HacJjsieocTrBeHHas
HU3MEHYHUBOCTDh H
HacJIeICTBEHHbIE
00JIEe3HH:
KJIIOUEBBIE TEMBI

O0630pP OCHOB DBOJIIOIIMU, HACIEICTBEHHBIX
3a00JIEBAHUM U COBPEMEHHBIX METOIOB
IUAarHOCTUKHW.




FcToKku 1 pa3BUTHE T€HETHYECKHX
HCCJIEdO0BaHHUH

['perop MeHzenb 3a7105KUI PYHOAMEHT
T€HETUKU, BbISIBUB 3aKOHOMEPHOCTU
HacsiemoBaHu. OTKpeITHE CTPYKTYPHI JHK
[103BOJINJIO U3YYUTh MOJIEKYJISIPHBIE OCHOBBI

HACJIEICTBEHHOCTU U MYTAllH, BJIUSIOIUX
Ha 3[I0POBbE YE€JIOBEKA.




Buanl HacsieACTBEHHON H3MEHYHUBOCTH

KoMb6rHaTUBHAS NU3MEHYUBOCTh BOZHUKAET
[IpY [IEPEKOMOMHAIIMY TEHOB B IMIPOIIECCE
[10JIOBOT'O Pa3MHOXKEHUS, CO30aBasl
pPa3HOOOpa3re HACJIEICTBEHHBIX TIPU3HAKOB
y IOTOMCTBA.

MyTalrnoHHas U3MEHYMBOCTD CBSI3aHa C
N3MEHEHUSIMU B CTPYKTYpeE ninu yucie JHK,
[IPUBOIAIIVMMU K HOBBIM ITPU3HAKaAM UJIU
ITOSIBJIEHUIO ITATOJIOTUN.




CTpyKkTypa U PYHKIIUH rE€Ha

['en — yyacrok JHK, ['eHBI pacriosioXeHbl HA B reHOMe 4yesioBeKa OKOJIO

OTBevalouinii 3a CUHTE3 XPOMOCOMAxX U 20-25 ThICSY I'€HOB,

OEJIKOB UJIN PETYJIATOPHbIX CYUIECTBYIOT B PA3JINYHBIX GOPMUPYIOIIUX

PHK, onpe,aeﬂmommm BapyaHTax — aJjesdx, MHIUBHYAIbHYIO

6UOJIOTYECKHE CBOMCTBA BJIVSIOIIVX HA TIPOSIBJIEHUE T€HETUYECKYIO

OpraHu3ma. [IPU3HAKOB. MHPOPMALIMIO KaXXI0TO
yeJlioBeKa.




Tunel MyTauuv U UX IPUYHHBI

I'ennbIe MyTallHH. TOYCYHBbIC H3MCHCHH S XPOMOCOMHBIC H T€CHOMHBIC MYTallHuH.

THK 0O0JIbIIIME MaCIITaOHbIE H3MEHEHHS

['eHHBIE MyTalY BbI3bIBAIOTCS U3MEHEHUSIMU OTIEJIbHBIX XPOMOCOMHBIE MYTallUU 3aTPAruBalOT CTPYKTYPY
HYKJIEOTUZIOB, YTO MOXKET IIPUBECTU K HAPYILIEHUIO XPOMOCOM, BKJIIOYAS OEJ€LUU U OYIJIMKALIMY, & TEHOMHBIE
CTPYKTYPbI 6€71KOB. OHU BO3HUKAIOT M3-32 OUIMOOK — U3MEHSIOT KOJIMYECTBO XPOMOCOM. MIX TpUYrMHaMU
KonurpoBaHus JHK nim BO30enCTBUS XMMUYECKUX ABJISIIOTCS Paivalivsl, BUPYChI U OLINOKYU IPU JIEJIEHUU
BEIECTB. KJIETOK.




CpaBHHUTEJIbHbIN aHAJIU3 HACJIEACTBEHHBIX 00JIE3HEH
yeJI0BEKa

3abosieBaHHE Tun HacjeagoBaHHS YacroTa CHUMIITOMBI

AyTOCOMHO- . [TopaxkeHue HeEpBHOU
deHunKeToHypus — 1:10000 CHOTEMEL
OCHOBHbIE 3a00JIEBaHUSI, TUII
. ClernieHHas C =000 K HaCJIEAOBAHNS, YAdCTOTA 1N KIIIOYEBBIEC
emopuIL nomom OUVL MR | RPORDTORHEOET: CUMIITOMBI IIPEJICTABJIEHBI B TAOJIUIIE.
1700 YMCTBEeHHas
Cunzpom JlayHa ['eHoMmHas ' OTCTaJIOCTh, YEPTHI
HOBOPOXXIEHHBIX
L2
NN KOBCIARDS AyTOCOMHO- /3000 [Ipobsemsl IETKUX 1
yROBUCHIA pereccuBHas ‘ HUIIeBAPEHYS Pa3nnung B TUNax HacjeIoBaHUSA U
9aCTOTEC YKA3bIBAIOT Hd
CepnoBUIHOKIIETOYHAS AyTOCOMHO- 1:600 AHeMunyeckun p3_3H006p3_31/I€ reHeTu4YeCKunX
aHEMUS peLeccuBHas TEMHOKOXUX CUHIPOM 39600JIEBAHUI 11 HEOOXO IUMOCTbD

crequprUIYEeCKOn IUAarHOCTUKHW.

ITanHbie PoccTaTta n HallMOHAJIbHBIX MCcenoBaHumn, 2022




3aKOHOMEPHOCTH IF€HHBIX 00JI€3HEH

AyTOCOMHO-IOMWHAHTHBIN TUII 3a60s1€eBaHMS CLIETIJIEHHbIE C T10JIOM
HaCJIeJOBAaHUS TPEOYET OOHOTO MYTAHTHOTO [IepenarnTcsa yepes3 X- Uin Y-XPOMOCOMY,
aJuiesisl IJ1s TIPOsIBJIEHMS 00JIE3HU, HaTIpUMep, reMOMOUINS U NAJTbTOHU3M.
HarpuMep, Xxopes 'eHTUHITOHA.

[Ipy ayTOCOMHO-PELIECCUBHOM TUTIE OOJIE3HD MuToxoHapHaNbHBIN TUII HACJIEOOBAHUS
Pa3BUBAaETCH TOJILKO ITPU HAJIUYNU IBYX CBSI3aH C Iepegavyen MyTalunumn
nedEeKTHBIX ajjiesien, Kak Impu VCKJIIOUYUTEJIBHO 110 MAaTEPUHCKOU JIMHUU,
MYKOBUCIIUO3€E. BJIVSISI HA KJIETOYHBIU META00JIM3M.




XpOMOCOMHbBIE 3a00JIEBaHUS: KJINMHUKA U
MarHOCTHKA

Cungpom JlayHa

Bosnukaer n3-3a tpucomuu mno 21-u
XPOMOCOME, IIPOSBIISIETCSI YMCTBEHHOU
OTCTaJIOCTBIO U XapaKTEPHOU
(DEHOTUTINYECKOM OCOOEHHOCTHIO JIMIIA.
JlnarHocTuka npoBOAUTCS C IIOMOIILIO
KapUOTUIIUPOBAHUSL.

Cungpom TepHepa

OOYyCJIOBJIEH OTCYTCTBUEM OLHOM U3 X-
XPOMOCOM Y >KEHIIVH, COITPOBOKIAETCS
HECOBEPIIEHCTBOM Pa3BUTUS MOJIOBBIX
OpPraHOB U HU3KUM POCTOM. Tpebyet
r€HETUYECKOIr0 aHaIn3a MJIs1
MOJITBEPKIEHUSI.
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Cunapom Kinanndeanstepa

XapaKkTepusyeTcs HAJTNINEM
IOIIOJIHUTEJILHON X-XPOMOCOMBI Y
MY>KYUH, IPUBOIUT K TUIIOTOHAIVI3MY U
HEKOTOPBIM KOTHUTUBHbBIM
0COOEHHOCTSIM. JIMarHocTuka
OCHOBBIBAETCS HA IIUTOTE€HETUYECKUX
VCCJIEIOBAHUSIX.



Pacnipepenenue HacjaeaCTBEHHBIX 00JI€3HEH 110 THITY
reHeTHYEeCKHUX H3MEHEHHUH

JlaHHbIEe OTPAKAIOT JOMUHUPOBaHUE
T€HHbBIX 3a00JIEBAHUYU CPEOU

HaCJIeICTBEHHbIX I1aTOJIOTUN B
Poccumn.

bOJIBHIMHCTBO HACJIEICTBEHHBIX
3a00JIeBaH1I1 CBI3aHO C
N3MEHEHUSIMU OTIEJIbHBIX '€HOB,

4TO OIIPEOCJIACT IIPUOPUTETDI ) _ )
AWArHOCTUKU 1 TEPAIINMN. Poccunckunm HAIIMOHAJIBHBIN PETUCTP '’€EHETUYECCKHNX

3abojsieBanuu, 2022




'eHOMHBIE O0JIE3HHU:

OCOOEHHOCTH U IPHUMEPDI

['eHOMHBIE 00JIE3HU
BbI3LIBAIOTCS U3MEHEHUEM
4yrCJia XPOMOCOM —
aHEYIIJIONIUSAMU, YTO
BEIET K HAPYLIEHUIO
Pa3BUTUS U
MHOTOYMCJIEHHBIM
[TOPOKaM.

Cungpom IlaTay cBg3aH C
TpucomMueu mno 13-u
XPOMOCOME,
COIIPOBOXKIAETCA
TSIKEJIBIMU BPOXKIEHHBIMU
nedeKTaMu U BbICOKOU
MJIalIeHYECKOU
CMEPTHOCTHIO.

CuHIpoM DaBapaca
0OYCJIOBJIEH TPUCOMUEN
1o 18-11 XpOMOCOME,
MIPOSIBIISIETCS
BbIPDA>)KEHHBIMU
PU3NYECKUMU U
YMCTBEHHBIMU
HapYLIEHUSIMU, TPEOY S
KOMILJIEKCHOTO
MEIIMIIMHCKOTO yXO/a.




MoJekysipHbie MEXaHHU3MBbI
BO3HUKHOBEHHSI MyTalluUU U
HaCJIe,ZLCTBeHHbIX HapylIEeHUH

m W

MyTanyy BO3HUKAIOT BCJIEACTBUE OMMOOK MPU
KOIIMPOBAaHNU ITHK BO BpeMs KJIETOYHOTO JIeJIeHUA
WJIU TIOJ, NEVCTBUEM BHEIIHUX MYTar€ HHbIX
(DAKTOPOB, TAKMX KAaK PAMaAlIvs U XUMUYECKUE
BEIIECTBA. DTV U3MEHEHNA MOTYT IIPUBOOUTDH K
CUHTE3y aHOMAJIbHBIX OEJIKOB, BIUSIOIIMX HA
GYHKUUY OPraHu3Ma.

HexkoTophelie HacIeNCTBEHHbIE HADYIIIEHN
[IPOSIBJISIIOTCS JIVIIb ITPU OINIPENETIEHHBIX
COYETaHUIX ajljieJier, a 4aCThle reHETUYECKUE
aHOMAaJIUU CBSI3aHbI C HEPACXOXIEHUEM XPOMOCOM
B [IPOLIECCE MEN033a, YTO HAPYIIIAET HOPMAJILHOE
pacrpeneseHrue reHeETUYECKOro Martepurasa B
[10JIOBBIX KJIETKaX.




HacnencTrBeHHbIE U IPHOOPETEHHBIE 00JIE3HU:
CpPaBHEHHE

OCHOBHbIE KDUTEPUU TTOMOTAIOT
OTJINYUTH HACJIE[ICTBEHHbIE 00JIE3HU

Kpurepui HacaencreeHHbIE IIpuoGpeTéHHbBIE

OT HpI/IO6p€TéHHBIX, qu/ITbIBaH X
HpI/IqI/IHbI CHOCO6BI Hepe nadu u [IpuyuHa ['eHeTHYeCKue MyTalu MHex1yu, TpaBMbl
?

BO3MO>XHOCTU MTPOPUIIAKTUKWU.

[lyTb nepenaumn Yepes reHsr KOHTAaKT, BHEWIHAA Cpela
Bnusaue ¢pakToOpoB Cpelibl OrpaHn4eHHOE CyleCTBEHHOE
[Ipodunakruka CnoyxHag HocTtynHas

HacnencTtBeHHbIE 00JI€3HU TPEOYIOT
CMEUATN3UPOBAHHBIX MEP
INUArHOCTUKU U TIPO(PUIIAKTUKH, B TO
BpeMSI KaK IIPUOOPETEHHbBIE
3a4aCTYIO 3aBUCST OT 00pa3a >KU3HU

1M BHEHIHNX YCJIOBHU. IlanHbie BcemupHOI opraHusanuu 3npaBooxpaHenus, 2023




BiinssHue HacJieICTBEHHOCTH Ha

PacnpoCTPaHEHHOCTb 3a00J1€EBaHUH

Anneprudyeckue
3200JI€eBaAHUS TaKoKe
NMEIOT

HacinenCTBeHHOCTbD
UT'PAET KIIIOYEBYIO

CorJjiacHO OllIEeHKaMm
BO3, okomno 40%

CeMeriHble (POPMBI

)T(H)KQJII)IX pOJIb B DA3BUTUN paKa U dIUJIETICUU FeHETIIECKYIO
POHUYECKUX TaKux 3a00JIeBaHUM, CBUIETEJILCTBYIOT O (. STG
0oJie3Hen KaK nradeT repBoro HEeOOXOIMMOCTU Y
0GYCIOBICHbI 1 BTOPOTO THIIa, M3y ueHHST SHAMMOCTD
reHeTU4YECKUMU OpOHxHUaJIbHasI acTMa reHETUYECKOTO T T T TET
(PaKTQPaMVI, 910 1 MU30¢ppeHus, RORLTIOLIELILE. IDIEY aKTO%OB B
MOIYEPKUBAET BJIVSIS HA pPaHHEU IMarHOCTUKU $ OPMUPOBAHHH
BAKHOCTb FT'€HETUKU [IPenpacrnog0XeHHOC 1 UHIVBULYAJIBbHOTO 370POBbS U OTBETE
B MEIUIIVHE U Th U TEYEHUE [IOIX0Ja K JIEYEHMUIO.

OpraHM3ma Ha

00JIE3HU. OKPY>KaIOIIYIO Cpey.

IPO(PUAKTUKE.



CoBpeMeHHbIE€ METOAbl T€EHETHYECKOU JUArHOCTHKH

MoJ1eKyIsIpHO-T€HETHYECKOE
TECTHPOBaHHE

Mertopnp! I1LIP 1 cekBeHupoBaHUEe
CJIEYIOIIETO IIOKOJIEHNS TTO3BOJISAIOT
OBICTPO U TOYHO BBISIBJISITh MyTAalU B
reHax, YTo [IOMOTraeT JUarHoCTUPOBATh
HACJIEICTBEHHbIE ITAaTOJIOTUU €llle Ha
PaHHUX CTAAUIX Pa3BUTUS.

IInTOreHeTHYEeCKHUH 1 OHOXHMHYECKHUH
aHaJIN3bI

DTU UCCIEeN0BAHNUS U3YYAIOT CTPYKTYPY
XpPOMOCOM U (PDYHKLIIMOHUPOBAHUE
O€JIKOB, CIIOCOOCTBYS BBISIBJIEHUIO
XPOMOCOMHBIX Y META00JINYECKUX
r€HETUYECKNX HAPYLIEeHUH y MallueHTOB
pPa3HOro BO3PacCTa.
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CKpPHUHHHT HOBOPOKIEHHBIX

MaccoBblll HEOHATAIbHBIY CKPUHUHT
06eCIIeYrBaeT paHHEE OOHAPYKEHME 1
CBOEBpPEMEHHOE jieyeHue 1o 30

HauboJiee pacHpOCTPAaHEHHBIX
HacJieICTBEHHBIX 3a00JIeBaHN,
Harpumep (PEeHUIKETOHYPUU, CHIXKAS
PUCK OCJIOKHEHUN.



CoBpeMeHHbIE CTPAaTETrHH IPOPHIIAKTHKH
H JIEYEHHSsI HaCJIeICTBEHHBIX 00JIE3HEH

['eHeTnyeckoe
KOHCYJIbTUDOBAHUE
[IOMOTAeT CEMbBSIM C
PUCKOM HaCJIeCTBEHHbIX
3a00JI€BAaHNU TPUHUMATD
MHOOPMUPOBAHHBIE
pelleHus O TJIAHUPOBAHUU
[TOTOMCTBA U
IPOMUTAKTUKE,

[IpenatanbHadg u
[IPEMMILJIAHTALIMOHHAS
IUArHOCTHKA [TO3BOJISIIOT
BBISIBUTb TEHETUYECKHUE
ne@dEKTHI EIIE M0
POXIEHUS, MUHUMU3UPYSI
PUCK POXKIEHUS O0JIbHBIX
IIEeTE.

PazpaboTka reHeTu4eCKOun
1 KJIETOYHOU Teparuu
OTKPbIBAET HOBBIE
[EePCIEeKTUBbI JIeUEeHUS],
yJIy4Iillasi KaY€CTBO XU3HU
[MallMeHTOB C PaHee
HEN3JIEYMMbIMMU
3a00JIEBAHUSIMU.
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ConuajsibHas noggeps>kKKa U poJib

IIPOCBEIILECHUS

MHdopMupoBaHue 00IECTBA O TEHETUYECKUX
3200J1€BAHMSIX CIIOCOOCTBYET (POPMUPOBAHUIO
TOJIEPAHTHOCTU U TMOAAEPKKE, a TAKKE
CTUMYJIUPYET CO3MaHVEe OPTraHU3alnH,

OKa3bIBAIONIMX ITOMOIIIb ITallieHTaM U UX CEMbSIM.

Pa3zBuTre MHKIIO3UBHOTO OOpa30BaHUS U
IPOMOUTAKTUKA JUCKPUMUHAIIUN
00€eCreYynBalT PAaBHbIE BO3MOXHOCTH JIJI4
JII0IEeN C HACJIeICTBEHHbIMU ITATOJIOTUSIMU,
CIIOCOOCTBYS UX COLIMAJIbHOM aIalTalUMN.
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DTHUUYEeCKHE BbI30BbI TeHETHUYECKOH
OHUArHOCTHUKHU U NPO(PHUIaAKTUKHU

JJ06POBOJILHOCTD
T€HETUYECKOTO
TECTUPOBAHMS U 3a1IUTA
MeOUIIMHCKON
MH(MOPMAIINU SIBJISIIOTCS
KJIIOYE€BBIMU TIPUHIIUIIAMU,
o0ecIrievynBaloIMU
yYBaKEHUE TIPaB NAlUEHTA.

Puck nyckpyuMuHaiunuy mno
reHeTUYECKUM IIPpU3HaKaM
B TPyZaxX, CTPaXOBaHUU U
ob6pa3oBaHuU TPpeOyeT
CTPOTOr0 IIPaBOBOTO
PETYINPOBAHUSA U
COILIMAJIbHOU
OTBETCTBEHHOCTH.

MexxnoyHapoHble HOPMBI U
IeKapauyy rapaHTUPYIOT
PaBHBIU OOCTYVII K
reHeTNU4eCKUM
TE€XHOJIOTUSIM U 3TUYHOE
MCII0JIb30BAaHNE TAHHBIX,
bopMUpPYst OCHOBY [JIs1
CIIPaBeIJINBOU MENUIIVHEI.




[lepenoBbie HaANIpaBJIEHUS B TEHETHYECKHX

a rnein ]

MCCJIETOBAHUSIX

e

PenakTupoBaHHuEe reHoMa
CRISPR /Cas

Texnonorus CRISPR /Cas no3sosisiet
TOYHO UCHPABJISITh TEHETUYECKUE
ne@eKThbl, OTKPbIBAasI TTEPCIEKTUBBI
JIEYEHUSI MHOXKECTBA HACJIEICTBEHHBIX
3a00JI€EBaHUN C BbICOKOM

3 g)eKTI/IBHOCTbIO 1 MUHUMAaJIbHbIMU
TOOOYHBIMU SPPEKTAMU.

CeKkBEeHHPOBaHHE BTOPOIO H
TPETHEr0 NOKOJICHHUS

CoBpeMEHHBIE METO/bl CEKBEHUPOBAHUS
06€CIIeYrBaIOT ITTyOOKOE 1 OBICTPOE
U3y4y€eHrEe T€HOMA, YTO CIIOCOOCTBYET
BBISIBJIEHMIO PEOKUX MYTALU U
pacmupsieT BO3MOXHOCTH
[IEPCOHANIN3UPOBAHHON MEOUILIVHEI.
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Hcrnosb30BaHHe OHO0AHKOB H
O0OJILIIHNX JaHHBIX

AHanu3 OOMMPHBIX TEHETUYECKUX
TaHHBIX U3 0MO0AHKOB IIOMOTAET
BBISIBJISITh HOBbIE T€EHETUYECKHE
BApPUAHThI, YCKOPSIET
MCCJIeNOBaTEeIbCKUE TIPOIIECChI U
ONTUMU3UPYET TEPANEBTUUECKUE
ITOJIXOIIBI.
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BkJyiag, pOCCHHUCKHUX YYEHBIX B

r€HETHUKY

AkanemMuk B. A.
DHreJbrapT UCCjaeq0Bal
poJyib AT® B meTabom3me
KJIETKU, YTO CTaJIO
Ba>KHbIM DTaIllOM B
OMOXVMUU U
MOJIEKYJISIPHOM OUOJIOTUH,
O IE€P>XKaB UCCIeTOBAHUS
HacJledCTBEHHbIX
3200JIEBaHU.

C. M. I'epiieH30H cesan
byHIaMEHTaILHBIN BKJIA]
B 3y4YEHUE
MOJIEKYJISIPHBIX
MEXaHU3MOB MyTareHesa,
4YTO paCLIVPUIIO
[IOHUMAHUE T€HETUYECKOU
N3MEHYMBOCTH.

[Tnonep coBeTckoun
Menuko-reHetuku H. I1.
Ily6rHUH C11IOCOOCTBOBAI
Pa3BUTUIO TEHETUYECKOTO
KOHCYJIbTUPOBAHUSA U
BHEZIPEHUIO MEQULIMTHCKOU
T€HETUKHU B KIIMHUYECKYIO
[IPAKTUKY.




3HAYHUMOCTbD
r€eHETUKH OJI5
3,0POBbS 00LIECTBA

VI3yyeHue HacaeqCTBEHHOU U3MEHYBOCTU U
00JIe3HEN OTKPbIBAET HOBbIE BOBMOXKHOCTH
IIJIs1 CBOEBPEMEHHOU OMATHOCTUKU U

3(dPEKTUBHOU TTPODUTAKTUKA, DOPMUPYS
OTBETCTBEHHOE 1 MTH(POPMUPOBAHHOE
OTHOIIIEHNE 00IlleCTBA K TeHETUUYECKUM
BOIIPOCAM.




