Tema: U3MeHYUBOCTD

JIexTop: oLeHT Kadeapbl MEAUIIUMHCKOU
OmoJioruu, K.M.H. burynsk TarbsHa
BiaagumMupoBHa



Henv nexkuyuu. U3y4duthb OCHOBHBIE
BU/AbI H3MEHYUBOCTH, MYTAIr€HHbIE
U TepaToreHHbie (paKTOPhbI
YeJI0BEKA, HACJICACTBEHHbIC
3200/1eBaAaHMA YeJ10BEKA



Axmyansnocmo memol

YcranoBiieHo, uto 50% Bcex 3auarun
YeJI0BEKA 3aKAHYUBACTCH CHHOHTAHHBIMHA
adopramu M 410 S0% 3THX
A00PTUPOBAHHBLIX YMOPHOHOB COJEPKAT
XpOMOCOMHBbIe aHOMauu. Cpeau
HOBOPOIKEHHBIX Y 7% Halda01a10TCH
0oJbIIME BPOKIAECHHBIE IIOPOKH, ele Y 8%
- TEHHbIE MYTAallUH.



OcHognble 60npocsvl 1ieKyuu:

1. H3zmenuusocmeo, ee hopmoi:

1.1. Moougukauuonnasn
UBMEHYUBOCMD.

1.2. Komounamuenasn uzmenuue0Chib.
1.3. Mymauuonnas uzmeH4ueocnts.
2. Mymazennwie u mepamozeHHbvle
haxkmopui.

3. Hacneocmeennwie 3a001e6anus



H3menuueocms — 31o cBolcTBO BeeX KHBBIX
OPraHu3MOB NPHOOpPETATh HOBbIE€ NPHU3HAKH B
npoiecce HHIUBHAYAJIbLHOIO pa3BUTHUS
(oHTOrEHE3a).

3a MexaHM3MaM#U BOSHUKHOBEHUS Pa3auvdaoT
N3MEHYMBOCTh:
HeHnacieocmeeHnyrw (MOAU(PUKANMOHHYIO,
(PeHOTUIINYECKYI0),
HacneocmeenHyro (KOMOMHATUBHYIO H
MYTAIMOHHYIO)



NU3IMEHYUBOCTD

©®opM™bl M3MEHUYMNBOCTMU
HACNEACTBEHHASA HEHACNEACTBEHHASA

FreHoTMINUUYecKas deHoTUNNYecKas
MyTaumoHHas U kombuHaTMBHas MoanduUkKauuoHHas

NMHaAnBMAYaNbHaRA MNpynnoegas
HeonpeaeneHHas OnpeaeneHHas

S HAaAa4yYeHwu€Hwwe

PacnpocTpaHeHme B Nonynsumvm Apantaumm - NprcnocobneHms

HOBbIX HacneaCcTBeHHbIX M3MEHEHWHA, OpraHMsMoB B npegenax HOPMbI

KOTOPbIE MOIYT CAYXMTb Marepranom PEAKLIMIM K peanbHO CROXMBLIMMCSH

ANA eCTECTBEHHOr0 M MCKYCCTBEHHOIrO yCNoBMAaM Cpeabl, BbDKMBaHME,
otbopa COXpaHeHWe NoTOMCTBa
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MoaupukanuoHHAA
(beHOTHNIMYECKAA) U3BMEHYNBOCTD —
ITO HEHACJIEeACTBECHHbIC U3MECHECHUSI
(peHOTUITIA, KOTOPbIE IPOUCXOAAT IO/
BJIMSITHHUEM (PAKTOPOB BHEIIIHEH
cpeabl, TeHOTHII IIPH 3TOM He
U3MEHsIeTCs.



Kiaaccupukanus
MOAN(PDUKAITMOHHOU

-OnHo3HauHas (LBET IJ1a3)
-Y3Kkas (KOJIUYECTBO KIIETOK KPO
-IIIupokas (Macca Tena)



Kaaccudn MOIU(PUKANMOHHON U3MEHYNBOCTH

1lo 3nauenuro

- IPHUCIIOCOOUTEIBHBIE MOIU(DUKAIINI

- MOP(O3bI - UIBMEHEHUS B (PEHOTHIIE IO ICMCTBUEM KCTPEMAJIbHBIX
(baKTOPOB OKPY>KAIOIIEH Cpebl (IITpaMbl, TPABMBI , 0KOTH )

- (DEHOKOIINM - U3MEHEHUS (DEHOTHIIA I10]T ICHCTBHUE
HEOJIAaroNnpUATHBIX (PAKTOPOB OKPY KAIOIIEH Cpe/ibl, 3a
OJ00HBIEC MYTALIUH.



Kiaaccupukauusa Moau(puKANMOHHOU
U3MEHYMBOCTH

llo epemenu oeiicmeus

HaOJIFOAAKOTCS JIMIIb Y 0COOEH, MOABEPIHIMXCS
BO3JICHCTBHIO OIIPEACIICHHBIX (DAKTOPOB OKPYIKAIOIICH
CPEIbI;

HaOJII0IaI0TCS Y IIOTOMKOB 3THX 0CO0EH (IJINTCIbHBIC

MOJIM(PUKALMY ) B TCUCHHUE ONPEACICHHOIO KOJINYCCTBRA
ITOKOJICHUH




OcHOBHBIC NPU3HAKN MOAU(PDUKALMOHHOU

NU3IMCHUYUNBOCTU.

1. MaccoBbIu, rpynInoBou xapakrep.

2. AlanTUBHbLIE CBOVMICTBA.

3. Moagupukanum MOryT UCYe3aTh HA
NPOTAKEHUHU KM3HHU 0CO0H.

4. OnpenejieHHbIe MO (PUKATUOHHbIEC
N3MEHEHHUS MOI'YTh COXPAHATHCHA BCIO KM3Hb, HO
OHHU HE HACJICAYIOTCH.



Moougukauuu ne nacieoyromcs, Ho HAcC/1e0yemcs
HOpMA peakuyuu (2paHuybl, 6 KOMopvlxX MEHACHICA
henomun npu oannom zenomune).

Y 4yeoBeKa €CTh:

1) mmpokas HopMa peakiuu (Macca Teja, TUTMEHTALUS KOXKH,
CTEIEHb PA3BUTHUS CKEJIETHBIX MBIIIII);
2) y3kas HopMma peakiuu (pH, koHeHTpammus
KPOBH);
3) olHO3HAYHAsI HOpMa PEeaKIUn
(rpymmbl kpoBHM 110 cucteme ABO,
IBET paay>KHOHM 000JIOYKH IJI1a3a,
BOJIOC).
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Ona nayyeHuss HOpMbl peakuuu
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MOHO3UTOTHLIC OJU3HENbI
(MZ)

Beerma oqnoro moJia

HNmerot 100 %
OIMHAKOBBIX'ECHOB

Y IM3UTroTHBIX
ommsHenos (DZ)
50 % renon o0IIMX



e [Tapa O/IM3HELIOB ABJSAETCH KOHKOPOAHMHOIU,
eCJIM MPU3HAK HAOII0JaeTCHa B 000MX MAPTHEPOB
U OUCKOPOAHMHOU, €CJIN IPU3HAK HADJII0TAETCS
TOJILKO Y OJHOIO.

e CoBnajaeHyue 3HA4Y¢HUSI KOHKOHJAHTHOCTH B
[IapaxX MOHO3UIOTHBIX U JU3UTOTHBIX OJIM3HELOB
CBUAETEJIbCTBYET 0 NMpPeodaaganuu GakTopoB
BHEIIHEH cpebl B PA3BUTHH JAHHOI0 NMPU3HAKA.



BITM3HELIOBbIN METO[

Ne| Ilpuznaku | Konkopaan
THOCTb B %
MZ VY4
1 |I'pynna kpoeu (100 |46
(ABO)
2 |Ileem 2nas3 99,5 (28
3 |Onuzogppenusn (94,5 42,6
4 |Hanunapuvie (92 |40
y30pbl
5 |Kopsp 98 |94
6 |Onmaemuueck (82 |74
U IaPOTUT

[Ipusnaku 1-4 —
HACJICCTBCHHBIC
(pazHas
KOHKOPJIAHTHOCTH B
napax MZ u

DZ 0113HELOB)

[Ipu3Haku 5-6 —
HEHACJICACTBCHHBIE
(moxoskas
KOHKOPJIAHTHOCTb B
napax MZ u

DZ 01u3HELoB)



KoMOMHATHBHAA U3MEHYUBOCTh
00yCJIOBJICHA KOMOMHAIIMCH H
peKoOMOMHAIIMEeH T'€eHOB B TEHOTHIIE.




Ocnoeénble mexaHu3Mbl
KOMOUHAMUBHOU UMEHYUBOCIU:

1) kpoccumnzogeep (npogpaza I meiiosza);

2) He3zasucumoe pacxoxncoeHue 20MoJ102u4eCKux
xpomocom ¢ anadgpaze I meinosa;

3) cayuaiinoe coeouHeHue 2amem npu
ONJ1000MEOpPeHUU.



CUCTEMbI bPAKOB

1. Panoomuszuposannviii Opaxk (naumukcus) - H
opax.

2. Aymopuounz (nepoocmeennvlx 0pax) - opax
He HAX00AUUXCA 8 POOCHECHHBIX CEA3AX.
3. Unopuounez - mexicoy 0cooamu, Komopule AAAN0UUECA
POOCMBEHHUKAMU:
- Hnuecmmuwtit Opak - mesxcoy rooomu I cmenenu poocmea;
- Poocmeennuvie (kpoenopoocmeennvie) Opaku - mexicoy jio0bmu
II, IIl cmenenen poocmaea.
4. Acopmamuenu opaxu - 8bl00pOUHbBIE OPAKU: *
-Ilonosccumenvroie - OpaKu medxcoy 0cooaAmu ¢ 00UHAKOBLIMU
henomunamu no onpeoeneHHoOMy RPUIHAKY;

-Ompuuamenvhsie - OPAKU MeHCOY 0CO0AMU C PAZTUYHBIMU
henomunamu no onpeoeneHHou NPUIHAK).




@ ""Yenosex, komopowiit yoauno
$m 01y uaem Kpolitbs, HeYyOauHo -
groanv” ( b. Ppankiui)

MB@MI«(MHCKOQ JHAUYCHUE pA3/iUUHbIX cucmem 5pal{08.'

1. B poacTBeHHbIX OpaKax cpeau MOTOMKOB YBEJIUYNBACTCH KOJIUYCCTBO
rOMO3MIOT, B TOM YMCJIe PeleCCUBHbIX. YBEJINYUBACTCH KOJINYEeCTBO
HACJIeICTBEHHbIX 3200/1eBaHUI, KOTOPbIE HACJIEAYIOTCS M0 ayTOCOMHO-
penecCuBHOMY THILY.

2. IIpu ayrOpuauHre (HEPOACTBEHHbIX OpaKax) - pacTeT YPOBeHb
reTepoO3UroTHOCTH, YTO YACTO MPUBOAUT K MOBHIIICHUIO
KM3HECIOCOOHOCTH.



MyTanuoHHass U3BMEHUYHUBOCThH

IMO HAC/1e0CMEECHHAA
UZMEHUYUBOCHLB, 00YC/108/1CHHAA
U3MEHEeHUEeM HAC1e0CHE8ECHHO20
mamepuana Ha PazHvlx
CCHEMUYUECKUX YPOBHAX (2EHHOM,
XPOMOCOMHOM, 2EHOMHOM)

Tepmun "mymauun' npeonoyxcun I. /[e-Dpus.



B 3aeucumocmu om npuuunol, mymayuu
noopazoenarom Ha:

- CHOHTAHHBIE - BO3HHMKAKT B €CTECTBEHHBIX YCJI0BUAX 0€3
CIIEeIMAJIBHOI0 BO31EeHCTBUSI HEOObIYHBIX AT€HTOB (HAIpUMeEP,
reMoGuins, NOJUIAKTHINA);

- UHaynupoBaHHbIE - BOSHUKAIOT 110/ BO3AeICTBHEM HAa

OPraHM3M M3BECTHBIX PaAaKTOPOB OKpY:KAKIIEH CPeAbl
(MyTareHos)




I1o Jokaau3amuu MyTAIMHA:

1. I'enepamuenvie — 310 U3BMECHCHUS B
HACJIeCTBCHHOM MarepuaJie rameT. Takue
MYTAIMU HACJIEAYIOTCH.

2. Comamuueckue — 310 MYTallUM, KOTOPbIE
BO3HHKAIOT B COMAaTHYeCKHUX KJeTKaXx. OHU He
HACJIEAYIOTCS IPHU M0JI0BOM PA3MHOKEHUM.



Knaccugurkayua mymazenoe:

1) puzuueckue: nonusupyoiee 00Jy4eHue,
Y®- 00s1yueHue, BICOKAS TeMIleparypas;

2) Xxumuueckue: KOJIXUUMH, GOPMAJIUH,
AJIKOI'0J1b, HEKOTOPbIEC JICKAPCTBA;

3) buonozuueckue: BUPyChbl, 0aKTEPUM,
reJIbMUHTBDI.




Teparorensl (rpeu. feratos — ypon)

— (paKTOPBI BHEIIHEH CPeabl, KOTOPHIE
ABJIAIOTCH MPUYNHON BPOKICHHDBIX
IIOPOKOB PA3BUTHUS

Teparorenes — npouec

BO3HMKHHKHOBEHHUS BPOKIEHHbIX IOPOKOB
pPa3BUTHUSA



TepaToreHnl 4yeja0BeKa

Tepamozenuni

Bpooswcoenuvie nopoku

Bupyc kpacnyxu

Karapakra, riiaykoma, NnopKu cepaua,
[JIyXoTa

Bupyc npocroro
repmeca

Mukpodraasmusi, MUKpOILIe (AT,
HapYyLIICHUE 3PeHUus

Toxcomiiazmos

Tanugomua

I'mapouedanusa, mukpodraabmMus

Jle(pekThl KOHEYHOCTEH, MOPOKHU CepaIa

AJKOT0JIb

AJIKOT0JIbHBIN CHHAPOM IJ10JA

Huxkorun

3ajep:KKa BHYTPHUYTPOOHOI0 pa3BUTHS,
npexxaeBpeMeHHbIe POAbI




ANKOIronbHbI CUHOPOM
NNOAA (cxema)

Prcy 0DANYYA Manot AUTUHW NPV CUHAPOMI ankorofizatlli nnoaa

BU3Ha4anbHi ACOLINOBaHI
pUCK ole%

" Kopotkwit Hic W Mari svio
Hquka NiAHOCOBA Rl ~ OHOManNii
OPO3ERKA MoroHwWwena | .

BEPXHS ry6a MikporHaTis

A




AJNKOIrOJllbHbIV CUHOPOM
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Spina bifida

Pa3BuTHE NOPOKOB HEBPAJIBHON TPYOKH Y IJI0A
3aBHCHUT OT PS/AAa TEPATOreHHBIX (DAKTOPOB:

* YIHOTpEOJIeHHUEe MPOTUBOCYA0P OsKHBIX
MeIUKAMEHTOB BO BpeMsi OepeMeHHOCTH;

® BBICOKAsl CTCHICHb O’ KUPCHUI,

* 3HAYMTEJIbHOE MOBbIIIEHNE TEMIIEPATYPbI
TeJia HA PAHHUX CPOKaX OepeMEeHHOCTH;

* CAXapHbIM qUaldeT MaTepu



emu ¢ amesiueu-u gpokomMmersiueu 8 pesysibmame
npuema masuodomuoa




“Primum non nocere, seu noli
nocere, seu cave ne laedas”
(Ilpe:xae BCcero — He HABpPERU
00/ 1IbHOMY)



YyBCTBUTEJIBHOCTH K TEPATOreHAM 3aBMCHUT OT I'€HOTHIIA
3apoAbIlIa U MaTepu (MeTad0JM3M JICKAPCTB, YCTOMYUBOCTH K
UHpeKIUsIM).

- YyBCTBUTEJIBHOCTDb K TEPATOr€HAM M3MEHSIETCH B
3aBHCUMOCTH OT CTAIUU PA3BUTUA B MOMEHT UX JACUCTBUS.
Hauno0oJ1iee 4yBCTBUTENbHBIN A MHAYKIIUUA BPOKAEHHBIX
IMOPOKOB SABJISETCS Mepuo ¢ 3 1o 8 Heae 10 0epeMeHHOCTH
(mepuox opraHoreHesa).

* BhIpaKeHHOCTh NMPOSABJICHUH AHOMAJBHOI0 PA3BUTHSA
3aBHCHUT OT J03bI U NPOAOJIKUTEIbHOCTH AeHCTBUS
TeparoreHHoro ¢gaxkropa. /Ui TepaToreHoB XapaKkTepHa
onpeneJeHHast CleuPUIHOCTH MOBPEKIAIOIEro AeiCTBUA
HA KJETKH M TKAaHU, KOTOpPbIe Pa3BUBAIOTCH.
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Hapyxuuie nimonue opranul

HenrpanbHan HepBHat cHCTEMA

Cepatte

Bepxnue koneuroctH

[nasa

3y6nl

Hapyxmsie nonoshie oprasst

l

|

TIpenaransuan cueprs

Bonbimne mopdoorudeckne u3MeHerus

Ve
Mamne mopdonoruyecxae i (byuxuuom?;e[uapymenu k




Kiaaccumpukanusa MyTallHOHHOH
U3MEHYMBOCTH MO JOKAJIU3AIUM:

1. I'enomnuvie mymauuu ~MU3MeHEHHUE
KOJIMYECTBA XPOMOCOM B KApMOTHIIE

1.1 Illonunaouousa — yBejsun4yeHue
KOJIHMY€CTBA XPOMOCOM, KPATHO
ramjiouaHomy Haoopy (n). Hanmpumep,
2n+n=3n; 2n+2n=4n

1.2. I'emeponnouousn (anaynioous) —
N3MEHEHUE KOJIMYECTBA XPOMOCOM, He
KPAaTHO rarjiouAHOMY Ha00py
- Ipucomusn (2n+1) Monocomusa (2n-1)
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Kapuotun 6onbHoro ¢ cuHagpomom flayHa 47,XY,21+
(tToucommsa 21)
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Kapuorun 00bHO0M ¢ cunapomom Iasapaca 47, XX, +18

(mpucomusn 18)



Kapuorumn 00J16H0M ¢ cMHAPOMOM TpucoMuu-X 47, XXX



Kapunorum 0onpHOro ¢ cuaapomomM Kinanadensrepa 47, XX¥Y



XPpoOMOCOMHBbIE ad00epanum —
U3MeHeHue CIMpPYKmypbl Xpomocom,
KOJIUYUeCmeE0 XpOoMOCOM 8 Kapuomune
npu 3MoM He U3MEHACHICS

1) /leneuus
2) /lynaukauusn

3) Hneepcus
4) Tpauncnoxkauus



Jleneuuss — OTPHIB YACTH XPOMOCOMbI

¢. Deletion




Kapuorun 00J1bHOI0 ¢ CHHAPOMOM “KOIIIa4Ybero
Kpuka” 46, XX, 5p- (oeneuyusn kopomkozo nieua y
Xpomocomol)



HOencrtBue BUpyca kopu (bnonornvyeckoro mytareHa)
Ha XpOMOCOMbI YenoBeka (aeneuun)



Jynaukayus— yiBoeHue parMeHTa XpoMoOCOMbI

d. Duplication



Ineepcus —pparmMeHT XpOMOCOMBbI OTPbHIBAETCH,
nosopayuBaercsa Ha 180° m cHOBa nNpUKpeIIgeTcs K Hel

a. Inversion




Tpancnokayuu — nepeMenieHue YacTu XpOMOCOMbBbI Ha
HEroMOJIOTHYHYI0 XPOMOCOMY

b. Translocation




Po0epTCcOHOBCKHE TPAHCIOKANMH

HEHTPUUYECKOE COeIMHEHUS MEKIAY COOOM AJIMHHBIX ILJIeY
AKPOLEHTPUYECKHX XPOMOCOM

Tak Bo3HMKAaeT TPAHCJIOKANMOHHBIM CHHAPOM OoJIe3Hm /layHa
(TpaHcoKaNMA JUIIHENH XPOMOCOMBI 21 Ha oAHY M3
xpomocoM rpynnbi D wiau G).




Kapuomun yenoeeka ¢ mpaHc/ioKauyUOHHbIU ¢hopMoU
cuHdpoma [ayHa

46, XY, t (15421q)



Tpancaokaunus Mexxkay xpomocomou 3 u 14




I eHHBbIEe MyTAMH (TPAHCTCHAIIMH) -
n3Menenue crpykrypslJJHK B nmpexenax
reHa. ®

Ecju u3MeHsieTcsl TOJIbKO 0TAe/IbHBI
Hykjgaeorua AHK, To myranun Ha3bIBalOTES
TOYCYHBIMU.

I eHHBbIC MyTAIlMU HE 3aMETHBI MO/
MHUKPOCKOIIOM U OIPEAEIAI0TCH 3a
MOSIBJIEHHEM B MOTOMCTBE U3MEHEHHOI'0
MPU3HAKA, KOTOPYIO KOHTPOJIUPYET
MYTAHTHBIN I'€H.



I eHHbIe MyTAlMH (TPAHCICHALIUM )

IJTH U3MEHEHHE YACTO NPUBOAAT K HAPYIIEHHUIO
CTPYKTYPHI OeJiKa.

I eHHbIC MYTAIlUU ABJAOTCH NPAYHHON
reHHHBIX 3200/1€BaHUH YeJI0OBEKA.

ITH 3200/1IeBaAaHUA HA3BIBAIOT MOJIEKY/JISIPHBIMMU
(remo(uiiust, 1aJJbTOHU3M, AJIbOUHU3M,
(peHUIIKETOHYPH S, AJTKANTOHYPUS,
rajaKkTo3eMus)

JIJIsl TMArHOCTUKHU FeHHBIX MYTallMU
MCIIOJIB3YIOT OMOXUMHUYECKHI, TeHEeAJTOrHYeCKUHA
U MOJICKYJISPHO-T€HETHYECKNE MeTObI



AHTHMYTareHes




AHTHMYTareHes

[. EcmecmeeHHblll AaHMUMYHMAZEHES:

1) 4eTHOE KOJIMYECTBO XPOMOCOM B IMINIOMIHOMY HA0OpE (B
TE€TEPO3UTOTHI PEIIECCUBHBIEC T€HBI HE MPOSBIISIOTCS )

2) IOBTOPBI HEKOTOPBIX reHoB, koaupyromux pPHK TPHK,
TMCTOHOBBIE OCJIKHM XpOMAaTHHA;

3) TPUIIETHOCTh TEHETUYECKOIO KOa

4) BBIPOKJICHHOCTh TEHETUYECKOIO KOJIa, 3aME€Ha BTOPOr0 HYKJICOTH/IA
B KOJ10HE BbI3bIBAET 100% myTanuii, 3aMeHa TPETHETO HYKJICOTHIAA B
KOJIOHE BBI3BIBAET 36% MyTaIyin)

5) penapanus nepsuyHoM cTpykTypsl JJHK



AHTHMYTareHes

2. UckyccmeeHnHublit GHMUMYMAZeHEe3s -
npuUmMeHeHue eeuiecme u ¢u3uueer<ux
paxkmopos, Komopwvie CHUICAIOM YaACHONY
Mymavuu:

1) eumamunos (C, E, A, P, B9)
2) amunoxuciom (MemuoHUHa, 2nymamuHO80U KUCI0Mbl)

3) cepomoHUHA, pe3epnuHa,

4 ) pacmumenvHbiX npenapamos (KUmatcko2o JUMOHHUKA,
JHCEHb-ULEHS, POOUOIIbL)

5) @uzuueckux ghaxmopos (OnesHoe ocseuierue)



lesioeex ¢ nomouibio
HAYKU.8 COCMOAHUU
ucnpasums
HecosepuiLeHCmeEo.ceoell
npupoovl

(U.U. Meunukos)




