TR
GSMUTEHETUKA.

F[eHOMH®GBIU
UMNPUHMUHZ2.



Tpu Knacca NCKNOYEHUN U3 MeHaeNneBCKUX
3aKOHOMEepPHOCTEN Hacneao0BaHUA

T~

[OHOCOMHOEe HacnegoBaHue:
« X-cuenyfieHHoe HacnegoBaHue
* ronlaHapuyveckoe

B ocHoge 0aHHbIX OMKITOHEHUU rexxam
passiudusi 8 2eHemMu4YeCKOM eKsiade pooumerseu
8 eeHomur rnomomcmea

FTEHOMHbLIM UMNPUHTUHT




* OaHOM N3 KNYEBLIX NPOBNEM COBPEMEHHON BUOOrNm
SIBNSIETCA npobriema nHAUBUAYaribHOro pa3BUTUSA.
« (OCHOBHOW BONPOC 3TON Npobnemsl:

«Kakum obpa3om 3 ogHOM onnoaoTBOPEHHOIO
Anua pa3BUBaeTCHA OpPraHusm,
BKJTHOMaIOLWMU OFPOMHOE KONMM4ecTBO

pa3HoOOOpa3HbIX,
Y3KO cneuuann3npoBaHHbIX KIEeTOK?»

‘ HepsHaa HelpansHeii

TpybKa rpebess
JkTogepda  Mezogepnsa

™ ..

3uTogERMAE HelpansHeli

rpedest — i




B Hamewm opranusme 100 TpHIIVIMOHOB w0 KJIIETOK.
Kotopsie popmupyroT okosio 200 pa3HbIX TKaHeH
Bce OHH HMeIOT eHHHbIﬁ zeHOM - COBOKYITHOCTbH HACJICACTBEHHOI'O MaTepuraja KICTKH

B renome 0koJ10 3 MIIpJ ITap HYKJIEOTH]IOB
30000 — 40.000 TCHOB (e canranocs 100.000),

oenkoB B1,5-2 paza 0obliie

i 2 Ho nouemy knemku pa3nvix
| mKaneil umerom cneyupuuecKkyio ;
cCmpyKkmypy u pyHKuuu '

i ( )

\
Y SRy
Genome VNV 250 n
: S = S
A Y \‘W . é NS4
"\fY Chromosome
Knerxn HepBHOH Knerxu xpoen
CHCTEMBI 3 5 - -
Knerxu CEPAEeTIHOH MBIIIITEI Gene Gene
Intergenic region




HUcmopus eonpoca

B KoHue XIX B. B.Py n A.BenmcmaH npeanoxuam runotesy
HacneaCcTBEeHHO HepaBHOro AeNeHUA: B pa3Hble KNeTKU

pa3BUBalOLLLErocA OpraHM3mMa nonagaeT pasHasa
reHeTU4YecKaa Hpopmauuma.

P.fonbawmmnat (1927r) npeanoxkmn TEOpULo
dU3N0N0rMYECKON rEHETUKN: B OCHOBEe aunddepeHLnpoBKU

KNETOK 1eXaT Ppa3Hbleé CKOPOCTH 6uoxmmmueckunx peaKLI,MFI,
onpeaensaemblie pa3dHbiMU reHaMum.

KoHpag Xonn YopaauHrroH (C. Waddington): koHuenuusa
3apoablLLEeBOro Ppa3BUTUA Ha OCHOBE M3MEHEHUA IKCNpeccumn
reHos.



I'eHOM comep:KuT MH(OPMAIMIO IBYX BHI0B

N

I'EHETHYECKASA QIIMT'EHETUYECKASA
nHpopMaAUA nHpopMaAUA
PYKOBOJCTBO IO KaK, I71e ¥ KOrjaa JI0JbKHA
CO3IaHUIO KUBOTO OBITH peajin30BaHa
OopraHu3Ma reHeTH4YecKas HHpopMaIus

CMananaﬂ PHK
‘ IHoaunenTua

IHpusHak



Tepmun "2MUreHeTuKa’” =
"SIMUre’Hes" u '"'regseruka’’.

Tepmun ""ammrenes "' (0T rped. €pi — mocie, cBepx, HaJ U JENEsIS —
BO3HUKHOBEHHUE, TMPOUCXOXKJICHUE) ObLI mpenioxked Y. apBeem
(1651) wm o3Haya;m y4YeHHMe O 3apoAbLINIEBOM Pa3BUTHHU
OPraHu3MoOB KaK TNpoIlecce, OCYIIeCTBISIEMOM INYyTEéM CepuH
MOCJIe0BaTeILHBIX HOBOOOPA30BAHMIA.

Tepmun "smurenernka’ BBeneH B 1942 . C. Waddington
smOpuonoroM Konpagom Xos1oM YouAMHITOHOM,  (1905-1975)
a4 OnnMcaHnA U3MEHEeHUU JKCrnpeccumm reHoB

B X04€e pa3BUTKS

INMUTeHeTHKA — pa3jel OMOJIOTHH, KOTOPBI H3y4YaeT
NPUYHHHO-CJIEACTBEHHbIE B3aHMOAEHCTBHSI MEKIY
reHaMy M UX NPOAYKTAMH, H KAK OHH PeaJIM3yIoTcs B
onpeaeJeHHbIe (PEHOTHUIIBI.



B 1990 r. Pooun Xoaamaei gan 0ojiee KOHKPETHOE OIpeAcIeHUE
AMUTeHeTuKu. «lccienoBaHue  MEXaHM3MOB  BPEMEHHOIO U
IPOCTPAHCTBEHHOTO KOHTPOJS TI'€HHONW aKTUBHOCTH B CIIOXKHBIX
OpraHu3Max».

B 1992 r. bpaiian XoJu1 onpeaenuil dMUIeHETUKY, KaK «CyMMY
TeHETUYECKUX M HEreHETHYeCKHX (PaKTOpOB, BO3JACHCTBYIOIIMX Ha
KJIETKH B 1EJISIX CEJIEKTUBHOTO KOHTPOJISA OKCIPECCUM TEHOB,
KOTOPBIE MO3BOJISIOT YBEIWYUTh (PEHOTHUIIMYECKOE pazHOOOpaszue B
MPOILIECCE PA3BUTHU.

Emre OoJiee y3k0€ ONPEACICHUE JIUTCHETUKU OBbLIO
npemioxkeHo B 1996 . Pycco m coaBT.. «icciiepoBanme
MUTOTHYECKA W/HMJIA MEHOTHYECKH HacJaeayeMbIX
U3MECHCHUU B IKCIPECCHU TIEHOB, KOTOpPbIC HEJb3S
00bsACHUTHL U3MeHeHussMHU B JTHK»



B 2006 rogy amepukaHCcKMe y4YeHble
IHapto Paunep n Kpenr Menno
nonyymnn Hobenesckyo npemmio
B obnactu pusnonormm n MmeauuuHbl
3a «oTKpbiTe PHK-nHtTepdepeHunn
- achheKkTa raieHuss akTMBHOCTU ornpenerieHHbIX reHOBY,
onyonukosaHHble B 1998 roay.

IT0 ObLIN
IlepBble ANIUTEHETUKH

Kpeur Menno
QHapto Panep P



JKcnpeccua reHoB

— 3TO IMPOLIECC, B XOJI€ KOTOPOTO
HacJEACTBEHHAs HH(popMaIys,
3aKJIIOUYCHHAS B CTPYKTYpE I'€Ha,
peanus3yercs B QyHKIIMOHAIbHBIN
npoaykT: PHK wiu Oenox.

JKcnpeccus reHoB MOXET
perynnpoBaTtbCHl Ha BCEX CTaaMAX

npotiecca:
« Moagudukauua (pemogensinHr) AnepHan TpaHenAuMA
membpaxa I
XpoOMaTuHa: retepo- n ayxpomMmaTuH WV
MnazmaTyeckan
« TpaHckpunumm MembpaHa

* [loCTTpaHCKPUMNLMOHHBLIX NPOLIECCOoB \L
* TpaHcnauuu =

SyKapuoTel
. |_|OCTTpaHCJ'IF|LI,I/IOHHbIX npoueccos



Distal control

element fj_)j Activators
\ £ 0

Promoter
(e e, Gene

DNA o
Perynaumna moxert Enhancer
ObIThb
- Hecneuudgumnyeckas
- Cneuudmnyeckasn
PerynaTtopHolie
PErMOHbLI MOTYT ObITb
- NMpokcnmanbHbIMU
- AnctanbHbLIMMU:
9HXaHcepHbl, ar Y
canneHcopsl,
NHCYNATOPbI -

-
TATA
box
General
transcription
factors

DNA-bending a .
| protein

Group of
mediator proteins

" RNA
j _ polymerasell

B RNA

) ; polymerase Il

Transcription — S—
initiation complex RNA synthesis




JNUTeHeTHYECKAS PeryJasilius - HAC/1e0CMEEeHHble U
HEHAC1e0CMEEHHbIe UBMEHECHUA 8 IKCNPECCUU
KOHKDPEMHO20 2eHa 0e3 KaKux-iuoo coomeemcmeyouiux
CIPYKMYPHBIX USMEHEHUI 8 €20 HYK1eOMUOHOU
nocae008amenbHoCmu.

~ . 9TO O3HayaeT MoaudcuKauulo TreHHOW IKCMPEeccuMm,
00YyCrnoBNEeHHy HacneacTBEHHbIMU, HO NOTEeHUManbHO obpaTUMbIMM

U3MEHEHUSIMU B CTPYKType XpomaTtuHa u/unm B pe3ynbraTe
metunupoBaHusa OHK.

dnureHeTnyeckasa HacneacTBeHHas UAMEHYMBOCTb UrpaeT OrPOMHYHO
POJIb B v s — —

v nHOMBMAyanbHoOe pa3BuUTUe OPraHN3MoB,

v’ MeXaHM3Mbl 3KCMPEeCcCUmn reHoBs,

v BO3HUKHOBEHUE pakKa

v N 3BOMIOLUM.



IlposiBiieHue
IMUTCHETUYECKOU Peryjasiiuu
y 4eJI0BeKa

1. 3¢¢pexTa mo10:KeHUs reHOB

a) Paracentric inversion b) Pericentric inversion
(does not include centromere) (includes centromere)
A A
F a a

™
A
B

C——DD—»D

> VA 0 18

E_ E

§

-C -
0 D
~D '€
E -
F - F
G <- G
H - H
. 1 -1
Terminal Paracentric Pericentric
inversion intercalary intercalary
inversion Iinversion

XpOMOCOMHbIE
UHBEpCUn




IIposiBjieHune
IMUTCHETUYECKOU Peryasaiuu
y 4ejI0BeKa

2. 0CO0EHHOCTU CTPYKTYPHO-
(PYHKIMOHAJIBLHOM OPraHu3anuu
XPOMATHHA OIPEICICHHBIX
XPOMOCOMHBIX JIOKYCOB
(peMOJEIIIMHT XpOMaTHHA: TeTEPO-
M DYXPOMATHH), BIUSAIOIINX Ha
3KcIpeccuro reHos, 1 PHK-
uHTEp(PEPCHIUS

i /NN S

“beads-on-a-string” 111 nm

form of chromatin l\' /

30-nm chromatin

fiber of packed 30nm
nucleosomes

section of

chromosome in T
extended form 300 nm

——

condensed section \‘ ‘
of chromosome

@ 700 nm
I\‘ l/cerl\tromere

NET RESULT: EACH DNA MOLECULE HAS BEEN
PACKAGED INTO A MITOTIC CHROMOSOME THAT
IS 10,000-FOLD SHORTER THAN ITS EXTENDED LENGTH

f—

entire
mitotic
chromosome

1400 nm



IIposiBjieHune
IMUTCHETUYECKOU Peryasainu
y 4ejI0BeKa

3. inakTuBanus X-XpoMocoOMbI

paHHUI
SMOPUOTECHE3

X XpoMocoMa

arvIeNb
PhlAKeH OKpacKu

AIVISIb KOPHYHEBOH
OKPacKH

JICIICHUE

KJIETOK U

CIIy4yaiHast
MHAKTUBAIUS
X XpOMOCOM

2 TIOITY/ISILIMU KIIETOK
Y B3pOCIIOrO KUBOTHOI'O

OpaHkKeBas
OKpacka

KOPHYHEBas
OKpacKa

A S P -



Impint — omneuamox, memka

4. 'eHOMHBIH UMIIPUHTHHT

Briepsrie TepmuH npemioxui B 1960r. Xenen Kpoys s
OIMUCAHUA CEJIEKTUBHOU JIMMHUHAIUUA OTHOBCKUX XPOMOCOM
Yy HACEKOMBIX.

I'eHOMHBII MMIPHUHTUHI - DIUTCHETUYECKUHA  MEXAHU3M
PETYJISLAN DJKCOPECCUU TOMOJIOTUYHBIX TE€HOB B IIPOLIECCE
pPa3BUTUA OpraHu3Ma B 3aBHUCHMOCTH OT POAUTEIHCKOIO
(MAaTEpUHCKOIO HJIM  OTIOBCKOIO) IIPOHCXOXJCHHUS TEHA,
XPOMOCOMBI WJIM T€EHOMA.



ONNOAOTBOPEHHAR
nﬁlexnmm AMUEKNETKA

T.0.,, B HEKOTOpbIX Yy4yacCTKax
reHoma, NoABePHKEHHbIX
reHOMHOMY NMMNPUHTUHTY,
KCNpeccnpyerTca TONbKO OAMH
(OTLOBCKMIA MAM MATEPUHCKMIA) |
annenb, T.e. HabaopaeTca
MOHOaNNeNbHaA aKcnpeccua |
UMMNPUHTUPOBAHHbIX rEHOB, B
OT/INYUMN oT 0b6bI4YHOM
ANANNEeNbHON 3KCMPECCUM.

CnEmTO!OlﬂE -

PO HECET
ll

OCOM,
Bcﬁ
TNEYATOK=

MCXOAHBIE «OTNEYATKN« CTUPAIOTCA

- COBOKYIHOCTD
MOJM(PUKALMI, KOTOPbIC IO-
Pa3sHOMY «MAPKHPYIOT»
POANTEIbCKHE AJLJIE]IH,

MPEACTABIIAOT COO0H )y oo THIIL (MMIIPHHT)



mvnpunatupoBaduble TeHBl (okoimo 100) B AWIIOMTHONM KJIETKE
MJICKOMIUTAIONIUX OOBIYHO AKCIPECCUPYIOTCS TOJIBKO C OJHOTO
ajieIs (MOHOAJIEeIbHASI IKCIIPECCUSI T€HOB).

Bropon asuienb, BCJIAEACTBHE HAJIUYMA HA HEM HEKOIo
«OTIIEYATKA», UMOPUHTHPOBAH (BBIKJIYEH WJIM MOJAABJICH)
U He IKCIPEeCCUupyercs.

Hanpumep, eciu umnpunmuposan mamepuHCKUu 2eH, mo OIKCNpeccupyemcs
OMYyo8CKUU ainenb U Ha0bopom.

Taxkoii ciocod peryasinuu padoThl T€HOB
CBHIETEJIbCTBYET 0 HEAKBUBAJEHTHOM BKJIa/le poAMTeIei B
reHOM NOTOMKOB

(peHOTHIIHYECKUE MPU3HAKH, KOHTPOJIUpYEeMbIe
UMIPUHTHPOBAHHBIMHM JIOKYCAMH, MOIYT TMPOABJIATHCHA HE
TOJbKO B _Ppe3VJbrare MYTAIMHM T'€HOB, HO W _HApPYIICHUS
AMMUTCHETUYECKON PEryJJasiliii UX IKCIPECCHH.




Peajm3zanusa 1BOMHOU 10361 T€HOB

mpaHcKpunyus mpaHcKpunuus
5 \ 5¢ J ‘
Kan 3 Kan 3
i O
mpaHcIayus mpaHcauus

J

v
g




[eHOMHbIX MMNPUHTUHT U3MEHSAET A03Y FeHOoB
(Hanpumep, KOHTPONUPYIOLLUX POCT IMOPUNOHA, KNETOYHYIO

nponndepaunto n anddepeHUNpPoBKYy)

MoHoa/u1eJIbHAA IKCIIPEeCcCHs IT'eHOB

mpaHCKpUMUus mpaHCKPUALLS
P . o
Han.\/ 3 xan.\/ 3
] []
mpaHcAayuUs mpaHcIayus
®
E@Gﬁg JOOY




BbiKntoueHUe annenem npm MOHoOaNNIe/IbHOU SKCNpeccumn

B cnepmatoreHese
CpPOK
yCTaHOBIEHUS
MY>XCKOro
anureHoTmna
OKOHYaTernbHO He
YCTaHOBIEH.
BeposaTHO 31O
NPOUCXOOUT Ha
craguu
cnepmartouuTa |
nopsAaka 4o
HacTynneHus (1Mnu
BO BpeMS)

npodasbl | Menosa

r npoucxoauT Ha atanax guddepeHUnpoBKM rameT

Cnepmarorexes Mepuope! OoreHes
CnepmarTorosum OoroHuu
O\ Tepuoss, /O MUTO3
pesMHOXeHH \p
\
dqc/) c?b enee o% 00
|
Cnepmatoumr | nopaaka Ooumr | nopsaka
Tlepon pocra HeT AeneHus
= 2ndc . Ny
CnepmarouuTb! |l nopsaka Oouwmr Il nopsaka
ISR TEON FERI S H}lpasmenbuoe
CISPATHI 6) 2-e omenexue \ £3
é b Meio3sa
Jeny Q nc Hanpaamenbuue J
1 | WK PefyKUMOHHbIe
6 O 6 0. _Nepwon _ il Tensua
Cnepuafoaomu\ w

)<t

3urora obpasyowancs
nocne ONNOAOTBOPEHUA

B oBoreHese
yCTaHOBieHne
HOBOIO
NMMPUHTA
NpoucxoauT Ha
cTaguu pocTa
oouuTa |
nopsaaka



Y4aCTKOB I'CHOMAa MW BJICHMIAX
I'CHOMHOI'O HMMIIPDUHTHHI'A B

YaCTHOCTH JICKAT CIEIUM(DUIECCKHE
CTPYKTYPHO-(DYHKIIMOHAJIbHBIE G
W3MEHEHHSI  OTJECIBHBIX yYaCTKOB
XpOMOCOM,  ITPOMCXOMSIIMX  BO
My:kckou

+ B ocHoOBe 3MIUreHeTHYECKON
«MAPKHUPOBKM OTHEITBHBIX
P
¢ IIXy X 9V XX

AKenckuit
BpeMsi_(hOpMHMPOBAHMS MVKCKHX MMITPHHT
M KEHCKMX TMOJOBBIX KJIETOK, PHHE '
KOTOpPBIE TPUBOMAT K CTOUKUM
(bYHKIIMOHAJILHBIM pasIMYUSIM ¥
SKCIPECCHN TOMOJIOTUYHBIX T€HOB Y ¢ IiXy * XX

ITOTOMCTBA.

Yto obecnieunBaet
«CTHPAHHUC» OTIICIATKOB pOI[HTeHefI (Ha ypoBHE MPEMOPIUAIBHBIX KJICTOK)
N YCTAHOBJICHHUC «HOBBIX» O0THHCYATKOB (B 3penbIX MOJIOBBIX KIIETKAX)



OCHOBHYIO POJIb B 3TOM IIPOLIECCE UIPAIOT MeTunupoBaHue

crenupuyecKre A1 0co0ei pa3HOro mojia D.H K
pEaKi METHJIUPOBAHUSA IIUTO3MHOBBIX
OCHOBAHMH . coc-umymsconmun yuaersan) I ¢, nomn, cnerpro - -
wyswenoway; KOTOPOE YCTAHABJIIMBACTCS B XO4€ | ¥
raMeToreHes3a 1 BBIKII0YAEeT TPAHCKPUIILUATO T%C \ﬁ @ T¢C @
HCHOB. O//C \N/CH Oéc \N/CH
Y Y
Moaean cMEeHBI DIIUTE€HOTUIA LiuTosuH 5-METUA-LUTOSUH
XPOMOCOM B raMeTOreHe3e
1. IlepekmarodyeHHE SIUTCHOTHUIIA TOJBKO B TOM

TOMOJIOTUYHOM XpOMOCOME, KOTOpas

YHACJIEJ0BaHa OT POJAUTENS I A o

IPOTHUBOIIOJI0KHOTO I10J14a; 1 e L i

S-azeHO3NIMETHOHHH

2. «CTHPAHUE)» MUTeHOTHUIIA HA 00enX
POAMTEIbCKUX XPOMOCOMAX C
MOCJICAYIOIIEH YCTAHOBKOU HOBOIO
UMIIPMHTA, COOTBETCTBYHOILEI0 TAHHOMY
OJIYy.

S-a1eHO3ININOMOLIHCTEHH

-




Allele 1 .}.p.*..E r

&> Methylation
© Acetylation
O Transcription complex

MNature Reviews | Genetics



I/I3yqune I'CHOMHOI'O HMMIIPUHTHHI' Q

M3ydeHrne reHOMHOTO UMIIPUHTHUHIA Y MJIICKOITUTAOIINAX
HavaJIoCh B Hauajie 80-X rogoB X XB.

ITOCJIC OIIBITOB HAa MbIIIAX, ITIPOBCACHHBIX

Jl:xx.MakI'parom, .Coarepom u M.Cypanu.



Pa3BuTie HOBOro opranu3Ma HaYNMHAETCS C
OIIONOTBOPEHHUS SUILICKIECTKHA CIIEPMATO30MI0OM.

bronornueckoe 3HaUCHNE KOTOPOI'O BOCCTAHOBJICHH e
TUILJIONTHOT0 Hadopa xpomMocoM (2N)

3a CYET CIMUAHNSA KMYXKCKOIro» U «XKeHCKOro»
NPOHYKNeycoB

My>CKOW N XXEHCKNW NPOHYKIIeyChbl
CUNTAOTCA reHeTU4YeCcKu

akBuBaneHTHbiMu, HO uccnenosaHus
nokasanwu, YTo Mexay aTumMm
MPOHYKIIeyCaMn MMEOTCS
yHKUMOHaNbHbIE pa3nnyums.

QKcrnepuMeHmbl Ha Mblulax rno3e80os1urnu co3dams U
rnpocriedums pazsumue 3apoobiuiel ¢ 08yMsi
20MOJ102UYHbBIMU XPOMOCOMHbIMU HabopamMu om
00HO20 podumerisi.




BnacTtouucTa

Tpodobdaact H blast Epiblast

O6pasoBaHuMe XOpnoHa

Baacronean

20 IMGprodaact

M'no6nacr - Snubnacr
- 3apobliLlieBble JINCTKAN
06pa3OBaHMe - BHe3apodbllleBble
3 M XENTOYHOro o?:;::g::
APOJALIIL aTepHHCKasA TKaHb :
p B 3ArJ1IaHTOnC

IO EHTHI

XOpHOH
AMHHOTHYECKAA Bynymaa
S nnalesTa
, [TOJIOCTH
AMHHOH , OnxogoTsOpeH-
- Hada AIeKIeTKa
ATTaHTOHC
Byayusi
AKenTouHbiin IMOPHOH

Buyrpenuas
NOBEPRHOCTH
MaTIG

MELTOR
\&




IKcnepemenm
nO MPAHCHIAAHMAUUN (nepecarv) RPOHYKIIEYCOB HA MBIULAX

cuon X SRR co
A’
o 7 @) '0) MePECKa NMPOHYKIEYCOB
@) YA ) > O xercxat, @myxckoit

MENT NS NS

' HOPMATLHBIIL CIHOT eHe TIrY e Xt AHJIPOr eHe TIY e KT "
v Jv A
@ %o ?x9Q o X0

I'mHoreHeTnueckKue 3UroThbl - AHJIPOFeHeTH‘IeCKHe SUIOTHBI -
HOPMaJIbLHOC pa3BUTHC HOPMaJIbLHOC pa3BUTHUEC 3aPOABIIIECBBIX
9M6PPIOHaJII>HI>IX CTPYKTYDP H ILUIOXOC - MeM6paH U IUIALICHTBI, [IPAKTUYCCKH HET

34POABIIIICBbIX MeM6paH N TIJIAIICHTHI. PA3BUTHUSA 3M6DI/IOH2UII>HI>IX CTPVYKTYD.



‘ Anuzenemuueckasa namoaozus y uenoeexa (1)

JTO NpoABAEeHUe
UMNPUHTUHIA Lenoro reHoma

—

Teparoma
Hcxon ruHnoreHeTnuecKou
3UTOTEI

——

\ 4
Tpunnouous

/\

I ' muonn

$
I1y3BIpHBIN 32aHOC

Hcxon aHaApOreHETUYECKOU
3UTOTHI

AHapoua



Teparoma
(3MOpHOHaIBHAS OIYXO0JIb)

- XOpOIIIO Pa3BUT 3IMOPHOH (Bce
TPU SMOPUOHAIBHBIX CJI0s) U
OTCYTCTBHE ILIALICHTAPHOU
TKaHU

[IpuunHa: 1Ba HabOpa
MAaTEPUHCKUX XPOMOCOM.

Tepamoma (uynoBuine+omnyxoib) — 3TO
OIyXOJIb COIEp KAILAs TKAaHb WIIN
Oprad OpraHu3Ma.

B TeparoMe MOryT NIpuUCyTCTBOBATb:
BOJIOCHI, MBIIIIEYHAs TKAHb, KOCTHAsI

TKaHb, 3yObl, I71a3a, KOHEYHOCTH U TIP.

ManeHbkas (4 caHTMMeTpa) Kucta
ANYHMKA

\HHIHH‘IIlIIIIlIlIlIIII|II|II|IHIH|IHHII|r|
ek 2 3 4 5




$¢\GRC LiB1 _ MI08 Tis0.3 35C
\99)0221106 3:12:30 PM JMM 117201, GA(LMP)=14w0d B OB-213

B CHI

N cTUHHBIN MY3bIPHBIA 32AHOC A 0-Fra sgmh
e E/A 273
Map DO

D 140cm

— XOPOIIO PA3BUBAIOTCS o B e
TUTAllCHTapPHBIE CTPYKTYPHI (13-3a * = el
OypHoro pa3pactanus Tpodoodaacra),

HET SMOPHUOHATBHBIX CTPYKTYP

[IpununHa: n1Ba HAOOpa
OTIIOBCKHX XPOMOCOM

OnIoa0TBOPEHUE SIMIIEKIIETKH,
JUIICHHOW MAaTEPHUHCKHUX XPOMOCOM
JIBYMSI CIIEpMaTO3011aMH1

BrisiBnsierca B cpokn 11-25 Hey bepeMeHHOCTH,

[MepBbIM KITMHUYECKNM NPU3HAKOM SIBNSETCA HECOOTBETCTBME
pa3MepoB MaTKnN CpoKy 6epeMeHHOCTU: MaTka bonbLue cpoka
bepemeHHoCTN.

MakpocKonmMyeckn BU3yanuanpyrTcsi OTEYHbIE XOpuarnbHbIe
BOPCUHKM, My3bIPbKMW.




Tpuniouousn

AHIpous I'mHOM
[Ipyayra: 2N - oten + N - MaTh [Ipuuunna: 2N - MaTh + N - OTeIl
* QOJIBIIAs KUCTO3HAA IJIalCcHTAa, * HEIOpa3BUTasA ILIALICHTA,

* Yy IUIOJA:
» OoJIbIIas rojI0Ba,
» MaJICHbKOE BEpEeTeHOOOpa3HOE

TEJO,
> CUHIAKTUJINA, C

» OTCTaBaHHE B POCTE U <

Pa3BUTUH. ) @ @
Ecnu mion poxaaercs, ' "'

* SMOpPHOH M ILIOJ HE
pa3BHUBAECTCH.

TO, KaK IIPaBUIIO,
€CThb MO3auI13M.



MexaHu3smbl popMupoBaHuda Tpunaonamm

» aucrniepmMmHoe onnogoteopeHne 50-65%
> cnugHue gunnouagHou v rannongHon ramet 20-35%

» JHOopennukauns ogHoro 3 pogmTeribCKUX reHoOMoB B
ANNIIoOUaHOW 3UroTe



OCHOBHbIE
KAUHUYECKue
npoasaeHun
Tpunaonauu

HebonbLLON BEC
LLUIMPOKUN 3aHUN
POAHMYOK C
HeaopPa3BUTbIMM
3aTbISTIOYHBbIMU U
TEMEHHbIMU
KOCTAMW Yepena
pacLiennHa Heba
cuHaakTunusa 3 n 4

HoBopoXAeHHbIe C KapMOTMNaMu
nasribueB PYyK 69,XXX (BepxHuii paa) n 69,XXY (HUKHWi1 pap)

I'IOpO KN ce p,u, L',a MUcTouHuk: Schinzel A. Catalogue of unbalanced chromosome aberrations in man: Second revised and
expanded edition. — Walter de Gruyter: Berlin — New York. 2001. — 966 p.



MexaHun3mbl hopmmupoBaHusa TeTpannongum

HapyLleHne LUMToKNHe3a npu apobneHmnmn bnactomepos
CrnusiHUe OBYX AUMNITOUAHbBIX raMeT

OMNSIOOOTBOPEHUSA ANLIEKIIETKN TpeMs rannongHbIMu
crnepmaTosongamm



OCHOBHbIE

KAIMHNYeCKue ... . aa
s E Eg ,0‘ B :.l.
pu= . 1 4" wav
npoAaB/ieHnA
pRhE? ZEEF ansd ssar
TeTpanionaum
SR Rar s Busn

* BHYTPUYTpPOOHas i s ik
3adepxKa pasBuTus

* TMNOTOHUSA ] -

* NUueBble "/p'\"";
aHomanmm >\ \
(BbICTYnaloLLMM b~
ﬂ06, -~ ‘r 44”
MUKpoTanbmms, “; y ;.:,
HN3KO MOCaKEHHbIEe e > St
yLLIW, pacLuenuHa |
Heba) NN
MOPOKM cepaLa
HapyLIEeHA Ynctbin BapuaHT TeTpannonauu
NCMXOMOTOPHOTO y nauueHTa B Bo3pacTte 26 mecsiLeB
pPa3BUTUS

UctouHuk: Guc-Scekic M., Milasin J., Stevanovic M., et al. Tetraploidy in a 26-month-old girl (cytogenetic and molecular
studies) // Clin. Genet. 2002. V. 61. P. 62-65.



‘ Inuzenemuueckas namoio2us y ueinoeexa (2)

OpraHn3amMeHHbIN (XPOMOCMHbIWN) YPOBEHb UMMPUHTUHTA:
oaoHopoautenbcKkasa anccomus (OPL)

OnpHopoauTeabCKass IMCOMHUS - HACIICAOBAaHME OOCUX KOIMU LEJION
XpPOMOCOMBI HJIM €€ 4YaCTH OT OJHOI0 poauTens (Iph OTCYTCTBHM
COOTBETCTBYIOIIETO  I'E€HETHUYECKOI0  Marepuajia OT  JAPYyroro
POAUTENSA).

DTO KAYEeCTBEHHBIM, a HE KOIMYECTBCHHBIM XPOMOCOMHBIN

nucOananc -
/ $
T'erepoaucomus H3zonucomus
Koppeknus Koppexkius

TPHCOMHH 10 HCOMUH, MOHOCOMHUHU OO0 JUCOMMUH,

IIPU HE PACXOKICHUE XPOMAaTHU/I
BO || MmeioTUEeCKOM NEIeHUH
[IpuBOAUT K TOMO3UTOTH3ALIMA

POUCXOAAIIAST U3-3a
HE PacX0XKJACHHUE XPOMOCOM
B | MeioTHUECKOM NEJICHUH.



CxemaTtunueckoe
nsobpaxkeHune
HepacxoXaeHuAa oaHoMU
napbl XpOMOCOM B 1-m

MEeMNOTUUYECKOM Je/IeHUMN.
A <

B pesynsrate cnuaHus

aHoManbHOW rameThbl C

HOpMaribHON raMeTou

obpasyloTcs 3UroThbl C

* Tpucomwuen (1)

* UK MOHOCOMMEN (2) rno
OAaHHOW XPOMOCOME.

A — meitoTudeckve fenerns T nll; ¢

B — 3urotbl 1 n 2.

<

(H.MN. bo4kos u ap., 1984



OnHopoauTebCKass AUCOMUS

%ggﬂg}ﬁ ROMILIENEHT KOMITEHCATOPHAA MHTOTHYECKHE
h MILTE? AlTHA _ HI OIIUEKH
HOPMA IATOTEI TAMET AHCOM

Q0 @0 @O 00 00
-® ® O ®

Jducomuas 3urora ITpHCOMHAS 3HTOTA Mo#xocoMHas 3Urora J{HcoMHas 3HI0Ta
'
HENPABHILHOE PACXO:KIEHHE / \
HenpaBHJIBLHOE reHHas
pACXOERIEHHE KOHBEpPCHA
COMATHYECKHE AVIIHKanmaa ~ PEKOMOHHAIIHOHHEBIE
IVILTHKAITHA - OIMHOKH

qacTH4YHaag OP/]

OP]J OP]J



Pa3Hble XpPOMOCOMbI BHOCSIT Pa3JIMYHbIA BKJIA/ B
HOPMAaJIbHOE Pa3BUTHE ILIOAA.

» Jlucomuu o 1,3,4,8,9,10,13,15,16,18 1 19 He BHI3BIBAIH
OTKJIOHEHHH OT HOPMAJbHOTO Pa3BUTHUS MBIIITHHBIX
SMOPHOHOB,

» amno 2,6,7,11,17 conpoBoKaaauCh OTKJIOHEHUSAMH OT
HOPMAaJIbHOTO Pa3BUTHUS U T'HOENIbIO II0/1A



‘ Jnuzenemuueckas namoaozus y uenoeexa (3)

bonesHn MMNPUHTUHIA
- 3TO 3a060/1€BaHMA B OCHOBE KOTOPbIX NEXUT HapyLLeHUe
GYHKUMN UMNPUHTUPOBAHHbIX Y4AaCTKOB reHOMaA

*  (MeHoOMeHbl UMMPUHMUHea o0moesibHbIX 2eHO8 U XPOMOCOM ayyuie
U3y4yeHbl Ha MbIWax.

e Ho uzsecmHa eomosnozua no 700 naAoKycam mexoy XpomMocomamu
yesoseKka u moiwed.

* MMNPUHTUPOBAHHbIE TE€Hbl U UX TPAHCKPUNTbI OOHApPYXKEeHbI
Ha MHOTMX XPOMOCOMaXxX Y€e/I0OBEKA —

1,5,6,7,11,13,15,19,20u X.

N3BecTHO yxe 6onee 30 Takux 6onesHu



Tadonunua 6.1. Ilpeanonaraembie «001e3HH HMIIPHHTHHTa» Y YeJIOBEKa

XpomocoMa ‘

3abonepanue [poucxoxneHue
CunapoMm Anamca-—-—-QOnubepa. MarepuHckoe
bonesnb AnblLreiMepa | OTuoBckoe
CuHapoM DHXeEIbMEHa | 15 - MarepuHckoe
ATOIuUSA | 11 To xe
Hepe6emspHas aTakcus | OTuoBCKOE
Paciuenuya rybbr To xe
BpoxaeHHbIH MOpoK cepaua MartepuHckoe
___CeMelinnle onyxonu kKnyBoukoR 11 OTuoBcKOE
CHHApPOM JTOMKOMI XpOMOCOMBI X X MarepuHckoe
CunapoM lNonbaesxapa To xe
Xopea ['eHTUHTrTOHA (IOBEHW/IbHAA 4 OtuoBckoe
popma)
UavonaTuyecKUi rumneprpoduye- . To xe
CKHH CyDaopTalbHbIKH CTEHO3
310KayecTBEHHAA TUIEpTEPMHA 19 MaTtepuHCcKOE
Muotonuyeckada 1McTpopus 19 To xe
(BpoXxXaeHHas)
Hapkonencus 6 » »
HedexkThl HEBpANbHOH TPYOKH OTuoBCKOE
Heiipodpubpomaros | 17 MaTepuHckoOe
Helpopubpomaros Il 22 To xe



[lonuxucro3 moyex (aBa 10Kyca)

ITonukucTO3 AMYHUKOB

Cunapom [lpazepa—Bunnu

IHcopuas
[IceBaonceBOrMNONApaTHPEO3
CnuHouepebenngpHas atakcus
TyGepo3Hblit CKIEpO3 ’

Cunapom BumemaHa—bexksura

bunatepajibHad  cropanuueckas
peTHHODIacTOMA

AreHe3us MoveK, aHOMAaJIUKM JMua

CHHAPOM JHLEBBIX aHOMANUI,
MUKDPOKPaHHUHU, aHOMAJIMH pecnu-
PaTOPHOIrO TPAKTa, renaToMerajiuu

Cunppom CunbBepa—Paccena

CHHAPOM YMCTBEHHOW OTCTaNOC-
T, HU3KOro pOCTa, MNpPeXIEeBpe-
MEHHOTO MOJIOBOrO CO3peBaHMsA

I6u?

15

20

l1
13

16
14

14

MartepuHckoe
LLOBCKOE

MarepuHckoe
OTuoBcKoOE
To xe
MarepuHckoe
OtuoBckoe
Marepunckoe
To xe

»  »

» B

OTuoBcKOe

MartepuHckoe
To xe

H OT-




CuHpgpom
NMpagepa -
Bunnn

[TaTonorus
OTLIOBCKOU
XPOMOCOMBI

15q26.2

15925.1
15923

15q22.2

15921.1

15914

15912

15p12

Co-15p13

15011-q13

Cunapom
AHreJabMaHa
(IH:KEeTBbMEHA )

[laTonorus
MaTepPUHCKON
XPOMOCOMBI



15911-913

i 17 RS
12
12
112 §
114 o
114
112
12-14
15
21 21.4
21.2 21.2
. 1.3 2’1%’»
223 : 222
2.2 o g
223
22.3 | ]
] .
22 " 24 1
i
i 242
23 Yooy 24.3
e 25 25
24 281
25.1 o
25 26.2 o
28 38.3 283




. AKkTUBHbIN reH CA O HeaAkTtuBHbIN reH CA

. AxTVBHbIV reH CI1B O HeakTuBHbIV reH CIMB

B HOpMe y 310pOBOTO YEI0OBEKA
HAOJIIOaETCA MOHOAJLJICIbHAS
ykcnpeccus reHoB CA u CIIB B

CJICACTBHEC HACICAYEMOIro reHOMHOI'O eH
UMIIPUHTHHIA (SIUTCHETUYECKas CA
HACJIECICTBEHHOCTD).

I'en CA — aKTHBEH M SKCOPECCUPYETCS

Ha MaTEPUHCKOM XpOMOCOME leH
ClriB

I'en CIIB — akTuBeH u

AKCIPECCUPYETCA HA OTIIOBCKOM

XPOMOCOME




Ipuunnsl, npuBoasmue k CIIB u CA.

MyTaunu MyTaunu
[enewmn oPIl B reHax- LeHTpa CbanaHcmpoBaHHbIEe
KaHgupatax || MMNPUHTUHra TpaHcnokauum
M) M o oM
B + T T T % T * T TT T
70% 25% <5% 0.1%

m M) M M I

Ot oo oM

70% 2% 20% <5% <0.1%



Ecmu peruon CIIB orcyTcTBYeT
HA OTIOBCKOM XpPOMOCOME
WA UMEET MECTO
marepuHckas OP/]

— YKCIPECCHH I'€Ha HE
IPOUCXOIUT

— (hopMuUpyeTCs
(byHKIIMOHAIbHAS
HYJUTUCOMMUS

— pa3BUBAECTCS (PEHOTUI
Cunapoma Ilpagepa-Buiiun

eH
CA

eH
CriB

Ecnu peruon CA orcyTcTByeT Ha
MATEPUHCKOU XPOMOCOME
UJIA UMEET MECTO OTLIOBCKAs
OP/I

— JKCIIPECCUU T'€HA HE
MPOUCXOIUT

— (popmupyercs
(byHKIIMOHAJIbHAs
HYJUTUCOMUSI

— pa3BHUBACTCS (DEHOTHII
CuHapoMa AHreJbMaHa

UEE



MyTauum B reHax-KaHamAaaTax
?

Henenunit 1 OPJ] He oOHapy:xeHO, HO UMEIOTCS (PEHOTUITUYECKHUE

3 PEKTHl JaHHBIX 3200JICBaHUM

B Takux cempsix BCTPCUYAKOTCA ITOBTOPHBIC CJIYHAaW TaAKHUX OOJILHBIX

B xone ucciaenoBanui
B XpOMOCOME 15 ObLIIM OOHAPYIKEHBI (6:113K0 PACIIOTOKEHHBIE)
MPOTHUBOIOJIOKHO MMIIPUHTHPOBAHHbIE I'€HBbI.

Takue redbl ObUIU HA3BAHBI T€HBI-KAHINIATHI

I'en-kanquaar CIIB I'en-kanquaar CA
- SNRPN — UBE3A



MyTauum LeHTpa UMNPUHTUHIA

O6nactb 150i XpoOMOCOMBI
C Pacnoj0XCHHBIMU B HEH reHaMU p
CIIB u ero reHoM-KaHIUIATOM, a TAKKE XV v ?

reHoM CA U ero reHOM-KaHIUuJaToOM, UMECT
YPE3BbBIYPUHO BAKHOE 3HaueHue .
JJIsi TeHOMHOT0 MMIIPMHTHHIA. ST
Mymmcon HMIIPUHT
Omna Ha3BaHa HMIpHHT
IHEHTPOM UMIIPUHTUHIA (IC)
OH oOecrieunBacT
«CTUPAHME» 0TIEeYATKOB POJUTEIICU
MyTauus «yenmpa umMnpurHmunea MPUBOAUT K OIINOKaM
AMIPUHTUHTA — HE TIPOUCXOIUT «CTUPAHUE)» OTIEYATKOB

8 ¢ “XY ‘ " XX
MPEALIECTBYOIINUX ITOKOJICHUN




[loaTOMy ecim B cHEepMaroreHe3e OTLHAa HE IPOUCXOAUT CMEHa
(GKCHCKOTO» HMIIPUHTAa Ha «MYXCKOW» Ha €ro MaTepUHCKOU

XPOMOCOME,

TO B CJICIYIOIIEM
MIOKOJICHUU
BO3HMKACT
COCTOSIHUE
aHAJIOTUYHOC
OPJI, koropoe
oyaer aBaThb
(heHoTHUI
00JIe3HH

UMIIPUHTHUHIA
(CA umm CIIB)

d"xy !“XX diixy

bo/e3nb bonesnn Hopma Hopma

HMIIPHHTHHIra = HMIPHHTHHIA



Tabaumuna 6.2. Koppearsauua reHOTHN—@EHOTHII MPH CHHAPOME DHXe-
AbMEHA

!
CHMTITOM | 1sal1a13| -OPAL eumhrfg:fa;-:ﬁfzra»
(7% “15%)| @3 |G )

Taxenasa yMCTBEHHasA OTCTANIOCTh + + +
OTCcyTCTBHME pEYH + + +
ATakcus + + +
Cynoporu + + +
ITapokcH3MbI cMeXxa + + +
[MnepakxTHBHOCTb ’ + + +
AHOManuu D3I I + + | +
XapakTepHOE JIMLLO . + +
['MnonurMeHTaLHs ! + + m

; I [ —



Taonuua 6.3 Koppeasauua reHotun—d¢eHorun npu cuHapome fpa-

aepa—Buaau
|
CHMnTOM 15 ﬁiqﬁ (209%[ %) | #HMh:g:{?I%‘l:{}:Ira»
(70—75 %) ‘ (3—4 %)
— MbluieyHasa runoTOHHS +- + +
OXHpeHHUE | | + + +
[Tonudarusa 4 + +
~ XapakTepHoe JULO + + +
YMcTBEHHaA OTCTANOCTE + + +
['MnoroHagusmM + + +
 AKpOMUKpHSA + + +
HU3KUH Bec npU pOXIACHUH @ +
Hu3ku#i pocT npu poXICHHUH +
[MnmonurMeHTan M +- +




CuHapowm lNpagepa - Bunnu
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YHacmoma cuHOpoma 8 »
nonynayuu 1:10-20 meic.  (—+ &

CuHppowm lNpapepa - Bunnu H

L
i

OxunpeHue,
MbllLEYHad
FMMOTOHMUSA,
HU3KUN POCT,
rMnoroHagusm
YMCTBEHHas
OTCTarioCTb
pasnuyHoun
cTerneHu
BblpaXXEeHHOCTH

|

vy o

™

v
\
(&

-

e

120

!

i

1o 18 5"

100

90 |
80 |-

so;f—%

50 (—

30
20

Mpu3Hakun gn3amopuoreHesa:

e gonunxouedpanus,
* TUNEPTENIOPU3M,
* QJMUKaHT,

*  MUKpPOrHaTus,

* BbICOKOE HeDO,

MUHOANEBUOHbLIN pa3pes rmasHbIX
Lenen,

OucnacTUYHbIe YIWHble PaKOBUHbI,
aHoManuu gepmartornmgukn






CuHgpom MNMpagepa — Bunnum

[0 POXKAEHUA:

HN3KaA NoaBmMXHOCTb Na0A4a,

4aCTo — HenpaBUIbHOE NONOXKEHUE
naoaa;

aucnnasus TazobepeHHbIX CYCTaBOB;
OXUpPEHMUE;

CK/IOHHOCTb K nepeegaHuto (Yawle
NpoABAAETCA K 2-M rogam);

MOHUKEHHbIN MbILLEYHbIN TOHYC
(rmnoToHyc);

NOHMXEHHaA KOOPAUHALUMS
NBUKEHUN;

ManeHbkne KUCTU U CToMbl, HU3KNU
POCT,

NOBbILLIEHHAA COH/IMBOCTb;
Ctpobusm (Kocornasue);

CKONIMO3 (MCKpuBNEHME
NO3BOHOYHMKA);

NOHUXXEeHHas NNIOTHOCTb KOCTEW;
ryctaa cAtoHa; naoxue 3ybbl;

CHUXXeHHaA PYHKLUMUA NONOBbIX }Kenes
(runoroHagusm);

KaK npasuno, becnnoaue;
peyeBan 3aJepPrKKa,

3a/1ePrKKa MCUXMYECKOro Pa3BUTKS;
OTCTaBaHMe B OCBOEHWM HABbIKOB
obWwen n Menkom MOTOPUKM.

bonee no3agHee NnosioBoe co3peBaHUe.

BHelwHMe NpU3HaKu: y B3POC/blIX
Bblpa)keHa nepeHocuL,a; 106 BbICOKU
N Y3KWUI; rNasa, Kak NnpaBuo,
MUHAANeBuaHble; rybbl y3Kue.

Ho Bce 3To Henb3a HanTK B OAHOM
pebeHKe, Yallle BcTpe4vaeTca He bonee
NATU BbllLeyKa3aHHbIX MPU3HaKOB.



CuHgpom AHrenbmaHa (15911-g13)

-~
YHacmoma cuHdOpoma tTT
8 ronynayuu ¥
cocmaernsem 1:20000
MaTepENHCcxkan oTHORCKan Hapymenune MyTaunsn
Aeneuns oPA NMOPNHTHNIS rena UBE3A

70% 5.3% 52% 15-10%



CvuHppoMm AHrenbmaHa

Heeposiocuyeckue nposiesieHUs.
* TAXKenas 3agep)Xka YMCTBEHHOro u
MOTOPHOIO pa3BUTUA,

ATakcus (BecnopsaoyHOE ABVKEHWUE; HapyLLIeHne

COrNMacoBaHHOCTU ABMKEHUIA Pa3fMYHbIX MbILLL, NPWU YCITOBUW OTCYTCTBUS
MblLLIEYHOW criabocTn),

* UMNOTOHMS,

* CYOOpOXXHasi FOTOBHOCTb,

* runeppednekcus n rmnepkuHe3ns,

* MPUCTYNbl HEKOHTPONUPYEMOIO CMeXa,
 XNnonaHbe B NnagoLuun.




Cunapom
AHreJibMaHa

Mpu3Haku
an3amopuoreHesa:

* MUKpoOBOpaxuuedan
NSl C YNIOLWEHHbIM
3aTbISTIKOM,

« Oonbllas HUKHSS
YernCcTb,

* MPUOTKPLITbLIA POT C
BbICTYNatoLwmnm
S13bIKOM,

* MaKpoCcTOMUA,

* penko pactyuime
3y0bl,

* TMNOMNUrMeHTauns
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ONPEAENEHUE MUKPOAENELMIA XPOMOCOMbI 15q11.2 NPU
CUHOPOMAX NPALEPA-BUM/IN U AHTE/IbMAHA METOA0M FISH
(OHK-30H4 SNRPN).

Normal 15

del(15)




CBA3b reHOMHOIro UMNPUHTUHIA C APYrMMuU
HacneacTBeHHbIMU 3a00neBaHNAMM

[Ipu xopee | eHTUHITOHA U CIIMHO-MO3XE€YKOBOM aTtakcuu | Thmna
3a00JICBAHNE BO3ZHUKAET PAHbIIIE U MPOTEKAET THKEIEE, €CIU
YHACJIEIOBaHHbIE T€HbI UMEIOT OTIOBCKOE ITPOUCXOXKICHUE

[Ipu HerpodudOpomarose | u |l TUIIOB MUOTOHMYECKOU AUCTpOPUU
3a00J1€BaHKE UMEET 00JIe€ paHHEE HAYajI0 U TSHKEI0€ TIUCHHUE
IIpY YHACJIEAOBAHUM MYTAHTHBIX T€HOB OT MaTepH

3HaYeHHUE T€HOMHOT'O UMIIPUHTHUHIA BBISBICHO U JJIS1 OTUOJOT U
OMyX0JIEBOro pocTa. T.K. HapyIaeTcsl SKCIPECCUs T€HOB.



PeHOMEeH reHOMHOro UMMPUHTUHHrA
n mynbTudakTopmanbHbie 60ne3Hn

Hanpumep,
* YETKO BbIpaXeHHbIN OTLUOBCKMMA MMMNPUHT OOHapYyXeH

NpPpn aTtornM4eCcKomM AaepmartuTe,

* a MaTepPUHCKUK — rnpu 6poHxmManbLHOU acTMe U aTonun y
neTeun.

* [lpn nHCynNnH3aBMCMMOM caxapHOM anabete — bonee
BbICOKasi BEPOATHOCTb OTLLOBCKOro UMMpPUHTA.

* Y pgeten ¢ HeoHaTtarnbHbIM caxapHbiM gnabeTtom
obHapyxeHa OP[] otuoBckoro npoucxoxaeHusa (11p15)



CuHpgpom MapTtuHa-benn

CUHOPOM JTOMKOW X-XPOMOCOMbI,
fragile X mental retardation syndrome,
FraX (ot anrn. fragile — xpynkuin, NOMKnn)




Pa3Butune cuHgpoma CBS3aHO C
3KCnaHcuewu eOVNHUYHbIX
TpuHykneotungos (LUINM) B X xpomocome
7 npmBoaUT K HeaoCTaTO4YHOM
akcnpeccun ©Oenka FMR1, koTopbin
Heobxoaum ans HOpMarsibHOro
pa3BUTUA HEPBHOU CUCTEMBDI.

SKCIAHCUA TPUHYK/TEOTUAHbBIX ®PATMEHTOB - naTtonornyeckoe COCTOAHME: BapUaHT
reHeTUYecKom MmyTauumn, xapakrtepusyowminca nosasneHmem B AHK "6eccmbicneHHbix"
NOBTOPOB  TPUHYKAEOTUAOB, KOTOpble  MOryT nNpuMBOAMTbL K  Ae30praHusayumu
dyHKUMOHMpoBaHua [AHK unn cuHTe3sy natonormyeckoro 6enka, HakanamMBalwLlerocs B
K/NIeTKax, YTO NPUBOAUT K TMbenmn KneTku.

Jlexkut B ocHoBe paga 3aboneBaHun (cmHapoma MapTuHa-benna, 60n1e3HN [€HTUHITOHA,
6one3Hn KeHHean, cnmHouepebennapHbiX AereHepaumun U T.4.), TAXKeCTb KOTOPbIX 3aBUCUT
OT YMC/1a NOBTOPOB TPUHYKIEOTUAOB.

Obwaa ocobeHHOCTb 3TOM rpynmnbl 3aboneBaHUN - 6onee paHHEe Havyasno0 M HapacTaHue
TAXECTU UX KNUHUYECKUX MPOABJIEHUN U3 MOKONEHUS B MOKONEHME, YTO OObIYHO OTpaXKaeT
yBEe/IMYEeHNEe YNCa TPUHYKNEOTUAHbIX NOBTOPOB (peHOMEH aHTUUMNaLmK).




Cxema pacnonoxeHuna ponatyysCcTBUTE/NIbHbIX
NIOMKUX CanTOB Ha X-Xxpomocome
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Yucio MeTuinpoBanue | @eHOTHIT
TpUILIeTOB | mpoMoTopa rena | CMb
CGG FMR1
HOpMA 2-54 - -
npemyrtamus | 55-230 - -
0JIHAS >230 + +
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