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MyTrareHbl — BemecTsa,

I'¢CHOB

MYTAI'EHbBI

PEHTI'EHOBCKHE
JIYUH

SATTOBUTBIE
BEIIECTBA
(KOJIXUIAH)

KAHLEPOTEHHBIE
BEILIECTBA

BbI3bIBaoInue usmeHenusa /1HK,

\

HEKOTOPBIE
JIEKAPCTBEHHBIE
INPEITAPATDBI

PAJMOAKTUBHBIE
BEILIECTBA




PAKTONbLI PUCKA

(pasnun4yHble BUAbI
MOHN3UPYIOLLLEN pagnauunu,
yreTpadpnorieToBoe n3ryvyeHue)

(MHCeKTMunabl,
repbunumnabl, HAPKOTUKN, arikorornb, HEKOTOPbIE
NleKapCTBEHHbIE NMpenapaThl U Ap.BeLlecTBa)

(BUpYCbI OCrbl,
BETPAHOW OCMbl, ANMMAEMUYECKOIO NapoTUTa,
rpunna, Kopu, renatuta v gp.)



ALLIARON A

= Myranumn, BbI3BAHHBbIE 00JIYY€eHHUEM
(paguanumeii), BnepBble OLLIU
00HApPYKEHbI COBETCKMM Y4eHbIM I.
A. Haaconom



XHMHYECKHe MYyTaAar€¢Hbl 10/1’KHbI

00J1a1aTh TPEeMsl KaYeCTBaAMMU:

BbICOKOW MPOHUKAIIIEHA CIIOCOOHOCTHIO;
CBOMICTBOM HU3MEHSTH KOJLIJIOUHOE COCTOSIHHE XPOMOCOM;

onpeaejeHHbIM JelicTBHEM HA COCTOSIHHE F'eHa WJIH
XPOMOCOMBI.

HexkoTopbie U3 HUX YCHMJIMBAKT MyTareHHbIU
3(peKT BO MHOI'0 pPa3 Mo CPABHEHUIO CO

CIIOHTAHHBIMHU. OHH MOJYYHJIU HA3BaAHHE
CyIIepMYyTareHOB.



CIIOHTAHHBIU (CAMOITIPOMN3BOJIbHBIN)
MYTAT'EHE3

= [IOCTOSAHHO IPOTEKAET Y BCEX JKUBBIX
OPraHU3MOB B COMATHYECCKHX H IMOJIOBBIX
KJIeTKaX

* CHOHTAHHO BO3HHMKAIOT BCE BO3MOKHbBIE
THUIIbI TEHHBIX, XPOMOCOMHBIX, TéHOMHbIX
U HUTOILIA3MATHYECKHUX MYTAallUH




MyTareHbl B nuiLe

= Bpeanble XuMn4eCKue BeleCTBA U3 MOYBbI
[ePexoasiT B Cbed00HbIE YACTH PACTEHMI.
C HuMu MbI norsiomiaem 37% mapranua,
41% — nuHkKa, 32% — meau, 10% -
HUKEJIS.

= MyTareHsl 00pa3yroTcs U nNpu
TJIMTEJIHbHOM XPAHEHUM NIPOAYKTOB B
(bopMe NMEePEOKUCICHHBIX COCTMHCHUM
KUPOB



MyTareHbl B nuiie

= X0JIECTePUH, COACPKAIIUNCA B MacJie,
ANIax, CMeTaHe, CJIMBKaX, P 10JITOM
XPAHEHUHU CTAHOBUTCH MYTAreHHbIM

= BKycoBbI€ 100aBKH, HCII0JIb3yeMbIE IIPH
KOHCEPBUPOBAHUHU, U KOHCEPBAHTHI,
no0aBJisieMble K COKaM U BUHAM TOXKe
CTAHOBSITCSI MyTareHaMH

= Msico, 3ane4eHHOE B COOCTBEHHOM COKY



MyTareHbl B nuiLe

* K HapylIeHHU 0 HACJIeACTBEHHOI0
anmapara MoryT NpUBEeCTH M Pa3JIMYHbIE
HU3KOKAJOPUUHBbIC THEThI 1JIH NOXYACHUS,
OTHAKO 3TOT PUCK YMEHBIIACT YMEPECHHOE
IHATAHUE.

= Kommuenue Msica Wi sKapeHHe MACA U
pbI0bI Ipu Temmeparype 100-200 rpaaycos
B TedeHue 15 MMHYT NPUBOAMT K
IOABJIEHUIO MYTAareHOB.



CMAYAIOT AEMCTBHE MYTATEHOB

" creluu — nepe, ropuynia, UMOUpb.

" 3¢JICHb — KHH3a, NEeTPYIIKA, JYK,
ceJibJiepen.

" 3eJICHBIN Yal, A0JI0KH, Kanycra,
O0akJjia:KaHbI, MATA.

= HarypaJjibHOe KpacHOe BUHO
= Horypr



NPODUIIARTHERA

= EmbTe XJ1€0 ¢ oTpyOsiMu

* UckirounTe U3 pallioOHA KOHCEPBbI U
KOIMMYE€HOCTH, TA3UPOBAHHYIO BOAY C
CUHTETHYECKUMHU KPACUTEISIMU.

= CokparuTe KOJIUYECTBO CJIAA0CTEH

= [IpuauManTe JJAKTO0OAKTEPUH U
OupuIYMOAKTEPHH: OHM OYUCTAT KEJIYI0K
U HOPMAJIM3YIOT Pado0Ty «I0JE€3HbIX»
O0aKkTepuii, KOTOPbIE TAKKe CIIOCOOHDI
BCTYIIUTH B 00pH0Y C MyTareHaAMM.



NPODUIIARTHERA

Conpukacairech ¢ MOKOIIUMHU CPEeACTBAMMU
TOJIbKO B PE3UHOBBIX MepYarKkax!

Kak M0kHO MeHbIIIe UMENTE /1eJ10 ¢ OLITOBOU
XHUMMHECH.

IIpu XpoHNYEeCKUX 3200/ 1€BAHUAX PEryJIAPHO
HaBeAbIBAUTECHh K Bpavy: Balll 0CJIa0JIeHHbIH
OPraHu3M — OJIaronpusaTHadA cpeaa ajs
MYTAar¢HOB.

He npuHuMaiite 0e3 coBeTra Bpaya HUKAKUX
JIEKAPCTB — OHM TOKE€ MOI'YT 0Ka3aTh
HeOJIAroNPUATHOE BO3EHCTBUE HA
HACJICACTBEHHBIN anmmapar.



MyTareHsl Cli0COOHBI BbI3BATH
Pa3juYHbIe MyTaAllUH

l'enomubie MyTanum — A3MEHEHHE YHCJIAa XPOMOCOM

XpOMOCOMHBIE MyTaLuu — U3MeHeHne mopdonormm
oTAeNbHbIX XPOMOCOM

[eHHble MyTauum -

MYTallMd Ha YPOBHE IIOCIEI0BATEILHOCTH HYyKIeoTu0B JIHK.

MyTauuun — npu4vnHa
HacneAacTBeHHbIX 3a0oneBaHUN



HacneacTBeHHbIC DONE3HK

= HacieacTBeHHBIE 00J1€3HU —
3a00/1eBaHH S YeJI0BEKA,
CBSI3AHHbIE C HAPYIIEHHEM IeHHOI0
anmapara 3apoabllieBbIX
(mM0JI0BBIX) KJIETOK.



L ace AR BACTELeTRCARON Goneone

HACJIEACTBEHHDBIE BOJIE3HHA

I'EHHBIE XPOMOCOMHBIE
‘AyTOCOMHO-IlOMI/IHaHTHbIe °* TCHOMHBLIC MyTaHHH
*AyTOCOMHO-pPeleCCUBHBIEC *XPOMOCOMHBbIE MYTallUU

eCreIrieHHbIe ¢ MOJIOM




[eHHbIE DoNne3HNn

= OOyCIIOBIICHBI MyTalIUSIMU B OJJTHOM T'€HE WU
OTCYTCTBHUEM OTJICIbHBIX T€HOB U
HACJICAYIOTCS B IIOJTHOM COOTBETCTBHHU C
3akoHaMH MeHens (ayTOCOMHOE UJIH
CLEIUIEHHOE ¢ X-XpOMOCOMOM HaCJI€J0BAHUE,
OOMHHAHTHOE HJIA PEIECCUBHOE).

= MyTamuu MOTr'yT 3aXBaTbIBaTh KaK OJWH, TaK
1 00a ayiess.



[eHHbIE DoNne3HNn

= XOTs pacIpoOCTPaHEHHOCTh T€HHBIX OOJIE€3HEN
HEBBICOKA, OJTHOCTHIO OHH HE MCYE3AOT.

= Jlg TeHHBIX O0JIE3HEH XapaKTEPHBI
«MOJTYAIIME» TE€HBI, IEUCTBUE KOTOPHIX
MIPOSIBIISIETCS IO BIMSIHUEM OKPYKAIOIIECH
Cpeapl.



OCOMA:JORVNDATI AR08 Goneaa

= B 0OCHOBE JIC)KUT HAPYLICHUE CUHTE3a
CTPYKTYPHBIX OCJIKOB MJIN OCJIKOB,
BBIMOIHSIONINX cIeHUu(PUIeCKre PYyHKIIUN
(Hampumep, TeMOIJIO0MHA)

= JlercTBHME MYTAaHTHOI'O I'€Ha NPOSABIIAECTCSA
[IPAKTUYECKHU BCETA

= boJIbHBIC MAJTBYMKU U JIEBOYKHU POXKIAKOTCS C
OJIMHAKOBOUW YaCTOTOM.

= BeposSTHOCTh pa3BUTHUA O0JIC3HU B IOTOMCTBE
cocTtanirsieT 50%.
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AXOWDponna3us

~7% y
| . AHoManbHbIi POCT
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XPALLEBOWU TKAHU

= Hepopas3sutue
KOCTeu B ONNHY

= begpeHHbIe K
nreyeBble KOCTU
O0edPOpPMUPOBAHbI

= YMCTBEHHas
OTCTalioCTb
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Cvuanapom Mapthana

HacnencTtBeHHOE 3a00JI€BaHE COETUHUTEIHLHON
TKaHU , IPOSIBIISIIOIICECS U3MEHEHUSIMHU CKEJIEeTa:
BBICOKMM POCTOM C OTHOCHUTEILHO KOPOTKUM
TYJIOBUIIIEM , pa300JITAHHHOCTBIO CYCTaBOB ,
4aCTO CKOJIMO30M , KH(O30M , JiehopMalusIMu
TPYAHOM KJIETKH , ApKOOOPa3HBIM HEOOM .
XapakTepHbI TAKXKE ITOPAKEHUA 17143 . B CBA3U ¢
AHOMAJIUSIMU CEPIAEYHO-COCYAUCTON CUCTEMBI
CPEIHSIS MPOJAOIKUTEILHOCTD )KU3HU COKpaIlEeHA.

Cunapom MapdaHa conpoBOKAACTCS
APAXHONAKTHUIIEN.




Cuanapom Mapdana

ApPaxHOOAKTHJIMA — Bricokuil BEIOpOC agpeHanuna ,
JUIMHHBIE XapaKTEePHBIN JJIs1 3a00JICBaHUSI,
CIIOCOOCTBYET HE TOJBKO
PA3BUTHIO CEPACYHO-COCYIUCTBIX
OCJIOKHEHUH, HO U TTOSBJICHUIO Y
HEKOTOPBIX JINL 0COO0M CHUJIBI
nyXa U YMCTBEHHOW OHApPEHHOCTH.
CriocoOblI JI€4€HHUST HEU3BECTHHI.
CuuTaror, 4To €10 00JIeIun
ITarannan, AHAEPCEH,
YyKOBCKHHN.

IayKOOOpa3HbIE MaIbIIbl




MYTaHTHBIﬁ I'CH IIPOABJISICTCA TOJIBKO B TOMO3HUT'OTHOM
COCTOAHHMN.

boJIbHBIE MAJIBYMKH U J€BOYKH POXKIAFOTCA C
OJIMHAKOBOM YaCTOTOM.

BepoaTHOCTB poKaeHUS OOJIBHOIO PEOCHKA COCTABIISCT
25%.

PoauTenu OONBHBIX eTeH (DEHOTUIMHUYECKHA MOT'YT OBITh
3I0POBBI, HO SBJISIFOTCS T€TE€PO3UTOTHBIMU HOCHUTEIISIMU
MYTaHTHOTO I'€Ha



AN ATOCOMAE-JLCBAbI TARbI Goneohe

» DeHunKkeTOHYpH (HakonneHue B
opraHn3me oeHunanaHnHa,YTo
Bbl3blBAET YMCTBEHHYIO OTCTaNoOCTb)

» Mukpouedanus
» FIXTHO3 (HE CLEIUICHHBIN C IIOJIOM)

» [Iporepus



IIporepus (rpeu.
progeros
MPEXKIECBPEMEHHO
COCTAPUBILIUANCS) —
MaTOJIOTUYECKOE
COCTOSIHHE,
XapakTepU3yromnieecs
KOMILIEKCOM U3MEHEHUN
KO>KH, BHYTPEHHHUX
OpraHoB, OOYCJIOBJICHHBIX |
PEXKIECBPEMEHHBIM
CTapEHUEM OpraHu3Ma.
OcHoBHBIMU (hopMaMu

ABIISETCS JeTCKas i
nporepust (CUHAPOM
['eTunHcoHa 2
(XamunHCOHA) —

I'undopaa) u nporepus
B3POCIBIX (CUHIPOM
Bepnepa).




MXTMO3

HXTHO3 (Tped. - ppida) —
HACJICICTBEHHBIN
IE€pMaro3,
XapaKTEePU3YIOLIUNCS

¢ Py3HbIM HAPYLICHUEM
OPOTrOBEHHUS, IPOSIBIISIETCS
00pa3oBaHMEM Ha KOXKE
YEIIYEK) HAIIOMHHAOIINX
PBIOBH.




DEeHUINKETOHYPUSA
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Apyrwe

SMUHOKHMONOTH

DeHuNaNaHH

; - ToxcHuecxoe

noppexaexsune
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PEeHUNKETOHYPHUA

Tupo3uH

= PeHUNKeTOHypuA -

HacneacTBeHHOe
3aboreBaHne obmeHa
aMWHOKMUCIIOT, B OCHOBE
KOTOPOIo NEXUT
HapyLleHne nepexoga
deHnnanaHnHa B TUPO3UH.

3aboneBaHne NposABNsSETCS
K 3-5 Mecsa4HoMYy BO3pacTy
OTCTaBaHMEM B HEPBHO-
NCUXNYECKOM Pas3BUTUN.



o1 00RE34H, CLSARESHeIS ¢ nonon

= MblleYyHas gucTpodus
= [eMouUnus
= [lanbTOHU3M

(peueccuBHOE HacrneagosaHue,
cuenneHHoe ¢ X XpOMOCOMOW)

= hocar-anaber (AOMUHAHTHOE
HacriegoBaHue, cuenneHHoe ¢ X
XPpOMOCOMOWN)
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DanuT

= LlBeTOBaga cnenota

Ualle ctpapator

MYXXYUHDI







lenoguns

HecBepTbiBaEMOCTb KPOBU b S
Ualle ctpagatoT My>KYUHb

cmey

| Hoc:u.nem.-., 59 ___

M

3«3013065;\1 Sgopotaa novm BoanHol

goYs —HOoCume £




* BO3HUKAIOT BCIEACTBUE UBMEHEHUS YUCiia
WJIA CTPYKTYPBI XPOMOCOM.

= [Ipu Kaxxk1oM 3a001€BaHUM HAOIIOIACTCS
TUIUYHBIN KAPUOTHUII U (PEHOTHII
(Hampumep, CUHApPOoM JlayHa).

= XpOMOCOMHBIE OOJI€3HU BCTPEHYAOTCS
3HAYMTEIBHO 4Yalle reHHbIX (6 -10 u3
1000 HOBOPOKICHHBIX ).



= bones3Hb [ayHa (Tpucomma 21napbl XpoOMOCOM )

= CuHapom KnamHdenstepa (Y My>XX4YmH
4'7XpomMocom -XXY)

= CuHaopowm LepelueBckoro — TepHepa (Y XeHLWnH
45 xpomocom — XO) (cm. pnc.86 Ha cTp.174 B
y4eOHuKe)

= CMHOPOM «KOLUAYbero Kpuka» (yrpara
doparmeHTa 5-om XpoMOCOMblI)



= boses3Hb, 00yclIoBICHHAs aHOMaIHEH

XpOMOCOMHOTO Habopa. I3MeHeHO 4nciio

ayTOCOM: TpH 2 1-X XpOMOCOMBL.
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Kapuotun 6onbH

XPOMOCOMHBIX DonesHeun, BCTpevaeTcs B
cpegHem c Yactoton 1 Ha 700

HOBOPOXOEHHDbIX.




*OCHOBHbIMWU
NPOSsIBIEHNAMMN DOSIE3HU
[layHa aBnaoTCS
YMCTBEHHAA OTCTasNoCTh,
cBoe0bOpa3HbI BHELLHNN
00K 6ONLHOIo U
BPOXOEHHbIE MOPOKU
Pa3BUTUS.

= Ha mamonu gacto
OOHApPYKUBAKOT
ITOTIIEPEYHYIO CKJIAJIKY




PacujenvHa ryooi u Heba

= Pacienuynl
ryOnI 1 HeOa
COCTaBIISIOT
86,9% oT Bcex
BPOXKICHHBIX
ITOPOKOB
pa3BUTHUS JIMLIA




HEKOTOPHIC 3JI0KQU€CTBEHHBIC HOBOOOPA30BaHM,

IIOPOKH Pa3BUTUA BHYTPEHHUX OPraHOB, B TOM
qUCJIe CEpALa,

IPEAPaCIOI0KEHHOCTh K CaXapHOMY JIMA0ETy U
AJIKOTOJIM3MY,

pacuienjeHue ryobl U HEOA,
BPOKJICHHBIN BBIBUX O€pa,

30 pEHMUS.






ARG NACTERCrRCARG Oneaas

Meanko-reHeTu4eCKoe KOHCYNsTUpOBaHME Npu
bepemMeHHOCTM B Bo3pacTe 35 NeT 1 cTaplle, Hann4mm
HacneacTBEHHbIX DOne3Hen B pOAOCIIOBHOM

NcknoueHune poactBeHHbIX 6pakoB (10% ramer
YyerioBeka HeECYT MyTaLmK, Yalle peLeCcCUBHbIE)

30p0BbIN 0OpPa3 XN3HU
Y3 nnopa

AHann3 oKononmnogHom XuakocTtu (cm.puc.87 Ha
cTp.175 B y4eOHUKe)

[eHHas Tepanusa (BBeAeHue B KIeTKkM 60nbHOro
YyenoBeka HopManbHOM KONuM NoOBPEXAEHHOro reHa)



