U3IMEeHYMBOCTb
KaK OCHOBHOE@ CBOMCTBO *XMBOTIO.

HacnegcrtBeHHas
N3MEHYUYMNBOCTb.

[ €HHbIE 1 XPOMOCOMHbIE
bonesHun Kak pesyrnerar
MYyTaLMOHHOro npoLecca




*UaMeHYyuBoCMb

N3MeHYNBOCTb - CBOUCTBO OPraHN3MOB
npnodbpeTaTb HOBbIE NMPU3HAKN, CBOUCTBA
M 0CODEHHOCTM B npoLecce
MHOMBUOYaNbHOroO pa3BnUTUA NoAa
BIMUAHNEM BHELLUHUX N BHYTPEHHUX
doaKTopOB.




N3MeHUYUBOCTbL

/N
4 <

HacnepcreseHHasn. ’ Hel-\facnep,CTBeHHaﬂ.
[eHOTUNKMYECKaA, T.e. CBA3AHHAA C deHoTUNMYECKaA, T.e.
U3MeHeHnem reHoTuna, no CBA3aHHaA C USMEHEeHnem
[apBUHY - HeonpeaeneHHaa Uau deHotvna, no JapsuHy —
NMHAUBMAYabHaA onpeaeneHHaa nnum
rpynnosas.
/N

A Ay

MyTaumoHHas | | KombuHaTMBHas MoangukaumoHHas




* MoauduKauMoHHaA U3MEHYUBOCTD

*He nepepgaeTca no HacneacTBy
*3MeHeHMs 3aTparnBaloT TObKO (PeHOTMM

*HocuT rpynnoBoi xapaKTep

*T' naBHbIM aKTOp, ONpeAenALWMiA NPoABIEHUE
NMPM3HaKa - YCA0BUAMM CYLLLECTBOBAHMS;

*MoandHKaLMOHHAA U3MEHYMBOCTb HOCHT
HarnpaBJ/IEHHbIX, YaCTO NPMUCNOCOBUTENbHbIM
XapaKTep;

* laHHBIN BUJ, USMEHYMBOCTM 06paTMM

*Mpeaenbl NpoABAEHMA NPU3HaKa OnNpeAenaTCs
HOPMOM peaKLUM - BapbUpOBaHME NpU3HaKa B
npeaesiax reHoTuna: y3kasa M LUMpOKas.




CIHHMHHKA HOCa

npaMas BOrnyTas BbIITYKJ1as BOJIHUCTAA

HOpMa peaKu'MM / L S
L & B ¢

E
/
&

*OHa MO}KeT 6bITb 3K0ﬁ, Korp'a an3HaK :Z:Kp\T.’lEHHOC TYIoe OCTpoOEe Kpyrijioe
M3MEHAETCA He3HaynTeIbHO. Yalle 3710 ‘ocmoBamme HO CA

Ka4yeCTBEHHblIE UM HEMNJTAaCTUYHbIE NPU3HAKM
(MpU3HaKKU, yCTaHaAB/IMBAEMbIe OnMncaTesibHbIM
nytem (rpynnbl KpoBU, (oOpMa Hoca U T.4.))

*M WMPOKOM Korza npu3HaK M3MEHSAEeTCA B
LUMPOKMX nNpeaenax. ITo naacTU4Hble
NPU3HAKU UM KOJIMYECTBEHHbIE (NMPU3HAKM, i
onpegensaomeca nyteM UsMepeHus:
NUrMEeHTaUMA KOXM Y YesloBEKa, POCT, Macca
Tena). Takue npusHakm MOXKHO BbICTPOUTL B
MOANDUKALIMOHHBIM pAJ.

*MOANDUKALINN - HeHacneaCTBEHHblE
M3MEHEHMSA NPU3HAKOB OpraHM3Mma,
BO3HMKAIOLME MO, BAUAHUEM U3MEHMBLUMXCH
YCJIOBUM BHELLHEWN CpeJpbl.




OEHOKOIMHUA

*®eHOKONMUM — M3MEHEeHUA heHOoTMNA MOoJ, BAUAHUEM
Heb1aronpuATHbIX PaKTOPOB Cpe/bl, MO NPOSBIEHMIO MOXOXKUE
Ha Hac/ieACTBEHHbIE 3a60/1€BaHMS.

*DeHoKonMM — HeHac/ieACTBEHHbIE 60NEe3HU, CXOAHbIE C
Hac/1ieCTBEHHbIMM.

*MprymHa hEeHOKONUM Y MAEKOMMTAIOLWMX (B TOM YMCSIE U Y
YyesioBeKa) — AEUCTBME Ha 6EpEMEHHbIX TEPATOreHOB Pa3/IMYHOMU
NpUpoAbl, HapyLLaLWMX SMOpHMOHa/IbHOE pa3BUTUE Mioda
(reHoTun npu 3TOM He 3aTparuBaeTcA).

*Mpn beHOKONUAX M3MEHEHHDBIM MO AEMCTBMEM BHELLIHMX
(haKTOpPOB NMPM3HAK KONMMpPYET NpM3HAKM ApYyroro reHoTuna
(HanNpuMep, y YesIoBEKA NPUEM a/IKOroisl BO BpEMS
6epeMEHHOCTU NPUBOAUT K KOMMJIEKCY HAPYLLUEHUM, KOTOPbIE 10
HEKOTOPOM CTEMEHU MOTYT KOMMPOBATb CUMMTOMbI 60/1E€3HM

/layHa).



npumepsi
* BEC

e pOCT

* LBET KOXW

Sun bathing causes
tanning of skin.

/
{ Eating carrots makes

human skin and feathers
in birds turn orange.




OencTBUe TemnepaTypbl HA 3KCNPEccuio reHa

BnusiHne xonoaa Ha OKpacKy LLepCTU Y Kponuka

depMeHT TUpo3nHasa

\ \l -}
Ueod WD W d

[MpMMeHeHne nakeTa co NbAOM K 0bnacTu, rae copuTbie BOMOCH
NMPUBOOMUT POCTY YEPHbIX BOSIOC OTPacTaloT BMECTO
OpUrMHanbHbIX OernbIX.

lce pack



OTHocnTenbHasa BaXXHOCTb "reHoB™" u "oKpyxawuien cpegbl™
[eHbl He abCONTHO BAUSAIOT Ha NpU3HaK. X BnNnaHWe B OOsbLUEN NI MEHbLLEN
CTerneHn 3aBUCUT OT OKpYyXxatoLlen cpeabl.

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




*HacneacTBeHHas U3MEHYMBOCTD

*nepepgaeTca no HacneaCcTBY;
*reHoTMN 0CO6M M3MEHSAETCS:;
*HOCUT CNyyYalHbIM XapakTep.

B ocHOBe HacneACTBEHHOM U3MEHYUBOCTU NEeXKaT
MyTaLMH.

MyTaummn — 3TO CKaYKOOBpa3HOE NPEPLIBUCTOE M3MEHEHME
reHeTMYeCcKoro Matepmana noj BaMsaHMemM pakTopoB
BHELUHEN UJIM BHYTPEHHEMN Cpeabl, NepeaatoLeecs rno
HacneAcTBY.




[MpaBnno

buana-Tatyma

AfepHan TpaxcnAauuA
membpaHa

®EPMEHT

Benok

MPN3HAK



dakTopbl, Bbi3blBawWME  MyTauMMH
MyTareHs.l

Buodbi MymazeHos

lNpumepnbi

XUMHuyeckKme

dopManMH, LUUTOCTATUKU, CMNUPTDI,
deHonbI, LMKNNYecKune
apomMaTtunieckume CcOeAUHEHMH,
NUMNPMUT.

Pusmyeckme

Paguauus,
TeMneparypa,
U3nlyyeHume

buonormyeckue

Bupyca, TOKCHUHbI,  MOOMJIbHbIE
3/1IEMEHTbI FeHOMa.




[1o ypoBHIO NOpaxeHUsA reHeTUYECKOro annapara:
_>
XpOMOCOMHbIe HapyLUeHUS

[eHHble

[eHOMHbIe
MyTauuu MyTaLum

13meHeHune
HYKNeoTUOHOU
nocrnenoBaTeNibHOCT
N MONeKynbl ﬂ' HK. w,p o el it Do sy 4752

YucneHHbIe
HapyweHus
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Knaccndbumkauma MmyTauum
Mo YPOBHIO U3MEHEHMA reHeTU4YeCcKoro matepmasa

1. 'eHHble MyTauMK - TOYKOBbIE, M3MEHEHME HYKIEOTUAHOM
nocneposaresibHOCTH reHa (AHK)

..... ACGAUCUAU... |

| RS

Thr

\

L-VJ

Arg

| O

lle

—

Tyr

l TONEY=aa MyTallui

L—vJ

lle

L—w

Tyr

..... AGGAUCUAU..




0e3 caBura

PaMKU CHUNTbIBAHUA

A CGIAUJ|U A Ul..

e~ el gl

Thr lle Tyr

‘ TOMEM=AA MYTaLUS

\

AGGAUCUAU..

Arg  lle Ty

Co caBuromm

PaMKN CHUNTbIBaAHUA

(Frameshift Mutation)

ATG AA GCA CGT
Met Glu Ala Gly




[ [ eHHble MyTauMn (TOYKOBbIE): ]

CO caBuUra paMKu
CYUTbIBaHUA

6e3 caBuUra pamkKu

CYUTbIBaHUA




ToukoBble MyTauuu 6e3 casura paMmKkm CHUTE!

cenmeen PALLERC HOHCEHC
C 3ameHon oaHoOM
bes 3ameHb aMUHOKMCIOTbI
aMUHOKUCNOTHI B
nonunenTuae. 3ameHa HykneoTtmaa c
dopmMmunpoBaHneEM CTOn-
T.K. FeHEeTUYECKIniA Kof KOAOHA
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
-~ MyTaLuu CO|CABUIroM paMKu CYUTLIBaAHUA

Nleneyuu oynaukayuu
HUEERKKK (3k3uyuu)
KonunpoBaHue
BcraBska noteps HyKNeoTuaoB u/nnu
HyKneoTuga HyKrneoTuga TPUNIETOB.
ATG AA GCA CGT ALUIG|CIGIAIU UATU A|C
UUA | UAC | GGG Met  Glu Ala Gly Met Arg Ley TW
Leu Tyr Gly J
UUA(L’UA CGG |G ATG AlUIG|CGIAC|G|AICIGIA[U VAU

Leu | Leu Arg Met | Ag | Ag | Ag | leu

Met




*MNepBuyHbIe 3dEKTI MYyTaHTHBIX FEHOB MOTYT NPOSABAATLCA B
4 BapMaHTax:

1) otcytcTBME CHHTE3a NoMnenTuaa,
2) cuHTe3 aHOMa/IbHOro NoMNenTMAa,

KOJIMYECTBEHHO HeA0CTAaTO4YHbIM CMHTE3 NoaunenTmaa,

A

4

KOJIMYEeCTBEHHO M36bITOYHbIM CMHTE3 noaunentmMaa. Ha
OCHOBE NnepBUYHOro 3pdeKTa pa3BepTbiIBAETCA BECH
CJIOXKHbIM NATOreHe3 reHHoM 60/1e3HU, NPOABAAIOLIMMCS
onpeAeneHHOM KIMHUYECKOU KapTMHOM.



*eHHble MyTaLMM JieXkaT B OCHOBE pa3BUTMA FeHHbIX 601e3HeN,
CBSI3aHHbIX Yallle BCEro C HapyLlleHUMEM 0OBMEHA BELLECTB.

K Takmm 601e3HAM OTHOCATCA:
* CepnoBMAHO-KI€eTOYHAA aHEMMUS;
* DeHUIKETOHYPHA;
*FanakTosemus;
* ANbOUHM3M
* Okcanypus
*Ypatypus
*eHepa/iM30BaHHaA aMMHOALMAYPUA
* UnctuHypus
* PpyKTO3EMMS
* CuHapom fe ToHu-/lebpe-dankoHu u ap.

/InarHocTUKa:
BUMOXMMMYECKMM aHanus
MeToabl MONIEKYIAPHOM AMArHOCTUKM




CepriosuUOHO-KIemoyHass aHeMUS.
B cTpyKkType remornobuHa ectb 2 Luenu
aup.
Ecnn B B uenn B 6 KogoHe (T.e. 6
pamMka CUUTBIBAHUA) nponsonaet
3aMeHa aJeHnHa Ha TUMWH, TO BMECTO

AK rmytTaMmmHa B MorneKkyny
remornobmnHa wecton AK Oyper
BariviH.

bernok ¢ Takoun nocrieaoBaTenbHOCTbIO
AK ©Oypetr pgpyrom S 6enok (reHHas
peueccuBHas MyTaumst 6e3 caBura
PaMKKN CUNTbIBEE ™ . @ cg % %3

b a7 | '(-/h ~




PAH
gene

Chromosome 12

“ DeHUNKeToHYpPHA (PKY)

* AYymocoMHO-peyeccusHoe

*MyTauma reHa KoaMpYIoLLEro CUHTE3
b6enKa-dpepmMeHTa -
deHunNnanaHMHrMapoKcmiasa

* lokanmsauma reHa 12q22-q24.1.

*YacTtoTa 1 : 10.000 HOBOPOXAEHHbIX


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

IIFLIIT A
deHnnanaHnH npeobpasoBaH

B phenylpyruvate (Takxe /\

N3BECTHbIN Kak phenylketone .
. pheny ), NI YIJIEBOIbI
KOTOPbIN MOXET ObITb
oBOHapy>XeH B Mo4e. BEIIKIA
OT TMpO3unHa ecTb
! nanbHeLmne CBa3M ¢
JpeHITATAHHH OrnocuHTE3OM
KaTrexoriaMnHoB,
L MenaHnHa, rOPMOHOB, U
deHHITaTaHHH .0
THIpOKCHIa3a o
| | | (medeHs )
PIIBK PVEK PMEK
THPOIHH < 777" s .
T'o10BHOH '. ._,
roar : 03HHA33 1 .
| : | OMOTEHTH3HHOBAA
. : ‘ KHCIOTA
v
MeJJTAHHH
OJTHTo(ppeHnd OKCHIazH!
ﬂ LOMOT eHTHIH-
= HOEQH KHCIOTE
AJBOHNHHIM

h J

ANKANTOHVPHA J




* BNATHOCTHKA - GHOXMMUYECKUH
NP7 B MeToA

HeoHaTanbHbIU CKPUHUHT




JleyeHne OKY: ouera ¢ HU3KUM

cogepxaHmem oberka.

YMeHbLUEeHNEe NPOAYKTOB, TaKUX Kak MSCO, LIbINMEHOK, pblba,
anua, cbip, 600kl 1 MONOYHbIE NPOAYKTHI U Ap.

\

S 1 LLLLLL VAR LELRIRL ULLENEILINT A U

[lepeBoa rpyaHbIX OeTEN Ha UCKYCCTBEHHbIE CMecK

High Phenylalanine Foods:

Fish = s

Beans | _[f—_—"_

Dairy
ﬂ R
Nuts &

Diet Soda Legumes

Eggs
o) Whet

High-Protein Foods

AN

u

Low Phenylalanine Foods:

by

I ‘ ‘ Most Fruit
&)

Most Vegetables
-?', \ ' |
B (sv;"‘» .% Speciél
. [ £ Breads
Sugars Cookies

Low-Protein Foods Crackers



IIITIIT A
AJIbBUHN3M —

JHIHIBI YIJIeB0Jbl
BE.IKI1
(PpeHHTATAHHH
DeHHITaTaHHH L
I'HopoKcHIa3a
+ | l (medeHs)
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T'o/10BHOH

MO3T | 3
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D.HI-II'D{l]pEHI-IH n OKCHOAZED
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F'AJIAKTO3SEMUA

Glucose-1-phosphate

UTP D UDP-Glc
rophos.
PP, Py

UDP-Glucose

UDP-Gal
epimerase

UDP-Galactose

[@anakTo3a npeobpasyeTcs B
[MIFOKO3Y NoA AENCTBUEM TPEX
depMEHTOB

Galactose

ATP ,
galactokinase
ADP

Galactose-1-phosphate

UDP-Glc:Gal-1-P
uridylyltransferase

Y
Glucose-1-phosphate

? phosphoglucomutase

Y
Glucose-6-phosphate



* ECTb TPY TMNAa ranakTo3emMuH, CBA3aHHble C TPeMA
PasHbIMY MYTALUAMM

locus Enzyme name

Type 1 |9p13

Type 2 |17924

Type 3 | 1p36- o
P35 Galactose-4-

epimerase deficiency



http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Galactose-1-phosphate_uridyl_transferase
http://en.wikipedia.org/wiki/Classic_galactosemia
http://en.wikipedia.org/wiki/Classic_galactosemia
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/Galactokinase_deficiency
http://en.wikipedia.org/wiki/UDP_galactose_epimerase
http://en.wikipedia.org/wiki/UDP_galactose_epimerase
http://en.wikipedia.org/wiki/Galactose_epimerase_deficiency
http://en.wikipedia.org/wiki/Galactose_epimerase_deficiency
http://en.wikipedia.org/wiki/Galactose_epimerase_deficiency
http://en.wikipedia.org/wiki/Galactose_epimerase_deficiency
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. 3any,£|,HeHHoe KOpMIieHne

f Brain damage 2. Psora

' s 3. CnabocTb 1 COHNMMUBOCTb
g 3 4, 38M€,EI,J'I6HHO€ yBeInn4yeHune
T , _~ Jaundice Beca

NN >~ Enlarged liver 5. KoHBynbcum
: 7. YBenu4yeHHasi neyeHb
If a galactosemic (renaTOMeranMﬂ)

infant is given milk, 3
\ unmetabolized milk . noXxernrteHne KOXXn u rras3

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

¥ o ] kidneys and brain 10. KpoBoTte4yeHue



OcnoxHeHus

6akTepmanbHble MHAEKLMM (CENCUC) U LLIOK.

cepbesHble, HeobpaTumble 3dhdEKTbl UNK AaXke CMepTb B Te4eHne AHEN oT
poXaeHus.

Be3 neyeHns mnageH4Yeckass CMePTHOCTb COCTaBNSAET NpMbnuantensHo 75%.

HakonneHue ranakTo3sbl U ee NPOAYKTOB B Pa3nyHbIX TKaHAX N OpraHax

NEYEHUE

Tgalactitol 71 Galactosa
| nvueta
. / } / %

tGallP —0

LG1PUT -1-

g g | 5 A
Cataratas vUDP-Gal —__ “-V\.r ii SR




I'EHOKOIINN

- 0AUHaKoBoe (heHOTUNMYECKoe MpOoABJIEHME MYTaLMM pa3HbIX
reHos.

Tpu Tvina remouaun (A, B, C).

*Femouiua A - peueccMBHas MyTauusa B X-XPOMOCOME.
Bbi3biBaeT HeAOCTAaTOYHOCTb B  KPOBM  QHTUreMOMMUJIbHOro
cdakTopa VIll. Takaa reModpuims cYMTAeTCs KJaCCMYECKOM, OHa
BCTpeyaeTcA Haubonee 4vacto, Yy 80—85 %  OONbHbIX
remodmamen. TaKENble KpPOBOTEYEHMS MNpU  TpaBMax M
onepaumax HabawaaoTca npu yposHe VIII dakTtopa — 5—20 %.

*Femouiua B - peueccBHas MyTauus B X-XPOMOCOME.
HepoctatoyHocTb IX ¢aktopa KpoBu (Kpuctmaca). HapylieHo
o6pa3oBaHME BTOPUYHOM KoarynAauMOHHOM NPOOKM.

*remouiua C - ayTOCOMHbIM  peLeCcCHMBHbIM, NGO
JOMMHAHTHbIN (C  HenosHoOM NEHETPAHTHOCTbK)  TMM
HacJie40BaHUNA (BCTpeyaeTcA Kak Yy MYXYMH Tak MU Y  KEHLWMH)
HeaocTaTO4YHOCTb X| haKTOpa KpoBM.




2. [eHOMHble MyTaL MU

A) nosunaouduu - U3MEHEHUE YMCIA XPOMOCOM
KpaTHOe ranjiougHoMy Habopy.

b) eemeponsiouduu (aHeynsouduu)
- MO ayTOCOMaM

- MO MOJZIOBbIM XPOMOCOMaN

*TprMcoMmum
* MOHOCOMMM
*HyAMcoMmm

[Iprmepbil:

bone3Hb JayHa, CuHapom DaBapaca M laTay;
Cnnapom KnanHdenbtepa u LepelweBckoro-TepHepa



3. XpoMOCOMHbIe abbep:

A) BHYTPMXPOMOCOMHbIE
* neneunn

* Iynavkaumm
*1HBEpCUM

ABCDE

ABCDE

ABCDE

ABCDE

ABEDC

ABECD

WHBEPCUHA

TPAHCINOKALIWA
e

ABCD

[ENELMA l\é;
mnmvkauws A B CDE E

b) MeXXXpOMOCOMHbIE (TpaHC/0KaLUMK):

*PeuunpoKHbie
*HepeupmnpoKHble

lpumep: CHAPOM Kolladbero Kpuka (46, 5p’)
ANarHocTuKa: UMTOreHeTMYeCKme MeToabl




* XPOMOCoMHble 60/1e3HU

*BbI3BaHbl MU3MEHEHMEM YMC/A U CTPYKTYPbl XPOMOCOM
*M3BecTHO 0K0M10 100 CUHAPOMOB

*YacTtoTta okoso 1%, 7-8 netelt Ha1000

*25% -ayTOCOMHbIE TPUCOMMM

*35% HapyLLeHWA NOOBbIX XPOMOCOM

*40% XpOMOCOMHble abeppaLmm

*B CTpyKType AeTCKOM CMEepPTHOCTU 0 5 neT coctaBnaoT 3-4%



rnosiunisiououu

HoBopoaeHHble ¢ KapMoTHNamM
69,XXX (BepXHUM PAL) M 69,XXY (HUKHUM pad)

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



*CuHapom JayHa

-TPUcomMma 21

*YacToTa 1:700- 1:800 npocTas
Tpucomma 95% mosamyHaa popma
2% TpacsioKauMoHHasA -3-4%

*'noTpodua Nnpu poxaAeHUH
*Kpyrnoe niockoe nmuo
*Tnockaa cnMHKa Hoca

* MOHronoMaHbIM paspes rnas
* KpynHbIM BbICYHYTbIM A3bIK
* Pa3601TaHHOCTb CYCTaBOB
*Nopok cepaua

* CHUKEHHBIN UIMMYHUTET
*YMcTBEHHasA OTCTaN0CTh






YcnewHble nwgu ¢ cuHapomMmom JlayHa

1. Kapen NadpcgpHu
38 net (1977r.p.)

* pykoeodum HeKoOMMep4YecKou
op2aHu3ayuel, noMmorarLlemn
agantaumm B obLecTBe OETAM C
OrpaHNUYEeHHbIMN BO3MOXHOCTSMMN,
B YaCTHOCTWN, ¢ cuHagpomom [ayHa.

« HecmoTps Ha napanu3oBaHHYO
NeBYI0 HOry, OHa cTana nepsbIM
4yeriloBeKoM ¢ cuHapom [layHa,
CyMeBLUMM nepensibimb Jla-
MaHuw.

» [locne atoro NadpdHM ycTaHoBMUINA
eLle HECKONbKO pekopaoBs, cTana
3os10mou medasiucmekou
lNMapanumnuuckux uep.

 HepaBHO oHa nosny4una oursiom
rno4YemHyo20 OoKmopa
YHueepcumema lNopmireHda,
wtat OperoH.

CLA




2. MNa6no lNuHena 41 roa Micnatus
(1974r.p.)

* KCMNaHCKMUN aKTep, NOnyyYmMBLINA B
2009 rogy «CepebpsiHyto
pPakoBUHY» KuHoecTneangd B CaH-
CebacTbsiHe 3a NyYLLY0 MYXCKYIO
posib B punbme «HA Toxe».

* OH xuBeT B Manare n pabortaet B
MYyHUUMNANUTEeTEe, a Takke
npenogaetr.

* Y [1abno ecTb HECKOMNbKO ANUMNITOMOB:
npenoaasatens, bakanaspa
MCKYCCTB 1 AUnmnom B obnactu
negarormn4eckom nCUxXonoruu.

» Korpa oH BepHynca B Manary un3
CaHn-CebacTtbsiHa, rae nony4an npus,
Map ropoga PpaHcucko ae na Toppe
Bpy4un emy Harpaay «LuTt ropoga».




3. Tum Xappuc 29 net (1986

r.p.)

B LwKone oH ObIN yOoOCTOEH 3BaHUS
«CTyneHT rogan.

3aKOHYUI Komnmeox,

yyYacTBoBaln B crneumarnbHOW
OnumMmnuage Kak BENUKOmErHbIN
AXTCMEH W ONbITHLIN pblbaK.
yCneLlHbIN pecTopaTop.

Emy npuHagnexunt Tim's Place,
«CaMbIN OPYXKeNOHbIN
pecTtopaH B MUpe», KOTopbIn

npeanaraeTt nocetTntendam, noMMMo ,'

oobaTunga Tuma.

C MOMEHTa OTKPbITUS pecTopaHa B i

2010 rogy Tum obHsan 6onee 22
TbICAY YEeNOBEK.

CLIA

——

@ BREAKFAST, LUNCH |

* HUGS »




Poawnncsa B ApreHTuHe, ¢ 15 net B
4. Murenb ToMacuH 43 roga  AHmwv
(1972r.p.)

 Mwurena TomacunHa Ha3biBaOT
rypy akcnepumMeHTarnbHOu
MY3bIKN.

 OH OapabaHIUMK U Yy Hero ecTb
cBos rpynna — Reynols.

* Y Hero Takxe BblWn ABe
CONMbHbLIX N1AaCTUHKKU — repBas
6bina ynakoBaHa B HOCKN,
BTOpasi Hocuna Ha3BaHUe
«HTEPBBLIO C caMuM cobon».

* Mwurenb perynapHo BbICTynaeT B
LLKOMax U LeHTpax ans
BOsNbHbIX AETEN, NCNOMNHAS Kak
CBOW NECHU, TaK N KaBep-
BEPCUN NECEH N3BECTHbLIX POK-
MY3bIKaHTOB.



LLloTnanaunn

5. MNayna Cax 35 net

(1980 r.p.)
AKTpuca
CHANaccb B HECKOJIbKUX
dounbmax

3a posib B 6puUTaHCKoOM
dunbme «llocne XXnsHm» oHa
nony4duna npemuio BAFTAB
KaTeropum «Jlyywmnm gebrot B
KNHO»,

npodeccnoHanbLHO UrpaeT B
HeTOos

cTana ycrewHbIM agBOKaTOM.
OKa3blBaET IOPUONYECKYIO
nooaep KKy OABYM
MeXOyHapoaHbIM dooHOaM —
Ann Craft n Mancap.




CLUA

6. PoHanba [)>xeHKUHC
27 net (1988 r.p.)

* yCMeLUHbIX MY3bIKaHT U
komno3utop. imeet 4 anbboma

* PoHanbp Hayan saHumartbcA
Urpou Ha NUaHMHO B YeTbIpe
roga.

e 3anuncbiBaeT My3blKy B CTUNE
OT TEXHO A0 XMN-Xxomna n pokK-

H-porina. RONALD JENKEES _*

» 3Be3aa YouTube \ )
« ABTOp TEMbI A4nd noakacra ~~ t

* Y4yacCTHUK Tenenepenad
« ABTOp nybnukauumn B
XXypHanax

l




7. Crecbanu MH3 Yo

31 net (1984 r.p.)

* repBad akTpuca c cuHagpomom [layHa B
NCTOPUN KNHEMaTorpada.

* Bbiwegwmnn B 1996 rogy dounbm «dyo»
cTan ceHcaumnen n 6bin yaocToeH
MHOXeCTBa Harpag: npemus
AMEPUKAHCKON KNHOaKagemMumun, npemMms
Unkarckoro mexxgyHapoaHoro
KuHodpecTmBarng, Harpaga Wasserman
3a nyJyLyto KnHematorpadwuto, Harpagbl
komnaHun Warner Brothers n MapTtuHa
Ckopcese.

» CnycTda rogbl nocre Bbixoga dpunbma
CtedbaHun ctana 0oKkmopom
MeOUUUHCKUX HayK, NOSTly4nB CTeNeHb B
YHusepcurtete Yontepa [)KOHCOHa B
betecae, wrara MapuneHg.

* Bo Bpems y4ebnl B By3e CtedpaHu
CHMManacb B pekrname n urpana B
HECKOIMbKNX TeaTpanbHbIX NOCTAaHOBKaX.




8. Mapusa HedepoBa
45 net

00 HeaBHEro BpeMeHu bbina
eOVUHCTBEHHbIM odouLManbHO
TPYOOYCTPOEHHbIM YerloBEKOM C
cuHgpomom [ayHa B Poccumn.
OHa paboTaeT B LeHTpe
«dayHcang An» noronegom u
NOMOLLHMKOM neaarora, noMmoraeT
cneuymanuctam npoBoanTb
rPynnoBble 3aHATUA ONS OEeTEN C
cuHgpomom [ayHa.

AkTpuca.

urpaet Ha pnente.

MockBa




9. Pam MOHAO Xy XyOOXHUK. B

KanndopHun xXmnBeT aBaauatunaTuneTHUm
XyooxxHuK PanmoHg Xy. OH pucyert, ncrnosnb3y4
KWTAWUCKY0 METOANKY, TYLLbIO N aKBapenbto Ha
pucoBon bymare. Pucyet PanmoHg nopTpeTh!
XUBOTHbIX — NbBOB, TUIPOB, ALLEPUL,, CITOHOB,
pbIO, Yepenax, cobak.

10. Mapusa JlaHroBas sownas

OCHOBHOW cOCTaB crnevuuanbHOW OnMMNUNCKON
cbopHon Ha Urpax-2011 B AdpumHax n B3sina
«3010TO» B MNiflaBaHUM Ha ONCTAHLUMNKN BOSTbHbIM
ctunem. N ato He nepBas nobena Mapuun.
PaHee oHa yxe BbiMrpbiBana Ha CneunansHon
Onumnnage cepebpo.



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

11. Nackanb JOKEHH - nepebii

aktep, 6oneH cmHgpomom [ayHa. 3a posib B
apame XXako BaH Jopmena "[leHb BocbMon",
akTep HarpaxaeH CepebpsiHon npeMunen
KaHHCKOro KMHodecTnaarng BMecTe CO CBOUM
napTHepom no punomy aHnanem Otoem.

12. kaprepa Makca Jlbtonca,

NMOHAOHCKOro MarnbYuLLKK ¢ cuHgpomom [layHa,
Hayanacb B 12 nert C y4acTma B MareHbKoW
NOCTaHOBKE B MeCTHOM TeaTtpe. B dunbme,
HOMMHUPOBAHHOM Ha 3onotoun nobyc, Makc
Jlbtounc ceirpan ¢ Takumm 3sesgamm Kak Kaut
bnaHwer, [bxyou [JeHy n bunnom




13. AkTep TeaTtpa [NpocToayLLUHbIX Ceprel‘/'l
MaKapOB 3a rmaBHYIO posb B hunbme

«CTtapyxm» nony4mn rmasHbIW Npu3 doecTrsangd
«KnHotaBp». Takke Ha ero cyety: 3onoTas Meganb
KnHodecTtmBansa [loma XaHXoHKoBa 3a pornb MUKOMKU
B X/ "Ctapyxu"; 2004r.

14. AHgpen BoCTpUKOB —
yemnuoH Poccumu n mupa.

25-neTHnn Monoaon YeroBeK C
cuHgpomom [layHa ns BopoHexa ctarn
abcontTHLIM YemnmoHom Poccun n mmnpa
MO CMOPTMBHOW TMMHACTUKe cpeaun OeTeN C
OrpaHNUYeHHbIMN BO3MOXHOCTAMMW.
30510TbIM npusepomM CrneumanbHbIX
Onumnunag B LWaHxae n AdunHax.




15. Cawa YpBaHUueBa

Cauwe YpsaHueson 15 netr. Ona MOLEJ1b. Nuxo nosupyer

nepeq gootokamepamu, gedpunupyet B BeHEpHUX Hapsgax v
MeyTaeT pabortatb B [Napwxke. [Msaaa Ha cHUMKKM Calum, Bbl HUKOrga
He nogymaeTe, 4YTo y Hee cnHgpom [ayHa. - B anpene oyay
BbICTynatb Ha «Hegene moabl» B Yde, - C ropaocTbio AenuTcs
nnaHamu AnekcaHgpa. — Mama yxe WbeT MHe nfaTtbe B SSNOHCKOM
ctune. Ewe aBa roga Hasag o Mupe rnamypa en npMxogunoch
TONbKO MeudTaTb. Calla nexana B NoCTeNnu nocrie onepaunmn Ha
Horax (y 4eBOYKM eLle cTpaluHasa 6one3Hb CyCTaBoB -
peBMaTonaHbI apTPUT U COXHENLLUNIW NOPOK cepaua, A40BOSTbHO
YacToe OCITOXXHEHME Yy «COSTHEYHbIX» OeTeNn). - YBuaena nepegady
«Ton-mogenb no-amepukaHckm ¢ Tanpon BaHke». U cpasy
3aropenachb - Xo4y, roBOpUT, ObITb MOAENBIO N BCE TYT, -
pacckasbiBaeT Mmama Cawum Hatanbsa YpBaHueBa. W okasanocs,
yT1o Y Cawm npnpoxaeHHbin TanaHTt! - OHa oyeHb cTapaTernbHas, -
rOBOPUT agMUHUCTPATOP domnuana MoaesibHOro areHTcTea
«lNpembepa» Papuaa LLyyanuHa. — He nponyckaeT HU OOHOro
3aHaTUA. KctaTtu, HMKakux nobnaxek Mbl e HE Aenaem,
BblKflagblBaeTcs no nonHon. 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 Cawum,
He MOrfia MOHATb — 3a YTO MHe 3T0? — Npu3HaeTca Hatanba. —
Beab A Bcerga xoauna B LepKoBb, Monunack, a bor gan mHe takoe
HakasaHue. A cenyac A NoHUMato, YTo OHa JaHa MHE He «3a 4YToY,
a «ans Jeroy»: korga Cawa BbICTYNaeT Ha CUeHe, NOET N TaHUYeT,
OHa NOMOraeT ApyruMm noasM NoBEPUTb B COBCTBEHHbIE CUMbI.




16. [IxxencoH KuHrcnm
"
17. Mutyenn JleButu

KHura nucanacb Tpu roga ¢ NoOMOLLbHO
nx pooutenen. Monoable nogmn 0oobu-
NNUCb 3Ha4uTemNbHbIX ycnexos. K
MOMEHTY OKOHYaHUA KHUMN [>XKenCcoH
YUUSICA B CTapLUMX Knaccax LKOsbI,
MuTyenn ycrewHo OKOHYUI LLKONY,
oba manbinka pabotatoT. OHuM OT
NepBoro fnmua pacckasbliBalOT O CBOEN
XU3HN. BOT HeEBONbLLIOW doparMeHT.

JASON KINGSLEY ano MITCHELL LEVITZ

COUNT USIN

GROWING UP WITH
DOWN SYNDROME

TEhun purants waiw bl le sageil
avthing Bar Irior Eaguiny ont
Wbl Lt sorn lnokp bavian
thee purrely ddn) lnters They
wrvr Ahpir sann Lt ahames by vham
e far thay codd g and they we
ortmadnd everyatn!™ . Jamt Femin

ATy KHUTY Hanucanwu
>xencoH KnHrcnu wm
MuTtyenn JleBuTu,
MonoAble amepuKkaHubl C
cuHgpomom [layHa.



IBennHa bnepaHc (1969 rp.):

OH cHancsa B 0COOeHHOM Knune
"Henocen"

“CemMa oCcBeTUNT MEHA OCOObLIM CBETOM, KOTOPOro
A paHbLUe He 3Hana"



CuHapom MNaTay -
47,13+ TpHcommna 13

*47 (13+)

*YacTtoTa 1:6000
*BbigensioT Tpy POPMBI:
npocTtasa TpMcomMusa -75%
Mo3anyHaa dpopma -5%
TpaHcnoKaumoHHaa -20%




*CUHAPOM
[MaTay

deHoTUNUYECKUE NMPU3HAKHA.

*HepopasBuTHE MM OTCYTCTBME
rnas

* PacwenmHa ry6bl 1 Heba
*MonmaakTMaAMA, CUHAAKTUAMS
*NopoKM BHYTPEHHMX OpraHoB

/leTn nornMbatoT Ha NepBOM roay
YKMU3HU




*CuHapoMm daBapaca
TPMcomma 18

XapaKTepHbl MHOXECTBEHHble
MOPOKM Pa3BUTUA:

47,18+ * 3afepxKa BHYTPUYTPOBHOrO
pPa3BUTUSA

* BblcTynatoLmi 3aTbINIOK

* HU3KO NocaXKeHHble aHOMaJIbHOM
(OpMbI YLIHbIE PAKOBMHBbI

MMKPOrHaTUA
COCKOBbIM MMNEpPTENIOPU3M
KOpOTKas LWwes,

nepekpbiBaHMe V nanbuem KUctu IV
n Il nanbuem lli

* CMHAPOM MMeeT HebnaronpUATHbIN
NPOrHos, Ao Tpex JeT 60/1bWMHCTBO
aAeTten nornoaet

¥ ko ok Xk




CuHpgpom LepelweBcKkoro-TepHepa

Tun MyTauumM - reHoMHas reTeponaonama no TUny
MOHOCOMMU X-XPOMOCOMbI.

[IpMUMHa - HE PACXOXKAEHME XPOMOCOM

Kapuotun - 45, XC K( a& ‘9« M M

2
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Nlumdpenema cron.

[leBo4vka 14
net



CuHpgpoMm LlepelwneBcKkoro-TepHepa
*BcTpeyvaemocTtb 1:2000 - 1:3000
* heHOTMN KEHCKUM
*pocT 135-145cm
*KpbINOBMAHAA CKMaJKa Ha Lwee (0T 3aTblKa K naeuvy)
*HU3KOe pacrnosioXKeHWe yLel
*Heopa3BUTME NEPBUYHBIX M BTOPUYHBIX MOJIOBLIX MPU3HAKOB
*B 25% NOpPOKM cepALa U noyek
*HUHTeNNeKT Yae coxpaHeH
*Becnnoane
*3PEKTUBHO paHHEe ropMOHaJ/IbHOE JIeYeHue



*CuHapoM KnanHdenotepa

Tun MmyTaymmu

reHoMHaAd rereporJsionama nno rnoJioBbiM

XPOMOCOMaM MO TNy TPUCOMUM.

[IpUYMHaA - HE pacXoXKAEHME XPOMOCOM

KapuoTtmn -
47, XXY;
47, XYY;
48, XXXY
48, XYYY;
48 XXYY;
49 XXXXY;
49 XXXYY.
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CuHppom KnanHdenbtepa
*BcTpeyaemocTb 1:400 - 1:500
*DeHOTUN MYKCKOM
*YKeHCKMIM TMN TeNoCNoKEHMS
*'MHeKkomacTmA
*BbICOKMIM pocT
* INMHHBIE PYKM M HOTU
*Cnabo pa3BUT BOJIOCAHOM MOKPOB
* CHUKEHWe MHTeNNneKTa
*MHorja HeCKONbKO MMNYIbCMBHA M ar PeCHBHbI
*Hepnopa3BuTre ceMeHHUKOB

*Cnaboe pa3BUTHE NEPBMYHBIX M BTOPUYHDBIX MOJIOBbIX
NMPM13HAKOB

*HapylueHne cnepmaTtoreHesa - 6ecnnoame
*MHorpa 3dEKTUBHO paHHEE FOPMOHA/IBHOE JIeYeHMe.






*CUHAPOM TPMCOMMM X

Tun MyTaumMn - TEeHOMHaA rerteponjonamia no noJioBbiM
XPOMOCOMaM Mo Tnny TpUCOMHUM.

[IpMYMHA - HE pPACXOXKAEHUE XPOMOCOM

(S S S B
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CuHapom Tpucommum X
*BcTpeyaemocTb 1:800 - 1:1000

*KAMHuKa HepeaKo 6eAHa CUMMTOMaMMUMKEHCKMIM OpraHm3m C
MY}KEMNOA06HbIM TENOC/IOKEHMEM

*Henopa3BuTHE NEPBUYHBIX U BTOPUYHbIX MOJIOBbIX NMPU3HAKOB
*B 75% YMCTBEHHasA OTCTasIoCTb

*HapyLlueHre PYHKUMM AMYHUKOB

*MoryT umeTb aeten

*MOBbILIEH PUCK LIM30bPEHMH



*CuHapom Kowaybero
KPUKa

*46,5p-
*XapaKTepHbl:

*Tnay HanoMMHaeT
MAYKaHbe KOLLUKM

*YMcTBEeHHas
OTCTaNIOCTb




«AHMUMYMAz2eHHble MexXaHu3mbl»

*BblpaxkdeHHoCcmb
2eHemuYecKoz20
Koda

Mepsan 6yusa

Bropans 6ykBa
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Tpetba GykBa



* flunnoudHocme

DNA

*MHMPOHbI

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

MRNA 1 EEN t




*TaHOeMbl

*Penapayus

*MemusauposaHue
JIHK

DNA caxapodcpocarHbIi

OCRDE napkl OCHOBAHMH,
CEAZaHHbIE
BOAOPOAHBLIM K
CEAZAMM

\I, MoepexpeHne

YnaneHue
NOBPEXDEHHOTD
y4acTka

DNA-nonumepasa
CTPOMT HOBYHD KDMHKD
no COXpaHuBW edca
MCMPAaEHOW KOMMHK

\L DNA-nuraza

CUlHEBAET paipblB




O6wmne nNnpUHUMNbI 1e4YeHUs
HacJieaCTBEHHbIX 3a60/1eBaHNM

*CuMNTOMaTUYEeCKoe

*MNMaToreHeTHMyecKoe
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A1,A2

BbiBegeHMe TOKCUYHbIX METADONUTOB

OrpaHunyeHune NocTynneHns unu obpasoBaHus cybctpaTa
BocnonHeHne HegocTarowero npoaykra
depMeHT-3amecTuUTeNbHas 1 epMeHT-MHayunpyowasa Tepanus
[eHOTepanus



OcHoBHble noaxoAbl K
naToreHeTUYeCKOMY J1Ie4EHMIO

CHMKEeHMe Harpyskm Ha nMnoparKeHHblu MeTaboimvyecKmu
nyTb

*a) OunetoTtepanus

%
D) UHrmbmnposaHue pepmeHTOB, HaXOAALLNXCA Bbille
MmeTabonmyeckoro 6,10Ka

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

%
C) BBeaeHne anbTepHaTUBHbIX CYHCTPATOB

CHMXKeHue MeTabo/IMYeCKOU TOKCHMYHOCTM HaKan/IMBaeMbiX
npoAavKTOB



OcHoBHble noaxoabl K
naToreHeTU4eCKOMY J1Ie4EeHUIo

CtumMmynauma pabotbl gedpeKTHOro pepmMeHTa
%a) [TpmeHeHne KopepmeHTOB
%b) dapmaKonormyeckme warnepoHbl

BoccTtaHoBNeHMe HepocTawlero dpepMeHTa

*a) TpaHCMAaHTaLMA reMOMO3TUYECKUX CTBOOBbBIX KIETOK
*b) TpaHcnAaHTaLMs OpPraHoB

*C) depmeHTHas 3aMecTUTeIbHas Tepanus

[eHOTepanuAa



NCTOYHUKN KOMOMHATUBHOWU U3MEHYUBOCTH

KoHblorauus u

CnyyanHoe pacnpegenexve

CnyyanHoe coyeTaHue

KPOCCUHroBep XPOMOCOM Npu Meio3e | rameT Npu ONNOAOTBOPEHUM
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B3aumHoe BAMAHME TEHOB pPACNONIOKEHHbIX pPAaoB — 3OPEKT

NnNoaoxXeHnAa reHos.



