OcHoBHble XxapakTepucTuku HK (reHoma) yenoBeka

(no 9. MakkoHku, 2004, ¢ yTo4yHeHuamu u3 C. boputckoii n H. Axkosckoro, 2009)

Pa3mep siepHOro rariouHoOro reHoMa

3,2 x10° . H.

Yacrora nap I'-1]

41%

CTpyKTypHBIC I'€HbI <2,5% renoma
IIceBmoreHsl 0,5-1 % resnoma
Cpenanuii pazmep CTPyKTYPHOIO I'eHa 2,719 10w
DK30HHI (B CpEIHEM) Mmenee 5% oT AIuHbI r'eHa
Cpennee 4uCII0 9K30HOB B I'€HE OKOJIO 8
Cpenusisi JuMHA 9K30HA 145 n. H.
Cpenssist JMHA HHTPOHA 3365 n. H.
OO61mas JUIMHA 3K30HOB Ha OJIMH I'eH (B CpeAHEM) 1340 1. H.
O6mas jumHa 3k30H0B (JJHK, xonupyromei 6emnxu) meHee 5 % resoma
OO6uras AnMMHAa HHTPOHOB 20-25% renoma
ITosropsr JIHK oxono 50 % renoma
U3 HUX:

TaH/IEMHBIE TIOBTOPHI (LeHTpOMepHl, Tenomepsl, p/IHK)

3 % resoma

JIUCTIEPIHPOBAHHBIE IOBTOPHI (PETPOTPAHCIIO30HBI):

LINE (Long Interspersed Elements — 5000 m. H.)

15 % resoma

SINE (Short Interspersed Elements — Alu — 300 1. 1.)

10-12 % resoma

Pa3mep MUTOXOHIPHAIBLHOIO T'eHOMa (HECK. C KOIIHiA)

16569 n. H.

U COOTHOIICHHKEC BCIIUYHH.

Ipumeuarue. OCHOBHBIE PaCUETHBIE TIOKA3ATEIH MOTyYEHbI, HCXO/S U3 YUCIa
CTpyKTypHBIX reHoB denoBeka 30 000 (ouenka na 2004 r. — 30-35 TeiC.
renoB). TeM He MeHee NpeICTaBIeHHbIC HHU(PBI O3BOJISAIOT OLECHUTH MOPSI0K




1,0 4
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r 2,9 % — TpaHCno30oHbI
3 % — npocTble nosTopHI 13,1 % — SINE-anemeHTbI
0,6 5 % — cermeHTHbIe 204 % —
nnvkauum s
o AynnaKaty LINE- anemeHTb
8 % — retepoxpomatuH
0,4
0.2+ 11,6 % — pasHbie
YHUKanbHbIe
nocnesoBaTenbHOCTM
0 25,9 % — UHTPOHbI 1,5 % — 6enok-koampyioLme
SES8 Lo 2 5 Topl 2 @ nocrefoBaTenbHOCTM
Sssesifs g agEt st
Waes 3 SESS & o SED § &
E58 sSES ° 2 988y 2 8
S2C¥Bs<c 0 S § o
(O TR TES = b
Q

lucrorpamma, orpaxarowas nomo Oenok-nexonmpyroweii JIHK B o6weii amue CHOMa, Y HEKOTOPbIX BH/IOB OPraHH3MOB (a).

Pasnbie takconbl 0603uavens LIBETOM: CHHUI — GakTepusi, rony6oii — MH(Y30pHH, PHONETOBBIIT — rPUGHI, TeMHO-3e/1eHbIi — pacreHue,

CBETIIO-3€/IeHbIii — KpyIiIblii YepBb, KeaThlii — HACEKOMBIE, PO30BBIH — IITHLA, KPACHBIH — MIICKOIUTAIOLIE. Hons pasHbIX THIOB 110-
C/Ie0BaTENLHOCTEH B COCTaBE reHOMa uesioBeka () (u3 [Taft et al., 2007] (a) u [Gregory, 2005] (6)).



“wc. 22.13. Cunppom Lepewesckoro-Tepuepa (45, X0)

& — nesoyka B Bo3pacte 1 rona, b — B Bo3pacte 17 neT (U3 KHUrK «AHOMAnUM pasBUTHS.
#Sm0cTPMPOBaHHOE N0Co6Ue ANs Bpayei»). XapakTepHble NPU3HaKI HU3KOPOCHOCTb, KOXKHas
SATa0Ka, KopoTKas Lwes, OTCYTCTBUE GO/bLUMHCTBA XEHCKIUX BTOPUYHBIX MOMOBbIX MPU3HAKOB
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Puc. 22.14. Myxuuna 18 net ¢ cuHapoMOM
Knaitndhenntepa (47, XXY) (choto U3 kHurmn
«AHOManun passutus. nnoctpupoBaHHoe
noco6ue f19 Bpa4en»)

XapakTepHble NPU3HaKn HeaopassuTie
TECTUKYN, cnabblil BONOCAHON MOKPOB,
BbICOKMWIA POCT 1 HEPEeAKO pa3suTue 6rocTa
(rnHekomacTtus)




Mpumepbl aHEYNNOMAKK Y YENOBEKa

XpOMOCOMBI

Cunzpom

Yacrora npu poXKIACHUH

Ionoswie xpomocomul ()

X0 moHOCOMMS [lepemeBckoro—TepHepa 1:5000
XXX TpucomMus
XXXX Terpacomus Meta-KeHIIHHBI 1:700
XXXXX neHracoMus
ITonoswie xpomocomol (3)
XYY Tpucomus Hopmainbnpie* 1:1000
XXY tpucomusi
XXYY rerpacoMus
Knaiindensrepa 1:500
XXXY terpacomust
XXXXXY rekcacomus
Aymocomsi
Tpucomus 21 Hayna 1:700
Tpucomus 13 [Taray 1:5000
Tpucomus 18 dnsapaca 1:10 000

* OmIMYAKOTCS MOBBIIIEHHON BO30YIMMOCTBIO.




MaTepuHCKHI TUIl HACIAEAOBAHUA OAHOM M3 LM-
TonaTtui (nMOMeyYeHa CepbiM), CBA3AHHBIX C MUTO-
XOHAPHAMHU




Bose3snn 3KCNAHCHH, BBI3BAHHBIC AHHAMHYCCKHMH MYTAULHIMH

Bonesus, Len, Tpunner | Hopma |[pemyrauns | Myrauns
nomep o Mak-Kerocuxy (MIM) JOKANMANNA yv
CuuipoM N0MKO#H X-XpOMOCOMBI FMR1, FRAXA | (CGG)n | 5-50 50-90 >90

309550 Xq27.3

Cunizipom nomkoii X-xposmocomst tam 2 |FMR2, FRAXE | (CGG)n | 625 25 - 200 >200

309548 Xq27.3

Muorounyeckas AHCTPOdUA DM, MP-1 (CTG)n | 5-10 19-30 >30

160900 19q13.3

Xopes lenrnnrrosa HD, IT-15 (CAG)n | 6-37 37-121

143100 4pl6. 3

Criupansso-Modkexosas araxcrs Tvn 1 |SCAI (CAG)n | 6-39 4] - 81

164400 6p21.3

Jlenro-pybpansxas-nammao-moncosas | DRPLA, B-37 (CAG)n | 7-34 54 -175
JlereHepauns 12pter-pl2

125370

Cnuuansno-OynsGapnas Mumiewnan  |AR (CAG)n | 12-33 40 - 62
arpodmn Xqli-ql2

313200

CnimuansHO-MoO3Keqkosan aerenepa- |MJD (CAG)n | 13-36 68 -79
ung Mauano-/lxo3eda 1432, 1
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Puc. 10.1. XpoMOCOMHbIE KAPTHI C YKA32HIEM SHC/IA HIBECTHBIX TCHOR, BEAYIIHX K PAIHYHBIM 3200/1€BAHHAM.
Caa3anHbie C HACACACTBEHHBIMH BONeINAMH TeHM CYLIECTBYIOT BO BCEX XPOMOCOMAX, H KX HHCIO NOCTORAHHO PacTeT €
HOBBIMH OTKPBITHAMM Cas3b «red — 3a00NeBaHHE», ONHAKO, HE ABRIALTCA npocroﬁ. IMToutH Bce Goneznn HMEOT
ONpeNCneHHbI FEHETHYECKHA KOMITOHCHT.
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Mororennbie §01e3nH, AHATHOCTHPYEMBIE MOJEKYISPHBIMH
MCTOAAMM H JOCTYNNLIE NPeHATANLHOW AuarnocTaxe B Poccuu

Ne rm

Boneinn

MennunncKkne HeHTps

CSCXxIFRATRNETORNo U WL~

N
—

Myxosucimnnos
Muoamerpodua Jiomenna-bekkepa
Femogunus A

I'emoduina B

DEeHHNKETOHYPHS

CuHIpoM TOMKOH X-XpOMOCOMBI
MuoTonnueckas auctpodus
Bonesne BunneGpanaa

Xopea MenTurrTona

Bonesus Jlew—Huxana
CrunansHo-0yme6apras Menmeanas arpodus
[enaronckTHKyNgpHas Aerenepanms
Boseans Xantepa
AZPCHOTCHHTANBHEI CHHAPOM
Araxcns ®punpeiixa

B-Tanaccemus

Bonesus Bepnpwra - Nodpmana
Hedmunt ansda-1-anrurpunicuna
Cemeiinag runepxonecTepuHeMus
llpe/IpacnonomeRHoCTs K HHCYIHHIABHCHMOMY uabery
Heduumr aunn—CoA nermaporenase

HAT, DM, PLIMI", TUMI
HUAT, PLIMI, TUMI®
HAT, T'HI]

IHIY



YPOBEHbDb CTPATEI'MS MPUMEP

BMELUATEJIBCTBA JIEYHEHUA
Ilepecadka kocmmnoz2o
M032a npu maasaccemuu
Moaudukaums
COMATHYECKOrO FeHOTHITA T'ennas mepanus
b > j npu dechuyume ADA
(adeno3undesamunasoi)
MOY/SILMA TEHHOT Bymupam oan yeeauuenus
""""""" SKCMPeCCHH HbF npu ceenoeudno-
s v o= KAemouHou anemuu

Pu6o3um nian

Ha cmaduu 3xcnepusenmos
anTucencosasi PHK 4

362‘::’;:;“ Daxmop VIII npu eemodhunuu A
YBesnueHue I Tupudokcun npu Kaaccuueckou
/4
OCTATOUHOI (DYHKIIHH 20MouuCmunypuu
Mea6 : R Kotaencaton o Yempanenue genunaranuna
cd Kai S neqcll:u(; u3 Quemsl cmpadaiowux
.—vm{;-;) HiHa i enuakemonypueit
MeauumHckoe || [epeausanue kposu npu
KanHndeckoe BMELLATEILCTBO CepNOBUIHOKNEMOUHON aHeMul
NpOAIBIEHHE — 3
e ' XHpypruueckoe Koppexuus epoxcdennvix
BMELLATE/IbCTBO nopoKoe cepoua
MpeHaTaibHbiii Ckpunume mpucomuu
no 21 xpomocome uau

CKPHHMHT
2 i Gonesnu Tea—Cakca

I CeMmbsi U :
- — - Ouenka mcusnecnocobrocmu

KoncynbTanust nomomcmea 0o bepesmenrocmu
T UAU NOMOW NOCAE PONCOCHUA

Puc. 4-6 Paznnunbie METOAB! IeUCHHS TeHeTHYecKNX GosiesHeit. Ecim MaaneHiam aasath Oyri-
part, TO OH MOXET Npe0TBPATHTh MOCTHATATEHOE MEPEKTIOYEHHUE ¢ y-II0OHHA Ha B-TI0GMH o
Hen3BecTHOMY MexaHu3My. [1pH roMOLIMCTHHYPHH H3-3a Ae(DHLUNTA LIMCTATHOH -CHHTETA3bl KO-
dakrop (mupuaokcanbdocdar) He CBA3bIBAETCS € AMOMEPMEHTOM, HO MALMEHThI PEarupyior Ha
BBICOKHME [03bI BUTAMMHA By (IMMPHIOKCHHA — MpE/IeCTBEHHNKA NUpHIoKcanbpocdara).



Tabnuua 4-2 HekoTophie reHeTuyeckue 3aboneBanus, KOTopsIE MOXHO
NeynTh PeKOMOMHAHTHLIMK Genkamit

Bone3ub TepanebpTUyeckuin 6enok
FMNoMU3apHan KapPNUKOBOCThb fopMOK pOCTa HenoBeka
Femodunua A Maxkrop Vil

remodunua B PakTop IX
HacneacreseHHan smduzema o, ~AHTUTPUNCAH

BonesHes Nowe Fniokouepebposnpasa

Hepuyut ADA A0eH031MHAe3aMnHA3a




&= — Wcxoanas monexyna JHK

l PecTpukuus aHaoHykneasamu

Mnaamuna
(BekTOp)

——s Gl ®parmenTsl IHK

Nuruposanne

l
@ @ @ PekoMOuHaHTHbIe BEKTOPbI
l

Tpaxchopmaums

e O160p uHaMBUAYaNbHBIX KNOHOS
B AOHK Ha cenekrusHoM cpepe

Puc. 1 4. TIpuHuunuansHan cxema KiIoHHposanua JHK,



1 o6aBnenne rena

DyHKUMOHATB-
HBIN TeH

— -
¥»

AHTHCMBICTOBOM
TeH U T. II.

3 3amecTHTe/IbHAS reHHAS T'oMonOruyHEL
Tepanus GYHKUMOHAB-
HBIit FeH

4 TToMoIb B YHHUTOKEHHH CIeHH(UIECKHX KICTOK

AHTUTEH,
UMTOKHMH U T. 1.

—> CmepTh
Crumysiiust
MMMYHHOM
CHCTeMBI

5 YHuuTOXeHHe CcretHHIECKUX KIETOK ImyTeM
NpeBpaLeHUs NPOIEKAPCTBA B IEKAPCTBO

TKur. 1.
it TFanumkioBUp
—_— R CmepTth
TMosiBnenue
YYBCTBUTEJILHOCTH

—[ X1 MyTaHTHbIi reH (601e3Hb) — 10Tepst GYHKLUHK

—EEBI— MyTaHTHBI reH (60/e3Hb) — NOMHHAHTHOE PHOGPETeHHe (hyHKIIUH

0O630p METONOB TeHHOM Teparuy.



HECIIOBEYECKOTO

Beenenne moau- |
(HLIPOBAHHOTO |

TeHa B BUPYCHBIH |
BEKTOD

PasMHOXeHuUe BU- |
pyca B NaKyloiuei f
JHHUY KIETOK |

CMelnBanue
YeJI0BEeYeCKOro

[TepeHoc Bupy- |
Ca B OPIaHH3M
NanueHTa |

Uspnevenue |
KJIETOK U3 [
nalnueHTa |

TeHa C JIMNoCoMa-

MH WIH OpYTUMH |
HAHOYACTULIAMH |

IMpsimoit nepe- |
HOC B OPTaHM3M |
nagMeHTa |

Bo3sepanienue

MOTU(HUIMPOBaH- |
HBIX KJIETOK B Op- |
raHW3M IalHeHTa |

KynsTHBHpORa-
HUE KIeTOK

Tpanchexuus wim |
TPaHCAYKLMS Kite- |
TOK COOTBETCTBYIO- |

IIIHM TeHOM
4eJI0BeKa

O16op crabnib-

HBIX TpPaHCPOD- |
MaHTOB

Puc. 8-2 ITonxons! reHHo#t Tepanuu. Creéa — TMPUHLIMIT TeHHOM TEPaNUH in Vivo ¢ UCTIONB30BAHHUEM
BHPYCHOT'O M HEBUPYCHOTO BEKTOPOB. Cnpasa — MPUHIINIT TEHHOM TEPATIUHU ex Vivo C CTIONb30BaHHEM
BUPYCHOTO U HEBUPYCHOTO BEKTOPOB.



HacneacrBennbie 3a00/eBAHNA, TEHOKOPPEKIIHA KOTOPHIX HAXOAHTCH HA CTAXHH
Kauuuyeckux uenprrannii (KH), skcnepaMenTaasnsix pazpaborok (OP),
H NPUHUHNBAIEH0 Bo3moxna (IIB)

[Culver K.W., 1994; Lowenstein P.R., 1994]

Boneins JedexTuniit ren Kaerkn-Mumens Craans
Mmmynoaehuuut AneHo3uHAe3aMUHa3a JinmgonuTs: KW
HWmmyHORehHIMT Nypunnykneosnadocedo- | Jnmdormrst 1B
punasa

CemeitHas runepxone- Peuenmop aunonporensHop | lenaroumrs! KH

CTCPHHEMHUSA HH3KOH TJIOTHOCTH

emodmnns B dakrop IX DubpobnacTel KH

l'emodunus A ®axrop VIII Muobnactsl, pubpodnacTsl 5 i

Boneaus lowe B-I'mokouepeGpo3nnaza | Makpodaru, crsonossie KU

(chuHronumi103) KICTKH

bonesxs Xanrepa Wnyponar-cyasdarasa Maxkpodary, cTBonoBsIe B

KIIETKH
Cunnpom I'ypnepa L-Hnyponnnasa Maxpodary, CTBONOBBIE B
KICTKH

OMusema Jerkux -1 -AHTHTPHINICHH Jlnmdonre 3P

MyxkoBucuH03 CF-Tpancmembpannsiii Onurenuit 6poHX0B KU
(axTop

DeHUTKETOHYPHA dennnanasuHruapoxcn- | Menaronurst 2P
naza

MnepaMmoHeMuA OpHuTtHHTpaHckapbamu- | lenaroumTsl B
nasa

LutpynuHeMus ApruHocykuuHarcunre- | I'emarouurs B
Taza

Msimeunas guctpodua | Juctpodun Muobnactsl, MuobHOPHIDIEI 3P

JromenHa

Tanaccemus B-T'nobuun BpurpobnacTsi 2P

CepniosuaHoknerounas | B-I'no6usn OpwrpobnacTsl )

aHeMHs

PecnuparopHBblii AHCT- Cypdakranr, Genox B Onurenuii GpoHxos 2P

pecc-CHHAPOM

Xponuyeckuii rpanyno- | NADPH-okcnpaza I'panynoumTsl 3P

Maro3

Bonesus Ansurefivepa | Benok-npeamecTseHHUK | HepBHBIE KNETKH IP
B-amunionna (AAP)

Bonesns IlapkuHcona THPO3HH-THAPOKCHIA3A Mpuobnactsl, Guépobaactel oP

MertaxpomaTHyeckas Apuncynedarasa A CTBOJNIOBEIE KIIETKM KPOBH, IB

nelixoauctpopus HEPBHBIE KICTKH
T'unokcantuH-pochopu- | HepsHsie KneTkn B

Cunnpowm Jlem-Huxaua

Goawn Tpancdepasa




AMHMOTHYECKas
KNAKOCTb ——— A

CynepHataHT

AMHMOTHYECKIEe —= (55 \

KNEeTKn
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Puc. 22.16. AMHMOLEHTE3 — METOJ} NPEeHaTanbHO! ANArHOCTUKN HacNeACTBEHHbIX
3abonesanmii (F. Ayala, J. Kiger, 1980)
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C02 n Hzo

Puc. 22.12. HacnepcTBenHble 60e3HM, NPUYMHAMMU KOTOPbIX ABNSETCA GNOKUpOBaHKe
thepmeHTaTMBHbIX PeakLui NpeBpalieHus heHunanainHa

loka3aH MeTabonM4ecknit nyTb, paspbiBbl B CTPENKax — npepbiBaHne peakuuil. B pamkax —
HAcnefCTBEHHblE 3a60/1eBaHNA =



