Tema ypoka

MyTauMoHHaa U3MEHUUBOCTD.
JAK0H TOMONOTVUecKuX NAAoB
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Mymauuonnasa meopus

OCHOBHbIe NOMNOXEHNS MyTaLMOHHOW TEopUU
(M'yro oe ®pna)
MyTaLI,I/Il/I - 9TO HaclneancrBeHHble NSMEeHEHNA.

MyTauum- pegkue cobbiTs, nepeaatroLmnecs no
HacneacTBy.

MyTaLI,I/II/I BO3HWKAIOT CIMMOHTAHHO.

MyTaumm MoryT 6bITb NOME3HBIMU, BPEAHLIMU UM
HenTpanbHbIMU



Knaccudmkauma mytauumm no
XapakTepy nosiBrieHus

My TaL MK
. v
CNOHTAHHbIE MHAYUNPOB3HHbIE
- MyTaUMW, BO3ZHMKWHME || = MYyT3UMW, MCKYCCTBEHHO
BCTECTBEHHbIM MYTEM NOJ | | Bbl3BaHHbIE  AEHCTBHEM
1eNCTBHEM (DaKTOPOB || MyTareHHblx QaKTopoe
cpedbl 0DKTaHNA




Knaccudoukauma mytauuvmn

Nno MeCTy nx sBEO3HUKHOBEHUA

My TaLMM

:

:

[EHEpaTHEHbIE

CoMaTHyeckme

- BOSHMKLUME B NONOBLIX KNETKaX, OHKM HE || - BOSHUKAMLME B COMATMYBCKMX KNETKaX,

BAMAKT Ha NPH3HaKK AaHHOM OpPraHkama, 3T MyTauMM  NPOSBNAKITCA Y AAHHOMD
d MNPOABNAKTCA TONBKO B CREAylwes (| OPraHiaMa W He NepejariTCa NOTOMCTEY

NOKONEHWK

MpM - NONOBOM  Pa3MHOKEHMK,  CORPaHUTY
COM3TMYBCKME  MYTAUMA  MOXHO  TONbKO
nyTeM BECNONOro pasMHOXEHMA (npexge
BCEr0 BereTarveHoro)




Knaccudmkauma myrtaumm no
Xapaktepy nposiBNeHus

MyTauum

' 5

[ OMHHEHTHbIE PEURCCHEHDIR
- NPOABNAKWKECA Y FETEPOSMTOT || - He  MPOABNAKILMEC Y
reTeposMraT, NOaTamMy ANMTENbHOE
BpEMA  COXpaHAKWMeCA B
nonynaUmMK 1 obpasyilne pesepe
HACNEACTEEHHON M3MEHYMBOCTH




JIOMUHAHTHAsA MyTalMsa — OTCYTCTBHE
ONepPEeHHUs HA IIee y nmeryxa




Knaccudpumkauma mytauumm no
aganTUBHOMY 3HA4YE€HUIO

My T AL

: l '

NonesHble BoeHbe He HTpank Hbie
- NOBBILAKWHME || = NOHMXAKWHME | | = HE BIMAKILME Ha

KMIHECNOCOOHOCT | | KM3HECNOCODHOCTY || Ku3HecnocobHaCTh
0coDeK 0coDew 0co0ew




Mymauyuu no ypoeHio 603HUKHOGEHU

[ eHHblE MyTauunm, reHOMHbIE MYyTaLlNN,.
XPOMOCOMHbIE MYTaUNN.

--- CBA3dHbl C UIBMEHEHNAMU BHYTPU TEHA

--- CBSA3aHbl C UBMEHEHNAMU CTPYKTYPb
XPOMOCOM

--- MPUBOAAT K UBMEHEHUIO YMCra
XPOMOCOM



I enomHble mymauuu

Monunnouaus- kpaTtHoe yBenm4eHne
4ymcna XxpoMOoCOM.

AHaynnounaua - ytepsa nnu nosesneHne
NULWHUX XPOMOCOM B pe3ynbrarte
HapyLleHnsa Mmenoasa



FeHepaTM BHbI€ MyTaLllUU

XXY; XYY- cunppom KnanHdenbsrepa.
XO- cuHapom LUepweBckoro- TepHepa.

AyTOCOMHbIE MyTaLuu
CuHapowm lNMaTay ( no 13 xpomocowme).
CuHapom 9aBapaca( no 18 xpomocome).
CuHapom [ayHa ( no 21 xpomocome).



Cunopom Knanungenvmepa.

XXY n XXXY — cuHapom
Knanndensrepa. YactoTa
BcTpeyaemoctn 1:400 —
1:500. KapuoTtun — 47,
XXY, 48, XXXY wn gp.
DeHOoTUM MYXXCKOW.
JKeHcKkunn tun
TENOCNOXEeHUA,
rMHeKoMacTuA. Bbicokuin
POCT, OTHOCUTENBLHO
ONMHHbIE PYKU U HOTW.
Cnabo pa3BUT BONOCAHOM
nokpoB. NHTennekT

CHWXEH.

Puc, 5.15. Cungpom Knahudentepa. Buic
KM [)0(‘1’ IMHeKoMacTns MEHCEUA TUN OB X



Cunopom Illlepwesckozo-Tepnuepa

— HEOO0Pa3BNTnE NePBUYHDLIX U

X0 — cuHapom LlepelweBcKoro -
TepHepa (MoHOcOMUA X).
YacTtoTta BcTpedaemocTtun 1:2000
— 1:3000. Kapunotun 45,X.
DeHOTUM XXEHCKUN,
ComaTnyeckue rnpusHakum: pocT
135 — 145 cm, KpbinosmaHas
KOXHaga cKnagka Ha wwee (oT
3aTtblfka K nnevy), HU3Koe
pacnosioxeHue yLien,

BTOPMUYHbLIX MOMOBbLIX NMPU3HAKOB.
B 25% crnyyaeB nmerotcs
NOPOKM cepaua n aHomanmu

Puc. 5.17. leBo4yka ¢ cuHapomMmowm Lllepe-

pa6OTb| noyek. I/IHTeﬂﬂeKT weBcKoro—TépHepa. LllenHblie KpbinoBua-

Hble CKInagkuv;, LLMPOKO pacnofioXXeHHbIe U

CTpadaet penko. HEOPa3BUTLIE COCKU MOJIOUHBIX >Kenés.




Cunopom Ilama

Tpucomuna no 13-n xpomocome ( CUHAPOM
[TaTay ) obHapyxuBaeTca y
HOBOPOXXAEHHbIX ¢ YacTtoTon okono 1:5000
- 1:7000 n cBA3aHa C LUMPOKMM CNEKTPOM
nopokoB passutus. na CI1 xapakTepHbl
MHOXECTBEHHbIE BPOXOEHHbLIE NOPOKU
pPasBUTUA TONOBHONO Mo3ra 1 nmua. 310
rpynna paHHMX HapyLUEeHUN
doopMMpPOBaAHUA rONOBHOIO MO3ra, rnasHblX
60K, KOCTEN MO3roBOM M NMLUEBOW YacTeN
yepena. OKpyXHOCTb Yepena 0bbI4HO
yMeHbLUEHA. J106 CKOLIEHHbIN, HU3KUM;
rMmasHble Wenu y3kue, nepeHocLe
3anasLlee, YWHble pakOBUHbI HNU3KO
pacrosioXXeHHble N AeopMNPOBaHHLIE.
TunnyHbin npunaHak Cl1 - 3To pacLienuHsbl
BepxHen ryobl n Heba




Cunopom /layna

| ——

e am ajs - mm

== == BB == EE §§ == E= RS

ma 55 B =S “F 88 == 5 6F

S5 EE 5§ 2SS RS 22 Emoem e

== == EE ==

- — s —_—

mE oe Em =m RE ES == m=

5% um o as 52 o858 of &S
-n - a8 ?.: .E.?.
== == gas =S g Em

=Y EE

bone3nb, 00ycnoBiIeHHAs: aHOMAJIMEH XPOMOCOMHOTO
Ha0oOpa (M3MEHEHUEM YHCJIa WA CTPYKTYPBI AyTOCOM ),

— OCHOBHBIMH IIPOABJICHUIMU KOTOpOI\/JI ABJIAFOTCSA

YMCTBE€HHAsI OTCTAJI0CTh, CBOEOOPA3HbI BHEIITHUMN OOJINK
OOJIBHOTO M BPOXKJICHHBIE HOPOKH pa3BuTusi. OaHa U3
HanOoJIee pacIpOCTPAaHEHHBIX XPOMOCOMHBIX 00JIe3HEH,
BCTpeYaeTcs B cpeaneM ¢ yactoror 1 Ha 700
HOBOPOX/ICHHBIX.



XPOMOCOMHBIEC MYTAIlMH

YTpaTa
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JTEJIELIHSA

-0T NaT. deletio —
YHUUYTOXCHUE —
XPOMOCOMHAas1 adeppanus
(mepecTporka), Ipu KOTOPOU
IPOUCXOAUT MOTEPS yUaCTKa
XPOMOCOMEBI.




JIVIUTHKAIIUH

Ot nar. duplicatio —
YIBOGHUE — CTPYKTypHas
4 XPOMOCOMHAas MyTalus,
i: 3aKJIF0YAIOIIASCS B
yIBOCHHUH y4acTKa
XPOMOCOMABI.




XPOMOCOMbI
LUMMMaH3e n

Ipancrokauuu
YeJrioBEeKa.
[TlonepeyHas
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[ eHHbIe MyMmayuu

3amMeHa OCHoeaHuU:

a) CbeHI/IJ'IKeTOHypI/IFI. [posaBneHune: HapyLleHne
pacuiennieHmna doeHnnanaHmHa; 3Tum obycnoBneHo
crnaboymue, Bbi3blBaeMoe rurnepdeHnnanaHMHeEMmNEN.
[1py cBOEBPEMEHHO HA3HAYEHHOM U cobnogaemon gueTe
(NnnTaHue, obeaHn peHnnanaHMHOM) U NPUMEHEHNN
ornpenesieHHbIX MeaUKaMeEHTOB, KNUHUYECKNE NMPOSABNEHNS
aTOoro 3aboneBaHUs NPaKTUYECKN OTCYTCTBYIOT

6) cepnoBNAHO- KNETOYHasA aHeEMMUSI.
B) cuHapom MopdaHa.



I ennasa mymauus

Puc. 39, DnekTporHo-MHEPOCKONTHYCCKHe (hoTorpadiis NMOPMAINILHIAX (CAaesEa) M Ceprionyiio -
I TOMINEIX (C222c260¢1 ) SPMTPDOILMTON

lNepBUYHaA cTpyKTypa remornoouHa 3gopoBbiX (1) n 60nbHbIX cCepnoBUAHO-
KJfleTo4YHOM aHemuen ( 2 ).

1) - Ban- ruc-nen-tpe — fnpo-asaym. K-ma- rny-nms3
2) - Ban- ruc-nen-tTpe — easiuH- rny-nn3



MyTanus B reHe 0eTa-reMorioornHa

*B cocTaB monekynbl remornodbnHa Yyenoseka BXoaaT ABe a—Lenu (3akoanpoBaHbl B 16-1
Xpomocome) n aAse B—uenu (3akogmposaHbl B 11-1 xpoMmocome).

*B cocTtaB 3—uenu remornodbunHa BxoanT 146 aMMHOKUCITIOTHBIX OCTaTKOB.

*B HopmarnbHoW B—uenu WwecTblM aMUHOKUCIIOTHBIM OCTaTKOM ABJISIETCS MyTaMUHOBad
KMCIoTa, KoTopas 3akogmposaHa Tpunnetom [AA.

*Ecnu nponcxogut TpaHceepcna TAA — I'TA (AT — TA), To Ha mecTe rnyTamMMHOBOW
KMCNOTbl B MONeEKyrne remorniobrHa B COOTBETCTBUM C FEHETUYECKNUM KOLOM MNOSIBUTCS
BanuH

B ntore BMmecto HopmanbHoro
remornobuHa HbA nosasutca
MYTaHTHbIN remornobuH — HbS.

B aTon mornekyne nmeetcsa gedexT,
B pesyrnbraTe Yero HapyLwlaeTcs
TpeTUYHas CTpykTypa bernka.
Takaga 3ameHa Bcero nuub OgHOW
napbl HYKNeoTnagoB U O4HOW
aMMHOKMUCNOTbI NPUBOAUT K
aedopmaummn 3puTPOLMTOB, U OHN
npuobpeTatoT dhopmy cepna.

B ntore passnBaetca Taxenoe
3aboneBaHue —
ceprosudHOK/IemoYHasi aHeMusl




Cunopom Mopgana

HacnenctBeHHOe 3a001€BaHuE
COCIMHUTEIbHON TKaHU , TPOSBIISIOIICECS
M3MEHEHHUSIMHU CKEJIETa: BLICOKHM POCTOM C
OTHOCHUTEJIHLHO KOPOTKUM TYJIOBHUILIEM ,
JUIMHHBIMH ITayKOOOPa3HbIMHU NaJIbLAMHU (
apaxXHOJAKTHUIINSA ), Pa300JITaHHHOCTBIO
CYyCTaBOB , YaCTO CKOJIHO30M , KU(O30M ,
nedopMalusIMu IPyIHOM KIETKH ,
apKOOOpa3HbIM HEOOM . XapaKTEePHBI TAKKe
OpaXeHHUs 11a3 . B CBsA3U ¢ aHOMaIHsIMHU
CEpJICUHO-COCYIUCTON CUCTEMBI CPEIHSIS
IPOAOJKUTEILHOCTD JKM3HU COKpaIlCHA.




BrICcOKHI BEIOPOC apEeHAINHA ,
XapaKTEePHbIN 115 3a00JICBaHUS,
CIIOCOOCTBYET HE TOJBKO
Pa3BUTHIO CEPICUHO-
COCYIMUCTBIX OCJIOKHEHUM, HO U
MOSBJIICHUIO Y HEKOTOPBIX JIHIL
0CO0OM CHJIBI IyXa U
YMCTBEHHOM OJApPE€HHOCTH.
CriocoOblI JI€UE€HMUS HEU3BECTHHL.
CuuTaloT, 4TO €10 00JIeIH
Ilarannamn, AHIEpCEH,
HyKOBCKHM.







lTemvodunus

Femopuius

(kpoBOoTOUYMBOCTD). [IpuunHa:

TeHHAS] MYTAIUS.
IIposiBieHNE: HETOCTATOYHOE
pa3BurTue paxkTopos
CBEPTHIBAHUS KPOBH
(TpoM0OOKMHA3), CHIBLHO
3aTArdBaKIIeecs BpemMs
CBEPTHIBAHMS KPOBHU; NPH
paHeHusIX 00JIbIIINE MOTEePH
kpoBu. HaciegoBanue
COIPSIZKEHO € MOJIOM; T'eH,
OTBETCTBEHHbIN 32 00J1€3Hb,
pacmoJio:keH B X-XxpoMocome,
peneccuBeH. I'eH 3Tou
00J1e3HU HACJIEAYeTCs 0
MATEPUHCKOM JIMHUH.

T'omo3uroTHOCTH, KakK
npaBuno, netanbHa.
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Mpoua Anexcannpa [Hmonait |l Annca Bunopua- :IW‘OOXII Mopuc
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Bonwaemap lewpn
8 Npycoms 8 Npycom aPooom
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Mepuko-reHeTU4EeCKOEe KOHCYNbLTUpPOBaHMe Npw
OepemeHHOCTM B Bo3pacTe 35 neT v crtapuue,
HarimimMm HacnegcTtBeHHbIX 6one3Heu B
POOOCITOBHOM

UckniovyeHne poacTBEeHHbIX OpakoB



Myma2eHbi

MyTareHbl- pakTopbl, Bbi3biBaloLLnMe MyTaLUu:
buonornyeckne, xmummyeckmne msnveckue.

®usznyeckume pakropsl (pasnnyHblie BUAOLI
NOHU3NPYIOLLIEN pagnaunmn, ynstpadouosrieToBoe
n3nydeHue, ny4m PeHTreHa )

Xunmumyeckune chakrTopbl (MHCEKTULMAObI, repouumabl,
CBUHeL, HAapKOTUKWU, arnKkorosrb, HEKOTOpbIE
NeKkapcTBEHHLIE npenapaTbl 1 Op.BeLlecTsa)

buonornyeckme haktopbl (BUPYCbl OCrbl, BETPSIHON
OCTlbl, 3aNMMOEMMNYECKOro NapoTuTa, rpunna, Kopu,
renatuta un ap.)



Aymocomnan . 00OMUHAHMHAL MYMAUUS
( Xumuueckuii Mymazenes)




Bauanue
Penmezenoeckux ayuei
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MyTaHTHbIN COPT
nweHnubl HoBocnbupckas
67 ObIN nony4yeH nocne
00paboTKn cemsH
MCXoaOHOro copTa
HoBocubupckas 7
PEHTreHOBCKUMMU JlyYaMu
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MyTaHTHBIH COPT SIPOBOW TIlLIE-
HHUBbI «HoBocuGupckas 67>» npeBOCXOIAHT
MecCcTHYIO dopMy MO YCTOHYHBOCTH K Ifl10Jie-
raHHuIlO, YPOXAaHHOCTH H XJiebGonekapHbiM
cBOHCTBaM 3epHa
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HOBOCHONDEREA" 67

——




XumuuecKkuu MymazeHes
( 1ekapcmeeHHblil)




Meguko-reHeTn4eckoe KOHCYSbTUpPOBaHUE
npun 6epeMeHHOCTM B Bo3pacTte 35 neTt u
cTapLie, Hann4ynm HacneacTBEHHbIX
bone3Hen B pogocnoBHon. CoBpeMEHHbIE
BO3MOXXHOCTN MEeOUNKO-FreHETUYECKOro
KOHCYNbTUPOBAHMS NO3BONSOT ONpeaenmTb
BO BpeMSsI NNaHNpoBaHNs bepeMeHHOCTU PUCK
HacneacTBeHHbIX 3aboneBaHumn

ckntouyeHmne poacTBeHHbIX OpaKkoB



PekoMeHJay yyaimMcs

CopencrBoBaTb COXpPaHEHUK HOpMaribHON
3KOJIOrmM4ecKkon o6CTaHOBKM ;

He yxyawartb He cenyac HM B byayLiem
3KONOrnio POAHOro Kpas;

He ynoTpebnaTb ankoronbHble HANMUTKWU;
He KypuTb;

He npuHnmaTtbL HapKkoTU4Yeckue CpeacTBa;
NMonHOUEeHHO NUTaTbLCH;

3aHMMaTbCA CMOPTOM.



Hukogaun UBanoBuu BaBuJjosB

Hwukonan IBaHoBUY
Basunos (1887-1943) —
PYCCKUN DOTAHUK, FEHETHUK,
pacTeHmneBoq, reorpad.
Cdopmynunposarn 3akoH
rOMOJSIOrMYECKUX PAOOoB
HacrnegcTBEHHOMU
n3meH4ymsocTun. Cosaoan

_____ YYEeHMe O ueHTpax
NPOUCXOXOEHNA KYNbTYPHbIX
pacTEHUN.




JlomalHee 3agaHue.

[Maparpad 24
Hautu npumepbl myTauum B
npupoae.



