O6Lwun 0630p:
3HAUeHue u
TeMbl Kypca
"TeHeTUKa
yenoBeKka"

[eHeTunKa N3ydaeT HacsiegoBaHme, CTpoeHune
reHoB N UX POJib B XXN3HU YeEJTOBEKA.
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iIcTopua un 3HaueHne reHeTukKu
yesoBeKa

[eHeTMKa Ha4yanacb ¢ uccnegoBaHmm MeHpgena. OTKpbITHe
cTpykTypbl AHK B 1953 roay 3HauuTeNnbHO paclUnUpuio 3HaHUS.
CerofiHsl reHeTnKa o6begnHAeT GUONOTNI0 N MeUNLINRY,
HanpaB/ieHa Ha ANarHOCTUKY U NeYyeHne 3aboneBaHumn.




CTpoeHue AHK n Xxpomocombl B K/1eTKe

Monekyna [1HK — HocuTtenb eHbl — yyacTku [JHK ¢ ¢pyHKUMamu CTpyKTypa XpOoMOCOM 4YenoBeKa
nHpopmMmayum
[eHbl KOOUPYIOT pasinyHble B agpe kneTkn Haxogutca 46
HHK — 310 gBOWHaA cnuparnb, NPU3HaAKN N BUOXUMUYECKNE XPOMOCOM, 06 beINHEHHbIX B 23
copep)kallas reHeTU4eCKUn Kop. npoueccobl. Kaxxabln reH otBevaeT 3a  napbl. U3 HUX 22 napbl — ayTOCOMBb,
OHa XpaHUT NHCTPYKLUY, onpeneneHHyo XxapaKTepucTuky nnu a nocnegHAa — nosioBble
ynpasngwoLline passutmem u (OYHKLNIO B OpraHn3me. XpPOMOCOMbI, onpeaenstoLime noJ.

OYHKLUMAMN OpraHnsma.




3akoHbl MeHpensa v nepeaava NPU3HaKoB

[lepBbi 3aKOH MeHaena
onucbiBaeT
NOMWHUPOBaAHMUeE:
OOMWHAHTHbIWU NMPU3HaK
noJaBNnAeT peLecCuUBHbIU B
NOTOMCTBE.

BTopon 3aKOH 06bsAACHAET
pacLienyieHmne nNPuU3HaKoB:
NpU3HaKu pacnpeaensatoTcs
No NOTOMCTBY B
onpeneneHHoMm
COOTHOLLEHUMN.

[eHbl NnepeparoTca yepes
annenu, Kotopbie MoryT
6bITb JOMUHAHTHbIMU UK
peLeccMBHbIMU, GOPMUPYS
Hacnegyemble
XapaKTEPUCTUKM.




LiBeT rnas u ero pasHoobpasue

LIBeT rnas 3aBUCUT OT HECKOJIbKUX
reHoB. Kapue, CUHNE U 3eJieHble
OTTEHKW NPOABNIAIOTCS N3-3a
pasnMyni B NMrMeHTaumm u
reHeTU4YeCcKmnxX KoMbumHaumuax.

dopmMa Hoca u nopbopoaKa

dopma Hoca 1 nogdéopoaka
onpepenseTcs HacnegyeMbiMu
reHamu, BIMSIOLLMMU Ha BUAUMDbIE
YyepTbl TMLA U UHAUBUAYANbHOCTb
BHeLLIHero obnuka.

OCHOBHbIe HacneaCTBEHHbIe NPU3HAKM YenoBeKa

pynna KpoBu U eé HacnepoBaHue

[pynna KpoBU — BaXXHbIU
reHeTnyeckmnin npusHak. Cucrema
ABO HacnepyeTcs no ocobbiM
3aKOHaM 1 UrpaeT posib B
nepennBaHUU KPOBU U UMMYHUTETE.




Mpumepbl LOMMHAHTHDBIX U peLeCcCUBHbIX NPU3HAKOB Y NioaeH

Tabnuua MNNCTPUPYET pacnpoCTPaHEHHbIE
(hOpMbl NPU3HAKOB U UX AOMUHAHTHbIE U
pPeLEeCcCUBHbIE BapUAHTHI.

[1JOMWHaHTHble pOpPMbl NPU3HAKOB
BCTpPeYatoTCA Yalle B NONynaunm.

IloMUHaHTHanA PeLleccuBHas
lNpusHak

dopma dopma
LiBeT rnas Kapum [fony6oun
Mouka yxa Hecpocluascs Cpocluascs
dopma

ApKo BblpaXkeHHas CnaboBblpa)eHHas
nopobopoaka
LIBeT BONOC TEMHbIN CBeTnbln

LLIKONbHbIA Y4€O6HUK BMONMOTUN, TEHETUYECKUE

nccrnenoBaHus




PoaocnoBHaa ceMbyu U Hac/leaoBaHue LBeTa a3

lNMokoneHue AeAYWKU C KapUuMH
rma3amu

Heayuika nmen Kapue rnasa —
OOMWHAHTHbIN NMPU3HaK, KOTOPbIW
nepepanca no HacneacTBy B CeEMbe.

Poautenun kak Hocutenu
peLleccUuBHOro annensd

Pogutenn uMeroT Kapue rnasa, Ho
06a HecyT peLecCuBHbIN annenb
ronyooro uBeTa, YTo BNMAET Ha
NOTOMCTBO.

Pe6€éHOK ¢ ronybbiMu rnasamu —
Hacnefo0BaHWe peL,ecCUBHOIo NpM3HaKa

Pe6EHOK nonyymn aBa peLeccmuBHbIX
annens (aa), BCneacTBue Yero
nposiBUNCs ronybomn UBeT rnas,

HECMOTPS Ha Kapue rnasa poauTtenen.




OnpepeneHue nona u HacnegoBaHue
.. CUEN/IeHHbIX C N0/IOM NPU3HAKOB

eHeTUKa onpepeneHus

noJa

[lon YenoBeka
onpegenseTcs
cCOYeTaHWEM Oo10BbIX
XpOMOCOM: XX 0b6pasytoT
XeHCcKumn non, XY —
MY>XCKOWU. XpOMOCOMDI
CoAep>KaT reHbl,
B/INAIOLLIME HA pa3BUTHE
noJia opraHmsma.

OcobeHHOCTH
HacneaoBaHUS Mon-
CLen/IeHHbIX MPU3HAKOB

HeKoTopble NpU3HaKwy,
Takue Kak g4aJlbTOHU3M U
reMmo@unus, cBs3aHbl C X-
XpPOMOCOMOW U Yalle
NPOABNAKTCA Y MY>XUYUH,
TakK Kak OHN UMeIoT
TOJIbKO OOHY X-
XPOMOCOMY.




BepoATHOCTM
3aboneBaHuu npn
peuecCUBHOM
HacneaoBaHUM -

Puck poxxaeHusa 6051bHOro pebeHka
yBenn4mnBaeTcs Nnpm 61M3KOpoACTBEHHOM bpake
N ABYCTOPOHHEM HOCUTENIbCTBE NEeHOB.

BonbHoit pe6eHok [ Hocwutenb 6e3 6051e3Hu

[pn ABYX HOCUTENAX PELLECCUBHOIO reHa

BEPOATHOCTb 60/1IbHOro peb6EHKa cocTaBNsAeT
25%.

MeauunHCcKue reHeTnyecKkme ncernenoBaHus,
2023




CpaBHeHne JOMUHAHTHBIX U peLleCCUBHbIX NPU3HAKOB

JJOMWUHaHTHbIE NPU3HaKM NPOSIBAAIOTCS
npun HaMNM4Ynm XoTs 6bl O4HOIo
NOMWHAHTHOro annens, Bnsia Ha
BUONMbIE YepThbl.

PeLieccrBHble NPU3HAKKN NMPOABAAIOTCS
TONIbKO NPY HaNIM4YNK ABYX PELLECCUBHbIX

annenen, YTo aenaetT ux peXXe 3aMETHbIMMN.

[TpyMepbl AOMUHAHTHbIX MPU3HAKOB:
Kapue rnasa u npsimbie BOJIOCbI, KOTOpble
06bIYHO JOMUHMPYIOT B HAacnegoBaHUMN.

[IpMepbl peLeccUBHbIX MPU3HAKOB:
ronybblie rnasa v BOJIHUCTbIE BOJIOCHI,

rnpodaBidrowmecd rnpu CooTBeTCTBYHOLLNX
reHoTuMnax.




MyTauuu y yenoBeka: npuumHbl 1 NOCNEe[CTBUA

[eHeTuyeckune Mytauum —
9TO UBMEHEHUA B
nocnepoBaTtesibHocTn HK,
BO3HMUKaIOLWMe cnydyanHo HEKOTOPbIM 60N1e3HAM, a
Wnn BcnepcTeme TaK)Xe BpeaHbIMUN —
BO34eNCTBUA BHELLHUX Bbl3blBas
(DaKTOPOB, TaKNX KakK HacnenCTBEHHbIe
paguauma u XuMmnyeckue 3aboneBaHus, Takne Kak
BellecTBa. MYKOBUCLMNO03 NN
cepnoBUAHOKI/IETOYHaA

MyTaunm MoryT 6bITb
Nnose3HbIMU, HaNpuMep,
OaBaTb YCTOUYMBOCTD K

dHEMMUA.

HekoTopble MyTaLuu
HeUTpanbHbl U HE BAUAIOT
Ha 340pPOBbe, HO OHU MOTYT

NPUBOAUTb K MOABMEHUIO

HOBbIX MPU3HAKOB U

pasHoobpasunto cpeaun

nroaeun.




pumepbl HacCNeACTBEHHbIX 60/1€3HEeN N UX HAcNneA0BaHNE

AyTOCOMHO-4OMUHAHTHOE
HacnepoBaHue

bonesHu Tuna cuHgpoma MapdaHa
NPOSIBNAAKOTCA MPU HaNNYNKU XOTS Obl
OAHOro JOMWHAHTHOIO reHa, YTo
yBeNM4YnBaeT BEPOATHOCTb
nepegaym CUMMTOMOB MNOTOMKAaM.

AyTOCOMHO-peL,eccCuBHoe
HacnepoBaHue

3aboneBaHUa Kak GeHUNKETOHYPUS

TpebyroT ABYX KOMUIN PELLeCCUBHOIO

reHa as4 nposiBNIEHUA CUMMNTOMOB;
HOCUTENIN OBbIYHO He 60JIbHbI, HO
MOTyT nepefatb 601e3Hb AEeTAM.

HacnepoBaHue, cBsi3aHHOE C
NnoJioM

bones3Hu, cuenneHHble ¢ X-
XPOMOCOMOW, HaNpuMep
reModunna n panbTOHN3M, Yalle
BCTpeyaroTcsA y MaJibuMKOB, TaK
KaK y HUX ogHa X-XpoMocoMma.
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[eHeTnYecKue T1ecCTbl
N UX PONb B MeguLiiHe

4

[eHeTn4YecKkoe TeCTupoBaHue
01 NOMOraeT BbIAB/IATb HOCUTENbCTBO
HacneacTBeHHbIX 3abosieBaHUN U
onpenensitb pUCK pa3BUTUSA
6one3Hen 3apaHee, YTO BaAXXHO ANS
NaHUPOBAHUA CEMbU U

NpoPUNaKTUKM.

pas3finyHbIX 3ab6oneBaHN, O6HaAPYXXEHUS MyTaLUn U
onpeaeneHnss COBMeCTUMOCTU AOHOPOB U PELUNNEHTOB
B TPAHCMJ/IAHTOJI0M M.

02 TecThbl LLHWPOKO NMPUMEHARKOTCA ANA ANAlrHOCTUKH



PoaocnoBHbIE: UHCTPYMEHT QaHANMN3a HacnepoBaHusA

CemeliHaa UCTOpUA U PUCKU 3aboneBaHUi

PonocnoBHasa no3BosigeT BbIABUTb
nepegavun oTAaeNbHbIX MPU3HAKOB U
3ab0neBaHNN CKBO3b NMNOKOJIEHUA. Takom
aHa I3 NomMoraeT Bpavyam onpeaennTb
HacneACTBEHHble PUCKU Y MOTOMKOB U
nogo6patb Mepbl I'IpO(gVIJ'IaKTVIKVI.

NMpumep ucnosib3oBaHNUA POAOCIIOBHOMN B
KJINHUYECKOMN NMpaKTUKe

AHanns3 ceMeunHbIX rPynn KpoBW 1 LiBeTa rnas
nomMoraeT NOHATb, KakK HacneayrTCH
onpefenéHHble NnpnsHaku. B MmeguynHe ato
CNoco6CTBYET TOYHON ANArHOCTUKE U BbIGOPY
3 HEKTUBHOIO NeYeHus 4151 KOHKPETHOro
nauueHTa.



ITUKA B reHEeTUKe: COBpEeMeHHbIe Bbi30Bbl

3almnTa IMYHOM reHeTUYEeCKOon MHdopMaLmmn TpebyeT CTPOrnx NnpaBus, YTobbl MpefoTBpaTUTb eé

HernpaBomMepHoe nUcCroJibsosaHne  AUCKpUMMNMHaALU WO MO HaCcleaACTBEHHDbIM NMPU3HaKaM.

PepakTtunpoBaHue reHoB, HanpumMep ¢ nomolbto CRISPR, cTaBUT BONpoCbl 0 rpaHuLax
BMellaTeNnbCTBa B YeNIoBe4YeCKUN reHOM U BO3MOXXHbIX AONTOCPOYHbIX NOCNeACTBUSAX.

Co3fgaHue reHeTU4yecKH MO,EI,VICbVILI,VIpOBaHHbIX NO[eN Bbl3blBaEeT coLimanbHble U

MopasbHble AebaTbl 0 NPUEMIEMOCTU TaKMX TEXHONOMMN U NX BJIMAHUN HA
06LLEecTBO.

OTBETCTBEHHOCTb nepe 6yaywmmMm noKoNEHUAMN TpebyeT TLaTeNbHOro
PEerynpoBaHnUAa reHeTUYECKNX UCCNefoBaHNM U YY4ETA STUYECKNX HOPM BO
BCcex cpepax NpUMeHeHUS.




[eHbl n cpeaa: COBOKYNHOE BINAAHUE HA YenoBekKa

‘ [eHeTuYyecKasa NpeapacrnoioXXeHHOCTb MOXKET He NPOSABUTBLCA 6€3 BIMSAHUSA OKPYXXatoLLen
cpenbl — NMPUMEP: CKJIOHHOCTb K OXXVUPEHUIO NPU NMPaBUIbHOM NMUTAHUN U AKTUBHOCTMU

YaCTO HE peaJin3yeTCH.

dakTopbl BHELUHEN cpefbl, TaKUE KaK KnnMMarT, nnTaHune, dusandeckme Harpy3km n cTpecc,
aKTUBHO B3aMMOENCTBYIOT C FTEHETUYECKNMMU OCODBEHHOCTAMMU N BIINAIOT Ha 3[40POBbLE U
BHELUHOCTb.

N3mMeHeHUsa B obpase XXN3HU CNOCOHBHbI B 3HAYNTENNbHOM CTENEHU N3MEHUTb PeHOTUnN
YyesiloBeKa, HeCMOTPSA Ha HacieACTBEHHble NPeanOCbIIKMU.




[IpaKkTNUecKoe

npuMeéHéHue reHeTukKnu B
XN3HN

AHanun3 1HK ncnonbsyeTtca gsa TO4HOro
onpeneneHns poacTsea U OTLOBCTBA, YTO Ba)KHO
B lOPNANYECKNX N CEMENHbIX BOoMnmpocax. JTa
TEXHOJ1I0MMA Tak>XXe NoMoraeT peLlaTb
KPpUMUHaNUCTUYeCcKue 3agayu.

[eHeTuYecKune uccnenoBaHus CNOcCo6CTBYIOT
NOMCKY NponaBLIMX NHOAEN N BbISIBIIEHUIO
PUCKOB pa3BUTUA HacneaCTBEHHbIX
3aboneBaHU ANns Hayasa CBOEBPEMEHHOM
NPOMOUNAKTUKN U NNEYEHUS.



[eHeTnueCKne TeXHONornm ceroaHAa u 3aBTpa

FeHHas uH)XXeHepua: moaudpukauus
OpraHM3mMoB

PepakTupoBaHue reHoma ¢ NOMoLLblO
CRISPR/Cas9

CoBpeMeHHast reHHast MH)XeHepusi N03BoNAeT
N3MEHATb MeHbl PAaCTEHNN N XXNBOTHbIX C
Lie/IbtO NMOBbILWEHWA NX YCTOMYNBOCTU K
60/1€3HAM U YNYYLLEHNS NULLLEBbLIX KAYeCcTB,
YTO pacLIMpPSIET BO3MOXXHOCTM CENbCKOro
X03AMNCTBA.

TexHonoruna CRISPR pana BO3MOXXHOCTb
BHOCWUTb TOYeYHble nsMmeHeHusa B IHK
yenoBeKa N XXNBOTHbIX, OTKpblBad
NnepcneKTMBbI Jie4yeHNs HacneaACTBEHHbIX
6one3Hen Ha reHHOM YPOBHE.

[eHeTMUYeCKUIi CKPUHUHT NpU
UCKYCCTBEHHOM OIJ1I0A0TBOPEHUU

Ncnonb3oBaHWe reHeTUYEeCKOro aHanumsa
3MO6PNOHOB NOMOraeT BblonpaTb
30pOBble A1 NepeHoca, CHMUXXasa PUCK
HacneAcTBEHHbIX 3ab60feBaHUN y
6yayLIMX AeTen 1 ynydlas KayecTBo
XXU3BHMU.
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[lepcneKTuBbl U
Bbi30OBbl

pa3BUTUA
reHeTUKI
yenoBekKa

HacTtosuiee Bpems

AKLEHT Ha pasBUTUM
NepcoHanM3npoBaHHON MeAULNHbDI U
NPUMEHEHWNN FEeHHbIX TEXHONOIMN ANS

ANarHOCTUKWN U NNeYeHUst pasfindHbIX
3abosieBaHUMN.

CpepHecpoyYHan nepcnekTuBea

PaspaboTka MeToAo0B A5 NevYeHus
CNOXXHbIX HacneACTBEHHbIX 3a601eBaHNN
N NOBbILUEHNE NPOAOJIKUTENBHOCTH
YXWU3HN C NOMOLLbIO FEHETUYECKUX
WHHOBAaLIUW.

bnvxanwee 6yayuee

PaclumpeHue BO3MOXXHOCTEN
pefakTUpoBaHUA reHoMa u bopbba c
3abosieBaHNAMN HA FTEHETUYECKOM YPOBHE,
MNHOC aKTUBHOE 06CYXAEHNE STUYECKNX
HOPM.

IlonrocpoyHble Bbi30BbI

HeobxoanMMOCTb perynmpoBaHus
HOBbIX TEXHOTOTNU U
OTBETCTBEHHOCTb 0bLlecTBa 3a
3TUYECKME aCNeKTbl BHEAPEHUS
reHeTnyeckux pa3paboTok.
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[eHeTuKa — KNKY K
NOHNUMAHUIO U 3a60Te O

bynyuwem

N3yyeHne reHeTUKN NomMoraeT npeaoTBpallaTb 60/1€3HN, PaCKpbIBaTb
YHUKANIbHOCTb KaXkA0ro YenoBeKka U HanpaBnseT pa3Butme MeguumHbl
C YY4ETOM 3TUYECKUX HOPM /151 3[,0POBbS 6YAYLLMX MOKONEHNN.




