3aKOHOMEPHOCTH H3MCHYMBOCTH:
MOIU(PUKAITMOHHAS W MyTallOHHAs
M3MCHUYMBOCTD



CBoucrtBa
XXUBbIX
OpraHu3smosB
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HacneacrtBeHHO

N3meHYnBOCTb
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N3meH4Yueocmb - 3mo cnocobHOCMb XUEbIX
op2aHu3mMoe rnpuobpemampb HoEbl€ MPU3HaKU 8

rnpouecce OHMOeceHe3a.
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HacnedcmeeHHOoCmMb - 3mMo ceolicmeo ecex XUebIX
op2aHuU3Moe nepedaeamb Ce0OU MPU3HaKU U ceolicmea
U3 MOKOJIeHUs1 8 MOKOJIeHUe.







MoougbukayuoHHasi
U3MeH4YUB80CMb

He CBsi3aHHa C
N3MEHEHNEM TlEHOB,
XPOMOCOM WNU
reHoTMna B LENOM U
BO3HMKAaET nofg
BMUSHMEM (0AKTOPOB
BHELLUHEW cpenpbl.

[Npnmepom moaudmkaLnoHHON
N3MEHYMBOCTU YerioBeKa CRYXUT
3arap, KOTopbIn 3MMOMN NOCTEMNEHHO
ncyesaet



B3anmocBa3b peHoTuna u reHotuna

PuS———

COCHbl 04HOW NONYNAUMN pas3nMyarTcsa Mexay cobown, Tak Kak
pPa3BMBAlOTCHA B pPasHbIX YCITOBUSIX.




[lpederibi
MOOUUKauUuoHHoU
u3MeHyusocmu
Kakoeo-nubo
rpu3HakKka
Ha3bIl8arom
HopMOU peaKuyuu.

JInctbsa knéHa nmerT pasHble
pa3Mepbl , Tak Kak Ternno n ceeT
pacnpegenserca He paBHOMEpPHO.

Hacnenyetcsa He cam npu3Hak, a CnoCOOHOCTb NPOSABMATL 3TOT
MpU3HaK B onpeaenéHHbIX YCIOBUSAX, UMM MOXHO cKasaTb, YTO
HacnegyeTtca HopMma peakuuu opraHMama Ha BHeELLUHUE YCIOBUA.



1.

MoandunkaunoHHbIE N3MEHEHUS He rnepenaroTcs n3
NOKOMNEHUs B MNMOKONEHME.

MogudunkaumoHHbIE U3MEHEHNS MPOSABAAKTCA Y MHOIMX
ocoben BMaga n 3aBUCAT OT OENCTBUA HA HUX YCIOBUN
cpeabl.

MoandounkaunoHHbIE N3MEHEHUS BO3MOXHbI TOSMbKO B
npenenax HopMbl peakunm, B KOHEYHOM CYETE OHMU
onpenenarTca reHOTUMNOM.




N3MeH4YnBOCTb

HezceHomunu4eckas
(ModugbukayuoHHasi)

FreHomunu4yeckasi
(MymayuoHHas)
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[0xuoamepianckii
KyIHeuHK

/

FeHomunuyeckass u3MeH4Yyueocmb cesi3aHa C
¢ | u3MeHeHuem 2eHomuna, siesnsiemcsi
" Y Al
\ | pesaynbmamom mymauyudi.
\
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BnepBble TepMUH

«MyTaunaAa»
Obin npegnoxeH B 1901r.

lonnaHOCKUM Y4YéHbIM
l'y2o0 de ®pu3som.



MyTaLWI M- amo u3MeHeHusi 2eHomuna, npoucxoosiwue noo
eJslusiHueM ¢hakmopoe eHeuwHel U 8HympeHHel cpeosbl.

lMpouecc eo3HUKHOBEHUsI Mymayulu Ha3bleaemcsi MVITIdcEHES,
a ebI3blearowud mymayuro gpakmop — MVITIASEH.

leHOMHbIe Mymauyuu npueodsIM K U3MEHeHUK 4Yucna
XPOMOCOM.

XpOMOCOMHbIe Mymauyuu cesi3aHbl C U3MeHeHUsIMU
CMPYKMypbl XPOMOCOM.

eHHbIe Mymayuu cesi3aHbl C U3MEHeHUsIMU
nocrsiedoeamesibHocmu Hykrieomuooe mosiekynbi QHK.




[eHHble, 1NN TOYKOBbLIE, MyTaLNUMN —

3TO U3MEeHeHue nocnepoBaTeNbHOCTU
HykneotuaoB B monekyne OHK.

eHHble MyTauuun crniegyet paccmatpuBaTb Kak
pe3ynbraTt «OoWUOOK», BO3HUKAKOLWUX B npouecce
yaABoeHusa monekyn OHK. Mytauma reHa Bo3HUKaeT B
cpegHeM B ogHou u3 100 000 rameTt. Ho TaK Kak
KONIN4eCcTBO reHOB B OpraHu3mMe 4esioBeka BesIMKO, TO
NPakTU4YeCKn Kaxpgas ocoOb HeceT BHOBb BO3HUKLUYHO
MyTauuio.



AnNbONHU3M

* ANbOMHN3M — BPOXAEHHOE OTCYTCTBUE MUIMEHTA
KOXW, BOJOC, paay>XHOU U MUTMEHTHOMN 06051o4YeK
rnasa.

BHelluHWe nposB/ieHUs

NMpun HekoTOPpbIX (pOopMax aibbMHM3MA OTMEeYaeTCs YMeHblUeHUe UHTEHCUBHOCTH
OKPACKM KOXXU, BOJIOC U paay>XXHOU 060/10UKK rnas, npy Apyrux npemMMmyLiecTBeHHO
M3MEHSIeTCA uBeT nocsiegHei. MoryTt HabnroaaTbC U3ME@HEHUS B CeTyaTKe,
BO3HMKaTb pa3J/iInuHble PacCTPOUCTBA 3PEHUS, B TOM uncne 6 1M30pyKocCTb,
AaNIbHO30PKOCTb M aCTUrMaTU3M, a TaK)XXe NOBbILEHHAaA YyBCTBUTEJIbHOCTb K CBETY
MU apyrve aHoMasimm.

Jlroan-anb6bMHOCHI UMEIOT 6esly0 OKpacKy KoXu (UTo 0cobeHHO 6pocaeTcs B rnasa
B rpynnax, npMHag/iexalimx He K eBporneouagHou pace); BoNocCbl y Hux 6enbie (nnun
OHMU 6J10HAUHDI).

YacTtoTta anb6MHOCOB y HapoaHOCTEN €BPONenCKUX CTpaH OLLeHMBAaEeTCAa NPUMEPHO
Kak 1 Ha 20 000 xxutenei. Y HEKOTOPbIX APYrMx HAPOAHOCTEN aJibOMHOCDI
BCTpeuaroTca yawe. Tak, npu o6¢cneaosaHnm 14 292 HerpuTAHCKUX AeTen B
Hurepum cpean HUX oka3asiocb 5 asiIb6MHOCOB, YTO COOTBETCTBYET YacToTe OKO0J10 1
Ha 3 000, a cpean nHpenues NMNaHambl (3anuB CaH-bnas3) yacrora cocraBuna 1 Ha
132.




Dossee.Ore




[lanbTOHU3M

[NanbTOHM3M, LIBETOBaga c/jienora —
HacneacTBeHHas, pexxe npuobperéHHas
0CO06eHHOCTb 3peHus, BbipaXkalowlascs B
HEeCnoco6bHOCTHU pa3nMuaTb OAQUH UIN HECKOJIbKO
uBetoB. HazBaHa B uectb [)xoHa [lanbTOHa,
KOTOPbIX BNepBble onucana OAuH U3 BUAOB
LIBETOBOM C/1enoTbl HA OCHOBAaHUU CO6CTBEHHbIX
owyweHmi, B 1794 roay.




Tak BUOUT KapTUHY 4YeroBeK:
a) C HopMarnbHbIM
BOCMNPUATUEM LBETOB; 0) AaNbTOHMUK.




[ emodunnus

e emodunua — HacnepgcTBeHHOE
3aboneBaHue, cBA3aHHOe C
HapylwleHMeM Koarynsauum (npouecc
CBEPThLIBaHUA KPOBU); MPU 3TOM
3aboneBaHUN BO3HUKAIOT
KPOBOU3SIUAHUSA B CYyCTaBbl, MbILULbI
U BHYTPEHHUEe opraHbl, Kak
CMNOHTaHHbIe, TaK U B pe3ynbraTe
TPaBMbl UNN XUPYPru4ecKoro
BMelwaTenbcTBa. [pu remodhunum
pe3Ko Bo3pacTaeT onacHOCTb rubenu
naumeHTa oT KPOBOU3NUAHUSA B MO3I U
Apyrve Xu3HeHHO BaXXHble OpPraHbil,
Aaxe npu HesHaYUTeNnbLHOU TpaBMe.
BonbHbIe ¢ TsKenou dopmon
remocpmnumu nogBepraroTcs
WHBanuan3auum BCneacTBMe 4YacTbiX
KPOBOU3NUSHUMN B CyCTaBbl
(remapTpoO3bl) U MbiLLEeYHbIe TKaHWU
(remaTombl).O0bIYHO remodunuen




XpPOMOCOMHbIE MyTaLUuUU —
3TO NepecTpPponKU XPOMOCOM.
LNeneuunsa - aTo nomepsi y4actka XPOMOCOMbI.

Oynnukauma — 3To ydeoeHuUe y4vacTKa
XPOMOCOMBI.

MHBepcuda — 3TO noeopom y4vacTka XPOMOCOMbI
Ha 180°.

TpaHcrnokauus - obMeH y4yacTkamu
HEeroMosIOrMYHbLIX XPOMOCOM.

CnusiHue ABYX HEroMosiorM4HbIX XpOMOCOM B
OOHY.






CuHppom [layHa

Hapuotun npeacrasned 47 XxpomMocomamu BMEeCTO HOpManbHbIX 46,
NOCKONBbKY XPOMOCOMBI 21-M Napbl BMECTO HOPMAaNnbHbIX ABYX,
npeacrasnedsl Tpema konuamu. CyuiecreyeT euwe ase ¢opmbl

O3HHOrO CMHAPOMA: TPAHCNOKaUMa Xpomocomel 21 Ha gpyrue Xpomocombl
(yawie Ha 15, pexwe Ha 14, ewé pexe Ha 21, 22 u Y-xpomocomy) — 4%
CNY4Y3EB, U MO33WUYHbIM BapWaHT cuHapoma — 1 %. Ha kawabie 750
spopoBbiXx Aeten poxaaetrca 1 GonbHol pebeHow.

BonesHb npoasnaeTca B peskom cnaboymum, cHOWEHHOM paspese rnas,
VPOAOTMBOM TENOC/OMEHUN, NOPOKAX PA3BUTUA BHYTPEHHMX OPraHos.
MpwW YHOPOYEHMKM OAHOM XPOMOCOMBbI 21-0M Napbl MOMET Pa3BUTLCA
Taxeénoe sabonesaHme kpoeu — Genorposue (3N10KaAYECTBEHHDBIN
MMUCNONEMNKO3).




* boJjie3Hb, 00yC/I0BJICHHASA
AHOMAJIMEH XPOMOCOMHOTIO
Ha0opa (M3MEeHEHHEM YMCJIA
WIN CTPYKTYPbI AyTOCOM),
OCHOBHBIMU NMPOSABJICHUIMHU
KOTOPOH SIBJISIOTCS
YMCTBEHHAS OTCTAJIOCTh,
CB0€OOpa3HbIl BHEIIHUMA
00JIMK 00JILHOTIO U
BPOKICHHbIC IOPOKHU
pasButuda. OaHa u3 HaudoJ1ee
PACIIPOCTPAHEHHBbIX
XPOMOCOMHBIX 00JIe3HeM,
BCTPEYAETCS B CPEHEM €
yactoroii 1 Ha 700
HOBOPOXKICHHbIX.




Y manb4vKoB u oeBoYeK 60ne3Hb
BCTpe4yaeTcst 0OAMHAKOBO 4acCTo.
et c cnHapomom [layHa yaile
POXAOarTCA Y NOXUIbIX poanuTesien.
Ecnu Bo3pacTt matepu 35 - 46 neT, TO
BEPOATHOCTb POXAEHUSA O0NbLHOro
pebeHKa Bo3pacTaeT 4o 4,1%,cC
BO3pacTOM MaTepu PUCK
yBeJinumBaeTcH.

Bo3MOXHOCTb BO3HUKHOBEHUS
NOBTOPHOro criy4yana 3aboneBaHua B
ceMbe C Tpucomuen 21 cocrtaBnsqaeT
1-2%.




CvuHapom
KnanHdenbTepa

CuHapom KnanHdensrepa BcTpedaetcsa y 1 n3 500
Manb4yukoB. [lobaBo4yHasa X-xpomocoma B 60% criy4yaeB
HacrenQyeTca OoT MaTtepu, 0COOGeHHO nNpu no3gHewu
bepeMeHHOCTU . PUCK HacnepnoBaHUA OTLLOBCKOW

XPOMOCOMbI He 3aBUCUT OT Bo3pacTta oTua. Ansa
cuHOpoma

KnanHdensTepa xapaktepHbl cneayrouwme MNpU3HaKu:
BbICOKOPOCSIOCTb, HEMNPONOPLMOHANIbHO AJINHHbIE HOIM

HapyweHua B pa3ButuMmM NosrioBbIX OpPraHoB
OOHapyXuBaroT

B ny6epTaTHOM nepuoae v no3gHee. BbonbHbIe, Kak
npaBuo,

oecnnogHbl.



PocT B3pocnbix 60MbHbIX
Ha 20-30 CM HUXe cpenHero.
JleueHUe OONbHbLIX C 3TUM
CUHOPOMOM KOMIMJIEKCHOe U
BKNOYaeT B cebHs
PEKOHCTPYKTUBHYIO U
NSIaCTUYECKYHO XUPYPruio,

1< i1 &3 il 9% §) } ropMoHanbHyo Tepanuio
- (acTporeHbl, ropMOH pocTa),

33 55 %% &% &% 1 ncuxorepanuio.
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CuHapom LlepewieBcKoro—
TepHepa

CuHpgpowm LlepeweBckoro-TepHepa — eguHcTBeHHaa dopma
MOHOCOMMUU Y

XUBOPOXAEHHbIX.

Knnuunyeckn cuHgpom LlepeweBckoro-TepHepa nposaBnseTcs
crneayrowmmm

npusHakamu. HegopasBuTue NOJIOBbIX OPraHOB UMM UX OTCYTCTBME.

BcTtpe4yaloTca pasnnMyHblie NMOPOKU cepaevyHO-COCyaAUCTOU CUCTEMbI U
NMo4ek.

CHMXeHMA UHTensMeKTa He OTMe4yaeTcs, OAHaKO OOfbHble
OOHapyXuBaroT

3MOLMOHANbHYK HEYCTONYMBOCTb. BHeWWHUN BUA OONbHLIX
cBoeoOpa3eH.

OTmevaroTcs XapaKTepHbieé CUMNTOMbI: KOPOTKanA Lwes C N30bLITKOM
KOXN U

KPbINMOBUOAHBIMU CKNagKaMn; B NOAPOCTKOBOM BO3pacCcTe BbliABIIAEeTCA

OTCTaBaHMUe B pPOCTEe UN Pa3BUTUN BTOPUYHLIX NMOJIOBbLIX NMPU3HAKOB;
AanAd



[Mlcuxmnyeckoe pasButue
3a4epXuBaeTcs, HO Y
B3POCIibIX HApPYyLUEeHUSA
WHTEJIJIeKTa HE3HAUYUTESbHbI.
Hepepko BcTpeyaroTcs
HapyLeHnA noBeaeHus,
anunenTunyeckKkue npunagku.
ConyTcTBYyHOLLME
3aboneBaHuA: paKk MONTOYHOWU
Xerne3bl, caxapHbiu anaber,
Oorne3Hu WMUTOBUOHOMU
Xeres3bl , XpOHUYECKMe
3aboneBaHNA Nerkux .




[Tonunnouous

[lonunnoudus. NMonunnonabl —
pacTeHus1, y KOTOPbIX MPOU30LLIIO
yBenmyeHme XpoMoCOMHOro Habopa,
KpaTHOe ransiongHomy. ¥ pacteHun
nonunnouabl obnagatoT 6onbLUEN
MacCcoW BereTatuBHbIX OPraHoB, UMEKT
bonee KpynHble Noabl 1 ceMeHa.

EcTecTBeHHble nonunionabl —
nweHuua, kaptodens 1 ap., BbIBEAEHDI
copTa NonmniIonaHoOW rpeumnxn,
caxapHOmn CBEKIIbI.

Knaccmnyecknm cnocobom nonyvyeHus nonmnionaos saensetTcs obpaboTka
NPOPOCTKOB KOIXUUUHOM. KONXNUMH paspyLLaeT BEPETEHO AENEHNS U
KOSINYECTBO XPOMOCOM B KIETKE yABanBaETCS.







PacwenunHbl ryobl u Heba




OcHoO8HbIe xapakmepucmuKu MymauuoHHOU
usMeH4yueocmu:

MyTauMOHHbIE M3MEHEHUS BO3HMKAKOT BHE3arHo, U B pes3ynbrarte
y opraHusma nodsfisAlOTCA HOBble CBOWCTBA.

MyTaumn HacrnegyTca U nepenaroTcad U3 NOKOSeHnsa B
NMOKOS1EHME.

MyTauun He MMeKT HarnpasBrieHHOro Xapakrtepa, T.e. Henb3sa ¢
OOCTOBEPHOCTbIO NpeackasaTb, KaKOM MMEHHO reH MyTUpyeT nog
OenNcTBMEM MYTareHHoro dgpakropa.

MyTaunm moryT 6bITb MNOSIE3HLIMU UM BPEOHLIMU AfA opraHmM3ma.




