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M3IMEeHUYNBOCTDL.




HacnepctBeHHas u3MeHUYUMBOCTb (reHOTMNMUYeCKas

KombuHaTupHas MyTaLumnoHHas

[eHOMHble APOMOCONiHbIE [eHHble
MYyTaLvin MyTduum My TaLuu




KombuHamusHasa usmeH4yusocmsb.

B ocHoBe KOMOMHAaTUBHON M3MEHUYMBOCTU JIEXXUT MOJI0OBOE
Pa3MHOXeHune opraHnM3mMoB.

NCTOYHMKN KOMOUHATUBHON M3MEHUYMUBOCTM.
1. He3aBuCcuMMOe pacxoXjeHue XpoOMOCOM B NMepBOM
Ae/lIeHUUn Meuosa.

2. PekombnHauua reHoB, OCHOBaHHas Ha AIBeHUU
nepekpecta XpPOMOCOM MpPU KPOCCUHroBepe.




MyTaumm — 3TO C/Iy4aHO BO3HUKLINE CTOUKME U3MEeHEeHUs
reHoTUNa, 3aTparneawowme Lesible XPOMOCOMbI, UX YacCTU
WNN OTAEeNIbHbIe FeHbI.

Puc. 102. Hopmaavroetit yvtnaenorx (A)
U MYmanmubwiit, AUUerHbLl oneperus (B )

1. /loMUHaHTHbIE (MPOABAAIOTCA B C/leAyloleM MOKONeHUM).
2. PeyeccmBHble ( NPOABAAIOTCA NpU CKpeluBaHum 2 ocoben,




Ha3blBalOT MyTauuun, nNpusojsauime K
U3MEHEeHMUIO YMcaa XPOMOCOM.
— KpaTHOe U3MeHeHue 4yucnaa
XpomMocom (3n, 4h,5n, 6n U T. 4. A0 10 —12pa3s).
MHOro noamnaouaoB cpean pacTeHUU, OHMU
4YacTo XapakTepusyloTca 6osee MOLHbIM

POCTOM, KPYMNHbIMK pa3Mepamu,
BbIHOC/INBOCTbIO.




KapuoTtun npeactaBaeH 47 XpOMOCOMaMM BMECTO HOPMaJibHbIX 46,
NOCKOJIbKY XPOMOCOMbI 21-1 Napbl BMECTO HOPMaJibHbIX ABYX,
npeacTaBaeHbl TpeMsa Konuamu. CywecTByer eule gBe Gopmbl

AQHHOro CMHAPOMaA: TPAHC/I0KALUA XPOMOCOMbI 21 Ha ApPYyrMne XpoMOCOMbI
(yawe Ha 15, peXke Ha 14, ele pexe Ha 21, 22 U Y-xpomocomy) — 4 %
C/y4yaeB, U MO3auUUHbIM BapuaHT cuHapomMa — 1 %. Ha kaxkable 750
3/,0pOBbIX AeTeil poxgaerca 1 6onbHOU pebeHoK.

BonesHb nposBaseTca B pe3KkoM c1aboymum, ckoleHHOM paspese ras,
YPOAJ/IMBOM TeJ/IOC/I0OXKEHUUN, MOPOKAX PasBUTUA BHYTPEHHUX OPraHoB.
Mpu ykopoyeHUn 04HOM XPOMOCOMbI 21-0M Napbl MOXET Pa3BUTbCA
Ts)KEnoe 3aboneBaHne KpoBu — 6enokpoBue (310KkayeCTBEHHbIN
MUC10/1€UKO3).



5 ONnNe=23HbL - boJe3Hb, 00yc10BJIeHHAS
AHOMAJIMEH XPOMOCOMHOI'0
JAAavyHa

Ha0opa (M3MEeHEeHHEeM YMCJIa
WJIN CTPYKTYPbI ayTOCOM),
OCHOBHBIMHU MPOABJICHUSAMHU
KOTOPOH SIBJISIOTCS
YMCTBEHHAsl OTCTAJIOCTh,
CBOEOOpPa3HbIl BHEUITHUMT
00/1MK 00JILHOIO U
BPOXK/IACHHbIE IOPOKH
pasButTusa. OaHa U3 HauoOoJIee
PACHPOCTPAHEHHbIX
XPOMOCOMHBIX 00J1e3HeM,
BCTPEYAETCs B CPEIHEM ¢
yactorou 1 Ha 700
HOBOPOKICHHBbIX.




Y Manb4YMKoB U AeBOYeK 60ne3Hb
BCTpe4yaeTcs OAUHAKOBO 4acTo.
Oetn c cuHgpomom [layHa 4yawe
poOXOarTCcA Y NOXUNbIX poauTernen.
Ecnu Bo3pacTt matepu 35 - 46 ner,
TO BEPOATHOCTb POXAOEHUA
OonbHOro pebeHka Bo3pacTaeT Ao
4,1 %, c BO3pacTomM MmaTtepu PUCK
yBeriuiMBaeTCA.

Bo3MOXHOCTb BO3HUKHOBEHUSA
NOBTOPHOro criyyasl 3aboneBaHus B

ceMbe ¢ Tpucomueun 21 cocrtaBnser
1 -2 %.




CuHapom KnanHdenbrepa BCTpeyaeTcs y 1 U3 500
mMasbumkoB. flobaBoyHasa X-xpomocoma B 60% ciyuyaeB
HacneayeTca OT MaTtepu, ocobeHHO npu NnosgHeun
6epemeHHOCTM . PUCK HacneaoBaHUA OTLOBCKOM
XPOMOCOMbI He 3aBUCUT OT Bo3pacTa oTua. [Ana cmHapoma
KnanHdenbrepa xapakTepHbl ciegyioue MNpU3HaKM:
BbICOKOPOC/I0CTb, HEMPONOPLMOHA/IbHO AJIMHHbIE HOIU .
HapyweHunsa B pa3BUTUM NONOBbLIX OpraHOB O6Hapy>XuMBaloT

B nybepTaTHOM nepuoje n nosgHee. bosnbHble, Kak NpaBuUo,
6ecnaoaHbl.



[lcuxmnyeckoe pasButue
3a4epPXUBaeTCH, HO Y
B3pPOCIibIX HapyLleHnsA
MHTEesINeKTa He3Ha4YUTerbHbI.
Hepepnko BCcTpeyaloTcH
HapyLeHnAa NnoBeAeHUS,
anunenTU4YecKne npunagKku.
ConyTtcrByrowime
3aboneBaHuA: paKk MOMOYHOW
Xernes3bl , cCaxXxapHbIn Anaoder,
Oone3Hn WUTOBNAHON
Xernes3bl , XpOHN4YecKue
3aboneBaHUs Nerkux .




CunHgpowm LlepelwieBckoro-TepHepa — egMHCTBEHHAA $opMa MOHOCOMUU Y
XXMBOPOXKAEHHbIX.

KnuHnueckn cnHppom LlepelueBckoro-TepHepa nposaBaseTca cieiyolwmmmMm
npuM3Hakamu. Hegopassutme NosoOBbIX OPraHOB WU UX OTCYTCTBUE.
BcTpeyaloTca passiMuyHble NMOPOKU CEPAEYHO-COCYAUCTOMN CUCTEMbI U NOYeK.
CHW)XeHUSA UHTeNJIeKTa He OTMeYaeTcA, ogHako 6osibHble 06Hapy>XmnBaloT
SMOLMOHA/IbHYIO HEYCTOMUMBOCTb. BHewHu Bug 60onbHbIX cBOeobpaseH.
OTMeyvalTCA XapaKTepHble CUMNTOMbI: KOPOTKAA Les C U36bITKOM KOXU U
KPbIIOBUAHBIMU CK/IaAKaMW; B NOAPOCTKOBOM BO3pacTe BbIABAAETCS
OTCTaBaHWe B pOCTe U pa3BUTUM BTOPUYHbIX NOJIOBbIX NPU3HAKOB; ANSA
B3POC/IbIX XapaKTepHbl HapyLlleHUs cKeseTa, HU3Koe pacnosioXeHue
YWHbIX pakOBUH, AUcnponopuun Tena (yKopoyeHue HOr, OTHOCUTE/IbHO
LUIMPOKUMI N/Ie4eBOM NOSAC, Y3KMUU Tas).



PocT B3pocrnbixX O0SIbHbLIX
Ha 20-30 cm HuXxe
cpeaHero. JleyeHue
OOSIbHbLIX C 3TUM
CUHOPOMOM KOMMJIEKCHOEe
. WU BKIlOYaeT B cebs
TSR IIE IR IR I  peKoHCTPYKTUBHYIO W
NSIaCTUYECKYH XUPYPruio,
33 55 %% &8 &% &1 ropMOHanNbHYI Tepanuro
(scTporeHbl, rOPMOH
64 86 o8 XI5 as 38 pocTa), ncuxoTepanuio.
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XpOMOCOMHbIe MYyTaLuuu —
3TO NepecTpomKu XpPOMOCOM.
[leneuus - 3To nomeps y4actka XpPOMOCOMbI.

Alynavkauusa — 3To ydsoeHue y4vyactka XpOMOCOMbI.

NHBepcuAa —3TO nosopom yyacTKka XPOMOCOMbI Ha
180°.

TpaHcnokaums - obmeH yyactkaMu HEroMoJI0rMYHbIX
XPOMOCOM.




FEHHbIe, UJinN TOYKOBbIE€, MYyTaluUuU —

3TO U3MEeHeHUe nocsie0BaTe/IbHOCTU HYK/1e0TUAOB
B monekyne AHK.

[eHHble MyTauuKu caeayeT paccMaTpuBaTb KaK pe3ynbraT
«ownbok», BO3HMKAKOWMUX B npouecce yaBOEHUS MOJIEKY
AHK. MyTauua reHa BO3HMKaeT B cpegHeM B OAHOM U3 100
000 ramet. Ho Tak Kak KO/AM4YeCcTBO reHOB B OpraHusme
yesioBeKa Be/IMKO, TO MpaKTM4Yeckn Kaxaas ocobb Hecer

BHOBb BO3HUKLWYIK MYTauulo.




Hacnencrennbie Goae3nm,
BbI3BAHHBIC TEHHBIMH MYTALMSIMH

HacaeAacTBenHbIe 3a00A€BaHIA —
3a00A€BaHNA, BOSHUKHOBCHUE 1
pPa3BHUTHE KOTOPHIX CBA3AHO C

AedpeKTaMi B IIPOIrPAMMHOM

AIIIapaTe KACTOK, II€PpC€AaBaACMbIMU






[emModbunnuns

= [emoduaua — HacneaCTBEHHOE
3aboneBaHue, cBAI3aHHOE C HapyLeHNeMm
Koarynsuum (npouecc CBEpTbiBaHUA
KpoBM); npu 3Tom 3aboseBaHumn
BO3HMKAIOT KPOBOU3J/IMAHUA B CYCTaBbl,
MbILLLbl U BHYTPEHHUE OpraHbl, Kak
CNOHTaHHbIE, TaK U B pe3y/ibTaTe TPaBMbl
WJIN XUPYPruyeckoro BMeLwarTesibCTBa.
Mpu remodunnm pesko Bospacrtaer
onacHoCTb rmbenn nauueHTa oT
KPOBOMU3J/IMSIHUSA B MO3T U ApYyrue
>XM3HEHHO Ba)>kHble OpraHbl, gaxke npu
He3HauuTenbHOU TpaBme. bonbHble €
TA>XKENon popmon remodpunnm
noABepraloTcs MUHBaAnAM3aLmm
BC/IeACTBUE YACTbIX KPOBOU3/IUSIHUMA B
CycTaBbl (reMapTpo3bl) U MbllUEYHbIEe
TKaHu (rematombl).O6blYHO remodunment
60n1el0T My>KUYMHbI, @ XXEHLUUHbI




[1anbTOHU3M

[NanbTOHM3M, LIBETOBAagA c/ienorta —
HacneacTBeHHas, pexxe npuobperéHHas
0CO6EeHHOCTb 3peHus, BbipaXkalowlascs B
HEeCnoco6bHOCTU pa3nMuaTb OAUH WUIN HECKOJIbKO
uBetoB. Ha3zBaHa B uectb [xoHa [laNibTOHa,
KOTOPbIW BNepBble onucan OAuH U3 BUAOB
LIBETOBOM C/1enoTbl HA OCHOBAaHUU COH6CTBEHHbIX
owyweHmi, B 1794 roay.




Tak BMAUT KapTUHY 4YenoBeK:
a) C HOpManbHbIM
BOCNPUATUNEM LIBETOB,; 0) AanbLTOHMK.
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[MpocTreninn TeCT Ha Aa/IbTOHN3M:

KOX3Irco - "lKaxabin
OxoTHuK XXenaet 3HaTb, 'Ae
nanT asaH'.

Fpe: | - KpacHbIN ;
O - opaH)XeBblWt,
X - >xénTtbin,
3 - 3enéHbin, I' - ronybomnm,
- CUHMKN, © - PNONETOBbIN.

MO>HO nNnpeaABapuUTesibHO
CUMTaTb, UTO Bbl He
AaNbTOHUK, €CJZIn MoXKeTe
NnpaBUJIbHO pa3JiINuMThb LiBeTa
PUCYHKa.




AnNbONHU3M

= Anb6bMHU3M — BPOXAEHHOE OTCYTCTBUE NMUTMEHTA KOXMU,
BOJI0C, PaAY>XHOW U NUrMeHTHOU ob6osio4ek rnasa.

BHeluHWe nposB/ieHUs

NMpun HekoTOPpbIX (pOopMax aibbMHM3MA OTMEeYaeTCs YMeHbLUeHUe UHTEHCUBHOCTH
OKPACKM KOXXU, BOJIOC U paay>XHOU 060/10UKM rnas, npy Apyrux npemMMmyLiecTBeHHO
M3MEHSIeTCA uBeT nocsiegHein. MoryTt Ha6nroaaTbC U3MEHEHUSA B CeTHaTKe,
BO3HMKaTb pa3J/iInuHblie PacCTPOUCTBA 3PEHUS, B TOM Yncne 6/1M30pyKoCTh,
AaNIbHO30PKOCTb U aCTUrMaTuU3M, a TaKXKe NOoBbILEeHHAasA YyBCTBUTEJIbHOCTb K CBETY
M Apyrve aHoMasum.

Jlroan-anbbMHOCHI UMEKOT 6es1y10 OKpPaCKy KoK (UTO 0cob6eHHO bpocaeTcs B rnasa
B rpynnax, npMHaa/iexalimx He K eBpOoreougHou pace); BoNocCbl y Hux 6enbie (nnun
OHM 6/10HAUHDI).

YacTtoTta anb6bMHOCOB Yy HapoaHOCTEN eBPONenCKUX CTpaH OLeHMBaeTCAa NPUMEPHOo
kKak 1 Ha 20 000 xuTenei. Y HEKOTOPbIX APYrux HAPOAHOCTEN aJibOMHOCDI
BCTpeuaroTca yawe. Tak, npu o6cneaosaHnm 14 292 HerputaHCKUX AeTen B
Hurepuu cpean HUX OKa3anocb 5 anb6MHOCOB, UTO COOTBETCTBYET YacToTe OKoo 1
Ha 3 000, a cpeamn nHaekues Nadamb! (3anuB Can-51a3) yacToTa cocraBwia 1 Ha
132.







CepnnoBHUAHO-KJIETOYHAsI AHEMUSI.

HedpeKT reHa B pe3ynbraTe 3aMeHbl BarimHa Ha rnmyTaMMHOBYIO KUCIOTY B
nonoxeHuu 6. CepnoBuaHble 3pUTPOLUTHI BbI3bIBAKOT YBENIMYEHUE BA3KOCTHU
KpOBM, CO30al0T MeXaHUYeCKyHo nperpaay B MenKux aptepuoriax 1 Kanunnsipax,
NpPUBOAA K TKAHEBOU UlleMuM (C YeM cBsi3aHbl boneBble Kpu3bl). Kpome Toro,
cepnoBuUAHbIE 3PUTPOLIUTHI MEeHee YCTOMUYMBbI K MEXaHNYECKUM BO3AENCTBUAM,
YTO NPUBOAMUT K UX paspylieHUto. KnnHnyeckasa KapTuUHa: yMmepeHHas XenTyxa,
Tpodnyeckue si3Bbl B 0651acTu fioabhKeK, oTcTaBaHue B PU3NYECKOM pasBUTUM
(ocob6eHHO Yy Manb4uKoB).




JaknKYeHme

CyLyecTByeT MHOro Apyrux reHHbix 3abosieBaHu, HO
3TU YeTbipe — CaMble PacripoCTpaHEHHbIE.
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Llenb: BbLIABUTL NMPUYMHDI
BO3HMKHOBEHUA HacneacTBEHHbIX
3aboneBaHM 4YenoBeka

CEV.EXNE

1. Onpeagenntb NocnaeACTBUSA BAUSSHUA MyTareHoB
Ha OpraHu3m;

2. Onpeaenntb NocneaCTBUA BAUAHUA aNIKOMONA,
HUKOTMHA, HAPKOTUYECKMUX BeLlLeCTB Ha
pa3BUTUE 3apobllla YesioBeKka.



ConHue, Y3WU, donrooporpacdun, peHTreHororn4yeckoe obcrnengosaHue,
KOMMNbITEP, COTOBLIN TenedoH, obiToBasa TexHuka (CBY, TeneBnsop)




XUMUYECKMe BelecTBa

1. Conu pryTty;

2. Con HUa:; /
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Buonornyeckue (KuBble OpraHN3mMbl)
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PacwenuHbl ryobl n Heba







25.10.2008




Cnamckme OnusHeubl, y poauTenewu-
HapkomMaHoB. HaTypa, 3acnuptoBaHHbIe.

A
& -"'




Oetn y poauntenen O6ONbHbIX
HacneaocTBeHHbIMU 3aboneBaHuaMu. Konwus,
BOCK.

25.10.2008




PebeHOK, poauBLUMUCA B pe3ynbraTte
nHuecTta(KpoBOCMeLleHUs POoACTBEHHUKOB) .
Hatypa, 3acnupTtoBaH.
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PebeHOK, poauBLIMUCA
B CeMbé YepHoObinbueB. Hatypa, mymus.

25.10.2008 .



YenoBeKk-LUUKMOMN, U XXeHLIMHA-CJIOH.
Xunm B 19 Beke. Konusa, BOCK.
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MyTareHbl, afKorosib, HUKOTUH, HAPKOTUKU
oTpuuaTe/IbHO BAUAIOT Ha pa3BUTHE
3apoJblillia n BeCb opraHmsm B LesioM. Kpome

3TOrO CylecTByeT pAj APYrMX NPpUYMH
Hac/l1eACTBEHHOU U3MEHUYMBOCTM.




MyTranuu, BO3HUKIINE B KJIEeTKax,
Ha3bIBAIOTCA
OHM MPUBOAAT K U3MEHEHUI0O CBOMCTB BCEro
OpraHM3Ma-MOTOMKaA.
MyTanuu, BO3HUKIIME B KJIeTKax Teja (

), Ha3bIBAIOTCSA
MyTauusa B comaTu4yeckou KieTKe CJIOXKHOTIO
MHOTOKJIETOYHOI'O OPraHM3Ma MOXXeT MPUBECTH K
3/T0KQYeCTBEHHBIM UJIU JOOPOKAYeCTBEHHBIM
HOBOOOPAa30BaHUSM.




BbiBOA:

MyTareHHble aKkTopbl

|

MyTauuu

N3meHeHue CTPYKTYpPbl XPOMOCOM U
reHoB




