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Jlekuma Ne 14,

N3meHUYMBOCTb KaK OCHOBA HacneACTBEHHbIX
6onesHeu yenoseka. leHHble n
XPOMOCOMHbIe 3aboneBaHunA

[oueHT Kapeapbl buonorum, K.6.H.
Tuxomuposa NannHa MuxannosHa



N3meH4YnBoCTb

N3meHUYnBOCTb - CBOMCTBO OPraHM3mMoB
NpnobpeTaTb HOBbIE NPU3HAKK, CBOMCTBA U
0COBEHHOCTU B NpOLLECCE MHAMBUAYANBHOTO
Pa3BUTUA NOA, BAUAHMEM BHELLHMUX U
BHYTPEHHUX PaKTOPOB.
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N3MeHUYUBOCTb

N\

.

HaCJ'Iep,CTBeHI:IaH.
[eHOTUNNYECKasA, T.e. CBA3aHHAA C
N3MEHEHNEM FreHOTMNa, NOo
[1apBUHY - HeonpeaeneHHaa Unu

HeHacneacTtBeHHasn.
deHOTUNUNYECKaAA, T.€.
CBA3aHHAA C USMEHEHUEM
deHoTuna, no JapBUHY —

MHAVBUAYa/IbHASA onpeaeneHHan uim
rpynnosas.
MyTaLMoHHas Kom6uHaTueHaa || MOAMPUKaUMOHHaS




MoanduKauMoHHAs U3MEHYMBOCTDL

“He nepepaeTtca no HacAeACTBY
*M3MeHeHnsa 3aTparnBaloT TObKO (PeHOTMN
*HocuT rpynnoBoi xapaktep

“T'naBHbIM akTop, onpeaenaoWmi NPoABAEHNE
NMPM3HaKa - YC/I0BUSMM CYLLLIECTBOBAHMS;

“MoaudmrKaLMoHHasA MU3MEHUYMBOCTb HOCUT
HanpaBJ/IEHHbIM, YACTO NPMUCMOCOBUTEbHBIM
XapaKTep;

* JlaHHbIN BMA, U3MEHYMBOCTM 0OPATMM

“Npeaenbl NPosABAEHNA NPU3HaKa ONpeAensoTCs
HOPMOM peaKLuM - BapbMpOBaHME NPU3HAKA B
npefieniax reHoTMna: y3Kas M LUMpOoKas.




Hopma peaKkumu

“OHa MOXeT ObiTb Y3KOM, KOrfga MPU3HaK M3MEHAETCA He3HAUYUTEsbHO.
Yalwe 3TO Ka4veCTBEHHble WM HenaacTUYHble TMPM3HAKKU (NPU3HAKM,
yCTaHaB/IMBAaEMblE OMnMcaTesibHbIM MyTEM (Fpynnbl KpoBu, opma Hoca M
T.4.))

“M WMpOKOM Korga npu3HaK M3MEHAETCA B LUMPOKMX npejenax. JTo
N1aCTUYHbIE NPU3HaKMH MU KOZIMYECTBEHHbIE (MpU3HaKM,

onpeAenawwmeca nytemM M3MEepeHUA: NUrMEeHTaUuMA KOXM Y YesloBeKa,
pOCT, Macca Tena). TaknMe nNpU3HAKM  MOXKHO  BbICTPOMTb B

MOAUMPUKALMOHHBIM PAa.
*MOANDUKALIMN - HeHacneACTBEHHbIE M3MEHEHMA MPU3HAKOB OPraHM3ma,
BO3HMKaIOLME NMOJ, BAMAHUEM M3MEHMBLLUMXCA YCNOBMIM BHELLHEN Cpeapbl.

CIH HHRKA HOCa

npaMasn BOI'HYTas BbINYKJ1as BOJIHUCTasA
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OEHOKOINNUA

* DEeHOKONMMU — M3MEHEHMA PEHOTMNA NMOA BAMAHMEM HEGNArONPUATHBIX
(pakToOpoB cCpebl, MO TMPOABNEHMIO MOXOXME HA HaCNeACTBEHHbIE
3a60/1eBaHUA.

“®MeHoKonMM  —  HeHac/NleACTBEHHble  60Ne3HW,  CXOAHble  C
Hac/1e JCTBEHHbIMM.

*TpuurHa DEeHOKONUIM Y MAEKOMUTAIOLWMX (B TOM YMC/IE U Y YeNoBEKa) —
JEUCTBME HA 6GEPEMEHHbIX TepaTOreHOB pPa3/IMMHOM  NPMPOAbI,
HapyLlarwmx 3MOpMOHasiibHOEe pa3BuUTUE Naoda (FeHOTUM MpU 3TOM He
3aTparmeaeTtca).

“Tlpu EHOKONUAX M3MEHEHHbIM MoJ AEMCTBMEM BHELWHMX (aKTOPOB
NMPU3HaK KONUpYeT NpU3HaKM Apyroro reHoTuna (HanpmMmep, y YesioBeka
NpUéEM aniKoronAd BO BpeMA OepeMeHHOCTM MPUBOAMT K KOMMAEKCY
HapyLUEHMM, KOTOpble A0 HEKOTOPOM CTEMEHM MOryT KOMMpPOBaTb
CUMMNTOMbI 601e3HU JlayHa).



npumepsbi
* BEC

e poOCT

* LBET KOXW

tanning of skin.
/

Eating carrots makes
human skin and feathers
in birds turn orange.

[Sun bathing causes




OencTBUe TemnepaTypbl HA 3KCNPEccuio reHa

BrnusiHne xonoaa Ha OKpacKy LLepCTU Y Kponuka

depMeHT TUpo3nHasa

rlpl/IMeHeHI/Ie nMnakeTa CoO J1IbOM K 06ﬂaCTl/|, rge C6pl/|Tb|e BOJ10Cbl

NMPUBOOMUT POCTY YEPHbIX BOSIOC OTPacTaloT BMECTO
OpPUrMHanbHbIX OerbIX.



OTHoCuTenbHaa BaXHOCTb "reHOB" U "oKpyxawLien cpegbl”
[eHbl He abCONTHO BAUSAIOT Ha NpU3HaK. X BnNnaHWe B OOsbLUEN NI MEHbLLEN
CTerneHn 3aBUCUT OT OKpYyXxatoLlen cpeabl.

Hanpumep, 3arap y nogemn pasHbix pac nposiBrnseTca no-pasHomy.




HacneacrBeHHas UBSMEHYUBOCTD

* nepepaeTca no Hac/ieACTBY;
* reHOTUN 0CO6BM U3MEHSAETCS;
* HOCUT CNyYaMHbINA XapaKTep.




HacneacrtBeHHada (reHoTUNMYyeckKas) N3MEeHYUBOCTDb
— N3MEHEeHNA, Npoun3oLwealune B CTPYKTYpe
reHoTMNAa M nepegaBaemble No HacneacTBy.

KombuHaTtuBHas
N3MEHYNBOCTb

MyTauunoHHas
U3MEeHYUBOCTb



KomMbnHaTMBHasg USMEHYMBOCTb - BO3HUKAET
B C/1eACTBUM KOMOMHALMHU HOBbIX F€HOB,

B ocHoBe KOMOUMHATMBHOM
U3MEHYUBOCTH NeXKarT:

KpoccuHroesep

He3aBuncmmoe pacxoxjgeHue
XpPOMOCOM B Menose

He3aBMcuMoe coyeTmuHme
raMeT npu1 onio4oTBoOpeH1A

3HauyeHue KOMOMHAaTUBHOM M3MEHYMBOCTU: CO3JaeT
6eCcYMCIeHHOe  MHOMECTBO YHMKA/IbHbIX  T€HOTMMOB,
obycnaBamBas opmMMpoBaHME HOBbIX (DEHOTUMOB.



NCTOYHUKN KOMOMHATUBHOWU U3MEHYUBOCTH

KoHborauyus u CnyyanHoe pacnpegenexve CnyyanHoe coyetaHue
KPOCCUHroBep XpPOMOCOM Npu Meno3se rameT Npuv onNNoAOTBOPEHUM
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B3amHoe BAMAHME TEHOB pPACMNONOXEHHbIX pPAaaoB — 3PPekKT

Noa1o0XXeHUnA reHos.



MyTaumoHHaa Teopums
(Moro ge ®pn3, 1901-1903 r.r.)

MyTaumm - 310 BHE3amMHble CKAYK00b6pa3Hble CTOMKME
M3MEHEHMSA B CTPYKTYpPE reHoTmna

CBOMCTBA MyTaLMM:
> BOo3HMKaIOT BHE3anHO, CKa4Koo6pasHo.

»HacnencTBeHHbl, CTOMKO NepeaalnTcs M3 NOKOIEHUS B
MOKOJIEHME.

> HeHanpaBneHbl - MyTUPOBaTb MOXeT /0601 JIOKYC
XPOMOCOMbI.

» OJHM U TEXEe MyTaLMM MOrYT BO3HMKaTb MOBTOPHO.



MpaBuno

buana-Tatyma

ApepHan TpaHtNAuuA
membpana

®EPMEHT

Benok

NMPN3HAK



daKTopbl, Bbi3blBalolWMe MyTaumm - MyTareHbil




Knaccudpumkaymm mytaymm
“To noBeeHMI0 MyTaLui B FeTEPO3UrOTHOM COCTOSHMUM:

- AOMUHAHTHbIE
- peueccnBHbIE
%HO Np1YMHEe, KOTOpas Bbi3BaJsia MyTaLMIO MM MO CNOCOOY MHAYKLUMU:

- CMOHTAaHHbIE - 6€e3 BUAUMbBIX NMPUYNH.
- MHAYUUPOBAHHbIE - BO3SHMKAKOLWME B pe3yJ/ibTaT€ KaKOro-t1o BO3,£I,el‘;1CTBMFI.
R [lo TOMY KOrjja oHu BO3HUKAIOT:

- cnopaguyecKkue
- yHac/1ieJ0BaHHbIe
*Mo ncxoay AN8 OPraHM3Ma:

NieTa/ibHble (oTpULaTe/IbHbIE)

nojiyaeTta’/ibHble

HeMUTpabHble

NOJ1I0OKHUTEJIbHbIE



*Mo BO3MOXKHOCTU Hac/ieJOBaHUS:

- reHepaTMBHbIE, T.€. MHAYLUMUPOBAHHbIE B MOJIOBbIX KJAETKaX.

- COMaTHU4ecKue, T.e. MHAYUMPOBAHHbIE B COMAaTUYECKMX KNETKax.
*Mo dheHOTUNUYECKOMY NMPOABAEHMIO:

- MOposIornyecKkme

- OUOXMMMYECKME

- (OM3M0SI0rnM4ecKkme

%HO YPOBHIO BO3HUKHOBEHUA (YypoBEHb U3IMEHEHUA
reHeTU4YeCcKoro marepuana):

- FeHHble (TOYKOBbIE)
- XPOMOCOMHblIe abbepaumu
- FeHOMHbIe

“IMo  YpOBHIO JIOKa/M3aUMM B  KAETKe, YTO 3aBUCMT  OT
PACMOJIOXKEHUA Hac/1e4CTBEHHOroO MaTepmana:

- AlepHble
- UMTONIa3MaTHUYECKHE (BHEAAEPHbIE)




“Tlo Mennepy - No cTeneHn YKJIOHEHWUA OT HOPMasIbHOro cheHoTMNa:

- TMNOMOPHbIE - JENCTBYIOT B TOM K€ HamnpaB/IEHMU, YTO U FEH JAMKOro
TUMa, HO AAT 0C/1ab/iIeHHbIM 3P dEKT.

- aMOp(Hble - He B/IMAIOT Ha M3MEHEHME MyTaHTHoro eHoTMna B
3aBUCMMOCTM OT [103bl. TakMe MyTauuM BbIFrISAAT KaK NoTeps reHa.

- aHTUMOP®HbIE - OKa3bIBalOT AENUCTBME NPOTUBOMNOIOKHOE AMKOMY TUNY.
- HEOMOPHbIE - AENCTBME KOTOPbIX COBEPLIEHHO OT/IMYAETCH OT AMKOrO.

- rMNepMopdHbIE - KOIMYECTBO BUOXMMUYECKOrO NMPOAYKTA NMOJ BAUSHUEM
MyTaLMM pe3Ko YBEIMYMBAETCH

*TNo xapaKkTepy M3meHeHua dbeHoTUna:

- IeTa/ibHble

- MOpONI0rMyecKkue

- pusnonornyeckue

- BUOXMMHYECKME

- NoOBeAEeHYECKME

- MyTalMK, BbIABAAEMbIE TOJIbKO B 3N1eKTpodopese.



1o ypOBHIO NOpaxeHUsA reHeTUYECKOro annapara:
_>

XpOMOCOMHbIe HapyLueHUA

[eHHble

[eHOMHbIe
MyTauuum MyTaLum

3meHeHune
HYKNeoTUOHOU
nocnenoBaTernbHOCT
n monekynol OHK.

YucneHHbIe
HapyweHus

Karyotype from a female with Down syndrome (47 X0, +21)
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Knaccudbumkauma mytaumm
No YPOBHIO USMEHEHUA FreHeTMYeCKoro Mmatepmarsa

1. T'eHHble MyTauMK - TOYKOBbIE, M3MEHEHME HYKIEOTUAHOM
nocneposaresibHoCcTH reHa (AHK)

..... ACGAUCUAU...

Thr lle Tyr

..... AGGAUCUAU..

Arg e Ty




[ [ eHHble MyTauMn (TOYKOBbIE): }

<+ —

Co caBuromm

0e3 caBura

PaMKN CHUNTbIBAHUA

PaMKN CHYHUNTbIBAHUA : :
(Frameshift Mutation)

..... ACGIAUQ|UAUS. ae AA con oot

Nyl | Simippimed/ | Mgl
Thr | lle || Ty Met Glu Ala  Gly

\
..... AGGAUCUAU..

Arg  lle Ty

l TOMEY=aa MyTallus




[ [ eHHble MyTauMn (TOYKOBbIE): }

Cco caBura paMkKun CHAUTbiIBaHUA
6e3 caBura paMKu CHMUTbiBaHUA ( )

MuuceHc-mymauyuu HNHcepyuu
- BCTAaBKU HyKJieoTuaa (0B)

- TOYeYHasa MyTaLus, B pesy/ibTaTte
KOTOPOM M3MEHEHHbIN KOJIOH HauMHaEeT

KoAupoBaTb APYry0 aMUMHOKUCIOTY JKcyusuu
(Hanpumep, cepnoBUHO-K/IETOYHAS - NoTepu HykneoTnAa (0B)
aHeMMA)

HoHceHc-Mymauuu - ocobas
rpynna TOYEYHbIX MyTaLMK,
- MyTaLMM 623 3aMEHbI KOTOpble NMPMBOAAT K 3aMeHe
aMMHOKMC/IOTHOIO OCTaTKa B COCTaBe CMbICNIOBOT0O KOAi0Ha cTor-
noAMNenTMaa. sl

CeliiMceHc-Mymauyuu




ToukoBbLIe MyTauumu 6e3 caBura paMmKkm CHUTLI

cermeet —— HOHCEHC
C 3ameHon ogHoun
bes sameHb! AMUHOKUCIOThI
aMUHOKUCIIOThI B
nonuvnenTuae. 3amMeHa HykneoTuaa c
doopmMmunpoBaHNEM CTOnM-
T.K. reHeTNYECKNi Koz, RO
N30bITOYEH
..TTC TGT AGT |...ACT CAG AAC...| --ATACGAGCT...
...Phe Cys Ser ...Thr GIn Asn... ..lle Arg Ala...
.ITC TGC AGT |...ACT CGG AAC...| --ATATGAGCT...

...Phe Cys Ser ...lhr Arg Asn... ...lle Stop



Frameshift myTauum
= MyTaLMUMU COJCABUIroM paMKu CYUTLIBaAHUA

feneyuu oynaukayuu
KUEERKWHK (3k3uyuu)
KonupoBaHue
BcraBka noteps HyKneoTnaoB u/nnu
Hykneortmnaa HyKneoTnaa TPUNETOB.
ATG AA GCA CGT AlUIGICIGIATUUIA UTA(C
UUA UAC |GGG Met Glu  Ala  Gly Met  Ag | leu Ty
Leu Tyr Gly "
UUA(L)UA CGG |G ATG AlUIG CIGIACGIACGAUUANU
Leu | Leu | Arg Met '+ Ag  Arg | Ag o lew

Met




[lepBUYHbIE 3P EPEKTbI MYTAHTHbIX FEHOB MOIYT NPOAB/IATLCA B
4 BapuaHTax:

1) otcytcTBME CMHTE3a NomMnenTuaa,
7) cuMHTe3 aHOMa/IbHOro NoMNenTMAa,

KOJIMYECTBEHHO HEeAO0CTAaTO4YHbIM CMHTE3 NoAuNenTmMaa,

A ———

4

KOJIMYECTBEHHO M36bITOYHbIM CUMHTE3 nosmnentuia. Ha
OCHOBE nepBMYHOro 3(dpdeKTa pasBePTbIBAETCA BECb
C/IOXHbIM MaToOreHe3 reHHou 60J/1e3HU, MNPOABAAIOLMAUCS
onpeAeneHHOM KAMHUYECKOU KapTMHOM.



[eHHble MyTaLMK NeXKaT B OCHOBE Pa3BUTUSA rE€HHbIX 60JI€3HEMN,
CBAI3aHHbIX Yallle BCero ¢ HapyLleHMeM 06MEHA BeLLeCTB.

K TakMM 601€e3HAM OTHOCATCA:
* CepnoBMAHO-KNETOYHAA aHEMMS;
* DeHUNKeTOHYpUS;
*FaNnaKTo3eMus;
* ANbBUHU3M
* Okcanypus
*YpaTtypus
*'eHepa/M30BaHHasA aMMHOALMAYPUA
*UncTrHypms
* PpyKTO3EMMA
*CuHapom ae Tonu-/lebpe-Pankonn 1 ap.

AnarHoctumka:
BUMOXMMMYECKMM aHanus
MeToabl MONIEKYIAPHOM AMArHOCTUKM




CepnoBuUAOHO-KNeTo4yHasd aHeMuUs.
B cTpykType remornobuHa ectb 2 uenu a u 3.
Ecnn B B uenn B 6 KogoHe (T.e. 6 pamka
CUMTbIBAHUA) NPON3OMAET 3aMeHa afeHNHa Ha e
TUMUH, TO BMecTOo AK rmyTamMuHa B MOneKyny 7/ '
remorrioouHa wecton AK byaet BanuH. ;
bernok ¢ Takoun nocneposatenbHOCTbIO AK
bynetr gpyrom S 0enok (reHHasi peueccmBHas

MyTauns 6e3 caBura pamku CHUTbIBAHUS).




PAH
gene

Chromosome 12

®DeHunkeToHYpHa (PKY)

* AyTOCOMHO-peLecCUBHOE

“MyTauma reHa KOAMPYIOLLEro CMHTE3 6esiKa-
depmeHTa - PeHunNanaHUHIMApPOKCHMIa3a

* lokanusauma reHa 12q22-q24.1.

*YacTota 1 : 10.000 HOBOPOXAEHHbIX


http://3.bp.blogspot.com/-fXlF_nSoR8M/T43K_d868LI/AAAAAAAAADY/1Gv9hzuLdtU/s1600/phenylketonuria-symptoms.jpg
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ANarHocTUKa - GMOXUMUYECKMU METOA

HeoHaTarnbHbIU CKPUHUHT




JleyeHne OKY: onuerta ¢ HU3KUM

cogepXaHmem oberka.

YMeHbLUEHME NMPOAYKTOB, TAKNX Kak MACO, LbINNEHOK, pbiba,
anua, colp, 6066l U MOMOYHbIE MPOAYKTLI U Ap.

[lepeBoa rpyaHbIX OeTEN Ha UCKYCCTBEHHbIE CMecK

High Phenylalanine Foods:

Fish = ned
Beans | _[T——_
ﬂ Dairy 2
Nuts &
Diet Soda Legumes

Eggs
@it Whet

High-Protein Foods

Sugars
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Low Phenylalanine Foods:

‘ Most Fruit

Most Vegetables ”
( SN
‘ Special
‘ Breads
Cookies
Crackers

Low-Protein Foods
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FAJIAKTO3EMUA

Glucose-1-phosphate

UTP D UDP-Glc
pyrophos.
PP, .

TypeB/ UDP-Glucose

UDP-Gal
epimerase

UDP-Galactose

[[anakTo3a npeobpasyeTcs B
[MHOKO3Y Nod OeENCTBUEM TPEX
depMEHTOB

Galactose Type 2

ATP -
galactokinase
ADP

Galactose-1-phosphate

UDP-Glc:Gal-1-P
uridylyltransferase

Type 1

Y
Glucose-1-phosphate

i phosphoglucomutase

Y
Glucose-6-phosphate



ECTe TPM TUNA raslakTo3eMHH, CBA3aHHbIE C TPeMA
Pa3HbiIMHU MYTAUNAMU

locus Enzyme name
Type 1 9p13 galactose-1- classic galactosemia
phosphate uridyl
transferase
Type 2 17q24 galactokinase galactokinase
deficiency
Type 3 1p36- UDP galactose galactose epimerase
epimerase deficiency, UDP-
p35 Galactose-4-

epimerase deficiency



http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Classic_galactosemia
http://en.wikipedia.org/wiki/Galactokinase
http://en.wikipedia.org/wiki/Galactokinase_deficiency
http://en.wikipedia.org/wiki/UDP_galactose_epimerase
http://en.wikipedia.org/wiki/Galactose_epimerase_deficiency

CuMnTOMBbI ranakrosemMmumm

Y MnageHueB CUMMTOMbI MOryT NOABUTBLCA B NepBble HECKOJIbKO OHEN XN3HWU, ecnu
OHU eaAT rpygHoe MOJ10KO Ui CMEeCU, KOTOPOE COOEPKNT JTaKTO3Y.

CMNTOMbI CBSAA3aHbl C HEBO3MOXHOCTbIO MCMOMb30BaTh MMHOKO3Y Kak MCTOYHUK
SHEepruu:

1. 3arpyaHeHHoe KopMieHue

f Brain damage 2. Psota

| . 3. CnabocTb U COHNMMBOCTb
ﬂ X 4. 3amegneHHoe yBenmyeHue
O | _~ Jaundice Beca

R >~ Enlarged liver 5. KoHByrnbcum
: 7. YBenuyeHHasa neyeHb
If a galactosemic (renaTomeranusi)

infant is given milk,
) unmetabolized milk 8. noXxenTeHue KOXu un rnas

sugars build up and (>kenTyxa)
damage the liver, eyes 9. >KunokocTb B XKMBOTE (acumT)

\\_ , ) kidneys and brain 10. KpOBOTe‘-IeHI/Ie



OcnoxHeHus

6akTepmanbHble MHAEKLMM (CENCUC) U LLIOK.

cepbe3Hble, HeobpaTumble 3P EKTbI NN AaXKe CMEePTb B TeYEHUe OHEN OT
pOXOEHUS.

Be3 neyeHns mnageH4Yeckass CMePTHOCTb COCTaBNSAET NpMbnuantensHo 75%.

HakonneHue ranakTo3sbl 1 ee NPOAYKTOB B Pa3nUYHbIX TKaHAX N OpraHax

NEYEHUE

avera

Tgalactitol 1T( Galactosa /
/ ! Bl
- : '

tGal 4P —0 8

LG1PUT -1-

e , % - V
Cataratas vUbP-Gal —___ | ‘¢Vw Fd
§ ﬁ @v -




I'EHOKOIINN

- 0AUHaKoBoe PeHOTUNMUYEeCKoe MNpoABJeHME MYyTaLMU PasHbIX
reHos.

Tpu ™vina remopunun (A, B, C).

“TFemousiua A - peueccMBHas MyTauua B X-XPOMOCOME.
Bbi3blBaeT HeAOCTAaTOMHOCTb B  KPOBM  QHTUreMOMMUJIbHOro
cdakTopa VIll. Takas remModuims cYMTaAeTCs K1aCCMYECKOM, OHA
BCTpeyaeTcA Haubonee 4dacto, Yy 80—85 % OONbHbIX
remodmamen. TaKENble KPOBOTEYEHMS MNpU  TpaBMax M
onepaumax HabawaaTca npu yposHe VIII dakTtopa — 5—20 %.

“IFemousiua B - peueccuBHad MyTauma B X-XPOMOCOME.
HepoctatoyHocTb IX ¢aktopa KpoBu (Kpuctmaca). HapywieHo
06pa3oBaHME BTOPMYHOM KOaryJisiLMOHHOW NMPOBKM.

“ITemounua C - ayTOCOMHbIA  PELECCMBHbIM,  M6O
JIOMMHAHTHbIM (C  HenoJiHOM NEHETPAHTHOCTbK)  TMM
HacJie40BaHUNA (BCTpeyaeTcA Kak Yy MYXYMH TaKk M Y  KEHLWMH)
HeaocTaToOvHOCTb X| haKTOpa KpoBM.




2. [@eHOMHble MyTaLUuU

A) nosiunsiouduu - UBSMEHEHUE YMCNAa XPOMOCOM
KpaTHoe ranjionaHomy Habopy.

b) eemeponsiouduu (aHeynsouduu)
- MO ayTOCOMaM
- MO NOJZIOBbIM XPOMOCOMaMN

“TprucoMmum
* MOHOCOMMM
*HyIMCOMMM

[IprMepbl:

bone3Hb JayHa, CuHaApom SaBapaca u [aTay;
Cunnapom KnanHdenbtepa u LepelweBckoro-TepHepa



3. XpoMOCOMHbIe abbepaumnu

A) BHYTpMXpPOMOCOMHbIE :
* neneunn

* nynavkaumm

* HBepCcMM

ABCDE

ABCDE

o |

ABCDE

ABCDE

o e e e |

ABEDC

WHBEPCWA
— ey

Teancnokas A B EC D

wnmvkaums A B CD.E E

b) MeXXXpOMOCOMHbIe (TpaHC/I0KaLUMK):

* PeLnpoKHbie
* HepeumnpoKHble

[lpumep: CMHAPOM KoLlaybero Kpuka (46, 5p-)

ﬂ_,MaI'HOCTM Ka. UMToreHetu4eCkmne MmeTobl




XDOMOCOMHbIEe 60/1e3HU

*BbI3BaHbl U3MEHEHMEM YMCA M CTPYKTYPbl XPOMOCOM
*M3BecTHO okono 100 CMHAPOMOB

*YacTtoTta okono 1%, 7-8 aetelt Ha1000

*25% -ayTOCOMHbIE TPUCOMMM

*35% HapyLLeHWA NOIOBbIX XPOMOCOM

*40% XpOMOCOMHble abeppaLmm

“B CTPYKType AeTCKOM CMEepPTHOCTU 0 5 neT coctaBnaoT 3-4%



nosiunisiououu

HoBopoKaeHHble ¢ KapMOTHNamM
69,XXX (BepXHUH PAL) M 69,XXY (HUKHUH pad)

UcToyHHMK: Schinzel A, Catalogue of unbalanced chromosome aberrations in man: Second revised and expanded
edition. - Walter de Gruyter: Berlin - New York, 2001, - 966 p,



HepacnozHaHHEIE

nona

OBbEKT HCCNELOEAHHA: NYNOEUHHAA KPOEL N
Kapwotun nnoga: 47 2 +21( curgpom DayHa)
PekoMeHLOBAHO MEWKO-TEHETHYECKOR KOHCYNETHPOEAHHE

CuHapom dayHa -Tpucomma 21

*YacToTa 1:700- 1:800 npocTas
Tprcomusa 95% mosamnyHasa popma
2% TpacnoKauMoHHaA -3-4%

*'unoTpodua Npu poxaeHMH
*Kpyrnoe nnockoe nuuo
*TNnockaa cnMHKa Hoca

* MOHronouaHbIM paspes rnas
* KpynHbIM BbICYHYTbIM A3bIK
* Pa360/1TaHHOCTb CYCTaBOB
*TNopok cepaua

* CHUKEHHBIM UMMYHUTET
*YMCTBEHHaA 0TCTasI0CThb



CMHp,pOM ,ﬂ,ayHa

YY\(




YcnewHble nwgu ¢ cuHaApomMoMm [layHa

1. Kapen NadgpcgpHu
(1977r.p.)

* pykoeodum HeKoOMMep4YecKoU
op2aHu3ayueu, noMoraroLlemn
agantaumm B obLecTBe OETAM C
OrpaHNUYEeHHbIMN BO3MOXHOCTSMMU,
B YaCTHOCTWN, ¢ cuHagpomom [ayHa.

« HecmoTps Ha napanu3oBaHHYO
NeBY0 HOry, OHa cTana nepsbIM
4yeriloBeKoM ¢ cuHapom [layHa,
CyMeBLUMM nepersibimb Jla-
MaHuw.

» [locne atoro NadpdHM ycTaHOBMNA
eLle HECKONbLKO pekopaos, ctana
3os10mou medasiucmekou
lMapanumnuuckux uep.

 HepaBHO oHa nosny4una oursiom
rno4yemHyo20 OoKmopa
YHueepcumema lNopmirneHoa,
wtat OperoH.




2. Ma6no NuHepa (1974r.p.) Mcnanus

* KCMNaHCKUN aKTep, NONyyYmBLUNA B
2009 rogy «CepebpsiHyto
pPakoBUHY» KMHoecTneanga B CaH-
CebacTbsiHe 3a NyYLLYI0 MYXCKYIO
posib B punbme «HA Toxe».

* OH xuBet B Manare n pabortaet B
MYyHUUUNANUTETE, a Takke
npenogaer.

* Y [1abno ectb HECKOMNbKO ANUMNITOMOB:
npenoaasatens, bakanaspa
MCKYCCTB 1 OUnmnom B obnactu
negarorm4eckom NCUxXornoruu.

« Korga oH BepHyncsa B Manary ns
CaHn-CebacTbsiHa, rae nony4an npus,
Map ropoga PpaHcucko ae na Toppe
Bpy4un emy Harpaay «LuTt ropoga».




3. Tum Xappwuc (1986 r.p.) N

* B wkone oH 6bI1 yaoCToeH 3BaHUA
«CTyneHT rogay.

* 3aKOHYMIT KONeox,

* y4yacTBoOBan B crneuuanbHou
OnumMmnuage Kak BenmkonenHbIn
AXTCMEH U1 OMNbITHbIN PblDaK.

* yCrMeLluHbIN pecTopaTop.

« Emy npuHagnexut Tim's Place,

(o4 ~ ~ % ' : 2/ v \ y o > <
«CaMbIN OpPYXKeNOHbIN Vheen @ 7 ) G

pecTopaH B Mupe», KoTopbIin
npeanaraeT NnoceTnTensam, NoOMMMO
TpaAuLMOHHbIX bntoa, 6ecnnaTHble] |
oobaTUA Tuma. .

 C MOMEHTa OTKpbITUA pecTopaHa B
2010 rogy Tum obHan bornee 22  §
ThICAY YEeOBEK.




Poaunncsa B ApreHTunHe, ¢ 15 net B

4. Murenb TomacuH (1972rp.) Axrmm

 Mwurena TomacunHa HasbiBaloT
rypy aKcnepumMeHTasribHOU
MY3bIKN.

 OH GapabaHLWUK U Yy HEero ecTb
cBos rpynna — Reynols.

* Y Hero Takxe BblLWn OBe
CONMbHbLIX N1AaCTUHKKU — repBas
Obifia ynakoBaHa B HOCKM,
BTOpasi Hocuna Ha3BaHUe
«HTEPBbLIO C caMuM cobon».

* Mwurenb perynapHo BbICTynaeT B
LLIKOSax M LueHTpax angd
BOnbHbIX OETEN, NCNOMHAA Kak
CBOW MecCHU, Tak N KaBep-
BEPCUMN NeceH N3BECTHbLIX POK-
MY3bIKaHTOB.




LLloTnananm

5. NMNayna Cax (1980 r.p.)

AKTpuca

CHSAMaccb B HECKOJTbKUX
domnnbmax

3a posib B 6puUTaHCKOM
dounbme «llocne Xn3HM» oHa
nony4duna npemumio BAFTAB
KaTeropumn «Jlydwunm oeodroT B
KNHO»,

npodeccrnoHanbHO UrpaeT B
HeTOOo

cTana ycrewHbIM agBOKaToM.
OKa3blBaeT pUaNYECKyHo
NoO4EPXKKY OBYM
MeXOyHapoaHbIM poHOaAM —
Ann Craft n Mancap.




CLUA

6. PoHanbg [1>XxeHKUHC
(1988 r.p.)

* yCMeLUHbI¥ MY3bIKaHT U
komno3utop. Mimeet 4 anbboma

* PoHanbp Hayan 3aHumaTtbcA
Urpou Ha NUaHUHO B YeTbIpe
roga.

* 3anucbiBaeT My3blKy B CTUNE
OT TEXHO A0 XMN-Xxomna n pokK-

H-porna. RONALD JENKEES _ "

e 3Be3ga YouTube \ )
« ABTOP TEMbI AN noakacTa ~~, t

* YyacTHUK Tenenepenav . )
« ABTOp nybnukauum B !
XypHanax



/. CtecpaHu TvMH3

(1984 r.p.)

nepBasi akTpuca c cuHgpomom [layHa B
NCTOPUN KNHEMATOrpada.

Boiweawmn B 1996 rogy punom «dyo»
cTan ceHcauunen u bbin yaqocToeH
MHOXeCTBa Harpag: npemus
AMEpPUKaAHCKON KNMHOaKageMum, npemms
Ynkarckoro mexagyHapoaHoro
KnHodoecTtusangd, Harpaga \WWasserman
3a Ny4dwyo KnHemarorpaduio, Harpaabl
komnaHum Warner Brothers n MaptuHa
Ckopcese.

CnycTsa rogbl nocne Bbixoga dpunobma
CtedhaHun ctana 0okmopom
MeOUUUHCKUX HayK, NOSTly4nB CTENEHb B
YHuBepcutete Yonrtepa [>KOHCOHa B
betecae, wrtara MapuneHa.

Bo Bpems yyebbl B By3e CtedhaHu
CHMManachb B pekname n urpana B

HECKOJ1bKUX TeaTpalJibHbIX NOCTaHOBKaAxX.

CLUA




8. Mapusa HedepoBa

00 HeaBHEro BpeMeHu boina
eOVUHCTBEHHbIM odbuLManbHO
TPYOOYCTPOEHHbIM YerloBEKOM C
cuHgpomom [ayHa B Poccumn.
OHa paboTaeT B LeHTpe
«dayHcang An» noronegom m
NOMOLLHMKOM neaarora, noMmoraeT
cneuymanuctam npoBoauTb
rPynnoBble 3aHATUA AN OEeTEN C
cuHgpomom [ayHa.

AkTpuca.

nurpaet Ha pnente.

MockBa




9. Pam MOHA Xy XyOOXHUK. B

KanndopHuu xxmnBet aBaguaTUnAaTUIIETHUN
XyooxHuk PanmoHg Xy. OH pucyeT, ncnosnb3sys
KNTaNCKY0 METOAUKY, TYLLUbIO N akBaperbio Ha
pucoBon bymare. Pucyet PanmoHg nopTpeTh!
XXUBOTHbIX — NbBOB, TUTPOB, fLLiepuL, CITOHOB,
pbIO, Yepenax, cobak.

10. Mapwusa JlaHroBas eowna s

OCHOBHOW cOCTaB crnevuuanbHOW OnMMMNUNCKONn
cbopHon Ha Urpax-2011 B AdpuHax n B3sina
«30M0TO» B MNiflaBaHUM Ha OUCTAHUNU BOSTbHbIM
ctunem. N ato He nepBas nobega Mapun.
PaHee oHa yxe BbiMrpbiBana Ha CneunansHon
Onumnnage cepebpo.



http://www.minibanda.ru/3-03871ac6-c7e6-49df-a169-7a01f046310d.html

11. Nackanb JOKEHH - nepebii

akTep, boneH cuHgpomom [layHa. 3a ponb B
apame XXako BaH Jopmena "[leHb BocbMon",
akTep HarpaxaeH CepebpsiHon npeMunen
KaHHCKOro KMHodecTnaang BMecTe CO CBOUM
napTHepom no punomy aHnanem Otoem.

12. kaprepa Makca Jlbtonca,

NMOHAOHCKOro MarnbYuLLKM ¢ cuHgpomom [layHa,
Hayanacb B 12 nert c ydactma B MareHbKoW
NOCTaHOBKE B MeCTHOM TeaTtpe. B dunbme,
HOMMHUPOBaAHHOM Ha 3onotoun nobyc, Makc
Jlbtounc ceirpan ¢ Takumm 3sesgamm Kak Kaut
bnaHwer, [xyou JeHy n bunnom




13. AkTep TeaTpa [NpocToayLLHbIX Ceprel‘/'l
MaKapOB 3a rMmaBHYI0 posnb B hunbme

«CTapyxu» nony4yun rnaBHbIM Npu3 dpectnBang
«KnHoTtaBp». Takke Ha ero cyety: 3onoTas Meganb
KnHodecTtmBansa [loma XaHXoHKoBa 3a ponb MUKOMKU

B X/ "Ctapyxu"; 2004r.

14. AHgpen BOCTPUKOB —
yemnuoH Poccumu n mupa.

25-neTHnn Monoaon YeroBek C
cuHgpomom [layHa ns BopoHexa ctarn
abCcontTHLIM YemnmoHom Poccumn n mmnpa
MO CMOPTMBHOW TMMHACTUKE cpeaun OeTeun C
OorpaHNYeHHbIMN BO3MOXHOCTAMMW.
30510TbIM npusepom CrneumanbHbIX
Onumnunag B LWaHxae n AdumHax.




15. Cawa YpBaHUueBa

Cauwe YpsaHueson 15 netr. Ona MOLEJ1b. NMuxo nosupyer

nepen gootokamepamu, gedpunupyet B BeHEpPHUX Hapsgax v
MedTaeT pabortatb B [Mapwxke. [Msaa9 Ha cHUMKKM Calum, Bbl HUKOrga
He nogymaeTe, 4YTo y Hee cnHgpom [dayHa. - B anpene oyay
BbICTynaTb Ha «Heagene mogbl» B Ye, - C ropaocTbio 4ennTCS
nnaHamu AnekcaHgpa. — Mama yxe WbeT MHe natbe B SASMOHCKOM -
ctune. Ewe gBa roga Hasag o Mupe rnamypa en npMxogunoch
TONbKO MeudTaTb. Calla nexana B NoCcTenu nocrie onepaunmn Ha
Horax (y 4eBOYKM eLle cTpalluHasa 6one3Hb CyCTaBoB -
peBMaTonaHbIN apTPUT U CIOXHENLLNIW NOPOK cepaua, 40BOSTbHO
YacToe OCITIOXXHEHME Y «COSTHEYHbIX» OeTen). - YBuaena nepegady
«Ton-moaenb no-amepukaHckm ¢ Tanpon BaHke». U cpasy
3aropenachb - Xo4y, FroBOPUT, ObITb MOAENbBIO N BCE TYT, -
pacckasblBaeT Mmama Cawum Hatanbsa YpBaHueBa. W okasanocs,
yT1o Y Cawm npnpoxaeHHbin TanaHTt! - OHa oyeHb cTapaTernbHas, -
rOBOPUT agMUHUCTPATOP domnuana MoaesibHOro areHTCTea
«lMNpembepa» Papuaa LLyyanuHa. — He nponyckaeT HM OgHOro
3aHaTUA. Kctatu, HMKakux nobnaxek Mbl e HE Aenaem,
BblKflagblBaeTcs no nosnHon. Kaxabin war no noguymy gaetcs
Cawle ¢ 6onbluMM TPpyaoM, U Mano KTO 3HAET, YTO NOCIIE KaXXaoro
3aHATUA oHa nagaet 6e3 cun. - Korga s yaHana o gnarHose Cawm,

He Morna MoHSATb — 3a YTO MHE 3TO0? — npuaHaetca Hartanbs. — '%'
Beab A Bcerga xoauna B LepKoBb, Monuniack, a bor gan mHe Takoe e
HakadaHue. A cenyac 9 NoHMMato, YTo OHa JaHa MHE He «3a YTOY, /\ '
a «Aans Jeroy»: korga Cawa BbICTYNaeT Ha CUeHe, NOET N TaHUYeT, S

OHa nomMoraeT gpyrmm Jirogam rnoBepuTb B COOCTBEHHbIE CUMBbI.



16. IxxencoH KuHrcnu
n
17. Mutyenn JleButu

KHura nucanacb Tpu roga ¢ NoOMOLLbIO
nx poagutenen. Monoable nogm oobu-
NNUCb 3HauUTerNbHbIX ycnexos. K
MOMEHTY OKOHYaHUA KHUMN [>XKencoH
YUUSICA B CTapLUMX Knaccax LKOsbI,
MwuTyenn ycrnewHo OKOHYMUI LLKONY,
oba manbinka pabotatoT. OHuM OT
NepBoro fnmua pacckasbliBalOT O CBOEN
XU3HN. BOT HEBONbLLION OparMeHT.

JASON KINGSLEY ano MITCHELL LEVITZ

COUNTUSIN

GROWING UP WITH
DOWN SYNDROME

“Ehurt purants waiw tudd e cigeit
avthing bus Jrion Ernginy end
Wbl Lisits swrn ok p beaciane
thew purents 4 Y Intess They
sovr (e sonn Lt ehamcs te Yham
aw (ar thay ©odd gu.oand they we
oytmadnd everyane’™  Jast e

}f
o

ATY KHUTY Hanucanum
>xencoH KuHrcnu m
MuTtyenn JleBuTu,
MonoAble aMmepuKaHubl C
cuHapomom [layHa.



IBerinHa brnepaHc (1969 rp.):

OH cHancya B 0COOeHHOM Knune
"Henocen"

“Cema ocBeTUN MEeHA 0COObLIM CBETOM, KOTOPOro
A1 paHbLUe He 3Hana"



CvHapowm MaTay - Tpyucomma 13

Kapnotmn47,13+

* 47 (13+)

*YacToTa 1:6000

* BblgensaT TpY hOPMbI:
npocrtas Tpucomma -75%
Mo3an4yHaa popma -5%
TpaHcnoKaumoHHaa -20%



CuHapoMm lNaTtay

DeHOTUNMYECKME NPU3HAKM:
*Hepopa3sBuTHe MM OTCYTCTBME a3
* PacLyenmHa rybbl u Heba
*MNoNMaaKTMAMA, CUHAAKTUANA
*NopoKM BHYTPEHHMX OpPraHoB

JleTn normnbatoT Ha NepBOM roay
YKU3HU




CuHapoMm DaBapaca TpMcomma 18

Kapuotun47,18+

XapaKTepHbl MHOXECTBEHHbIE
MOPOKMU Pa3BUTUA:

3a/lep’KKa BHYTPUYTPOOHOro
pa3BUTHA

* BbiCTynatoLmi 3aTbINIOK

* HM3KO MocaKeHHble aHOMaJIbHOM
(OpPMblI YLLIHbIE PAKOBMUHDI

MMKPOrHaTUA
COCKOBbIW TMNEPTENIOPU3M
KOpOTKas Lwes,

nepekpbiBaHMe V nanbuem KUctu IV
n Il nanbuem lll

* CMHAPOM MMeeT HebaronpUATHbIN
NPOrHos, A0 Tpex JeT 60/1bMHCTBO
aAeTten nornoaet

*

* ok kK



CuHppoMm LepeweBckoro-TepHepa

Tvn MyTauMm - reHoMHaa reTteponjionaua no Tuny
MOHOCOMMU X-XPOMOCOMbI.

[IpMyMHa - HE pacxoXXJeHUe XPOMOCOM
Kapunotun - 45, X0

(S S S A
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Numdpenema cton.

[leBo4vka 14
net



CuHapom LLlepeweBckoro-TepHepa
*BcTpeyaemocTb 1:2000 - 1:3000
* heHOTMN KEHCKUI
*pocT 135-145cm
“KpbINOBMAHAA CKNaJKa Ha wwee (OT 3aTbi/IKa K naeyy)
“HU3KOE pacrosioXKeHWe yLiel
*Heopa3BUTHE NEPBUYHBIX M BTOPMYHBIX NOJIOBLIX MPM3HAKOB
“B 25% NOPOKM cepALa U Moyek
“HUHTeNNeKT Yae coxpaHeH
*Becnnogue
*3PEKTUBHO paHHEE rOPMOHA/IbHOE JIeYEHUE



Tvin  MyTaymu

CuHapoM KnanHdenbtepa

r€éHOMHaA

rereporiiongua no rnoJioBbiM

XPOMOCOMaM Mo Tmny TpUCoMmM.

[IpUYMHA - HE pacXoXKAEHME XPOMOCOM

KapuoTtun -
47, XXY;
47, XYY;
48, XXXY
48, XYYY;
48 XXYY;
49 XXXXY;
49 XXXYY.

¢ 3f &5 A
RE %3 %3 %& &5 BK Ba

ad Ad AM XX &AM AA TE'Y

13 14 15 16 17 18 19 20

ad AL ‘ZEX” .

21 22 Y



CuHppom KnanHdenbtepa
*BcTpevyaemocTb 1:400 - 1:500
* DeHOTUN MYKCKOM
“YKeHCKUM TMN TenocnoXeHus
*T'MHeKkomacTus
*BbICOKMIM pocT
* IIMHHbIE PYKM U HOT U
*Cnabo pa3BUT BOJIOCAHOM MOKPOB
*CHUKEHME MHTEeNINeKTa
*MHorpa HeCKONbKO MMNY/IbCUMBHA M arPeCHBHbI
*HepopasBuTie CEMEHHMKOB

*Cnaboe pa3BUTHE NEPBUYHBIX U BTOPUYHBIX MOJIOBbIX
NMPM3HaKOB

“HapyLeHue cnepmaTtoreHesa - 6ecnioame
*MHorpa 3bdeKTMBHO paHHEe roOpMOHa/IbHOE leyeHMe.






CuHApPOM TpUCOMUU X

Tun MyTauMn - TEeHOMHaA retepornjonamMa no noJioBbiM
XPOMOCOMaM Mo Tmny TpUCoOMUM.

[IpUYMHA - HE PacXOXKAEHME XPOMOCOM

Kapuotun - 47, XXX K( a& 3« M M
K& HK I 3& LR

ADADAD  Xxxpan A% XK
UTE ) 14

21 22



CuHapom Tpucommm X
“BcTpeyaemocTb 1:800 - 1:1000

*KAMHWKa HepefKo 6eAHa CUMMTOMaMUMKEHCKMIM OpraHm3m C
MY}KEMNOA06HbIM TEJIOC/IOKEHNEM

*He0pa3BUTHE NEPBUYHBIX M BTOPMUHBIX NOJIOBbLIX MPM3HAKOB
*B 75% yMCTBEHHasA OTCTal0CTb

*HapyLlueHne dYHKUMM AMYHMKOB

“MOryT UMeTb aeTeM

“NOBbILEH PUCK LIM30bPEHMH



XPOMOCOMHbIE abeppauun
CuHapoM Kolaybero Kp1MKa

*46,5p-
* XapaKTepHbi:

*Tnay HanoMMHaeT
MAYKaHbe KOLLKM

& YMCTBEHHadA OTCTa/I0CTb




MexaHu3Mbl 3alimLLaloWLme oT MyTauMH



«AHTUMYTareHHble MeXaHM3MbI>

* Bolpaxk0eHHoCcmb
2eHemu4ecK020 Koda

Mepsan 6yusa

Bropas 6ykBa
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* lunnoudHocme

*YUHMPOHbI

Transcription, elimi-
nation of intron
transcript segments,
and splicing of exons

MRNA 1 L t




*TaHOeMbl

*Penapayus

*MemunuposaHue
JIHK

DNA caxapodocarHbii

aln s napkl 0CHOEaHMH,
CBA3AHHLIE
BOAOPOAHLIMH
CBA3AMU

\I, MoepexpeHne

YnaneHue
NOEPEXIEHHOTO
y4acTka

DNA-nonumepasa
CTPOMT HOBYIO KOMMID
no COXpaHueW edca
MCNPAaEHOW KOMHK

\l( DNA-nuraza

Cll HBAET pa3pbiB




O6Lwwm1e NpUHUMNbI 1Ie4eHUs HacieACTBEHHbIX 3a60/1eBaHUM

* CuMnToMaTH4ecKoe

*NaToreHeTnyeckoe



s R

s [ron | R

2AXLLB—>-

A1,A2

BbiBegeHne TOKCUYHbIX METADONUTOB

OrpaHun4yeHue NocTynneHns unu obpasoBaHus cybcTpaTa
BocnonHeHne HegocTtarowero npoaykra
depMeHT-3amecTuUTeNbHas 1 epMeHT-MHayunpyowasa Tepanus
[eHOTEepanus



OcHoBHble noaxoAbl K
naTtoreHeTU4YeCKOMY J1Ie4EeHMIOo

CHMXXEeHMe Harpyskm Ha noparKeHHblu MeTaboimvyecKuu
nyTb

*a) OuneToTepanus

%
b) UHrmbunposaHne pepmMeHTOB, HAXOAALLUXCS Bbille
meTabonmyeckoro 6,10Ka

KoppeKuusa HepgocTaTKa npoAyKTa 6,710KMpoBaHHOMU peaKkuuu
*a) BocnosHeHMe HegocTatoLWwero npoayKTa
*b) YBenunyeHue nocrynaeHus cybcrpara

%
C) BBeaeHne anbTepHaATUBHbIX CYHCTPATOB

CHUXKEeHMe MeTabo/IMYeCKOM TOKCUMYHOCTM HaKanJIMBaeMbIX
NnpoayKTOB



OcHoBHble noaxoAbl K
NnaToreHeTUM4YeCKOMY JIeYEeHMUIO0

CtumMmynauma pa6otbl gedpeKTHOro pepmMeHTa
%a) [MTpmeHeHne KopepmeHTOB
%b) dapmaKonormyeckme warnepoHbl

BoccTtaHoBNeHMe HepocTawlero dpepMeHTa

*a) TpaHCMAaHTaLWA reMOMNO3TUYECKUX CTBOMOBbLIX KETOK
*b) TpaHCnAaHTaLMs OPraHoB

*C) depmeHTHas 3aMecTUTeIbHas Tepanus

[eHOTepanuAa



I1o ypoBHIO NopakeHust
HaCJIEJCTBEHHOIO anmnapara
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