Kak reHbl OPMUPYIOT MPU3HAKU U BIUAIOT
Ha 300POBbe YermoBeka™?




[eHeTMKa Hayafacb C 3aKOHOMEPHOCTEN HAaceOoBaHMA Y rOpoxa,
a 3aTeM Bblpoca B Hayky o [IHK, xpoMocoMax 1 reHoMe. CerogHa oHa
OODBACHSAET HE TOSTbKO Pa3NnNYna Mexxay NtoabMmn, HO M MPUYMHDI

MHOImMx 3a6oneBaHUN.




[eHOM, reH " XPpOMOCOMBbI YeNnioBekKa

[eHOM UueNIMKOM

[eHOM 4YemoBeka — 3TO BCA Hac/ie4CTBEHHad
MHPOoPMaUMa KNneTkn. OH BKJTKOYAET OKOJ10 3,2 Mpd nap
OCHOBAHWUM M COAEPUT MHCTRYKL MK, HEOBXOAUMbIE

OJ14 Pa3BUTUH, pa6OTbI OopraHoB M rNepena4ydm rNMPpmM3HaKoOB.

02

XpOMOCOMHbIU HA6oPp

B coMaTnyeCcKmnx KNneTkax 4yesioBeka 46 XpOMOCOM, TO €CTb
23 napbl. VI3 HMX 22 napbl — ayTOCOMbI, @ O Ha napa
onpenensaeT Nosi U 0OCObeHHOCTM HacnegoBaHUS.

03

YTO Takoe reH

[eH — y4yacToK [JHK, B KOTOpPOM 3arnmcaHa MHpopmMauma
o 6enke nnn eyHKUMoHanbHom PHK. IMeHHO reHbl
330al0T MHOIMe CBOWCTBA OpraHmM3Ma M y4acTBYIOT

B perynaunm ero rnpoLeccos.

04

PacnpepeneHue npu3HakKoB

[eHbl PAaCNONOYXeHbl Ha Pa3HbIX Yy4aCTKaxX XPOMOCOM

M PaboTaloT HE N30TMPOBAHHO. VX codeTaHUA
onpenenatoT BHELWWHME NMPU3HAKKMN, OCOBEHHOCTM 0bMeHa
BELLECTB M paboTy OTAEbHbIX CUCTEM OPraHu3Ma.



CtpoeHune I1HK n npynHUMN KOMMNJIEMEHTAPHOCTMH

Hykneotuabl A HK

' IHK nocTtpoeHa 13 HYKNeoTUOO0B, a KaXXOblW HYKNeOoTUa BKTKOYAET
caxap, @ocdaTHyo rpynny M ogHO N3 a30TUCTbIX OCHOBaHMM. Takas
CTPYKTYpPa OenaeT MoJieKyny yCTONMYMBOW M yOOOHOW O/19 XPaHEHUSA
MHPOPMaLMN.

YeTbipe OCHOBaHUSA

v B cocTaBe JHK ecTb ageHWH, TUMWUH, T'YaHUH U UNTO3UMH. IME@HHO
nocnegoBaTelbHOCTb 3TUX OCHOBAHMM 06pa3yeT reHeTUYeCKM M
TEKCT, KOTOPbIV K/TETKA CYUTbIBAET MPU CMHTE3e BENKOB.

KoMnnemMeHTapHblie napbl

¥ OcHoBaHUA coeanHATCA CTPOro No Npasuy
KOMMNeMeHTapHOCTU: adeHMH — C TUMMHOM, T'YaHUH —
C LLMTO3MHOM. DTO obecrneymBaeT To4HOe KonmpoBaHme [JHK
Npuv OeneHmm KNeTok.

9. OBOMHaA cnupanb

[Be yenun [HK 3akpy4yeHbl B BOMHYIO CrMpalib, YTO MOMOIraeT MOJeKyse
KOMMaKTHO YMaKOBbIBATbCA M 3alUMLLAET HACNEeACTBEHHYIO MHPOPMaLUIO.
[1pW 3TOM CoXpaHAeTCd BO3IMOXHOCTb €€ TOYHOW nepenaym noToMKaM KIETOK.




OCHOBHbIE€ TUMNbI HAacneaoBaHUSA Yy HeJi1OBEeKa

B K&XKAOM MOKO/1IeHUN XaHTUHITOH
Tnn HacnepoBaHMA MOMOraeT
noyemMy ogHU 60JIe3HU
MOKOJIEHUAX.

NPOrHoO3npoBaTb PUCK <
11151 IOTOMCTBA U OBbACHSIET OT ABYX HOCUTeneun MykoBucunao3
IPORIEALOTITER] 2158140, X-cueni. yate y MasibunkoB Ffemodpnnus
a gpyrme — B HECKOJIbKUX
MunTOX. Mo MaTePUHCKOWN JINHNN MnNTOXOHAP. HapyLeHnsa
YyebHble cBeaeHud
No reHeTUKe 4YenoBeka




HacneancreBeHHbIe 3a601eBaHUA
U UX PACNpPOCTPaHEHHOCTDb

XPOMOCOMHbIe HapyLleHUs
3aMEeTHO BbleNIarTCA No YyacToTe,
a MOHOreHHble 60Me3HN Yalle
BCTPEeYaloTCAa pexe, HO TPeObYT

paHHero BbiABNEHUA N HAONOAEHUS.

CpaBHUTENbHasA y4yebHas
BM3yann3aums; 3HauYeHus
NPUBEAEHbI B YC/IOBHbIX eANHULIaX
AN CONOCTaB/IEHUS

B CpaBHuTtenbHas pacnpocTpaHéHHOCTb
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MyTauMn KaK UICTOYHUK HacneacTBeHHOMU

NM3IMEHYNBOCTWU

UYTOo MeHdaeTcH

MyTaLma — 3TO YCTOMUYMBOE M3MEeHEeHne
reHeTn4yeckoro Mmatepuana. OHa MoXeT
3aTparmBaTb OTAOENbHbLIV reH Unn 6onee
KPYMHbIe YY4acTKM XPOMOCOMbI, MEHAS
PaboTy KIETKU U MPU3HAKKM OpraHn3Ma.

Kakoun 6biBaeT adpPeKT

BOoNbLWMHCTBO MyTaLUMI HE AAOT 3aMETHOTIO
2P PeKTa, YacTb yxyaLluaeT
*XN3HECMNMOCOOBHOCTb, @ HEKOTOPbIE MOTYT
OKa3aTbCs MNOJIE3HbIMU B oNpeaenéHHON
cpene. ITor 3aBMCUT OT MeCTa M3MEeHEHUS
N YCNOBUM Pa3BUTUS.

OTKyAa BO3HUKAIOT

3MeHeHMa NoABNATCA CMOHTAHHO

N Nod AeCTBMEM MYTAareHoB: pagmnaLmm,
HEKOTOPbIX XMMMNYECKUX BELLLECTB

1 BUPYCOB. Hambonee onacHbl aKTopbl,
noBpexaarwme [IHK B oenawmxca KneTkax.

HacnepcrtBeHHblIe NocneacTevud

Ecnn MyTaumna BO3HUMKAET B MOJIOBbIX
KNIeTKax, OHa MOYKET NepenTn NMOTOMCTBY.
[MonMepoM cnyXKaT HapyLUeHMa CUHTE3a
reMornobuHa, KOTopble BAMAKOT Ha NepeHoC
KMCNopoaa B KPOBW.



[locnepoBaTelbHOCTb Hac/iegoBaHMA NMPEPMN3HaAKa N BJIIMAHWE OJOMUMHAHTHDbIX,
peueCCMBHDIX ariyierien N cpebl.

cnnaHune o6pa3yeT B3aMMoaencTene nposasneHne




KapuotTun yenoBeka n XxpoMOCOMHDbI€
HapyLwleHus

HapyLeHns yncna XxpoMoCoM YacTo BO3HMKAIOT eLWE Ha paHHMUX aTanax
pa3BUTUSA SIMOPUOHA U NPUBOLAT K TAXENbIM cuHApOMaM. Tpucomuu 18 u 13,
KakK U Tpucomma 21, nokasbiBakOT, HACKONIbKO YyBCTBUTENIEH OPraHn3m

K TOYHOCTU XPOMOCOMHOro Habopa.

Kapunotun — aTo NOSIHbIN XpOMOCOMHbIVl nacnopT opraHusmMa. Y yenoeeka

B HOpMe 46 XpomMoCoOM, N UMEHHO UX YNCITIO N CTPOEHUNE NMPOBEPAIOT

npun AMarHOCTuKe. Ecnn noaengaeTcsa NULLHAA XpoOoMOCOMa, KaK Nnpun TpucomMmmnm
21, MeHseTcs pa3BnuTne MHOrmx opraHoB U CUCTeM.




'onunreHHble NPpU3HaAaKMU U BIMSHUe cpeabl

MHoOrme NnpmsHaku
PopMUMpPYIOTCA HE OENCTBUEM
OOHOIro reHa, a CoBMecTHOU
PaboTOM MHOYXKECTBA MEHOB.
[To3TOMY NX NpoaBneHune
MOYET CUJTbHO pa3/inyaTbCs
Oa)ke y Ntogen C noxoxXmm
HacneacTBeHHbIM GOHOM.

10
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K mMonnreHHbIM Mpun3HaKam
OTHOCAT POCT, Maccy Tena, LuBeT
KOXXW, HEKOTOPbIE
OCOBEHHOCTM NoBegeHnd

N NPenpacrnoIOXeHHOCTb

K 3a60/1eBaHNaM. OTU
CBOMCTBA OObIYHO
N3MEHSAKTCA MNOCTEMEHHO,

a He MO YETKUM KaTeropmam.

03

[MnTaHmne, pmsmyeckasd
aKTMBHOCTb, CTPEecc,
MHPEKLNUN 1N BbITOBbIE
YCJTOBUA CMNOCOOHbI YCUTMBATb
MM oCNabnaTb NPosiBeHne
HacneaCcTBEHHOW MPOrpaMmbl.
OcobeHHO 3aMEeTHO 3TO

B nepumof pocTa

N BHYTPUYTPOBHOIo pasBmTmA.

04

[eHOTMN 3a0aéT AManasoH
BO3MOYXHbIX BApMaHTOB,

a cpefa onpenensaeT, Kakou
N3 HNX peanunsyeTca. [ToaToMy
HacneOCcTBEHHOCTb HeNb34
MOHWMMAaTb KaK XECTKNU
cueHapum 6e3 BAnaHuns
BHELIHMX PAKTOPOB.



OCHOBHbIe rpynnbl HacneacTBeHHOM NaTosiorum

Xpomocomtble [ MynstudrakropuansHbie

CTpyKTypa naTtosiorMm nokasblBaer:
peakme MOHOreHHble 60J1e3HMU
yOOOHbI oA aHanM3a HacnegoBaHus,
a Hanbonee MmaccoBble cny4yau
CBA3aHbl C BIIMSSHUEM HECKOJIbKUX
daKTopoB.

YyebHaa cxema no reHeTuke

yesioBeKa, YCJ/10OBHble 3Ha4YeHUA
04 CpaBHEHUA Irpyrin 3a60/1eBaHUMN.

1




MeToabl ANMArHOCTUKU HacneaACTBeHHDbIX

HapyLleHUH

OCHOBHble cOCOObI
ONarHOCTUKM pasnmyaroTcs
no MacwTtaby aHanusa:

OT KPYMHbIX XPOMOCOMHbIX
N3MEHEHUN OO0 TOYEYHbIX
BapuaHToB AHK.

MeTop UTO BbiaBNAET OrpaHunyeHue

KapuotunmuposaHue XpoMoCOMblI KpynHbie n3MeHeHus

MUP KOHKpPETHbIN y4aCTOK Hy>XXHa MULLEHb

UeM TOUHee MeTof, Tem
oonblle ero AMarHoctTnyeckume
KBEHVPOBAHM M BaTesibHOCTb JHK opoxe BO3MOXHOCTH, HO OObIYHO
CekseHUpoBaHme ocneposate/ibHoCTL /] fop BbllLe CTOMMOCTb U CIIOXKHee
MHTepnpeTauus pesynbTaTa.

CKPUHWHT Puck HapyLieHud He gnarHos

Y4yeOHble MaTepuansbl
Nno MeaAuLUMHCKOUN reHeTuke.

12
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OCJITOXKHEHUUN N nogaep>XaTb
OCO3HaHHble MeaNUMNHCKKNE

pelleHunq.

Y

BapWaHTbl MPOPUNAKTUKMN,
M DanbHENLLEro KOHTPOMS,

PaHHETNo JieHeHn4H
YTOODI YMEHbLWWNTb TAXECTb

CeMbe 06baCcCHSIoT

Bo BpemMa 6epeMeHHOCTU

M MOCNe POXKOEeHMUS

pebEéHKa NCMONb3YIOT
NnpeHaTanbHble

M HeOoHaTaNbHblE

a NPV NOBbLILLEHHOM pUCKe
Ha3HaYyaloT AMHaMMYecKoe
HabnogeHMe cneunanmcTos.

NCccrenoBaHM4d,

()

NPOBOAOAT MOJIEKYJTAPHDbIE

TeCTbl y ByaOyLMX
N YTOYHUTb BEPOATHOCTb

POAOCTBEHHMKOB, YTOODI
HOCUTENbCTBO MYyTaLLMM
nepenaym 6one3HNn.

[Mpn HEOBXOAMMOCTU
poauTenen v gpyrmx
BbIIBUTb CKPbITOE

(Y

ceMenHyr NCTOPUIO, CJTyHa

HacencTBeHHbIX
3ab6o1eBaHnn
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N OCOBEHHOCTU POACTBA,
YTOObI OLLEHUTb BEPOATHbIN
PUCK 1 onpenennTb, Kakme
obcnenoBaHMa dyayT

Bpay aHanusunpyeT

[eHeTn4yecKoe KOHCY/NbTUpoOBaHMe

N NpoPUNaKTUKa




[eHHaa MH)XXeHepus u COBpeMEeHHbIe

MeEAMMLUMHCKME TEXHOJIOrMnN

01 02

PeKOMOUWHaHTHbIE 6eNKu NreHHaa Tepanud

[eHHaa NMHXXeHepKnga NMo3BONFET BCTAaB/IATb HY)KHble reHbl [PV HEKOTOPbIX HACNIEACTBEHHbIX GONE3HAX B KNETKM

B KNETKM BaKTEPUIN U OPOXIKEN, YUTOObI NOSMy4HaTb 6ENKU nauneHTa AOCTaBNFIo0T PABOYYIO KOMWUIO reHa

019 nedYeHua. Tak MPOMbILWIEHHO MPOU3BOAAT MHCYUH, NN KOPPEKTUPYIOLLYIO KOHCTPYKLMIO. STO He yHBepCanbHoe

6onee UNCTbIN W NPEnCKasyeMblil MO COCTaBy gemeHme, HO OHO OTKPbIBAET MyTb K BO3AENCTBUIO Ha MPUYMNHY
' ON1e3HM.

03 J) 1 L4

CRISPR-Cas9

Cncrtema CRISPR-Cas9 gaeT BO3MOXXHOCTb pa3pe3aTtb HK TT __ [ LS
B 33[JaHHOM MecCTe U MU3MEHWNTb YH4aCTOK C OLUMNOKOW. =t ' T
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Ha npakTuke ocobeHHO BaXKHbl TOYHOCTb, KOHTPO/b ll fif lﬂu | Ll " "l’" l!ll l 1l P
| .-i | s | \;_1 1‘- __;:_ L i"' 't'l' : . i

MOBOUYHbIX 2PPEKTOB M JOCTaBKA B HY)KHbIE KITETKW.
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CpaBHeHMe Cnoco60B eyeHUs HacneacTBeHHbIX

6onesHen

HoBble MeToAbl MOTEHUNANBHO
adpPeKTMBHEE, HO TPEOYHOT BbICOKOMN
TEXHONOrn4YeckKom 6asbl,
OCTOPOXHOCTU U CTPOron NPoBEPKKU
6e30MacHOCTMW.

CpaBHuUTeNbHaa y4yebHas Moaenb;
ycnoBHas wkana 1-5

A1 Harnda4HoOro ConocTaB/ieHUs
NOAXOAO0B.

15
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B CymnTomaTtuyeckoe fieyeHune renHas tepanvus [ PepaktupoBaHue reHoma




IdTNYECKHMEe BONpoCbl reHEeTUKU YenoBekKa

' KoHbuaeHUmnanbHOCTb AaHHbIX ' Oco3HaHHoOe cornacue

' PUCK ANCKPUMMHALUMN

MNepen TeCTUPOBAHUEM YeTOBEK O0/MKEH
MOHWMMAaTb Leflb NccnegoBaHug,

Pe3ynbraTthl [IHK-aHanm3sa cogep»xat
YYBCTBUTENbHYO MHDOPMAL IO

[eHeTn4ecKkMne cBegeHmMa He OO/MKHbI
CTaHOBUTbCH OCHOBaHWMEM OJ14d OTKa3a

O YeloBeKe 1 ero PoACTBEHHMKAX, BO3MOXHble MNocNeacTBua B yu&6e, paboTe UM CTPaxoBaHUU.
MNO3TOMY UX XPaHeHMe 1 nepenada M OrpaHMYeHna MeToaa. MHaue HayuHble JaHHble HauMHaloT
TpebytoT CTPOron 3aLmnThI, [Nng HecoBepLUEHHONETHUX OCOBEHHO

OrpaHUYeHHOro JoCTyrna U MOHATHbIX BaYKHO ydacTue pogutenem n y4yéT L‘jg;'gg'gigBaTbcq MpoTnB caMoro
NpaBW NCMOb30BaHMA. MHTEpPEeCoB pebeHkKa. :

' PepaktnpoBaHue asM6pUOHOB ' CnpaBeannebin AoCcTyn

16

N3MeHeHne HacneacTBeHHOro
MaTepKMnalJla Ha PaHHWNX CTaOMNAX

Bbl3bIBA&T OCOOEHHO C/TOXKHbIE BOTMPOCHbI:

TakuMe BMellaTeNIbCTBa 3aTparmBatoT
OoyayLero YenoBeka, a moceacTeug
MOTYyT ObITb JO/TTOCPOYHbIMU

M HenpeackasyeMbIMU.

CoBpeMeHHble reHeTn4eckume
TEXHOMOMMKM YaCTo J0POrM, MO3TOMY
BO3HUKAET BOMPOC PaBHbIX
BO3MOYHOCTeW. BaykHa Takad
opraHm3auma 34paBooOXpaHeHs,

MNPV KOTOPOW MOMOLLb HE 3aBUCUT TOMbKO
OT J0X04a CeEMbM.



[MocnegoBaTeIbHOCTb TaboPaATOPHOM U KITMHUYECKOM MHTEPMNPETaALLMMN FEHETUYECKOrO
pe3yrnbraTa
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MpuMepbl HacneacTBeHHbIX 3a6oneBaHUMA

HeJ10OBEKa

PaHHee BbigBIeHNEe 0COBEHHO
Ba)XXHO AN 6one3Hen, rge
CBOEBpPEMEHHOEe
BMeLaTeNnbCTBO MOXET
CYLECTBEHHO YMEHbLIUTb
TSAXECTb NPOSIBIIEHUN.

YyeOHble MmaTepuansbl
NO reHeTUKe 4yenoBeka.
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bone3sHb XaHTUHITOHa AyTOCOMHO-A0OMWUH. MonekynsapHbIiA TECT




3Ha4YeHue reHeTUKu Ansa oowiectsa U HaykKu

[eHeTMKa MoMoraeT
YTOUYHATb ANATHO3,
oueHMBaTb
HacneaCcTBEeHHbIe PUCKU
M nogobupaTb 6bonee
TOYHOE fneyeHue. IT1o
0OCOBEHHO Ba)XHO

npwv peakmx
3aboneBaHmngax

M Npwv HabnoageHnm
ceMeun C OTArowEHHbIM
aHaMHEe30M.

19

P

OHK-npodumnmpoBaHme
MNoO3BOMAET
YCTaHaBMMBATb JIMYHOCTb,
COMOCTaBMATb
ounonornyeckue cnenbl

M MOBbILLATb TOYHOCTb
SKCMNEPTHbIX BbIBOOOB.
MeTon ctan ogHUM

M3 CaMbIX HAOEXHbIX
MHCTPYMEHTOB CyaebHOM
SKCMepTUm3bl.

"

B cenbCKOM x03aMnCTBE
reHeTun4yecKme 3HaHUS
MCMONb3YIOT A9 OTOOoPa
OPraHM3MOB C HY)XHbIMU
NPU3HaKaMU:
YPOXAMHOCTbIO,
YCTONYMNBOCTbIO

K 6oNe3HaM

N MPNCNOCOBEHHOCTbIO
K YCNOBUMAM cpefbl.

a

[eHeTn4yecKada
NHXXeHepWa OaeT
BO3MOXHOCTb MO/ly4aTb
PEKOMOUMHAHTHbIE BenKuy,
n3y4yaTb PYHKLMM FEHOB
N co3aaBaTb
nabopaTopHble Moaenu
3aboneBaHMM. 2T0
YCKOPSAET pa3paboTky
HOBbIX MPEnapaToB

N TECT-CUCTEM.

=

[onynauMoHHaa reHeTnKa
M aHaNM3 reHoMma
MOMOratoT M3y4aTb
MPOUNCXOXXOEHNE YEeTOBEKA,
MUrpaumnm

M pacnpegeneHme
HacneaCcTBEHHbIX
BapWMaHTOB B MONyNaLUnaXx,
YTOUHAA KapTUHY
OGU1ONOrnMYecKoro
Pa3HOObpPa3ng.



[eHeTUKa YyenoBekKa: BbiBOoAbl
N NMPpaKTU4YeCcKoe 3HavYeHue

[eHeTMKa YyenoBeka o6bacHAET HacnegoBaHue
MPWM3HAKOB, MPUYMHbI 3a60/1EBAHNN N UHOWBUWOYASIbHbIE
pa3nnyma. Ee Mmetoabl genaroT OMarHOCTMKY TOYHee,
MNPOPUNAKTUKY PaHbLLUe, a MegnumnHy — borsnee
NepcoHanM3npPoOBaHHOM M OTBETCTBEHHOMW.




