TemMa vpoka

 MyTauMOHHAA U3MEHUMBOCTD.
o JAKOH TOMONOIUUEeCKUX PAA0B




3ada4u ypoKa

o [l03HAaKOMUTBLCA C PopMaMn
HacneacTBeHHOU U3MEHYMBOCTU, UX
NnpuYNHaMn N BNNAHUEM HA OpPraHnU3m

o ChopmmpoBaTb 3HaHUS O BUAaAX
MyTauUWnu;
o ChopmynumpoBaTb 3aKOH

rOMONOrNYeckux psaoB N OOBbACHUTL
ero 3HadeHue;




Dopmbl USMEHYUBOCHIU

{H3M€H‘II/IBOCTL}

{Moxmdmxaunonnaﬂ} [ HacaencrBennas }

FeHoTMNMYecKasn C I
1)MyTaumnoHHas LinTonnasmarmyecka
2)KombnHaTuBHas o
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MymauyuoHHass meopusi

OC¢HOBHBIC MOJIOKEHUS
MYTallMOHHOW TEOPUU
MyTauum - 310
HacneacTBeHHble N3MEHEHUS.
MyTauun- pegkue cobbiTus,

nepegarowmecs no
HacneacTsy.

MyTaumn BO3HUKAKOT
CMOHTAHHO.

MyTauum moryT 6bITb
None3HbIMU, BPeOHbIMU UM
HenTpanbHbIMK

e ®pus lyro

D40O-



Knaccugukauus Mmymauuu

MyTauun
Mo xapakTepy Mo mecTty
N3MEeHEeHMA reHoTUuna BO3HUKHOBEHUSA
leHHble XpoMocOMHbI€e || TeHOMHbIe ComaTtn4dyeckue
(TouKkoBbIE) (abeppauun)
N3meHeHNne Bo3HuKaroT
N3meHeHMne N3meHeHne Habopa B KrneTtkKax Tena
CTPYKTYpPbI CTPYKTYpPbI XPOMOCOM (comaTnvyeckumx
AHK B XPOMOCOM KrieTtKkax) MeHepaTUBHbIe
npegenax
oAHOro reHa 4///// BO3HUKAIOT
Monunnoungnsa B NMoOJioBblIX
Aynnukauun AHeynnonaus s
Adeneumn
NHBepcun

TpaHcnokauumn




o [eHepaTMBHbIE MyTaLuu
CuHOpom
Knﬂumpenbmepa.

XXY n XXXY — cuHgpom
KnanHdensrepa. HactoTa
BcTpedaemocTtn 1:400 —
1:500. Kapunotun — 47,
XXY, 48, XXXY n gp.
DeHOTUN MYXXCKOMN.
YKeHckum tun
TENOCNOXeHU4,
rMHEKOMacCTuS. Bbicokum
POCT, OTHOCUTENbLHO
ONVHHbIE PYKU U HOTW.
Cna6o passut BOJIOCAHOWM

CHWXEH.



CuHdpowm Lllepwesckozo-
TepHepa

X0 — cuHppom LllepewseBckoro -
TepHepa (MoHOCcOMUA X).
UacToTta BcTpedaemoctun 1:2000
— 1:3000. Kapnotun 45,X.
DeHOTUM XXEHCKUN,
ComaTnyeckue rnpusHakum: pocT
135 — 145 cm, KpblioBuaHaga
KOXHaga cKnagka Ha wee (oT
3aTblfika K nrevy), HU3Koe
pacnosioxeHue yLien,
Heaopa3BUTME NEPBUYHBLIX U
BTOPUYHbIX NOMNOBbLIX MPU3HAKOB.
B 25% cnyyaeB MMelTCS e T
NOPOKU cepALa u aHoManuu e SeeTian COCKI VLT MEFIES,
paboTbl novek. MHTennekT

cTpagaeT penko.




AyTOCOMHbIE MyTaLuUu
CuHOpom [lamay

Tpucomusa no 13-n xpomocome ( CUHOPOM

[MaTtay ) oOHapyXuBaeTcs y
HOBOPOXOEHHbIX ¢ YacToTom okoso 1:5000
- 1:7000 n cBAAI3aHa C LUMPOKNM CNEKTPOM
nopokoB passutus. na CI1 xapakTepHbl
MHOXECTBEHHbIE BPOXOEHHbLIE NOPOKU
pPasBUTUA TONOBHOIO Mo3ra 1 nmua. 310
rpynna paHHUX HapyLleHumn
doopMMpOBaHUA rONOBHOIO MO3ra, rnasHblX
60K, KOCTEN MO3roBOM U NMLUEBOW YacTewn
yepena. OKpyXHOCTb Yepena 0bbI4HO
yMeHbLUEHA. J106 CKOLEHHbIN, HU3KUM;
rnasHble Wenuv y3kme, nepeHocke
3anasLlee, YLWHble pakOBUHbI HN3KO
pacrosioXXeHHble N AePopMNPOBaHHLIE.
TunuyHbin npuaHak Cl1 - aTo pacLlienvHbl



CuHOpom [avHa

e boie3nsp, 00yciioBICHHAs
AHOMAJIMEN XPOMOCOMHOIO
HaOopa (M3MEHEHUEM YHCIa
WUJIA CTPYKTYPBI ayTOCOM),

OCHOBHBIMH IIPOSIBIICHUSAMU
KOTOPOU SIBJIAIOTCSA
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YMCTBEHHAs OTCTAIOCTbh,
CBOCOOpAa3HbINM BHELIHUM
00JIMK OOJIBHOIO U
BpPOXKJICHHBIC IIOPOKHU
pa3putus. OgHa U3 HauoOoJjee
pacIpoCTPaHSHHBIX
XPOMOCOMHBIX OOJIE3HEM,
BCTPEUYACTCS B CPETHEM C

HOBOPOXICHHBIX.




XpPOMOCOMHbIe MyTaLuun

CnnanmMe HeroMonNormyHLIx

Tpancnokaumna - obmen yuacrxamm
MEXY HeroMONOrMYHLIMMW

XPOMOCOMAMM




y4acCToK B OOnMbLLOWN
Xpomocome 4 —

» - CUHOPOM “‘KoLlavybero
Kpuka”- npu geneuuu B
XpomMocome 3 .

,, Y YyerioBeka B pe3ynbrarte
= aeneunmn
/" . cunapom Bonbda- yTpayeH




TpaHcnokayuu

XPOMOCOMb!
LLUMMMNAaH3e U
YyernoBeka.

[TonepeyHas
NCYEPYEHHOCTb
obounx BnaoB
OYeHb bnun3ska.

( TPAHCNoKauus




' eHHbIEe MYMayuu

1. 3aMeHa OCHogaHuu:
a) CbeHI/IJ'IKeTOHypl/IFI. MposiBneHune: HapyLLeHne

pacLuenneHuns deHunanaHnHa; 3Tum obycnoBneHo
cnaboymue, Bbi3biBaemoe runepdeHmnanaHmHeMmnen.

[Tpn cBOEBPEMEHHO Ha3HaA4YeHHOM K cobrogaemMon gueTe
(nnTaHne, obenHn peHmnnanaHMHOM) N NPUMEHEHUN
onpeneneHHbIX MegMKaMeHTOB, KIMHNYECKNe NposiBrieHnd
9TOro 3aboneBaHUs NpakTUYECKN OTCYTCTBYIOT

6) cepnoBmMaOHO- KNeTo4YHast aHeMUS.
B) cuHapom MopdaHa.




Puc. 39. DNEeKTPOHHO-MHKPOCKOIIHYecKHe doTorpadHud HOPMAJIbLHBIX (cresa) U CEeEpPITOBHIIHO -
KJAE€TOYHbLIX (Crzpasa) >pPpHUTPOILLUTOB

lNepBUYHaA cTpyKTypa remornoobuHa 3gopoBbiX (1) n 60nbHbIX cepnoBUAHO-
KJfleToO4YHOM aHemuen ( 2 ).

1) - Ban- ruc-nen-Tpe — fnpo-asym. K-ma- rny-nms3
2) - Ban- ruc-nen-tpe — easiuH- rny-nns




CuHdpom MopdhaHa

HacnencrBenHoe 3a001eBaHle COSAUHUTEIIHLHON TKaHU ,
IPOSIBIISIOIICECS U3MEHEHUSIMH CKeJIeTa: BHICOKHM
POCTOM C OTHOCHUTEJIbHO KOPOTKUM TYJIOBHUIIIEM ,
JUTMHHBIMU MMayKOOOPa3HbIMU HajbliaMH (
apaxHOJAKTUIMSA ), pa300ITaHHHOCTHIO CYCTaBOB , 4aCTO
CKOJIMO30M , KU(030M , AePopMaIiusaMu IpyTHON KIETKH
, ApKOOOpa3HbIM HEOOM . XapaKTEPHBI TAKKE MOPAKCHUS
1a3 . B ¢cBA3U ¢ aHOMAIIMAMU CEPACYHO-COCYIUCTOMN
CHUCTEMBI CPEJIHSIS TTPOIOTKUTEIBHOCTD KU3HU
cokpaiiieHa. Beicokuii BRIOpOC ajpeHaInHa ,
XapaKTepHbIH 1715 3a00JIeBaHus, CIIOCOOCTBYET HE
TOJIBKO Pa3BUTHIO CEPACUHO-COCYIUCTHIX OCIIOKHCHHM,
HO ¥ TIOSIBJICHHUIO Y HEKOTOPBIX JIMII 0COOOM CHIIBI yXa U
yMCTBEHHOM omapeHHOCTH. CIIOCOObI JIeUeHUS
Heu3BeCcTHBI. Cuurarot, 4to eto 0osenu [laranuHu,
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['emopunusi

remodunusa
(KPOBOTOUMBOCTE). flacredosan e ceomuIY
NMpuynHa: reHHaa myTauums. "
lNMposiBneHue: e =3
HegoCTaTOYHOE pa3BUTHUE

cdakTOpOB CBEpPTbIBAHUSA

KpoBM (TPOMGOKUHAa3), WWV’"'U DO 0O

CUJNIbHO 3aTsArmBaroLleecs

BpeMs CBepThbIBaHUA OOD“ T2 oDt i| i

KPOBM; "p“ paHeHMﬂX Anexcanppa|Hmonai I Anuca Bmopm- Nwomoxn Mopuc
Oonblune NoTepun KPoBU. |

HacnepoBaHue conpsiXXeHo

C NOJIOM; reH, Wﬁ’!’“ébbé . (5i . idéé lj
OTBETCTBEHHbIN 3a

Gones3Hb, pacnornoxeH B X-

XpomMmocome, peLeccuBeH.

'eH 3aTON 60Nne3Hun

HacrnegyeTcs no

MaTEepPUHCKOWU NINHUMN.




Ipozepus

o Ilporepus (rped. prog€ros
IPEKICBPEMEHHO COCTAPUBIIHAMCS )
— IIaTOJIOTUYECKOE COCTOSIHUE,
XapaKTEepU3YyIOIIEeCsl KOMIIJIEKCOM
M3MEHCHUU KOXKH, BHYTPEHHHUX
OpraHoB, 00YCJIOBJIEHHBIX
PEXKAECBPEMEHHBIM CTapEHUEM
opranuzma. OCHOBHBIMHU (hOpMaMHU
SABJISETCS JeTCKas Iporepus
(cuaapoM I eTunHCOHA
(XamguuHcoHa) — ['uindopaa) u
Iporepust B3pOCbIX (CUHAPOM
Bepnepa).




MyTareHbl- pakTopbl, Bbi3biBaloLne MyTaLlu:
buonornyeckne, xummyeckmne msnveckue.

dusznyeckme pakropsl (pasnnyHbie BUAOLI
NOHU3NPYIOLLIEN pagnaunmn, ynstpadouosrieToBoe
n3nydeHue, ny4m PeHTreHa )

Xumuyeckme thaktopbl (MHCEKTUUMAObI, reponuunasbl,
CBUHEL,, HAPKOTUKMN, ankororb, HEKOTOPbIE
nekapcTBeHHble npenapaTbl U Ap.BeLLecTBa)

buonornyeckume haktopbl (BUPYCbl OCIbl, BETPSAHOM
ocCnbl, 3NUAEMUYECKOro napoTuTa, rpunna, Kopu,
renatuta un ap.)




XepTBbl TAaNMpoomMmmupga

o |[MpnynHon asunca nekapcTBeHHbLIN
npenapar TanmgomMua, KoTopbin
BbIMUCbIBANN MHOTUM
bepeMEHHbIM XEHLLUHAaM,
CTpagaloLnM OT NOCTOSAHHBLIX
NPUCTYNOB TOLLUHOTLI. B
3aB1CMMOCTM OT CpOKa npuema
npenapara un nepuoaa
bepemMeHHOCTH, y Nnoaa HL\
Habnoganock OTCYyTCTBME yilen, Bl
OTCYTCTBUE Unun gedopmauus
nanbLeB Ha pyKax N Horax, peskoe
YKOpOY€eHMe KOHEYHOCTEN U T.4.
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InothunaKkTuka

\
VAN
o Mepuko-reHeTU4YeCcKoe KOHCYNbLTUPOBaHNE NPU

OepemeHHOCTU B Bo3pacTte 35 neT u ctaplue, Hanuu
HacneAcTBEeHHbIX Oone3Hen B poAOCNIOBHOM

|

o WcknrovyeHune poacTtBeHHbIX OpakoB



PekomeHpaumm yyalimmca

CopencreBoBaTtb COXpaHEeHUIO HOPMaribHOU
3KONMOrn4yeckon o0CTaHOBKM ;

He yxyawartb He ceiyac HU B 6yayLiemMm 3KoOnoruio
pOOHOro Kpasi;

He ynoTpebnaTb ankorosibHble HAaNUTKWU;
He KypuThb;

He npHumaTtb HapKOTM4YeCKMe cpencTBa;
NMonHOLEeHHO NUTaTbCH;

3aHMMaATbLCS CMOPTOM.




Hukonan eaHoBu4d BaBunos

Hwukonan IBaHoBuUY
BaBsunoB (1887-1943) —
PYCCKUIN DOTAHUK, FEHETHUK,
pacTteHueBoa, reorpad.
Cdopmynunposarn 3akoH
rOMOJIOMMYECKNX pAO0B
HacrnegcTBEHHOMU
nameH4ymBocTn. Cosnan
y4YeHMe O LeHTpax
NPOUCXOXOEHNA KYNbTYPHbIX
pacTeHun.




