0630p.Tembl: HACNEACTBEHHAA
MHOpMaLNSA, FeHETUYECKUIA
KoA U CUHTE3 6enka

N3yyaeM, kak HK xpaHuT HacnencTtBeHHble
OaHHble N coBaaeT benkn gNng *XU3HW.




ictopusa OTKPbITUA
HacneaCTBEHHOCTU U FeHETUKN

[perop MeHpgenb 3a10>XMN OCHOBDI
reHeTUKM NpaBmMIaMmM HacnegoBaHUS.
[Mo3xke, B 1953 roay, YoTtcoH n Kpuk

PaACKPbIJIN CTPYKTYPY ﬂ,

K, OTKpbIB 633y

MONTEKYNAPHON HAaCcNeaCTBEHHOCTU, YTO
NO3BO/INIO HayKe pa3BMBaTbCA Aanblue.




HacneacTtBeHHas nHgopMaLya KaK 0CHOBA XXU3HeAeATeNbHOCTIA

S

HacnepctBeHHaa nHopMaLuma — 3TO COBOKYMHOCTb AaHHbIX B Monekynax OHK,
onpeaenarLlmnx XapakTePUCTUKM OpraHn3Ma, OT BHELIHUX NPU3HAKOB A0 dyHKL NN

BHYTPEHHMX NMPOLLEeCccoB.

=

‘—Iepe3 reHbl 3aKOANPOBaHDbI 0CODEHHOCTU, Takne Kak UBET NNa3 U MeTabonunam, a
TaKXXe NpenpacnoJioxXeHHOCTb K onpeneieHHbiM bonesHdam Y NOTOMCTBaA.

0

[lepepaya 3TUX OaHHbIX NPOUCXOAUT MO CReUnPUIECKUM MPUPOLHBIM 3aKOHaM,
obecneymBan NPeeMCcTBEHHOCTb MOKONEHUN N YCTOMYNBOCTb BUOOB.
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Monekyna AHK — cTpoeHune u PyHKuun

CTpyKkTypa Ponb HykneotTupos
Monekynbl [1HK

Hykneotngbl —
HHK coctout n3 aByx aaeHWH, TUMWH,
CNupabHbIX Lenen, rYaHWH U UMTO3NH —
CoOeaANHEHHbIX dbopmMupytoT
KOMMNAeMeHTapPHbIMUN nocnenoBaTe/bHOCTb,
napaMm OCHOBaAHWW. KOTOopaa XPaHUT U
Takaqa gpBovHaA nepepaetr
cnupanb gaeT reHeTU4YeCcKyto
MOneKyne MHdOPMaLNIO XKUBbIX
CTAaOUIbHOCTb U OpraHM3MOB.
CNOCOBHOCTb K
CaMOKOMMPOBaHMULIO.




[1BonHas cnupanb AHK: cxema monekynbl

BopopoaHble cBA3M MeXay NnapamMu
OCHOBAHMN NOAOEPKMNBAIOT CTRPYKTYPY
OBONHOW cnunpann n obecneymsBatoT
TOYHOE KOMMpoBaHMeE MHMOoPMaLUW.

PaBHoe uncno nap A-Tn -4
obecne4ymBaeT CTabUNbHOCTb U

HaOEXHOCTb NrEeHETNHECKOIO MatTepunalia.
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[Mapbl ocHoBaHui B [1HK

AeHnH — TumMmuH (A-T) ['yaHuH — LintosuH (I'-L1)

Hayu
2020

Hbl UCTOYHUK NO MONEKYNAPHOM Bronorunn,




20 000-

25000
e

VHUKANbHbIX TEHOB
coaep»Xntca B
YyenoBEeYEeCKOM
reHoMe, obecne4ymBas
pa3Hoobpa3une
YCNOBUWN U
NposaBNEHUN
NPW3HAKOB.

* [eHeTn4yecknin cnosapsb, 2018

Ka*kabln reH kogupyet
KOHKPETHbIN 6enokK nnu
PHK, uyto BOnaer Ha
0COB6EHHOCTUN N DYHKL UK
opraHun3Ma.




XpOMOCOMbI: YNAaKOBKA reHeTUUeCKOro marepuana

CtpoeHune xpomocom

XPOMOCOMbI BKHOYAOT
ONNHHYO uenodky JHK n
cneunanbHble benkn —
FMCTOHbI. [ UICTOHbI NOMOratoT
ynakoBbIiBaTb [HK Tak, 4Tobbl
OHa 3aHMMana MUHUMYM
MeCTa B KNeTKe, COXPaHAs
OOCTYMNHOCTb AN paboTbl.

Yncno xpomocom y
YyenoseKa

B Ka>kQon KneTke 4yenoBekKa
HaxoanTca 46 XpoOMOCOM,
pa3geneHHblX Ha 23 napobl.
OpaHa XxpoMocoMa OT
Ka)Xg0ro poantens
dbopmMmnpyeT NnonHbI HAbOP
HacneaCcTBEHHbIX OAHHbIX.

Pasnunuuna mexxpy
XpoMocoMamMu

XPOMOCOMbI OTNNYAOTCH
pa3MepamMun n popmon. Ha
Ka>XJ0WN pacnoOXXeHbl
VHUKANbHbIE FreHbl, KOTOPbIE
OTBEYatoT 3a pa3Hoobpa3une
NPU3HAKOB N PYHKLUNI
opraHmM3ma.




CpaBHutenbHas Tabnuua: JHK n PHK

XpaHeHue UH(pOpMaLUu repeHoC MH(pOpPMaLUU

* YyebHuk omonormnm 9 knacc, 2023

OcHoBHble oTanumnda I1HK n PHK no
COCTaBY U PYHKUUAM B KJIETKE OTPAXKEHDbI
B Tabnuue gna nyywero noHMMaHus.

Pasnnumna obecneumBatoT cneumdunyeckme
PONN MONEKYN B HAaCeaoBaHUN U CUHTE3E
6enkos.
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[eHeTUYeCKNMN KOA: NPUHLUNDbI U CBONCTBA

KO,D, OCHOBaAH Ha TpUnnetTax HykneotngoB — KOAOHAaX, Ka>K,£I,bl\l/Jl N3 KOTOPbIX
OAHO3HAYHO KOAOanpyetT ogHy aMNHOKNCJIOTY, obecne4ynBasd TOYHOCTb NMHPOPMaUNN.

%

yHl/lBepCafleOCTb KOAOa no3sonderT ognHakKoBO WNTATb NEHETNYHECKYIO MHQPOPMaUUIKO
no4yTm BCeMN XNUBbIMN OPIraHN3MaMi, YTO FTOBOPUT O €Iro ApeBHEM NPOUCXOKOAEHUNIN.

~

36bITOYHOCTb KOAa BblpaXkaeTca B HECKO/IbKMUX KOOOHaX, KOTOPble MOTyT
0603Ha4YaTb OOHY aMUHOKMCNOTY, CHMXKaA BNMUaHME olnMboK npu cuHTe3se benka.

-

PUNAETHAA opraHM3auna rapaHTUPYET, YTO NOCNeN0BaTE/IbHOCTb FEHOB
CTPYKTYPMPOBaHa KPaTHO TPeM, 4To obecneymBaeT NpaBuIbHOE NpoYTeHME Koaa.




Tabnuua reHeTUUYECKOro Koaa
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/ Bce 64 kopoHa n nx 3HauveHue [NMpumep KOaNPOBKU FNNLUUHA \
Ha npencraBneHHon Tabnuue yKasaHbl Koponbl GGU, GGC, GGA n GGG
BCE BO3MO»XHble KOMOUHaAUUM TPUNMIETOB KOOMPYIOT OOHY aMUHOKUCIOTY —
N COOTBETCTBYOWMNE UM aMUHOKNCNOTDI FNUWH. DTOT NPUMEP OEMOHCTPUPYET
NN CUTHabl OCTAHOBKW CUHTE3a. ITO M36bITOYHOCTb FEHETUYECKOIO KOA4a U
OCHOBa AN19 NOHMUMaHUA NpoLecca ero 3aWunTHY OYHKUUIO NpY MyTaumnax.
TPpaHCAALUMN. / \




[eHeTnUYeCcKMn Koa: N36bITOYHOCTb M OAHO3HAYHOCTD

N3ObITOYHOCTb FreHeTUYeCKOro Koaa
CHUXXAET PUCK ownbokK, obecnevnBad
YCTONYMNBOCTb BENKOBOIro CMHTE3a K
MyTauMaM N HAaPYLLEHUIO KOOAMPOBAHUS.

Pa3Hble KogoHbl KOOUPYIOT OOHY
aMUHOKMNCNOTY, obecneymBad TOYHOCTb

CUHTE3a N Bonornyeckyto cTabmnbHOCTb.
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* YuebHuk bnonormnn, 9 knacc (2023)




CuHTe3 6eNKa: KPaTKaa XapaKTepuCTUKa 3Tanos

G

TpaHcKkpunuua

B anpe kneTtku
NPONCXOaNT
KONMMpoBaHMe
nHdopmMaumm ¢ IAHK Ha
Monekyny MPHK, kotopas
NEePEeHOCUT reHeTUYEeCKNIn
Kog BHe aapa angd
nanbHenwen paboThbl.

TpaHcnauua

B untonnasme pnbocombl
CUMNTbIBAIOT
nocnenoBaTe/IbHOCTb
MPHK, cBa3biBatoT
aMWHOKNCNOTbI B
NnpaBUIbHOM NopdagKe,
hopMUpyA
noNMNeNTUAHY Lenb
benka.




Cxema CuHTe3a 6enkKa B KneTke
NHK - nPHK - pmnbocoma - 6enok

AHK (agpo)

TpaHcKpunuusa

(MPHK)

MepemelleHmne
MPHK B
uMTonnasmy

CBs3blBaHUE
MPHK ¢
pnbéocomom

TpaHcnauua
(BkNtoYeHune
aMWHOKNCOT)

MNonunenTtngHas
Lenb (6enok)




Ponb UPHK, TPHK n pn6ocom B npouecce cuHTe3a 6enka

MPHK nepeHocut
MHdOpMaLUUnIO O
nocnenoBaTeIbHOCTU
AMUHOKUNCNOT,
KOoNnpys
reHeTUnYeCKNM Koo C
INHK n obecneymnBad
ero AOCTaBKy B
LMTONNa3My.

TPHK pacno3Haer
KOOoOHbl Ha MPHK 1
0OCTaBnaeT
COOTBETCTBYOLWMNE
aMUHOKMCNOTbI ANK
cbopkun HBenka Ha
pnbocome —
rNaBHbIM
KaTaIMTUYECKUM
LEHTPOM CUHTE3A.

Pnbocoma
obbegunHaeT
aMUHOKWNCNOTbI B
HY>XHOW
nocnenoBaTeIbHOCTM,
KOHTPONNPYH
npouecc u
obecnevnBas
npaBUNbHOE
dbopmMmnpoBaHue
dYHKUMOHANBHOIO
benka.




MyTauuu: npuunHbl, BUAbI
N BAUAAHNE HA OPraHu3Mm

e MyTauumm BO3HMKAIOT KaK cnyYanHble
nameHenHuma B 1HK vnun nopg Bo3gencremem
BHELWHNX PAaKTOPOB, BKAOYAA pagnaumto,
XUMUYECKME BELLECTBA U BUPYChI.

e Buabl MyTauunn: reHHble (ToYeudHble),
XPOMOCOMHbIE (M3MEHEHUNA CTPYKTYPbI) 1
reEHOMHblEe (M3MEHEHME YMCia XPOMOCOM).
Nx Bnnanme MmoxxeT bbiTb
NONOXXUTENbHbLIM, HENTPANIbHbIM UK
BpeOHbIM.




\
['lpy N0ONOBOM Pa3MHOXXEHUN OPraHN3Mbl
NoNy4yaroT Habop XPOMOCOM OT 0OonX
poauTeneun, Yyto obecnevymBaeT reHeTn4YecKoe
k pa3Hoobpa3ne NoToMCTBaA.

pll HacnepyemMble NPpU3HaKM 3aBUCAT OT \

Mepepaua
w9

HaCﬂep‘CTBeH HOWN couyeTaHud annenem — BapuaHTOB OLHOrO

reHa, roe LOMUHAHTHbBIE NPOABASIOTCS

MH(bOpMau'v"/l "pl/l BCerna, a peLeccUBHbIE — NPU OTCYTCTBUM
\ NOMUHAHTA.
Pa3MHOXEHUM

ITo coyeTaHue annenen opMnpyeT \

NMHONBUAOYAJIbHbIE ocobeHHOoCTH OpraHN3Ma,

BNMAA Ha BHELWHWX BUA, U PU3MOA0TNYEcKne
\ XapPaKTEPUCTUKMN.
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Knaccuueckue npumepbl HACNEACTBEHHbIX NPU3HAKOB Y YeNoBeKa

[pynna KpoBu onpenenaeTca KoMbuHaumnemn
annenen cuctembl ABO, roe tTnbl A n B
OOMUHaHTHBbI No oTHoweHu K O. Takas
HacNeaCTBEHHOCTb UIPAET BaXKHYIO PO/b B
TPAHCNNAHTONOrUMN.,

2
' LIBeT rna3 3aBncKUT OT B3aUMOOENCTBUS

HECKOJIbKMUX FreHOB: KOPUYHEBDIN
OOMUHUPYET Hafd ronyobiM. DopMa MOYKM
yXa — NPUMep NPOoCToro HacneayemMoro

NPW3HaKa, Bapmaunm KOTOPOro erko
HabnoaTb.
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Ta6bnuua: JOMUHAHTHbIE N peuecCUBHbIE NMPU3HAKN Y YeNnoBeKa

LiBeT BO/1OC TEMHBbIN CBeT/1bIN

CpaBHUTENbHada Tabnumua NPU3HaKOB Y [1TOMUHaHTHbIE NPU3HAKK Yalle
yenoBeKa C YKa3aHWeM OOMUHAHTHbIX U NPOABAAITCA Y MOTOMKOB, obecneymnBas
PeLeCcCUBHbIX BaPMaHTOB. pa3Hoobpasne 1 yCTomYnMBOCTb NONYAALUN.

LlIkonbHbIN yuebHNK 6uonormnn, 2022




CoBpemeHHOe 3HaUYeHUe reHeTUKU B MeAuLHe N HayKe
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leHeTnYyecKkue TecCcTbl U
BbiABNeHne 3abonesaHun

CoBpeMeHHble TeCTbl MO3BONAIOT
OMarHoCTMpoBaTh
HacnencTBeHHble 60Ne3HM Ha
PaHHUX CTagnax, obecneymnsas
CBOEBpPEMEHHOE NnevyeHune U
NPOMUNAKTUKY OCTOXKHEHNN
NOBbILAaA KaueCTBO KU3HWU
nauneHTOoB.

[eHHaqa nH>XeHepuna Kak
UHCTPYMEHT NneyeHuns

MeToabl reHHON Tepanumn
HanpaB/iEHbl HA UCMpaBNeHne
nedeKTHbIX FEHOB, CO34atoT
BO3MOXHOCTU aNnd 60pbbbl C
paHee HEN3TeYNMbIMU
3aboneBaHMAMU, BKIKOYAA
HeKoTopble BUObl Ppaka U pegkue
reHeTn4YecKMe NnaTonornn.

I'Ipmmel-lel-me reHoMmmkKum B
KPUMUHANTNCTUKE N cenekumnun

[eHeTn4yecKkMm aHanms
NOMOraeT naeHTnbnLUMpoBaTb
NMYHOCTU U PeLwaTb
KPUMMUHaNbHbIE Oena, a TakXKe
CNocobCTBYET BbIBEAEHUIO
YCTONYMBbIX K 60N1Ee3HAM
COPTOB PAaCTEHUW U NOPOL,
MNBOTHbIX.
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aueHue u3yyeHus
HaCneaCcTBEHHOU MH(OPMaLUIA
ANA 061eCcTBa U HAYKK

3HaHWA 0 HAacNeACTBEHHOCTU U FEHETUYECKOM KO4Ee MOMOraloT NOHATL/OMoNornyeckoe
pa3Hoobpa3me, pa3BMBaTb MeAULUHY U BUOTEXHONOMUU, YNYyULLAA KAaYECTBO KN3HM
co3paBaga/nepcneKkTMBbl gNna byayuwmx NOKONEHUN.




