MYTALUMNOHHAA
NWSMEHYUNBOCTD.

Obga3aTenbHbiM YCrnoBuem ang MmyTaumoHHOW M3MeHYNBOCTU
aBngdercd kayecTBeHHoe naMmeHeHune HacneacTBeHHOro
cybcTpata. B pesynbsrare yero nponcxogmt obpasoBaHue

HOBbIX anfienien unu, HaodbopoT, yTpaTa yXXe UMELNXCs. ITO
NPUBOAUT K MOSABMEHUIO Y MOTOMKOB NPUHLUMUMNNAIIBHO HOBbIX
NMPU3HAKOB, OTCYTCTBYIOLLNX Y POAUTENEN.




MyTaunoHHaa Teopu4.

BrnepBbie BO3MOXHOCTb
OOHOMOMEHTHOIO Ka4eCTBEHHOIO
N3MEHEHNA HacneacTBEHHbIX
npun3HakoB nokasan C./.
KopxxuHckuu (1899), ogHako
OCHOBHbIE MOJSIOXEHNSA Teopumn
MyTaumn nanoxumn .oe ®pus B
pabote «MyTaumoHHasa Teopusa»
(1901-1903). UmeHHO OH BBEen
TEPMUH Mymauusi




OCHOBHbIE MNONOXeHus
Teopuu:

MyTauum BO3HUKaOT BHE3aMNHO, 6€3 NPOMEXYTOYHbIX
CTagun, Kak cCKadykoobpasHoe U3MeHEHNE NPU3HaKa;

[TosiBMBLUMECS HOBbIE POPMbI NPOABAAT YCTONYMBOCTL U
nepenaroTcsd No HacneacTay,

MyTaumn oTnnyarTcs OH HEHacNeaCTBEHHbIX N3MEHEHN
TeM, YTO He 06pa3ytoT HenpepbIBHbIX PSOOB U He
rpynnupyoTCa BOKPYr ONpeaeneHHoro «cpegHero Tmnay;
MyTaLWN — Ka4eCTBEHHbIE U3MEHEHUS;

MyTauum odeHb pa3HoobpasHbl, Cpean HUX eCTb Kak
nosie3Hble AN opraHmM3amMa Tak U BpedHble.

Bo3MOXHOCTb ODHapYXXeHUs MyTaumMn 3aBUCUT OT
yucna npoaHanmManpoBaHHbIX 0CODEW;

OpnuHakoBble MyTaLMK MOTYT BO3HUKHYTb
HEOHOKPAaTHO.



Knaccudukauma mytaumm

[lo xapakmepy usMeHeHUs
HacrieOcmeeHHO020 Mamepuarna
MyTauUUn OENATCA Ha [EHHbIE,
XPOMOCOMHbIE, [EHOMHbIE.

B 3asucumocmu om HarpaereHus
MyTauun 6biBalOT NPAMbIMU K
obpaTHbIMU

[lo cmerneHu ernusHUS Ha
XXU3HedessmerlbHOCMb opraHu3ma OenaT
Ha nones3Hble HeUTpanbHbIe U BpeaHble




[eHOMHbIe MyTauun

[€eHOMHbIE MyTaLMK XapaKkTepU3yrTCs
N3MEHEHNEM YMCna XPOMOCOM, KOTOPbIE
MOTYT ObITb HEKPATHbLIMU 1 KPATHbLIMMU.
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HekpaTHoe nsaMmeHeHue ymcna
XPOMOCOM:

I'eTeponnomnm'-l U aH3ynionagung .

MoHocomusa 2n-1 (oTcyTcTBne ogHom mn3
XPOMOCOM)

Hynnucomua 2n-2 (oTcyTCcTBME BCEW NApbI
OMOJTOTMYHbLIX XPOMOCOM)

[Tonncomuas:
Tpucomua 2n+1(ogHa xpomocoma NULLHASA)

Tetpacomuga 2n+2(gBe nNULLHWE
XPOMOCOMbI)



XpPOMOCOMHbIEe MyTauunu

OTOT TMN MyTauuUn npeacTaBnsaeT cooou
BHYTPUXPOMOCOMHbIE UMK
MEXXPOMOCOMHbIE OOMEHDI.
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BHYTPUXPOMOCOMHbLIE

nepecTpPoOUuKMU.

Oeneunsa (unun HexBaTka) AbBI'] => Abl'1

LOedunweHcn(ytpaTta KOHUEBOro yyacTka
xpomocombl) ABBI'AE => ABBI'[]

Oynnukauma(vnm nostopsl) ABBI[] =>
ABBBBI[]

MynbTunnukaums (nosTopeHne 6onee AByx
pa3) ABBI'[] => ABBIrBrer[i

KoHueBasa gynnukauunsi(Ha KOHLIE XPOMOCOMbI)
ABBI'1 => ABABBI

NHBepcus(NoBOpOT y4YacTka XPOMOCOMbI Ha
180-) ABBI'[] => ABBI'[]



MeXXXPOMOCOMHbLIE
NepPEeCTPOUKU

TpaHcnokaumsa (B3anMHbIN OOMEH
doparmeHTamun mexay
HEeroMosiormM4yHbIMM XpPOMOCOMaMM)
ABBI [JEX — 1234567 => 123[ SEX —
AbB4[l67

TpaHcno3numsa (nepemMelleHme y4yacTka
B npegenax ogHom XpoMOCOMbI, NInbOo
OQHOCTOPOHHUN NepeHOC y4YyacTKa B
OPYryto XpoMocomy)



[eHHble (TOYeYHble) MyTauuu

MyTauun npeacrtaBnaoT cooou
HeonpeaensaemMble LNTONOrM4YeCKNMU
MeTo4aMnN XUMUYECKNE N3MEHEHUS




TpaH3numa nnu TpaHceepcusa (ogHo
NypMHOBOE OCHOBaHME B Mape HyKNeoTuaos
3aMeHseTCca Ha Apyroe nypmMHOBOe OCHOBaHMe,
a NMPMMUONHOBOE Ha OpYyrov
NMMPUMUNONHOBOE)

npumep: A (nypuH) T(nupnmmnaunH) => G(NypuH)
C(nnpumMmngmnH)

GC=>AT, TA=>CG n CG=>AT

TpaHceepcua (NypnHOBOE OCHOBaHME
3amMmellaeTcd nMpUuMUanHoOBbLIM N HA0DOPOT)

AT=>TA, GC=>CG, GC=>AT



XPOMOCOMHBIE BOJIE3HW

Y HEJ1IOBEKA
- CuHgpom [layHa

- CuHopowm [laray

- CuHapom OaBapaca

- CuHgpom KnanHdenbstepa

- CuHpgpowm LLepLueBckoro-TepHepa
- CuHgpom Kollavbero Kpuka




CuvuHapom lavHa

CuHOPOM Ha3BaH Mo UMEHW aHIMMUCKOro
Bpada J1.[]JayHa, onncaBLUEero 3To
3aboneBaHne B_1866r.

bornesHb conpoBoXaaeTca YMCTBEHHOM
OTCTasioCTbi, UBMEHEHUEM CTPOEHUSA Nnnua, a
Takke y 40% vmMetoT MecTo pasnnyHble
NOPOKU cepaua

UacToTa 3aboneBaHns cocTtaBrndeT npMmepHo
1Ha 500-700 HOBOpPOXOEHHbIX.

[TpnynHON aBnaeTca Tpucomms no 21-u
Xpomocome. Takke bosibllee 3Ha4YeHne
MrpaeT BO3PacT XKEHLLMHbI.




- "nnocxoe
nuyo";

- INMKANTYC;

AHOMANLHO®
PaACCTORAHME
MeXAY NePBLIM
W BTOPLIM
nanuLuaMu



Cungpowm [aTay

Bnepsble onucaHHbI B 1960r.

JTa XpOMOCOMHasA aHOMarusa Bbi3biBaeT
paculenneHune rybol («3aa4bs ryba») n Heba
(«BOMYbA NACTb»), @ TaKXkKe NMOPOKN Pas3BUTUS
rOSIOBHOrO MO3ra, rnasHbix A0noK n BHYTPEHHMX
opraHoB (0cobeHHO cepALa, NoYek 1 rnofoBbIX
OpraHoB), YaCToO UMEET MECTO NMONNAAKTUNMNS
(MHOronanocTb)

YacTtoTta 3abonesanHuga: 1:5000 -7000
HOBOPOXOEHHbIX

[TpnynHon aABnaeTcs HepacxoXxgeHue 13-U
XPOMOCOMBI.
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CuHapom daBapaca

UacTtoTa 3aboneBaHus: okono 1 Ha
/000-10000 »unBbIX HOBOPOXOEHHbIX

[TpenctaBnsaeT cobon Tpucomuto Ha 18-
XpOMOCOME

[1pn 3aboneBaHnUn HabNMOaTCA
HapyLUEHNS NPaKTUYECKN BCEX CUCTEM
OpPraHoB
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CVHODOM «KoLwlauvbero
KpUKa»

BrnepBble 60s51e3Hb Obifia onncaHa B 1963r.

bones3Hb NnpeacraBnseT cobon YacTU4YHYHO
MOHOCOMMWIO MO 5-1U XpoMocoMe (aerieuns KOpoTKOro
nreva)

YacTtoTta cnHgpoma: npumepHo 1:40000-50000

[ns peten xapakTepHbl: obLlee oTcTaBaHWE B
pPa3BUTUN, HN3KAA Macca Npu PoOXOeHUN U
MblLLEYHasa rMNOTOHNS, MyHOOOpa3Hoe NnnLo C
LLIMPOKO pacCTaBlIEHHbIMW rNa3amMun, XxapakTepHbIn
nnay pebéHka, HanoMMHAaLWMIA KoLLladYbe MSAYKaHbE,
MPUYMHON KOTOPOTro ABMAETCA UBMEHEHNE UMK
Hegopa3BUTUE ropTaHu




Mukpouedanua




CuHAOpPOM
Knaungpenbmepom

B cuHapom obbegmnHAOT Bce BUAbI NOMIMCOMUKU Mo X-
XpomMocomMam npu Hann4ynm ogHom Y-XxpoMOCOMbiI,
yalle BCero MMeeTcs TONbKO oAHa NMUwHAA X-
XpomMocoma.

YacTtoTta cnHgpoma: B cpeaHeM 1 1n3 500 My>X4unH
nmveet reHotun 47, XXY, 3Ha4NTENbLHO pexe
BCTpEeYatoTCHa reHoTUnNbI ¢ 0oNbLLIMM coaepXaHnem X-
xpomocom 48, XXXY; 49, XXXXY (bonee 100 cny4yaB)
N XXXXXY (egunHundHble criyyan)

Bblpa>|<aeTC$-| B HAaPyLUEHNUN MNMPOABJIEHUA MNMEPBNYHDLIX
MONOBbIX NMPU3HAKOB, == Heaopa3BUTUe BTOPUYHbIX
NOJ10BbIX NMPN3HAKOB, UHOITAda U YMCTBEHHAA
OTCTalJ10CTb.




Cungpom KnanHdenstepa, 47 / XXY

AW On &Y i i
agm;wgw AX K BH

1 12

1

1

OAAAOA XL AL AA i

16 17 18 B

AR AR Aas aa xx. d

19 20 21 22 X XY




Cunapowm LllepLieBCKOro-
TepHepa.

Bnepsble 3Ty aHOManuio onucan Hall
cooTevecTBeHHUK H.A.lllepweeckuu B 19251
[MTosoHee (1938) e€ HesaBmucumo onuncan 4.TepHep.

[TpnymHon 3aboneBaHUa IBNAETCA MOHOCOMMUS
NOMNOBbIX XPOMOCOM

bornbHble nmetoT reHoTun 45, X0 n xXeHcKun dpeHoTun,
T.K. OTCYTCTBYET Y-XpOMOCOMA.

3aborieBaHme NPosABNAETCA pa3sHOObpa3HbIMU
HapyLeHAMU U3NYECKOro, NHOrAa YMCTBEHHOIO
pPa3BUTUA, a TaKKe rmnoroHaansm, HegopasBuTue
NMOMOBbLIX OPraHOB, BPOXOEHHbLIE MOPOKN Pa3BUTUS,
HU3KNN POCT

YacTtoTa 3abonesaHusa: 1\2500
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'ucyHok 17. Bonbnraa 13 ner.
mHapoM lllepewresckoro-Tepxe-
)a. [lepenuHan aMeHopes, 0OTCyT-
TBUE BTOPUYHLIX IOJI0BLIX NPU-
\HAaKOB
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