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O yem 3Ta nekymna?
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OCHOBbI FEHETUKU
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YTo Takoe AHK n reHbI?

MoHOreHHble 1 nonureHHblie 3aboneBaHns

[ eHHble bonesHn n |. MpuMepbl reHHbIX 3aboneBaHuiA
NX ANarHOCTuKa Kak nepepatotca reHHble 60ne3Hn?

MeToabl AMarHOCTUKU reHHbIX 3aboneBaHumn

\_ J
« TpaaULMOHHbBIE METOAbl NeYeHus

ﬂequl/le 4 MexaHn3mbl reHHon Tepannn
I'IepCI'IeKTl/le| « [MpuMepbl yCneLwHo reHHon Tepanmm

TexHonorum penaktmpoBaHmnd reHomMma

K reHHOU Tepal'll/ll/l )  [poGnembl, pUCKn U NEepPCneKTUBbLI Pa3BUTUS




OCHOBbLI reHeTUKM

HaCneaACTBeHHOCTMU




Yto Takoe IHK u reHbI?

JyKapuoTmyeckas
KneTka

XpomMmaTnHoBble
Gunbpunnol

XpOMaTtnHOBOIo

BOJIOKHa
Appbiwko

XPOMOCOMHbIE
obnactu

Hykneocombl

OHK (oe3okcupunboHyknenHoBas
KMCNoTa) — 9TO MaKpOMOJSieKyra, KoTopas
XpaHUT, NepenaeT u peanusyet
rEHEeTUYECKYH NHOPMAaLMIO XNBbLIX

OpraHM3moB.

OHa cocTouT 13 ABYyX Lenen, 3aKpyyHeHHbIX
B crivparb, U COOEPXUT YeTbipe Tuna
a30TUCTbIX OCHOBaHUW: afgeHuH (A), TUMWH

(T), ryanuH (G) n untosuH (C).




XpOMOCOMHbIE TeppUuTopumn

B 1883 rogy 6enbruncknm amopuonor Oayapsa BaH
BeHeneH coenan peBontoLMOHHOE NMPeanonoXeHne
O TOM, YTO XPOMOCOMbI CYLLECTBYIOT B KfleTKe Ha
NPOTAXEHUU BCEro KfeTo4yHoro uMKna, a He
TONbKO BO BpPEMS AeNeHuns.

B 1909 roayTeonop boeepun npeanonoXxus, 4to B
NHTepdrase XPOMOCOMbI HAaXOOATCS B
OEeKOHOEeHCUMPOBaHHOM COCTOSIHUU N 3aHUMatOT
OTAEeNbHbIE NPOCTPaHCTBA B S4pe.

(pocT 1
yaBoeHue [1HK)

2
(poct n
noAroToBKa
K AANIEHUI0)

B 1885 roay asctpunckum umtonor Kapn Pabnb
noaTeBepAun rmnorte3y BaH beHeneHa.

QyxXpomMaTuH

[eTepoxpomMaTtuH

Appbiwko

TeppuTopmuanbHasa opraHM3auus XpoMoCcoM B aape
Obina akcnepumeHTaneHo noareepxaeHa B 1980-x rogax.
Tomac Kpemep n ero konserm ucnosnb3oBanu MeTof
rmépuamsauum in situ ¢ pagnoaktneHo-medeHon HK
OTAESIbHbIX XPOMOCOM, YTO NO3BOSINIIO BU3yann3npoBaTh
NX MPOCTPAHCTBEHHOE PACMNONOXEHNUE.
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[lpocTpaHcTBeHHana opraHusauua OHK B agpe

Tononornyecku
Aapo accouMmpoBaHHble AOMEHbI PerynatopHas
(TADs) neTns

Appbiwko  Y4acTkv B3aUMOoAencTBUSA
namuH-xpomatuH (LAD)

ApnepHoe
Terno
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CTpyKTypHasa opraHm3auus reHa

[eH — CTpyKTypHas v pyHKLUMOHaNbHasa eguHMLEa HacneaCcTBEHHOCTU, NpeacTaBnsaoLwas codom

ydyactok JHK, koanpyrowmimn 6enok nnu PHK.

5’ perynaTtopHas 3’ perynaTopHas
obnacTb OTKpbITasa pamka cuntbiBaHusa (ORF) obnacTtb
OuvctanbHbin [MpokcumanbHbIn Monn-A curHanesHas OuvctanbHbin
PErynsATOPHLIA 3NIEMEHT  PEryNATOPHLIA 31IEMEHT WHTPOH 1 NHTpoH 2  MOocreAoBatensHocTs PErynsiTopHbIA 311EMEHT
I I I I [ I [ I 1 I I
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OHxaHcep Npomotep  OK30H 1 OK30H 2 Ok30H 3  TepmuHaTop OHxaHcep
nm TATA-60kC _nnm

canneHcep canneHcep

OunctanbHbIA PEryNATOPHbIN NIEMEHT — yAan€HHbIN OT reHa ydactok [JHK, KoTopbIn MOXET ycunueaTb UM 0cnabnsTb ero 3KCnpeccutio;

[TpOKCMManbHbIN PerynsaTopHbln aneMeHT — ydacTok [JHK, pacnonoXeHHbIn 6rn3ko K reHy v ydacTBYOLWMIA B €10 perynsaumm;

TepmuHaTtop — nocnenosatensbHocTb [HK, curHanmsnpyowas o 3aBepLleHUn TpaHCKpUnumu;

QHxaHCcep Uy canneHcep — perynaTopHble aNeMeHTbl, yeunuaatoLwme (aHxaHcepbl) Unmn ocnabnsouwme (canneHcepbl) IKCNPECCUto reHa.




3D perynauusa aKcnpecumn reHoB

N\
OHXaHcep §

MDD DO

AkTnsatop

Megwnatop

MPHK

Cb6opka 6enkoBOro Kommnrnekca:

TBP TFIID 1B A Pol Il BenkoBbI KOMMMNEKC

AkTnBaTop — 6€enoK, CBA3bIBAIOLMIACSA C

OHXaHCEPOM U aKTI/IBMpy}OLLl,MIZ TPaHCKPUMNUKUIO.

MeanaTtop — 6enkoBbI KOMMIEKC,
y4yacTBYyOLWWIM B Nepegadye CUrHanos oT

aktusartopoB Kk PHK-nonumepase Il.

TATA-60kc — nocneposatenbHocTb [HK,

Ba)kHasi AN MHULMALUN TPaAHCKPUMLINA.

MPHK — maTtpuyHasa PHK, kotopas cnyxut

LabrnoHomM Ansa cnHTe3a benka.

TBP — TATA-Binding Protein, 6enok,

cBsa3biBaowmmnca ¢ TATA-6okcom.

Pol Il — PHK-nonumepasa Il, doepmeHT,

OCYLLECTBNSAOLWMNA TPAHCKPUMNLUIO FEHOB.

Benku TFIID, IIF, IIE, IIH —

TPaHCKPUMNLMOHHbIE hakTopbl, y4acTByoLmne
B COOpKe M aKTMBaLMK NPENHULNATOPHOIO

KOMMI1eKca.




Nucleosome



LleHTpanbHaa gorma mornekynsapHou buonornu

Okpyxarwwan cpena

Pennukaunsa
TpaHcKkpunuus TpaHcnauus
NHK PHK benok
ObpaTHas
TPAHCKPUMNLINA PHK-3aBUCUMBIi

cuHTe3 PHK;

PerynsatopHHble PHK-nHTepcbepeHLms

PHK



TKaHecneuedU4yHaa 3Kcnpeccus reHoB

. Benok SP100

RNA expression (nTPM)' Protein expression (score)! i E
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MyTauuun, nonumopdPunamMmbl, reHeTU4YeckKue
BapUaHTLI

MYTaHl/Il/I — 3T0 n3mMeHeHua B nocnegosatenoHocTn OHK, KOTOpblEe MOTYT BO3HUKaTb CMOHTAHHO WUJTN 1MOo4 BO30ENCTBMEM BHELLHNX

dakTopoB. OHK ObIBaIOT:
* To4veyHble (3amMeHa 0OHOro HykrneoTuaa).
*  XpPOMOCOMHbIE (MEPeCTPONKM CTPYKTYPbl XPOMOCOM).

« [eHOMHble (M3MEHEHMNE Yncna XpOMOCOM).

[Monumopdmnsmbl — 3TO ecTecTBeHHble Bapuauuu B [1HK, BcTpevatowmecs y 6onee 1% nonynsauuun. OHM CNOCOOCTBYHOT reHETUYECKOMY

pa3Hoobpa3unto 1 aganTaunu.

[eHeTnYeckne BapuaHTbl — 3T0 ntobble pasnunyusa B AHK mexay nngnesmnayymamm. OHm MoryT ObiTb CBSi3aHbl C MpeapacnonoXeHHOCThLIO K

3aboneBaHMaM nnu nHanBmayarnbHbIMU ocobeHHoCcTAMU opraHmnsma.
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NMpu4inHbI MYTaUnN

o

du3nYecKne
MyTareHbl

HNoHusupyrollee 1
ynsTpaguoneToBoe
M3Ny4YeHne,
NoBbIWEHHaA
Temnepatypa.

XUMHUUYecKue
MyTareHbl

A30TUCTas KMcnoTa,
dKpUuaWHOBRIE
KpacWuTenu,
HEKOTOpBIE
neKkapcTBa,
TOKCH4YHbIE
BElWecTBa.

BuonornyeckKkue
MyTareHbl

Bupycsil,
BCTpauBarollmue
reHeTHYEeCKYH
uHpopmayuo B [IHK
KNETKM-XO3AMHA.

BHyTpeHHHe
¢hakTopbI

OmbKKW pennuKaumm
NHK, HapyweHns
penapaunu OHK,

ECTECTBEHHbIW
paguaunoHHbIR (ou,
KOCMWYECKUE Ty4M,
XMMUYECKKNE
BEllecTBa.
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[MTonumopdunambl, reHeTU4YECKUEe BapUaHTLI
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[[eHbl U NPU3HaKK

«AUKnN» TN reHa eHeT4Yeckumn BapuaHT

TpaHckpmnuus

TpaHcnaums

Benok @ @ @ @ AMUHOKUCNOTAa @ Leu @ @ AMUHOKMCNOTA
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[eHeTU4YeCcKMe BapuaHTbl He TONMbKO BINUAIOT Ha
3aMeHy aMUHOKUCNOT

5’ perynaTtopHas 3’ perynaTopHas
obnactb (5’UTR) OTKkpbITaa pamka cuutbiBaHus (ORF) o6nactb (3’'UTR
OuvctanbHbin [MpokcumanbHbIn Tonw-A curansHas OuvctanbHbin
PErynsATOPHLIA 31IEMEHT  PEryNSATOPHBIN 31IEMEHT VHTPOH 1 I/IHTpOH 2 focneposarenbHocTe perynﬂToprm anemMeHT
' // '
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OHxaHcep Mpomotep Ok30H 1 OK30H 2 Ok30H 3 TepMI/IHaTOp 3Hxchep
nnn TATA-60kC nnm
canneHcep A

ST TS

[eHeTuYeCcKne BapmaHThl

Ho n perynauuio reHoB v




[eHHbIe OOne3Hu

U nXxX

ANarHOCTUukKa




MoOHOreHHbIe U NOJINreHHble 3a0orieBaHusA




NMonureHHbIe 3aboneBaHunsa

BonbHbIe 3Aa0poBble

i i i i Monnmopdnam

,b yawe
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Xpomocoma
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AnkKanToHypus

AIKarnmoHypusi — pegkoe HacleacrBeHHoe 3aboneBaHne, BbI3BaHHOE HEOOCTATKOM cbepmeHTa

rOMOreHTn3nHoOBasA OoKCnaasa, 4To NpmnBoAUT K HAKOIMJ1IEHUKO FOMOreHTU3NHOBOW KUCIIOTbI N €€ OTINOXEHUIO B

TKaHSIX, OKpalumnBasa nx B TEMHO-KOPUYHEBLIV LIBET (OXPOHO3).

Haunbonee nHgpopmaTMBHLIM METOLOM
SBMNAETCSH KONMYeCcTBEeHHOE ornpeaerieHme
FOMOreHTU3NHOBOW KUCSOThI U
BEH30XNHOYKCYCHOW KNCMNOTbI B MOYe C
NOMOLLbIO oepMEHTATUBHOW
CNEKTPOOTOMETPUN USTN XKUOKOCTHOM
XpomaTtorpadpun. bonee npocTbIM, HO
MeHee TOYHbIM CrocoboM ABNsSeTCS
oueHKa uBeTa Mouun Yepes 12—-24 yaca
nocrie npebbiBaHUS €€ Ha BO3ayXe.

681-80 Yy
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AnkKanToHypua

[MpnymHa 3aboneBaHus: reHeTUYeCcKkne BapmaHTbl B obnactm reHa HGD

[eH HGD kogupyeT doepMeHT romoreHTn3ar-1,2-guokcmreHasy, y4acTeyowmin B Metabonusme

deHnnanaHmHa n TMpo3unHa. Takke aTOT EPMEHT OCYLLECTBMSAET NpeBpaLleHne roMoreHTU3MHOBOW KUCMOThI

B 4-maneunauertoauerar.

B Poccun y 72,4 % nauneHTOB C ankantoHypuen sctpedaetcs BapuaHTt ¢.481G>A; p.(Gly161Arg).

Y
R225C

*R225H FeHeTuyeckune
*R225L BapUaHThbl

CTpykTypa reHa A122V *R225P
N A

HDG
|

|
——H—8 H=H———a—

5 UTR 4
OK30H 6 Ok30H 10

MyTtauum B reHe HGD npuBogaT K BO3HMKHOBEHMIO ankanTtoHypun." MacneHnHukos [.H. 'eH HGD: [OnekTpoHHbin pecypc] // TEHOKAPTA eHeTudeckas 22

aHumknoneauda. 2022. — URL: https://www.genokarta.ru/gene/HGD. ([ata obpawieHus: 09.10.2025).




bone3Hb XaHTUHITOHA
(cuHppom / xopes N'eHTUHIrToHa / XaHTUHITOHA)

EonesHb [eHMuHamoHa — adyTOCOMHO-AOMNHAHTHOE reHeTn4yeckoe 3aboneBaHne HepBHOI7I CNCTEMBbI,

XapakTepuaytoLieecs nocteneHHbIM Ha4yanom obbl4HO B Bodpacte 30—50 neT u coyeTaHnem

MPOrpeccupyoLLIEr0 XOPENYECKOrO rMNepknHesa n NCUXnMYecKknx paccTpomncTs.

THE
MEDICAL AND SURGICAL REPORTER.
No.78]  PHILADELPHIA, APRIL 13, 1872, [Vov XXVI—No, 5.
ORIGINAL DEPARTMENT.
Communications. '—I'Il: upper extremities may be the first
e affected, or both slmultancously, All the
ON CHOREA. volunlary muscles mre liable to be effected,

those of the face rarely belng exempled,
o If the patientattempt to protrude the tongue

it is accomplished with a g _ iffi-
Basay read befors the Mefgs and Mason Acndomy of Medi- | g i .W i: great deal of difd
cine at Middleport, Ohio, February 15, 1572 | culty and uncertaioty., The hands are kept

Chorea js essentially a disease of the ner-  rolling—first the palms upward, and then the

By Georce Husmixcrox, M. D.,
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[MpuynHa 6one3Hn XaHTUHITOHA

HopmanbHbIn HopmanbHbIn 3":"°,p°Bb'e
reH 6enok I HEUPOHBI
35 1 MeHbLue
/ I MOBTOPOB
CAG
\
/ YBenuyeHHoe
| uncno CAG
Fen c MyTaHTHbIN HereHepauus
yBeJNIM4eHHbIM Genok HEePOHOB
YMUCIIOM
NOBTOPOB

https://ehdn.org/about-hd/

[eH xaHTuHrTUHa (HTT) pacnosnoxeH Ha
xpomocome 4. 'eH HTT cogepXmnT NnoBTOP TPEX
Hykneotnaos CAG. Ecnu nosTop pacwupsaercs
n cogepxut 40 nnmn onee CAG noBTOPOB, Y
YyerioBeka, HeCyLIero pacLMpeHHbIN reH, B
TEYEHWNE XN3HU pa3oBbeTCcs BonesHb
XaHTUHITOHA.

CAG repeat length

D =3
Int diat
remedee I

DA B
Juzaigulh v bzl

Huntington's status

Unaffected Normal

Reduced
penetrance

Affected

i

Full penetrance
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https://www.hda.org.uk/professionals-and-training/about-huntingtons-disease/genetics-of-huntingtons-disease/
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[eHHaAa Tepanus

[ eHHas mepariusd — COBOKYIMNHOCTb METOAO0B, HalpaBJiEHHbIX HA BHECEHUNE N3MEHEHUN B TrEHETUYECKNI

arnnapart coMmaTtn4eCcKnx KrneTok 4yersioBeka And nev4eHuns 3aboneBaHun.

- ,_':H-ﬁ L zrobond — S
HeromoJsiormyHoe roMonorm4yHaga
coelHEHWME KOHLIOB peKOMGI/IHaLI.Mﬂ

Q2: How does CRISPR work?

BCTaBKW/meneuum HOBbIW yUacToK

https://helicon.ru/media/inf_art/sistema-crispr-cas-ot-idei-k-praktike/



[eHHaa Tepanus: MeToAbl, 0ONacTN NpMMeHeHus
N HanpaBneHus

NMynnaHble HaHoYacTULbI

Kancug BupycHas
P’ i IHK

el

BupycHbIn BekTOp

HaHo4acTuubl

S —
HaHOMaCTHLIbI / MaTepuana

NeyeHue
MOHOMeHHbIX
3aboneBaHHA

HmMyHOTEpaNUA
paKa

_
[Eﬂpbﬁa C EMDYCHbIMM

leHHad Tepanna

/
\

O6nacTH

/

NpHMeHeHHAa

S A

CoBpeMeHHble
Hanpaenexua

HHOEKLMAMK
Fa

KoppexuWa
rEHETHUYECKMX

AetexToB

MexaHHIMbl
OEeACTEMA

T N

P

o ~
3ameHa gedelTHOro
reqa

N A

Faom ™y
BrnioueHWe HOBOTO
reHa

b A

r ™,
MNogaeneHne paGoThl
reqa

NS A

o
PegakTHpoBaHMe
reHoe

b

b

HacnegcTeeHHble
FaboneeaHna

L

i
OHKONOTHYECKHE
3a60NeBaAHNA

L

—
MHperLWoHHbIE
6One3Hn

Bo3pacTHbie
NaTonoruM
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OCHOBHbIe 3Tanbl pa3paboTKn reHHOU Tepanun

O O O O O
- . . . .
N N N N N
Co3naHue [NepBbii KNMHUYECKWIA Tparnyeckmnit HUMOEHT Mpopuie CRISPR/Cas9 Mepeble onobpeHHbIe
aneHOBUPYCHBIX IKCMNEPUMEHT npenapaThbl
BEKTOPOB Cmepte [xeccH OTkpbiTHE MeTOnA )
Kymriah u Yescarta

MNepBble ageHOBUPYCHBIE
BEKTOPbI pa3paboTaHbl
AONA 0OCTaBKKM reHOB

MNepeana ogobpeHHan
npouegypa reHHon
Tepanuu ana ADA-

neduvuunTa

FencuHrepa NpPUMBOAWT K
ycuneHuto TpeboBaHni
BesonacHOCTH

pefakTMpoBaHWA reHoMa
PEBOMOLUMOHUIUPYET
reHHYHO Tepanuio

CTaHOBATCH NePBEbIMM
KOMMEPHECKHMMM
MNEHHBIMKA TEPAGnMAMH
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[lepBbIN reHO-TepaneBTUYECKUUN npenapar

Gendicine — nepBbI B MUpe
Wiral Mew Wiral | . 1
KOMMEepYECKN JOCTYMHbI e | P :

QIDR

@ Modifiad DNA injected

reHoTepaneBTUYECKUIA Npenapar,

3apernctpupoBaHHbin B Kutae B 2003 roay.

\ector
{adenovirus)
Vector binds to
cell membrane

[MpenapaT 6bIn pa3paboTaH Ha OCHOBE

Vector injects new
gane into nucleus

pekoMOMHaAHTHOro ageHoBUpyca,

aKcnpeccupyoLero reH benka p53 msﬂ ?533-?5 |

vector

yenoseka aukoro Tuna (rAd-p53). Gendicine Gl smakos potEE

using nevw gena -'_-

npegHasHa4yancs ans nevYeHus

MNJTOCKOKJ1ETOYHOIO pakKa rosioBbl U LLEN.

(B BN Bled] s = =1 | (ko=

http://www.sibiono.com/Upload/%E8%8B%B1%E6%96 %87 %E7%89%88/1-15052160175.jpg ~
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NEWS 25 September 2025

Huntington’s disease treated for
first time using gene therapy

Preliminary results from a small trial offer the clearest evidence yet that the brain
disease’s progression can be slowed.

By Elie Dolgin
v f

https://www.nature.com/articles/d41586-025-03139-9
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Kak 3To BbIrnaanT B nadbopartopun




Kak 3To BbIrnaanT B nadbopartopun

5000 | Toon
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[lone3Hble pecypcehbl

v" Kypc oT yHuBepcuteta MenbbypHa https://www.coursera.org/learn/epigenetics/home/welcome
v' The Human Protein Atlas https://www.proteinatlas.org/

v NkoHku https://www.flaticon.com

v Al co3gaHnune nHdorpadukm https://app.napkin.ai

v' Human Structure Virtual Histology https://vmicro.iusm.iu.edu/hs_vm/docs/struct3.htm
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