K 2-5 mn
cBexen moun gobasnaT 10 kanenb pactBopa FeCl3.
NoABJIEHME CMHE-3€/IEHOI0 OKpalLMBaHMA
CBMAETENbCTBYET O HaM4MM 3aboneBaHmA. JleyeHue
COCTOUT B CneumasibHO NoAo6paHHOM AMETE.



® [eHeTU4YecKoe 3abosieBaHMe, Hanbonee ]
pacnpocTpaHEHHoe cpeau xutenem CeBepHoU
EBponbl 1 6e/1bIX aMepUKaHLEB.

® Y 60/IbHbIX MYKOBUCLMA030M C/IM3b,
BbipabaTblBaeMas anmUTe/IMa/IbHbIMU K/IETKAMM,
oyeHb ryctada. OHa npenAaTCcTBYET AOCTYnNYy
BO3/yXa B JIErkue, a KpoMe Toro, 3akKyrnopuBaeTt
MPOTOKMU, MO KOTOPbIM COK NOAKENYA0YHOU
¥Kenesbl U Xendb U3 neYyeHn NocTynatoT B
KULLEYHUK.

© 3aboneBaHMe BbI3bIBAa€T peLeccMBHAA MyTaLMA -
aeneuma 3-x nap ocHoBaHuM B 7-oM ayTtocome. B
3TOM K€ reHe BO3MOXHbI ellé 6onee 400
MYyTaLMnMU.



©®

N3 onncaHHbIX K HacToALWEMY BpEMEHU 4 ThbiC.
Hac/1ieICTBEHHbIX 3ab60/1€eBaHMMU AOCTAaTOYHO XOPOLLO
n3ydeHol 600.

Mcnonb3oBaHWE pa3/IMYHbIX METOA0B MO3BONAET
BbISIBUTb 3aKOHOMEPHOCTM HAC/IeJ0BAHUA NMPU3HAKOB
Yy Ye/I0BEKA B HOPME U MPU Pa3/IMYHbIX NATONOIMMUAX

. [eHeTHnYecKasa KoHCcybTauua oba3aTesibHa npu
BCTYMNJIEHMM B BpaK poACTBEHHMKOB, JinL, cTaplue 30
NEeT, a TaKKe paboTarLMX Ha NMPOU3BOACTBE C
Bpe/HbIMM YCNOBUAMM TPYAa.

Bpauu 1 reHeTUKM NOMOTrYT CHU3UTb PUCK POXKAEHUS
reHeTUYECKU HEmMoJIHOLEHHOro NOTOMCTBA.



A IYMAIO, UTO ...

(HAJI YEM BBbI
3ATYMAJIUCH?)
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