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KnioueBble NOHATUSA TEMBbI

2007

HacneacTtBeHHOCTb
[eHoTUN, doeHoTUN
MyTauun, myTareHHble pakTopbl

HacnenctBeHHble 60ne3Hu
m dYyTOCOMHO-AOMUHAHTHbIE,
x dYyTOCOMHO-peLeCCUBHbLIE,
s CUelnJieHHble C NoJiIoM

XPOMOCOMHbIE DONE3HU
BpoxxaeHHble bone3Hun, deHokonum

[lnarHocTtuka, nedeHme u npodunakTuka
HacneacTBEHHbIX 3abofieBaHU YenoBeka
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"

[TponcxoxaeHne dbonesHeun

lpvoGpeTéHHbIe

BonesHu, NposaBnsaAoLnecs, B OCHOBHOM, BonesHu, Bo3HuKaloLwue
npu poXxaeHuu B MOCTHaTanbHOM nepuoae

HacneacrtBeHHbIe HeHacneacTBeHHbIe

CBA3aHbl C NepecTPpoNKon HAsnaioTca peaynsTaTom
HacneacTBeHHOoro BO30ENCTBUIN NAaTOrE€HHbIX

Marepuana drakTopoB Ha OpraHn3m B
* [eHHO-MOneKynsapHble aHTeHaTasbHbIN
bonesHu N nepuHaTanbHbIn

* XpOMOCOMHbIE 60ME3HU nepvoabl passuTUA
(BpOXOEHHbIN cudunuc,
Tokconnaamo3s, ClriA[,
remonuTnyeckasl 6onesHb
HOBOPOXOEHHOIO 1 Ap.)
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HacnencrBeHHOCTb — CBOMCTBO OPraHM3MOB COXPaHSATb
n obecneumBaTtb nepenady HacneaCTBEHHbIX NMPU3HAKOB
NOTOMKAaM, a Takke nporpaMmmMmmpoBaTb OCOOEHHOCTU KX
NHOMBMOYaANbHOIO Pa3BUTUSA B KOHKPETHbIX YCITOBUSAX CPEAbI.

HopmarbHble 1 natonormyeckne npmsHakyu opraHmamMa sBnsarTCS
pe3ynsTaTtoM B3auMOOEUCTBUSA HacsiedcmeeHHbIX (BHYTPEHHUX) U
cpedoeblix (BHEWHNX) daKTOpPOB.
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[eHomunmn — COBOKYINHOCTb BCEX NTEHOB B OpraHN3Me

CTabUNbLHOCTbL

N3MEHYNBOCTDb

OcHoBa CcTaOMNLHOCTU reHoTUNA:

=  AyOnupoBaHHOCTb (OAUNIOUAHOCTbL) €ro CTPYKTYPHbIX
9NEeMEHTOB;

= [JOMWHUPOBaAHME HOPMaribHOro annens Haj
NaToNorM4eckMM peLiecCMBHbIM reHoM, brnarogaps Yemy
OrPOMHOE KONMYeCcTBO 3aboneBaHuii, nepeaatoLmMxcs no
PELIECCMBHOMY TUMY, HE NPOSAIBMSIETCS B reTEPO3UTOTHOM
opraHu3me;

= CUCTeMa onepoHa, obecneuymBatoLlasa penpeccuio
(ébnoknpoBaHue) naTonorn4yeckoro reHa (Hanpumep,
OHKOreHa);

= MexaHu3mbl penapauuun OJHK, nossonsowme ¢ NoOMOLLbHO
Habopa pepMeHTOB (MHCepTasa, 9K30- U SHOHYKIeasa,
OHK-nonnmepasa, nurasa) ObICTPO NCNpaBnATb
BO3HMKAOLLNE B HEW NOBPEXOEHUA.
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N3mMeHYNBOCTb

deHoTUNnYeckasn

GEREWEINEIVERY

‘ deHokonuun \

[[eHOTUNMYeckas
GEIEEIVET)

[eHepaTnBHas
(B NONOBbIX KreTKax)

Pesynsrart cnydanHomn
nepekombuHayuu anneneu
*HE3aBMCMMOE pacxoxaeHune
XPOMOCOM Mpu Menose
*KPOCCUHIoBep

sCNny4varnHasi BCTpe4ya ramet

2007

Copyright

deHoTUNMYeckas

KomOuHaTnBHasa
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Mymauuss — amo arnaeHas rnpu4yuHa 803HUKHOBEHUS
HacrieocmeeHHo20 3aboriesaHus.

MYTaLI,I/IVI — KOJin4eCcTBEHHbLIE UTTN
Kay4yeCTBEHHbIE UBMEHEHUA TEHOTUINA,
nepejarLmnxcd B rnpouecce perimkauunn
reHOMa OT KJ1ETKU K KJT1ETKE,

N3 NOKOJ1IEHNA B NMOKOJ1IEHUE.
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anqMHb| MyTaLl,MM

» MyTareHHble (hakTOpbl — MyTareHbl

- OK30reHHble

» VOHUM3Mpyowme nanyveHms, YOI, anektpoMmarHuTHbIEe Nnons,
TeMneparypHbI dpakTop

s XMMUYECKMEe BellecTBa (OKUCIUTESNN: HATPATbl, HUTPUTHI,
aKTMBHbIE (OOPMbI KUCIIopoda; Npou3BogHble doeHona,
ankunupyoLine eellecTsa, nectuunasl, MAY ...)

= Bupycsol
= WAp.
~ OHAOOreHHble
» Bo3pacTt poauteneu
» XPOHUYECKNUN CTpecc
» [OpMOHarnbHble HapyLeHNS
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| TenHbie MyTaumn

[eHHble MyTauuun

! WU3MEeHeHue CTPYKTYpPbl reHa —
8blrnadeHue, 3ameHa UNn ecmaeka
HOBbIX HykneoTtngos B uenu OHK

L

«TOYEeYHblE» MYyTaLNn

UJ

N3MeHeHune pamkm cuntbiBaHua OHK

TATITTAIAT, [ADC@MTOAT
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[eneuuns TpaHcnokauus

XpOMOCOMHbIE

MyTauum

CTpYKTYpHbIE NMEPECTPONKM XPOMOCOM: Ri m“’ }i

 Jeneyuu, /
* yrinukayuu, H . H ’

* mpaHcriokayuu,

* UHBEepcUU.
[leneumsa KOpOTKOro nneva ~ TpaHcnokaums Po6epTcoHa

XPOMOCOMbI 5 — C-M Kowa4dyez20 Kpuka T T T A
Tprcomuna KopoTKoro nreya XxpoMocombl 9 n : n .

— MUKpouedanunsa, yMmcTBeHHas

oTcTanocTb, BI1P ! b

Jlomkas X-xpomocoma
c-m Mapmu+a-benna
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U3MEeHeHUue 4ucria XxpomMmocom
[eHOMHbIe MyTaluu Pe3ynbrat KOMOMHATUBHOW M3MEHYMBOCTH
* HapyweHue menosa

* HenpaBunbHoOE pacxoxaeHne XpoMocom
B Meno3se

e nosunouduu —
KpaTHOE yBennyeHue nosiHoro Habopa XxpoMocom

0 Tpunnonaus
0 Tetpannoungna

Y yenoBseka — HECOBMECTUMbI C XXU3HbI —
CMOHTaHHbIN abopT.

* aHeyrniououu — §
N3MEHEeHMe Yyncra Xpomocom B 04HOU Unu
HECKOJTbKUX napax

0 MoHocomus

» C-m WepeweBckoro-TepHepa (XO)
0 Tpucomuga

» C-m JayHa — 21 napa

« C-m OgBapaca — 18 napa

« C-m lNaray — 13 napa

* Tpncomusa X

» C-m KnanHdensrepa — XXY
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=~ bonesHen

Al

HOKanu3auuj

2€H [TonoBble XPOMOCOMbI

AYIEECLTE (X-xpomocoma)

Tun
HacriedosaHus

CuenneHHble ¢ X-XpOMOCOMOM

OOMUHaHMHbIU AyTOCOMHO-OOMUHAHTHbIE
OOMWHAHTHbIE

CuenneHHble ¢ X-XpOMOCOMOV

peueccusHbili AyTOCOMHO-PELIECCUBHbIE
peLieccuBHbIE
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s AyTOCOMHO-AOMUHAHTHbIE DOne3Hn

[eH nokannsoBaH B ayToCcOMe

[eHOTUM: roMO- U reTepo3uroTa

He 3aBucAT oT nona

«BepTukanbHbIMY XapakTep pacnpeneneHna 6onesHu

300poBbIe Nnuua He nepeaatoT 3aboneBaHUs
nocneayoLwmm NOKONEHNAM

He orpannynBaoT penpoayKTMBHbIE BO3MOXHOCTU
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reHOTUN AeTeit AA AA AA AA bonbHble — retTepo3nroThbl
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= AyYTOCOMHO-OOMUHAHTHbIE BONEe3Hu

AxoHpponnasus
B-Hb eTTMHITOHa >
BpoxageHHas TeneaHrnoakrasusa (c-m Ocrnepa-Bebepa-Panato)
Oednunt aHTUTPOMONHA

HacnencTBeHHbIN cdhepounTos

Henpodundbpomatos >
HenepeHoCMMOCTbL NakTo3bI

HecoBepLleHHbIN OCTEOreHes

[MoNMKNCTO3 no4ek

[Mporpeccupytoias occudpuumpyrowas dpndpoancnasus
CemenHas runepxosriectepuHeMus

CeMeNnHbIN NONNMNO3 KNLWEYHMKA
C-m MapdaHa

C-m Wapko-Mapu-TyTtTa

YentocTHO-NMueBon An30CcTO3

SN

A \\ /f
. /

ApaxHogaktunua bpaxugaktunua MNMonunaoaktnnua CuHaakTUnms
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AyTOCOMHO-peLiecCUBHbIE 6One3Hu

W AN

[eH nokannsoBaH B ayToCcOMe
[eHoTUMN: romosuroTta
He 3aBucaTt ot nona

«[ OpU3oHTanNbHbINY XapakTep pacnpeneneHuns
B6onesHu

34opoBble nNuua (retepo3uroTbl) nepenaroT
3aboneBaHust NocneayoLwmmMm NOKONIEHNSM
KHOCUTEeNb» KHOCHUTEeNb»
CokpalwiatoT NpoaomMKUTENBHOCTb XKU3HH, S OTBEL i
orpaHn4nBaloT PeNPOAYKTUBHbIE
00, 9O
0ohdd ohtddvhe

BO3MOXXHOCTU
®O ®o® ®O®
0.®© [oMO03UroTbl — DOMbHbIE Ii ii Ii

Or_rbj
@ eTepo3nroTbl — HOCUTENM 3A0p0BbLIN «Hocutenn» BonbHoOM

1
@ )
Q 0 ? 7
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2007

ALpeHOo-reHnTanbHbIM CUHOPOM
AnbbuHN3M

AHemnsa OaHKoOHU

ATtakcusa dpeaepukceHa

bonesHb BunbcoHa-KoHoBarnosa
[[anakTosemud

[emoxpomartos

[MUKNreHosbl

[oMounCTUHYpUS

Hedununt anba-1-aHTUTpUNcrHa
Hedunumnt rnoko3o0-6-docdargerngporeHasbl
(remonuTnyeckasa aHemMus)
MykoBncunao3 (KUCTO3HbIM (onbpo3)
Mykononuncaxapugossl

[NMurmeHTHaga kcepoagepma
CemenHas cpeanseMHOMOpPCKasa nnxopaaka
CuHgpom PoTtopa (kentyxa)

C-m JabuHa-[>xoHCOHa
CnuHarnbHble MbllleYHble aTpodumn
Tanaccemus

deHunnkeToHypus

=
S AyTOCOMHO-peLecCrBHbIe 60nesHu

IMyKoeucuudos

Hedekt CFTR — noBblleHHasA BA3KOCTb
cekpeTa — 00Typaumsa NPOTOKOB XeNe3
— KNCTO3HO-PpUBPO3HOE NepepoxgeHne

Copyright L. Gerasimova 16
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=
= AyTOCOMHO-peLeccmBHble BoNe3Hu
=

MOHYypuUsi
upoesupozpadHasi os1uU20ppPeHUsI)

GTP

{

+ Biosynthesis

Y

NAD" Tetrahydrobiopterin deHunanaHuH | JHakonnetve 5
) dbeHMNNMPOBNHOrPagHOM
KNCNOTbl — UHMOKCUKaUUs
DHPR AH
JHapyweHune obpasoBaHu4
: . . , KaTexonammHoB —
NADH + H" Dihydrobiopterin Tyrosine

CHWXeHue pyHkumm LUIHC —
orlu20gpeHuUs

JHapyweHune cnHTe3a
MenaHuHa —

Bonocbl HOBOPOXXOEHHOIO
POXA oernuaMmeHmauyus

| C (peHunKeToHypuren
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= X-cuenneHHble bone3Hu

ArammarnobynmHemus

AnpeHoneunkoancTpodus

[emodunus |
[1anbToOHM3M 1
HedonunTt rnoko3o-6-docdataerngporeHassi 3
(reMonuTMyeckasi aHemust) B 300pOBbII
NxTnos [] 6onbHOM

Nomkas X-xpomocoma i Hoourg

MoiwevHas auctpodpuma bekkepa 0 3

MblweyHas guctpodms [oweHHa 2" ¥ "f,,u (L !

HeuyBCTBMTENBLHOCTb K aHApOoreHam InS g
] ]

C-m Buckotta-Ongpuya
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XPOMOCOMHble BO1Ee3HU

BospacT Tpucomus
MaTepy C-m [layHa [Tpucomusa 18 13
15-19 1:1600 1:17000 1:33000
20 - 24 1:1400 1:14000 1:25000
25 -29 1:1100 1:11000 1:20000
30 - 34 1:700 1:7100 1:14000
35 -39 1:240 1:2400 1:4800
40 - 44 1:70 1:700 1:1600
_45-49 1:20 1.650 1:1500

bone3Hb ayHa = LIJVIPUI\UU JIVILI|U

AR

0 1

= YBENMMYEHHbIN A3bIK

= ONUKaHT

= Packocble rnasa
= [1n1ockas nepeHocuua

= KopoTkagq, lWnpokKas fagoHb,

C €AVHCTBEHHOM NMonepeYyHomn cknagkou Oéxﬁ
= Mu3nHeLl, yKOPOYEeH U 3arHyT BHYTPb -
= OTCcTaBaHne P1M3n4eCcKoro pasBuTus ,)g?x‘t ' {

&K XX AR i& AD 85 A%

’ -r B "\  PTIRE: A -
a.,. N‘ ““ “ M ot = YMCTBEHHAas OTCTarnocTb { |
— x. K = [Topokun cepaua, KKT, noyvek T onepeyHasi

2007 Copyright L. Gerasimova 19



"
XPOMOCOMHble BOMEe3HM
Cungpom KnanHdoenstepa (47 XXY, 48 XXXY)

= Boicokun pocT
= TenocnoXxeHue Mo >XeHCKoMY
= [Mnonnasna anyek 1

LT

= HapylweHne cnepmartoreHesa 6 7 8
» [MHeKomacTus éé éé éé g
= CKINOHHOCTb K OXXUPEHUIO 13 14 15 1
= [lcuxnyeckme HapyLleHnd 8
= YMCTBEHHAs OTCTarioCTb 8198 8208 8218 ézzé % X §
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XPOMOCOMHble BOMEe3HM
CuHgpom Lepewesckoro-TepHepa (45 XO)

e

C
-~ '*oa""

-

'\*’“
el

‘Crmeocast’
Sy,

= HN3KMN POCT, HapyLLeHne
OKOCTEHEHUS cKeneTa
(knpos, ckonmos...)

= [lncreHesns roHan b i 3t
(HegopasBUTME BTOPUYHbIX e
NOSI0BLIX MPU3HAKOB,
becnnoguve)

= BHewWwHU Bna ctapLue nacnopTHOro Bo3pacra

= KpblioBMaHas ckragka Ha wee

= HN3KMIN POCT BOSIOC

= [lecbopmMmnpoBaHHbI€ YLWHbIE PAKOBUHbI

= lLInpokoe pacnonoXxeHne CoCkoB

= MHOXeCTBEHHbIE PpOANMbIE MATHA Ha KOXeE

= YMCTBEHHAA OTCTanocTb (peako)
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BpoXxaeHHble 6onesHu

common sie of action of (e{dooen
gastrulation I leve gye w ?sde ear // \\\ .
1 | ‘s { ‘ ; L) H
@] 2 (S INGlCAlCA G| <)
“ - A -~ Tteeth -~
X e g i | - .
heart mbs v/ ..1-‘“'.‘
external genttaka
il
1",':(::.‘\',

,.,

o oyes
!u_;'.i_";( m
2

—-— not —-
susceptible to
teratogens ]

deTanbHbIN
ankorosibHbI CUHAPOM

e e

—

mam Moocr TGHOGHS Ve e
6 Peme 000 HI)IH (VO IHHO AKOBIED

Ek—_:ﬁ KypHOCBII/I HOC

CrnakeHHast HOCOryOHAs CKIIa/IKa
Touxkas BepxHsis ryoa
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JOMMNAOOBbLIN
CUHOPOM




[OnarHocTmnka BPOXKAEHHbLIX U HAcNeACTBEHHbIX
3ab0oneBaHui

KNUHUKO-CMHOPOMOSIOrMYecKum
MeToa

[ eHeanorn4yeckmm meTon
Linto-reHeTn4yeckun metopq
o Kapuotun

7 NONoBOW XPOMAaTUH
(KoriM4ecTBO X-XPOMOCOM)

Buoxumumnyecknin meton,

MonekynsipHasi gMarHoCTuKa
(ananms OHK)
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[TpodomnnakTmnka BpOXOEHHbIX ] e
N HacrneacTBEeHHbIX 3aboneBaHnn ~

= VcknioyeHve gencrema mytareHoB

(B T.4Y. NEKAPCTBEHHbIX)

s  Mepuko-reHeTnyeckoe KOHCYJ1IbTNPOBaHUE

— onpepgerneHne pucka
s [lpeHaTanbHasa guarHocTuka
Y3U
Buoncunsa xopnoHa
AMHUOLIEHTES3
a-peTonpoTenH

BopcuHuatemt . .
Mnoa  karerep
Mn T
auoHé“  rnon
3..\9 % : ’ ..\. /
% A
'{/ gudfsé a
o N |
Sce AV J
x¥opm g L /
> =y 7/
% %6 7/ AmHHOTHvYECKan
» O ~ MMAKOCTH
Y o R =
P "\ ) {oxononnoaHbie
ns ‘\%”c P BoAbI)

fE3FETfRnerent
podhan AESEOH

HXRA }1)“ —
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IleyeHune BpOXKOEHHBLIX N HACNEACTBEHHbIX
3aboneBaHUi

d  3TnotponHoe — reHHas UHXeHepus
[ [latoreHeTnyeckoe
=  3amecTuTternbHasa Tepanus

= FOPMOHbI NPU NX HegoCTaTKe
(nHcynvu, AOr...)

= KpnornobynuH npm remocpunmm

= |g npu arammarnodynmHeMmnm

=  cknioyeHne BeLEeCTB Npu HapyLweHnK
nx metabonmama
(beHnnananuHa npun OKY, naktosbl npu
HenepeHoCUMOCTU NaKTO3bl)

d CwumntomaTtumyeckoe
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