[eHeTUKa YyenoBpeka:
MccnepoBaHue HacneAcTB
N 6MONOrM4ecKux ocCHoOB ~

|/|3yLIeHl/Ie MEXaHNU3MOB HacCJ/1ieAOBaHUA U BJ'IVIFI_,I;IVIFI
reHoB Ha OpraHM3M 4eJsioBEKa. '



JTanbl pa3BUTUA FEHETUKMN
N ee 3HayeHue B MeAuLuHe

[perop MeHaenb 3an0XXu OCHOBbI HAacNeACTBEHHOCTU, a OTKPbITHE
HOHK B 1953 roay oTKpbI/Z10 BO3MOXHOCTWU ANArHOCTUKU U NeYyeHuns
60J1e3HEN YEeNOBEKOM.




Y10 Takoe [IHK?

AHK — 3To Monekyna, XxpaHsiLasa reHeTu4ecKyro nHhopmauuto B BUae
n nocriegoBaTe/IbHOCTU OCHOBaHUN, KOTOpaa NepefaeTcs U3 NOKOJIeHUSA B
NOKoNeHue.

E CtpykTtypa AHK npeactaBnsieT cob6oi ABOMHYIO Cnupab, COCTOSLLYO U3 OKOJIO0
TPEX MUNNTMAPA0B Nap OCHOBAHWUI B KJ1IETKaX YenoBeka.

B Yenoseyveckas [1HK pacnonaraetcs B sape KeTKu n onpeaensieT 0CoO6eHHOCTH
POCTa, pa3BuUTUSA N GYHKLMOHNPOBAHUS OpraHmM3ma.




[[eHbl U UX ponb

n [eH — yyacTok JHK, kognpyrowmin 6enok nnmn PHK, E B reHoMe yenoBeka HacyuTbiBaeTcs oKono 20-25 TbicAY reHos,
y4acCTBYHOLLMN B XXM3HEHHO BaXXHbIX NpoLeccax KJeTKN U KaXabl U3 KOTOPbIX BAIMAET Ha onpeAenexHHble NPpU3HaKu u
OopraHusma B LIeJIOM. hYyHKLUUN.

[eHbl OTBEYaloT 3a HacnegoBaHMe YepT, TaKUX Kak UBeT rnas n N3yyeHne reHOB NOMOraeT NoHATb, Kak popMunpyeTcs peHoTUn
WU rpynna KpoBU, a TakXKe 3a npenpacrnonoXXeHHOCTb K N KaK MOXXHO AMarHocTtupoBaTb HacneACcTBEeHHbIe MaToNornu.
60/1e3HAM.




CTpoeHue XxpoMoCcoMmM

Komnnekc [IHK u 6enkos

XpOMOCOMbI — 3TO AJIHHble Monekynbl JHK, ynakoBaHHble BMecCTe
c 6enkaMn-ruCToHamMu, obecneymBatoMMm CTPYKTYPHYIO
KOMMAaKTHOCTb U 3aluTy.

Yucno u pasHOBUAHOCTU XPOMOCOM

B Ka)xaoun yenoBevyeckou Kjietke 46 XxpoMocoM — 23 napbl, BK1oUad
ABe nonosble: XX Y XXeHWMWH n XY y My>X4UuH, YTo onpeaensaeT
6uonornM4yeckunin non.




KonnyecTBO XpOMOCOM Yy pa3HbiX BUAOB
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B KonvuecTBo XpoMOCOM Y pasHbIX BU/IOB

Yenosek LLUnmnaHse Kolika [po3oduna

Pa3Hble BUAbl MMET padHoobpasHble HAbopbl XpOMOCOM, He BCeraa
CBSAA3aHHbIE CO CNOXHOCTbIO UX CTPOEHUS.

Yuncno XpoMocoM He onpegensieT CI0XHOCTb OPraHnM3ma, a
oTpa)kaeT 0COH6EHHOCTMN FreHOMHOW OpraHM3aLum KaXxaoro smaa.

bnosHuyunknoneauns, 2020




MeHaeneBckue 3aKoHbl HacieaAoOBaHUA

[IpMHUMN AOMUHNPOBAHUSA
OO6BACHSAET, KaK JOMUHAHTHbIN
annenb noAaBnsieT NPosiBJIEHNE
peLeccuBHoOro B eHoTune.

3aKOH pacLlenyieHns
onucbIBaeT pasaesneHue
anfenen Ha ramMeTbl C
onpeneniéHHbIMMU
BEPOSATHOCTSMM MPU
hopMHUpoBaHUM NOTOMCTBA.

B 3aKoH He3aBUCUMOIo
HacneaoBaHNA YTBEPXKAAET,
YTO pasHble MPU3HaKK
HacneayrTca OTAebHO, ecnu
FeHbl He cUenseHbl.




JJoMuHUpoBaHue "
peLecCUBHOCTb NMPU3HAKOB

JIOMWHaHTHbIN annenb nposiBnseTcs B GeHOoTUNne Npy Haandnm BCEro
OJIHOrO ero aK3eMMspa, HanpMMmep, Kapue rnasay yenoBeka.

PeueccuBHbIN annenb NposaBAAETCA NIULLb MPU OTCYTCTBUM
AOMMWHAHTHOrO, TO €CTb NMPW HaNMNM4YnnN ABYX OANHAKOBbIX
peLecCUBHbIX annenen.




[lpouecc HacnepoBaHUA NPU3HAKOB

OCHOBHble 3Tanbl Hac/1e0BaHUs reHeTUYecKon nHhopmaLmm

MNepepava
annenewu

CNyYanHbIM
obpasom

Poautenbckune
KNeTKu

Oo6pasoBaHue Oo6pasoBaHue
OnnopoTBoOpeHUe
rameTt 3UroTbl

dopmupoBaHue
¢deHoTUNa




MyTauum n ux nocneacreus

n MyTauun — nameHeHus B cTpykType [AHK, BO3HMKarowWwme CroHTaHHO U NMOoS,
BO3[ENCTBMEM BHELWHNX (PAKTOPOB, TaKUX Kak paguMauums nnm XuMmnkarTbl.

E MyTauumn MoryT NpUBOAUTDL K MOABJIEHUIO HOBbIX FrEeHETUYECKUX NPU3HAKOB,
yBenn4mBasa 6uoniornyeckoe pasHoobpasmve BUAOB.

B HekoTopble MyTaLun BbI3blBalOT Hac/leCTBEHHbIE 3a60/1eBaHUS, HapyLlas
HopMabHOe PYHKLIMOHMPOBAHWNE OPraHN3MOB.

n Owmnbkn konnposaHusa HK npu aeneHnm KneTok TakXe CTaHOBATCA NPUYNHON
HacneACTBEeHHbIX UBMEHEHUNU B FreHOMe.
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HacnepacrtBeHHble 3a6oneBaHuUs yenoBekKa

FeMo®UIUs — HapyLLEeHWe CBEPTbIBaeMOCTH MyKOBUCLML03 1 BNIUSIHME Ha AbIXaTeJIbHYIO CepnoBUAHOKIETOYHAsi aHEMUSI — N3MEHEHHe
KpoBM CUcTemy (I)Oprl KJ1IeTOK KPOBM
FeMoGUNs — HacsIeAiCTBEHHOE 3a60IeBaHMe, PU KOTOPOM MyKOBMCLIN03 BbI3BAH MyTaLMsIMM B reHe CFTR 1 BTOT FreHETUYECKMNI Heayr NMPUBOANT K M3MEHEHWIO
ngBb p,c;wo CBEPTLIBAETCA M3-3a lePULMTA O”pe'qe”e"';b'x NPOSIBNAETCS B HAapyLLUEHUAX PaBoTbl NErKUX U CTPYKTYPbl reMOrno6nHa, M3-3a Yero a3pUTPOLMTDI
€/IKOB. ITO MPNBOANT K HACTBIM KPOBOTEHEHNAM W TRELYET nuLLeBapeHus. bonesHb TpebyeT KOMMIEKCHOM Tepanum 1 NPUHUMAIOT CEPMOBUAHYIO POPMY. STO CHUXKAET UX

MOCTOAHHOIO KOHTPONA N NevyeHUA ana npeagorBpalleHna
OCIOXKHEHMIA. B/INAET Ha Ka4eCTBO XXNU3HU NaluMeHTOB C paHHENo BO3pacTa. CNOCOBHOCTb NnepeHoCnTb KNC0pPOo4 U Bbl3bIBAET Pa3/IMvHbIE
OCJ1I0XXKHEHUA.




YacToTa HacneacTBeHHbIX 3aboneBaHum

3abo/sieBaHue Yacrora Ha 100 000 OCHOBHOM Ir'eH
MykoBUCLIU/I03 40 CFTR
T'emodums 20 F8

D eHU/IKeTOHYPHUS 10 PAH

B Tabnunue npeacraBfiieHbl pacnpocTpaHEHHble HAceACTBEHHbIE
3aboneBaHus, ux yactota Ha 100 000 yenoBeK U KJ1KOYEBbIE MeHbl,
OTBETCTBEHHbIE 3a NaTO/NOMUMN.

YacToTa HacneaCcTBEHHbIX 3ab01eBaHNN 3aBUCUT OT FeHETUYECKUX
MoZeNIen U BO3AENCTBUS IKONOMMYECKUX hakTOpPOB, OTpaXKas
pa3Hoobpasue B Nonynsaymax.

BcemupHas opraHusauus 3gpaBooxpaHeHus (BO3) 12




BnvsaHue okpy)xatowien cpeabl Ha reHbl

n [lnTaHue, CTpecc 1 3arpsi3HeHne MoryT USMeHsTb E HekoTopble anureHeTnyeckmne n3MeHeHust CnoCcobHbI
aKTUBHOCTb reHOB Yyepes annureHeTnyeckme MmexaHmsmbl, nepegaBaTbCcs NOTOMKaM, GopMUpPYs afanTUBHbIE peakLmn
BNUAA Ha 340POBbe U pa3sBUTUE OpraHn3ma. opraHusmMa K ycnoBuaM cpenbl.

B CoBpeMeHHble nccrefoBaHus NOATBEPXKAAIOT CBA3b MexXay
00Opa30M XU3HU POAUTENEN U PUCKOM Pa3BUTUS
3aboneBaHNN y AeTen Yepes U3MeHeHme 3KCNpPeccumn reHos.
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[eHeTUKa n MHAUBUAYaAJibHbI€ Pa3/IN4unsg

Pa3Hoo6pa3ue no uBeTy rnas u
pocTy

[eHbl onpefensitoT LBET r11a3 1 POCT YesloBeKa,
KOTOpble MOTyT BapbMpPOBaTbCSH B LUMPOKOM
AvanasoHe. 3TN oTANYMsA GOPMUPYIOTCH YHUKANbHbIM
coYyeTaHWeM HacneACTBEHHbIX BapuMaHTOB.

[eHeTUYecKas YHUKaJIbHOCTb
KaXk[o0ro yenoBeka

Kaxxablii 4eNnoBeK UMeET YHUKaSIbHbIA HAbop reHoB,
cosfatoLnin MHanBnayanbHble 0CO6EHHOCTM!.
NckntoveHnem aBnatoTcs ofHosALEBbIe 6/TIM3HELbI, Y
KOTOPbIX UAEHTUYHbIA FEHOM.

NMpeapacnosiodXXeHHOCTb K
3ab6oneBaHuAM U YepTbl
XapakKTepa

[eHeTVKa BNUAET Ha BEPOATHOCTb pasBUTUSA
HEeKOTOpbIX 60/1e3HeN 1 hopMUPOBaHME XapaKTepa,
YTO OTpaXkaeT C/IOXKHOe B3anMoieNCTBUE FEeHOB U

OKpYy>karoLien cpeabil.
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MeToabl U3y4eHUsA reHEeTUKW

n CeMelHble U 6NIM3HELIOBbIE UCC/IE0BAHUSA MOMOTratoT BbISIBNATb E AHanus3 pooC/IOBHbIX MO3BOJIAET OTC/IEXXNBATb Nepeaavy
HacnegyeMocTb NPU3HAKOB U BAIMSIHWE TEHOB Ha pa3BUTHE. 3260M1€BaHU U APYrMX NPU3HAKOB CKBO3b MOKOJIEHMUS.

B MonekynsipHasi ANarHOCTMKa BbISIB/ISIET KOHKPETHblIe MyTaLuu u n CekBeHunpoBaHue JHK gaét TouHyto MHPOpMaLuIo O reHOMe,
nomMoraeTt AMarHoCTUpPoBaTb reHeTUYecKne 601e3HMU. pacLuMpsaAs BO3MOXHOCTU UCCIeQ0BaHMs U pa3paboTKu Tepanuu.

15




[ eHeTUUYeCcKUe TeCcTbl B
O6bITY U MeAULNHE

n [eHeTn4eckume TecTbl MOMOratoT OnpeaenuTb pUck
HacneacTBeHHbIX 3a6oneBaHni, a TakXXe NoAxXoasaT ANns
yCTaHOBJIEHUSA POACTBA U OLLEHKM MHAMBUAYANbHbIX
OCOOGEHHOCTEN OpraHnsma.

C pa3BUTUEM TEXHOIOMMN TECTbl CTasIN AOCTYMHbI LLMPOKOU
ayauToOpuK, LLMPOKO NMPUMEHSAIOTCA B CNOpPTe U MeauLnHe,
nomMoras B NnpopunakTuke n Bbibope nevyeHus.
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[eHeTUKa U coBpeMeHHas MeauLMHa

n TapreTHas Tepanus UICNONb3YeT 3HAHUS O FEHETUYECKUX MYyTaunaX ans
9 DEKTUBHOIO JIeYEeHUs paka U apyrux 3aboneBaHUm.

E [NepcoHanusnpoBaHHasa MeauLnHa OCHOBbIBaeTca Ha aHanuse JHK naumneHTa
oNns nopb6opa onTUManbHOM Tepanun 1 NpeaynpeXxaeHns 0CNOXHEHUN.

B [eHeTMYecKne nccnefoBaHus yaydLatoT AUMarHoCTUKY U MPOrHO3
Hac/eCTBEHHbIX CUHAPOMOB, COCOOCTBYSA 60/1€€ TOYHOMY JIEUEHMUIO.
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JTUYeCcKue BOMNMpPoCbl reHeTUKU YesiloBeKa

PeAaKTMpOBaHMe reHomMa “ ero nocneancrevs KOH(I)MAeHLWIaHbHOCTb U rNnpaBa 4eJioBeKa
PepnaktupoBaHue reHomMa, B TOM 4ucre ¢ nucnonbsosaHnemM CRISPR, CoXpaHHOCTb FrEHETUYECKUX AaHHbIX BaXXHa 4SS NpeaoTBpaLleHu s
OTKpPblBaeT HOBble BO3MOXHOCTU, HO Bbl3blBaeT BOMNPOCHI O ANCKPUMUHALUUN U 3alUMTbl IMYHON MHhopMaunn. MexxayHapogHble

6e30MacHOCTU N 3TUYHOCTU BMeLlaTeNnbCcTBa B HacleadCTBEHHOCTDb. HOPMbI PEryiupyroT 3T acnekTbl.




byayuiee reHEeTUKM YesloBeKa

PasButue reHoTepanuu

[MpoABUHYTble MEeTOAbl IeYeHUs C
3aMeHOU NN ucnpaBneHUeM
AedeKTHbIX TeHOB NO3BONAT

3 PeKTUBHO BOPOTLCA C
HacneacTBEHHbIMU 3a601E€BaHUAMM.
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; U3yuyeHue pegkux 6onesHe

NccnepoBaHuA
MasilopacnpoCTPaHEHHbIX FreHETUYECKUX

3a60n1eBaHN NOMOTYT MOHATb
OCHOBHbI€ MeXaHM3Mbl
HacneaCTBEHHOCTMW.
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PacwupeHue
reHeTU4eckKoro Y
CeKBeHUpOoBaHUS - N,

MaccoBoe npumMmeHeHune ; ‘
CEKBEHMPOBaHMSA MOMOXET B paHHeN

\ AMarHoCTUKe N NepcoHann3npoBaHHOM

podunakINKe pasanyHbIX NATONOTUNA. ¢ .

! YBenuyeHue KaJyecTBa
XXU3HU

r
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Ncrnonb3oBaHWe reHeTUYeCKNX 3HaHnm
MO3BOJIUT NMOBbLICUTb CPEAHIOKO
NnpoAOJIXXKNTEJIbHOCTb XXU3HU U
YNYHLWNUTb 340POBbE HaCe/TIEHUA.

------
---------
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3HAUYUMOCTb FreHeTUKU ans
yesioBekKa

[eHeTuKa paCKpbliBaeT M€XaHU3Mbl HaCcJleA0BaHUA N YHUKAJIbHOCTb Ka>XA0ro,
CI'IOCO6CTByeT pa3BNTUO MeAULNHDLI U 6UOTEXHONOIUIA, Tpe6yeT BHAMaATEJIbHOIO
OTHOLWEHNA U CO6J'II-O,£I,€HMFI IATNHECKNX HOPM.




