(a ]
8
T
@)
(o]
O
@
<
<

NANLIHE]

I940HOO0

doHeER) 'Y VY



AsToHoMHOE 06pasoBaTensHoe yyYpexgeHue
BEICLUErD NPOGECCHOHANBHOMD 06pa3oBaHus
NEHUHIMPAACKWA rOCYOAPCTBEHHbIN YHUBEPCUTET
HmeHu A. C. MYLWWKKWHA

A. A. CazaHoe

OCHOBbI FTEHETUKMW

YyupexdeHueM sbicliezo MPoeccUoHansHo20 obpasoeanus
«Mockoeckull nedazozuveckuil 20cydapcmeenHbil yHUSEpCUMEM»
8 kavecmee y4ebHo20 nocobus dna cmydeHmoe ablcluUX
yuebHbix 3a3edenull, obyyarWLXCs Mo Hanpaanexwo 050700.62
w«CneyvansHoe (Cechexmonozuyeckoe) obpasoeatiues.
PezaucmpauyuonHeii Homep peuexsuy 255 om 30 uoHs 2011 2,

Cankr-Metepbypr
2012



YOK 575 (075.8) + 577.21 (075.8)
BBEK 28.04573 + 28.041.10873

Ca3zaHoB A. A.

OcHoBbl resetuku: y4e6. nocobue / A.A. CazaHos. — CM6.: JINY
um. A.C. MywkmHa, 2012. — 240 c.
ISBN 978-5-8290-1132-1

B yuebHOM NOCOBUM packpbiBalOTCA OCHOBHEIE MOMOMEHWA KNACCHHECKOM
M MONEKYNAPHOA FEHETHKW B NDMMEHEHUM K HACNIEACTBEHHbIM 3abonesaHnam 1
reHeTH4YeckuM ocobeHHoCTAM yenoseka. CyllecTBeHHOe BHUMaHue YAeneHo
aHanusy  poAoOCnoBHLIX, NPOFHO3MPOBAHWIO  TEHETWYECKOrD  PuCKa,
WCNOMNB30BaHWK0  MeHOMHBIX 033 gaHHbIX, COBPeMEeHHbIM  MeTogam
MOMEKYNAPHOW W LMTOreHETUHECKOW [AWarHOCTMEM. PeHoMeHonoruyeckoe
ONWCaHWME HACNEOCTBEHHbLIX MATOMOTMYECKMX COCTOAHMA COYETaeTcA C
PackpbITUEM MX FEHETHHECKOW NPHMPOSbI HA XPOMOCOMHOM W MONEKyNsApHOM
ypoeHsx. B oTgensHoM pasgene paccMoTpeHbl HacneACcTBeHHbIE HApYLLeHWs
YMCTBEHHOMO M (hM3MHECKOro pa3suTHA.

Wspanwe npepHasHa4eHo B NEPBYW o4Yepedb ANA  CTYAEHTOB-
fedexktonoros. KHWra MOXeT NpefcTaBnATb NPaKTUYECKWA WHTepec ANA
Oyaywmx Meawkos, NCMXONOroB, a Takke cneuywanucTos B obnacTu
KOPPEKLMOHHOM Neaarorvki M cneuMansHoRi NeuxXonoriu.

Meyamaemcs No peleruio pedakyuoHHo-U3damenbekoeo cosema
TNenuxzpadcko20 20cydapcmeeHH020 yHusepcumema umeru A. C. Mywwura

ISBN 978-5-8290-1132-1
© NeHuHrpagCkui roCyaapCTBeHHbIN
yuusepcurer (JICY)
umenu A. C. MywkuHa, 2012
© Casanos AA., 2012



OrnaBneHue

MPEAMNCTIOBUE. .......coece e s e s s e s s e s e e nn s s s e mn s s s e mnsssnnnns

CNUCOK COKPALLEHMM .....cccueeireemnnneerenmnnsssrsnnnsssssrssnnsssssersnnssssssrsnnnsssssnnns

naea 1. NMpepmMeT, KpaTkasi UCTOPUS

N OCHOBHDbIE MOJIOXKEHUA NT’EHETUKMUM .....eeeeeiiiiiiiiic s nnnnsnnnnnna

naea 2. KnacCUYECKUMN NFeHETUUYECCKUM QHATIMS ...cvenrnrerenrnrmrnnrnresensnses

21.
2.2.
2.3.
24,
2.5.
2.6.
2.7.

MOHOIEHHBIE PABITUMUS ... eeeie e ee e e e e e et e e e e e ea e eees
Tunbl B3aUMOOEUCTBUS ANIIEIEM .....cvneveeeeieeeeeeee e
[[EHEANOTUUECKUM METO . .ccuneenieneeeieeeeeeeeeeeseeaeea e e e eaeeaeeaeeanss
TUNBI HACTIEAOBAHMS ... .ceueveeiiieeeeeeeee e et e e e e et e e e e e e e e e e eaeeanns
[TONMUIEHHDBIE PABITUUMS ....eiiiieeeei et e e e et e e e e e eaeeeees
B3aUMOOEUCTBUE TEHOB .....ccuivniiiieiiieieee e e e e e e e e e e eens

CLENNEHHOE HACTIEAOBAHME ......ceveieeeieeeeeee e e e e e e eaaas

naea 3. OCHOBbI NONYNALMNOHHOMN FEHETUKM ..cceeeeeennnniirnrrernnnnnnnnnnnes

71288 4. BNUSHELIOBBIM METO/L, .c..eueurrnrrmnrenrensrnsrassassenssnssnssassanssnssnnsnnss

Fnasga 5. LINTOreHETUKA YCTIOBEKA ..cuureurerrenrenrrnsrnssssssnssnssnssassanssnssnnsanss

5.1.

5.2.

5.3.
5.4.

5.5.

5.6.

5.7.
5.8.
5.9.

BHYTpI/IKJ'IeTO‘-IHbIe HOCUTENWN HacneaCTBEHHOM Mchopmau,mm

y verioBeka — AP0 U MUTOXOHOPUN......c.coviiiiiii e

MwuT03, Meno3 n ocobeHHoCcTn co3peBaHuns
MOJTOBbLIX KITETOK HEJTOBEKA .....ueiiiiiiiiiiiiiii i n s

CTpYKTYpPHO-GOYHKLMOHANbHas opraHmM3aumnst XPOMOCOM...............

AndpdepeHumansHoe okpalumBaHve
N 6NOYHAA OPraHM3aLMA XPOMOCOM ......cceeeeeiiiiiiiieeeeeeeeeeeeennnnnnaeens

MMBpunansauns in situ, XPOMOCOMHbIN NENHTUHT
N cpaBHUTENbHas reHomHas rubpugmsauma (CGH).....................

Teopusa ctapeHua
B CBSA3U C OUHAMUKOWN CTPYKTYPbl TENTOMEPDI ...uuieeeeeeeeeeeeiineiinnn

HopMarnbHbIM KAPUOTUM YEMOBEKA ......c.uueeerieeeerieeeeeieeeeaieeeeannnnn
AHOMaNUN YMUCIIA XPOMOCOM .....cceuuneeirineeeitieeeeneeeeeneeeeaneeeesnaeaeens

BHYTPUXPOMOCOMHbBIE MEPECTPOMKM .....eevveeeeeeiriieeeeeerieee e
3



I'naga 6. HYKNENHOBDBIE KUCTIOTBI ...cceuuriirrrmasssssirnmmssssssnmnmsssssssssnnsssnss 105

6.1. Ctpyktypa OHK M PHK ... 105
6.2. Pennukauma OHK ... 110
TG T I o =12 T34 1 Y PP 112
6.4. NpoueCCUHT PHK ... 113
IR T o =12 T3 = 1 R 114
B.6. PEKOMOUMHALME ....c.ueeveeiieeeie ettt e e e e aeeeaaeees 116
6.7. Penapaumsa OHK ... 117
6.8. [€HHAA KOHBEPCUS ... .cceeviii ettt ettt e e e 118
6.9. INoABMKHBIE SNTEMEHTBI TEHOMA ....ceviveirieeeiieeeeeeeeeeaee e e eaaaeaaes 119
6.10. TEHHBIE MYTALMY ... 120
naea 7. OCHOBbI MONEKYSNAPHOMN FEHETUKM ......ceuuemmmnnnnnnnnnnnnnnnnnnnnns 125
7.1. FeHOMUKa, TPAHCKPUMNTOMMUKA, MPOTEOMUKA .....eeveeernieeeeeainnnnne. 125
7.2. KNOHNPOBaHNE HYKINEUHOBBIX KUCITOT ..ccvvviriuiiaeeeeaaeeeeeennnnaaeenss 129
7.3. Tbpran3aUmna HYKNEMHOBBIX KUCITOT ....cevvrrreeiieeeeeeeeeeeeeannnnnneeenns 129
7.4. TEHOMHBIE BUBITMOTEKM ... et 130
7.5. NonumepasHasa uenHaa peakumsa (MUP) ..o 135
7.6. CekBeHupoBaHMe OHK ... 140
7.7. COOPKA CUKBEHCOB MEHOMOB........uieeeeeeeeeeeeirnnnaeeeeeeeeeeeensnnnnaaaeens 142
7.8. BrionHopmMaTnka 1 CUCTEMHASA BUOSTOTUSA ......eeeeeeeeeeeeiiiiee 144
Naea 8. MonekynspHasa opraHusauusa reHoMma 4esrioBeKa ............. 146
8.1. lNoBTOpsoLWMecs u yHukanbHble nocrnegosatesnibHoct AHK......... 146
8.2. KOMMNO3ULIMOHHASA T€TEPOTEHHOCTD .ccvvuueeeeeitiiieeeeeereneeeeeeennneeees 151
8.3. OPTONOIMMA N NAPATOMMS .evvvreiiieeeeeeeeeeeeeeetaniaaeeeeeeeeeeeeeannnaaaeeeas 158
8.4. [E€HOMHDBIE BA3bI JAHHDBIX .. .ccuuieeenieeinieeieeeeeeee e e e e ee e e e e eeeannas 163



naea 9. HacneacTBeHHbIE ODOJNIE3HU YETTOBEKA ..uuvevrerrenrenrensrnnrnnenns 169

9.1. lNoHaTne, knaccudurkaums

N OCOOEHHOCTU HACNEACTBEHHOW MATOMOMMMU ....eeveeeeeeeeeeeeeeeeeans 169
9.2. XPOMOCOMHBIE BOMEBHM ...ccvvvvviiiieeeeeeeeeeeeetiiee e e e e e e e e e 171
O.3. TEHHDBIE BOJTEBHM ..o e e e e e e e e eeeeaaes 171

9.4. MonekynsapHble Mapkepbl
B U3Y4YEHUN HACNEeLCTBEHHOM NATOSTOMMM ....ceeeeveeeeeeeiiie e e eeenannn 184

Maea 10. UntoreHeTn4yeckas
MU MOJEeKYNApHO-reHeTUYecKasa AnarHocTuka

HacrneacTBEHHbIX 3a00M1eBaHNMN YENOBEKA .......ccovvererrrnnnns 188
10.1. AnarHOCTMKa XPOMOCOMHBIX BOMNE3HEM ........cceevvvieeeeeiiiieeeeeen, 188
10.2. [lnarHocTumKa reTepo3nroTHOro HOCUTENbLCTBA U onpeaeneHne
reHEeTUYECKOro pucka MOHOIreHHbIX 3ab0NEBAHUN........................ 190
Nnaea 11. HacneacTtBeHHble HapyLUeHUs
YMCTBEHHOIO U (PU3NYECKOIO PA3SBUTUS ....ovrrrmmnsnsrrrrmnnsanns 193
11.1. Ponb reHeTuyeckmux goaktopos
B BO3HUKHOBEHUN PACCTPOUCTB PEUM ..cvvvneeeeeiiieeeeeeiineeeeeeennnnns 193
11.2. HacnenctBeHHble pOpMbl MHTEMMEKTYarbHbIX HAPYLLEHWM. ........ 195

11.3. 'eHeTnKa aMOLMOHaNbHO-NUYHOCTHbLIX PacCTPONCTB
N OEBUAHTHOTO MOBEAEHMUST ....cvneenieneeeeeeeeeeeeteeaeeeeeeeeneeaeeaeensenns 204

11.4. HacnegctBeHHble hOpMbl HapyLLEeHUN

OMOPHO-ABUTATENBHOTO AMNMAPATA. «eevvuneeernneeerneeeeeneaeeneaeeenaaeens 206
11.5. HacneactBeHHble OpMbI FMyXOTbl U TYTOYXOCTU
B JETCKOM BO3PACTE ..euuuiiiuieeeinaaeetuneaeetnaeeeennaeeeennaaeeenneaeennneaeennns 212
11.6. 'eHeTU4eckn o6ycnoBneHHble PopMbI
JETCKOW CNENOTbl N CIIABOBUAECHUS ........eevneeeeeeieee e 218
naea 12. CoBpeMeHHble NoaxoAabl K JIeYeHUo
M npodnnakTuke HacneaCcTBeHHbIX 3a0oneBaHuM ........... 226
12.1. TIPUHLNMBI TEHOTEPAMUM ..o e e et e e et e e e e e e eeeens 226
12.2. MeauKo-reHeTN4eCKoe KOHCYITbTUPOBAHME .......cccvvvvunnieeeeeaanee. 228
MPEAMETHBIN YKABATEIIbD ......uvuuiiieeeeeeeeeeeiiieieea e e e e e eeeeeeeeranaa e e e eeaaaeeens 230



MNMpepucnosue

[MpeaMeToM reHeTUKN SBAAITCA HacneaCcTBEHHOCTb U U3MEH-
YMBOCTb — Haubonee obOLWine CBOUCTBA XMBbIX opraHn3moB. KoH-
LenTyarnbHbI XapakTep reHeTUKN MO3BOSISET cyYUTaTb €e TOYHOM
HayKkon Hapsagy ¢ MatemaTukon, omMsmkon n xumuen. Takmm obpa-
30M, CBs3blBasi OMONOrM ¢ OpyruMm ectecTBEHHOHay4YHbIMU OUC-
UunianHaMmn, reHeTuka AaeT BO3MOXHOCTb dopmupoBaTtbh Yy
CTYOEHTOB Hay4YHOE MbILWSIEHNE Ha OCHOBE aHanu3a n cuHtesa. Oc-
BOEHME JOMMKM FEeHEeTMYEeCKOro aHanu3a COoOAeWCTBYEeT pasBUTUIO
OANCUUNANHBI Hay4YHOro MblwneHus. MNpuknagHoe 3HavyeHne reHeTu-
KN CTPEMUTENBLHO BO3pPACTaET, YTO HACTOATENbHO TpebyeT KayecT-
BEHHOrO MOBbLILLEHNS] YPOBHS reHeTU4eckoro obpasoBaHus.

[Ons ctyneHToB-gedeKkTonoroB ocoboe 3Ha4YeHne MMeeT NMoHU-
MaHMe oOLWMX NPUHLUMMNOB HAacneaCTBEHHOW MNaTosfiornun, 3akoHO-
MepPHOCTEN pa3BuUTUA n NpoTEeKaHns HacneacTBEeHHbIX
3aboneBaHun, 3HaHME METOAO0B AMArHOCTMKU U MPOrHO3MPOBaHUA
reHeTMYEeCKOro pucka, YyMEHWe npoynuTatb N NOHATb LUMTOreHeTn4e-
cknn gunarHo3d. OcobeHHOCTU HacnegoBaHus 3aboneBaHUn U npea-
pacnofioXeHHOCTU K 3aboneBaHWAM  OMOPHO-ABUraTeslbHOro
annapara, SMOLMNOHAalIbHO-NTIMYHOCTHLIX PacCTPOUCTB N AEBUAHTHO-
ro noBeaeHus, ryxoTbl U TYroyxoCTu, CrenoTbl N crnaboBuaeHus,
pPacCTPOMUCTB PeYn TakKKe MMEKT CyLeCTBEHHOE 3Ha4yeHWe Kak B
obLeobpasoBaTenbHOW, Tak U B NPaKTUYECKOW NOArOoTOBKE neaaro-
roB-4edeKTosnoros.

3HAKOMCTBO C KNnacCUYeCKUM reHETUYECKMM aHanmn3om W Knac-
CUYECKMMWN LMUTOrEeHEeTUYECKMMM MeTo4amMu MNO3BOMUT MNOSYYnUTb
rnybokoe npencTaBrieHne O NpUPOAE HacNeACTBEHHOCTU U MyTaAX
ee n3yyeHms. 3HaHne COBPEMEHHbLIX MOSTIOXKEHUA FTEHOMUKN, TpaHC-
KPUNTOMMKN, NPOTEOMUKM N CUCTEMHOW BUONorMm oTKpbIBaeT nepen,
yYyalmnMmncs BO3MOXHOCTb MOCTOAHHO paclumpsTb U MOMOMHATb
CBeJeHNsa O HacneacTBEHHbIX 3aboneBaHusX Kak C NMOMOLLbIO chne-



LUManbHOW Hay4yHOW nuTepaTypbl, Tak U U3 PECYPCOB reHOMHbIX 6a3
OaHHbIX, pasMeLLeHHbIX B ceTn VIHTepHeT.

Ocoboe BHMMaHME B KHUre yaeneHo COCTaBMEHUI0 U aHanuay
POLOCIOBHbIX, MOCKOSbKY reHeaniorm4ecknin MeTos feXnT B OCHOBE
reHeTMYEeCKOro aHanmnaa y 4esfioBeka u CryxuT Kak onsa noHMMaHus
HacneacTBEHHOW NpUpoAdbl MHOMMX 3aboneBaHun, Tak U Ons npo-
rHO3MPOBAHNA FrEHETMYECKOro pUcka.

B nocnegHee Bpemsa Bce Yalle NpakTUKYeTCss COBMECTHOE 06Y-
YeHue geTen ¢ HacneacTBEHHbIMM aHOManusaMmn U 34opoBbIX AETEN.
[To3TOMY 3HaHME OCHOB HacneaCTBEHHOM MaTosiormm vyenoseka by-
AeT nosie3HblM He TOMbKO AN AedeKkTonoros, HO U And Bcex nega-
roros.

CTyaeHTbI-6Monorn n cTygeHTbl-Meankn, a Takke cneumanunucTbl
B JaHHbIX 0651acTsX CMOryT HaMTU B KHUTE CUCTEMATU3NPOBAHHbIE
OaHHble MO HacrneacTBEHHOW naTonornn denoBeka Boobuie u no
BNUSHMIO HAcneACcTBEHHbIX (PakTOpOB Ha pasfnuyHble opMbl Ha-
PYLLUEHUI pa3BUTUNA Y OeTEN U NOSPOCTKOB, B HaCTHOCTW.

ABTOp nckpeHHe bnarogapeH AHHe JlbBoBHe CasaHOBOW, OKa-
3aBwen becuUeHHyo nomoLlb nNpu cbope maTepuana, cocTaBneHun
NNNCTpaLMn N NOLArOTOBKE PYKOMUCKU K NevaTu.

ABTOpP NOCBAWAET KHUTY CBETSION NMaMATU CBOUX poauTenien —
Miogmunel HukonaesHbl U AnekcaHgpa AnekceeBuya.



Cnucok cokpaweHnmn

AT — napa HykneoTuaos ageHUH-TUMUH

M — napa HyKneoTuaoB ryaHmH-LUTO3NH

kOHK — KOMMNeMeHTapHas 0e30KCcupnboHyknemHoBas Kucnora

MPHK — MaTpu4Hasa pMboHyKnenHoBasa KMcnoTa

nr — NuKorpamMmm

M.H. — napa HyKeoTuaos

rMupP — nonuMmepasHasg uenHas peakuymd

T.M.H. — TbiCAYa Nnap HyK1eoTUaoB

cM — CaHTUMOopraH

AOP — panoH SAPbILLKOBOro opraHmusaTtopa

BAC — UCKYCCTBEHHas bakTepmanbHas xpomocoma

CGH — CpaBHUTENbHaA reHoMHas rmbpuaunsauns

EST — QKCMpeccupytowascs HykneotngHasa nocrie4oBaTeflbHOCTb

FISH — tbnyopecueHTHaa rmbpuamnsauyma OHK-OHK in situ

FLpter — dopakUMOHHOE pacCTOSHUA OT TefiloMepa KOPOTKOro nrieya
XpPOMOCOMbI (BblpaXaeTca B JONAX e4MHULbI)

GTG — G-oKkpacka npu noOMoLLM TPUNCUHA U KpacuTens

PomaHoBckoro-I m3bl

HSA — XpoMocoMa YernoBeka

ORF — OTKpbITaa pamMka CYMUTbIBaHUSA

SNP — CalT MOHOHYKNEOTUAHOro nonnMmopcgomMmmnama



Nnaea 1. NpepmeT, KpaTKkas uctopus
N OCHOBHbIE NOJSIOXXEHUA reHeTUKMU

[[eHeTUKa — 9TO KOMIMIEKC HayK O CBOWCTBAX >XMBbIX OpraHms-
MOB nepegaBaTb CBOU MPU3HaKN B paay NOKONEHU (HacneacTBeH-
HOCTb) M M3MEHSTb CBOW MPU3HAKM B CUIY PasfnYHbIX MNPUYKH
(M3MEHYNBOCTD).

YKasaHHble BbllLle CBOWCTBA XMBbLIX OPraHM3MOB MNpuUBIiEKanu
BHUMaHWe nogen B TedyeHne Tbicadenetnn. OgHako A0 OTKPbITUS
3akoHoB MeHaensa Bce OHWM Menn ymo3puTernbHbIX Xapaktep. Ode-
BUOHbIA pakT Hacrnegyemoro cxoacrtesa ocoben ogHoro Buaa, poau-
Tenem WM nNOTOMKOB, ©OpaTbeB W cecTep Haxoausn WHorga
Mugponormyeckue nHTepnpetauum. Bo MHOrmx ckaskax ovrypmpyroT
Mbpnabl YenoBeka WM XUBOTHbIX U camble TPyaHOBOOGpasnmble
Mbpuabl pasnuUYHbIX BUOOB XMBOTHbIX. Henenble Teopun Bpoae
«TeneroHnm» (BNNAHUA nNpeabigyLwmnx NosioBbIX NapTHEPOB Ha Mpu-
3HaKM NOTOMKOB) UMM «BOJSTHOBOW rEHETUKN» (CYLLECTBOBaHUA Ha-
CNeACcTBEHHbIX (OM3MYECKUX MONen, HEe3aBUCUMbIX OT CTPYKTYpbl
AHK) 13 rnybuHbl BEKOB OOLWINW OO HAlero BpeMeHu B nceBaoHa-
YUYHbIX U3OaHUSIX.

Teopna npsiMoro HacnegoBaHud, BblABUMHYTast [MnnokpaTom
(460 oo H. 3. — 377 o H. 3.), rocnoacTeoBarna B Hay4HOM U puo-
codpCKoM co3HaHuKM gonroe Bpemsd. CorfiacHo 3Ton TeopUn Kaxabin
opraH, TKaHb, KneTtka BnMdeT Ha dopmMupoBaHWE MOSMOBbIX 3aaaT-
KOB, KOTOpble nepearnTca notoMkam. bonesHb unm 3g0opoBbe po-
avutenen HenocpeacTtBeHHO nepepatotcsa getam. XK.-b. Jlamapk
(1744-1829) — cospaTenb O4HOM U3 MepPBbIX 3BOJSIOLNOHHBIX TEO-
pUn — B BOMNpOcax reHeTuKM crnegosan y4eHuto o NpsiMOM Hacneao-
BaHUW. HenocpeacTBEHHOE BNUSHME OKpyXarowen cpenbl Ha
opraHbl, NMMOO CTUMYNUPOBaAHME OPraHM3MOB K YNpPaXKHEHUO opra-
HOB BbI3blBano, MO ero MHEHUO, CTOMKME Hacnegyemble N3MeHe-
HUA. Mo Jlamapky, «6raronpuobpeTeHHbIE» MPU3HAKN  CRYXUNK
OCHOBOW A1 BO3HUKHOBEHUS ©onee coBeplleHHbIX cyuwecTB. Oc-
HOBHbIE MOJSIOXKEHUS Namapku3ama — BIIUAHWE cpedbl Ha HacneacT-
BEHHOCTb, NpeBpaLlleHns BUAOOB, OTpuLUAHME POfN €CTECTBEHHOro
oTbopa — ctanu noctynaramm «MudypuHckon buonorum» B8 CCCP B
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1930-1960 rr. OToenbHbIE CTOPOHHMKN HEonamapkmama BCTpeua-
I0TCA OO0 CUX MOp, HECMOTPS HA OYEBMOHOCTb Bpeada OT rocrnoactaa
9TOro HanpasneHust B BMOnormm — yHUYTOXeHus Hambonee npo-
rpeccuBHbIX reHeTndeckux wkosn B CCCP n oTcTaBaHus OT pasBu-
TbIX CTpaH B obnactn 6uotexHonoruu, bapmakonormm, MeauumHbl n
CenbCcKoro xo3sncrTea donee yem Ha 50 ner.

NHTepecHo, yto Y. HapsuH (1809-1882) npugepxusanca B
o0LLEeM-TO NTaMapKUCTCKMUX B3rMs40B Ha HacneacTBeHHOCTb. OH Be-
pUn, 4TO B KPOBU LIMPKYNUPYIOT «reMMynbl» (TMNoTeTUYeckne vac-
TULbI FEHETUYECKON MHG)OPMaLMN), KOTopble cObupatoT cBeAeHus O
COCTOSIHUN OpPraHoOB M CUCTEM M HECYT €e B MNOSIOBbIE KNETKU, 3aTeM
nocne onnogoTBOPEHUS U3 HUX Pa3BUBAIOTCA KIETKM HOBOro opra-
HM3Ma. HecMOTpa Ha To, 4YTO aTa Teopus Bblfia onNpoBeprHyTa yxe
coBpeMeHHukamn [lapBuHa, OO CUX MOP B S3blke MNPUCYTCTBYHOT
aHaxXpOHMYHbIE MOHATUS «KPOBHOCTbY», «KPOBHbIE POACTBEHHUKNY,
«MNOSTYKPOBKN» U T. O., OTpakalollne CTOMKOCTb YerioBevyeckux 3a-
6nyxgeHun o CBs3M HaAcNe4CTBEHHOCTU C KPOBbIO.

ApuctoTenb (384 0o H. 3. — 322 0o H. 3.) no3sonun cebe ycom-
HUTLCS B FOCMOACTBOBAaBLUEN TEOPUW MNPAMOro HacrnegoBaHus U
NpeanonoXnTb, YTO MOSIOBblEe NPOAYKTbI 00pasyTCcs HE3aBUCUMO
OT opraHoB Tena. Pa3sBuTue ata ngesi nony4ymna B Tpyaax HeMeLuKo-
ro soonora A. BericmaHa (1834—1914), KoTOpbIN 3KCNEPUMEHTasb-
HO roKasan HeHacnegyemocTb MexaHuYecknx noBpexaeHun. OH
nncan: «Kak >kxe MoryT coobuTbCs 3apoabllLeBON KNneTke, nexa-
LLen BHYTPWU Tena, U3MEHEHUd, npounsowlealime B Myckyne 6naro-
aapsi ero ynpaxxHeHuto, Unn yMmeHblLeHNe, UCNbITaHHOE OpraHoM OT
HeynoTpebneHus, n NPUTOM €eLLé coobliaTbea Tak, YTobbl Bnocnea-
CTBUW, KOrga aTa KneTka BblpacTeT B HOBbI OpraHmM3M, OHa Ha Co-
OTBETCTBYIOLLEM MYCKYNle M Ha COOTBETCTBYIOLLEN YacTu Tena um3
camon cebqa npoussena Te Xe camble U3BMEHEHUS, KaKne BO3HUKIU
y poautenen B pesynbTate ynotpebneHus unm HeynotpebneHna?
BoT Bonpoc, KoTopbin BCTan nepego MHOW yxe OaBHO U KOTOPbIN,
no ganbHenwem ero ob6aymMbiBaHUM, NPUBEN MEHS K MOSTHOMY OTpU-
LaHMI0 TakoW HacneacTtBeHHOW  nepefjavn  NpUOBPETEHHbIX
CBOMCTB». OTON naee cyxaneHo 6o1r1o npuHectTn nnog B dopme co-
BPEMEHHbIX NpeacTaBneHnn 0 HacneacTBEHHOCTU U U3BMEHYMBOCTM.
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HacTtoatenb mMoHacTbipa B Mopasun .. Menpgenb (1822-
1884) Byoyum ectectBoucnbITaTenemM-nobutenem B cBobogHoe oT
paboTbl BpeMsi CTaBui OMbiTbl HaZ4 ropoxoM. CUCTEMATUYHOCTb U
YyNOpPSAOYEHHOCTb 3TUX OMbITOB MO3BOMWMAN €My HanuTu Haubonee
dyHAaMeHTanbHble NPUHUUNLI HacrneaoBaHus npuaHakoB. OH py-
KOBOACTBOBASICA CrieayroLLMMn COOBpaKeHUAMMU:

e M3y4yaemble MPU3HAKN OOSMKHblI ObITb OUCKPETHbI, T.e. 6e3
OTTEHKOB — NMB0 ecTb NMNMBO HeT, NMBo Benbin NMMB0 KpPacHbLIN;

e MpPU3HaKN JOSMKHbI ObITb KOHCTAHTHbI, T. €. HEU3MEHHbI B psi-
Ay nokoneHun (Mengenb NpoBOAMN NPOBEPKY B TEYEHME ABYX NET);

e B OKCNEpUMEHTE [OMMKHbl UCMOSb30BaTbCA POAUTENBLCKUE
dopMbl, pasnuyaroLnecs TonbKo No OAHOMY MPU3HaKY;

e HeobXooMMO Yy4uMTbIBaTb BCEX MOTOMKOB OT CKpeLivBaHUS
Aabbl UCKMIOYUTL BIIUSIHUE CIyYarHbIX COObITUN.

KpynHaa HaydHas ygada Mengens coctosina B TOM, YTO Bbl-
OGpaHHble UM CeMb MPU3HAKOB OMNpedensanucb reHaMyM Ha pasHbIX
XPOMOCOMaXx, YTO MCKIoYano BO3MOXHOE CuensieHHoe Hacnenosa-
Hue. OH OBHapyxwun, 4To:

e y rMBpNa0B NEPBOro NOKONEHNSA MPUCYTCTBYET NPU3HAK TOSb-
KO 0gHOWN poauTenbckon oopMbl, @ OPYron «ucyesaeT». JTO 3aKOH
e0uHoobpasusi 2ubpudos NepBOro NOKONIEHUS;

e BO BTOPOM [MOKONEeHUN Habnigaetca paclienfnieHve: Tpu
4YeTBEPTU NOTOMKOB MMEIOT NPU3HaK rmbpmnaos NepBOro NOKONEeHUs,
a YeTBepTb — «MUCYE3HYBLUMNY» B NEPBOM MOKOMEHMM MPU3HAK. JTO
3aKOH pacuwjernsieHusl.

e Kaxgas napa Npu3HaKoB HacnegyeTcs He3aBuMCUMO OT Apy-
ron napbl. ATO 3aKOH HE3a8UCUMO20 Hacriedo8aHUs.

Pasymeetcd, MeHgenb He 3Harn, 4TO 3TU MOMNOXEHUA CO Bpe-
MEeHeM Ha30BYT 1epebiM, 8MOPbIM U MpembUM 3akoHamu MeHOe-
/1. Ha 3TOM Hay4yHOe Be3eHWe BEeSIMKOro reHeTuka 3aKOHYWUIIOChb,
nocrnegyowme onbiTbl Ha Hieracium (AcTpebuHke) He yBeH4Yarnucb
yCrnexoMm Wu3-za HesHaHusi Ouonormm obbekta. CoBpeMEHHUKU-
npodeccnoHansl OPYKHO MPOUrHOPUPOBAn MOHaxa-CaMoyuyKy, U
€CTeCTBEHHbIM HaykaM OCTaBasioCb TOSIbKO HakanmveaTb 3KCnepu-
MeHTanbHbI MaTepuan, oXxugasa BTOPOro OTKPbITUSA 3akOHOB MeH-
nens dYepes 37 net nocne nepson nyénukaumm.
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Hauyano XX ctoneTtus ctano pybexxom pasBuTua reHeTUKN — 3a-
KOHbl MeHpgenst 6bin nepeoTkpbiTel B 1900 r. . e ®pusowm,
K. KoppeHcom 1 3. Yepmakom Ha pacTteHusix, a B 1902 r. Y. BaTcoH
n E.P. CayHgepc noarsepannm cnpaBeiMBoOCTb 3TUX 3aKOHOB S5
XUBOTHbIX B OMblTax Ha gomawHen Kypuue. HemHoro nosgHee
Y. batcoH gononHun 3akoHbl MeHaens npaBuioM YNCTOTbl raMeT —
Ka)kgasa nosioBas knetka (rameTa) HeceT TOMbKO OAWH annenb u3
napbl, NPUCYTCTBYIOLWEN Y ONNNOUAHON poauTenbckon ocobun. Um
Xe OblNno npeanoXeHo Ha3BaHME Hayku O HacneCTBEHHOCTU U U3-
MEHYMBOCTU — 2eHemukKa.

[MoHATUA «reH» (dnemMeHTapHbl HacneaCcTBEHHbIM dhakTop),
«reHoTun» (COBOKYMHOCTb MEHOB OpraHmsma), «deHOTun» (CoBO-
KyNHOCTb MpPU3HaKoB opraHnama) BeeneHbl B. oraHceHom (1857—
1927). OH e NpeanoXxun TeEPMUH «YUCTad NUHUS» OS11 OpraHuns-
MOB C MPaKTU4ECKN OOMHAKOBbIM FEHOTUMOM, MOJSTYYEHHbIX NYTEM
6r1M3KOPOACTBEHHOIO CKpeLmBaHus (MHOpUanHra).

fABneHne cuenneHnsi — COBMECTHONo acCOUMMPOBAHHOINO Ha-
cnegoBaHUsA NPU3HAKOB, onpeaensemMblX ABYMS U HECKOSTbKMMU
reHamu, — Obino oTkpbITO Y. batcoHom u P. lNeHHeToMm B 1906 .
Bbino Takke M3BECTHO O CBSA3M HaAcregoBaHUSA HEKOTOPLIX NPU3Ha-
KOB C MNofnoMm. 3T HabnwogeHua cTanm OCHOBOW AN CO34aHud
rpynnon T. MopraHa, B koTopyto Bxogunun A. CtepteaHT, K. bpua-
xec n . Mennep, xpomocomHon Teopumn B 1910 r. OHM npoBoannn
nccregoBaHMst Ha nnogoBon Mywke gposodune (Drosophila
melanogaster) — HebonbWOM HacekoMoM (2—-3 MM) C yOMBUTENb-
HbIM pasHooOpasnemM Hacrnegyemblx MPU3HaKoB, MasibiM YMCIIOM
XpPOMOCOM (BCEro YeTblipe napbl) U1 BO3MOXHOCTbIO OT6opa OeBCT-
BEHHbIX caMoK. [JpyrMm nogapkom HayydyHou oOpTyHbI CTano Hanu-
Yne MOSINTEHHbLIX XPOMOCOM B HEKOTOPbIX TKaHAX OBYKPbIbIX
HaCEeKOMbIX, K KOTOPbIM OTHOCUTCS Apo3oduna, OTNiMyalowmxcsa ot
OOblYHbIX MUTOTUYECKUX XPOMOCOM Ha HECKOSbKO MOPSAKOB MO
OJSIMHE U UMEIOLMX NOMepeYvHyr MCYEPYEHHOCTb, KOTOpas MO3BO-
ngeT NPoBOAUTL TOHKOE KapTUpoBaHWe (onpegerieHne MecTornoso-
XeHust) reHoB. Bce aTtO  nossonuno  cpopmynupoBaTb
XPOMOCOMHYO TEOPWUIO:

e reHbl HAXOOATCS B XPOMOCOMaX M pacnosfioXXeHbl JIMHENHO;

e [ONIyYEHHbIE OT KaXkgoro u3 poauTenen romonormyHble Xpo-
MOCOMbI COAepXaT NapHbIe ansienn Kaxxaoro reHa;
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e CLenieHne 3aBUCUT OT PaCCTOAHUA MeXay reHamm n usme-
pseTca B CaHTUMOpraHax — MNpoueHTax pPekoMOUHaHTHbIX (MMeto-
LMX co4yeTaHMe annenen, OTNM4yHoe OT o0benx poauTENnbCKUX
dopm) ocoben;

e reHbl, pacrofioXeHHble B OOHOW XpoOMoOcoMe, obpasyroT
rpynny cuenneHus U HacrnenytTcsa COBMECTHO MNpU YCroBUU, YTO
paccTosHue Mexay HUMm meHee 50 caHTMMOpPraHoB.

MonekynapHaga apa pasBuUTUA reHeTUKN Havanacob B 1944 r., Ko-
roa rpynnon amepukaHcKuMx mccnegosatenen bbiio nokasaHo, YTo
Anga npesBpawieHns HenaToreHHoro wramMmmMa NHEBMOKOKKOB B MaTo-
FeHHbIN (OTNNYaKWKMIACA HanNn4YneM nosimcaxapugHom Kancysbl, KO-
TOpasa MNO3BOSISIET 3aKPENnSSATbCA Ha TKaHAX BbICLUMX OpraHM3moB),
WHbIMW CIioBaMu, ONsl reHeTU4eckon TpaHcdopmauum, 4OCTaTOYHO
obpaboTkn nepsoro wrtamma AHK, BblageneHHoOn 13 BTOPOro Litam-
ma. Cynpyru Jlegepbepr n H. UuHaep B Havane 1950-x rr. Bblgenu-
nm OHK Bupyc kunweyHom nanodvkn (6aktepuodpar nambaa) wu
onucann siBfieHne TpaHCOyKuuMM — nepeHoca reHos u3 ogHowm 6ak-
Tepun B Apyryto npu nomowm supyco. OTKpbITUE SABMIEHUN TpaHC-
doopmauum 1 TpaHCOyKUMN CTano ocHoBaHuem gna npusHadna QHK
HocuTenem reHetTndeckon nHdopmauumn. B 1945 r. [x. buanom u
9. Tatymom 661510 chOpMYSIMPOBAHO MONOXEHNE «OAUH FEeH — OO4WH
depMeHT», KOTOPOE Nnocre OTKPbITUA AOMEHHOW opraHu3auumn ben-
KOB ObINO UCNpaBneHo Ha «OAWH reH — OAWH NoNUNenTua.

Ctpyktypa [OHK ©Obina pacwudgppoBaHa [xK. YOTCOHOM U
®. Kpukom, 4yTO Hapsgy C  [AaHHbIMW, NONYyYEHHbIMU
M. HupeH6eprom (oH cuHTe3nposan nonuypaunnosyto PHK 1 noka-
3an, 4YTo C Hee cuuTbiBaeTca ToNbko doeHunanaHuH) n C. Oyoa
(BnepBble nposesn cvHTe3 PHK ¢ pasnnyHbiM cOCTaBOM a30TUCTbIX
OCHOBaHuM U pacwundpoBan kogbl ans 11-Tm ammMHOKUCNOT), Aano
BO3MOXHOCTb CCGOpMynupoBaTthb Creaylline CBOMCTBA reHeTun4e-
CKOro kopaa:

e Kaxdasi aMMHOKMCIIOTa B cocTaBe Benka koaupyetcst Tpems
a30TUCTbIMW OCHOBaHUSIMU (TPUMNNETOM);

e TpUNNETbl HE NEPEKPLIBAIOTCS;

e CUYUTbIBAHWE HaA4YMHAETCA CO CTapTOBOro TpunneTta, 3Haku
npennHanua B [1HK oTcyTCTBY!IOT;

e O[HOW aMWHOKMCIOTE MOXET COOTBETCTBOBATb OAMH U Bonee
OHOro TpunneTa (reHeTUYECKUIA KoL ABNAETCH BbIPOXOEHHbLIM).
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LleHTpanbHaa gorma monekynsipHou ©Guonorun, rrnacawasi o
TOM, YTO HacneacTBeHHasa MHpopmMauusa nepegaeTca OT HYKITENHO-
BbIX KACIOT K 6erky, HO He B obpaTHOM HanpasrieHun, boina cgop-
MynupoBaHa rpynnon uccregosatenen nog  PyKOBOACTBOM
®. Kpnka B 1961 r.

[lepBbli  UCKYCCTBEHHbIN TEH OblsT CUHTE3MPOBaAH TPYNMNou
X.I'. KxopaHa B 1969 r. [lpuMepHO B 3TO Xe Bpems pas3BMBaeTCAH
reHHasi MHXeHepUsa — COBOKYMNMHOCTb METOAOB WU3MEHEHUsI HYKIeun-
HOBbIX KMUCNOT B XWBbIX OpraHnamax. TexHuka pPekOMOMHAHTHOM
AOHK (o6beanHeHHON 13 AByX unv Gonee MCTOYHWKOB) MO3BOMMIa
NPOBECTN KITOHMpPOBaHME (nonyyeHne 60MbLIOro YyMcna UOeHTUY-
HbIX KOMWM) MHOMMX FEeHOB pPasfinyHbIX OpraHnM3moB, yoeauTbca B
YHUBEPCArbHOCTU TFEeHEeTMYECKOro Koda, W3YydYuTb MOSEKYNspHO-
reHeTM4YecKne MexaHu3mbl PU3NONOrNMYECKMX NPOLECCOB N NaTosIo-
rMMYeCKNX COCTOAHUM.

Cneayowmnn atan pasBuTUs reHeTUKN — «NOCTFEHOMHasa apay» —
Hayancsa B 2003 r. nocne BbiIXxoda NepBOro penuni3a rnonHoOwn nocrie-
posatensHoctn [HK (cukBeHca) reHoma 4venoseka. XOTS HEKOTO-
pble y4yacTKu reHoma, B MepBYKD o4epenb MNpULEHTPOMEPHbIE
panoHbl XPOMOCOM, KOTOpble codepXaT NPensiTCTBYHOLNE KITOHU-
pPOBaHMIO MOBTOPbI, OCTAOTCA OO CUX NOP HENPOYUTAHHbIMU (OaH-
Hole Ha 2010 r.), KOMMMEKC OaHHbIX MOSIHOMO CUKBEHCA MO3BOSNIST
co3faTtb reHoMHble 6a3bl JaHHbIX, YTO NepeBesio uccnegoBaHns no
reHeTMKe Ha Ka4dyeCTBEHHO HOBbIM ypoBeHb. BMecTO pa3pO3HEHHbIX
CBEeOEeHUN B OTAENbHbIX JKCMEpPUMEHTAlNbHbIX CTaTbsX MOABUIICA
KOMMMEKC CUCTEMATU3NPOBAHHLIX JaHHbIX MO CTPYKTYpe HYKNeuHO-
BbIX KMCNOT, COOTBETCTBYHOLLMM UM BEMNKOBbIM NPOAYKTaM, CBSA3aH-
HbIM C HUMWU PU3NOSTOTMYECKUMIN OCOBEHHOCTSIM 1 3abonesaHusMm,
MeCTe U BPEMEHMN SKCMNPECCUn, B3aMMHOM pPacrofioXEHUN, BbISB-
MNEHHbIX MyTaumusaX U O MHOMMX OPYrMX CYLECTBEHHO BaXKHbIX BMo-
normdecknx ocobeHHocTsX. CekBeHMpoBaHME TEHOMOB [OpYyrux
OpraHn3mMoB MO3BONUMAO MNPUMEHATb CPaBHUTENbLHLIM Noaxod And
NOUCKA WU XapakKTEPUCTUKN HacCNeACTBEHHbIX MAaTOSIOrMYEeCcKnX co-
CTOSIHU U ON3NONOTMYECKUX OCODEHHOCTEN.

KoHmponbHbie eonpochkl u 3adaHusi

1. CchopmynumpyiTe OCHOBHOE pasnumyne Mexay KOHUEenuMsamMm npsiMoro u
HENPSIMOro HacneaoBaHUs.

2. N3noxuTte 3akoHbl MeHOens n packponTe ux cogepxaHue.

3. B 4em cocTOSAT OCHOBHbIE MOJTOXEHUSI XPOMOCOMHOWN TEOPUN?

4. CoxpaHsieT N LeHTpanbHas gorMa MonekynsipHon Guonornm 3Hade-
HMe B HacTosLLee Bpemsa?
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naea 2. Knaccnyeckum reHeTM4eCKMMN aHanus

[[eHeTn4yeckun aHann3 — 3To0 cuctema HabnwaeHMNn N OMbITOB,
KOTOopasi CTaBUT LiESIbl0 BCKPbITUE FEHOTUNUYECKON CTPYKTYPbl OCO-
6u1, nonynaumn nnu Bnga. Knaccmyeckumm MeTogamm reHeTU4ecko-
ro aHanu3a cYMTalTCH reHeanorMyecknn — aHanus3 poaocsiOBHbIX —
y yenoseka U rmbpmaonorndeckuim — nocTaHoBKa CKpewmBaHUin —
y BCEX OCTasbHbIX XUBbIX cylecTs. OcHOoBaHMEM Onda NpoBeaeHNd
reHeTU4YeCKOro aHanu3a sBndeTca yctaHoBneHue hakTa Hacrneno-
BaHWS Npu3Haka.

2.1. MoHO2€eHHbIe pa3nu4dus

BTopbiM nocne yctaHoBneHust dakta HacnegoBaHUA NpuaHaka
3TanoM reHeTU4eCcKoro aHanuaa siBfsieTCcs BbIICHEHNE YMcna reHoB,
onpegensawlmnx anbTepHaTMBHOE NPOdABNeHne npusHaka. [Ans Bbl-
SICHEHMS1 YMcna reHoB, BOBJIEYEHHbBIX B (hopMMpoBaHME NpU3HaKa,
HeobxoaAMMO onpenenuTb YMCrno (PEHOTUNUYECKNX KIaccoB y rmob-
pPUOOB MEepBOro MOKOSEHUS M 3a4acTyko Yy MOTOMKOB BO3BpaTHOro
CKpewmBaHus (T. €. CKpeluuBaHMS C OAHOM W3 pPOAUTENbCKUX
dopm). 'mMbpmaamn cuynTaroTCs NOTOMKWU CKpelmBaHna ocoben ¢
pasHbiM reHoTunom. CKpelunBaHue poauTenbCknux ¢oopM, pasnu-
YyarLwmxca annenaMm O4HOro reHa, HasblBaeTCsl MOHOMMOPUOHLIM.
Pasnnuna Takmx ¢oopm HasblBalOTCA MOHOrMeHHbIMU. OunnongHbIv
opraHnam (C OBOMHbIM HabOpPOM XPOMOCOM), B FEHOME KOTOpOro
NPUCYTCTBYIOT ABa OOMHAKOBLIX anfiens ogHoro reHa, HasblBaeTcs
FOMO3UIOTHbIM. [[€TEPO3UroTHLIM ABNAETCA ANUNMOUAHbLIA OPraHn3m C
pasHbIMX annensiMm OAHOro reHa. 'eMmanroTHon HasblBatoT AUNSIO-
NOHYO 0CODb, MMEILLYIO TOMBbKO OAWH U3 annenen gaHHOro reHa.

Poautenbckne @QopmMbl 0603Ha4yaloTCs NaTUHCKOM  BYyKBOM
P (ot nat. parento — pogutenu), rmbpuabl — dykson F (filli — petn).
[Mbpuabl nepsoro nokonenust — F4, BToporo — F, n 1. A4. M'mbpunabl,
NoSlydeHHble OT BO3BpaTHOro ckpewmBaHusa, — Fy (OT aHrn. back-
Cross — BO3BpaTHOE cKpelwimBaHue). Ecnn npu BO3BpaTHOM CKpe-
LLIMBAHMM UCMOMb3yeTCHa peLeccnBHasa poanTenbckaa popma, Takoe
CKpelLuMBaHMe HasblBaeTCs aHanM3npylowmm, a ero notoMmku obo-
3Havatotcsa F, (oT aHrn. analyse — aHanuna). XXeHckun non obo3Ha-
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YaeTCcHa acTPOSIOrM4eckMM 3HakoM BeHepbl — @, @ MY>XCKOW — 3HaKOM
Mapca — &. CkpewmBaHne o0603HA4alOT 3HAKOM YMHOXEHUS — X.
OOGbI4HO NepBbIMU 3anNUCLIBAOT OCOBEN XKEHCKOro nora, NoCKOMbKY
MaTEPUHCTBO Bceraga sBMsieTCA YCTaHOBMNEHHbIM (pakToM, a OTLIOB-
CTBO MMEET BEPOATHOCTHLIN xapaktep. Hanpumep, P @ AA x & Aa
— CKpelwBaHne roMo3uroTHOM CaMKu C reTepo3nroTHbIM CaMLOM.
MeHaenb NpeanoXxun 3anucbiBatb ZOMUHAHTHBLIX FOMO3UIOT OBYMS
nponucHbiMu BykBamu (AA), reTepo3urotT — ogHOW NPOMNUCHON U Of-
HOW cTpo4yHom BykBamun (Aa), @ FOMO3UIOTHbLIX PELIECCUBOB — ABYMS
CTPOYHbIMM BykBamMun (aa). [lna obo3HavyeHna JOMUHAHTHOro eHo-
TUMNYECKOro Kracca, BKIIYaoLWwero JOMUHaHTHbBIX roMo3urot AA un
reTepo3nrot Aa, ncnonbsyertca obosHadyeHne A-. INoHATHO, YTO pe-
LLeCCUBHbIN (PEHOTUMNYECKUIN KIacc, BKMHOYAOLWNKA TONbKO roMO3u-
roTHbIX peueccneoB, 0603Ha4YaeTcsd aa.

NTtak, no MeHgento:

PQAAx J aa

F1 Aa

F23A-:1aa(1AA:2Aa:1aa)

Fe1A-:1aa(1Aa:1aa).

Cnepyet obpaTuUTb BHMMaHKE, YTO B cllydae rmubpuaos BTOPOro
nokonenunsa (F,) OOMUMHaHTHBLIM beHOTUNMYecKkM knacc A- npea-
CTaBrieH OBYMS reHotunmyeckumu krnaccamm — AA u Aa — B COOT-
HoweHun 1 : 2, a B cCnyyvyae aHanuaupyloLlero ckpewmBaHus —
TONbKO reteposvrotamm Aa.

Taknm obpasom, Hannume pacuiennenus 3 : 1 BO BTOPOM MOKO-
neHun n 1 : 1 B aHanNM3npyoLWeM CKpeLUmMBaHUM OOHO3HAYHO yKa-
3blBa€T HA MOHOINEHHbIE Pasnnynsa PoanTESNbCKNX OPM.

Annenb, Hanbonee 4YacTto BCTpevarwLlmnnca B nonynsaumm, Ha-
3blBaeTCcsa annenem AWKoro Tvna, a bonee pegkue annenn — my-
TaHTHbIMW. [Ong annenen OWKOro Tvna WMCMNOMb3YyHT creayluwme
ob6o3HauveHus: s*, w'.

CTeneHb nNposiBNEeHUs1 npusHaka y OTAeSbHbIX HOCUTeNen on-
pefoeneHHoro reHoTMna HasblBaeTCs 3KCMPECCUBHOCTb, a YacToTa
NposIBMIEHNA NpuU3HaKa cpeau HocuTenen onpeneneHHoro reHoTu-
na — NeHeTPaHTHOCTb.
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2.2. Tunbl e3aumodelicmeus anneneu

CyliecTByeT NsaATb TUMOB B3aUMOLENCTBUS annenen — 4OMUHK-
poBaHWe, HEernosiHoe OOMWHMPOBAHWE, KOOOMWHMPOBAHWE, CBEPX-
OOMWHMPOBaHME N MeXannenbHasa KoMniemMeHTaumsl.

Knaccuyeckum crniyyaem B3aMMOOEWUCTBUA anrenen, onucas-
HbIM MeHgenem, aBnseTcsa goMuHUpoBaHue. Npu atom y rmbpunaos
NepBOro MOKOSIEHNA MPOSABNSAETCA NPU3HAK TOMbKO OAHOW poau-
TeNbCKOM POpPMbl, KOTOPAA CYMTAETCS MO IATON NPUYNHE OOMUHAHT-
Hon (OoT nart. dominatio — rocnoacTtBo). [pu3HaK poaUTENbCKON
dopMbI, «McHe3aloWwminy y rmdbpnaos nepBoro NoKoneHus — peuec-
CUBHBbIN (OT NaT. recessus — OTCTYNneHne, yaaneHue).

lMpumep

[Mpn ckpewmBaHnn KopoTKowepcTHbIX (LL) n AnnMHHOWEPCTHBIX
(Il) kowek Habnogaem creayoLyo KapTUHY:

PQLLXAI

F4 LI (kopoTKOLLIEPCTHBIE)

F23 L-: 111 (3 yacTn KOpOTKOLEPCTHbLIX U 1 YacTb ANUHHOLLEP-
CTHbIX)

Fg 1 L-: 11l (14acTb KOPOTKOLEPCTHLIX U 1 YacTb ANUHHOLLEP-
CTHbIX).

[Mpy HenonHoM OOMUMHMPOBaHWKM Yy TMOPMOOB NEPBOro nokone-
HUA HabniogaeTcsa NPosiBieHME NpU3Haka, NPOMEXYTOYHOE MeXay
OBYMSI poanTENbCKMMN doOpMamMun, a BO BTOPOM MOKOSIEHMM U Y MO-
TOMKOB aHanM3npyrLEero CKpelnBaHns pacluenneHme no geHoTu-
My NOSHOCTbIO MOBTOPSIET pacLUEnsIEHnE Mo reHoTumny:

PQ2AAXJ aa

F1 Aa

F-1 AA:2 Aa:1aa

Fe1 Aa: 1 aa.

lMpumep
[Mpwn ckpelwmBaHm YepHbix (BB) n 6enbix (bb) kyp nonyvaem B

F1 ronybbix (aHganyscknx) ntuu. Bo BTopom nokoneHmn — 1 4actb
YepHbIX, 2 YacTn aHaanys3ckux n 1 yactb 6enbix Kyp.
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[Mpn KogoMUHMpPOBaHUKM ABa unu bornee annenen JOMUHUPYHOT
MO OTHOLUEHUIO K peuLeccnBHoMY annesnto. Hanbonee M3BECTHLIN
npumep — HacregosaHue rpynn Kposu cuctemsl ABO y YernoBeka:
| rpynna kposu cooTteetcTByeT reHotuny I° 1°;

Il rpynna kposu — I* I vnn 1* 1°;
Il rpynna kposu — 1° 1 mnm 1P
IV rpynna kposm — Tonbko |* [°.

Bnoxummnyeckmm mexaHmam TUNOB B3aMMOOENCTBUA anneneun
crenyrowmn:

e MNpX NOSIHOM AOMWHMPOBAHUWN MPOSIBIIEHME MPU3HaKa onpe-
aendaeTcs NPUCYTCTBMEM OOHOrO M3 ABYX OOMWHAHTHbLIX annenen,
KaXKObl U3 KOTOPbIX KOOMPYET NONHOMYHKUMOHaNbHbIA Benok, He-
obxoanMbIn ons NPoABNEHUs NPU3Haka;

e MNpPX HEMNosIHOM OOMMUHMPOBAHUM MPOSBIIEHNE MpPU3HAKa SIB-
ngeTcs 40303aBMCUMbIM — MOSTIOBMHA KONUYecTBa OyHKUMOHANbHO-
ro 6enka npuBoANT K YaCTUYHOMY MPOSABNEHUIO NPU3HAKa;

e NPV KOOOMWHMPOBaHMN OBe WK Oonee akTMBHble (OPMbI
benka, kogupyemble KOLOMMUHMPYKOWMMK annenamu, nakT BO3-
MOXXHOCTb MPOSABUTLCS COOTBETCTBYIOLLEMY MPU3HAKYy HE3aBUCUMO
OT Hannyus peLeccuBHoOro annens.

OueHb peoko HabniogarTcs SBMEeHUS CBEPXOAOMUHUPOBAHUS
(korga rmbpuabl NePBOro NOKONeHUs NPEBOCXOAAT MO CTENEHU MPo-
ABMEeHNA npusHaka obe pogutenbckue opmbl) U MexannenbHOou
KoMnnemMmeHTauum (korga y rmbpuaoB nepBoro NOKONEHUs nosiBng-
€TCHA HOBbIW Npu3Hak). IHTepecHo, 4To BUOXMMMYECKME MEXaAHU3MbI
CBEPXOAOMUHUPOBAHUS U MeXanmnenbHoW KommnrnemMeHTauum 6nms-
Kn — B 06omnx cnyyasix annenu cogepxaTt mMytauum B y4acTkax, KO-
OVPYIOWMX pasHble [OOMeHbl OenkoBbIX MPOAYKTOB, KOTOpble
ABNAKTCA PYHKUMOHaNbHbIMK aHanorammn. Ob6beanHeHne annenemn
y rmépmnaos nepBoOro NoKosIEHNSA NPUBOAUT K NOSBIIEHMIO NPOAYKTa C
HOBbIMW CBOWCTBaMW: OOMbLUEN CTENEHbK NPOSIBIEHUS MNPU3HaKa
(CBEPXOOMUHMPOBAHME) U HOBOW (hOPMOW NPOABNEHUS NpuU3HaKka
(MexxannesibHas KoMmnnemeHTaums).

B .
| 1°:

18



lpumepsbi:
e AaKTUBHOCTb ankoronbaerngporeHasbl y reteposnroTHbIX 4po-
30un Bblle, YeM Y 006ENX rOMO3UIOTHBIX POOUTENBCKUX hopM;

e MpU CKpelmBaHuM OpM NnbHa ¢ 6enbIMM 1N PO30BLIMU LIBET-
KaMu Nony4aroTcs pacTeHnUsi ¢ ronybon OKpacKom NenecTkoB BEHYMKa.

Ecnn npucyTcTByeT cepusi MHOXECTBEHHbIX annenen, To OHWu
nocrneaoBaTeribHO MPOSBSIOT MO OTHOLIEHWIO ApYyr K Apyry OOMU-
HaHTHOCTb WNN pPeLeccMBHOCTb. Hanpumep, B nokyce arytn y cobak
NPUCYTCTBYET CrieayroLLas nepapxus JOMUHMpoBaHus: a’ > a” > a'> a
(COBONUHLIA OKpac LLUEPCTU > 30HAPHbLINM OKpac > YepHo-noanasnbiu
oKpac > YepHbIN oKpac).

2.3. leHeanoa2u4eckuli Memoo

[TOoCKOMbKY 3KCNEPUMEHTbI Ha NI0AAX KaTeropnyeckn Henpuem-
nemMbl, FeHETUYECKNA aHanua y YenoBeka TpaguUMOHHO Oblfl OCHO-
BaH Ha WCNOMb30BaHMN T[EHeanorM4eckoro MeToaa, KOTOPbIN
NO3BOSISIET CMCTEMATU3MPOBATb HabMOOEHNS NYTEM COCTaBEHUS U
N3y4yeHnsa poaoCnoBHbIX. Kak npaBuno, pogoCrioBHbIE COCTaBMSAOT
Ha OCHOBE OMPOCOB, XOTS MO Mepe pasBUTUS MEOULMHCKOW CTaTu-
CTUKW W YBENUYEHUS oOxBaTa HaCeneHusi CUCTEMOMN MeaMKO-
FeHEeTMYECKOro KOHCYIbTMPOBaHNA BCe OOMbLUYH POfib B 3TOM WUr-
palT KOMNbIOTEPHbIE 6a3bl JaHHbIX.

[[eHeanornyeckoe ApeBo — POLOCIIOBHAA, KOTOpas BbICTpanBa-
eTca OT MHAMBMAOYYMa, C KOTOPOro HadaTto uccrnegoBaHue — Mpo-
GaHga, u BKMOYaeT BCEX POACTBEHHUKOB MO HUCXOASALWEN JIMHUW.
[MpobaHoomMm HeobaA3aTenbHO ABMSETCS NUUO, CTpajarwollee Ha-
cnegcTBeHHbIM 3aborneBaHMeM, MM MOXeT ObiTb NoOoN 4YenoBek,
obpaTuBLLNNCA B MEOMUKO-TEHETUYECKYHO KOHCYIbTaUUo NN NpocTo
y4yacTHUK onpoca. Cubcammn HasbIBalOTCS MOMHOKPOBHbIE BpaTbs U
cecTpbl, nonycubcamm — BGpaTbs U CecTpbl, UMelowme ogHoro ob6-
wero poautensa. Ha puc. 1, 2 n 3 npeacrasneHbl OCHOBHblE 000-
3Ha4YeHUsl, KOTOpble  PEKOMEeHAOBaHbl  ANsA  COCTaBneHud
poaocnoBHbIX. pn aTOM criegyet OTMETUTb, YTO €OUHbIX NPaBuUI
COCTaBIeHNs1 POAOCNOBHbLIX HE CylLlecTByeT, U Bce 0603Ha4yeHud
OOMMKHbI ObITb OTpa)keHbl B NereHge — CrnMcke WCMNofib30BaHHbIX
CUMBOJIOB.
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Puc. 1. O6o3HayeHna NHOMBNOYYMOB B POLOCIOBHbIX: 1 — MyX4MHa,
2 — XeHLWKHa, 3 — nos He onpefeneH, 4 — ymepLuasa XXeHumHa,
5 — ymepLmm myx4mnHa, 6 — MmyX4nHa — HocuUTenb npuHaka,
7 — XeHLUNHa — HocuTENb Npu3Haka, 8 — reTepo3nroTHbIN MY>K4YMHa,
9 — reTepo3uroTHas XeHwmHa, 10 — my>xxynHa-npobang, 77 — xeHwmHa-npobana

-1 O—F+HO -6
-2 —O— -/

°TH T oTH”
o7

Puc. 2. Obo3HauyeHUs ceMmen B pogocnoBHbIx: 7 — 6pak (CBs3b),

2 — KPOBHOPOACTBEHHbIN Bpak, 3 — cemMbsi C OAHUM pebEeHKOM — OEBOYKON,
4 — BecnnogHbIn Bpak, 5 — ceMbsl C YCbIHOBIIEHHLIM PEOEHKOM — Marb4YMKoM,
6 — CBA3b OAHOIO MY>XX4YMHbI C ABYMSI XeHLWMHaMK, 7 — CBA3b OL4HOWN KEHLLMHbI

C ABYMS My>XMMHaMu, 8 — BblknabIW, 9 — MeguUnHCKUA abopT

20



5

&' &
A A
$

-3

Puc. 3. O6o3Ha4yeHunss 6rn3HeL0B B pOAOCHIOBHbIX: 1 — pa3HOSNLOBbIE
(reTepo3unroTHble) BNn3HeLbl — 4EBOYKU, 2 — pa3HOAMLOBbIE (FeTEPO3UTOTHLIE)
Onun3HeLbl — ManbyYmKkK, 3 — pasHoOSNLOBbIE (FeTepO3UroTHble) BnM3HeLbl —
MarnbyuK U AeBoYka, 4 — O4HOANLOBbIE (MOHO3UIOTHbIE) BNM3HELbI — EBOYKM,
5 — ogHosMUOBbIE (MOHO3UIOTHBIE) BNU3HELbl — ManbYmKu

2.4. Tunbl HacnedoeaHus

AyTOCOMHO-JOMWHAHTHBIA TUN HacnegoBaHWUS MPU3HAKOB Xa-
pakTepusyeTca nposBneHneM npusHaka BO BCeX MOKoreHusax (6es
«MNpOCKoKa») U y oboux rnornos NpUMEpPHO C OAMHAKOBOM 4YaCTOTOM
BCTpeyaemocTu (puc. 4). 'eH, onpegensaowmi NpMsHak, HaxoauTcs
B O4HOW M3 22 ayTOCOM (T. €. TeX XPOMOCOM, KOTOPbl€ O4NHAKOBbI Y
obounx NosioB), JOMUHUPOBAHWNE MONHOE, MyTaHTHbLIM SBISIETCA A0-
MUHaHTHbIW annersb, annenb AUKOro Tuna — peLeCCUBHbIN.

[Tpumepsbi:

e cBODOOAHAA MOYKaA yXa MO OTHOLUEHMUIO K MPUPOCLLEN MOYKE;
e ceMelHasa rmnepxosiecTepuHeMus;

e axoHAponsasus.
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Puc. 4. AyTOCOMHO-OOMWHAHTHBLIW TUMN HAcnegoBaHUSA

AYyTOCOMHO-pPELECCUBHbIA TUM HacneaoBaHUS MPU3HAKOB Xa-
pakTepusyeTcs NposiBfieHneM npusHaka y NoTOMKOB poauTenemn,
KOTOpble HE UMEeNnu ero — HabngaeTca «MPOCKOK MOKOMEHUMN»
(puc. 5). MNpenctaButenn obomx nONOB OAWHAKOBO 4acTO BCTpe-
yalTcsa cpean obnagatenen Takoro npusHaka. [eH, onpegensto-
LM NMPU3HaK, HaXO4AUTCA B O4HOM U3 22 ayTOCOM, JOMUHUPOBAHWE
NOSTHOE, MYTAHTHbLIM SBMISIETCA PeLEeCcCMBHbIA annenb, annenb au-
KOro Tuna — AOMMUHAHTHbIN.

[pumepnbi:

e MYyKOBMUCLEOO03;

e (PEHUNKETOHYpUS,;

e aHOPO-TeHUTanbHbIA CUHOPOM.
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Puc. 5. AyTOCOMHO-peLieCcCBHbIN TUM HacneaoBaHUA.
BuaeH «npockok» nokoneHumn

CuenneHHoe C MNONOM [OOMWHAHTHOE HacnegoBaHMe UMeeT
CXOACTBO C ayTOCOMHO-AOMWHAHTHBLIM — MPU3HaK NposiBrIAeTCa BO
BCEX NOKOSIEHNAX, 6e3 «MPOCKOKOBY», HO Y XEHLIWH B ABa pa3a 4a-
e, YeM y MyX4uH (puc. 6). OgHako B 9TOM criydae oT OTLOB Mnpu-
3HaK MOXeT repenaTtbCs TOMbKO [Oo4YepsAM, a OT martepen — C
paBHOW BEPOATHOCTbIO CbIHOBbAM U go4vepsM. CTeneHb nposiBre-
HUS NPU3HaKa Y reTepo3nUroTHbLIX XXEHLLUWH, KaK NpaBuiio, HUXe, YeMm
Yy FTEMU3UTOTHbLIX MY>XYMH, YTO BO MHOIOM OObBbACHSETCA WHaKTUBa-
LMen oOHOM N3 X-XPOMOCOM Y XeHLUUH. ['eH, onpegenatowmn npum-
3HaK, HaxoguTcd B MNOSIOBON X-XpOMOCOMe, OOMWHUPOBaHUE
NOSIHOE, MYTaHTHbLIM ABMSAETCA OOMUHAHTHbLIN annesnb, annene gu-
KOro Turna — peLecCmBHbIN.

lpumepsbi:
e BUTAMWH-[-Pe3nNCTEHTHbIN paxuT C rmnogocgartemmen;
e pOTO-NMUe-nanbLeBbin CUHOPOM.
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Puc. 6. CuenneHHbIA ¢ NONoM AOMWUHAHTHbIV TUM HacneaoBaHUsa

B cnyyae cuenneHHoro ¢ nosioM peLeccmMBHOro HacneaoBaHus,
nogo6HO ayTOCOMHO-peLLeCCUBHOMY, MOTYT NOSBASATLCA AeTU — 00-
nagatenu npusHaka y He UMelLWwmx 3Toro npusHaka poautenen u
YacTo HabngaeTca «NPOCKOK» MOKoneHun (puc. 7). OgHako npu-
3HaK nepegaeTcd OT OTua K NOfoBUHE O0oYepeNn, ecrin MaTb retepo-
3UrotHa (NposIBNSIETCA TOSMIbKO B FOMO3UrOTHOM COCTOSIHMM), N OT
reTepo3nroTHOM MaTepu K MOSIOBUHE CbIHOBEW (NPOSIBSIETCA BCe-
roa, Tak Kak CbIHOBbS — reMmnsnroThbl). Hukoraa npusHak He nepena-
eTcea OT oTua K CblHY. ['eH, onpeaenstowmin Npu3Hak, HaxoanTcs B
NosIoBON X-XpOMOCOME, LJOMUHMPOBAHME MOJSTHOE, MYTaHTHbLIM ABNA-
€TCH PeLEeCCUBHbIN annesnb, annesb AUKOro Tuna — AOMUHaHTHbIN.

lpumepsbi:
e remopunusa A;
e cuHgpom Jlewa-HuxeHa;

e [anbTOHU3M.
0O

0 0 ORUOT0
bOombdU LMOOO

Puc. 7. CuenneHHbI C NONIOM peLieCCUBHbIN TUM HacneaoBaHUs
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AYTOCOMHbIN, OrpaHUYEHHbIN NOSIOM TWUN HacreLoBaHUA Ha-
brnogaeTca B cnyyasx ayTOCOMHOW NokKanusauun reHa, KOTopblin
ero onpegenseT, U oU3NY4ECKON BO3MOXHOCTU €ro nposiBfeHns Y
ocoben Tonbko ogHOro nona (NpoueHT benka B Monoke unn oopma
NPOSABNEHNA BTOPUYHbLIX MOMNOBbLIX MPU3HAKOB) (puc. 8). ITOT TwN
HacrnegoBaHUA MOXOX Ha CLUEnfeHHoe C MOfioM peLecCUBHOE Ha-
cneposaHue. [NaBHoOe OTNMYMe — MpU CUENNEHHOM C MOJSIOM pe-
LleCCUBHOM HacnegoBaHMM NPU3HaK HUKOrga He nepefaetcd oOT
OTLa K CbIHY.

lMpumep
e MOHO- N BnaTepanbHbIN KPUNTOPXU3M.

O

O OLOORT0
S0 bmbm

Puc. 8. AyTOCOMHbIN, OrpaHUYEHHbIN NOSIOM, TUMN HacneaoBaHUs

[[onaHapuyecknn TUMN HacnegoBaHUS NPOSIBASETCS, €CrN reH,
onpenensoLwmnmn npmsHak, Haxogntca B Y-xpomocome. [1ocKosbKy B
HOPME Y MY>XYMH TONbKO odHa Y-XpoOMOCOMa, OH BCcerga HaxoamuTcs
B reMM3nUroTHOM COCTOSIHMW. Bce CbIHOBbSI HOCUTESNS TaKoro npu-
3Haka Takxke byayT obnagatb UM, a godepu — Hukoraa (puc. 9).

lpumepsbi:
e BoOJiOCaTble yLN;
e OBOJIOCEHNE cpeaHen hanaHrn nanbLeB.
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Puc. 9. NlonaHapuyecku Tun HacrnegoBaHus

MuTtoxoHapuanbHbIn TN 0BBACHAETCH LMTONNasMaTn4eCcKkom
HacneaCTBEHHOCTbIO, KOrda reH, onpefensiowmnn npusHak, Haxo-
ONTCS B reHOMe MUTOXOHOPUIW. [1oCcKonbKy Npu CAMAHUA MOSOBbIX
KNeToK OT crnepmMaTo3onga OCTaeTcsl TONbKO NPOHyKNneyc (rannouna-
HOe s4p0), a BCA uuTonnasma onnogoTBOPEHHOW 3UroThbl NMPOUCXO-
ONT  OT  SANUEKNEeTKW, MUTOXOHApWarnbHbIM TUM HacnegoBaHUA
O3Ha4aeT nepefadvy npusHaka oT MaTepu KO BCEM ee MOTOMKam
(puc. 10). MyTtaumm MUTOXOHAOPWASILHONO reHoMa, Kak npaBwusio,
NPUBOAAT K TSHXKENbIM HapyLeHNnAaM oOMeHa BeLLeCTB.

lTpumepsbi:

e MUTOXOHApPMAanNbHas MMO3K3eHUedanus;
e aTpodusa 3puTenbHoOro Hepea Jlebepa;

e 0OonesHb KepHca — Cenpa.

.

omoon O
eme !

Puc. 10. MutoxoHapuanbHbI TUN HacnegoBaHus
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2.5. [NlonuezeHHbIe pa3nudus

Ecnu poaountenbckue opmbl pasnuyarTca no ABYM NpuU3Ha-
KaM, TO UX CKpewMBaHWe HasblBaeTcs aurmbpugHbiM. B aTtom cny-
Yyae roBOPAT O AUreHHbIX pasnuuusx poautenbcknx gopm. Ecnn
poauTenbckne popmbl pasnuyatoTca No Tpem n 6onee npusHakam,
TO UX CKpelumBaHue HasblBaeTcs nonurmbpuaHeiM. B aTom cnydvae
rOBOPAT O NOSIUIEHHbIX Pa3NUYnUAX POANTENbCKUX dOOPM.

P Q¢ AABB X J aaBB

F4 A-B- (no reHotuny — AaBB)

F,9 A-B-: 3 A-BB: 3 aaB-: 1 aaBB

Fs1 AaBs: 1 AaBB : 1 aaBB : 1 aaBB

lMpumep

[Mpy cKkpewmBaHUM ropoxa C XenTbiMU rMNagkuMnm cemMeHamu
(AABB) n 3eneHbiMM MopLUMHUCTLIMU (aaBB) MeHgenb nosny4vn B
NepBOM MOKONEHUN BCe ceMeHa xenTtble rmagkue (A-B-, no reHoTu-
ny — auretepo3urotbl AaBB), BO BTOPOM MOKOSIEHUN — 9 XKeNTbIX
rnagkux (A-B-) : 3 xenTtbix MopwuHUCTBIX (A-BB) : 3 3eNeHbIX rnaa-
Knx (aaB-) : 1 3eneHbIX MOPLLUMHUCTLIX (aaBB).

[na BbIACHEHNA reHoTUNa NOTOMKOB, UCXOASA U3 FTEHOTUMNOB POo-
autenen, cnyxut peweTtka lNeHHeTa. B BepxHen CTpoKe BbIMUChI-
BalOT rameTbl OAHOrO poauTens, B JIeBOM CTonbue — rameTsbl
apyroro. Bo BHYTpeHHUX s4yerkax nonyvyaem reHoTunbl NOTOMKOB.

AB AB aB aB
AB AABB AABB AaBB AaBB
AB AABB AABB AaBB AaBB
aB AaBB AaBB aaBB aaBs
aB AaBB AaBB aaBs aaBB

NHorga npusHak onpefenseTca annensamu asyx u 6onee re-
HOB. Torda OWreHHble W MNOSIUrEHHbIE Pasfnnuns XapaKTepusyoT
ocoben, pasnuyaromnxcs no annenam gsyx n bonee reHoB. Hesa-
BMCUMOE KOMOUHMPOBaHME FrEHOTUMNOB BO3MOXHO TOSIbKO €CIn U3Y-
YaeMbl€ reHbl PacnofioXeHbl Ha Pa3HbIX XPOMOCOMaX.
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2.6. BzaumoOdelicmeue 2eHos8

[MpoOyKTbl reHoB MOryT Mno-pasHoMy B3auvmopeucTeoBaTtb. B
3TOM criydae nposBreHve npusHaka dyaeT onpenenaTbcs annens-
MU OBYyX u Bonee reHoB. Ecnu npoaykTel ABYX U 6ornee reHoB O0O-
MNOSTHAIOT AencTBue Apyr Apyra, npuBoad K oOpMUPOBaHNIO HOBOIO
Npu3Haka, Takon TUM B3aUMOOEWUCTBUA reHOB Ha3blBAeTCH KOMMJie-
MEHTapHOCTb.

lMpumep

Y nnopgoson mywkn Drosophila melanogaster kopuyHeBasa OK-
packa rrnas onpegensietcsa peueccMsHon mytauuen bw, a annenem
aukoro Tuna saensetca bw'. Apko-anble rnasa HabnwogawTca y ro-
MO3UroT MO MyTaHTHOMY anniento st, B To BpeMa Kak NpucyTcTeme B
reHoTune o4HOro annens avkoro Tuna st™ npuBoanT K dhopmmnpoBa-
HWUIO HOpMarbHOro (KpacHoro) ueTa rnas. CkpewmBaem opo30dus
C KOPUYHEBLIMU N ApPKO-anbIiMu rnasamu. B nepBomMm NokoneHun Ha-
bniogaeTcs HoBoobpasoBaHME NO CpaBHEHMIO C 06enMmun poauTenb-
CKnMu cbopmamu — BCce rmMbpuabl MMEKT KpacHble rnasa (reHoTun
bw'/bw st’/st). Cneayet oTMETUTb, YTO HanNM4Me HOBOOGPa30BaHUS
BCerga roBopuT o B3amMogencTBum reHoB. [0na ycTaHOBMNEHNS re-
HOTUMOB M (PEHOTUNOB rMBPUOOB BTOPOro MOKOSIEHUSI pUCYEM pe-
weTky lNeHHeTa:

bw" st* bw" st bw st* bw st
bw" st* bw'/bw” st’/st” | bw'/bw” st’/st | bw'/bw st*/st” | bw'/bw st’/st
KpacHble KpacHble KpacHble KpacHble
bw" st bw'/bw” st'/st | bw'/bw® st/st | bw'/bw st'/st | bw'/bw st/st
KpacHble KOPUYHEBLIE | KpacHbIe APKO anble
bw st* bw'/bw st’/st” | bw'/bw st'/st | bw/bw st'/st” | bw/bw st'/st
KpacHble KpacHble KOPUYHEBbIE | KOPUYHEBBIE
bw st bw'/bw st/st | bw'/bw st/st | bw/bw st'/st | bw/bw st/st
KpacHble KOPUYHEBbIE | KOpUYHEBbIE | Benble

P Q bw/bw st’/st” X & bw'/bw" st/st
F1bw'/- st'/- (no reHoTuny — bw'/bw st’/st)
F,9 bw'/- st/-: 3 bw'/bw st/st : 3 bw/bw st*/- : 1 bw/bw st/st
bw'/- st*/- — kpacHble rnasa (auMkuin Tin)
bw'/bw st/st — apko-anble rnasa
bw/bw st’/- — KOopuuHeBble rnasa
bw/bw st/st — 6enble rnasa
28




Buoxnmmyeckoe o06bLACHEHWE COCTOUT B TOM, YTO UBET rnas y
Apo3ocunbl onpeaensieTcs B3auMmogencTBUEM KOPUYHEBOrO U Sp-
Ko-anoro nurmeHtoB. MyTtauma bw 6rOKMpyeT CUHTE3 ApKOo-anoro
NMrMeHTa, a Mytaums st — Kopuy4HeBOro. Y romosuroT rno obenm my-
Tauuam bw/bw st/bw HeT nurmeHTa BooOLle, 1 Kak cneacTeue, rna-
3a 6enble. Y roMo3unroT no bw HeT ApKo-anoro nMrMeHTa — rnasa
KOpUYHeBbIE (NPKY YCNOBUN Hannumnsa xots 6bl 0AHOr0 AOMUHAHTHOIO
annens st'), a y obnagatenen reHotunos bw'/bw" st/st n bw'/bw
st/st — apko-ansle.

[Mpy KOMMNEeMEHTapHOM B3aMMOOENCTBUM TEHOB BO3MOXHbI
pacLiennenma no geHotmny 9:3:3:1,9:3:4,9:7.

[MpuMmepamm KOMMNIIEMEHTapHOIro B3auMOLENCTBUS FEHOB Y Ye-
noBeka ABNATCA BPOXOEeHHas rnyxota U HacnegosaHme UMMYHHO-
ro oTBeTa K CUHTETMYeCKMM nonunentugam. [Opyrum  TUnowm
B3aMMOLENCTBUSA FEHOB SBMNSAETCS 3NUCTas, Korga AencTeme ogHoro
reHa nogaenseTt enCcTBMe OpYroro.

lpumep

[Mpn ckpelwmBaHmmM GenbiX Kyp M BenbiX NeTyxoB, UMELLNX
pasnnuyHoe NPOUCXoXAEeHNEe, B NEPBOM MOKOSIEHUM BCE NTULbI ObINK
b6enblie, a BO BTOPOM nokoneHnn — 13 yacten 6enbix U 3 4acTu OK-
paweHHbIX. NosiBneHne HoBOOGpa3oBaHUS rOBOPUT O B3aMMOAEN-
CTBUWN TEeHOB, a CcOooTHoweHne 13 : 3 (obwee ynucno 4acten — 16)
aBnsieTca BUAOU3MEHEHMEM COOTHOWeHna 9 : 3 : 3 : 1, yTo cBuae-
TENbCTBYET O AUrEHHbIX pasnuunax. Hanndmne okpackm y Kyp onpe-
aendaetcs AOMWUHaHTHbIM annenem C, y romMosurotr cC okpacka
6enas. [JoOMUHAHTHbIA UHIMBUTOP OKpacku | gencTByeT He3aBUCUMO
OT reHotuna no reHy C, nogasnsss oopMUMpoBaHME OKpaLlEeHHbIX
nepbLEB.

PQIUICC X Jiicc

F41-C- (no reHoTuny — liCc)

F, 13 6enble (9 I-C- + 3 I-cc +1 iicc) : 3 okpaLeHHbIM (3 iiC-).

YacTHbIM cny4yaem anucTasa sBnsieTCA cynpeccusd, korga no-
AaBndalWmMM genctemem obnagaeT peueccuBHbIN annenb anucTa-
Tupytlowero reHa. [lpy AOMMHAHTHOM anMCcTase OTMedvaeTcs
paclienneHme 13 4acten MyTaHTHbIX ocoben : 3 yacTam ocobewn
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OMKOro Tuna (4actHeln cnydam 12 @ 3 : 1), a npu cynpeccun — 13
YyacTten ocoben ANKOro Tmna : 3 4aCcTaAM MyTaHTHbIX OCObeMn.

Y yenoBeka anucTtaTuU4eckne B3aMMOOEeNCcTBUSA reHoB Habnto-
OaloTcs, HanpuMmep, Npyu HacnegoBaHUM CKIOHHOCTU K OXUPEHMUIO,
npeapacnosioXeHHOCTU K CKITepo3y, PUHOKOHLIOKTUBUTY.

[MonuMepHbIM HasbIBAeTCA B3aUMOOENCTBUE T[EHOB, KOTOPOE
N3MEHSIET NPOSBNEHUE MNpU3HaKa KonmyecTBeHHO. WMHade roeops,
Npu COBMECTHOM OEWNCTBUM OBYX uUnn BGonee reHoB HabntogaeTcs
N3MEHEeHME CTeNEeHN BbIPaXXEHHOCTU Npu3HaKa.

PasnuyaloT HEKYMYIIATUBHYIO U KYMYNATUBHYKO nonumepuio. B
NepBOM cnyyae (PeHOTUMUYECKNE OTNNYNA OTMEYAaTCHA TOSbKO Y
FOMO3UrOTHbIX PELLECCUBOB MO ABYM reHam (pacluenneHve 15 : 1),
a BO BTOPOM criyyae y rmbpuaos BTOPOro NoKONeHnsa NpucyTCTBYIOT
rpagyansHble pasnuuma (1 : 4 : 6 : 4 : 1) nponopumMoHansHO Yucny
OOMMUHAHTHBIX annesnen noboro n3 AByx reHoB-y4aCTHUKOB. [€eHbl,
B3anMoZencTByowmMe no Tuny nonumepun, obbl4HO O6O3HayaroT
OAMHaKOoBbIMU ByKBaMu C pasHbIMU LNMPOBbIMU NMHOEKCaMN — Aq,
A2, A3

lTpumepsbi:

1. HekymynaTtueHas nonumepusa HabnogaeTtcs, Hanpumep, npu
HacnegoBaHWW nMpu3Haka opma nnoga y nacTylwben CYMKU
(Capsella bursa-pastoris). Npu ckpewmBaHnun poguTenbckux dopm
c TpeyronbHbiMu nnogamu (reHotun A1A1A2A2) U oBarbHbIMKU Mo-
aaMmn (reHoTun aiaiazaz) B MEepBOM MNOKOMEHUM rMbpuabl UMeET
TpeyronbHble NnoAbl, BO BTOPOM HabniogaeTca pacuwenneHne —
15 yacten pacteHur ¢ TpeyrosibHbiMK nNnogamu : 1 4actb pacTeHumn
C oBarnbHbIMM Nnogamu. nsa doopMmMpoBaHUA peLecCcMBHOro oeHo-
TMNa HeobxoAMMO MOSIHOE OTCYTCTBME [AOMWHAHTHbLIX annenewn
obounx reHoB — A1 1 A,.

P 9 A1A1A2A2 X (? diaqaoas

F1 TpeyronbHble nnogbl (No reHoTuny — AsasAqzay)

F, 15 TpeyronbHble Nnoabl (Bce reHoTunbl KpoMe aqaqaqzay) : 1
oBasibHble nnoabl (ajaazay).
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2. [lpn3HaKk «oKpacka KOXu» Yy YyernoBeka Hacnegyertcs no tuny
KyMynaTUBHOW nonumepun. Hanumume 4yeTbipex LOMUMHAHTHbLIX arn-
nenen (A1A1AAz) NpnBOaUT K POPMUPOBAHUIO YEPHOM OKPACKK KO-
Xn. B reHotMne TeMHbIX MynaToOB MNPUCYTCTBYKOT TpU MtOObIX
OOMMUHAHTHbBIX annens aton cepum (T. e. A;unu A, B ntobon Komou-
Haumn). na dopmMuMpoBaHNA OKPaACKM KOXW, CBOWMCTBEHHOW cpep-
HUM MynaTtam, [OOCTaTOMHO [ABYX [AOMWHAHTHbIX annenen, a
CBETNbIX MyraToB — ogHoro. HakoHel, 6enbin UBET KOXM Habntoaa-
eTCa Yy TOMO3UroTHbIX peueccMBoB MO [ABYM reHam — reHoTun
diaq1aoas.

lMpumep

Ha ogHoMm 13 ocTpoBoB y nobepexba ApuKM nupaTtbl NPOBO3-
rnacunun cesobogHyto pecnybnuky. Bce MyX4nHbl menu 6enyro ok-
pacKy KOXMW, a }XeHLNHbl — 0OCBOBOXAEHHbIE pabbl — YEPHY!IO:

P 9 A1A1A2A2 X (? adqaqasas

F1 cpegHne mynatbl (no reHoTuny — Asa Azay)

F2 1 YyepHble (A1A1A2A2) . 4 TeMHble (2 A1A1A282 + 2 A181A2A2) .
6 cpegHue (2 AjAjaza; + 2 asaiAA; + 2 AjasAzay) - 4 ceTnble
(2 a1a1A282 + 2 A1a18282) : 1 benble (81818282).

Bo BTOpOM nokoneHun Tonbko 1/8 NOTOMKOB MMeET (PeHOoTUN
OA4HOM 13 poauTenbcknx dopm n 3/8 — doeHoTun rmbpuaos NepBoro
nokoneHna. OcTtaBwueca 1/2 — obnagarenu HoBbIX (OEHOTUMNOB MO
NPU3HaKY «OKpacKa KOXu».

NHorga oauH reH umeeT BNusiHMe Ha ABa u bonee npusHaka.
Takoe siBneHWe HasblBaeTcs nnenoTponuen. Hanpumep, anbbu-
HWU3M Yy YefioBeKa 4acTo CBSA3aH C yXyALlUeHNeM crnyxa, pbhkas okpa-
Cka BoOfnoc — c 0Oonee CBETNbIM LBETOM KOXW W MOSBIIEHNEM
BECHYLLEK, CeprnoBUOHOKNETOYHass aHeMUSI — C YCTOMYMBOCTLIO K
mMansapun. OcobeHHO NMHTEPECHO peLecCuBHOE neTanbHoe (MpuBo-
asiuiee K CMepTu) OEeNCTBME HEKOTOPbIX OOMMHAHTHLIX MyTauun
(MpaMopHbIA OKpac y cobak nopoabl KON, YKOPOUEHHbIN XBOCT Y
KOLLEK NOpoAdbl MAHKC, CMOXEHHbIE YLUM Y KOWeK Nopoabl CKOTTULL
dong). B aTtom cnyyae npusHak nNposiBAsiETCS TOSMbKO Yy reteposu-
roT, @ MyTaHTHbIA annefib B rOMO3UFOTHOM COCTOSIHUM NPUBOAUT K
rmoenm.
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2.7. CyenneHHoe HacrsiedoeaHue

[1Ba Tuna HacrnegosaHUsA — cuenfeHHoe C NoSIoM JOMUHAHTHOE
N CLUENfEeHHOEe C NOSIOM peLieCcCUBHOE — OOBACHSOTCS fIoKanusaum-
en uccrnegyemblix reHoB B NorioBon X-xpomocome. VIHbiMn cnosamu,
non, paccMaTpuMBaeMblil Kak NPOCTOM MpPU3HaK, U Opyron usy4dae-
MbIA MPU3HaK HacnenytTca coBMmecTHo. CuenneHme ¢ nosiom — ya-
CTHbIM CIlydan CUEenneHHOro HacregoBaHus, CMbICIT KOTOPOro
3aKnyaeTCcsd B HapyLeHuM npuHumMna He3aBMCMMOIO Hacrenosa-
HUA OBYX K 6ornee npu3HakoB No NpUYNHE HaxoXaeHnsa obycnosnu-
BalOLLMNX NX TEHOB B OHOWN XPOMOCOME.

Ha Bonpoc o Tom, aABndeTca nv HacnegoBaHWe CUenieHHbIM C
NOsIOM, MOTYyT OTBETUTb PELIMNPOKHbIE CKpeLLuMBaHNA — Korga poau-
TenbCckne opMbl MEHAKT MecTamu. Hanpumep, BHayvane gomu-
HaHTHOW POAUTENBLCKON (POpPMON SBMSAKOTCA CaMKW, 3aTeM camupbl.
PasnuyHble pesynbTaTbl PEUUNPOKHbIX CKpeLunBaHUN cBuOeTeslb-
CTBYIOT O CLENSIEHNN MPU3HaKa C rnosnom.

lMpumep

Benasa okpacka rnas y Apo3odunbl MOXeET onpeaeniateCa My-
TaHTHbIM annenem w. 'eH w nokanmsoBaH B X-XPOMOCOME U MOXET
OblTb MpeacTaBneH annenem AMKOro Tuna W' (KpacHas okpacka
rnas) n MyTaHTHbIM annenem w. [oOMo- 1 reTepo3nroTHbIMMU MOTYT
OblTb TOMBKO CaMKW, a camubl Bcerga reMmMsauroTHbl Mo FIOKyCy W.
PesynbTaTbl pPeuMNpPOKHbIX CKPELUMBAHUMA NpeacTaBreHbl  Ha
puc. 11. B cnyyae ckpewmBaHua 6enornasbix cCaMOK C KpacHorna-
3blMM CamMuaMn B NepBOM MOKOJSIEHMN BCE CaMKM KpacHormnasble, a
BCe camubl — B6enornasble. ECnn ckpeCTUTb KpacHOornasblx Camok C
6enornasbiMmM camuamu, TO BCe NOTOMKM HeE3aBMCUMO OT rnona Oy-
AYT UMETb KpaCHYH OKpacky rnas.
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PQ%X 2

Henbie KpacHble
W, gL
Fi Q W ' —
KpacHbie Genvie
PeunnpoKHO :
“ox 'L
P Qi x O
KpacHble 6envle
w+ wt
F1 F ﬁ
W
KpacHble KpacHble

Puc. 11. PeumnpokHble CKpeLMBaHnS A5l yCTaHOBSEHNSI TUNa HacnegoBaHus
©enon okpacku rnas y Drosophila melanogaster

Ecnu gBa unn 6onee npusHakoB onpeaensaiTcs reHamu, foka-
NN30BaHHbIMW Ha OLHOW ayToCOMEe, TO FOBOPAT 0O ayTOCOMHOM
cuenneHnn (UnNn npocto cuenneHun). CuenneHne MoxeT ObITb
NOMHbIM, KOrga poauTenbckme KomMbuHauum annenen scerga nepe-
OarTcsa NOTOMKaM, YTO oObsCHSAEeTCs oTCcyTcTBMEM ObMeHa y4yacT-
KamMn XpOMOCOM (KPOCCUHroBepa) B panioHe Mexay mnccrnegyembiMu
reHamu. [Npeanonoxum, mexgy reHamm A v B — nonHoe cuennexne,
Toraa:

P Q¢ AABB X & aaBsB

F.AaBs.

[MBpuabl NepBOro NOKoNeHns obpasyroT cregyowmne rameThbl:

AB aB
AB AABB AaBB
aB AaBB aaBB

F,1 AABB : 2 AaBB: 1 aaBs.
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Ecnun Ha yyacTke mexay A u B npoucxogut KpoccuHroBep (pe-
KOMOUHaUMA), TO KpoOMe pOaUTENbCKUX COYETaHUW annenewn, Ha-
npumep AB 1 aB, 0OyagyT nosBnsTbCA U PEKOMOUHAHTHbLIE
coyeTaHus: AB n aB. NameTbl, Hecylwne pekoMbUHaHTHbIE coYeTa-
HUA annenen, HasblBalTCA KPOCCOBEPHbLIMWM rameTamun, a npouc-
lwegwure B pesynbTate UX CAnsHUMS ocobn — KpOCCOBEPHbLIMU
ocobsiMn. COOTHOLLEHUST KPOCCOBEPHbLIX U HEKPOCCOBEPHbLIX 0Ccoben
3aBMCUT OT PACCTOSAHUSA Ha XPOMOCOME MexXay U3yvYaemMbiMU reHa-
MU — YeM Janblue OHM Opyr OT gpyra, TEM 4Yaule crydaeTca Kpoc-
CUHIOBEpP Ha y4acTke Mexgy MecTaMu uxX nokanusaumm n Tem
bonble KpoccoBepHbIX ocoben. PekoMObMHALMOHHOE pacCTosAHUE
MexXay ABYyMS reHaMn — 3TO OTHOLUEHME Yucna KpOCCOBEPHbIX ra-
MEeT K obLieMy 4Yucny rameT, YMHOXEHHOe Ha cTo. EguHuuen pe-
KOMOMHALMOHHOIO paccTosiHuA saBnseTca 1 caHTumopraH (cM).
CneanyeTt OoTMETUTb, YTO B aHanNuM3npyroLwem ckpewmBaHnm Fa cooT-
HOLLUEHME KPOCCOBEPHLIX N HEKPOCCOBEPHbIX rameT OyaoeT paBHO
COOTHOLLEHMIO KPOCCOBEPHbIX U HEKPOCCOBEPHLIX ocoben. Ecnu
OofHa poauTenbckas oopmMa HeceT ABa AOMUHAHTHbLIX annens (AB),
a gpyras nBa peLecCUBHbIX (aB) — 3TO COCTOSHWE MPUTSKEHUS, a
ecnu pogutenbckue ¢OpMbl HECYT MO OAHOMY AOMWHAHTHOMY U
ogHoMY peleccuBHoMy annesnto (AB 1 aB) — 9To cocTosiHMe oTTan-
KMBaHUS.

lMpumep

Y pposocunbl YepHas oKpacka Tena onpenensietca annenem
b, a b" — annenb aukoro Tuna. MyTtauus pr B roMo3urote npuBoauT
K NYpnypHOM OKpacke rrnas, HopMasibHbli — KpacHbI — LBET rnas
onpeaensieTca annenem pr-. CkpelumMBaem YepHbIX MyX C nypryp-
HbiM1 rnasamu (bbprpr) M cepbiX MyX C KpacHbIMW rfiasamu
(b"b"pr'pr'). Obpallaem BHUMaHWE Ha TO, YTO annenn HaxoasaTcs B
COCTOSIHUM NpuTskeHnda. Bece rmbpuabl NnepBoro NoKoneHns retepo-
3UrOTHbI N UMEKT PeHOTUN BTOPOM poanTenbckon popmbl. B aHa-
NN3NPYIOLEM CKPELLMBAHUM MOyYaeM:

cepoe Tesno, KpacHble rnasa — 1000

cepoe Terno, nypnypHole rnasa — 64

YepHoe Teno, KpacHble rnasa — 62

YyepHoe Teno, NypnypHble rnasa — 831.
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CnegyeT OTMETUTb, YTO rOMO3UIOTHBLIX PELLECCUBOB BCErga He-
CKONbKO MeHblUEe, YeM OOMMHAHTHbIX TOMO3UIOT M3-3a HEKOTOPOro
CHWKEHMUS XKNU3HECMOCODOHOCTN.

HeTpyaoHO paccuntaTb pEKOMOUHALMOHHOE paccTosiHUE MexXay
reHamu b u pr:

(64 + 62) : (1000 +64 + 62 +831) x 100 = 6,4 cM.

Ncnonb3ysa 6osblioe Yncrno reHoB — MapKkepoB reHeTUYEeCKoro
aHanu3a — MOXHO MOCTPOUTb FEHETUYECKNE KapTbl XPOMOCOM C
yKa3aHMEM B3aMMHOI0O PacCroSfioXeHUs N PacCTOsTHUA Mexay map-
kepamun. Kaxxgast xpomocoma byaeT cooTBETCTBOBATb OAHOM rpynne
cuenneHunsa. Ecnn pacctosHMe mexay OBYyMSi Mapkepamu Oonblue
50 cM (4TO COOTBETCTBYET MPOLEHTY KPOCCUMHroBepa npu Hesasu-
CUMOM HacnegoBaHuKM), MapKepbl HacnegyrTcd, He NPOSABNAS cue-
nneHnsa apyr ¢ gpyrom. [loatomy Ans MOBbIWEHUA TOYHOCTU
reHeTUYEeCKNX KapT HeobXxoOMMO UCMONb3oBaTb Kak MOXHO OOnb-
lee 4ncrno mMapkepoB. Ha ToO4HOCTbL onpegeneHns reHeTUYecKnx
PacCTOSIHUMA BNUSIET U SBNEHNE FeHeTU4ECKON UHTepdepeHunmn —
nofaBfeHns KPOCCUHIroBepa Ha y4vacTkax, Haxoaswmxca Bonmam ot
yyacTka, rae yxxe npoMcxoguTt pekomonHaums.

KoHmponbHbie eonpocki u 3adaHusi

1. OnpegenuTe TuMbl HacnegoBaHWsl B POAOCIIOBHbLIX, NPMBEAEHHbIX Ha
puc. 12.
2. [Npwn ckpeLmBaHMM KOLLEK C pa3HOM OKpacKoW LepCTu BblNo nonyyeHo:

P camkn YyepHble X CaMLUbl pbKne P camku pbiXune X caMubl HEPHbIE
F, camkun yepenaxoBble F, camkn yepenaxoBble
CaMubl YepHble caMubl pbliXune
F, camkun yepenaxoBble N YepHbie F, camkn yepenaxoBble N pbiKne
CaMLUbl YepHble U pbiXKne CaMLUbl YepHble U pbiXXKne

Onpegenure reHoTUMNbI CKpeLumMBaeMbiX OPM U NTOKanmn3auuio reHoB.

3. Kakue rpynnbl KpoBM BO3MOXHbI Y pebeHka, ecrnv ero poguTtenn umerT
rpynnel KpoBu A n B 1 oba siBnsoTcs: a) reteposnrotamu, ©) oanH U3 poaute-
nen retepo3nroTeH.
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4. lNoTeMHeHne 3yb6oB onpegensieTcs ABYMS AOMWHAHTHLIMW FeHamMu,
OOWH U3 KOTOPbIX HAaxoOuTCcA B X-XpoMocome, a Apyrom — B aytocome. B ce-
Mbe, rae poauTenn MMenun TeMHble 3ybbl, poaunnCb AeBOYKa U MarbyuK C
HOpMarnbHbIM LBETOM 3y0OB. TeMHble 3ybbl MaTtepu onpeneneHbl reHoM, cue-
NNEHHbIM C X-XPOMOCOMOM, a TeMHble 3ybbl OTUA — ayTOCOMHbIM reHom. On-
pegenuTte reHoTUnNbl poanTenen n geTen.

5. 3aboneBaHune obHapyxmMBaeTcs y AeTen, poauTesiu KOTOpPbIX SABASNUCH
ABOKOPOAHbIMKN BpaTOM M CECTPON U He cTpadanu oT 3Toro 3aboneBaHusa. Kak
HacnegyeTcs 6onesHb?

6. M3BeCTHO, 4YTO reH remounun n reH ganbToHM3Ma — PEeLECCUBHBbIE,
NoKanu3oBaHHble B X-XpOMOCOME; paccTosiHue mexagy Hummn — 9,8 cM. 3gopo-
Bad [eByLIKa, MaTb KOTOPOW AarbTOHMK, @ OTel — reMoUiuK, BbIXOAUT 3a-
MY 3a 300pOBOr0 MYXYUHY, poguTenu KoToporo 3aopoBbl. Onpepenure,
KakoBa BEPOSATHOCTb MOSIBIEHNSA B 3TOWN CEMbE 340POBbIX AETEMN.

7. Pe3yc-nonoXuTenbHOCTb U 3MSIMATOUNTO3 ONpeaenstnTcs JOMUHAHT-
HbIMM ayTOCOMHbIMK reHamu. JIokyc pesyc-cpaktopa ([) v nokyc annunrouu-
To3a (E), BbI3biBawowero oBasnbHyt0 ¢OPMY 3pUTPOLMUTOB, HaXOAATCSH
CUensIeEHHO B OHOM ayTocoMe Ha paccTtosiHum 3 cM. MaTb reTepo3nroTHa no
oboum aHanuampyemblM npmusHakam. OTel pesyc-oTpuuatesieH n UMeeT Hop-
ManbHble apuTpounTbl. Onpegenurte MNPOLEHTHOE COOTHOLIEHWE BEPOSTHBIX
reHOTUNOB MU (PEHOTUMNOB AETEN B CEMbLE.

8. 'vnepTpuxo3 nepenaetcs Yyepes Y- XpOMOCOMY, a MONNOaKTUNNS — Kak
ayTOCOMHbIN nNpu3Hak. B cembe, rae oTel uMen runepTpmxos, a MaTb — NOSn-
AAaKTUNUIO, poaunacb HopMarbHasi B OTHOLEHUN 0B0uX Npu3HakoB Aoudb. Ka-
KOBa BEPOATHOCTb POXAEHUS CbiHA 6e3 06enx aHomanmn?

9. Y cynpyroB ¢ HOpMasbHbIM 3peEHNEM POAUSIOCH ABa CblHA U ABe Ao4e-
pu. Y nepBon JoYepu 3peHne HopmMmarbHOE; y Hee TpU CblHa, ABa U3 KOTOPbIX
AanbTOHMKW. Y BTOPOW OOYEPU M Y €e MATUM CbIHOBEW 3pEeHne HopMarbHOe.
[MepBbI CbIH OanNbTOHWK; Y HEro ABe LOYepU U ABa CblHA, N BCE BUASAT HOpP-
MaribHO. BTopown CblH 1 YeTBEPO ero CbIHOBEW TaKke UMEKT HopMasribHOe 3pe-
Hue. KakoBbl FeHOTUMbI BCEX POACTBEHHNKOB?

10. Ha puc. 13 npuBeaeHbl reHoTUNMYeckne gaHHble ocoben BTOporo no-
KONEeHNs ckpeLwmBaHus apo3odun. YcTtaHOBUTE reHOTUMNbI poanTenemn.
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Puc. 13. F'eHoTUNM4YeCcKMne gaHHble 0cobelrt BTOPOro NoKoMeHust CKpeLLBaHnsS
aposodoun (ans 3agayum 10 kK rn. 2)



Nnaea 3. OcHoBbI NONYNALUOHHOWN FreHeTUKMU

B reHeTuke 4denoseka ocoboe 3HayYeHMe MMeeT MNOonynsuMOH-
HbIN MEeTO[, KOTOPbIN NO3BOMSAET U3y4aTb reHbl U reHoTUMNbl 6e3 no-
CTaHOBKM CKpelwimBaHun. B ocHOBe 3TOro mMertoga NeXuT 3aKoH,
cpopmynmposaHHbin B 1908 r. aHrnunckum matemartukom . Xapam
N HeMeuKkuM Bpavyom B. BanHbeprom HesaBuCMMO Opyr OT Apyra, U
Ha3BaHHbLIN 3aKoHOM Xapaun-BanHbepra. Ycnosusi Anst BbINOSTHEHUS
3TOro 3akoHa cnegytowme:

e MNOMNynauna OOrMKHA UMETb HeorpaHUYeHHbI pasmep (bbiTb
A0CTaTOMHO MHOMOYUCIIEHHOM MO MEPKaM CTaTUCTUKN);

e reHOTUM MO M3y4YaeMblM reHam He OOSKEH BIUSATb Ha Bblbop
BGpayHoro napTHepa (CKkpelmBaHme OOSMKHO BbITb cBOBOAHBIM, T. €.
He accopTaTUBHbLIM);

e MUrpaumMsa He OOSMKHA CYLWECTBEHHO WU3MEHSATb reHOTMn Mo-
nynauuu;

e [10/KEH OTCYTCTBOBATL OTHOP MO annesnsm n3yvyaemblx reHoB.

B GonbwKnHCTBE NonynsauMn vYenoseka Ans 6onblUMHCTBA Npu-
3HaKoB 3aTW ycnosus cobntogatoTcda. WcknioyeHus, Korga 3akoH
Xapan-BanHbepra He MOXET BbIMNOSTHATLCS:

e OCTPOBHblE, OTAANEHHbIE N BbICOKOrOpHbIE NONYyNAUMW, raoe
n3-3a HebONbLLOro Ymcra ocoben criydamHble doakTopbl MOryT Mo-
BNMUATb Ha YacTOTbl anneneu;

e n3bupaTenbHOCTb (aCCOPTaTUBHOCTL) CBA3EN, NPUBOAALLNX K
poxaeHuto geten. Hanpumep, B CLUA 6pakm Genbix My>X4UnH c be-
NbIMU XEHWMHAMU N YEPHBIX MYXYMH C YEPHbIMU >KEHLLMHAMM
BCTPEYaOTCS HAMHOrO Yalle, YeM CMeLLaHHbIE;

e VMMUrpaums 60MbLIOro Yncna HocuTenen peagkux B nonynsa-
LM FTEHOTUNOB;

e reHbl, annenn KOTOopbIX MO-pasHOMY BIIUAIOT Ha XW3HecCno-
COBHOCTb U PENPOAYKTUBHYIO OYHKLUMIO.

Ecnun yactota B nonynsumn OOMWHAHTHOro ansnena A coctaBs-
ngeT p, To YactoTa peueccuBHoro annensa a éygetr q = 1 — p. Co-
rMacHoO nepBOMY TMOSIOXKEHUIO 3akoHa Xapgu-BamHbepra aTu
3HayeHnss ByayT HEM3MEHHbI U3 NMOKOMEHUS B MOKoneHue (npu yc-
NOBUKN BbINOMHEHUS TpeboBaHUM, U3MOXEHHbIX BbiE) — 3TO CO-
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CTOSIHME reHeTudeckoro pasHoBecuss B nonynauun. CooTHoweHue
paBHOBECHbIX 4YaCTOT reHoTMNoB ByaeT onpenensaTbCs BO3BeOEHU-
€M COOTHOLLUEHNA YacToT ansienen B KBagpart — 9TO BTOpPOE Moro-
XeHne 3akoHa. /1 cornacHo TpeTbeMy MNOMOXEHU 3akoHa Xapawu-
BanHbepra paBHOBecHe 4acTOT FEHOTUMNOB LOCTUraeTcsl 3a OAHO
MNOKOSIeHNe N ocTaeTcsl HemsMeHHbIM. MaTtemaTuyeckm OH MOXeT
ObITb 3anucaH cneayrowmm obpasom:

(p+aq)*=p°+2pq+q”, rae

p —4acTtoTa JOMUHAHTHOro annensa A;

g — YacToTa peLecCcuBHOro annens a;

p° — yacToTa reHoTuna AA (JOMVHAHTHbIE FOMO3UIOTbI);

2pq — vacTtoTa reHoTuna Aa (reteposuroThbl);

q° — yacToTa reHoTMna aa (roMO3UroTHbLIX PELLIECCHBOB).

lMpumep

OpHa n3 dopm anbbunHmama (OTCYTCTBUE NMUTMEHTALUN KOXM,
pagy>XHoM 1 NMrMeHTHoW obonoYyek rrnasa) y yenoseka obycnosrne-
Ha pedknm peueccuBHbIM annenem a (Mytauus B reHe TUPO3UHa-
3bl). B HekoToOpon nonyndauumn yactota anbbuHocoB pasHa 0,0001.
Torpa,

g — YacTtoTa peLeccuBHoro annens a —,/0,0001 = 0,01;

p —4actoTa goMuHaHTHoro annena A -1 -0,01 = 0,99;

p® — yacToTa reHoTuna AA (QOMUHAHTHbIE FOMO3MroThl) — 0,99% =
0,98;

2pq — YacToTa reHoTuna Aa (reteposurotbl) — 2 x 0,99 x 0,01 =
0,02.

3 npumepa BMAHO, YTO reTepo3vroT Mo reHy anbbuHuama B
nonynsumn B 200 pa3s 6ornbLue, 4Yem anbOMHOCOB.

B cny4vyae MHOXeCTBEHHOIo arnesindMma MUCrosib3yrT aHallorny-
Hbl€ paC4eThl.

lMpumep

B nonynauuu nHgycos | rpynna KpoBu BCTpPeYaeTCHd C YacToToOM
0,314, 11 - 0,189, Il - 0,410, IV — 0,087.

MycTb yactota annens I° —r, annens I* — p, annens I° —q.
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Torga Hocuteneit reHotuna 1° 1° (I rpynna) 6yaet r°. Takum 06-

pa3om,
r’ =0,314;
r=.0,314= 0,560.

O6was yactota amnenen *n1° (p+q)=1-r=1-0,560 =
0,440

CyMmmapHas yacTtota rpynn kposu | u |l paBHa (q + r)°. Takum
obpasom,

(Q+r)*=0,314 + 0,410 = 0,724

(g +r)=.0,724= 0,851

q = 0,851 -0,560 = 0,291

p=1-gq-r=1-0,291-0,560 = 0,149

NTak, 4acToTbl annenen rpynn kposu cuctemsl ABO B nonyns-
uumn naaycos cneaytowme: 1°— 0,560, 1* — 0,149, 1° — 0,291.

B 6onbwnHcTBE nonynaumin HabniogaeTca gpend reHoB — ns-
MEHeHMe 4acToT annenen nog BIIMAHMEM ClyYanHbIX )aKkTOpOB.
A deKkT BYTbINOYHOro ropsibillka — cnyydyamHon rmbenn Hocutenemn
TOr0 WNM WMHOrO reHoTUna Npu CyLLECTBEHHOM CHWXKEHUWN pasmMepa
nonynaumMm — aBnsieTca Hambonee YacTon NpUYMHON gpenda reHos.
B Hebonblwunx nonynsaumsix MOXXHO BCTPETUTb 3PEKT OCHOBATESS
— Korga ogHa ocobb (NoYTn Bcerga MyXuuHa, Hanpumep, YnHrms-
XaH) ocTaBnseT OrpOMHOE YMCNO NOTOMKOB, BCReACTBUE YEro us-
MEHSAETCS COOTHOLLEHMNE YacTOT annenemn n reHoTUrnos.

Ncxonsa s 3akoHa Xapau-BanHbepra HeTpyaHO yoeanTbes, 4To
OoTOOp NPOTUB FOMO3UIOTHLIX PELECCUMBOB HEIMMEKTUBEH: ANUMU-
Haums (ycTpaHeHue) g° HocuTenel reHoTuna aa He BRUsIeT Cylle-
CTBEHHO Ha 4acToTbl annenen. bonbWKWHCTBO HOcUTENeNn
peLeccmMBHOro annensa saBnsTCa reteposnrotamu. B aTom npuynHa
FreHeTMYEeCKOro rpysa B nonynauusx 4erioBeka — 3HAYUTENbHOro
ynucna reTepo3nroTHbIX HOCUTENen reTasnbHbiX (NPUBOAAWNX K
CMepTN) annenen n annenen, CBA3aHHbIX CO CHUXEHUEM XU3He-
CNOCOBHOCTN U penpoayKTUBHOM PYHKUUKN. [TOHATUE reHeTUYEeCKoro
rpysa siBndeTcs oyHOamMeHTanbHbIM B MOMNYNAUMOHHON FEeHeTuKe,
ero Been . Mennep B 1950 r. B cBOen KHUre «Haw rpys mytauyuim».
[ns pacyeTa nopsiaKoBOro Homepa nokosieHuns (t), B KOTOpPOM Ha-
YyanbHasi YacToTa peueccuMBHOro annensa (qp) NPUMMET oXugaemoe
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3HayeHne q; Npn oTbope NPOTUB FOMO3UIOTHLIX PELECCUMBOB, UC-
nonb3yT popmyIny

_1_1
qt qo
lTpumep

YacTtoTa peueccuBHoro netaneHoro annenda 0,01. Tpebyetca
YCTaHOBUTb, CKONIbKO NOTpebyeTcsa NoKoNeHnn Ansi ee yMeHbLLEeHNS
B 10 pa3 npu ycnosuun oTCyTCTBUSA HOBbIX MyTaLMn?

Jo = 0,01

gt = 0,001
t= b1 =1000-100=900
0,001 0,01 '

NTak, ons yMeHbLUeHWA 4acTOTbl PELECCUBHOrO fieTanbHOro
annena ¢ 0,01 go 0,001 notpebyeTtca uenbix 900 NOKONEHUNA.

KoHmponbHbie eonpochkl u 3adaHusi

1. Paccuutante yactoTbl annenen rpynn Kposu cuctemsl ABO B nonyns-
LUuKn aHrnuyaH, rge | rpynna kpoeu BcTpevaetcs ¢ yactoton 0,462, Il — 0,436,
I1-0,074, IV — 0,028.

2. VlameHsieTca N reHeTUYeCcKun rpy3 B Nonynsumnax 4YenoBeka coO Bpe-
meHeM? Ecnun ga, To 6narogapsa 4eNCTBUIO Kaknx hbaktopoB?

3. Ha ogHoM ocTpoBe Aukapu NpUHOCUIN B XXepTBY Bcex anbbuHocoB A0
AOCTWXEHUST UMK MNOIoBO3penoro Bo3pacrta. M3HadanbHas 4YactoTta BCTpe-
YaeMocCTu HocutTenen atoro peHotuna Geina 0,0001. Hackonbko oHa N3MeHuU-
nacb Yyepes 180 nokoneHnn?
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Naea 4. bnnsHeuoBbIN MeTOA

B npegbioylumx rnaeax pedb Lna 0 HacrnegoBaHUM OUCKPETHBIX
(Ka4eCTBEHHbIX) NpM3HaKoB. BoMbWNMHCTBO MOPGOOrnMyecknx (pocrT,
TenocrnoxeHune, gopma OTAeNbHbIX YacTen Tena), PU3nonormM4ecKknx
(MHTEHCMBHOCTL OOMEHa BELLECTB, CKOPOCTb POCTa) U MCUXOsiornye-
CKMUX (TEMMNEepaMEHT) MPU3HAKOB SIBMSIIOTCA KOMUYECTBEHHbLIMU, WX
MOXHO BblpaXaTb YMNCIOBbIMU 3HAYEHUSMU U CPaBHMBATbL MEXOY CO-
6on. OgHMM M3 NOAXOLAOB FEHETMYECKOro aHanm3a KONMYeCTBEHHbIX
MNPU3HAKOB Y YenoBeka saBnseTcs 6rmM3HeLoBbIN MeTOL.

Cnepyet pasnuyaTb ABa NpUMHUMNUanbHbIX Tuna 6nmMsHeuoB —
pasHosMLOBbIE (OW3UIOTHbIE), KOTOPbIE BO3HMKAKOT MNpW OMNNoAo-
TBOPEHUN OBYX Pa3sHbIX SNLEKNETOK ABYMS pas3finyHbIMKU cnepmMaTto-
3omgamMun, U ogHosNLOBbIE (MOHO3UIOTHBIX), KOTOPLIE MOSABMAAIOTCA B
pesynbTaTe ApobrieHnsa yxe onnogoTBOPEHHOW ANLEKNETKN (3Uro-
Tbl). OU3NroTHblE ONU3HELbl HUYEM HE OTNMYaKTCA OT OObIYHbIX
cnbcoB. MOHO3UIOTHbIE BNU3HELbI ABMAAIOTCA KNOHAMN — reHeTu4Ye-
CKN MOEHTUYHBbIMW OpraHn3Mamu.

N3BeCTHbl cryyau, Korga AU3UroTHble Onmn3Heubl MMenu pas-
HbIX OTLOB. B aTOM cny4ae, C TOYKM 3peEHNS rEHETUKN, OHU ABIISIHOT-
ca nonycubcamun. PoxageHne ogoHOMOSbIX AU3UIOTHLIX ONM3HeuoB
CNny4yaeTcsl HEeCKOSNbKO 4alle, YeM pasHornosiblX, HO 3TO CBS3aHO
CKOpee BCero ¢ pasHom NOABMXKHOCTLIO CNepPMaTo30Ma0B, HECYLLMX
X- 1 Y-xpoMmocombl. PasHosinuoBble 6nM3HeELblI NOSBASAOTCS B pe-
3ynbTaTe OOHOBPEMEHHOIO CO3peBaHUs ABYX U bBoree sanuekne-
TOK—  MONMOBYNALMN, KoTopass  0bBblMHA  ONd  MHOIUX
MIEKONUTAaIOLLNX, HO Y YenoBeka NponcxoamnT ¢ He6ONbLIOW YacTo-
ToN. CKNOHHOCTb K MOMMOBYNAUMMN HacnegyeTcs (eCnu y XeHLWNHBbI
yxe 6binn 6nuaHeubl, TO YacToTa UX POXOEHUA BO BTOPOM pas B
YyeTblpe pasa Bbllle, YEM B CpeHEM B MOnynsiunn).

MOHO3MroTHble BNN3HELbI MHOrAa pasaeneHbl He NOMHOCTLIO, Y
HUX MOryT ObITb Aaxke obwune opraHbl. B Takmx cnydasax npomssogaT
XUpyprudeckoe pasgeneHme, 3a4acTtyro ConpsikeHHoe C PUCKOM NS
YXN3HU 060omx Ornn3HeLoB..

CpeaHaa vyactoTa poXaeHUs MOHO3UIOTHbBIX BM3HELIOB — OKO-
no 40 Ha 10000 n mano BapbupyeT B pasHbIX MONynaumsax 4Yenose-
Ka. Ou3nrotHble Gnmn3Heubl Yalwle poXaawTcsa y npeactaBuTenen
HerpouaHoun packl (okorno 100 Ha 10000), y eBponeongoB — OKOSI0
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80 Ha 10000, y moHronoungoB — okono 20 Ha 10000. 3ToT dhakT
MOXHO OOBACHUTL HacneCTBEHHbIM XapaKTepOM CKMOHHOCTU K
NOSIMOBYNSLMN U HEFEHETUYECKUMU NMpUYnHaMn gpobrieHnsa onso-
OOTBOPEHHOWN SNLEKNETKN.

BrnnaHue Ha npu3Hak HacnegCcTBEHHOCTU U (pakToOpoB cpeabl
MOXXHO OnpeaennTb UCXoasa M3 CTeneHu cxoacTBa (KOHKOpAAHTHO-
CTW) OU3UFOTHLIX (MMEKLWNX pPasHbIi FEHOTUM, HO BbIPOCLUUX B
B6N3KNX YCNoBUAX) U MOHO3UTOTHbLIX (MMEKLNX OAUH TEHOTUM U
BbIpOCLLMX B OnNu3kux ycnosusx) 6nmsHeuoB. Ocoboe 3HadeHue
NMEET N3ydeHne pasryyeHHbIX B MageH4YeCckoM BOo3pacTe MOHO3U-
FOTHbIX 6rn3HeloB (puc. 1), Tak Kak OHW BbLIPOCIIN B pa3HbIX YCI10-
BUAX, HO SBMSOTCSA rEHETUYECKM WOEHTUYHbIMKU OpraHn3Mamu.
CyLLecTBEHHbIM OrpaHUYEeHMEM MeToda SIBMSAETCS TO, YTO OH Mo-
3BOMHET YCTAHOBUTb TOMbLKO (PaKT HacrnegoBaHUa U3ydaemoro npu-
3Haka, HO He JaeT BO3MOXHOCTU OTBETUTb Ha BOMPOCbI O TuMe
HacnegoBaHWUs, KONMMYECTBE YYaCTBYHOLLUMX FEHOB N UX BO3MOXHOM
B3aMMOOENCTBUMN.

Puc. 14. Pasny4eHHble B paHHEM Bo3pacTe bnuaHeLbl,
BbIPOCLUNE B pPa3HbIX COLManbHbIX YCNOBUAX

KoHmponbHbie eonpocki u 3adaHusi

1. Y oTua BTOpagd rpynna KpoBu, y matepu — nepsas. Pogunuce 6nmsHe-
LUbl — ManbyuK C NepBoOn rpynnov KpoBm 1 geBo4vka — c YeTBepTon. MoxeT nn
dopmarnbHbI oTel cumnTaTbest GBUONOrMYECKNUM OTLOM 3TUX AETEN?
2. 3aBUCUT NN BEPOSATHOCTb poXaeHUs1 65IM3HEL0B Y CYNpY>XeCKon napbl
OT Hanuunsa unn oTcyTCcTBUA 6IN3HEL0B Cpean KPOBHbBIX POACTBEHHUKOB XKEHbI
n myxa?
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naea 5. LUntoreHeTnka yernoBeka

LinToreHeTnka — Hayka O CBSA3M BHYTPUKIETOYHbIX CTPYKTYpP U
HacneacTBeHHOCTU. OHa HaxoauTCA Ha CTbIKe reHEeTUKN (Haykm O Ha-
CNeacTBEHHOCTM U U3MEHYMBOCTN) U LUTOSNOMMU (HayKK O KNeTke).

5.1. BHympuknemo4Hble Hocumesiu Hacsie0cmeeHHoU
UHghopMayuu y Yesioeeka — SOPO U MUMOXOHApUU

Anpo (nat. nucleus) — opraHenna 9yKapuOTUYECKOM KMEeTKM,
cogepxaiasa monekynol OHK, KoTopble HecyT reHeTu4eckyl WH-
dopmauuto. B agpe nponcxogaTt BaxHeNLne ans XnU3Hu npoLecchl:
pennukauna — yasoeHne mosnekyn OHK, a Takke TpaHcKkpunuuna —
cnHted monekyn PHK Ha monekyne [HK. 3geck e cMHTe3npoBaH-
Hble Mornekynbl PHK nogeepratotca psgy mogandukauum n TOSbKo
nocne aToro BbIXOAAT B uuTonnasmy. B ocobbix CTpyKTypax BHYTpU
aapa — aapblKkax — nponcxoanTt obpasoBaHue cyobeamHuL, pubocom.

Appo otaeneHo oT umMtonnasmMbel aepHon obonodkon, obpaso-
BaHHOM 3a CYET pacLUMPEHUA U CRUSIHUA OpYyr ¢ OPYroM LMCTEepH
aHOonNnasmaTU4Yeckon ceTn Takmm obpasom, UTo y gapa obpasosa-
NNCb OBOWMHbIE CTEHKW 3a CYET OKPYXaloLWMX €ero y3kux Komnap-
TMeHTOB. [lonocTb aaepHon 060M0YKN Ha3bIBAETCS JIIOMEHOM UM
NepuHyKneapHbiM NPOCTPaAHCTBOM. BHYTpeHHsIsi noBepXHOCTb 000-
NOYKKN sapa NOACTMNAETCS S4EPHON NAaMUHON — XKECTKON BenkoBoun
CTPYKTYypoWn, obpasoBaHHOW GerikamMn-nammHamu, K KOTOpPOW Mpwu-
KpenneHbl HUTKU XpomocomHou [AHK. JlamuHbl npukpennaiTcs K
BHYTPEHHEN MeMbpaHe sigepHOM 060M0YKM NPU MOMOLLM 3asiIKOPEH-
HbIX B HEW TpaHCMeMOpaHHbIX B6enkoB — peLenTopoB naMmnHos. B
MeCTax CIUAHNA BHYTPEHHEN N BHELLHEN mMeMbpaH sgepHon obo-
noYkn obpasyoTcs Tak HasblBaeMble S4epHble Nopbl, Yepes KOTo-
pble npoucxoaut obMeH BeLwlecTB MeXay SAPOM U LMTOMNSIasMomn.
[Mopa He aBnseTca Ablpkon B ape. ATO CroXHasi CTPyKTypa, opra-
HW30BaHHAsA HECKOSMbKUMU AecsaATkaMn 0cobbix 6erikoB — HyKeorno-
puHoB. C  MOMOLLbID  3MEKTPOHHOM  MUKpocKonuu  Bblno
YCTaHOBNEHO, YTO gaepHas nopa npeacrasnseT cobon CTPYKTypy,
COCTOSILLYHO M3 BOCbMU CBSA3aHHbIX ApYr ¢ ApYyroM 6enKoBbIX rpaHyn
C BHELLHEN, 1 BOCbMU — C BHYTPEHHEN CTOPOHbI 9A4ePHON 0BOMNOYKN.
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AOpbIWKO — CTPYKTypa, Haxogswasica BHYTPU sapa, He
nmerwiaa cobCcTtBeHHON MeMOpaHHOW OOOSIOYKMN, OOHAKO XOPOLUO
pasnuynMasi Kak rnog CBETOBbIM, TaK U NOL 3NEKTPOHHbIM MUKPO-
ckonoM. OcHoBHast oyHKUMA agpbilika — cuHTe3 pubocom. B xpo-
MOCOMaxX MMEKTCS TaK Ha3blBaeMble SAPbILLKOBbIE OpraHM3aTopbl —
cneuuanbHble ydacTku, cogepXxawme reHbl pubocomHon PHK
(pPHK), BOKpyr KoTopbIX 1 opMUpYHOTCA aapbiwkn. B agpbiwke
nonumepasa | cnHtesnpyetr pPHK. locne cospeBaHna aton PHK
npoucxoaunT cbopka pMboCOMHLIX cybyacTuy. B aapbiwke nokanu-
3ytoTca 6enku, npMHMMatlowme yyactne B aTux npoueccax. [nsa He-
KOTOpbIX M3 3TUX OenkoB XapakTepHo Hanuune ocobowu
aMWHOKUCITIOTHOM NOCreaoBaTenibHOCTU — CUrHana sapbILLKOBOM
nokanusauun. Cnegyet oTMETUTb, UYTO B AOPbLILIKE foKanuMsyeTcd
okono 600 BMAoB pa3nuyHbIX 6enkoB. 3TO camasi BbiCOKast KOHLEH-
Tpauus 6Genka B kneTtke. Cuutaetcs, 4YTO AN OCYLLECTBIIEHUSA
QYHKUMM agpbilika HeobxoguMma nuuwb Hebornbllas 4YacTb 9TUX
6enkoB, a ocTanbHble NoONadaloT Tyada Hecrneundnyeckn.

[MpuMeHeHne MeToa0B 3NIEKTPOHHOW MWUKPOCKOMUW MO3BOSUIMO
BblAENMUTb B SAPbLILKE HECKOSIbKO CYOKOMMapTMEHTOB: TaK Has3sbl-
BaeMble (hnbpunnspHble LEHTPLI, OKPYXXEHHbIE y4acTKaMun NOTHO-
ro mMbpunnapHOro KOMMOHEHTa, rae n nponcxogut cuHtes pPHK, 1
rpaHynspHble KOMMOHEHTLI, KOTOpPbIE pacronaratTCa CHapyXu OT
NNOTHOrO OUOPUNNAPHOrOo KOMMOHEHTA M NpeacTaBnsalT cobou
CKOMneHne co3peBatoLLnx puboCoOMHbIX cybyacTuL.

[Mpn geneHuun knetok otaenbHble monekynbel AHK nogsepratoT-
CHA KOMMaKTMU3aLUuKn, CTaHOBATCA pasfiniyMMbl XPOMOCOMbI — HYKIEeo-
NPOTEMHOBbIE KOMMIIEKCbI, COCTOsILME W3 OBYX XpomaTtug,
COEMHEHHbIX LEHTPOMEPON — NEPBUYHON NepeTskkon (puc. 15).
[MockonbKy XpomaTuabl ABAAKOTCA pesynbTatoM pennukaumn (ya-
BoeHus1) ogHon monekynbl AHK, nx HasbiBaloT cecTpuHcKkuMn. Kax-
aas xpomatuaa pasgefieHa LEeHTPOMEPOW Ha ABe 4YacTu — Mieuun.
OB6bI4YHO NfevYn XPoOMOCOM He paBHbl NO AfNHE, BblOENsoT KOPOT-
Koe (06o3HavyaeTcsa naTtuHcKonM OyKBOWM p) M AfMHHOE nrieyo (06o-
3Ha4vaeTcs byksown q). OTHOLWEHWE ANUHBLI KOPOTKOro nneya K grnHe
BCEN XPOMOCOMbI, Ha3blBalOT LEHTPOMEPHbIM NHAeKcoM. Pasnnya-
0T MeTaueHTpU4eckme XpoMoCoMbl (LEHTPOMEpPHbIN uHaekc 0,35—
0,50), cybmetaueHTpuyeckne (0,25-0,35) n akpoueHTpudeckme

(< 0,25). KoHueBble paloHbl XPOMOCOM Ha3blBalOTCA TENOMEpbI.
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Tenomepa

KOpOTKO®e
nneyvo (p)

LieHTpoMepa
XpomaTtunga

ANvHHOe
nneyo (q)

Tenomepa

Puc. 15. Cxematundeckoe nsobpaxeHme XxpoMoCOMbI

MwuToxoHOpUKN — opraHensibl, UMetoLrecs B LuuTonnasme MHo-
MX 9yKapuoTUYEeCKUX KneToK. IMEHHO B MUTOXOHAPUSX MPOUCXO-
anT cuHTes AT® — OCHOBHOIMO MCTOYHMKA XMMWUYECKOW SHEeprum
KNneTkn. ApPEKTUBHOCTb paboTbl MMTOXOHAPUN OYeHb BbiCOKa. Ha
doTorpauax MUTOXOHOPUA BUOHO 0OUNIME BHYTPEHHMX MembpaH
(puc. 16). KonnyectBo 1 doopmMa MUTOXOHOPUA CUIBHO pasfnuyatoT-
CA B pasHblX TKaAHAX M 3aBUCAT OT MHTEHCUBHOCTM oOMeHa Be-
wecrts. Hanpumep, B OOHOW KNeTKe MNEeYeHU MeKonuTarwmx
MoxeT ObITb 1000—-1500 MuUTOXOHAPUN.
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Puc. 16. OnekTpoHHas MuKpodgoTorpadusa cpesa MUTOXOHOPUN

O6ono4yka MUTOXOHAPUN COCTOUT N3 ABYX MEMOpaH, Mexay Ko-
TOPbIMNU UMEETCA MEXMeMbpaHHOE NMPOoCTpaHCTBO. [1pocTpaHCcTBO,
OTrpaHNYEHHOE BHYTPEHHEN MeMOpaHOW, Ha3blBaeTCA MaTPUKCOM.
B martpukce pacnonaratorca mutoxoHapuansHble OHK, PHK n pu-
B6ocombl, cogepxatca (pepMeHTbl, ydacTBylowme B Umkne Kpebcea,
NpOTEKAT peakunn OKUCNEHUS XUPHBIX KUCNOT. BHYTPEHHAS MeM-
B6paHa obpasyeT MHOroYUCreHHble rpebHeBNAHbIE CKNaaKN — Kpu-
CTbl, CyLLLECTBEHHO yBenuinBatoLme nrowanb ee noepxHocTn. Ha
oOpalleHHON K MaTpUKCy CTOPOHE BHYTPEeHHEW MeMbpaHbl MUTO-
XOHOPUIW NokanuaykTca ocobble Mosnekynbl AT®-cMHTasbl, COCTOS-
LLINE M3 FOSTIOBKK, HOXKK 1 OCHOBaHUA. [py npoxoxaeHnn 4yepes HUX
NPOTOHOB npoucxoanTt cuHtes AT®. B ocHoBaHMM 4acTuu, 3anorsi-
HAA cobon BCHO TOnLWy MembpaHbl, pacnonaratoTcsi KOMMOHEHTbI
abixatenoHon uenu. HapyxHaa memOpaHa MWUTOXOHOAPUA UMeeT
ManeHbKne oTBepcTud, obpasoBaHHble creunanbHbiMK Benkamu,
yepe3 KOTopble MOryT MPOHMKaTb Hebonblne MOMeEKyrnbl U MOHbI.
BHYTpeHHAs mMembpaHa Takux OTBEPCTUMM He umeeT. B mecTtax co-
NPUKOCHOBEHUS HAPYXHOW W BHYTPEHHEN MeMOpaH HaxoauTcs
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cneumanbHbln 6enok-peLentop, CNocobCTBYHOWMIA TPAHCNOPTY MU-
TOXoHApWanbHbIX 6enKoB, 3aKOANPOBaHHbLIX B 4pe, B MaTPUKC MU-
TOXOHAPUMN.

MuToXxoHApMarnbHbIM TEHOM YerioBeka NpeacTaBlieH KOSbLEBOW
monekynon OHK anuHon 16569 n.H. (Nnap HykneoTMaoB), KOTopas
cogepxut 37 reHoB (13 13 HUX KoampyoT 6enku, dyHKUMOHANbHO
CBsi3aHHblE C dHepreTnyecknm obmeHoMm, 22 — TpaHcnopTHble PHK
n 2 — pubocomaneHyto PHK). OHK mutoxoHapun Hacnegyetcs uc-
KITIOYNTENBHO MO MaTepPUHCKOW nuHun. B mutoxoHapuansHon OHK
HabntogaeTcsl BbicoKasi yactota mytaumin. MyTtaumm MUTOXOHOPWU-
anbHon [HK aBnawTcs npuYnHOM Lenoro psga HacneacTBEHHbIX
3aboneBaHuin YenoBeka, 0ObI4YHO CBA3AHHbLIX C TSHXKENbIMU HapyLue-
HUAMK OOMEHa BELLIECTB.

5.2. Mumos, melio3 u ocobeHHOcCMu co3pesaHusi NMos108bIX
K/ilemok 4yesiogeka

[ns 6onblIMHCTBA HOPMAarbHbIX KNETOK YerloBeKa XapaKTepHO
aeneHne nyteMm Mmtosa — YNopsgoYeHHOro pacxoxgeHusa Xpoma-
TMA K nomntocam KneTku npu NoMoLLM BepeTeHa AerneHnsa ¢ nocre-
OyWwuM  PopMUPOBAHNEM TFEHETUYECKN WOEHTUYHBIX OOYEepHUX
KNeToK. KNneToYHbIN LUMKIT COCTOUT 13 nHTepdasbl — nepuoga Mexay
OBYMSI KNETOYHbIMU AerneHnsMn — u mutosa (puc. 17). Mutepdasa
BKNtovaeT dasy Gy — CUHTe3 Benka, nNpealecTBYOWNA YOBOEHUIO
OHK, dasy S — pennukaumsa (yasoeHne) OHK n dasy G, — noctpen-
NMKaUMOHHBbIN cuHTE3 Benka. Horga kneTtkm nepexogdar B oasy Gy —
nponngepaTMBHOrO MOKOS, KOrda OKOHYaTenbHO cneuvanuampo-
BaHHbIE KNEeTKW nepecTarT genutbcsa. Ha ctagum S yacto npowuc-
XOOAT CeCTpUHCKMe xpomatmgHble obmeHbl (CXO, puc. 18),
YacToTa KOTOPbIX 3aBUCUT OT BHELUHUX BUSHUK Ha KneTky. Cneuun-
anbHble MeToAbl OKpaluMBaHUA No3BosslT BbigBNATL CXO. lNoBbI-
lWweHHasa Yactota CXO cnyXuT MHANKaATOPOM BpeaHbIX BIIUSIHUA Ha
KNeTKW.

MwuTo3 BKItOYAET cregyowme cTagun:

| — npogpaza. KoHoeHcauma xpomMaTtuHa MNpuBOAUT TOMY, 4TO
XPOMOCOMbI CTAHOBATCS BUAUMBIMW, CECTPUHCKME XpoMaTuabl Tec-
HO npunexaTr Opyr Ko apyry. AOpbilKko ucvesaeT, Kapuornemma
(obonoyka sigpa) pacTBopseTcd, popMnpyeTcs BepeTEHO AeNeHNs;
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Il — memagbaza. XpomMocoOMbl pacrnonaratTca B dKBaTopuasb-
HOW MNNOCKOCTK KNneTkn. K ueHTpomepamM npuKpenneHbl HUTKU axpo-
MaTWUHOBOro BepeTeHa, ApYrne KOHUbl KOTOPbIX 3aKpeneHbl B
LEeHTPUOSSX Ha nontocax KNeTku. XpomaTmabl HAYMHAKT oTAeNATb-
CA ogHa OT OpYyrol, ocTaBasiCb COEOMHEHHbLIMU TOSIbKO B LIEHTPO-
Mepax. LleHTpomepbl pasbeguHSTCH, U CECTPUHCKME XpoMaTuibl
HaYMHaT pacxoXgeHue K rnosrcam KIeTku;

Il — aHaghaza. CecTpuHCKME XpoMaTuabl pacxoaaTcsl K Nosnto-
caM KNneTKu;

IV — menoga3za. lNpoucxoant AOekOHOEHcaunsi XpomaTuHa,
dopMUpYyHOTCA QoYepHUE sapa, BEPETEHO AeNeHna Oe3NHTerpupy-
eTc4, NoSABSAETCA NepeTsikka Mexay 4oYePHUMU KrneTKamMu.

meTadaza

aHadasa npodasa

A G2

3 Tenodasa

GO

Puc. 17. CTagum KNeTo4Horo uukna

XpoMocOoMbI nyylle BCero BUAHbI Ha cTtagun MeTtadasbl, Mo-
3TOMY OCHOBHbIM METOAOM LIUTOreHEeTUKU SIBMSeTCs MeTadasHbI
aHanu3. [na Toro 4ytobbl HAaKOMWUTb JOCTATOYHOE KONUYECTBO Kre-
TOK Ha cTaguu meTadasbl, UCNOMb3YHT KONXULUWH — BELLLECTBO, KO-
TOpoe pacTBOpsSieT TPYyOO4YkKM  axpoMaTMHOBOIO  BEpPETEHa,
NPenaTCTBYs arperaumMmM Monekyn TyOynuHa, U3 KOTOPOro COCTOSIT

MUKPOTPYOOUKN.
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CecTpHHCKHE
XpOMaTHIHELE
obMeHB

Puc. 18. CecTpuHCcKkue xpomatngHbole OOMeHbI:
A. ®nyopecLeHTHbI BapuaHT
b. HedonyopecueHTHbIn BapuaHT (dpoTo E.I. HepoHoBow)

* URL: http://www.crios.be/genotoxicitytests/sister_chromatid_exchange_test.htm.
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C TO4KM 3peHuns nepegavn HacnencTBeHHOW MHdopmauum Bce
KNeTKU MOXHO noapasfenuTb Ha ABa Tvna — reHepaTtuBHble (Nosio-
Bble), T. €. Te, KOTOpble Yy4acTBYIOT B (DOPMMPOBAHUN reHoTMNa No-
TOMKOB, U coMaTtuyeckue (oT naT. soma — Teno), reHbl KOTOPbIX He
nepegatoTca NoToMkam. Ecnn ons comaTuyecknx KneTok xapakrep-
HO MUTOTMYECKOE OeneHune, To Ans opMmnpoBaHUs NOSTOBbIX Krle-
TOK (rameT) Heobxoamm meno3. Menos (0T rpeyeckoro meiosis —
YMEHbLUEHNE) — 3TO TUN AENEHUS KNEeTKN, NPU KOTOPOM YUCIIO XPO-
MOCOM YMeHbLUaeTCa BOABOE — KaXKaasl JOYEepHsIst KneTka nonydaer
no rannougHomy Habopy XpomMocoMm, T. €. Habopy, rae Kaxagasi Xpo-
MOCOMa npeacTaBrieHa 0gHMM roMOSIoroM 13 AByx, npuweawnx ot
Kaxgoro U3 pogutenen uHameuayyma. [fannovgHoe 4Yucrio Xpomo-
coM obosHayaeTcsa n, y yenoseka n = 23. Takoe 4YMCri0O XPOMOCOM
NMEIT AWLEKNETKN KU cnepmMmaTo3onabl. ComaTnieckme KneTkn co-
aepxat gunnouvgHoe 4mcno xpomocoMm 2n = 46. buonorunyeckoe
3HayeHne meno3a 3akntodaeTcs: (1) B dopMmpoBaHUn ranfiongHbIX
KNeTOK, KOTOpble NPU CIUAHUX MOryT OaTb Hadyano AUNIouaHOMY
opraHnamy 1 (2) B pekomobunHaumMm XpOMOCOM — KPOCCUHIoBep npo-
ncxoamt B npodase |, a B aHaase | roMmonornyHble XpoMOCOMbI
cny4vamHbiM 0Bpa3oM pacxogsaTcs K rnontcam KneTkn, YTO CIYXUT
AON151 YBENTMYEHNA FeHeTUYeCKoro pasHoobpasns MHOMBUAOYYMOB.

Meio3 BkntovaeT gBa AeNeHns — pedyKUMoHHOe, Korga BOBOe
YMEHbLLAETCS YMCIIO XPOMOCOM, U 3KBALMOHHOE — OObIYHbLIA MUTO3,
Koraa BABOE YMeHbLUaeTcs yucno xpomatug (puc. 19). PegykumoH-
Hoe geneHune (geneHwue |) BknwodaeT npodpasy |, metadasy |, aHa-
dasy | n Tenodgasy |. B npodpase | BbigensaoT cnegyrowme ctagum:

e slerimomeHa (CTagus TOHKUX HUTen). CTaHOBATCA BUOUMbBIMA
OJIMHHbIE XPOMOCOMHbIE HUTW;

e 3uU20meHa. HaunHaeTcsa cnapmBaHue (KOHbHOraumsi) romosio-
MYHbIX XpoMocoM. ObpasyoTcst BmBaneHTbl — CNapeHHblIe roMos1o-
MMYHblE XPOMOCOMbl. Kaxablit 6GuBaneHT COCTOMT U3 YeTbipex
xpomaTug. Nonoson 6GuBaneHT pe3Kko OTNMyaeTcsa oT Apyrnx — X- u
Y-XpOMOCOMbI CcoeAuHeHbl Topuamu. POpMUPYIOTCA CUHAMTOHe-
MarnbHble KOMMMNEKCbl — XapaKTepHble CTPYKTYpbl B MecTaxX KOHTaK-
TOB XpomaTua, UMetoLLne OABYXCITONHOE CTPOEHME;

e r1axumena. [NponcxoguT ganbHenwasi KoHgeHCaUMst XPOMOCOM;
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e OurnnomeHa. PacnagaiTcs cuHanToHeMarbHble KOMMMEKCHI.
[MponcxoanT pasgeneHne HeCeCTPUHCKUX XpomaTua, KOTopble oc-
TalTCA CBA3aHHbIMU ApPYr C APYroM B OTAESbHbIX TOYKax, raoe ob6-
pasytoTcsa X-0bpasHble CTPYKTYpbl — XMa3Mbl;

e OuakuHe3s. lNpoucxoauT TepMUHanNM3aumsa xmasm — Xmasmbl
coBuratoTcsa K Tenomepam. Nponcxoant NonHoe pasgeneHne romo-
NIOMMYHBIX XPOMOCOM.

B koHue meTadasbl | roMOnornyHbie XPOMOCOMbI HayduMHaroT
pacxoXxaeHue K nosntocam knetku. AHadpasa | n Tenodgasa | npoxo-
AAT aHanormyHo aHadpase n Tenodase 06bIMHOrO MUTOTUYECKOIO
aenexHus.

OKBaUMOHHOE aeneHne aBnseTcst 00blYHBIM MUTOTUYECKUM Oe-
neHvem rannougHon knetku. OHO BKovaeT npodpasy |l, metagasy
Il, aHadpasy Il u Tenodasy II.

v dyy .

10 1 12

Puc. 19. O6obLweHHasa cxema MenoTrnyeckoro genenus: 1-5 — npodasa |,
1 — nenToTeHa, 2 — 3uroteHa, 3 — NnaxuTteHa, 4 — QUNNoTeHa, 5 — oMakuHes,
6 — meTadpasa |, 7 — aHadasa |, 8 — Tenodasa I, 9 — npodasa ll,

10 — meTadbasa ll, 11 — anadpasa ll, 12 — Tenodgasa ll
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Y yenoseka oOPMUPOBAHNE MYXCKMUX MOMOBLIX KITETOK — crep-
MaTO30MO0B U XXEHCKUX — SINLIEKNETOK MMEET CyLLeCTBEHHble Buo-
nornyeckne ocobeHHocTu (puc. 20, 21).

HaynHaa ¢ MoMeHTa NonoBoro co3peBaHus (B NocTnybepTaHT-
HbIN Nepunop) cnepMaToreHes3 y MyXX4YnH NpomcxoguT NocTosiHHO. B
CEMEHHMKaxX crnepmaTounTbl — KNeTKU, npealecTBEHHUKN cnepma-
TO30MO0B, NoAaBeprarTcsa MenoTudeckomy penexHuto. 13 ogHoro
cnepmMmartouuTa norfy4yaeTca 4YeTblpe crnepmaTo3ovga, Kaaobli u3
KOTOPbIX COOAEPXUT MIOTHO yNakoBaHHbIA ransiongHbii Habop Xpo-
MOCOM U MUTOXOHAPWIO, KOTOpas CNyXUT ANsi BblpabOTKM SHEPrum
ans xrytuka. XXryTuk nos3sonsieT cnepmarto3songy 6bIicTpo nepensu-
raTbCsl B XXuakon cpege. CnegyeTr OTMETUTb, YTO OT 3a4aTtus Ao Ha-
yana Meno3a B CEMEHHMKax KrneTkM — npeawecTBEHHUKN
cnepmMaTo3onaoB — NpPoxoaaT 6osbLoe YACIO MUTOTUYECKUX aene-
HUW, B XO04€ KOTOPbIX MOryT HakannueaTbCcsa MyTauun. B aTtom npo-
SABMNSAETCS 9BOJMIOLUMOHHAA pPoSfib MYXXCKOrO Mofa Kak HocuTend
HacneacTBEHHOW U3MEHYMBOCTU. Tak, Npu cpaBHEHUM NocrenoBa-
TenobHocTen OHK xpomocom wumnaH3e v 4enoBeKka BbIACHUIIOCH,
4YTO ObICTpPEE BCEro HakanmMBalTCs 3aMeHbl HyKIeoTna0B MMEHHO
B Y-XpOMOCOME, YTO CRYXXUT MpeKkpacHon unsctpaumen 3Toro no-
NOXEHUS.

OBOSIOUMOHHAA POSb XXEHCKOro rnora Kak XpaHuTerns yxe ycTo-
SABLUMXCA HacneaCTBEHHbIX W3MEHEHWUW, Kak MpaBunio, MMELMX
aganTuBHyo (NpucnocobuTernbHy0) LEHHOCTb, BblpaXkaeTca U B
0COBEHHOCTSAX CcO3peBaHNs aAnUEKNeTok. Meno3 HaumMHaeTca B Aunu-
HUKaxX OeBOYEK Ha TpeTbeM Mecsile BHYTPUYTPOOHOro passuTus,
Korga ¢ MOMEHTa OnnoAoTBOPEHMS MPOLLIO HE TaKk MHOrO MUTOTU-
YeCKUX OeNneHun N ewe He ycnenu HakonuTbesa mytauuu. o cegb-
MOro Mecsila Aensimecs KNeTkn HaxoaaTcs B cTagmm NenTOTEHbI U
auroteHbl. OT cegbMoOro Mecsila Ao POXOEHWSA ycrneBakT MPOUTU
NaxMTEHbl N OUNNOTEHBbI, 3aTEM MeNo3 OCTaHaBnuBaeTcd, obpasy-
IOTCS KapnonemMmma un SapbIlKo. 3ta ocobas ctagns — AUKTUOTEHA —
npoAokaeTcsa Ao nepBon oBynauuun. [pu poXoeHun y OeBOYKU
numeeTcs okorno 2,6 x 10° oounToB, 13 KOTOPbIX OONbLUMHCTBO (OKO-
no 90 %) pereHepupyeT. 3a BCI XWU3Hb XXEHLUUHbI TOMbKO OKOJSO
400 ooumMTOB CO3pPEBAOT MNOSTHOCTLIO. B ANYHMKE KaXablin OOLUUT OK-

PyXKEeH CJioeM 3anuTennmarsribHbiX KNeTok un asymda CJiodMm CoeaunHu-
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TEeNbHOM TKaHU — 3Ta CTPYKTypa HasbiBaeTcsa doonnukyn. B noctny-
BGepTaHTHLIN Nepuod (B cpeaHeMm c¢ 12 neT) B nepBOM MOSOBUHE
UuKna nog AenucTBUEM JOTEUMHU3MPYIOLLErO rOpMOHa HayMHaeTCs
anakuHes. B xoge peaoykuMOHHOro geneHust obpasyetcsi nepBoe
nondpHoe Tenbue. [lepBoe nonapHoe Tesnble, Kak npaBuno, nosai-
Hee NPoXoauT 3KBauUWOHHOe adeneHue. [lanee meno3 npoxoauTt A0
mMeTadasbl || n octaHaBnnBaeTcs 00 BCTPEUYN ANLIEKITETKM CO Crnep-
mMato3ongom B dhannonueBon Tpybe. [NpoHMKHOBEHME chepmMaTo-
3omga CTUMYINUPYET pacxoxgeHue xpomaTtud, opMupoBaHue
agepHon MeMbpaHbl, XXEHCKOro MPOHYyKreyca U BTOPOro NonsipHoro
Tenbua. /13 xpomaTuHa cnepmaTtosonga obpasyeTcsi My>KCKOM Npo-
HYKMeycC, KOTOPbIA Yepe3 HEeCKOSIbKO 4acoB CIIMBAETCS C YKEHCKUM
NPOHYKNeycoMm, obpasyst 3Uroty — OnmogOTBOPEHHYIO SNLEKMNETKY.
[MyTem gpobneHna 3urotbl obpasyeTcss aIMOPUOH.

w OOroHUN

MWTO3 i

i oouuT | nopsaaKa

penykuMoHHoe fieneHune
Meno3a

1-e nonapHoe
oouwuT Il nopagka
Tenbue L P

3KBalUKMOHHOE

AaerneHne
Menos3a / \
» . &

[ ]
ooTunaa
2-e nonapHoe

Tenbue

Puc. 20. OoreHes YyenoBeka: 00roHMM — NpeaLeCcTBEHHUKN OOLMTOB, CMOCOBHbIE
K MUTOTUYECKOMY AeNeHunto; oounTbl | nopsiaka — aunnoungHsle NpoayKThbl
MUTOTUYECKOro AeNeHnsa 00roHmeB; oouunTsl |l nopsiaka — rannongHble
NPOAYKTbl PEAYKUMOHHOIO AeneHuns ooumToB | nopsgka; ooTmuaa — KpynHas
sLeKneTKa, BO3HMKLLAsA Npu 3KBaLMOHHOM AeneHun oounTa |l nopsiaka
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CrepMaToroHnmn

MWTO3

cnepmartoumr |
~ . nopapka

peayKUMOHHOe AeneHue
Melno3a /\

cnepmatouumTol
nopsaka

3KBaLIMOHHOE
neneHve
Meno3a
i cnepmMatupbl
anddepeH-
LMpPOBKa
cnepmaTto3ounfbl

Puc. 21. CnepmaTtoreHes YyenoBeka: crnepMaToroHnm — NpeaLlecTBEHHUKN
cnepmaToumnToB, CNOCOBHbIE K MUTOTUYECKOMY AENeHMI0; cnepmaToumThl |
nopsiaka — aunnoungHble NPoayKTbl MUTOTUYECKOro AeneHns CnepMaToroHUEB;
cnepmartouuTbl |l nopsaka — rannongHble NPOAYKTbl PeAYyKLUMOHHOMO AeneHns
cnepmartouunToB | nopsiaka; cnepmaTtmabl — ranfiongHble NPoAyKThbI
3KBaLMOHHOro aenenus cnepmatountos |l nopsiaka

5.3. CmpykmypHoO-byHKYUOHarIbHasi op2aHuU3ayusi XpoMOCOM
XpoMaTuH — 3TO BELLECTBO, U3 KOTOPOro COCTOST XPOMOCOMbI
3yKapnoTUYECKMX KNETOK, npeactasnsiowee cobon komnnekc OHK,
PHK n 6enkoB. /iIMeHHO B cocTaBe XpomMaTuHa NPOUCXOaAUT peanu-

3auma reHeTU4YecKom HpopmMaumn, a TaKkke pennukaumsa n penapa-
ums AHK.
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OCHOBHYIO Maccy XpomaTuHa COCTaBnAT Oenkn rmcToHbI, KO-
TOpble OTBETCTBEHHbI He ToNbKO 3a yknaaky AHK, HO BbINONHAT n
perynaropHyto dyHkumio. 'uctonel H2A, H2B, H3 n H4 obpasytot
HYKI1€O0COMbl — OCOObIE€ CTPYKTYpbI LWanboBnaHoM popMbl BLICOTOM
6 HaHomMmeTpoB U 11 HAHOMETPOB B AMaMeTpe, yyacTByloLwme B ca-
MOM nepBoM aTane ynakoBkn [OHK B xpomocowmsl (puc. 22). B co-
CTaB KaXXOOW HYKIeOCOMbl BXOAWUT MO OBE MOSeKyrnbl KaXaoro u3
yKa3aHHbIX BMOOB MMCTOHOB (BCEro BOCEMb MOJSIEKYS, TakMe KOM-
NNeKkcbl Ha3bIBalOT OKTamepamun). M3-3a TOro YTo HyKNeocoMbl pac-
nonaratoTca 6ornee wunu  MeHee peryndpHo, obpasylolasncs
CTPYKTypa HanomuHaeT bycol (puc 23). Hanbonee KpynHbIn 13 BCeXx
rmctoHoB — rmctoH H1 — ceasbiBaetca ¢ AHK Ha yyacTtke mexay
Hykrneocomamun (puc. 22). Komnaktmsauus u OeKoMnakTu3aund
XpoOMaTuHa Ha YpOBHE HYKIleOHEMbI (HYKNEeOCOMHOW HUTU) perynu-
pyetca ructoHom H1. lNpu pennukaumm — yaBoeHun Hutn OHK —
HYKINeoCOMbl He pacrnajaloTcs, a NepexoaaT Ha OOHY U3 LOYepHUX
HUTEN crnyyarHbiM obpa3oM. HegocTarowmne okTamepbl CUHTE3UPY-
loTCA 3aHOBO. Camblin NepPBbLIN YPOBEHb YKITa[AKU XPOMOCOM — HYKI1e0-
HeMHbIN — obecneymBaeT komnakTmnsaumo [JHK B LecTb-cemMb pas.

Hykneocoma

—

H —

Puc. 22. Cxema HyKneoCOMHOM opraHM3aunmn xpomatunHa. BsanmHoe
NPOCTPaHCTBEHHOE pacrnonoxeHue rmctoHoB H2A, H2B, H3 n H4 He oTpaxeHo

Puc. 23. HykneocoMHasa HUTb — HyKIneoHema
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Hute OHK ¢ Hykneocomamn obpasyeT CTPYKTYpYy TOMLLNHON
okonno 30 HaHoMeTpoB, Tak HasbiBaemyto 30 HM unbpunny
(puc. 24). Ee MOXHO yBMAETb Ha npenapatax Bbl4eNeHHOoro XxpomMma-
TUHa. YaarneHue gaxe HeKoTOpoW YacTu Mosiekyn ructoHa H1 npu-
BOOMT K pacnageHuio pudpunnbl 4o TonwmnHbl 10 HAHOMETPOB, YTO
COOTBETCTBYET MPUMEPHOUN TOSLLUUHE HYKNNEOCOMbI. ITO CBUAETENMb-
CTBYET O TOM, YTO r'MCTOH H1 mrpaet knoyeByto porb BO B3anUMO-
OencTeuM Mexagy Hykneocomamu. Ha ypoBHe umbpunnbl 30
HaHOMETPOB [OCTUraeTCcs NMPUMEPHO COpPOKakpaTHas KOMMaKTu3a-
uma OHK. Ha Takom ypoBHe crnivpanumsaumm CyweCcTBeHHO CHUXaeT-
csa cnocobHocTb [HK cBaAsbiBaThbca ¢ 6enkamu, yy4acTBylOLLMMU B
TPaHCKPUMUUKU, YTO NPUBOAUT K YMEHbLUEHWNIO rEHETUYECKON aKTUB-
HOCTM ynakoBaHHbIX B omnbpunny 30 HaHOMETPOB y4aCTKOB.

<

Hykneocoma

AHK

Puc. 24. dnbpunna TonwmHon 30 HAaHOMETPOB

Okorno 20 % Bcex DenkoB XxpoMaTuHa COCTaBMSAT HEMMCTOHO-
Bble Oenku. VIMEHHO OHM MMelT 3HayeHue Ana bonee BbICOKUX
YPOBHEN KOMMaKTU3auum XxpoMmaTuHa. BeisiBnsiemble Ha npenapaTax
KNneTo4yHoro sapa wapukm anameTtpom 100 HaAHOMETPOB (XpoMome-
pbl) MMEKT MNeTneByld PO3ETKOBUOHYI CTPYKTYpY (puc. 25). 3T10
TPETUN YPOBEHb KOMMNaKTU3aumn, obecneymsaloLnn npUMepPHO

600—-700-kpaTHOE ykopoveHue [HK.
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b

Puc. 25. NeTtneBon goMeH: A — CTpyKTypa B Buae po3eTkn; b — xpomoHema

Ha npenapatax MUTOTUYECKMX XPOMOCOM MHOr4a MOXHO YBU-
OeTb cnmparb, 06pa3oBaHHYH HATYATOM XPOMaTUHOBOW CTPYKTYPOU
TonwmHon okorio 200 HaHOMETpPOB — XpOMOHeMown (puc. 25, 26).
OTO 4YeTBepTbI YPOBEHb YKNagKM XpoMaTuHa. BUTKM XpOMOHeMbI
obpasyoT xpomaTtuay TomnwmuHon npumepHo 500 HAHOMETPOB, YTO
obecneunBaet ykopoyerue [HK npumepHo B 10 pas.

Puc. 26. XpOMOHeMHaFI opraHmnsauud MUTOTUYECKOWN XPOMOCOMBbI
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5.4. [uoghepeHuuanbHoe OKpawueaHue U 6s104YHasi
op2aHu3ayusi XpoOMOCOM

[Mpn OKpawmBaHNN MUTOTUHECKNX XPOMOCOM aunaoduUnbHLIMA
(T. €. CBA3bIBAIOLLNUMMUCS C KACIIOTaMN) KpacuTernsmmn, Hanpumep 30-
3MHOM, UIMN HecneunUYIeckuMn K Hykneotugam qoryopecLeHTHbI-
MU KpacuTenamu (cpnyopoxpoMamn — BelectBamu, CMoCOBHbIMM
n3ny4yatb CBETOBble BOSMHbI HoSbWEeNn ANMHBI NpU BO30YXOEeHUM
CBETOM C MeHbLUEN OSIMHOW BOJSHbI) BbISIBNSETCA NPakTU4eCcKn pas-
HOMEPHbIN PUCYHOK 6e3 ncyepyeHHoCcTN. Takasi okpacka HasblBaeT-
CS PyTUHHOW (puc. 27).
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Puc. 27. Mutotundeckue XPOMOCOMBbI YeJloBEeKa, OKpalleHHble PYTUHHO,
Kpacuterb PomaHoBckoro-l'mvabl — pacTtBOp 303nHa N METUITIEHOBOIO CuHero”

Ecnun nepeq okpawmnBaHMEM MUTOTUYECKME XPOMOCOMbI 0bpa-
boTaTh LWenoYHbIMM pacTBopamu, BbiMbiBaowmmn OHK B nepsyto
oyepenb U3 panoHOB C HU3KOM MIOTHOCTbK XpOMaTMHA, MOXHO Ha-
6ntogaTte MHTEHCMBHOE OKpaluMBaHWe NPULEHTPOMEPHbLIX panlOHOB
BCEX XPOMOCOM M NPaKTUYECKM NOSTHOE NMHTEHCMBHOE OKpallMBaHWe
Y-xpomocombl (puc. 28). Takon noaxon HasbiBaeTca C-meToaom
anddepeHumanbHOro okpalumBaHna XpoMocom mnun C-6eHauHrom.
C-nonoxuternbHble (MHTEHCMBHO OKpalleHHble NpWU UCNOfb30BaHMUN
3TOro MeTofa) panvoHbl XPOMOCOM COOTBETCTBYIOT ydacTKaMm reHe-
TUYECKMU MHEPTHOro XpoMaTuHa, Unu retepoxpomaTtmHa. PasnuyHas
CTeneHb OKpaluMBaHWA panoHOB XpomocoM npu C-okpacke ceuae-
TeNbCTBYeT O HEOQHOPOAHOCTN pacnpederieHns retepoxpoMmaTuHa
Nno AJSIHe XPOMOCOM.

* URL: http://131.229.114.77/microscopy/galllm.html)
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Puc. 28. MutoTnyeckne XxpoMoCoMbl YenoBeKa, oKpalleHHble no C-meTony
(cpoTo E.I. HepoHoBOW)

B 3aBMCMMOCTM OT CTENEHU NNOTHOCTU ynakoBkn condpunnel 30
HaHOMeTpPOB pasnuyalT 6oree KOHAEHCUPOBAHHLIM XPOMATUH —
reTepoxpoMaTH N MeHee KOHOEHCUPOBaHHbIN — 3yXpoOMaTuH. [e-
TEPOXPOMATMHOBbIE Y4YaCTKM OYeHb MHTEHCUBHO OKpaLlMBalOTCHA
npn anddepeHuymansHon C-okpacke XpPOMOCOM U3-3a 6orblien
NIOTHOCTU M XOPOLLO BUAHbI nog Mukpockonom. [AHK, Haxogswas-
CA B retepoxpomaTuHe, He TpaHCKpubupyeTtca u cogepXxuTt 6onb-
LLOEe KOJIMYECTBO MMOBTOPSAOWMXCA nocrnegoBartenbHocTen. Ha
cTagun WHTepdasbl reTepoxpomaTmH 4YacTo pacnosfiaraeTca no ne-
pudepmnn sapa (MPUCTEHOYHBIA reTepoXpoMaTuH). B ayxpomaTuHe
OHK ynakoBaHa cpaBHUTESIbHO HeNnoOTHO. [eHbl, Haxogsdwmeca B
9yXPOMATUHOBLIX pPaWoHax, akTUBHO TpaHcKpnbupytoTcda. [1noT-
HOCTb YMNaKOBKM XpOMaTWHa 3aBUCUT OT MoanduKauunu rMcToHOB
(MeTUNMpoBaHus, aueTunupoBaHnd, docopunnpoBaHusl), B nep-
BYIO o4yepedb 3TO OTHOCUTCA K MMCTOHY H1. ['eTepoxpomaTtuH y
MMNEKONUTaLWmMX COCTOUT MPENMYLLECTBEHHO W3 BbICOKOMNOBTO-
paowenca OHK ¢ Bbicokum copepxaHuem AT-nap OCHOBaHUN.
Taknm obpasom, C-okpacka no3BoSideT BbIsIBNATL Hanbornee pas-
nuyarLmecsa no CBoOeMy CoCTaBy U MOTHOCTU parOHbl XPOMOCOM.
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Ecnun 06paboTKy nepen okpalumBaHMeM nNpoBoanTb 6onee m4r-
KO, MOXXHO OOHapYXunTb NOMNepeYHy NCYePYEHHOCTb MUTOTUYECKNX
XpomocoM. 310 anddepeHumnanbHas G-okpacka unn G-6eHauHr
(puc. 29). G-nonoXxuTesribHble panoHbl COOTBETCTBYHOT Hornee KoMm-
NaKTU30BaHHbIM, MeHee HacCbIWEHHbIM reHamMuM y4dacTkaM XpOMO-
COM, KOTOpble coaepxaT konmyectBo AT-nap 6onbliee, 4em
G-oTpuuaTenbHble panoHbl. Kak npasuno, B G-NONOXUTENbHbIX
panoHax (G+-6nokax) HaxogaTca TkaHecneumdunieckme n ctagunec-
neundunyeckne reHbl, TPAHCKPUNUUSA KOTOPbIX HY)XHaA He BO BCEX
KneTkax. B aTom 3akntoyaetca Guonorndyeckoe 3HadyeHue 6noYHOM
opraHmsaumm XpOMOCOM — reHbl, KOTOpble OAWHAKOBO HYXXHbl BO
BCEX KNeTkax, Haxoasarca B bonee OeKOHOAEHCUPOBaHHbIX yYacTKax
xpomocowm, rae AHK 6onee goctynHa anst oepMeHTOB TpaHCKpun-
uuun. Ona nonydeHna otyeTtnimeon G-okpackm OObIYHO MCMOSb3YHOT
MSArKyto 06paboTKy XpOMOCOM pacTBOPOM TPUMNCUHA C Mocneayto-
UMM OKpawmBaHneM Kpacuterniem PomaHoBckoro-Immabl. Mo o6-
LLEeNPUHATON  TPexXOYKBEHHOM HOMEHKNaType, KoTopasi 4acTo
NCNONb3yeTCs B 3annUCyn LUTOreHETUYECKOro AnarHo3a, Takas okpa-
cka obosHayaeTca GTG (G-okpacka — TpUncuH — 'Mmaa).
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Puc. 29. MutoTndeckme XxpoMocoMbl YernoBeka,
okpalleHHble no GTG-meTomy”

* URL: http://www.subtelomeres.com/ClinicalDiagnosis_6.html.
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G+-6r0km Takke MOrytT ObITb BbISIBIIEHbI MPU OKpallMBaHUU
xpomocom AT-cneundudeckummn dnyopoxpomamm (DAPI, Xexct
33258) — ato auddepeHumanbHas Q-okpacka unm Q-0eHOuHr
(puc. 30). AT-6oraTtble G-nonoxuTernbHble pPaMoHbl CBA3bLIBAOT
Bonbluee KONMMYECTBO KpacuTens, YTo NpmMBoauT K Ux 6onee MHTEH-
cuBHow donyopecueHuumn. icnonb3oBaHmne 3TOro Metoga no3BosisieT
noeHTunumpoBaTb Y-XpOMOCOMY Aaxe B MHTepdbase, MOCKOSbKY
3HauuTenbHasi ee 4YacTb COCTOUT M3 HeoOblvanMHO AT-6oraTtoro
reTepoxpomMaTtmHa, KOTopbi Mpu CBA3bIBaHUM C (priyopoxpoMamu
aaet 6punnnaHToBOE CBEYEHME.

Puc 30. MUTOTMYECKME XPOMOCOMbI YeroBeka, oKpalleHHble no Q-metoay”

PucyHok, obpatHbin G-beHauHry, nonyyaeTcs npu NOMOLLMU
R-meToga gundpdepeHumanbHOro okpalumBaHUA MyTeM TensoBOWM
aeHatypaumm  (puc.  31). [U-napbl, KoTopbix ©Gonbwe B
G-oTpuuaTenbHbIX panoHax XpoMocoMm, bonee yCTOMYMBBLI K 3TOM
npoueaype. MNogaensowee 6onbWMHCTBO G+-paloHOB COOTBETCT-
ByeT R- n HaobopoT (puc. 32). Camo HasBaHWe 3TOro Metoga npo-
NCXOAUT OT aHrMUUCKOro crnosa reversed — obpaTHbIN. R+-panoHbi
pennmuupytoTca B NepBon nonoBuHe dasbl S KNeTOYHOro uMkna, a
G+-panoHbl — BO BTOpoW. CyLecTBYOT METOAMKU BbIABNEHUS

* URL: http://www.translational-medicine.com/content/3/1/21/figure/F4?highres=y.
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R-6eHOounHra nytem BBeAeHUS B KNETKM MOOUMPULMPOBAHHbLIX
npegwectBeHHUKoB cuHTesa OHK B cepeanHe dasbl S. Torga
R+-panoHbl He 6yayT cogepxaTb MOAUMPUUMPOBAHHLIX HYKNEOoTu-

nos., a G+-panoHbl — 6yayT.
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Puc. 31. MUTOTMYECKNE XPOMOCOMbI YeroBeka, okpalleHHble no R-meToay”

Puc. 32. CxemaTnyeckoe nsobpaxxkeHmne ogHON N TOW XKe MUTOTUYECKON XPOMO-
COMbI, OKpaLLEHHOW NpU NOMOLLM pasfnnUyHbIX MeToaoB AnddepeHUmansHoOro
okpawmaHus: A — C-meton, b — G-meTon, B — R-metoa, I — T-meTtoa

* URL: http://www.currentprotocols.com/protocol/hg0402
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[Mpn Bonee MHTEHCMBHOW TensioBon obpaboTke BbIABAKOTCSA
T-cermMeHTbl, pacnonoXeHHble MPENUMYLLECTBEHHO B NpUTENomMep-
HbIX panoHax xpomocom (puc. 33). Nx nokanusauma cosnagaeT C
Hanbonee 6nm3knummn Kk Tenomepe R-cermeHTamn (puc. 32). Cogep-
XaHune reHoB B T+-panMoHax Ha nopsigok bonblue, YeM B CpeaHeM
No AfIMHE XPOMOCOMbI, U 6osblle YeM B OTHOCUTESNbHO oboralleH-
HbIX reHamu R+-panioHax. HekoTopble (pyHKUMOHarNbHble OCODEH-
HOCTW MO3BONSAKT cYMTaTb T-CErMeHTbl Hanbonee BblpaKEHHbIMU
R-cermeHTamn. B Takmx panoHax HaxoguTca OCOB6EHHO MHOro re-
HOB, CBSI3aHHbIX C Hanbonee BaXHbIMU OYHKUMSAMKU XKn3Heobecne-
YEeHUs KNeTKM — reHOB [JOMallHero XO3sIMCTBa W OHKOreHOoB,
MyTauMs KOTOPbIX MOXET MPUBECTU K 310oKa4eCTBEHHOW OMyXOsu.
OT0 onpenensieT ocoboe 3HaAYEHUE TENIOMEPHbIX PANOHOB B OHKO-
reHese.

o .
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Puc. 33. MutoTndeckme XpoMoCcoMbl YeroBeKa, OKpaLleHHble
no T-metony — oryopecueHTHbIN BapuaHT rmbpuansaumm ¢ UCNnosib30BaHNEM
Alu-cneuundmyecknx AHK-3oHaos (rn. 8)

PanoHbl aapbiwikoBbix opraHusatopos (AOP), cogepxalumx re-
Hbl pubdocomHon PHK u dopmupyowmx B nHTEpdase aapbillKy,
MOryT 6bITb BbISBNEHbI MPU MOMOLLM OKpackn HUTpaTtoMm cepebpa
(AgNO3). Takon TN okpacku HasbiBaeTcs N-69HANHT.

[Ons o603HayeHns1 XpPOMOCOMbI 4YerioBeka ucrnonb3yeTtca ab-
bpeBnatypa HSA (oT naTtuHckOro BMOOBOro HasBaHua Homo
sapiens) v uuipa, COOTBETCTBYIOLWASA HOMEPY XPOMOCOMbI. Ha-
npumep, HSA21 — xpomocoma 21 4enoseka. B knnHu4eckon npak-
TMke o6o3HayeHne HSA umHorga onyckaroT, MOCKOSbKY SCHO, 4TO

* URL: http://www.statemaster.com/encyclopedia/lmage:
PLoSBIol3.5.Fig7ChromosomesAluFish.jpg
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peyb ngeT o yenoseke. [1na ynobcTtBa onpegeneHnsa otaenbHbIX
paoHOB XPOMOCOM MX 0003Ha4alT YucriaMmm, Kak rnokasaHo Ha
puc. 34. lNocnegHsas ungpa ymcnosoro 06o3HavYeHNs ykasblBaeT Ha
onpeneneHHbln 63HO — NOMOCKY, BbiABNSAEMYO Npu aAnddepeH-
LManbHOM OKpalumBaHun, nepeas uMdpa ykasbliBaeT Ha YCITOBHYIO
4YaCTb XPOMOCOMbI, COCTOSALLYI0 N3 HECKONbKMX 63HA0B. 1o ymorn-
YaHul NpMBOAAT OOO3HAYEeHUs] CErMeHTOB, BbIABAEMbIX
G-meTtoooMm. Tenomepbl obo3HavatoTca ter, ANMHHOE U KOPOTKOE
nfe4ynm — q n p COOTBETCTBEHHO.

lTpumepsbi:

HSA14p11 — panoH 11 KOpOTKOro nrneva XpoMocomsl 14 yenoseka;

HSAXqter — Tenomep ANMHHOro nneva X-XxpoMOCOMbIl YENOBEKA;

Spter-p11 — y4yacToK, orpaHU4eHHbIN TenomepomMm n 6eHgom 11
KOPOTKOro nneva XxpoMocomsbl 5 (Bkrtovaet 5p11, 5p12, 5p13, 5p14,
5p15.1, 5p15.2 n 5p15.3) (puc. 34).

Puc. 34. Cxema 0603Ha4yeHNss paroHOB XPOMOCOM Ha npumepe XPOMOCOMbI
5 yenoseka (HSAS), onddepeHumanbHO okpalweHHon no G-metoay
(ypoBeHb paspelueHnsa 400 cerMeHTOB Ha KapuoTun)
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[1Ns NoBbIWEHUS TOYHOCTU LIMTOrEeHETUYECKOro aHanusa 4acTto
MCNOSb3YIOT NpoMeTadasHble 1 gaxe npogasHbie XPOMOCOMbI, YTO
NO3BONSAET YBENIMYNTb YMCIO pacrno3HaBaeMblX CerMeHToB anddoe-
peHumanbHoro okpawumsaHus go 850 n 1700 cooTBETCTBEHHO.

5.5. lu6bpudusauyusi in situ, XPOMOCOMHbIU MNeUHMUH2
u cpasHumesnbHasi 2eHOMHasi 2ubpudusauyusi (CGH)

AOHK umeeT OByHUTEBYIO CTPYKTYpYy. ITO AaeT BO3MOXHOCTb
npoBecTn NnaereHne (aeHaTtypaumio), T. e. nepesectn OHK B oa-
HOHUTEBYIO OOPMY, 3aTEM BOCCTAHOBUTb ABYHUTEBYH CTPYKTYPY NO
NPUHLUMMNY KOMMSIEMEHTAPHOCTU C WUCMNOMb30BaHNEM OLAHOHUTEBOW
monekynbl [JHK-30HOa — MHbIMK crioBamu, NPOBECTU rMOpnan3aunto
asyx monekyn OHK. Ecnn monekyna OHK-3oHga cogepXut medve-
Hble HYKNeoTuabl, ee MOXHO BbISABUTb MPW MOMOLLX OOHOW U3 CUC-
TeM Jetekuunm rmbépmagusauuoHHoro curHana. [mbpuaunsauma
HYKITEMHOBbIX KUCIOT in Situ (OT naT. in Situ — Ha mecTe) nogpasy-
MeBaeT nposefeHne npoueaypbl HENOCPEACTBEHHO Ha LMTONOoru-
YeCKOM rpenapate XpPOMOCOM, WHTepdasHbIX agep  wnu
LUMTONnIa3Mbl.

N3HavanbHO mMeTon rmbpuansaunm in situ NPUMEHSNCA TOMNbKO
AnNga nokanusauum NoBTOPSOWMUXCA nocrnegoBaTenbHOCTEN, Crpyn-
MMPOBAHHbLIX B OLHOM WM HECKOSIbKUX panioHax MWUTOTUYECKUX
XpoMocomMm, brarogapsi Yemy OHM 0Bpas3yroT OTHOCUTENBHO KPYMHbIN
y4acCTOK CBA3bIBaHUSA (MULLEHb) A4S MOSeKyn 3oHaa.

B 80-e rr. XX cToneTtus crtanu noaBnATbCs COOOLLEHNSA O Mpu-
MEHEHUN MeToda rmbpuansaunn in situ ons nokanusaunmn yHuKanb-
HbIX MocCreaoBaTesibHOCTEN Ha MUTOTMYECKMX XPOMOCOMax C
MCMNOSIb30BaHMEM CTaTUCTUYECKOro aHanuaa.

BbisBrneHve yHuKanbHbIX nocnegosatesisHocten HK B Mmuto-
TUYECKNX XpoMocomax TpebyeT cobniogeHust Tpex ycnosuun. Bo-
nepBbIX, 30HAbl JOMMKHbI ObITb HaOEXHbIMU: YETKO OXapakTepuso-
BaHHbIMW W 4YUCTbIMU. Bo-BTOpbIX, HEOBXOOaMMbl crneumnarnbHble
npuemsbl, obreryarlwme cBa3biBaHME MOJSIEKYST 30HAA U MULLEHWN B
Xpomocomax. B-TpeTbux, Hecneuudundeckoe caasbiBaHne [QHK-
30HOa C UMUTOSMOMMYECKMM MaTepuaniom LOMKHO ObiTb CBedEHO K
abCcontoTHOMY MWHUMYMY. BbINONHEHME MepBOro ycrosusi B Ha-
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cTosllLee BpeMsi MPaKTUYECKM He Bbl3blBaeT 3aTpPyaHEHMIN, NOCKONMb-
Ky ang nonyvyeHna [HK-30HOOB MOXHO MCMNOSib30BaTb TEXHOMOMMIO
reHHOM nHXxeHepun. BTopoe ycnosune Takke BbINOSHUMO 6riarogaps
MCNOSIb30BaHUID OeKCTpaH cynbdarta — areHTta, addeKTUBHO Mo-
BblLLatoLero (NPUMMEPHO B OECATb pa3) CKOPOCTb peHaTypauun oa-
Houeno4yeyHblx Mornekyn [OHK B pactBope. 310 cnocobecTByeT
oOpa3oBaHuMI0 NPOTSKEHHbIX COTOBUAHbLIX KOHINOMepaToB ogHoLe-
noveyHblx monekyn OHK, cBasaHHbIX mMexagy cobon 3a cuyeT cny-
YanHO PACMONOXEHHbIX ABYXLENOYEYHbIX Y4aCTKOB.
cnonb3oBaHWe B KavyecTBe METKM paamoOaKkTUBHLIX WU3OTOMOB
no3BonsieT 3aP@eKTUBHO foKanu3oBaTb gaxe Hebonbwime dpar-
MeHTbl AHK — nopsigka 1-2 T1.n.H. OCHOBHbLIMW HegoCTaTkaMn U30-
TOMHOrO BapuaHta rmbpmnamsauumn sBrsgoTCs OTHOCUTESTbHO HU3Kad
paspeluaroLias cnocobHocTb, HEOOXOANMOCTb ANUTENBHOM NpoLe-
Aypbl aBTopagmorpagoum n TEXHUYECKME N COXHOCTU, CBA3AHHbIE C
XpaHEHMEM 1 UCMONb30BaHNEM pPagMOaKTUBHbLIX BELLECTB.
HeraTuBHble acnekTbl MCMNOSIb30BaHUA pPaanoakTUBHOWM METKU
NOCNYXUITN CTUMYNOM AN4 NOMbITOK HANTWU 3KBUBASIEHTHbIE MO 3-
dEeKTUBHOCTU, HO Bonee Be3onacHble, ObICTPLIE N AelleBbIE METO-
abl. B pesynbTate Obinu paspaboTaHbl MeTodbl rMbpuamsauumm c
NCMNONb30BaHMEM HEPAANOAKTMBHO MEYEHbIX 30HO0B, BbISBIISIEMbIX
NOCpPeacTBOM PasfnUYHbIX MMMYHOXMMUYECKMX MeTOoAoB. bbino yc-
TaHOBMNEHO, YTO HOBas TEXHoMoOrmsa rmdépunamsauum obnagaet psgom
NpeuMyLLEeCTB, K KOTOPbIM OTHOCUTCS €e nosHas 6e3onacHOCTb A
nccneposatensa. [Apyrum nonoXxmterbHbIM CBOMCTBOM Hepaanoak-
TMBHO MEY€eHbIX 30HO0B SBMSAETCS UX XMMUYecKass YCTOMYMBOCTb B
TeYyeHne HeCKONbKNX MecdaueB. [lpMmeHeHne HepaanoakTUBHbIX
MEeTOK obecneymBaeT 6ornee BbICOKYK paspeLuarollyo cnocob-
HOCTb, YeM paboTa C u3oTonamu, a B psige CryyvyaeB MoBbiWaeT
YpOBEHb MHMOPMATUBHOCTU. HeunsoTonHaa rmbpuausaums nos.o-
naeT kaptTuposaTth (T. €. onpeaensaTb MecTOMnosIoKeHMEe Ha XPOMO-
COME) YHUKanbHble TeHbl pa3Mmepom okono 1 T.n.H. HakoHeu,
pesynbTaTbl rMbopnan3aunMm MOXHO aHanuanmpoBaTb cpasy nocne
npoBeaeHNs akcnepumMmeHTa. Takum obpasom, npenmyllecTsa He-
pagnoakTUBHOIO MeYEeHUs1 30HAOB 3aKMNK4alTCs B BbICOKOM pas-
pewatowien  cnocobHOCTN,  TOYHOCTKW,  BOCMNPOM3BOAUMOCTM,

aelieBn3He n 6e3onacHoCTW.
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YyBCTBUTENBHOCTb JAHHOrO MeTo4a 3aBUCUT OT pa3mepa reHa,
KOnn4yecTBa ero Konum, crneunduyeckon akTMBHOCTU 30HAA, a TaK-
Xe OT KonudectBa Mosiekyn doriyopoxpoma, MpUCYTCTBYHOLLNX B
rmopuae Ha 3aknYUTENBbHON CTaaun KCNEPUMEHTA.

HeunsoTonHbin BapuaHT rmMbpuausauuun in situ no3BondeT uc-
nonb3oBaTb Heckosibko [HK-30HOO0B, MEYEHHbLIX pa3HbIMU areHTa-
MW, Ha OOHOM UMTOMOrMYyeckoM npenapate (MHOrouBeTHas
rmbpunaunsaums). Takorn noaxon UCMONb3YHT AN TOHKOro UHTepdas-
HOro KapTUPOBaHUS C paspeLuaroLlen cnocodbHocTebo Ao 100 T.M.H.

[MoBbIWeHNIO cneumuUYHOCTM MeToda CrYXUT cynpeccus (no-
AaBrieHne) Hecneungudeckon rmbpuamnsaumm nytem gobasneHus B
MopMON3aLNOHHYI0 CMECb HEDOMbLLOrO KOMMYecTBa KOHKYPUPYHO-
wen OHK. Takaa npouenypa HeobxoguMma npu MCNOSb30BaHUN B
KayecTBe 30HO0B OONbLIMX reHOMHbIX nocnegoBaTensHocTten JHK.

B HacTosiuee Bpems Hamboree 4acTto MCNonb3yeTca MeTo[,
OMOTMHOBOrO MeyeHusi. Ero npuHUMn OCHOBaH Ha CUMbHOM B3au-
MoaencTemn 6uoTmHa ¢ 6enkom aBMAMHOM BCReACTBUE UX BbICOKO-
ro cpoactea. Monekyna aBuaMHa NOTEHUMANBHO  MOXET
obpasoBaTb YeTbIpe XMMUYECKNE CBSA3M, NOITOMY MOCHe CBA3blBa-
HUS ero ¢ BUOTUHOM TPU CBA3N OCTalTCS CBOOOAHBLIMWU, YTO WUC-
nonb3yeTcs Npu AeTeKunn curHana rmbpuansaumm.

[MpuroToBNEHNE XPOMOCOMHBIX MpenapaTtoB NpPOn3BOAUTCS CO-
rMacHoO CyLlecTBYyOLWKUM MeToguMkaM. Ha cregywowem aTtane meta-
drasHble XpoMocoMbl noasepratoTcs obpabotke PHK-a3on ¢ uenbto
ynaneHunsa ceasaHHon PHK. Oanee [JHK 3oHOoB 1 xpomocom geHa-
TYPUPYIOT, co3daBas ogHouerno4vyeyHble CTPYKTYpbl. XPOMOCOMHbIE
npenapaTtbl MHKYOMPYIOT C 30HOOM B Te4YeHue onpeneneHHoro Bpe-
MeHW. 3aTeM yaansoT n3dbiTok medeHon [JHK, He cBA3aBluencs ¢
aeHatypupoBaHHon [HK xpomocom, nocpenctBoM crneumaribHOW
OTMbIBKM npenapatoB. [NocrnegHnum aTanomMm akcnepumMmeHTa siBNsieT-
cqa getekuma camtoB rmbpuamnsaumn. CyTb ero cBoguUTCS K cregyto-
wemy: [OHK, cogepxawaa B cBOeM cocTaBe OWOTWUH, Jierko
pacrno3HaBaemMa npu KOHTaKTe ee C aBUAMHOM (CTpenTaBuOUHOM).
[MocnegHuin, B CBOK o4Yepedb, MOXET ObiTb BbIsIBIEH donyopec-
LEeHTHO. Takon noaxoAd B Halle BpemMsa siBndeTca Hanbonee pacnpo-
CTpaHEeHHbIM 1 Ha3blBaeTCs hrnyopecueHTHas rmbpmnagusauns in situ

(FISH — fluorescent in situ hybridization) (puc. 35).
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Puc. 35. [iByLBeTHbIl BapnaHT ryopecLeHTHON rubpuansauum in situ”

B nocnegHwe rogbl ans KapTUpOBaHUS rEeHOMOB BbICLUMX dyKa-
puoT wucnonb3yT npotakeHHole [OHK-3oHgbl BenunumHon 10—
150 T.N.H., KOTOpbIE, KaK NpaBuio, KIOHUPYKOT B Kocmuaax (rn. 7)
NN B NUCKYCCTBEHHbIX XPOMOCOMaxX ApOXoKen unu baktepuin. MNpu-
MEHEHWE NepeKpbIBaOLLNXCA NPOTHKEHHbIX [JHK-KNoHOB (KOHTUIOB)
NO3BONSAET CBA3aTb XPOMOCOMHbIA U MOSIEKYIAPHbLIM YPOBHU KapTu-
poBaHNSA reHOMOB.

[ns BbIABNEHUS TOHKMX XPOMOCOMHbIX NEpPecTpoek u ans Obl-
CTPOM UaeHTUMUKaUnMmM XpoMoCOM NPUMEHSAIOT MeToL XPOMOCOMHO-
ro navHTMHra — B 3TOM Cllyyae B KayecTBe 30HOaA 4N
rmépmnansaunm NCnonb3yrT NocneaoBaTesibHOCTU N3 XPOMOCOMOC-
neunduyecknx dndnuotek. OOQHOBPEMEHHO MOXXHO MCMONb30BaTb
HEeCKOJSIbKO XpOoMoOcoMOocCrneundmnyeckmux 30HO0B W MONy4YUTb U30-
OpaxeHue, roe Kaxgaa Xxpomocoma npeacrabBfnieHa CBOMM LIBETOM
(puc. 36). MNMpucyTtcTBrne cparMeHTOB APYroro LBeTa Ha XpoMocome
ByneTt roeopuTb 0 XPOMOCOMHOW NepecTpomke.

* URL: http://qwickstep.comsearchchromosome-12.html
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Puc. 36. XpOMOCOMHBIN NENHTUHT
(MynbTUFISH nnu cnekTpanbHbIn aHanu3 kapuotuna)”

[ns BbISABNEHNA TOHKMX XPOMOCOMHbLIX MEepecTpoek, pasmMep
KOTOPbIX MOXET fexaTb 3a npeaenom paspeLuaroLlen cnocobHoCTH
MUKpPOCKONa, UCMOMb3YKT METO CPaBHUTENbHON reHOMHOM rmbpu-
ansaummn (CGH — comparative genomic hybridization). Cytb meToaa
3akntoyaeTca B konunvectBeHHon oueHke [NHK, cBasbiBatowlencs ¢
MOJEKYNon KOPOTKOro 3oHA4a Ha buouune (puc. 37). Bce xpomoco-
Mbl U OTAENbHbIE PaNOHbI NpeacTaBneHbl cneundnuyecknmMm TonbKo
ana Hux OHK-3oHgamun, 3akpenneHHbIMU Ha cTekne. KoopauHaTbl
KaXkOon Takom nocrieqoBaTesisHOCTU BBeAEHbl B cneumarnbHy npo-
rpammy. OHK ot aHanu3anpyemoro vHOuBMAOYYMa U KOHTPOSIbHbIN
obpaseL, METAT pasHbIMKU OyopoxXpoMamMn 1 rmbpuansyoT Ha dmo-
yune. [ocne OTMbIBOK CKaHEP CYMUTbIBAET YPOBEHDb (hryopecueHumnm
B OTAESNbHbLIX TOYKaxX Ha Guounne. OTOT YPOBEHb NPSMO NPOMOpP-
LMOHarneH konu4yectBy cesasaBlenca [OHK ¢ onpeneneHHbIM 30H-
OOM, foKanusaums KOoToporo msBecTHa. CHWXeHWe BOBOE YPOBHS
doriyopecueHUun B MeCcTax pacrofioXeHUs 30H40B M3 onpeneneH-
HOro parMoHa MO CPaBHEHUKD C HOPMasibHOM KITeTKOW CBUAOETENbCT-
BYeT O reTepo3nroTHOCTU No geneuun (ytpaTte) gaHHOro panoHa. Y
roMO3uUroT No geneuun dpriyopecueHumns 30H40B U3 geneTupoBaH-

* URL: http://people.musc.edu~hazardsWebBiolnformaticsSKY _CGH.htm
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HbIX PanMOHOB OTCYTCTBYET BOBCE. Y reTepo3vrot no Aynivkauuu
(Y4BOEHWNIO XPOMOCOMHOIO panoHa) donyopecLeHUmMst 30HA0B U3 Oy-
NNMUMPOBAHHOIO panoHa B NosiTopa pasa Bbille, YEM Y KapuoTunu-

YeCKM HOpMalibHbIX HONBUOYYMOB.

WCCNEDYEMBIIA
OBPAEL

—1 HOPMA
(KOHTPONE)

EMCYMN

Q Q KPACHBIA - AYNINMMKALIMA

=L

3ENEHLIA - QENELMA

Puc. 37. Cxema meToga cpaBHUTENBbHOW reHoMHoun rnbpugmnsaumm (CGH)
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5.6. Teopusi cmapeHusi 8 cesi3u ¢ QUHaMUKoU cmpyKmypbl
mesiomepsbl

Tenomepbl — 9TO KOHUEBbIE y4YacTkM Xpomocom (puc. 15). Te-
NIOMEepPHbIE Y4HaCTKM XPOMOCOM BbIMNOMHAKT 3aLUNTHYIO OYHKLMIO,
OHM HEeCnocobHbl COEAUHATLCA C APYrMMUM XPOMOCOMaMWn UMK UX
doparmMeHTamu.

Y 60MbLIMHCTBA 3yKapuoT TerloMepHble nocnenoBaTesflbHOCTH
OHK npeactaBnaetr cobon KOpoTKMEe TaHOEeMHble MOBTOPbLI (MOBTO-
pbl OOVMHAKOBO OPUMEHTUPOBAHHbLIX €AuHuL). B TenomMepHbIX yyacT-
kax xpomocom [OHK Bmecte ¢ ©Oenkamu, cneundmyecku
CBSI3bIBAIOLLNMMNCS C TENTOMEPHbIMW NOBTOPaMK, obpasyeT HyKMeo-
NPOTENOHbLIN KOMMMEKC — KOHCTUTYTUBHbLIA (CTPYKTYPHbIA) Teno-
MEpPHbLIA reTepoxpomMaTuH. TernomMepHble NOBTOPbI — BecCbMa
KOHCepBaTMBHbIE MNOCe40BaTESIbHOCTU. Y BCeX MO3BOHOYHbLIX, B
TOM 4YUCe Yy YernoBeka, OHM NpeacTaBnsaT cobo MHOrokpaTHble
MNOBTOPbLI WecTn Hykneotuaos — TTAITT.

N3-3a Toro yto [JHK-nonnmepasa He cnocobHa CMHTE3MpOBaTb
nuHenHyto monekyny AHK 0o camoro koHua, ¢ KaxabiM LMKINoM ae-
NeHns Tenomepbl KIeTkn ykopadmsatoTcs. [JaHHbIM peHOMEH Hasbl-
BaeTCsd KOHLEBOM Hegopennukaunem u cuutaeTcs ogHUM K3
BaXXHENLWNX (pakTopoB Buonormyeckoro crapeHnda. OgHako Bcnea-
CTBME 3TOro ABJIEHUA TefloMepbl OOSMKHbI YKOpauMBaTbCA OYEHb
Me[JeHHO: No 3—6 HyKNeoTUAoB 3a OAUH aKT pensikauuun. 3secT-
HO OrpaHu4yeHue 4ucra geneHmn ogHown aAuddepeHuUnpoBaHHOW
KNneTkn — npegen Xendrnuka, KOTOpoe y Yyenoseka paBHO 52. Takmm
obpasoMm, 3a 3TO 4YUCMO OeNeHUn TeroMepbl MOFyT CTaTb KOpo4e
Bcero Ha 156—312 HykneoTnaoB, YTO COBEPLUEHHO He CYyLeCTBEH-
HO, YYUTbIBas MHOrOKpaTHOE MOBTOPEHWE TenoMepHOW nocrenosa-
TenbHocT  TTAITT. CywecTByeT anureHeTnyeckas Teopus
CTapeHus1, CornacHo KOTOPOW MOCTeneHHasa yTpata MapKepoB pe-
npeccun (NogaBfieHUs) HEAKTUBHOIO XpoMaTuUHa NPUBOLUT K aKTU-
BaLMN NepemeLleHna MobunbHbiX anemeHToB. KneTka 3anyckaer
MeXaHU3Mbl yaaneHus Bbi3BaHHbIX 3TUMWU MepeMeLLeHUns MM no-
BpeXOEHUN, YTO MPUBOAUT K YKOPOUYEHUIO TerloMmep B AECATKU U
COTHMU pas.
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B cTBONOBLIX M NOMOBbLIX KeTKax akTUBHO paboTaeT 0cobbiN
depMeHT — Terilomepasa, KOTopbIn nNpu nomouim coéctseHHon PHK-
MaTpu1LUbl JOCTpanBaeT TeNIOMEPHbLIE MOBTOPbLI N YOASIMHAET TefloMe-
pbl. OgHako B 6onblnHCTBE AndbdepeHUMPOBAHHbBIX KITETOK TEmNo-
mMepasa 3abnokumpoBaHa, YTO NPUBOAUT K  HEMUHYEMOMY
YKOPOYEHMM TENOMEP U MOBLILLEHNIO BEPOATHOCTM MyTauui pacrno-
NOXEHHbIX B T-AncKax OHKOreHOB M reHOB JOMaLLHEro X03s1MCTBa.

5.7. HopmarnbHbIl kapuomun 4esioeeka

KapunoTtun 4enoBeka B HOpMe COCTOUT U3 23-X Nap XPOMOCOM,
KOTopble pacnonaralT nog Homepamu B nopsigke yobiBaHUSA UX Nn-
HenHbIX pa3mepoB (puc. 38). AyTocombl (BCE XPOMOCOMbI Kpome
NOSIoBbIX) 06pa3yoT o4MHAKOBbLIN HAabop Yy obonx nonos. MycKou
Habop nonoBbIx XxpomocoM XY, xeHckun — XX. Kapnotun Hopmanb-
HOro MYX4uHbl — 46, XY, HOpMaribHON XeHLWnHbl 46, XX. Kak n y
BCEX MIIEKOMUTAIOLWMNX, reTeporaMeTHbIM MOSIOM Yy YeroBeka sBns-
€TCA MYXXCKOW. Y-XpOMOCOMa COCTOUT MPenMYyLLEeCTBEHHO U3 reTe-
poxpomMaTuHa. Hebonblwas no AnvHe 3yxpomaTMHOBad 4acTb
cogepxut 397 reHoB (npu obLEeM Yncrne reHoB y venoseka bonee
35000, onga ogHOM M3 CaMbIX KOPOTKMX XPOMOCOM 3TO Hemaro). [Ans
KOMMeHcaunm o3bl reHOB B KMEeTKax >XEHCKOro opraHmama npouc-
XOOUT WMHaKTMBAUUA OOHOM M3 X-XPOMOCOM. X-XpoOMOCOMa coaep-
XuT 1606 reHoB. NpumedaTenbHO, YTO B HEN OCTaeTcs HebonbLuas
HEeMHaKTMBMPOBAHHas YacTb, cogepXalasi NpUMepPHO YeTBepTb re-
HOB, YTO YypaBHMBaeT [03y paboTatowmx reHos y obomx nosioB
(npumepHo 400 reHoOB MOJSIOBbLIX XPOMOCOM MNpeAcTaBreHo OBYMS
KOMnsaMn).

XpOMOCOMBbI YeroBeka NPUHATO YCIOBHO NnoapasaensTb Ha BO-
CeMb rpynn, KoTopble 0603Ha4atoT naTtuHckumn 6yksamm ot A go G.
Takoe nogpasgenieHne BbI3BaHO TEM, YTO HEe BCerga MOXHO TOYHO
onpegenntb HomMep XpomocoMbl. PacnpegeneHve Xpomocom Mo
rpynnam 6b1S10 BbINOSIHEHO HA OCHOBAHUKM MX MOPCONOrMYeCcKnx
0COBEHHOCTEN, BUOUMBIX MPU PYTUHHOM OKpaLLNBaHUMW.
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Puc. 38. HopmanbHaga meTtadasHasa nnactuHka (A)

n packnagka (b) ouddepeHuymnanbHO oKkpalLeHHbIX
no G-meToay XpOMOCOM YeroBeka”

* URL: http://homepage.mac.com/wildlifeweb/cyto/human/index.html
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[‘pynna A BKnoYaeT XpomMocoMbl 1, 2 1 3 — 3TO MeTaueHTpu4ye-
CKne n cybmeTtaueHTpuyeckne Xpomocombl. Xpomocoma 1 — cambln
BonbLUION MEeTaUeHTPUK B KapuoTune. XpomocomMma 2 sIBAAETCS ca-
MOWM KpynHon cybmeTtaueHTpuieckon xpomocomon. MetaueHTpude-
ckasi xpomocoma 3 OTnuMyaeTcsa npumepHo Ha 1/5 no anuHe oT
XpPOMOCOMbI 1, 1 NO3TOMY NErko MOXeT B6bITb naeHTuuumMpoBaHa.
B npokcumanbHoM (Haxogswemcs 6nmke K LeHTpomepe) panioHe
OJIMHHOMO nneYa XpoMocoMbl 3 Npu UCMONb3oBaHUM Q-OKpacKku Bbl-
SABNSAETCS OYEHb SAPKUN CErmMeHT, KOTOpPbIN Takke nossonser 6es-
OLMBOYHO onpeaenuTb 3Ty XPOMOCOMY.

[‘pynna B BkntovYaeT XxpoMocombl 4 U 5 — KpynHble cybmeTaueH-
Tpukn. OTNMYUTL UX Opyr OT Apyra npu pyTUHHOM OKpallMBaHWUU
HEBO3MOXHO.

'pynna C npegcrasneHa xpomocomamn 6—12. B aTy xe rpynny
BXOAUT nosioBaa X-xpomocoma. Bce XpomMocombl 3TOM rpynnbl —
MeTaLEeHTPUKN cpedHero pasmepa. MHameuayanbHO pasfnyntb UX
MOXHO TOMbKO Npu nomoLm G-, R- unn Q-okpacku.

[‘pynna D BkoYaeT Tpu napbl akpOLEHTPUYECKMX XPOMOCOM
cpenHen gnuHbl — ¢ 13 no 15. Bce oHU cogepxaTt BTOPUYHYIO nepe-
TSHKKY — MecTo nokanmsaumm AOP (sgopblwkoobpasyowmx pau-
OHOB), OTAENALWY HEDONbLLIOW MO AfNHE CNYTHUK OT OCTarlbHOW
4YacTn KOPOTKOro nsievya. Pasmepbl CNyTHUKOB 3aMETHO BapbUpYHOT Y
pasHbIX nHAMBMAYYMOB. VIHorga HabnogaTes aBa CnyTHUKA.

K rpynne E OTHOCAT KOPOTKME MeTaueHTpuyeckne n cybmeta-
LeHTpuyeckne xpomocomol ¢ 16 no 18. Xpomocoma 16 — meTaueH-
TPUK, ee OfIMHa COCTaBMAeT OKOJSI0 TPeTU OT ANUHbI XPOMOCOMbI 1.
Xpomocombl 17 1 18 65mM3kM NO LEeHTPOMEPHOMY MHAEKCY (OKOMOo
0,30) n Heckonbko (5—10 %) pasnuyatoTca nNo AfnHe.

pynna F oObeauHseT OBe MarneHbKne MeTaueHTpu4eckue
xpomMmocombl 19 n 20, npakTudeckn Hepasnuyinmble 6e3 anddepeH-
LMaribHOM OKpacKW.

pynna G BKtOYaeT ManeHbkne akpoLEHTPUYECKNEe XPOMOCO-
Mbl 21 n 22. K aTon rpynne OTHOCAT M NOSIOBYK Y-XPOMOCOMY, KO-
Topas OTNMYaeTcs OT APYrMx XPOMOCOM 3TOM rpynmnbl NOSIOKEHNEM
XpomaTtung OSIMHHOrO nrneda — y Y-XpOMOCOMblI OHM pacrnosioXeHbl
6m3Ko, a y XxpoMmocom 21 1 22 — LUIMPOKO paccTasneHbl. Pasmep Y-

XPOMOCOMbI BapbUpyeT B WWMPOKUX rnpenerax 3a cH4eT U3MEeHEeHUA
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pasmMepoB reTepoxpomMaTUHOBOro Groka, He OKasbiBalOLLEro Ccylle-
CTBEHHOro BNMSHUA Ha dpeHoTun. Takass BapuabenbHOCTb BuAHa
aaxe B UHTepdasHbIX dapax npu okpawmBaHuu  AT-
cneunduyecknmn driyopoxpomamm. B KOpOTKMX nriedax XpoMocom
21 n 22 obHapyxmnBaeTcst BTOPUYHas nepetskka — nogobHO XpoMo-
comam rpynnbl D oHn copgepxat AOPbI. PucyHku amndpdepeHun-
anbHOW WCYEPYEHHOCTM XpoMocoM 21 u 22 CywecTBEeHHO
pasnuyaloTcd, YTO MNO3BOMSAET MNPOBOAUTL WX WHAMBMAYASbHYHO
naeHTndomKaumio.

5.8. AHoManuu yucna XxpoMoOCoM

MyTaumm — Hacnegyemble U3MEHEHUSI FTEHETMYECKOro annapa-
Ta. O6bIYHO UX NoapasaenstoT Ha FrEHOMHbIE, XPOMOCOMHbIE U FeH-
Hble. B OByx mocnegHux cnyyasix M3MeHeHusi NPOUCXOOAT BHYTPU
XPOMOCOM MN BHYTPWU OTAENbHbLIX TEHOB COOTBETCTBEHHO. [log re-
HOMHbIMW MYTaUUAMKN NOHUMAKOT U3MEHEHUS Yncna XpoMocom. Ec-
AN U3MEHEHWEe KpaTHO rannougHoOMy 4YMCiy  XpoMocoM (Y
yenoseka — 23), TO TakKne reHoMHbI€ MyTaLUun OTHOCAT K NOAnnoun-
ONAM, €CrM UBMEHEHMNE HE KpaTHO ranfioMaHoOMYy YMUCITy XPOMOCOM
(Hanpumep, ogHa AONOSMHUTENbHas UM oAHa HeaocTawwasi Xpo-
MOCOMa) — K aHeynronaunsim.

CornacHo o6LenpuHSaTON MeXxagyHapoaHOW HOMEHKNaType Ka-
pUOTUN NPUHATO 3anucbiBaTb crnegyowmm obpasom: BHavane 3a-
NMCbIBalOT 00LLEE YMCIIO XPOMOCOM, 3aTEM — MOMOBbIE XPOMOCOMbI.
[Mpy HOpManbLHOM KapuoTune 3TUM U OrpaHUYMBAlOTCS, MPU Hanu-
YUN XPOMOCOMHbBIX HapPYLUEHU X ONUCLIBAIOT MNPU MOMOLLN Crneun-
anbHblX 00O3Ha4YeHWW, KoTopble OyayT pPacCMOTPEHbI  Mpu
N3NOXEHNN MaTepmana o KaXgom U3 HUX.

lMpumep
46, XX — HOpMarnbHas XXeHLMHa;
46, XY — HopMarsibHbI My>XX4YMHa.

Ecnu He Bce KNeTkn opraHnama MMeEKT OANHAKOBbIN KapuoTun,
TO Taknme opraHu3mbl HasbiBalOT MO3auW4YHbIMKM UMW MO3aMKaMMW.
O6bI4YHO heHOoTMNNYECKOE MPOSBIEHME HabnogaeTcs y MO3auKoB,
€CINU MYTaHTHbIX KneTok 6onble 4YeTBepTn. Ha atom HabnogeHun
OCHOBaH LUMPOKO pacnpoOCTPaHEHHbIN B AMAarHOCTUYECKOW NMpaKkTuKe
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MeTo[ aHanmsa Xxpomocom. Ha nepsom atane aHanuampyoT 11 me-
TadpasHbIX NIACTUHOK — 3TO YMCHO COOTBETCTBYET pacCYMTaHHOMY
4Yncny KrneTok, rae npu 25-npoLeHTHOM Mo3anun3mMme CTaTUCTUYECKN
OOCTOBEPHO NpUCYTCTBYEeT Bonee ogHOW MyTaHTHOM KneTku. Ecnn
MYTaHTHbIX KINETOK He OBHapyXeHO, TO MHAUBMOYYMa CUYMTAaKOT Ka-
pUOTUNUYECKN HOPMarnbHbIM. ECnu cpean ognHHaguaTn npoaHanum-
3MPOBaHHbLIX KNeTok aBe W 6onee OKaXyTcad MYTaHTHbIMKM —
AnarHoctTMpyeTcs Mo3amuuam. Ecnuv TonbKo ogHa KneTka oKkaxeTtcs
MYTaHTHOW — aHanu3upytoT eLle WeCTb KneTok. Ecnn cpeaun Hux He
HaxXo4AT HU OQHOM MYTaHTHOW (MpUYeM MMEHHO C Takou MyTauuen,
Kak M Yy NepBOW BbISIBIEHHOW MYTAHTHOW KNETKW) — VHAUBUOYYM
CUMTaeTCa KapnoTUNUYECKN HopManbHbIM, a OBHapyXXeHne nepsom
MYTaHTHOWM KNEeTKN cyuTaroT cnyyvavHbiM. Ecnn cpegu npoaHanusu-
POBaHHbIX LLIECTU KNEeTOK HaxoOAaT elwle OgHY MYTaHTHYK C TOW Xe
MyTauuen, To B aHanu3 6epyT eLle WecTb KeToK. AHanuM3 npogon-
XatT OO0 Tex rnop, noka He obHapyxaTt ABe unn bonee MyTaHTHbIX
KIeTKN cpeau oyepesHON npoaHanunsnpoBaHHOM cepun. Torga crta-
BAT AMarHo3 — mo3anuuam. Ecnv B ovyepeaHon cepum npoaHanmsm-
POBaHHbIX KMNETOK BCe OHU ByayT umMeTb HopMarbHbIA KapuoTun —
NHOMBUAYYMA CUMTAKOT KapUOTUMNUYECKN HOPMASbHbIM.

N3 BCex BO3MOXHbIX BapwaHTOB MNOMUMIONOOB Yy 4erioBeka
onucaHbl TONbKO Tpunnonabl — 0B6bIMHO 3TO BbLIKMAbILWN HA Pa3HbIX
cTagusax BHYTPUYTPOOHOro passutus. VIHorga >XMBOpoOXAeHHble ae-
TU-TPUNSIOUAbI CMOIMN MPOXUTb HECKOSIbKO YacoB WU OHEW, npu-
YyeM BOMbLINMHCTBO U3 HUX BbINn Mo3ankaMn. N3BECTHbI OTAESbHbIE
cnyyYyau BbDKMBaHWS MO3auMKOB MO Tpunrovauun. DeHoTUnn4ecku
TpUNnongusa NpPosiBNSETCs npexae BCero B ny3bIpHOM Mnepepoxae-
HUW NNaueHTbl. XapakTepHble 41 MHOrMX XPOMOCOMHbIX aHOMas i
NPU3HAKN — YMCTBEHHas OTCTanocTb, HEMOSIHOe 3apacTaHue poa-
HW4YKa, JoKarbHble MOPOKN Pa3BUTMA — HabnogarTcsa U Npyu 3TOM
TUMNE reHOMHbIX MyTaL M n.

Hanbonee pacnpocTpaHeHHbIN criydan aHeynnongmm — Tpuco-
MU (HanuymMe ogHon A0B6aBOYHOM XPOMOCOMBbI) NO Xpomocome 21
UnNu cuHopom [ayHa. 3Ta aHOManusa BCTpevaeTcsa ¢ Yyactoton 1 Ha
700 HoBOpOXAOEHHbIX. PUCK poxaeHnsa pebeHka ¢ cuHgpomom [lay-
Ha NoBbILAeTCHa C yBenuyeHMem Bo3pacTta matepu. B nocnegHue

rogbl 4actota poXaeHud ﬂ,eTeVI Cc 3TMM CMHOPOMOM B pPa3BUTbIX
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CTpaHax CHWXaeTcs MO MNpUYMHE UNCMOSIb30BaHUSA MpeHaTanbHOu
(oopogoBon) AMarHOCTMKN. Y BorbHbIX OTMeYaeTcsl 3agepkKka poc-
Ta U pasBUTUA, YMCTBEHHaAs OTCTarNoOCTb, BPOXAEHHbIM NOPOK cepa-
LUa, CHWKEeHMEe WMMYHUTETa, CHWKEHWEe MbILLEYHOro TOHYca.
BHelHe nx nerko ysHatb — LUMPOKOE JKLIO, pacKocble rfasa ¢ anu-
KaHTYCOM (CKNagKoW BepxHero Beka), KOPOTKMMA HOC, 60sbLion
cknagyatbin a3blk (puc. 39). Kak 1 ans Bcex XpoOMOCOMHbIX aHOMa-
nun Yyenoseka, Ana cuHapoma [ayHa xapakTtepHa BbiCOKas U3MeEH-
YMBOCTb (PEHOTUMNYECKUX MPOSABIIEHUN — Y pa3sHbIX UHANBUOYYMOB
MOXeT HabnogaTbCa pasHas BblpaXeHHOCTb OTAESIbHbIX CUMMTO-
MOB, @ HEKOTOpble M3 HUX MOryT oTcyTtcTBoBaTb BoBce. OObIYHO
B6onbHble MUPOMOOKMBLI, HEMNSTOXO MPOXOAAT couManbHylo aganTta-
UMK — HekoTopble gaxe obpasytoT cembun. CpeaHAa NPOLOIMKU-
TEeNbHOCTb XM3HU — 49 neT. BonbHble MyX4yuMHbl GecnnogHbl, y
HEKOTOPbIX XXEHLLUUH MOryT BbITb AeTH Kak ¢ cmHapomoM [ayHa, Tak
N HopMarsbHble. 3anncb KapnoTuna ¢ TpMcoMmen nNo xpomocome 21
BoIrnaanT Tak: 47, XX, +21 unun 47, XY, +21. Kpome gononHutenb-
HOW XPOMOCOMbI 21 NPUYMHON 3TOrO CUHAPOMA MOTYT ObITb BHYTPU-
XPOMOCOMHbIE MEPECTPOMKN C €€ Yy4aCTUEM.

Puc. 39. PebeHok c cungpomom [JayHa (dpoto C.B. [lyHOyKoBOW)

[pyro npumep aHeynnongunm C MHOXECTBEHHbLIMW MOPOKaMM
pa3BuUTUS — TpUcomma no xpomocome 18 mnu cuHopom 3Sdsapaca.
OTO BTOpOE MO YacToTe BCTPEeYaeMoCTU XPOMOCOMHOe 3abonesa-
Hue nocne cuHgpoma [dayHa — 1 Ha 7000. KapnoTtun 60nbHbIX ae-
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BOYEK N ManbYMKOB COOTBETCTBEHHO 47, XX, +18 un 47, XY, +18.
BornbHble poXaalTCcsl C HU3KMM BECOM (OKOSO 2 Kr), Y HUX OTMeYa-
eTca 3agepXKKa pocta 1 pa3BUTUS, YMCTBEHHas OTCTasnoCTb, LLUMPO-
Kne POAHUYKU MPU POXOEHUM N OTKPbITble LIBbLI Yepena, rpyaHas
KneTka Lmnpe U Kopode HOpManbHOW, HUXHASA YernocTb U poToBOE
oTBepcTne ManeHbkune (puc. 40). [NasHble Wenu y3kne n KopoTkue,
CNnyxoBble OTBepCcTUS aedopMupoBaHbl U MHOrga OTCYTCTBYIOT.
OTmevaloTcs NOpoKM cepaua M KPYMnHbIX COCyAoB, runonnasus
MO3Xe4yka 1 mMo3onuctoro Tena. [1o rogosanoro Bo3pacta gOXu-
BaeT 5—10 %, BCce BbbKMBLUME — INyOOKME ONUrodopEHbI.

Puc. 40. PebeHok ¢ cuHapomom daBapaca’

CuHdpom [Namay — Tpucomusi No xpomocome 13 B pasnnyHbIX
nonynaunax yernoseka BCTpedaetcsa ¢ yactotamm ot 1 Ha 14000 go
1 Ha 7000, kapuotun — 47, +13. EcTb cBA3b BO3pacTa maTtepu u
pucka poxgeHumsa pebeHka ¢ 3TUM CMHOPOMOM, XOTSl OHa He Takas
cTporasi, Kak B cnyyae cumHgpoma [dayHa. [pu BblHalWmMBaHuM nnoga
C cuHgpomMom [llaTtay y nonoBuHblI BepemMeHHbIX HabngaeTcss MHO-
roogue. [letn poxgatotcsa ¢ HeBOonMbWMM BECOM — OKOSo 2,5 Kr,
NMEIT YMEPEHHYID MUKpouedanuio, HU3KUN CKOLUEHHLIW 100, cy-

* URL: http://medgen.genetics.utah.edu/photographs/diseases
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XEHHble rMasHble Lenn, pacCTodaHne Mexay KOTOpbIMU YMEHbLLUe-
HO, MOMYTHEHME POroBULbl, MUKpodTarbMuO, Korobomy, paclue-
NNHY BepxHen rybbl u HEGa, [edopMUPOBaAHHBbIE YLLIHbIE PAKOBUHBI,
nonugaktunuio (puc. 41). Mo npMYnHEe MHOXECTBEHHbIX BPOXOEH-
HbIX aHOManuMn BONbLIMHCTBO BOMbHLIX (40 95 %) ymupaeT B BO3-
pacTte go roga. [pu gormkHom yxoge okono 15 % BbPKMBLUKMX MOCIe
OOCTMXKEHNA rogoBarioro Bo3pacta UMEKT NpogorHKUTESTbHOCTb
Xn3Hu 5 net, 2-3 % pgoxumeatoT go 10 ner.

Puc. 41. PeGeHok ¢ cuHgpomom Matay”

CuHOpom BapkaHu — TpUcomusi No XpoMocome 8 — onucaH npe-
NMYLLECTBEHHO Y MO3aunKkoB 46 / 47, +8. [NonHaa Tpucomust No Xpo-
MocomMme 8, Kak npaBuno, netansHa. YactoTta BCTpeyaeMocTn cpeam
HoBOpoOXadeHHbIX — 1 Ha 5000. [eTtn poxgatTcs AOHOLIEHHLIMU,
BO3pacT mMaTepu He BNUAET Ha BEPOSATHOCTb poxaeHus pebeHka ¢
9TUM CUHOPOMOM. XapakTepHbl YMCTBeHHas otcranoctb (97,5 %
cnyyaes), BbICTynawowun nod, kocornasue, rnyboko MnocaXeHHble

* URL: http://ptgandg.com/peter.htm
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rnasa, anuWKaHTyc, runeptenopusam (yBesiv4eHHoe pacCTosiHME Me-
X4y napHbIMKM opraHamu) rras M COCKOB, BbiCOKoe HEGO (MHoraa
pacLienunHa), Tonctble rybbl, BbIBEPHYTas HWKHAS ryba, aHomanum
ckeneta, anfasvsi MO30JSIUCTOro Tesia, MOPOKM MOYEBOW CUCTEMBI,
y3KU Tas, y3kue nneun (puc. 42). Co BpemeHeM passuBaloTCs rma-
pouedanus, naxoBas rpbika. [poaoMmKUTENBHOCTb XNU3HU — He BO-
nee 17 ner.

Puc. 42. PeGeHok ¢ cuHgpomom BapkaHu (Mo3anumuam rno Tpucommum 8)°

AHeynnonamm no norioBbIM XPOMOCOMaM TakXe OOCTaTO4YHO
4YacTo BCTpevarlTcs B nonynsauyusix yenoseka. MoHocomus (oTcyT-
CTBME OAHOW M3 FOMOJSIOMMYHBIX XPOMOCOM) MO X-XPOMOCOME WIn
CuHOpom Lllepewesckozo-TépHepa BCTpeyaeTca ¢ YacTtoTon 1 Ha
1500. Kapuotmn — 45, X. [lon pebeHka c MOHOcCOMMEN MO
X-XpOMOCOME XEHCKUIN, TaK KaK Yy BCEX MIIEKONUTaLWMX MYXCKOM
non onpegendeTca Hanuyinem Y-XPOMOCOMbI, @ HEe KOSIN4eCTBOM
X-xpomocoMm. BblHawimBaHue OeBoYeKk C 3TUM CUHOPOMOM 4acTo

* URL: http://web.coehs.siu.eduGrantsTRISkidsof TRISDateOrder.html
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NPOXOANT C TOKCMKO3OM W Yrpo3on BbikMAbIWA, a poabl ObiBatoT
npexaeBpeMeHHbIMM U natosiormyeckumn. Bo BTOpon nonosuHe
BepeMeHHOCTM npoucxoanT uHBonwums (obpatHoe passBuTMEe) No-
NOBbIX KMNETOK, U K MOMEHTY poXaeHust y pebeHka pe3ko yMeHbLue-
HO KOonuMyectBOo (QOMMUKYNOB WM  OHUM BOBCE OTCYTCTBYIOT.
CnencrsuamMu HeopasBUTUSA FOHaA ABNATCA HeLOCTaTOYHOCTb
XXEHCKMX FOPMOHOB, ameHopesi (OTCyTCTBME MeHcTpyauun) u bec-
nnoaue. na 60nbHbIX AeBOYEK XapakTepeH HU3KUA POCT, OTCTaBa-
HWe B pasBuTUKM, LWMpoKkaad 6o4ykoobpasHas rpygHaa KneTka,
KOpOTKasi Wesd, KpblIOBUAHbIE CKNaaku Ha GOKOBbIX MOBEPXHOCTAX
lwen, gedopmauma NoKTeBbIX cyctaBoB (puc. 43). Hacto BcTpeya-
IOTCS MOPOKN cepAua M KpYrHbIX COCyAoB, annasuns danaHr nanb-
LieB, CKITOHHOCTb K OXXMPEHUO U runepTeH3nsa. MonoyHble xxenesbl y
bonblMHCTBA BOMbHbLIX HEPa3BUTbl, COCKM PacMONOXeHbl HU3KO.
MaTtka HegopasBuTa, BXOL BO Bnaranviie BOPOHKOODOpasHbIM, Ma-
nble rnomnosble rybbl, KNMUTOP U AEeBCTBEHHas nnesBa Hegopa3BUTHI,
BonbLive nonosble rydbl MO BUAY HAMOMUHAKOT MOLUOHKY. [1pn aTOM
CUHOPOME MNPOSBAAITCA BCE MMEKLWMNecs cuernseHHble C MNosioM
peueccuBHble MyTaumm.

Puc. 43. lLlecTHaguaTuneTHANA AeBYLUKA
¢ cuHapomom Llepeliesckoro-TépHepa®

* URL: http://lekmed.ru/infoarhivyendokrinologiya-56.html
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CuHOpom mpoUHoU X-XpOMOCOMbI BCTpeYaeTcs ¢ 4actoton 1
Ha 700. Bce 605bHble — BHELWWHE HOPMarbHbIE XXEHLLUUHbI C Kapuo-
TmnomMm 47, XXX. WHoraa BcTpe4valoTcs ABe unu bonee AONOMHK-
TeNlbHble X-XpOMOCOMbl. YMCTBEHHasi OTCTafiocTb M  ananug
oTMevalTca Y 75 % BonbHbIX, YacTo HabngaeTca HeaopasBuTme
doNnIMKYNoB, paHHUI KNMMakc n becnnogue.

OfgHa nnn HEecKoNbKO AOMNOSTHUTESbHBLIX X-XPOMOCOM Yy npea-
cTaBUTENEN MyXCcKoro nona — cuHopom KnatHgernbmepa. Boamox-
Hbl KapunoTtunel: 47, XXY; 48, XXYY; 48, XXXY; 49, XXXXY; 49,
XXXYY). Hactota Bctpedaemoctn 1 Ha 500—-700 HOBOpOXOEHHbIX
ManbymkoB. [na OONbHbIX XapakTepHbl BbICOKUA POCT, ONUHHbIE
KOHEYHOCTU MpPU CPaBHUTESNTIbHO KOPOTKOM TYNOBMULLE, FMHEKOMa-
CTUS, eBHyxonamsm, Becnnogue, NnoBbILLEHHOE COAEpP)KaHUE XKEeH-
CKMX FOPMOHOB, OXMPEHME, NCUXMYECKNE HApPYLUEHUS, CKITOHHOCTb K
acoumnarnbHoMy nosegeHuto (puc. 44).

Puc. 44. Myx4dnHa ¢ cuHgpomom KnaiiHdpenbtepa”

* URL: http://dermline.ru/htm/23/233709.htm.
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CuHOpom QoronHumersnbHou Y-xpomocombl (kapyuotun 47, XYY)
BcTpeyaeTca ¢ 4vactotom 1 Ha 500. KrnunHuyeckume nposiBNeHUs
NpakTU4YeCKn He BbipaXkeHbl. YacTo BCTpe4arTCsl BbICOKUM POCT,
aTNeTN4ecKoe TEeNOoCMOXEHNEe, HECKOSbKO MOBbIWEHHbIA YPOBEHb
arpeccuBHOCTU, HeafeKkBaTHas peakumsl Ha KPUTKKY, CKITOHHOCTb K
MMMYNbCUBHBLIM MNOCTYyNKaMm, JoOOBb K PUCKY U MNPUKINHOYEHUSAM.
CuHagpom c 6Gonbluen, Yyem B cpedHemMm Mo nonynduuu, 4acToTou
BCTpeYaeTcs cpeamn OCYXOEHHbIX 3a HaCUIbCTBEHHbIE MpecTynne-
HUS, NpeacTaBuUTENEn onacHbIX Npodeccuin n nbuTenen aKcTpe-
ManbHbIX BUAOB criopTa.

5.9. BHympuxpoMoCOMHbIe nepecmpouKu

Kpome aHOmManui 4mcna XpOMOCOM — FE€HOMHbIX MyTauum —
NPUYMHON XPOMOCOMHOM MNaTosfiormm MoryT ObiTb U BHYTPUXPOMO-
COMHbIE MEPECTPOMKN Unn abeppaumn. Nx nogpasgensitoT Ha He-
CKOJbKO TUMOB:

e [eneuma — yTpaTta yyacTka Xpomocombl (0oBo3Ha4vaeTcs
«del») (puc. 45);

e [feduweHcn — KoHueBas geneuma (obosHavaeTcsi 3HaKoM
pas3pbiBa «:») (puc. 46);

e OynnuKauus — yaBOeHMEe yyacTka XpoMOCOMbl (0B03HavaeT-
ca «dup») (puc. 47);

e amMnnuduKauns — MHOroKpaTHoOe MOBTOPEHME y4dacTKa Xpo-
MOCOMbI (0603HavaeTcsa «amp») (puc. 48);

e WHCEpUUS — BCTaBKa AOMOSTHUTENBHOIO XPOMOCOMHOIO paMu-
oHa (o6o3Ha4vaeTca «ins») (puc. 49);

e napaueHTpuyeckaa uHBepcua — noBopoT Ha 180° ydacTka
XPOMOCOMbI, HE coepXxawero LueHTpomepy (06o3HavaeTcsa «invy)
(puc. 50);

e nepuueHTpmnyeckaa nHBepcua — noBopoT Ha 180° ydacTka
XPOMOCOMBbI, coAepawero ueHTpomepy (obo3HavaeTca «invy)
(puc. 51);

e TpaHCNoKauusi — NepeHoc yvyacTtka C O4HOW XPOMOCOMbI Ha
apyryto  (obosHavaeTca t M 3HAaKOM paspbiBa-CIIUSHUA  «::»)
(puc. 52);
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e pEeUUNpPOKHasa TpaHcnokauma — obMeH yvyacTkamn mexay He-
FOMONOMMYHBLIMU XpOMOCOMamMm (0bo3HayvaeTcs «rep») (puc. 53);

e pobepTCOHOBCKAs TpaHCMoKauus — CNnaHMe OBYX aKpOLEeH-
TPUYECKNX XPOMOCOM c obpasoBaHveMm ofHOW
(cy6)meTaueHTpuyeckomn (puc. 54).

MexaHn3m, Kak nNpaBusio, Takon: NPOUCXOANT OOMEH nrevyamu
Mexay ABYMSI aKpOLEHTPUYECKMMM XPOMOCOMaMW, NPUBOASALLNNA K
nosBneHno OByX (cyb)MeTaueHTPUYECKUX XPOMOCOM, COCTOSILLUX
TONbKO M3 ASIMHHbIX NfeY, BOBIEYEHHbIX B 0OMEH aKpOLEHTPUKOB, U
TONbKO KOPOTKMX. IMOCKOMNbKY XpOMOCOMa, COCTaBfliEHHasa 13 KOpOT-
KMX NSied, ucyesaet B XO4e MNepBbIX XKe nocrne BO3HWKHOBEHUS Me-
PECTPONKN KIMETOYHbIX [AENeHUN, €OUHCTBEHHbIM pe3ynbTaToMm
po6EepPTCOHOBCKOM TpaHCoKauunm SBNAeTCA MosaBreHne HOBOW
(cy6)meTaueHTpuyeckon xpomocoMbl. O6o3HavaeTca «roby.

Puc. 45. Cxema geneuyun
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Puc. 50. Cxema napaLeHTpuyeckon nHBepcum
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Puc. 51. Cxema nepuLeHTpuU4eckon MHBepcum
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Puc. 52. Cxema TpaHcnokaumm

Puc. 53. Cxema peumnpokHOM TpaHcriokaumm

91



Puc. 54. Cxema pobepTCOHOBCKOW TpaHCNoKaLuum

lTpumepsbi:

46, XY, del (10) (11 — g21) — My>KCKOIM KapnoTun ¢ geneymnen
panoHa 10q11-21;

46, XX, del 5p- — XeHCKM KapuoTun C Aeneunen KOpoTKOro
nreya XpomMoCOMbI 5;

inv 9 (p11; q13) — nepuueHTpu4eckast UHBepCUsi B XpoMmocome 9;

inv 5 (g21; q31) — napaueHTpu4eckas UHBEPCUSI B XPOMOCOME 5;

5033: — AeduLIEeHCN ONMHHOMO njevya XpoOMOCOMbI 5, paspbiB
pacrnosioXXeH B panoHe 5q33;

t (2; 5) (921; 931) — peunnpokHasa TpaHcoKaums XpOMocom 2 1 5.

Pas3pbiBbl 1 BOCCOEAMHEHNA MPOU3OLLINM B panoHax 2921 wu
5931. 3Ty XKe TpaHcnokauno MOXXHO 3anucatb 6onee NnogpobHo:

t (2; 5) (2pter — 2921 :: 5931 — 5qter; 5pter — 5931 :: 2921 —
2qter).

NHorga npu uyutoreHeTundyeckom obcnegoBaHUM BbISIBASAKOTCS
N30XPOMOCOMbI, COCTOSILLME U3 OAMHAKOBLIX M€Y — TOMbKO KOPOT-
KMX UNU TONbKO ANMWNHHBIX (puc. 55). Takaa abeppaHTHass XpOMOCO-
Ma 0b03HavaeTcs «i».
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Puc. 55. Cxema n3oxpomMocombl

[leneummn KOHLUEBbIX panoHOB ODOMX Mney umHoraa npuBoasAT K
OPMMPOBAHMIO  KOSMbLEBOW  XPOMOCOMbI  (0BO3Ha4yaeTcs  «r»)
(puc. 56).

Puc. 56. Konbuesas xpomocoma (¢oto E.I'. HepoHoBon)
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XpOMOCOMbI C ABYMS LleHTpoMepamMu (QULEHTPUYECKME XPOMO-
combl) (puc. 57) U XpOMOCOMHble doparMeHTbl 6e3 LEeHTpoMepbI
(aueHTpuyeckune parMmeHTbl) (puc. 58) BO3HUKAIOT NPU HapyLUEHUN
cnapvBaHWs FOMOJSIOIMYHbIX XPOMOCOM B MeNOo3e y reTeposnroT no
napaueHTpuyeckumMm nHeepcnsam. OBbIYHO B X04e HECKONbKUX MUTO-
TUYECKMX OeneHUn aueHTpudeckue dparMeHTbl TepsTcs, a Ou-
LEHTPUKN (POPMUPYIOT XapakTepHble «MOCTbl» B aHadgase U
paspbiBaloTCs, 0bpasys B MHTepdase Mnkposgpa — XpoMaTnHOBbIE
Tenbua B uutonnasme. NogobHoro poga nNepecTtporku MoryT npo-
NCXOOUTb U B COMATUYECKUX KreTKax Mo BO34eNCTBUEM CUITbHbIX
MyTareHoB (Hanpumep paguaumn).

., X4

Puc. 57. OvnueHTtpuyeckas xpomocoma (¢oto E.I'. HepoHoBow)

“

y
¥

Puc. 58. AueHTpnyeckun oparmeHT
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lpumepsbi:

46, XX, r (D) — xXeHcknn KapnoTun, cogepXxalinn ogHy Konbue-
BYIO Xpomocomy u3 rpynnsl D.

46, X, i (Xp) — >KEHCKMM KapuoTurn, B KOTOPOM oOfHa
X-XpoMocoma HopMarbHas, a gpyrass — MU30XpoMocoma, CoCTosLLas
N3 KOPOTKOro nreva.

Hanbonee M3BECTHLIM Clly4aeM XPOMOCOMHbIX abeppauumn ve-
rfoBeka siBNAeTcsl CUHOPOM Kowa4ybez20o Kpuka (unu cuHopom Jlexe-
Ha) — HSA5 del (5p-). O6blMHO OeneTnpoBaHo OT TpeTU Ao
MNOSIOBMHbI KOPOTKOrO nMrieda XPOMOCOMbI 5, pexe BCTpeyaeTcs
nonHas geneums Sp (puc. 59). CnHgpom BCTpedaeTca ¢ YacTtoTon 1
Ha 45000. Hacrnenyetca no ayTOCOMHO-AOMUHaHTHOMY Tuny. OT-
MeyvaeTcsl Hu3kas Macca npu poXXaeHUN, MblleYHas rMnoTOHUS, M-
neprenopusMm rnas, W3MEHeHWe TropTaHu, npumBosllee K
XapakTepHoMy Tuny nnada pebeHka, HanoMuHaloWeMy MsyKaHbe
KowkK. NMocneaHnin Npu3Hak NPOXOAUT K KOHLY NEepBOro roda »Xms-
HW. Y BOMbHbLIX BCTpEYarnTca Mukpouedanus, BpoXXaeHHbIE MOPOKM
cepaua, KOCTHO-MbILLEYHOW CUCTEMbI M BHYTPEHHUX OpraHoB, Ae-
dopmaums yWHbIX PakoBUH, 3MUKAHTYC, aHTMMOHIONIOMAHbIN pas-
pes rnas (puc. 60).

AK (8 KX i
AN % R XX R

D
ANAAAAAD XX AN AN

13 14 15 16 17 18

F G
R"l X A ~ A xx
19 20 21 22 X X

Puc. 59. XpoMOCOMHbIN Habop BONBHOrO ¢ CMHAPOMOM KOLLAYbero Kpuka:
rpynnoBas (o1 A o G) n nianBmnayanbHas naeHTUUKauna XxpoMocom
(cTpenkon yka3zaH AedeKT KOpOTKOro nreya XpoMocombl 5-11 napsbl)”

* URL: http://medarticle23.moslek.ru/articles/45310.htm
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Puc. 60. PebeHoK ¢ cMHOPOMOM KoLLa4bero Kpuka'

CuHOpom Bornbgha-XupwxopHa (cvmHOpoM 4p) BO3HMKAET nNo
NpuYnHe gedueHcn (TepMmMHanbHOW Aeneuum) KoOpoTKOro nnedya
XpomocoMsbl 4. CuHapom BcTpeyaeTtcs ¢ vyactotonm 1 Ha 96000 xu-
BbIX HOBOPOXAEHHbIX. Y OonblUMHCTBA OOMbHbIX AeneTupoBaH
panoH 4p16.3, BenuunHa geneunm — okono 165 T.n.H. [Npn MeHb-
leM pasMepe OeneTMpoBaHHOIo yvacTka nposiBNseTcs MeHee Bbl-
paxkeHHbI oeHoTun. icnonb3oBaHne pyTUHHOM OKPaCKU XPOMOCOM
NO3BONSET BbLIABUTbL 3Ty abeppauuto Tonbko B 60 % cnyyaes.
dnyopecueHTHaa rMbpuansauus in Situ gaeT BO3MOXHOCTb BbISIB-
natbe o 95 % Hocutenen. [ns 60nbHbIX XapakTepHbl MUKpoLueda-
nnsa, 3agepxka BHYTPUYTPOOHOro pasBuUTUS, «pblOMnY»  poT,
KpaHnodauunanbHblii gMcMopduam, pacwienmHa rybol n HEba, HM3-
KOpacnonoXeHHble 0edOpMUPOBaAHHbIE YLIHbIE PaKOBUHbI, rMnep-
Tenopusm (puc. 61). M3 BHYTPEHHUX OpraHoOB 4awe BCero
nopa)karloTca MOoYKU (aunnasus, KACTbI), cepaue (aTpuarnbHbIn Uu
BEHTPUKYNSAPHbLIA cenTarnbHble AedekTbl) U CEMEHHUKU (KpunTop-
Xxn3am). BebknsaeT He 6onee 20 % HOBOPOXAEHHbLIX C 3TUM CUHAOPO-
MOM, MPOAOIKUTENBHOCTL XU3HU — 00 25 net. Y OONbHbIX
HabntogaeTcs rnybokasa 3agepkka YMCTBEHHOIO pasBUTUA.

* URL: http://medarticle23.moslek.ru/articles/34943.htm
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Puc. 61. PebeHok ¢ cuHapomom Bonbda-XupLixopHa®

B HekoTopbIX nonynsauusx YernoBeka LUMPOKO PacrnpOCTPaHEHbI
nepuueHTpudeckme nusepcun inv 9 (p11; g13) (puc. 62) n inv 10
(p11; 921) (puc. 63), He nmetowmne PeHOTUNNYECKOTO NMPOABIEHUS.
OpaHako HeKOTopble aBTOPbI YKa3biBalOT HA BO3MOXHOCTb CHMXKEHNS
depTUNBHOCTN Y UX HOCUTENEN, NOCKOSbKY UHBEPCUM 3aTPYAHAOT
KOHbOraumo roMosIorMYHbIX XPOMOCOM Y reTepo3uroT 1 NoaasnstoT

KPOCCUHIoBep Ha CBOUX y4acCTKax.
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Puc. 62. NepuueHTpnyeckaa nusepcua HSA9 (cpoto E.I'. HepoHoBoW)

* URL: http://en.wikipedia.orgwikiWolf-Hirschhorn_syndrome
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Puc. 63. NepuueHTtpnyeckaa nusepcuna HSA10 (dpoto E.I'. HepoHoBoW)

B nonynauuax yenoBeka 4acTo BCTpe4yaeTcs nosiMmopdusm
(buonorndeckoe pasHoobpasne) AfMHbl reTeEPOXpPOMaTUHOBLIX pan-
OHOB, B TOM YMCIle€ BTOPUYHbBIX NepeTsKek. Takne nameHeHnsa npu-
HATO o0603HayaTb h+ — yBenuMYeHue reTepoxpomMaTUHOBOIO
panoHa (B TOM 4MCrie BTOPUYHLIX NEPETSXKEK) NO CPaBHEHUIO C
HoOpMOM U h- — ymeHbLWweHne. Kak npaBusio, peHOoTUNnYecKoro ag-
doekTa Takme noniMmMopdHblie BapuaHTbl HE MMEIOT.

lpumepsbi:

46, 15 ph+ — yBenuyeHue ONWHbI BTOPUYHOW NEPETAXKKU B
KOPOTKOM Msiede XpoMoCoMbl 15;

46, 21ph- — ymeHblWeHVe AOSIMHbI BTOPUYHOW MEPETSKKN B
KOPOTKOM Msiede XpOMOCOMbI 21;

46, XY, Ygh+ — yBenunyeHne retepoxpomMaTuHOBOro panoHa
Y-XpOMOCOMBI.

[MpnynHoOM XxpoHu4yeckoz2o muesrobriacmHozo rnetkosa (XMIJI)
SABNSAETCS coMaTudeckasi Mytauus — CriMstHue 4acTu reHa TUPO3UH-
KnHasbl ABL1 9-i1 xpomocomebl ¢ reHom BCR 22-i1 xpomocombl ¢ 06-
pasoBaHneM XxumepHoro 6enka (puc. 64). dPunagenbdpumnckas
XpoMocoMa, BbisiBriseMasa y Bcex ctpagarowmx XMJ1, — pesynbtar
peumnpokHon TpaHcnokaumn t (9; 22), (q34; q11). HassaHne «du-
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nagenbdunckasa» aTon abeppaHTHONM XPOMOCOME AAaHO NMOTOMY, YTO
BrepBble ee 0BHapPYXUNu COTPYaAHUKK [MeHCnNbBaHCKOro YHUBEPCU-
Teta B dunagenscumn. XMJ1 — mmenonponungepatmsHoe 3abonesa-
HWe, NP KOTOPOM B HOpMe Haxogsuwmecs B pase Gy rpaHynoumThbl
(HenTpodunbl, 6a3odunbl U 303MHOUIbI) HAYNMHAKOT aKTUBHO fe-
nnTbCca nog envaHnem xmmepHoro 6enka BCR/ABL1. B xpoHu4e-
ckon dase 3abonesaHna  OONbHble  OObIMHO  4YYBCTBYHOT
HeJoMOraHume 1 nepenonHeHue xusota. AkcenepaTtmBHas dasa 3a-
boneBaHMst MOXET NPUBECTU K BNacTHOMY Kpu3y, KOTOPbIA MpoTe-
KaeT nogobHO OCTpOMYy JieMko3dy C ObICTpoW nporpeccuen U
HeBONbLLIOW BbKMBAEMOCTLIO.

—=— ['en BCR

dunagenshuickan

Xpomocoma 22 XpoMOCoMa

|=—T'er ABL1
Xpomocoma 9
Puc. 64. dunagenbduimnckass Xxpomocoma

CuHOpom [JayHa wnHOrga UMeeT TpaHCroKauuoHHYH npupoay.
3HauuTenbHas YacTb XpoOMOCOoMbl 21 MOXeT BbITb NnepemMeLlieHa Ha
apyrne XxpoMocomsbl (Yawe Ha 15, pexe Ha 14, ewé pexe Ha 21, 22
n Y-xpoMocomy). B Takux cnyyasx npu HopmMarbHOM Yucre XpoMo-
COM (pyHKLMOHanNbHO ByaeT npucyTCTBOBaTb aHeynnonausa no xpo-
mMocome 21.
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Ha xpomocome X ¢ yactoton 1 Ha 1000 — 1 Ha 2000 HoBOpPOX-
OEHHbIX Manb4YMKoB B panoHe q27-28 HabniogaeTca BTopuyHaga ne-
peTskka — TaK HasblBaeMbll oparnsibHbI CanT. OTO CUHOPOM
MapmuHa-benn wnn cuHopom riomkol X-xpomocombl. Monekynap-
HbI MeXaHM3M 3aK/to4aeTCa B 9KCMaHCUM TPUHYKIeOoTUaHbIX LT
(UMTO3MH-TyaHUH-TYaHNH) NOBTOpPoB. B Hopme B panoHe Xq27.3
OOIMKHO BbITb OT 6 40 54 Takmx NOBTOPOB, NpeamMyTauuMOHHOEe CO-
ctosiHne — oT 55 0o 200 TakMx NOBTOPOB, B 3TOM Cllydae y Matepeu
C npeamMyTauMOHHbIM COCTOSIHUEM BO3MOXHO YBESIMYEHME 4ucna
NOBTOPOB B MENO3€ M3-3a HEPABHOIO KPOCCUHIoBEpPA, U NX MOTOMKM
MOryT MNOMyYUTb MyTaHTHyH (C 4ucriom nosTopoB ©Gonee 200)
X-xpomocomy. Hanbornee BbipaXkeHO NosABneHne cMHgpoma B remu-
3urote, T. €. Y MarbyMKoB C MyTaHTHOW MO (oparusibHOMY CauTy
X-XpoOMOCOMOW. Takme ManbYukm poxgaroTca ¢ BecoMm 3,54 Kr u
MaKkpoopxm3amMoMm. Hacto HabnogaTcsl yBeNMYEHHbIE pasMmepbl ro-
NoBbl, ASIMHHOE NULO C yBENUYEHHbIM NOoAOOPOAKOM, HMU3KOE pac-
NOSIOXKEHME YLIHbIX PakoBWH, MNOBbILEHHAsA NOABMXHOCTb CYyCTaBOB
(puc. 51). naBHbIE cUMATOMaTUYECKME MPU3HAKN — YMCTBEHHas
OTCTarnocCTb U CBoeObpasHble HapyLleHNa pedn — axonanus (Heoc-
MbICITEHHOE MOBTOPEHME YYXUX CNOB) U nepcesepaunsa (bopmouy-
Las peydb). IHorga otmevaeTcs paHHUA OETCKUN ayTU3M.

Puc. 65. CuHaopom MapTtuHa-benn®

* URL: http://blog.ahfr.org/2008/05/fragile-x-syndrome.html
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Cnegyet OTMETUTb, YTO AOfS BCEX XPOMOCOMHbIX abeppauummn
XapakTepHbl obwme dbeHOTUNNYECKNE NMPOABIEHUS: HU3KUIA BEC NPU
POXOEHUN, 3agepXKa pasBUTUA, HU3KUA POCT, MUKpouedanus,
MUKPOrHaTns, HapyLleHUss ocTeoreHesa, aHOMasibHOe pacnosioxe-
Hue rnas.

KoHmpounbHbie eonpochkl u 3adaHusi

1. MNpounTtante Kapnonormieckn guarHos:

a) 46, XX, t (1; 22), (924; q12);

6) 46, XX, inv 7 (p11; p13);

B) 47, XY, +22, r (5);

r) 48, XXYY;

n) 46, XX, inv 4 (q11; q21);

e) 45, X, inv X (p11; q13);

X) 46, XY, i (49);

3) 48, XX, +21, +16p+;

n) 45, X, 22ph+.

2. [NocTtaBbTe KapMonorMyecknn gnmarHo3 Ha ocHose poTorpa-
oMt MUTOTUYECKMX XPOMOCOM Ha puc. 66.
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Puc. 66. doTorpadumn dparmMeHToB MeTaasHbIX NacTUHOK
(ans 3agaumn 2 k . V) (coto E.I". HepoHoBoW)
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Nnaea 6. HyknenHoBbIe KUCNOTbI

6.1. Cmpykmypa [JHK u PHK

HyknenHoBble KUCNOTbI — NONIMMEpPHbIE (COCTOSALWME U3 MOBTO-
PAIOLMXCHA €OAUHUL) XMMUYECKMEe BellecTBa, coaepxaiune nHdop-
Mauuil O  CTPYKType 6enkoBbiX  MOJSiEeKyn  (kogupytowme
nocneposatensHocty OHK n matpuyHas PHK), ynpaBneHun wux
CuHTe3oM (perynatopHble nocnegosartenibHoct OHK mn curHans-
Hble nocrnegoBaTenbHocTM PHK) unu BbinonHAwowmWe camocTos-
TenbHble YHKUMW, TaK WM UMHa4Ye CBA3aHHble C nepefaden
HacneacTBeHHoM mHpopmauumn (pubocomHas PHK, TpaHcnopTHas
PHK, manasa agepHaa PHK, manasa nHtepdepupytowan PHK).

OHK n PHK cocTtoaTt ns HykneotuaoB — ocopHbIX adhmpoB
HYKNeo3naoB (CBSA3aHHbIX C caxapoM — Oe30Kcmpnboson nnu pmndo-
301 a30TUCTbIX OCHOBaHWW) ageHo3nHa (A), ryaHuguHa (M), Tmmu-
avHa (T), ypuauna (Y) v umtngmHa (L). A3oTucTble OCHOBaHUA —
reTepoumuKIiMdyeckme opraHMyeckme CoeuHeHus, Npou3BoaHbIe My-
PUHa — aleHUH N ryaHWH, NN NMpUMMgMHa — TUMUH, ypauun, LuTo-
3uH. KomnnemeHTapHocTb  (oOpas3oBaHMe  CBS3eW  Mexay
B3anMOZONONHAWUMN pparmeHTammn moriekyn) nap AT (AY) u 'Y,
obecneynmBaeTca HanuMyumMem [OBYX WM TpexX BOLAOPOAOHbLIX CBA3EW
COOTBETCTBEHHO. B ofHOM Lenu HykneoTuabl cBs3aHbl nyTemMm obpa-
3o0BaHMAa 5 — 3’ caxapodocaTHon KoBaneHTHOW CBA3N (puc. 67).
[Mpn 9TOM KOMNNeMeHTapHble Lenn OpueHTUpoBaHbl B NPOTUBOMO-
NOXHbIX HanpaeBneHusx ogHa 5'—3’, a gpyrag — 3'—5 (OHW aHTK-
napannensHbl).
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Puc. 67. lNepBuyHas ctpyktypa OHK

Y BCeX XUBbIX CYLLLECTB, KDOME HEKOTOPbLIX BUPYCOB, MONeKysa
AHK nmeeTt cnvpanbHy0 BTOPUYHYKO CTPYKTYPY, B KOTOPOM a30Tu-
CTble OCHOBaHNA HaxXo4ATCA BHYTPU, a caxapodocaTHbIn OCTOB —
CHapy»xu (puc. 68).



Puc. 68. BtopuyHas ctpykTtypa AHK

3 npuHUMna KOMMNNeMeHTapHOCTU (BO3MOXHOCTM obpasoBa-
HUA Nap ageHuHa ¢ TUMUHOM (ypauuioM) U ryaHvHa ¢ UUTO3UHOM)
crnenyet npasusio Yapradpda:

e KOSNIMYECTBO afleHWHa paBHO KONMYECTBY TMUMWHA, a Konude-
CTBO ryaHunHa — KonndectBy untosuHa: A=T, ['=L;

e KOMMYECTBO MNYPUHOB pPaBHO KOMUYECTBY MNUPUMWOUNHOB!
A+ =T+L,;

e KOSIMYECTBO OCHOBAHUM C LUECTbO aMUHOrpynnaMuM pasHO
KOJIMYECTBY OCHOBaHUM C WeCTbio KeTorpynnamu: A+LI=I+T.

CooTHoweHna AT- n I'L- moryT 6bITb pasnuyHbl B pasHblX pan-
oHax xpomocoM. Hanpumep, y mnekonutatowmx G+-panoHax npe-
BanupytoT AT-napsbl, a B R+-panoHax — 'L, (pa3a. 5.4).

NHTepecHO, 4YTO ocHOBHasa «Mornekyna »xusHu» — OHK — cama
no cebe MepTBa N OXUBNAETCH TOSbKO B nNpoueccax pennukaumm un
TPaHCKpUNUMM NpU NOMoLLM 0CobbIX PePMEHTOB — NonumMepas, Ko-
TOopble obecnevnBaloT ee KonMpoBaHUe 1 NPoYTEHME.

CywectByeT Heckornbko Tunos PHK, umetowunx pasnuyHyio
BTOPUYHYIO U TPETUYHYIO CTPYKTYpbl. Hanbonbliee 6uonornyeckoe
3HadYeHne wumeloT MmatpuyHas (MHdopmaumoHHas) PHK (MPHK),
TpaHcrnopTtHaa PHK (TPHK), pubocomHaa PHK (pPHK), manas
apepHas PHK (MaPHK) n manas nHtepdepupytowas PHK.
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MatpuuHaa PHK (MPHK) komnnemeHTapHa kogupylrowum no-
cneposatenbHocTaMm [HK n cogepxut nHgopmaumo 06 ammHOKKC-
NOTHOW  rnocrefoBaTenbHOCTU  cBoero  6erikoBoro  MpoaykTa.
CuntbiBaHne MPHK npoucxoanT B npoLecce TpaHCnsunMm — CUHTe3a
benka Ha ocHoBe MPHK. Kaxgon mn3 20 kaHOHMYecCkux (yHuBep-
canbHbIX ONA XUBbIX OPraHM3MOB) aMWHOKWUCIIOT COOTBETCTBYET
Habop 13 Tpex TpunneT-HykneoTnaos — KogoH. OgHOW aMUHOKKC-
noTe MOXeT COOTBETCTBOBaTb [Ba WM HECKOSIbKO KOOOHOB — B
9TOM 3aKmM4aeTCcsa BbIPOXOEHHOCTb reHeTUYecKoro koga. Tpu Ko-
[OHA He KOAMPYKT aMUHOKUCIOT, NO3TOMY CUHTE3 6enka Ha Hux
OCTaHaBnMBaeTCA. OTO CTOM-KOAOHbl UMM HOHCEHC-KOAOHbI: YAl
(ambep), YT'A (onan) n YAA (oxpa). Kpome cogepkalien KogoHbl
(TpaHcnupyemon) obnactu, 3penas MPHK cogepXut HeTpaHcnu-
pyemMble 0b6nacTu, KOTopble pPerynmpyloT CTabunbHOCTb MOMEKYIbI U
MHTEHCUBHOCTb cunTbiBaHnA. Monekynsl MPHK vHorga umeroT gBy-
LenoveyHble y4acTKU — LUMUMBbKU U NCeBOO0Y3Mbl, — KOTOPblE MOryT
y4yacTBOBaTb B perynauumn TpaHcnaumm.

TpaHcrnopTtHasa PHK (TPHK) nmeeT BTOpUYHYIO CTPYKTYpY, Ha-
NOMUHaIOLLY0 NIUCT Knesepa (puc. 69). Ha ueHTpanbHOW neTne Ha-
XOOUTCA aHTUKOLOH — TPUMMeT, KOMMSIeMEHTapPHbIA  KOLOHY
cooTBeTCcTBYlOLWEeN aaHHon monekyne TPHK amuHokucrnotel. K npo-
TUBOMONOXHOMY KOHUY Morekyrnbl TPHK npukpennsetrca amunHo-
KUCroTa.

O AMWMHOKWCNOTa

WPHK 5 [=11-1] ¥

KONOH

Puc. 69. TpaHcnopTHasa PHK
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PubocomHasa PHK (pPHK) BxoguT B coctaB pubocom (puc. 70)
N BbIMNOMHAET KaTtanuTudeckyto ¢yHkuuio npu obpasoBaHun nen-
TUAOHbBIX CBA3EN MEeXAy aMUMHOKMCIOTHBbIMKM OCTaTkaMu B mnpouecce
TpaHcnaumn. Manas yactuua pmbocoMbl dykapuoT npencraBnsieT
cobor prubOHYKNEONPOTENHOBLIA KOMMJIEKC HA OCHOBE CybbeanHu-
ubl PHK c koHCTaHTOM ceguMeHTaumm (CKOPOCTU OcCaXaeHunsa npu
ueHTpudyrmposanun) 40S (S — eanHuua Ceegbopra), koTopas co-
ctouT n3 monekyn 18S PHK. OcHoBoun 6ornbLlwon YyacTtuubl puboco-
Mbl gaBnsieTca cybbeauHuua 60S, koTopas COCTOUT U3 Tpex
monekyn pPHK — 28S, 5,8S un 5S. PubocomHasa PHK coctaesnser
okono 70 % ot obuwero konndectea PHK B knetke. MutoxoHapum
nMetT cBon ocobble pnbocomebl, coctodawme n3 50S n 30S cybbe-
AnHUL (NnogobHo B6akTepuanbHbiM pubocomam).

Bombinag wactHiza

Manag yacTuna

[leHTpanbHEBIN
npoTybepaHer]

Puc. 70. Cxema cTpoeHust pubocombl’

Manasa agepHas PHK (MaPHK) npencrasneHa monekynamum c
bonbwnm cogepxaHnem ypuamHa anvHon 100-300 HykneoTngos,
KOTOpble BXOOAT B COCTaB MENKUX PUOOHYKIEOoNnpoOTEMHOBBLIX rpa-
Hyn agpa. ®yHkuusa atoro tuna PHK 3aknovaeTca B y4actum B CO-
3peBaHun monekyn mPHK.

* URL: http://www.cartage.org.lb/en/themes/sciences/zoology/animalphysiology/anatomy/
animalcellstructure/Ribosomes/Ribosomes.htm
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Manasa wuHTepdepupyowasa PHK npeacrtaBneHa KOpOTKMMM
(20—25 HykneoTuaoB) AOBYLENOYEYHbIMM MOSEKyrnamu, KoTopble,
cBA3blBasACb ¢ oTaesibHbiMM MPHK no npuHuuny komnnemeHTapHo-
CTW, MOTyT NoAaBNATb CUHTE3 onpeaeneHHbIX 6erkoB U NPMBOANTL
cooTBeTCcTBYHOLWY0 Monekyny MPHK Kk gerpagaunn. B aTom 3akntova-
etcsa gaBneHne PHK-uHTepdepeHuun. Ocoboe 3HadeHne 3TOT Tun
PHK nmeeT B OHTOreHese — HanBmayansHOM pasBUTUN OPraHn3MOB.

6.2. Pennukayus [JHK

Pennukaumna OHK — o910 npouecc yaBoeHUA MONeKysibl Oe30K-
CUPUOOHYKITEMHOBOW KUCIOTblI C 0DOpas3oBaHMEM WOEHTUYHbIX OO-
YyepHUX Morekyn. Y 4ernoBeka pennukauma npoucxoaut B ase
S knetouHoro uukna. Pennukauuto OHK ocyuwectensetr depmeHT
NHK-nonuwmepasa.

[ns npoTekaHna npouecca penniMkaunnm Heobxoanmmo pacnse-
cTn gsourHyto cnunpans OHK, BpawaTtb MakpoMonekyny v yoepxw-
BaTb €e B pacnfneTeHHOM COCTOAHUW. OTU (OYHKUMM BbIMOSHAKOT
rmpasa (pacnneteHvme cnupanmn), xenukasa (pasgefnieHme HUTEN), U
[OHK-cBasbiBaowme 6Genkn (yoepxaHue). TOYHOCTb pennukauuu
obecneymBaeTcs NPUHLMMIOM KOMMIEMEHTAPHOCTN Nap OCHOBaHWI
n ceorcteamun OHK-nonumepasbl, bnarogapsa KoTopbiM 3TOT dep-
MEHT crnocobeH pacno3HaTb U UCNpaBUTb OLUNOKY. Y aykapuoTude-
CKMX OpraHM3MOB B Mpouecce pennivkauMm npuHMMaroT yyacTtue
Heckonbko TMnoB [HK-nonumepas. lNocne yaBoeHus npoucxoamT
cynepcnmpanmsauma CUHTE3MPOBaAHHbLIX MOSEKyn W aanbHeunwas
komnaktmnsaums OHK. MNMpouecc pennukauumn TpebyeT 3aTpaTt aHePruu.

PaHee cywecTBoBanu Tpu MOLENUM MexaHuM3Ma pennukaumm
OHK. CornacHo KoHcepBaTMBHOMY MeXaHW3My B pesynbTaTe per-
nukaumn ogHa morekyna [OHK coCTouT TOSMbKO M3 poauTesibCKUX
uenen, a gpyragd — TOSMbKO M3 OoYepHuX uenen. [ucnepcuoHHas
MoJenb npegnonarana, 4to Bce NnonyymBlUMECHA B pes3ynbraTe pen-
nukaummn monekynoel HK coctoaT ns uenen, ogHM y4acTkn KOTOPbIX
BHOBb CUMHTE3UPOBaHbLI, a Apyrme B3ATbl N3 POOUTESTIbCKOW MOSEKY-
nel OHK. TlonykoHcepBaTMBHLIN MEXaHU3M pensiukaunm 3aknioya-
eTca B TOM, 4YTO Kaxgaa monekyna OHK coctouT M3 ogHoun uenu
MCXOOHON POaUTENBCKOMN MOMEKYrbl U O4HOW BHOBb CUHTE3NPOBaH-
HOW uenu. [NonykoHcepBaTUBHBIN MexaHU3M Obii1 JokasaH B 1958 .
onbitamn M. MesenbcoHa 1 ®. Ctans.
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Mockonbky OHK-nonumepasa He ymeeT HauMHaTb CUHTE3 HO-
BOW HUTW Ha OQHOHUTEBOW MaTpULE, a MOXET TOSTbKO NPUKPENnSaTb
HOBblE HYKMNEOTUAbI K yXKe UMelLWencs Lenu, nHuumMaumnsa pennmka-
UMM  npoucxogut nytem obpasoBaHus Hebomnbloro y4vacTka
OHK-PHK npn nomowmn depmeHta [OHK-npanmasbl. K 3’-koHUY
PHK-3aTpaBskn OHK-nonuvmepasa gpobasnaet HoBble HyKreoTuabl, a
PHKas3a H notom paspywaeTt PHK B rubpmngHbeix yvacTtkax. Jlvrasa
CLUMBaET CUHTe3npoBaHHble pparmeHTsl OHK (puc. 71).

[NHK-nonumepasa MOXeT BECTU CUHTE3 TOSbKO B HanpaBiEHUMU
5'— 3’, T. e. NPUCOEANHATL HOBbIW HYKIEOTU K 3’-KOHLY YXe CUH-
Te3npoBaHHOM 4YacTu. [ByHuteBas ctpyktypa OHK npepgnonaraet
HeoOXoAMMOCTb CUHTE3a B ABYX HanpasneHusx 5— 3’ n 3— 5.
OTa 3agava pelaeTtcsa nytem obpasoBaHuna Y-06pas3HOM CTPYKTYpbI
— pennukaunoHHown Bunku (puc. 71). lNpu atom uenb 3'— 5 asnsaeT-
CcA Nnaunpyowen — CUHTe3 Ha HEN naeT HenpepbIBHO, a uernb 5'— 3’
— OTCTaloLLEN, NOCKOSbKY Ha HEW CUHTE3 MOET B OTAESbHbIX y4acT-
Kax — pparmeHTax Okasaku, Kaxabl N3 KOTOPbIX HAYMHAETCHA C HO-
Bon PHK-3aTpaBku.

Tupasa ——p=
~—— NenKasa

JHK nonumcpa:m-.,_\\

Kasa H—

PIIK mp{:m \
/
dparmenT

Oxasaxu

JTHK anraza —

——— Jlnaupyromas nenb
AL OTCTANMIAA LeTh —

3)

Puc. 71. Cxema penniMkauMoHHOW BUSKK
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6.3. TpaHckpunuyus

TpaHckpunumen HasbiBaeTca cuHTed MPHK Ha matpuue OHK.
[Mpouecc cuHTesa PHK npoTekaeT B HanpasneHun ot 5'- K 3'- KOHLY,
T. €. no maTtpudHon uenn AHK OHK-3aBncumas PHK-nonnmepasa —
JoepMEHT, OCYLLECTBIAWNIA TPAHCKPUNUNIO, — OBUXETCA B Ha-
npasneHnn 3'—5', npukpennaa HoBbIN PUBOHYKIeo3naTpudocTaT K
3'-KOHLY yXXe CUHTe3npoBaHHOW Monekynbl PHK.

NHuumauma TpaHCKpUNUMM — CITIOXKHbIWM NPOLEeCcC, 3aBUCALLUA OT
nocneposartensHocTn [HK, Haxogswencs B6nuam TpaHckpubunpye-
MOW nocreaoBaTenbHOCTM — NPOMOTopa U OT 6oriee yaaneHHbIX oT
TOYKM Hayana cuHTes3a y4yacTKOB reHoma — 3JHXaHCepoB (aKTUBWU-
PYIOLNX TPAHCKPUMLUUIO) W calneHcepoB (Oe3aKTUBMPYHOLLINX
TpaHcKkpunumio). Bo Bcex aTUX yyacTkax eCTb CalTbl CBA3bIBAHUSA
TPaAHCKPUMNUMOHHBLIX hakTopoB — 6enkoB, perynmpyromnx npouecc
TPaHCKPUNLUMK 1 BXOOALWMX B COCTAB TPAHKPUIMNLMOHHOIO KOMIIIEKca.

[Mpn nepexoge TpaHCKPMNUUKM OT WMHMUMALUMM K CriefyloLen
cTagun — 3noHrauum — NPOUCXOAUT Ouccoumauma CBA3en Mexay
PHK-nonumepason, npoMoTopoM 1 doaktopamu UHMLMALNK TpaHC-
Kpunuuu.

B nepuog anoHraummn B OHK pacnneteHo npumepHo 18 nap
Hykneotngos. lNpumepHo 12 HykneotuaoB maTpudHon HuTu OHK
obpasyeT rmbpuaHyto cnmpane ¢ pactywen uenoto PHK. Mo mepe
asmxeHuss PHK-nonumepasbl no maTpuue Bnepean Hee MNpoucxo-
OVT pacnnetaHue asyxuenodyeyHon wmornekynol OHK, a nosaawm
depmeHTa aBonHas cnupanb OHK BocctaHaBnueaeTca. B aToT
MOMEHT M3 KOMMSiekca ocBObOXOaeTcsl oyepeaHoe 3BEHO pacTy-
wen uenn PHK ¢ matpuuen n PHK-nonnmepason. Bce atn nepe-
MeLLeHnsd nogpasymeBaT OTHOCUTErbHOE BpaLleHue
PHK-nonumepassl 1 OHK. NoatomMy ona npeforBpalleHns Takoro
BpaweHua asuratowytoca no [HK PHK-nonnmepasy conposoxga-
0T TONom3omepasbl. Ha ctagum anoHraunm B npouecce TpaHCKPU-
LM HEMASTIOBaXKHYHO POSb UrPatoT TakKe OCHOBHbIE 3MIOHIMpYoLne
drakTopbl, KOTOpble HeobxoauMbl AONs NpeaoTBpaLleHna npexaie-
BpEMEHHOW TepMMHaLIMN MaTPUYHOrO npouecca.
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Cnepywowasn dasa npouecca TpaHCKpUNUMN HasbliBaeTca Tep-
MUHauunen. B aTOT MOMEHT pacTyLmMin TpaHCKpPUNT OoCcBOBOXOaeTCs
n npouncxogmnt auccoumaumns PHK-nonumepasbl n OHK-matpuubl.
[Mocne 3aBepwleHns cTtagnun TepMUHALUK TPAHCKPUNLUN MPOUCXO-
auT paspesanue PHK, a 3atem Kk eé 3'-KOHLy C NoMOoLL b hepmeHTa
nonnA-nonumepasbl gobasnsetca 100-200 ocHoBaHWW ageHWHa,
KOTOpble OKa3sblBaldT BIUAHWME Ha CTabubHOCTb MNOSTyYEHHOro
TpaHcKpunTa.

6.4. lNpoyeccuHe PHK

CospeBaHne MPHK HasbiBaeTcs npoueccuHrom. buonornye-
CKOe 3HayeHue MNpoLieCCUHra B 9yKapMoTMYECKOM KIleTKe 3akriova-
eTCA B BO3MOXHOCTW MOSyYeHUs1 pasfimnyHbIX KOMOMHAUMIA 9K30HOB
reHa, a 3Ha4mT, nosnydeHus Gonbliero pasHoobpasnsa 6ernkoB, KO-
AVpYyeMbIX OAHOW HyKrneoTuagHom  nocriegosartesisHocTbio [HK.
Kpome Toro mogudumkauma 3’- n 5’-koHuos MPHK cnyxut ana pery-
nauum ee aKkcnopTa mn3 agpa, nogaepXxaHus ctabunbHOCTM B LUTO-
nnasme u ans ynyyvweHnsa B3anMogencTamns ¢ pubocomamum.

Ewe 0o 3aBeplleHnsa TpaHCKpMNuMmM npoucxoamT nonunageHu-
nupoBaHue 3’-koHua (pasg. 6.3). K 5'-koHuy MPHK nocpenctsom
TpudpocdaTtHOro Mocta NPUCoOeauHSETCH 7-MeTUNryaHosnH, coeam-
HAKOLLNNCA B HEODObIYHOW No3uuun 5'—5', 1 nponcxoanT METUNNPO-
BaHMe pubo3 OBYX NEPBbIX HyKneotngos. JITOT npouecc
Ha3blBaE€TCS KANMpPOBaHMEM.

[Mpouecc Bbipe3aHus onpenenieHHbIX HYKNeoTUAHbIX nocreno-
BaTenbHocTten n3 monekyn PHK v coegmHeHus nocnegoBaTtesibHO-
CTEN, COXPaHSIOLLMXCA B «3periony Moriekyrne, B xoae npoueccuHra
PHK, Ha3biBaeTcsa cnnancuHrom. B xoge cnnancuHra s mPHK yya-
CTKWN, He koaupytowwmne 6enok (MHTPOHbI), yOansitoTcs, a 3K30Hbl —
y4acTKu, Kogumpyrowme aMMHOKUCITIOTHYIO NocriegoBaTesibHOCTb, CO-
eaVHATCA Opyr ¢ Apyrom, n Hedpernas npe-MPHK npeBpawiaeTcs B
3penyto MPHK, ¢ koTopon cuHTesnpytoTca (TpaHcnupytoTcsa) 6enkm
KNeTKN.
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[lna cnnancuHra HeobxoAumo Hanuyme cneumanbHbiX 3'- U
5'- nocnepoBaTenbHocTEN. CNanCUHr KaTanmuampyeTcsa COCTOALLNM
n3 PHK n GenkoB 60MNbLINM KOMMIIEKCOM, KOTOPbIA Ha3bliBaeTCS
cnnancocomon. Cnnancocoma BKNOYaeT NATb ManbIX S0epHbIX pu-
6oHykneonpoTtengos (MaPHIT) — U1, U2, U4, U5 n U6. PHK, Bxo-
aauwasa B coctaB MAPHIN, B3aumomoenctByeT C WMHTPOHOM 1,
BO3MOXHO, yyacTByeT B KaTanmsde. OHa NpuHMMaeT ydacTue B
CnflanCuHre WHTPOHOB, codepxawwux B 5' camte Y, u Al B 3
CrnslancuHr-camTe.

NHoroga MPHK B npouecce cospeBaHua MOryTt nopBepratbecs
anbTepHaTUBHOMY CMMANCUHIY, KOTOPbIA 3akro4aeTcsa B TOM, YTO
nmermneca B coctase npe-mPHK MHTPOHbI Bbipe3atoTcs B pasHbIX
anbTepHaTMBHbLIX KOMOMHALMSAX, NPU KOTOPbIX BbIPE3atTCA N HEKO-
TOpble 9K30Hbl. HekoTopble U3 NPOAYKTOB arbTepHaTUBHOIO crnsiam-
cuHra npe-MPHK  HedyHKUMOHarbHbI, Kak Hanpumep, npu
ornpeneneHnn nomna y nmnogoBov MyLLKU Apo30curibl, 04HAKO 4acTo
B pe3ynbTaTe anbTepHaTMBHOro cnsiancuHra npe-mPHK ogHoro re-
Ha obpasyoTcs MHorodncneHHble MPHK 1 nx 6enkoBble NpoayKTbl.

B HacTosiwee BpeMs U3BECTHO, YTO y yenoBeka 94 % reHoB
noaBepPXXeHOo anbTepHaTUBHOMY crnflancuHry (octanbHble 6 % reHoB
He coagepXaT MHTPOHOB). ANbTEpPHATUBHbLINM CMMAUCUHT Y MHOIOKIe-
TOYHbIX JYKaPUOT ABSISETCH KITHOYEBbIM MEXaHU3MOM YBeNnyYeHUd
pa3Hoobpa3sus 6enkoB, He co3gaBasd WM3ObITOYHLIX KOMWK reHa, a
TakXe No3BOSSET OCYLLECTBNATb TKaHecneumpuieckyro n ctaguec-
neumdunyeckyto perynsaumo akcnpeccum (NPosiBIIEHNS) reHoB.

6.5. TpaHcnsayus

CuHTe3 6enkoBbIX MOSEKyn M3 aMMHOKUCIOT Ha MmaTpuue
MPHK npu yyactun pubocom n TPHK HasbiBaeTcsa TpaHcnsuuen.
[Mpouecc nponcxoguT B LMTOMNSIAa3Me Ha MonmcomMax — KoMrnekcax,
coctoswmx ns MPHK n mHormux pnbocom ¢ npukpenneHHbIM1 More-
kynamu TPHK (puc. 72).
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ETofi-KoaoH crof-xagom

Puc. 72. Cxema TpaHCNAumMm:
1 — HMUKWauums, 2 — anoHraumsa, 3 — TepMmmHaums

[Mpouecc cocTonT N3 nHnumMauum (yaHaBsaHua pubocomon crap-
TOBOr0 KOAOHA W Havana CcuHTesa), anoHrauumn (cuHTesa 6ernka) u
TepMuHauun (y3HaBaHUS CTOM-KOAOHA W OTAeneHus GenkoBoro
npoaykTa).

[MTocKonbKy KaXablh KOOAOH COCTOUT U3 TPeX HYKeoTUOO0B, Kax-
aas nocrnegoBaTenlbHOCTb MOXET ObITb NpoOYUTaHa TPOSKO — HaYu-
Hass C nepBoro, BTOPOro nNMOO TPeTbero HykrneoTnga, MHbIMU
CcnoBamMu, UMeEETCS TPU BO3MOXHbIX paMKu cyuTbiBaHuda. CtapTo-
BbIM KOAOHOM No4vTu Bcerga sasnsietcsa AYIl. Pamku cuymTbiBaHUA,
Ha4YMHaloWMECss C ITOro KOAOHA, Ha3blBaTCA OTKPbITbIMU. [ns
MHUUMaumm pubocoma ckaHmpyeT MPHK, noka He HamgeT KOAOH
AYl. OBblMHO OHa BOCMPUHMMAET TOSIbKO TE€ CTapTOBblEe KOAOHBLI,
KOoTopble HaxoasaTca B6nm3nm 5’-kana. CneumanbHble 6enkn — dak-
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TOPbl MHULMALUMN TPAHCAAUMM — y4acTBYHOT B Y3HaBaHMM CTapTOBO-
ro KogoHa u npucoeguHeHun mnHnuuatopHon TPHK, copepxaluen
aHTuKogoH YAL|, cooTBeTCTBYHOLMA aMUHOKUCIIOTE METUOHUH. K
aTon TPHK MeTuOHWH npucoeguHeH npu nomMmowmn dpepmeHTa amu-
Hoauun-TPHK-cuHTeTasbl. BHayane wmanas 4actmuya pubocoMmbl
(cama nnu B Komnnekce ¢ TPHK) cagutca Ha MPHK, a 3atem K Heu
npucoegmHaeTca bonbllas Yactviua, 1 NpouCXoauT oTCoeaNHEHNE
drakTopoB MHMUMauum TpaHcnsumn. CobpaHHasa pubocoma HauymHa-
eT 3MIoHrMpoBaTh Lenb. B xoae anoHraummn ogmH 6enkoBbIn hakTop
nepeHocut TPHK B amnHoaumnbHbIn LeHTP pubdocombl (A-LEHTpP), a
nocne opMMpoBaHUSA NENTUAHOW CBA3W B NETUAUITbHOM LEHTPE
(M-ueHTpe) BTOpOM (haKTOP 3NOHrauun KaTtanuampyeT CMELLEeHue
punbocombl Ha oauH Tpunnet (puc. 72). Korga pubocoma goxogut
00 OAHOro M3 HoHceHc-kogoHoB — YAl (ambep), YIA (onan) unu
YAA (oxpa) — nogxogsuwen TPHK He obpeTaeTcq, n HoBada nentng-
Has cBA3b He obpasyetcs. [Mog goencTeBmemM cneumasnbHbIX 6enko-
BbIX (QaKTOpoOB mnpoucxoaut otaeneHne pubocombl oT MPHK u
ocBoboXaeHme roToBon 6enKoBor MOSIEKYIIbI.

6.6. PexombuHauyus

[[eHeTUYeckasa pekoMmbuHauma — Npouecc, Npu KOTOPOM Npounc-
XOOUT paspbiB MOSIEKYSIbl HYKNenHoBon KMcnoTbl (00blvHO OHK, HO
Bo3MOXHO 1 PHK) n coeguHeHne c gpyron monekyrnon OHK. Pe-
KOMOUHaUMA MOXET MPOUCXOOUTb KakK MeXady CXOAHbIMUA MOSEKY-
namm [OHK — romonorndHas pekoMbuHauma, Tak U Mexagy
pasnuyaloLLUMNC — HEroMosnornyHaa pekoMbuHauma. Y aykapuoT
pekoMOMHauUMsa NpomucxoauT B NpoLecce Menosa B Xo04€e KPOCCUHIO-
Bepa M MHOr4a B cOMaTMYeCKMX KneTkax. [lpouecc KpoccuHroBepa
NPUBOAUT K MOSIBIEHUIO NMOTOMKOB C KOMOMHAUMSIMU rEeHOB, OTMNY-
HbIMW OT POAUTESbCKUX, U MOABIEHUIO HOBbIX XUMEPHbIX ansfeneun.
Y opraHM3amMoB, UMeLWUX agaanTUBHYO UMMYHHYIO CUCTEMY, UMEET-
ca ocobas cuctema pekoMmbuHauum, 6narogaps KOTOpon ObICTPO
obpasyeTtcsa 6onbloe pasHoobpasne NMMEOLNTOB, CNOCOBHbIX Y3-
HaBaTb HOBble aHTUreHbl. B reHHOn NHXeHepun nog PeKoMOUHAHT-
Hon [OHK noHumaoT wMonekynbl, nofyyeHHble B pesyrnbraTe
MCKYCCTBEHHO OCYLLECTBMEHHON pekoMbuHaumm wmonekyn [OHK,
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4YacTo npuHagnexawmx pasHbiM Bugam. Jlydwmm npuMepom Takoro
nogxoda SIBMsieTCA MNonyvyeHne pekoMOMHAHTHbIX GernkoB, Halwlen-
LLINX CBOE NMPpUMEHEeHMe B hapMakonorum n meguumHe. 3TOT METO
OYeHb BaXeH Ana BMomMeanumMHCKUX nccnegoBaHuim, NOCKOMbKY no-
3BonseT naydatb adopekTbl onpeneneHHbIX reHoB. B npouecce pe-
KOMBbUHaUMM 3a0enCTBOBAHO MHOXECTBO pPasfiMyHbIX dEPMEHTOB,
Ha3blBaeMbIX pekoMbuHazamu.

B mMeinose B npouecce KpocCcMHroBepa nponcxoauT pekomonHa-
UMs Mexay cnapeHHbIMWU FrOMOSIOrMYHbIMM XPOMOCOMaMK, yHacre-
AOBaHHbIMW OT Kaxgoro mn3 poaumtenen. B xoge npodhasbl | Bce
YyeTblpe XpomMaTuabl pacrofioXeHbl OOCTaToOYHO Onu3ko Apyr oT
apyra, Tak 4YTo ABe XpoMatuabl MOryT MnepekpewmBaTbCsa ofHa C
OPYron, U B 3TOT MOMEHT MOXET NPoMCXoauTb OOMEH reHeTU4EeCKOn
MHdOOpPMaLMEN B TOMOSOrMYHbIX canTax (pasa. 5.2).

6.7. Penapauusi [JHK

Penapauna — ucnpasneHne nospexaeHnn B monekynax OHK,
BO3HMKLIMX M3-3a owmnbok [HK-nonumepasbl B npouecce pensnuka-
UMM unn BCreactBMe BO3AEUCTBUA (PUBNYECKUX UMM XUMUYECKNX
areHToB. [lpouecchbl penapaumm OCYLLECTBIATCA cneunarnbHbIMy
depMEeHTHbIMM cucTeMaMKn KneTkn. [edekTbl pepmMeHTOB cuctem
penapaunn NpuBOAAT K pasBUTUIO paga HacneacTBeHHbIX 3abore-
BaHWW, TaKNX Kak MUIMEHTHas Kcepogepma.

MmeeTcsa no kpanHen mepe aBe pepMeHTHblE CUCTEMBI pena-
paumn — npaMas n akcuusnoHHas. lNpu npamon penapaunun 3agemn-
CTBOBaHbl cneundunyeckne depmeHTbl, ObICTpo (0ObIMHO B OAHY
CTaguio) ycTpaHsowme COOTBETCTBYOLWEE MNOBPEXAEeHMe, BocCTa-
HaBfMBasA UCXOAHYK CTPYKTYPY HYKNeoTuaoB. ATO Hambonee npo-
cTon nyTb YycTpaHeHusa nospexgeHun [OHK. Tak penctsyer,
Hanpumep, O6-meTunryaHuH-HK-meTunTpaHcdepasa, KoTopas
NepeHoOCUT METUSbHYIO rpynny C a30TUCTOr0 OCHOBAHUS Ha OOUH U3
COBCTBEHHbIX OCTATKOB LIMCTEMHA.

OKCUM3MOHHAA penapaums 3aknodaeTca B yaaneHum (akcum-
31MM) NOBPEXOAEHHbIX a30TUCTbIX ocHoBaHun n3 OHK ¢ nocnepyto-
LLIMM BOCCTAHOBIIEHMEM HOPMaISibHOW CTPYKTYPbl MOSIEKYITbI.
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Cuctembl penapaumm BKOYaKoT crieayowmne KOMMOHEHTDI:

e ()epMEHT, CNOCODHLIN y3HaBaTb U3MEHEHHbIE Y4acTKU B Lie-
nn OHK n genatb Hagpes uenu BGNU3n NoBpeXxaeHus;

e (PepMeHT, yaansowuin noBpeXxaeHHbIN y4acToK;

o (epmeHT (OQHK-nonumepasa), CUHTE3MpPYyHOLWMA COOTBETCT-
BytoLMin yyacTok uenu [HK B3ameH yoanéHHoro;

e (epmeHT (OHK-nurasa), BoccTaHaesnuBawLWMn HeNpepbiB-
HOCTb NOSIMMEPHON Lienn.

CyLliecTByeT Takke pekoMOmHaLMOHHasa penapauusi.

6.8. leHHasi KOHeepcus

[[eHHas KoHBepcusa — npoLlecc, Npu KOTOpoOM WHdopMaums no-
cneposatenbHocTn OHK nepenaetca (nepeHocnTcsa) ¢ O4HOWN HUTK
AOHK, koTopas octaeTca HemameHHOW, Ha apyryto HUTb [JHK, nocne-
O0BaTENbHOCTL KOTOPOM U3MEHAETCS. ITO OOMH U3 MEXaHM3MOB
FeHHbIX MyTauun. [eHHas KoHBepCUsi MOXET OblTb NPUYMHON He-
MeHerneBCKoro HacrnenoBaHus.

Takad KOHBepcUs OOHOM annenn B Opyryt MpoucxoauT no
NpuyMHe penapaumm HernpaBuITbHO CrapeHHbIX OCHOBaHWW B XoAe
pekoMbuHaumn. Npu KoHbloraumm ogHOW M3 YeTbIpeX HUTEN C Apy-
rol U3 romMosiorM4HOM XPOMOCOMbI penapauus HenpasUrbHO cra-
PEHHbIX OCHOBAHUI MOXET NPOUTK NO MaTpuLe APYrom XpOMOCOMbI,
4YTO NPUBOAUT K 3ameHe annens (puc. 73).

B HopmMe gmnnongHbin opraHn3m HeceT Mo O4HOMY annesito oT
KaXkgoro n3 pogurtenen (CooTHoweHne rameT B menose 1A:1a y re-
Tepo3uroTbl). [lpM KOHBEPCUMM 3ITO COOTHOLLUEHWE U3MEHSETCS
(3A:1a, 1A:3a, 5A:3a vnu 3A:5a). eHHble KOHBEpPCUM MOTYT ObITb
NPUYNHOW HacreacTBEHHbIX 3aboneBaHni.
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Puc. 73. KoHBepcua reHos

6.9. lNodeU)KHbIe 3/5IeMeHmMbI 2eHoOMa

MobunbHble reHeTudeckne anemeHtbl (MIQ) npeactaBnsAtoT
cobon yvactkm [HK, cnocobHble nepemellaTbes no reHomy. K Hum
OTHOCATCS:

e TPAHCMNO30HbI;
nnasmuabl;
b6aktepuodaru;

e VHTPOHbI rpynnbl 2.

Ons mnekonutawowmx n3 Bcex MO Hambonee xapakTepHbl
TpaHCMNo30Hbl. TpaHCcno3oH — 3TO nocrnegoBaTensHocTb HK, koTO-
pas cnocobHa nepemewaTtbCa BHYTPU reHoMa B pesynbTaTe npo-
Lecca, KOTOpPbIM HasblBaeTCcA TpaHcnosvunen. BcTpamBasch B
reHOM, TPaHCNO30Hbl MOryT Bbl3blBaTb PasfiMYHble MyTauuu, B TOM
Yncne N XPOMOCOMHbIE NEPECTPONKN. TpaHCNO30HbI OObIMHO COCTO-
AT U3 OBYX MPSAMbIX UMW MHBEPTUPOBAHHbLIX MOBTOPSOLWNXCA MO-
cneposartenbHocTten [OHK, mMexgy KOTOpbIMM HaxOOATCA reHbl,
HeobOxoanmble Anga TpaHcno3vumn. Horga B coctaBe LEeHTparnbHOM
YacTW TPAHCMO30HOB HaXOAATCS reHbl, KoTopble obecneyuBatoT
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9BOJIIOUMOHHOE NPEMMYLLIECTBO 4SS OpraHu3ma, cogepxawero mMo-
OUNbHLIK 3nemMeHT. PasnuyaoT gBa Knacca TPaHCMO30HOB: K nep-
BOMY OTHOCAT PETPOTPAHCMNO30Hbl, MNEpeMeLlleHne KOTOpbIX Mo
reHoMy npoucxoamt nyTém obpaTHOM TPaHCKPUNLUMW, BTOPOU
knacc — [HK-TpaHCNo30HbI, nepemellaromecad nyTeéM npsMoro
Bblpe3aHus 1 BCTaBKN C UCMOMb30BaHNEM (pepMeHTa TpaHCNo3asbl.

TpaHCNo30HbI MOTYT UrpaTb BaXKHYK POSib B FEHOME OpraHus-
Ma. Tak Hanpumep, HeKoTopble reHbl-perynsatopbl, obecneymsato-
lMe  ageKkBaTHYH  peakuuo  pacTeHMn  Ha  U3MEHEHUS
OCBELLIEHHOCTH, NOSABUINNCL B pe3yrbTaTe BCTpaMBaHUA B UX FEHOM
TPaHCMNO30HOB. TpaHCMO30HbI MOTryT BbITb NPUYMHON OecTabunnaa-
umm reHoma. He meHee 80 % myTaumn sSiBNAKOTCA CrneacTBMEM aK-
TUBHOCTU 3TUX MOOWUIbHbLIX 3f1IEMEHTOB. Bbiwe 6bI10 ckaszaHo o
BO3MOXXHOM BJIMAHUN MPOUCXOASLLEN C BO3pacToM epenpeccum
TPaHCMO30HOB Ha TEMI YKOpo4deHusa Tenomep (pasg. 5.6), 4to on-
pegendeT ctapeHne kak Guonornyeckni peHomeH.

6.10. ('eHHbIE MYMayuu

MyTaumna — 9TO U3MEHeHMe reHeTUYeCcKoro annapara, Kotopoe
MOXeT ObITb yHacnegoBaHO AOYEPHUMU KIeTKaMy Ui NOTOMKaMu
opraHusma.

MyTauumm NnpuHATO nogpasfenaTb Ha CNOHTaHHbIe (CamMonpouns-
BOJIbHO BO3HMKalOLLME B TeYEeHWEe BCEW XWU3HU opraHmama B YCIiO-
BUAX OKpyXalowen cpedbl, SBASOWUXCA HOopMasibHbIMU OS5
OAHHOro opraHusmMa) v MHAyumpoBaHHble (BO3HMKaloLWMe noa BO3-
aenctemem HebnaronpusTHbIX YCOBUIM OKpYyXKaloLen cpegbl unm B
Xo4e 3KcnepuMeHToB B NlabopaTopHbIX ycroBusx). YactoTa Bo3-
HVKHOBEHWS CMIOHTaHHLIX MyTaLmii konebneTcs B npeagenax 10 ~° —
10 ~'* Ha HyKNeoTWA 3a KMETOYHYIO reHepaLio.

B >XnBOWM KneTke NOCTOSAHHO MPOUCXOOAT Takue Npouecchl, Kak
pennukauna OHK, penapaunsa OHK n reHeTnyeckas pekomonHaums,
B XO4€ KOTOPbIX NOCTOSAHHO BO3HMKAOT MyTauuun. K BO3HUKHOBEHWIO
MyTaumMin NPUBOASAT CMNOHTAHHbIE U3MEHEHUS XMMUYECKOW CTPYKTY-
pbl HYKNEOTUAOB, KOTOPbIE NPOMCXOAAT Npu pennukaumn. Tak Ha-
npumep, Npu gesaMMHUPOBaHUM LUMTO3MHA B ogHon u3 uenen OHK
obpasyeTcs ypauun. B aTom cnyyae BMeCTO KaHOHMYECKOW napbl
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ocHoBaHun 'Ll nosiensietcsa napa Y. B panbHenwem B npolecce
pennMkauum B HOBYHIO LIEMb KOMMSIEMEHTAPHO ypauuny BKIIOYAETCS
yXXe ageHuH, n obpasyetca napa AY, a B cneayrouwem Uukne pen-
nuKaumm oHa 3aMeHsieTca Ha KaHoHudeckyto napy AT. Takum obpa-
30M, [MPOUCXOOUT TpaH3MUMA — TodevyHad 3amMeHa OfHoro
AMpUMUONHA Ha Opyron NMpUMMOMH. AHanNoOrM4HO MNPOUCXOAUT U
3aMeHa OZIHOro NypuHa Ha gpyroe nypmHoOBOE OCHOBaHUeE.

N3 BCcex pekoMBMHALMOHHbBIX NMPOLLECCOB MyTauuKM Yauie BCero
NpOUCXOAAT B XO4Ee HepaBHOro KpoccuHrosepa. Kak npaBuso, He-
PaBHbIN KPOCCUHIOBEP MPOUCXOOMUT B TEX y4acTKax XPOMOCOM, rae
rnokanmayeTcsa HECKOSTbKO KOMUM O4HOIMO M TOro Xe reHa, BO3HUKLUMX
B pesynbTate Aynfvkaumm unu MynbTUNSIMKAUUKM N COXPaHUBLLNX
BbICOKYIO CTeneHb romosnorun. B pesynbtaTte HepaBHOro KPOCCUHIO-
Bepa B OHOM M3 XPOMOCOM MNOSABIAETCA Aeneuma HEKOTOPOro y4a-
CTKa, a B 4pyron — ero gynimkaumsi.

B TeuyeHune xun3Hn nobon KneTkn 4OBOSIbHO YacTo MPOUCXoasT
cnoHTaHHble nospexaeHus OHK. Ona Toro 4ytobbl yCTpaHATb 3TU
NOBpEeXOEeHUs!, CYLLECTBYIOT 0CObble (PePMEHTHbIE CUCTEMbI — CUC-
TeMbl penapauun (pasa. 6.7). Ecnu no kakum-nnbo npuynHam B pa-
boTe cuctem penapaumm npomcxoguTt cOOW, BO3HUKAIOT MyTauuu.
MyTauum MoryT noaBnATLCS M B FeHax, KOAUpYHLWKnX camu dep-
MEHTbl CUCTEM penapauun, YTO NPUBOAUT K PE3KOMY MOBbLILLEHWNIO
(MyTaTOpPHbIA 3dEKT) UNU CHUKEHUIO (aHTUMYTaTOPHbIN 3AEKT)
4YacToTbl MyTaUU OpYrnx reHoB. Y YerioBeka U3BECTHO Takoe 3abo-
rneBaHue, Kak NMrMeHTHasi Kcepogepma, Npu KOTOPOM nog AeNCTBU-
eM yrnbTpadnoneToBoro o6sydeHNs BO3HUKAKT OepMaTuTbl, a
no3gHee M 3r10KavyeCTBEHHbIE HOBOOOpPAa3oBaHUS KOXW. [MpUYnHON
AaHHoro 3aboneBaHus ABNSETCA MyTauusi, B pe3yribTaTe KOTOPOW
HapylaeTcs paboTa cuctemMbl penapaumn.

CyLLecTBEHHO YBENUYUTL YaACcTOTy MyTauun MOryT He TOSbKO
N3MEHEHUs1 B cucTemMax hepMeHTOB penapaumm KneTku, HO 1 MHO-
rme gpyrve akTtopbl, KOTOpble Ha3bliBaAOTCA MyTareHHbIMWU. Paanu-
YalT XMMUYEeCcKMe BellecTBa (Bbl3blBalolMe MyTauuu, Hanpumep
HUTPO3OMETUNMOYEBMHA, STUNEHUMUH N Op.), dm3ndeckue (MoHU-
svpyroLlee n ynbTpagunoneToBoe n3rnyyeHns, BbiCokas Temnepary-
pa n T. 4.) n érnonornyeckne (peTpoBUPYCbl, PETPOTPAHCMNO30HbI)

MYyTareHsbl.
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[[eHHble MyTauuKn BCTpevalrTca valle, YeM gpyrue Tunbl MyTa-
Uun. ['eHHble MyTauun npeacTasndalT cobor 3ameHbl, geneunn u
BCTaBKM OHOrO WS HECKOSbKMUX HYKNEeOoTUAOoB, TpaHcrokauuu, ay-
NNMKaUMnM N MHBEPCUN PasnNUYHbIX YacTen reHa. MyTtauus, 3aTparu-
BaloLWasi TONbKO OAMH HYKNeOoTud, HasblBaeTCsl TOYKOBOW. 3aMeHbl
OLHOro HyKneoTMga ApYrMM HasbiBalTCA TpaH3UUMsMK (3amMeHa
NypyvHa Ha NypUH UKW MUPUMUONHA HA MUPUMUONH) WU TPaHCBEpP-
cnamMun (3ameHa nypuHa Ha nMpumMmnguH unm HaobopoT). MNocneact-
BUA TOYKOBbLIX MyTauunm MoryT ObiTb pasnuyHbiMn. Ecnn B
pesynbTaTe 3amMeHbl HyKIieoTnaa CMbIC KogoHa COXpaHsieTcs 1u3-3a
BbIPOXXAEHHOCTN reHETUYECKOro Koda, TO Takad 3aMeHa HasblBaeT-
CA CUHOHMMMYecKoW. HykneoTugHas 3amMeHa MOXET W3MEHUTb
CMbICIT KOAOHa N NPUBECTU K 3aMeHe COOTBETCTBYIOLLErO JaHHOMY
KOOOHY aMWHOKUCIOTHOrO ocTaTka B nonunentugHou uenn (Muc-
CeHc-myTaums). B pesynbTaTe 3amMeHbl OQHOrO HyKreoTuga BO3-
MOXHa TakKxXe npexaeBpeMeHHasi TepMUHaUna TpaHCcnauuMM 13-3a
obpasoBaHus BeccmbicneHHOro kogoHa: ambep — YAl oxpa — YAA
mnm onan — YIA. llogoGHble MyTauMm HasblBalOTCS HOHCEHC-
MyTaumsamu. Bo3MoXHbl Takke MyTauum, NpuBOAsiLLME K 3aMeHe
CTOMN-KOAOHOB Ha CMbICIIOBbIE.

N3-3a TPUNMIETHOCTM FEHETMYECKOro Koaa, B criydae ecnu npo-
ncxoauT geneumss UM BCTaBKka Yucna HyKneoTuaos, HE KpaTHOro
TpeM, NPOUCXOOUT COABUI PpaMK/ CUHUTbIBAHUS, 06eCCMbICnBalOLLMA
TpaHCcnAUuIo.

CnepnyeT pasnuyaTb NEpBUYHYHO (MPSMYHO) MyTauuio N pesep-
CUI0 NN OBpaTHYD MyTauuio, T. €. TaKylo MyTauuto, KoTopasi BOC-
CTaHaBnMBaeT WCXOOHYK CTPYyKTypy reHa. OgHako He Bcerga
deHoTUNNYeCcKas peBepcusi bbiBaeT obycnosreHa obpaTHoON MyTa-
umen. MNogobHoe siBNeHne MOXeT ObiTb 0BYyCnoBreHO cynpeccop-
HOW MyTaumen, KoTopas MOXeET MPOU3OMTU Kak B Apyron obracTtu
TOro e camoro reHa (MHTpareHHasi cynpeccopHasa mytauusl), Tak u
B APYroM HearnmnesibHOM reHe (dKCTpareHHasa cynpeccopHas myTta-
uns). HekoTopble MyTauuu KapauHaribHO M3MEHSOT MNpPOouecChl,
npoTeKkatowme B KrneTke. Takasa KneTka, Kak npaBuso, pacrno3HaeTcs

CUCTEMaMN KOHTPOMNsi romeocTasa (MOCTOSIHCTBA BHYTPEHHEN cpe-
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Obl OpraHuama), nNpoucxoauT 3anyck nporpamm anonTtos3a (npo-
rpaMMMpyeMon KIeTovYHOW CMepTU), N KneTtka nornbaet. Ecnn no
KaKMM-TO MPUYMHaAM U3MEHEHHAas KneTka He Oblna afMMUHUPOBaHa,
OHa JaeT Ha4yano HOBOW MOonynaumm KNneTtok ¢ U3SMEHEHHbIM reHOTuU-
NOM W, KaK cneacTeue, ¢ HoBbIMU OYHKUMSMKU. Ecnn nogobHaa my-
Tauma npousoLusia B COMaTUYECKON KNeTKe, TO 3TO MOXET NPUBECTHU
K pasBUTUIO 3NOKAYECTBEHHbIX UK A0OpOoKaYeCTBEHHbIX HOBOOBpa-
30BaHWN, ecfin B reHepaTUBHOWN KIeTKe — K NOSIBNEHUI0 HOBbLIX Op-
raHN3MOB C COBEPLUEHHO MHbLIMW CBOMCTBaAMM.

[Mogasnsowee 60MbWMHCTBO MyTauui NPUBOAAT K CHMXKEHUIO
KM3HECnocobHOCTU OpraHM3MOB W KIETOK BMNIOTb A0 MX rmbenu.
OpgHako o4YeHb peako NPoMCXoaaT MyTauuwn, KOTopble NPUBOAAT K
NOSABMNEHMNIO Y MYTaAHTHbIX OCOBEN MONes3HbIX MPU3HAKOB U OKa3sbl-
BalOT MOSIOXKUTENBHOE BINSHME HA NPUCNOCOBNEHHOCTL K YCIOBU-
AM cpegbl. Takue MyTaumm SBMAAIOTCA CpPeacTBOM ajanTtauuu
KIT€TOK M OpraHM3MOoB K YCIOBUSIM OKpyXatoLen cpefbl U HasbiBa-
I0TCS aganTauUOHHbIMM.

MyTauuu, 3aTparnBalrolimMe «mMornyvailime» y4vyacTku reHoma, U
CUHOHMMWYECKME HYKNEOTUAHbIE 3aMEHbI OOLIYHO HE NMEIT (PEHO-
TUNNYECKOro NposiBNeHNs. X MOXXHO OBHapyXNTb TOMBbKO C NpUMe-
HEHMEM COBPEMEHHbIX MOMEKYNSAPHO-6MONOrM4eckux MeToLOB.
[MpuHMMaga BO BHMMaHME TOT hakT, YTO nogasnatowee 60sbLMHCT-
BO MyTauun ABMISAKOTCA CMOHTAHHbIMU, YacTOTy UX BO3HUKHOBEHUS
MOXXHO CYUTaTb BESIMYNHOM NMOCTOSAHHOW. Ha aTOM OCHOBaHO m3yye-
HMe MyTauui B «MOJSTHaLLMX» FeHax C Lenblo nccriegoBaHus ouso-
reHMM (NyTerm 9BONIOUMKM) PasfnUYHbIX BWOOB, B TOM 4uUCre U
Yyenoseka. PesynbTatbl uccnegoBaHUM MyTauui, 3aTparnBaroLLnX
MUTOXOHAPWAaNbHbLIM FTEHOM U HacneayrLWnXCcs UCKITIYNUTENBHO NO
MaTepPUHCKON NUHUK, a Takke MyTauun, nNOKanu3yrLnxcs B
Y-XpoMOCOMe, KOTOpble HacneayTCA TOSIbKO MO MYXXCKOW NUHUN,
Haxo4AT WWMPOKOE NPUMEHEHNE B 3BOSTOLIMOHHOM DMOMOrMKU N 3THO-
reHeTuKe.
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KoHmponbHbie eonpockl u 3adaHus

1. YcTaHOBUTE COOTBETCTBUE MeXOY MOHATUSMMW, COAepXaluMncs B
criegylolmx cronéuax. Ana atoro psiaoM ¢ uvdgpoit nepsoro cronbua no-
cTaBbTe OYKBY COOTBETCTBYIOLLETO MOHATUSA U3 BTOPOro ctonbua.

1. xpomocoma a) TpaH3nuusA
2. pennukaums 0) Tenomepa
3. MmyTauus B) PHK-3aTpaBka

2. 3aBepwuTe ¢pasy, BbIOpaB NpaBUSIbHOE CYXAEHWE U3 MepeyucreH-
HbIX BApUaHTOB:

TpaHckpunums — 370...

a) UBMEHeHME Yucra XpoOMOCOM, KpaTHOE ransiongHomy;

0) MyTauma 3ameHbl 04HOro HykneoTuga apyrum B coctase HK;

B) npouecc cnHTesa nHgpopmaunoHHon PHK Ha maTpuue OHK;

) OAVH M3 BMOOB B3aUMOOENCTBUSA HeannesnbHbIX reHOB;

3. Onpegenute npaBuUNbHOCTb CrieayoLwen gpasbi:

MHTPOHBbI — 3TO HeTpaHcnmpyeMble ydyacTku MPHK, KoTopble Bblpe3atoTca
npu ee co3peBaHum.

4. YCcTaHOBUTE COOTBETCTBME MeXAy MOHATUSAMU, codepXaluMMmucsa B
cnegywowmx cronbuax. Ona atoro pgagom ¢ umdpon nepsoro cronbua no-
cTaBbTe BYKBY COOTBETCTBYHIOLLEIO NOHATUS U3 BTOPOro ctonbua.

1. TpaHCcNAumns a) LOMUHMpPOBAHKUE
2. TpaHCcayKums 0) pubocoma
3. annenb B) BUpYCHI

5. UckniounTte nuwiHee MnoHATME B NpuBeLeHHOM pagy. Ykaxute o0606-
Latouiee crioBo AaHHOro psaa:

PHK-nonnmepasa, pennukauus, [IHK-nonnvepasa, dpparmeHtbl OKasaku,
Tonounsomepasa, pubocoma.

6. YcTaHOBUTE COOTBETCTBME MeXOy MNOHATUSMK, coaepXxalumucs B
cnegywowmx cronbuax. Ona atoro pgagom ¢ umdpon nepsoro cronbua no-
cTaBbTe BYKBY COOTBETCTBYHIOLLEIO NOHATUS U3 BTOPOro ctonbua.

1. pubocoma a) XxpomaTuH
2. NpomMoTOop 0) 6enok
3. TMCTOHBI B) TpaHCKpUNums

7. MNMpogomkute ppasy:

B coctaB [IHK BxogsT cnegytowmne HykneotTuasbl. ...
8. 3akoHunTe pasy:

Pubocombl y4acTBytoT B npoLecce...
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naea 7. OCHOBbI MONEKYNAPHOWU reHeTUKN

7.1. F[eHOMuUKa, mpaHCKpUnmMomMuka, npomeomMuka

[[eHOMWKa — HarnpaBneHue MOSEKYSISIPHON FEHETUKKN, U3ydato-
LLiee CTPYKTYPHO-PYHKLNOHANbHYK OpraHM3auuio reHoB U reHOMOB
XWMBbIX OPraHN3MoB.

[[eHOMUKa chopmmpoBanachk kak ocoboe HanpasreHne B nepu-
Of CO34aHus NepBbIX MPOEKTOB MO CEKBEHMPOBAHUIO FEHOMOB HEKO-
TOpPbIX BUOOB XUBbIX opraHnamoB B 1980—-1990-x rr. NepBbiM 6bIn
NOSTHOCTLIO CeKkBeHUpoBaH reHom 6Gaktepuodara P-X174 (5 368
N.H.). OTO cobbITne nponsowwno B 1977 r., 3atem B 1995 r. ObIn cek-
BeHNpoBaH reHoM baktepun Haemophilus influenzae (1,8 mnH n.H.).
[Mocne atoro 661 NonyYeHbl NOSHbIE CUKBEHCHI TEHOMOB eLle He-
CKONbKNX BUOOB, BKItoYasi reHom vyenoseka (2001 r. — nepBbIv Yep-
HoBoW BapuaHT, 2003 . — nepBbli 3aBEPLUEHHbLIN penns).
MocnegHwun no BpemenHu penus — 37.1 — onybnukoBaH B aBrycre
2009 r. B Hem aHHOTUpoBaHO 34533 reHa. XoTenocb 66l OTMETUTD,
YTO pas3BUTUE FEHOMUKN CTario BO3MOXXHO He TONbKO bnarogaps co-
BEPLUEHCTBOBAHNIO OUOSMOrNMYEecKUX N OU3UKO-XMMUYECKUX METO-
O0B, HO N B CBSA3M C NosiBNeHnem boriee MOLHOM BblYUCIIUTENBHON
TEXHUKK, KOTOpasa nossonuna pabotatb C OrPOMHbIMKM MaccuBamm
OaHHbIX, N Bonee CoBepLUEHHOro NPorpaMMHOro obecneveHus.

[MPOTSKEHHOCTL FEHOMOB Y KMBbIX OPraHM3MOB OYE€Hb 4acTo
namepsieTca MunnunapgamMmum nap OCHOBaHWK (FEHOM 4YerioBeka Co-
CTOUT K3 3 Mnpa M. H.), YTO Npegnonaraet Heo6xoaNMOCTb NpuUMe-
HEHNA CYLLEeCTBEHHbIX KOMMbIOTEPHON MOLLHOCTEN ONA afeKBaTHOW
0bpaboTkun coaepxallemncs B HUX MHopMaLuu.

CTpyKTypHasi reHomuMka — pasgen reHOMUKW, U3ydarowmm
CTPYKTYpPY reHoB u reHomoB. Ocoboe BHUMaHWE yaendeTcsl BHYT-
PEHHEMY CTPOEHUIO reHa, COCTaBy M PaCnoSIOKEHUIO PerynsaTOpPHbIX
nocnenoBaTeNlbHOCTEN, OCODEHHOCTSIM MOJSIEKYNSIPHOW OpraHu3a-
UMM XPOMOCOM W XPOMOCOMHbIX PanoOHOB, OOLWMM MNpUHUMNAM
CTPYKTYpUpPOBaHUs nNocrnenosBaTenibHOCTEN FrEeHOMOB.
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DyHKUMOHaNbHasa reHoMuKa n3yyHaeT MexaHuambl paboTbl reHOB
N Opyrx yHKUMOHaNbHO aKkTUBHbIX 3NieMeHToB reHoma. Npouecchl
9KCNpeccun reHoB 1N ee perynaumMm npu nomowm 6nmskux v yna-
NEHHbIX 3NIEMEHTOB reHoMa HaxOAATCS B LEHTpPEe BHUMAaHUA 3TOW
ONCUUNINHBI.

CpaBHUTENbHasA (9BOMIOLMOHHAs) reHOMUKa — pasgen reHoMu-
KN, NpeaMeTOM KOTOPOro SABSISKOTCHA 9BOMIOLUNOHHbIE OTHOLLEHUS re-
HOB U reHomoB. Bonpocbkl romonornn (06LWHOCTU NPOUCXOXKOEHUS
OBYX unn 6oree CTpyKTyp), 9BOMIOLMOHHOIO KOHCcepBaTnaMma u gu-
BEpreHUMn (pacxoxgeHus B npouecce asonoumn) Hanbonee xa-
paKkTepHbl 4515 3TOro pasgena.

TpaHCcKpMnTOMMKA — Kak crieqyeT u3 ee HasBaHUs — Hayka O
TpaHcKkpunToMe. TpPaHCKPUNTOMOM Ha3blBalOT COBOKYMHOCTb BCEX
TPaHCKPUMTOB, KOTOPbIE CUHTE3UPYIOTCA B OAHOM KrEeTKe unun rpyn-
ne knetok (B Tom 4ncne MPHK n Hekogupytowme PHK). MNoHaTue
«TPaHCKPMNTOM» MOXeT 0603Ha4aTb MNOMHbIN HAabop TPaHCKPUMTOB,
CUHTE3NPYEMBIX B JAHHOM OpraHusme, unm cneumduyeckmin Habop
TpaHckpunToB (Moniekyn PHK), npencraBneHHbI B KneTkax onpe-
OefleHHOoro Tmna.

Ecnn reHoMm y BCcex KIeToK OQHOM JIMHUN, Kak nNpaBunio, oanHa-
KOB, TO TPAHCKPUNTOM MOXET BblTb BeCbMa M3MEHYMB U 3aBUCUT OT
YCNoBUIA OKpy>XatoLen cpefbl. [1oHATNE «TpaHCKPUNTOM» OTpaXkaeT
NpOdunrb 3KCMPECCUN reHoB B AaHHbIA MOMEHT BPEMEHMW, NOCKOSb-
Ky BKIo4aeT B cebsa Bce TpaHCKpunTbl JaHHOW KneTku. Hambonee
4YacTO B 3KCMNEPUMEHTaXxX Mo U3yYEeHUIO TPaHCKPUNTOMA UCMONb3YoT
6uoumnel (Metog OHK-mMukpoappen, No3BonsOWMN aHannmanpoBaTtb
YPOBHU TPaAHCKPUNLNN OECATKOB TbICAY rEHOB OAHOBPEMEHHO) M Mo-
NMMEpPasHyo LIEMHY0 peakumio B peasribHOM BpeMeHu, KoTopas no-
3BONgAeT [aBaTb TOYHYIO KOSMMMYECTBEHHYIO OLEHKY 3KCnpeccum
oTaernbHbIX reHoB. CyuwlectBytoT 6asbl JaHHbIX MO NPOdOUNsaM 3KC-
NPECCUN ThbICSY FEHOB B PasfiMyHbIX OpraHax M TKaHsX Mpu pasHbIX
Bo3gencTeunax (Hanpumep http://www.ncbi.nim.nih.gov/guide/genes-
expression).

[MfpoTeoMumnka — 3TO Hayka, uayyarowasa 6enkn n nx szanmogemn-
CTBUSI B XXMBbIX OpraHnamax. Y4éHole, paboTtatouwme B obnactu npo-
TEOMUKN, nccnenyoT BuocuHTes, NOCTTPAHCNALMNOHHbIE
Moaudomkaunmn, BsammonencTams 6enkos gpyr ¢ opyrom u ¢ apyrm-
MU BELLLECTBAMM.
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Benku cnyxaT Ans BbINOSIHEHUA OrPOMHOrO Yncna OyHKUMA B
opraHname, Takux, Hanpumep, Kak:

e 9JH3MMHas (depmeHTHada). MHorne 6enku cnyxat kaTanusa-
TOopaMn OMOXMMUYECKUX peakuui, NPoTeKalWmX B XUBbIX opra-
HU3Max;

e TpaHcnopTHas. HekoTtopble Oenku, Takue Kak remMornoduH,
TpaHcEeppUH 1 Ap., NEepPeHOCAT pasfnyHble BewecTBa OT OAHUX
KNEeTOoK, TKaHen N OpraHoB K ApYruM;

e CTPYKTYpHas. benku BxogaT B cocTaB nogasngatoLwero 6onsb-
LUMHCTBA CTPYKTYPHbIX KOMMOHEHTOB KINETOK U TKaHen XMBbIX opra-
HM3MoB. Hanpumep, «konnareH W 3nactuH  obecnednBatoT
MBPO3HYIO OCHOBY COEANHUTENBHbBIX TKAHEWN Y XXUBOTHBIX;

e pe3epBHas (3anacHasi) HekoTopble BenkK, Takne Kak KaseuH,
ABMSAOTCS rMaBHbIM UCTOYHUKOM aMUHOKUCAOT OS5 OpraHM3moB ae-
TEHbILLEN MNEKONMUTAKOLLUX;

e perynsatopHas. [OpMOHbI, NpUHUMalOLLKNE y4acTue B peryns-
UMM MHOMMX MpoLeccoB, NpoTeKalowmx B XUBOM OpraHuame, o
CBOEN XMMUYECKOW npupoae sBnsitoTcs benkamu;

e peuenTopHas. CywecTBylOT 6enkn, BCTPOEHHblE B MeMbpa-
Hbl KNEeTOoK, KOTOopble pacrno3HalT XUMWUYECKUE CUrHanbl, nepena-
BaeMble ApPYrMMn KneTkamu;

e MoTOpHas. CokpaTumMble Benku, Takne Kak MMO3UH, KOTOPbIN
nrpaet 60bLYI0 Porib B ABMKEHUN MbILLLL;

e 3awWMTHaa. benkamn ABNAKOTCA aHTUTENa, KOTopble 3alluu-
LT opraHnam ot 6onesHen.

Bernku cnuHTesnpyroTca yepes nocpenHnka — puboHyKNenHoBYHO
kncnoty (PHK), cTpykTypa koTopown onpegenseTcs nocnegosaTesb-
HocTbto OHK. lNMpouecc peanunsauuu reHeTnyeckon uHdopmaumm o
cTpyktype 6enka wvnn PHK HasbiBaeTca akcnpeccuen. Monekynbl
6enkoB npeactaBnsieT cobon BbICOKOMOSEKYNSAPHbLIE OpraHUYecKkmne
BELLeCTBa, COCTOsILLME M3 OAHOM UMM HECKOSbKMX aMUHOKMUCIOTHbIX
uenoyek. Nopsaok, B KOTOPOM BbICTPanBalOTCA aMUHOKUCIIOTbI, OWK-
TyeTcs nocriegoBaTenbHOCTLIO HykneoTnaos B [JHK.

Hanbonee kpynHoe OOCTMXEHMEe NocrnegHux neT — KapTupoBa-
HWe reHoma dernoseka. Mo gaHHbIM nocnegHero penusa (37.1 ot
asrycta 2009 r.) B aytocomax HaxoguTtcsa 32593 reHoB, B NOSIOBbIX
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xpomocomax — 2003 reHa n B mutoxoHapusax — 37 reHoB. KonnyecTtso
6enkoB B YerloBEYECKOM OpraHM3Me NpuMepHo B AecATb pa3 borblue
KornmnyecTtBa reHos. 10 oueHkam BoMbLUMHCTBA aBTOPOB, UX HACUUTbI-
BaeTca 6onee 300 000, a yncno 6enok-6enkoBbIX B3aUMOOENCTBUN U
BOBCe He nogaaetcsa nogcyety. Hanbonee nssectHasa 6asa gaHHbIX MO
npoTeoMuke Yenoseka: http://www.ncbi.nim.nih.gov/protein.

MHorve 6onesHn MoryT ObiTb MpocneXeHbl 00 W3MEHEHWUH,
npoucxoasawmnx Ha ypoBHe 6enkoB. K npumepy, M3BECTHO, YTO NpU
CEPNOBUAHOKNETOYHOM aHEeMUW aHoMarnbHbi 6enok remMornoduH
BbI3blBAET M3MEHeHMe (OpPMbl KpacCHbIX KPOBAHbIX Teneu. AHO-
MarnbHble 3pPUTPOLUTBI UMEKT ceprnoBugHyto dopmy. Cepnosua-
HOKNeToyHaa aHemusi obycrnosfieHa MyTauuen, npuBOASLLEN K
3aMeHe rnyTaMMHOBOW KMCNOTLI Ha BanuH B 6eTa-uenu remornobum-
Ha (remornoduH S). 3To 3aboneBaHWe SABMSETCSA KNacCUY4ECKUM
NPUMEPOM NPUCNOCOBUTENBHOIO 3HAYEHUs MyTauun — reTepos3unro-
Tbl MO 3aMeHe rNyTamuMHOBOW KMCMNOTbI Ha BanvH B 6beTa-uenun remo-
rmobuHa 6onee ycTomumMBbl K Mandpuu, MNO3TOMY 4YacToTa ee
BCTPEYaEMOCTU Bbille B reorpaduyeckmx panoHax pacrnpocTpaHe-
HUSA ManspUMHOro NNasMoaus.

YacTto nocne cuHTesa (TpaHcnaumm), Anst Toro Ytobbl BbINOM-
HATb onpefeneHHble (OYHKUMM B opraHuame, 6ernku TpebyrT Mo-
andukaumn. Hanpumep, 6enkn, KoTopble Bbi3biBalOT 0bpasoBaHme
KPOBSAHbIX TPOMOOB, OCTAlOTCS HEAKTMBHbIMW OO TeX Mop, Mnoka He
npeTepneBadT COOTBETCTBYIOLWMNX W3MeHeHun. CnepoBaTesibHo,
HenpasurbHasa NOCTTPaHCISAUMOHHAA MoandUuKauma Takke aBniseT-
cH NPUYNHON HENpaBUIbHOro OYHKUMOHNPOBaHUS BENKoB.

[MpuumHa MHormx 3aboneBaHuK 4enoBeka — Moaudukaumm
BenkoB U U3MEHEeHUs xapakTepa X B3anmopencteun. PesynbTaTthl
nccrnegoBaHMm B obnactn npoTeoMuku B NocrneaHue rogabl Bce 4a-
e npuMmeHsitoTca B Buodapmakosiornm, kotopada nonyvuna énaro-
aapsi 3TOMY HadeXHblh TeopeTmdeckun yHagameHT. CerogHs
bonee 95 % BCcex UMEKLMXCS Ha PbIHKE NEKapCTBEHHbLIX CPeacTB
OKa3blBalOT CBOe JencTBMe MMeHHO Ha benkun. CuctemHble nogxo-
Obl NPOTEOMUKM MOMOratT ropasgo apdekTmBHee naeHTUpUUNpoO-
BaTb M oOUeHMBaTb HOBble LUeneBble 6enkn, a cnegoBaTesibHO,
YCKOPUTb pa3paboTKy HOBbIX AMArHOCTUYECKUX CUCTEM U Tepanes-

TUYECKNX CPEeACTB U caenaTb ux bonee apdekTUBHLIMN.
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7.2. KnoHupogaHue HyK/1euHo8bIX Kucsiom

KnoHnpoBaHMe HYKNEeMHOBbIX KUCIOT — MoflydeHne 60sbLoro
4yucra KONun MHTepecytoLwen nocregoBaTenbHOCTU B hopme BOC-
NPOM3BOONMbIX B XXUBbIX OpraHMamMax CTPYKTyp — BUPYCOB, Mnas-
MWL, WUCKYCCTBEHHbIX XpomMocoM. BBegeHnme B opraHusm
YyXXepPOAHbIX reHOB OBbLIYHO MCMNOSb3YIT ANSA NoMyyYeHus nNpoaykra
aToro reHa — PHK wunu, yawe Bcero, 6enka. lNpuHUuMnmuansHO BO3-
MO>XHO NPUMEHEHNe MeToda A9 reHHOM Tepanuu.

KnoHupoBaTb MOXHO Kak OTAernbHble doparMeHTbl reHoMa, Tak n
MPHK. B nocnegHem cnyyae npuMeHaAT crneunanbHbi pepMeHT —
obpaTHyl TpaHcKpunTady, KoTopas nossonsetr nonydnts [OHK-
konuto ¢ PHK-maTpuubl. NMony4veHHble nyTem obpaTHOM TpaHCKpu-
unn monekysnbl JHK HasbiBatoT komnnemeHtapHon AHK (kAHK). Ux
N INTNPYIOT B BEKTOPbI.

KnoOHbI, Nony4YyeHHble U3 OTAENbHbLIX TKaHen, XPOMOCOM WUIn re-
HOMOB, rpynnUpPYOT B TKaHecneundunyeckme, Xxpomocomocneundgm-
YecKne UM reHoMHble BUBNNOTEKMN.

7.3 N'ubpudusayusi HyK/1euHo8bIX KUcsiom

[Mbpuansauna HyKMEeMHOBbIX KUCNOT — 3TO obpasoBaHue
in vitro OBYUENOYeYHbIX MOMEKYN HYKNEUHOBBLIX KUCMOT U3 KoMrse-
MEHTapPHbIX OAHOLENoYeYHbIX Monekyn. Ecnn rmbpuansyembie Mo-
NeKynbl  MOMHOCTbIO  KOMMMEMEHTapHbl, MPOLECC  NPoucXoauT
OOCTaTOMHO ObICTpOo. [Npy romosnorun (obLemM NpoUCXoXOEHUN) N3Y-
YaeMblX MnocregoBaTenbHOCTEN, KOTOpasl BblpaXaeTcs B onpege-
NIEHHOM nNpoLUEeHTEe WOEHTUYHOCTM OCHOBaHWUA, MNPOLLECC MOXET
noTpeboBaTb BapbMpOBaHUSA YyCroBun rmbpuagmsauun. BoamoxkHa
rmopuamnszaumna OHK-OHK wn OHK-PHK. [Npouecc rmMbpuansauuu
OHK/OHK npoBogutca cneayowmnm obpasom. [syuenodeydnyto JHK
pasorpeBaloT B COOTBETCTBYylOLWEM Bydepe. Ha aTtom aTane BoAo-
pPOAHbIE CBA3N MeXOy KOMMIieMeHTapHbIMX a30TUCTbIMU OCHOBaHWS-
MU CTaHOBATCS TepMOOAVMHAMMUYECKM HEBLIOAHLbIMW, W LIEMOYKU
pacxogatca. [Npoucxoout geHatypaumna OHK. lNpenapat genatypu-
poBaHHou [JHK 3aTem cmelwmBaeTca ¢ gpyron geHaTypupoBaHHOM
NHK. [lanee ata cmecb MegneHHo oxnaxaaeTtcd. B aTo Bpemsa oaHO-

uenoyeyHble [JHK omkuratotca gpyr Ha gpyra (obpasyroTcs Booopoa-
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Hble CBSI3M MeXOy KOMMMEMEHTapHbIMM OCHOBaHUAMK) 1 obpasyeTca
rmbpuaHasa monekyrna OHK.

AHanun3 ckopocTu peHaTypauumn ogHouenoyeyHblx OHK cnyxut
AN OLUEHKW cxoacTBa M pasnuumnsa nocnegosartenibHocTen OHK pas-
HbIX BUOOB XMBbIX OPraHM3MoB Ui pasHbiX ocoben ogHoro Bmaa.

[doT-6noTt-rmbpmuansaumsi NpoBOAUTCA B OAHOM Touke. Ha
GuNbTp HaHOCAT nccnegyemoin obpaseu. OAHK-30HO meTaT pagnak-
TUBHO, UMMYHOQDEPMEHTHO U MMMYHOoTyopecueHTHO. Hannyne
NOSIOXKUTENBHOrO rMopPMAM3aLNOHHOIO CUrHana CBnaeTenbLCTByeT O
HannuMnm B obpasue nocrneaoBaTenbHOCTU, MOSTHOCTLIO WUMKN 4Yac-
TUYHO uaeHTn4yHon monekyne AHK-3oHAa.

BnoT-rmbpuansaumna no CaysepHy Cnyxut ons BbiSBNEHUs Orl-
peaeneHHon nocnepoBaTensHocT [HK (B 06pasue), koTopas nos-
HOCTbIO WM YacTuUYHO wuaeHTuyHa Mornekyne [OHK-3oHga. OToT
MEeTO[, coveTaeT anekTpodopes B arapo3HOM rene ans gpakumo-
HupoBaHua OHK ¢ meTtogamu nepeHoca nonyyeHHbIX oparMeHToB
OHK Ha membpaHHbIN hunbTp ans rmbpugmsauun. Metoa nonyymn
CBOE HasBaHME MO UMEHU un3obpeTtaTensi, aHrnMmnckoro 6Guonora
9. CaysepHa.

HosepH 6noT-rubpuansaumst (B aHrMMMCKOM HasBaHUM MeToaa
— urpa cnos southern — 10XHbIKM, northern — ceBepHbI) NogobHa
6noT-rmbpmansaumm no CaysepHy, HO B Ka4eCcTBE MULLEHN UCMOSb-
sytoT KOHK. MeTtog cnyxun AOns BbISABMEHUS U KONTMYECTBEHHOM
OLIEHKN YPOBHS1 TPAHCKPUMNUMK OTAENbHbIX FEHOB OO0 pacnpocTpa-
HeHust meToda NUP ¢ obpaTHOW TpaHCKpUnumnen.

7.4. [eHOMHbIe 6ubsiiuomeku

BO3MOXHOCTb ObICTPOro mnonyyvyeHUss npenapaTtMBHbIX KOMn-
yectB [OHK npotsxeHHbIx (6onee 30 T.n.H.) pparMeHToB reHoma
ABNSIeTCA HeOOXoANUMbIM YCIOBMEM OONbLUNMHCTBA 3KCMEPUMEHTOB
N0 MOJSIEKYNAPHO-TEHETUYECKOMY U LUTOreHEeTUYEeCKOMY aHanmsy
reHomoB. [pnanpoBaHHblE rEeHOMHblIE BMBNMOTEKN, T. €. nMetoLLmne
agpecHoe YykasaHwe uHAMBMAYyamnbHbIX KIIOHOB, MO3BOSISAOT MNOY-
YaTb NPOTAXeHHble pparmeHTbl [JHK, cooepxallne NHTepecyoLLyto
nccnegoBartenen nocrefoBaTenbHOCTb, N LUMPOKO UCMONb3YHTCS
OS5 aHanm3a reHoma ¢ UCnosib30BaHNEM pasfnUYHbIX NOAXOO0B.
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[lepBasa reHeTMyeckaa cumctema gngd MacwTabHOro KnoHMpoBa-
HUA MPOTSXKEHHbIX doparMeHTOB reHoma Obina co3gaHa bypke B
1987 r. OHa 6blla OCHOBaHa Ha WCKYCCTBEHHbLIX XPOMOCOMaXx
apoxoken (YACSs), BknwovawWwmx LEHTpoMepy, Ternomepbl, aBTo-
HOMHO-pennNuuUupyLmMeca nocnenoBaTenbHOCTU, CauT KITOHUPO-
BaHUS W TeHbl CeneKkTUMBHbIX MapkepoB. Cuctema nosBongna
KIOHMpoBaTb HyKkneoTuaHble nocnegosatensHoctn Ao 1000 T.M.H.
[Mockonbky B Hadane 90-X . MHTEHCUBHO MPOBOAMIIOCL CEKBEHMU-
poBaHWE reHoMa 4YenoBeKka, Takme cucTeMbl Bbinn BbICTPO BOCTpe-
GoBaHbl M UCMNONb30BaHbl ANA CO30aHUS FEHOMHbIX OMBNMOTEK.
OpHako cywecTBEHHble HedoCTaTkuM 3Toro poga 6ubnuortek — Bbl-
COKMA YpOBEHb XMMmepu3ma (Korga B OOHOM KroHe o6beguHEeHbI
pasHble y4acTKM reHoma), HecTabunbHOCTb FEHOMHOW BCTaBKU U
TPYOHOCTb NPUrOTOBIMIEHUSA NpenapaTUBHbIX KOMMMYECTB KIOHMPO-
BaHHbIX nocnegoBaTtenbHocTen OHK — He no3BoNUNU nx NCNonb3o-
BaTb B  KayeCTBe  OCHOBHOMO  MHCTPyYMEHTa  reHOMHOro
KNOHMpPOBaHUS. bonbluoe KonM4ecTBo TaHOEMHbIX (OPUEHTUPOBaH-
HbIX B OQHOM HanpasfieHUN) NOBTOPOB reHOMa MIEeKONUTaoLWmx
NPUBOAUIMNO B OPOXKEBOW CUCTEME K CalT-Crieundmn4eckon pekom-
GuHaunn n notepe pparmMeHToB BCTaBkK, NMOO K 06pa3oBaHMIO XU-
MEPHbIX KIMOHOB, T. €. KMNOHOB, coaepxawmx doparmeHtsl OJHK 13
pasHbix obnacTten reHoma-goHopa. LiMTonornyeckn XxmmepHble Kro-
Hbl BbISIBISAOTCS Npu rmbpuamnsaumm in situ BcneacTeme nokanusa-
LuK B OABYX 1 Bonee cantax.

[TockonbKy NpoKapuoTUYeCKne CUCTeEMbl pekoMbUHaunm octas-
NAT MEHbLLE BEPOSATHOCTU HeXenaTenbHbIX 0OMEHOB, KpOMe TOro
3NNCOMbI MPOKAPUOT OTINYAKOTCHA OTHOCUTESTIbHOM CTabWUNbHOCTLIO
N MOTyT CyLLeCTBOBaTb B CyrnepcKkpyyYeHHon cdopme, bakTepum oka-
3anucb Oonee npuBrekaTesibHbIMU Kak OpraHuamMbl-xo3sieBa Ond
reHOMHbIX KIMOHOB. [nasmuaHble BEKTOPbI HE TOMbLKO MpoLle Xpo-
MOCOMHBbIX 9yKapuOTUYECKNX BEKTOPOB (He cogepaT LEeHTPOMEpbI,
TEeNnoMepoB, U cregoBaTenibHO, KOHCTpyupoBaHne 6UbnnoTek ¢ Hu-
MW MeHee TPYAOEMKO), HO M MO3BOSISAIOT CYLECTBEHHO YMNPOCTUTb
npouenypy BblgeneHns knoHuposaHHon [OHK n3 ocHoBaHHbLIX Ha
HUX KITOHOB NyTeM MNOSIHOro paspyweHusa xpomocomHom [HK.
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[lepBble reHOMHble BaHKM C NCNOMb30BaAHNEM KINETOK KULLEYHOM
nanoykn Escherichia coli ©binn OCHOBaHbl Ha rpynne BEKTOPOB —
npoun3BoaHbIX hara nambaa. CywecTByOT dharoBble BEKTOPLI Tpa-
OWLUMOHHOW CTPYKTYpbl, npeactasnsowme cobon monekynsl OHK,
CNOCOBHbIE TOSBbKO K NIUTUYECKOMY pacLiennenuto in vitro. Kocmua-
Hble BeKTOpbl popmarnbHO ABNATCA AedeKTHbIMU haramm —
nnasmugamMym pasHblX TUMOB, coAepXawumn Ccos-ydacTku ara
nambaa n He cnocobHbIMK K nn3ncy. HakoHew, doarmuaHbin (dar +
nnasmuaa) BeKTop, CyLeCTBEHHOM OCOBEHHOCTLIO KOTOPOro siBng-
eTCca CNOCOBHOCTb K NUTMYECKOMY PasBUTUIO in vivo, NogaepXuea-
eTca B Buae nnasmugbl. Bce nogobHble KOHCTPYKUMWU LLUMPOKO
NCNonb3yTCA ANA NONy4YeHUst KIOHOTEK U 6aHkoB reHoB. UNx o06-
LLIUM HEeOCTaTKOM SBMISIETCSA AOBOSMIbHO 60MbLLIOE YMCNO KNOHOB (0
10°), HeoBxoOMMOE [ONA YBEPEHHOro npeacTaBneHus noboro
doparmMeHTa reHomMa MNeKonuTarLWmnX UM NTUL Npu CpaBHUTENBHO
HebonbLwom pa3mepe BcTaBku — 20—40 T.1.H.

Ocobo CcToUT ynoMsiHyTb KOCMUAbl — Nfiasmuabl, cogepxawme
cermeHT [HK dhara A ¢ coeaMHEHHLIMU FUMKUMW KOHLAMKU (COS-
canTbl). BaxHon yepTon OONbLUMHCTBA KOCMUOHbBIX BEKTOPOB A4
KNOHMPOBAHUA SIBASIETCS UX CMOCOBOHOCTb BKMOYaTb BCTaBKM 00
45 1.n.H. Ecnn xonbuesyto kocmuaHyto OHK paspesatb no kakomy-
TO YHUKanbHOMy cauTty, cMmewaTtb ¢ pparmeHtamu OHK, cogepxa-
LMW NUNKUE KOHLbl, 1 NPOM3BECTU OTXUI, TO 0BpasytTca ASINH-
Hble  KOHKaTeMepbl (MOMeKyrnbl, COCTOSAWME U3  KPYMHbIX
nostopstowmxca 6nokos). Npn cmeweHnn 3TUX KOHKATEMEPOB C
B6enkamun, ocywecTBNAKLWLNMUK YNaKkoBKy ara A, oHW pa3spesatoTcd
no cos-camtam, n [1HK ynakoBbiBaeTcAa B rofioBky ¢para. OTOT npo-
Lecc no3eondeT otobpaTtb BCTaBkM OOMNbLUON MPOTSKEHHOCTU, TaK
Kak ans Toro 4tobbl [HK ynakoBbiBanacb B ronoBky cpara, pac-
CTOSHME MeXay Ccos-canTaMm OO0SMKHO 6biTb 38-52 T.n.H. Takasa
CMEeCb MOXET coepaTb oparMeHTbl BoBce 6€3 BCTaBKM UMK C He-
CKONbKMMM MOBTOPSAIOWMMUCA BCTaBKaMn, UYTO OTpaXkaeTca Ha Ka-
YyecTBe NOSTly4eHHON OMBMOTEKN N 3aTPYOHSAET ee NpUMMeHeHne ongd
reHOMHOro aHanmusa. PeuunueHTHble KreTkn npuobpeTatoT ynako-
BaHHble KOCMUAbl B pe3yrbTate MHPUUMPOBaAHUS «danblUMBbIMNY
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dharoBbIMK HYacTMLaMn, NpudemM 3ToT npouecc 6onee adhdPEKTUBEH,
yeM TpaHcdekumna nnasmuagHon OHK. [Nonas B KneTky-xo3aunHa, pe-
KoMbuHaHTHass [OHK amnnuduumpyetcs m coxpaHseTcss B Buae
nnasmuabl. [NonyyeHHble PEKOMOMHAHTHLIE KITOHbI MOryT ObITb rpu-
OANpOBaHbl — BblpalleHbl Ha NnaTax C ykasaHnemM KoopauHaT Kaxgo-
ro KnoHa. lNony4veHne otTneyaTkoB (PENNK) HA HUTPOLLESIONO3HbIX
nnn apyrux unbTpax 4na nepeHoca KrnoHOB C Nocrenyrumm pas-
pYyLLEHNEM KNETOYHbLIX CTEHOK BaKTepun n oTMbiBaHMEM 6efkoB no-
3BONHET NPOBOAUTL CKPUHMPOBAHUE Taknx BUONMoTeK Npu NOMoLLm
obbiyHOM goT-6not AHK-OAHK rmbpuamsaummn. HepgoctaTkom Koc-
MUAOHbIX FTEHOMHbIX OMBNMOTEK SABNAETCS OTHOCUTENBLHO (NO cpaBs-
HEHUID C MCKYCCTBEHHbIMM XPOMOCOMaMu Apoxoken) Hebonblias
BeNnuMyMHa BcTaBku (0o 45 T.M.H.) n, cnegosaTesnibHO, O0NbLLION 00b-
eM 6ubnunoTekun (oNa reHoOMOB MIEKONUTAIOLLNX OKOMO 2 X 10° kno-
HoB). [Ons Toro 4tobbl COBMECTUTb MNPEUMYLLECTBA KOCMUOHbLIX
6ubnuotek (Bbicokas ctabunbHocTb [HK-knoHoB, OTHOCUTESBHO
HU3KUW YypPOBEHb XMMeEpM3Ma, NPOCTOTa KOHCTPYMPOBaHUS, yoobCT-
BO BblaeneHna OHK) n gpoxkesBbix 6ubnuotek (bonbliasi gnuHa
BCTaBKM M KOMMAKTHOCTb BCcen Ombnmotekn), Goinm paspaboTaHbl
OBE CUCTEMbI KINOHMPOBAHNA — Ha OCHOBE MCKYCCTBEHHbLIX XPOMO-
com 6aktepun (BAC) n nckycctBeHHbIx xpomocom hara P1 (PAC).
Bnepsblie PAC Bektop (pCYPAC-1) Bbin ncnonb3oBaH ans nepeHo-
ca pekombunHaHTHOM [HK B kneTkn E. coli npy NOMOLLN 31EKTPONO-
paumn. PasgeneHHble npyv  MOMOLUM  NynbC-35iekTpodoopesa
dparmeHTbl reHomHon [HK yenoBeka 6binM ynakoBaHbl B rosiOBKU
yacTtuy baktepuodpara P1. 3apaxeHue Takmmu aroBbiMu YacTu-
uamn wtamma E. coli, aknpeccupytowero pekomduHasy Cre, npu-
BEJIO K BO3HUKHOBEHUIO  SMUCOMHbIX KoM reHoma
peKoMBbUHaHTHbIX dharoBblx YacTtuy. llonyvyeHHas reHomHas 6ub-
nnoteka cogepxarna 15000 knoHOB CO cpeaHMM pa3MepoM BCTaBKU
130-150 T1.n.H. TpuauaTb YeTbipe KroHa OblnNn rmbpuan3oBaHbl Ha
MUTOTUYECKMX XpOMOocomMax metogom FISH, npu atom He 6bIno Bbl-
SIBIIEHO HU OOHOro cry4vas xmmepusma. [poaosmkuTenbHoe KynbTu-
BUpoOBaHMEe OaKkTepun He BbISBUIIO HECTAabUITIbHOCTU BCTaBKM Ha
npumepe 20 KNOHOB.
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NckyccTBeHHble XpomocoMbl Baktepuin (BACs) ocHoBaHbl Ha
F-dpakTope (dpaktope hepTUnbHOCTU) — HA3KOKOMMNHOW NnasmMuae,
KOTopasi cyllecTByeT B GakTepuanbHbIX KIeTKax B CYNepCcKpy4YeH-
HOM KONbLEBOW popmMe M MOXeT BKModaTb BCTaBky A0 500 T.M.H.
Pennukauma dpaktopa oepTUNbHOCTU XKECTKO KOHTPONMPYeTCs Kre-
TOYHbIMW MEeXaHW3MamMu, YTO CYLECTBEHHO CHWXaeT YPOBEHb pe-
KoMbuHauum B anucomax atoro poaa. Kpome toro, reHomHas JHK
BMOa-4oHopa HaxoauTCs NpPakTUYEeCKN BCE BPEMSI B CYNepCKpyYeH-
HOM COCTOSAHMMW, criefoBaTeribHO, BEPOATHOCTb HexenaTenbHbIX
obmeHOB Mexay (hparMeHTaMn BCTaBKW TeopeTudeckn npubnuxa-
eTca K Hynto. lNepBaga Takas dbubnuoTeka Gbina noryvyeHa Ha OCHO-
Be BekTtopa pBAC108L, Bkntoyatowero dakrop pepTUnbHOCTU U
cosN-cant. Pasamep BctaBku Bapbuposan ot 10 go 300 T.n.H., co-
ctaBnaga B cpegHeM 100 1.n.H. CTabunbHOCTL BCTaBKM (MO Npu3Ha-
Ky CcOXpaHeHus  npoduns  PEeCTPUKUMOHHBLIX  doparMeHTOB)
noareepxaeHa B TedeHne 100 nokoneHun bakTepuanbHbIX KNEeToK.
[MpoBepka KNOHOB Ha XMMEPU3M METOAO0M rmbpuansaunm in situ no-
3Bonuna obHapy>XmMTb TOSbKO OAMH criydan obmeHa u3 28 cnyyarHo
BblOpaHHbIX TpaHcdopmaHToB. [anbHenwmne paboTbl C UCMNOMNb30-
BaHMEM 3TON BMBNMOTEKM TakXKe rnokasanu HU3KYHK YacToTy TpaHC-
nokaumn. Crnegyer OTMETUTb B CPEeOHEM MEHbLUYK  ONUHY
KNOHMPOBAHHbLIX (PparMeHTOB B CUCTEMAX WUCKYCCTBEHHbIX XPOMO-
COM OaKTepun No CpaBHEHWUIO C OPOXCKEBBbIMM U OCHOBAHHbLIMW Ha
baktepnodare P1. OgHako ykasaHHble Bbllle HEeLOCTaTKM OPOXOKe-
BbIX CUCTEM He NO3BOMAIT UM KOHKYpUpOBaTb C 6akTepuanbHbIMU.
Mpenmywecteom xe BAC-6ubnunotek nepen PAC-6ubnunotekamm
SABNSAETCS OTHOCUTENbHAs MPOCTOTA UX KOHCTPYMPOBAHUA: UCKIHO-
YaeTca ucnosib3oBaHMe BakTepunodaros, nepeHoc goHopHou [OHK
NpoBOAUTCS NMPY NOMOLUM OObI4HOM TpaHcdhopMauuun. Takum obpa-
30M, ONTUMasibHbIMU CUCTEMAMMU OIS KITOHNPOBAHUS NPOTSKEHHbIX
reHOMHbIX nocnegoBartensHocTen 6onee 50 T.M.H. NPMU3HAHbI UCKYC-
CTBEHHbIE XPOMOCOMbI 6akTepuin, a Ans dQparmMeHToB MeHee
50 T.n.H. (KOTOPbIE UMEIT NpeMMyLLecTBa AN UCNONb30BaHUA B He-
KOTOPbIX UCCeA0oBaHNSIX FEHOMOB) TaKOBbIMM OCTalOTCS KOCMUAbI.
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7.5. MNonumepa3Has yenHas peakyus (MLP)

[MonumepasHaa uyenHaa peakuma (MNUP) npyumeHsaeTca npu He-
00X0ANMOCTM MHOFOKpPaTHOro YBENUYEHUsI ManblX KOHLEHTpauummn
oTAenbHbIX oparMeHToB HyknenHoson kucnotbl (OHK) B Guonoru-
YyeckoMm maTepuane (obpasue). NpumeHeHne TMNLP HacTonbko MHo-
roobpasHo, YTO OAHO nepeyncrieHne cnocoboB NPUNOXEHUST 3TOro
MeTOo4a MOXET 3aHATb CyLLlecTBeHHbIN 06beM TekcTa. B Halue Bpe-
MS B NnpuHUMne nobyto nocrnegosatenbHOCTb JHK MOXHO nonyynTs
B NpenapaTtuBHbIX KonunyecTtsax, 3Has Tosibko no 20—-30 HykneoTu-
[0OB Ha ee rpaHuuax.

[MpuHUKMN NofIMMepasHON LIENHOM peakuum 3aKnioyaeTcs B MHO-
rokpaTHOM Kn3bMpaTenbHOM KonupoBaHun (amnnudukaumm) onpe-
aenénHoro ydyactka [HK, npoBognmom in vitro ¢ noMoLLblo ocobon
OHK-nonnmepasbl (Hanpumep, nonumepasbl taq), BblOeNEHHON K3
aKcTpemanbHO TepModunbHbIX Baktepun (puc. 74). Ocobasa Tep-
MOCTabUNbLHOCTb 3TOro bepMeHTa NO3BOSISIET NPOBOAUTL AEeHaTy-
paumio asyHuteBon [OHK npu 95°C 06e3 notepn akTUBHOCTMW.
YcnoBust peakunm noabuparTcs Tak, YTobbl amnnnduumpoBancd
TONIbKO 3agaHHbIn pparmeHT OHK 1 TonNbKO B TOM criydae, ecrnv OH
npucyTcTBYeT B nccnegyemom obpasue. ocne geHatypauun OHK
kopoTkme (18—30 H.n.) CMHTETUYECKME ONUIOHYKNeoTUAbl, Ha3bl-
BaemMble nNpanmepamn, rmdpugmsytotca OHK-maTpuuen cornacHo
NPUHLMMNY KOMMIEMEHTaAPHOCTU Nap OCHOBaHWK, YTO obycnosnuea-
eT cneundpunyHocTb MNLP. Temnepatypa Ha aton ctagum 5065 °C,
TOYHaa TemnepaTypa 3aBUCUT OT MNoOcriefoBaTesNIbHOCTEN Mpanme-
pOB UCXOASA N3 UX HYKNEOTUOHOro coctaBa. OTa cTagusi HasblBaeT-
ca omxur  unu  rmbpuamsaums. Kaxaobii 13 npanvMmepoB
KOMMNMeMeHTapeH y4acTKy O4HOM M3 Lenen aByuenovye4yHon maTpu-
Ubl U OrpaHMYMBaET Hayano M KoHel amMmnnuduumpyemoro dopar-
MeHTa. 3aTtemM TemnepaTypy gosoaar go 72 °C — ontumyma Aans
paboTbl tag-nonnmepasbl. ATO — cTagusa nonumepusaunn. [deHaTy-
paumio, OTXXUr N nonumMmepusaumio (Kaxkgas npoBoanUTCA OT HECKOSb-
KNX CeKyHO OO0 nomnyTtopa MuHYT) nosTopsatT 20-35 pas. Takum
obpasoM, YMcro Konunm amnanuumpyemoro dpparmeHTa yBenunyu-
BaeTcs B 2" pas, rae n — YnCro LMKNoB. 3aTeM peakLMOHHY CMECh

135



NHKYOMPYIOT HEeCKOnbKo MUHYT npu 72 °C, 4ytobbl nonumepasa
cMorna [[OCTpOUTb HeOoNofIMMEpPU30BaHHbIE Yy4acTKM — cTagud
anoHrauuun. 3aknounTtenbHas ctagua — XxpaHeHne — NpoxoauT npu
4 °C. Buayanusauyuio pesynbtaTtoB 0O6bIMHO NPOBOAAT NYyTEM 3dek-
Tpodhopesa B arapo3HoM rene c okpackon OHK donyopoxpomom
aTnanym 6pomua (puc. 75).

[Ona aHanunsa akcnpeccun reHoB npumeHaoT PT-MUP — nonu-
MepasHylo LenHyo peakumio Ha matpuue KOHK, nonyyeHHon nytem
obpaTHou TpaHckpununun MPHK.

C mncnonb3oBaHMeM cneuuanbHblx npudopos MNUP MoxHO Ha-
brnogaTe B pexunme pearbHoOro BpemeHu (puc. 76). CyuwecTtsyet
HEeCKONbKO BapuaHTOB NpoBedeHus Takon peakunn. OguH n3 HUX —
[MLUP, B KOTOpON B peakuMOHHYH CMeCb, MOMUMO TPaAULMOHHbLIX
KOMMOHEHTOB, O00aBNAKT WHTepKanupyowun kpacutens SYBR
GREEN. CkaHupylowmin nyd namepsaeT ypoBeHb oryopecLeHUnm
Kpacutens, cBdasblBaloLLeroca Tonbko ¢ asyHuteson [HK, koTopbiv
NPAMO MNPOMNOPUMOHANEH 4uCcy Konui  amMnianuumMpoBaHHOro
gparmeHTa. OnpegeneHne HoMmepa UMKIA, Ha KOTOPOM YPOBEHb
donyopecueHUnn OOCTOBEPHO NpeBbICUT poHOBLIM (ToYkn Ct), no-
3BONSAET NPoOBOAUTbL KonuyecTBeHHble cpaBHeHus OHK B pasnunu-
HbIX obpasuax (puc. 77). lNockonbKy AN Kaxgoro parmeHTa
CYLLEeCTBYIOT CBOA TemrnepaTypa geHaTypauun (NnasneHus), Hanm-
Yme TOSbKO OAHOrO NMKa Ha KPUBOW MNNaBfieHUs CBUOETENLCTBYET O
cneunguyHocTn peakumm (puc. 78).

Otnunume MNLUP oT npouecca pennukaunmn, NPoxXoasLliero B Knet-
KaX »XMBbIX OPraHM3mMoB, COCTOUT B TOM, YTO MofiMMepasHas LenHas
peakumsi nossonseTr amMnnnuduumnmpoBaTb CPaBHUTENBHO KOPOTKMUE
yyactkn OHK (He 6onee 3000 nap ocHoBaHuK). Npn ncnonb3osa-
HUM CMECK HEeCKOSTbKMX nonumepas, Hanpumep Taq n Pvu, npu on-
pefeneHHblX YCroBUAX BO3MOXHA amnnudukauma dparmMeHToB
OHK aonvHon 20—40 T.n.H., ogHaKo 3TK doparMeHTbl BCE paBHO 3Ha-
YMTENbHO Kopo4ye xpomocoMHon [AHK aykapmnoTnyieckon KneTku.
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Puc.75. Onektpodoperpamma pesynbTtaTtos P (doTo aBTOpa)

Yl

Puc. 76. Amnnudukatop iQ (Biorad).
Mpubop moxeT 6bITb ncnonb3oBaH kak ans MNLP B peanbHOM BpeMeHH,
Tak u gnst obbl4HOM (KOHBEHUMOHHOW) MNLIP
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7.6. CekseHupoeaHue [JHK

CeKkBEHMPOBAHME HYKMNEWHOBLIX KUCAOT — onpeferieHne ux
NnepBUYHOWN HYKITEOTUAHOM NocrnenoBaTeNbHOCTH.

B HacTosiwee BpemMs ONs CEeKBEHUPOBaAHWUA LLUMPOKO UCMOSb3Y-
eTCca AMOE30KCMHYKINEeOTUAHbIN MeTo, Unn MeTod «obpbiBa Lenmy,
pa3paboTaHHbin ©. CaHrepom B 1977 r. [lo Ha4ana cekBeHUpoBa-
Hua npowussogart lNUP-amnnudpukaumio yyactka OHK, nocnenosa-
TeNbHOCTb KOTOPOro TpebyeTtcsa onpeaenntb, C UCMONb30BaHNEM B
KadecTBe nMpeaLlecTBEHHUKOB MOrekynbl AWOEe30KCUHYKITeo3na-
Tpudocdaros (oaHTP). Npn anae3oKkcMcekBEHMPOBAHUN MPOUCXO-
OnT rmbpuamsaumsi CUHTETUYECKOro OfUIOoHYKNeoTuaa-npanmMepa
AnnHon 17—25 n.H., noctaensaoLwero 3'-ruapoKCUnbHY0 rpynny ans
MHULUMAUMKM CUHTE3a uenu, KOMniieMeHTapHoOn maTtpuue, co cneum-
JoMYECKMM y4aCTKOM OOHOW U3 Lienen cekBeHMpyemoro oparMmeHTa.
PacTtBop ¢ npanmMepomM pacnpegenstor no vYetblpemMm npobupkam, B
KaXXOOM W3 KOTOPbIX HaxXoOATCA 4YeTblpe [Oe30KCUHyKneoTuga —
OATO, gUTO, ol TO n 4TTD (0OAUH U3 HUX — MEYEHBIN PaanNOaKTUB-
HbIM M30TOMNOM) — N OOMH U3 YeTblpex 2',3'-Anae30KCMHYKIeoTN40B
(BoATO, paTTO, ool T vnn ool Td). 3aTtem NpoBOAAT OANH LINKIT
amnnundpukauuun. OunaoesokCnHyKNeoTn BKIo4aeTcd no BCemM nosu-
UMM B CMECU pacTyLUumX Lienen, n nocrne ero npucoegmHeHus poct
Luenn cpasy ocTaHaBnuBaeTcs. B pesynbTarte aToro B Kaxgom u3
YyeTblpex Npobupok obpasyeTcs yHUKanbHbIM HAbop NOSMHYKITEOTH-
OO0B pa3HoM ANuHbL. B yeTbipex npobrpkax MOXHO HanUTU Nocrneno-
BaTenbHoctTn [OHK, pasnuuatowmeca Ha 1 Hykneotunn. [anee B
npobupkn gobaensaT opmamung Ans geHatypaumm doparMeHToB
OHK n npoBogaTt anektpodopes B nonnakpunamMmagHom refie Ha ye-
Tblpex gopoxkax. [Nocne pasgenenuns dparmeHtoB [HK nposogar
paguoaBsTorpadunio, Kotopas rno3BosSiieT «MpPoYecTb» HYKNEeOoTUAHYH
nocnegoBaTtenbHOCTb cekBeHnpyemoro cermeHta [HK (puc. 79).

B HacToswee BpeMa OMOEe30KCUHYKNEeoTUabl METAT YeTbipbMS
pasHbiMU priyopecueHTHbIMU KpacuTtensamm u nposogdat MNLP B oa-
HOM npobupke. 3ateM BO BpeMsd anekTpodopesa B nonuakpuna-
MWOHOM Trefle ny4 nasepa B OnpegeneHHoM MecTe rens
BO36Oy)XaaeT ¢ornyopecLEeHUMI0 KpacutTenen, n JeTekTop onpeaens-
€T, KaKon HyKneoTu B HaCTOALLMN MOMEHT MUIPUPYET Yepes renb.
CoBpeMeHHble Npnbopbl ncnonb3yoT Ans cekBeHnpoBaHna OHK ka-
NMNNSPHLIN anekTpodopes (puc. 80).
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Puc. 79. Onekpogoperpamma pesyribTaToB CEKBEHMPOBaHUS (pparMeHTa
OHK. bykBamn 0603Ha4yeHbl COOTBETCTBYHOLLNE HYKNEOTUAbl: A — aleHWH,
C — umto3uH, T — TUMKUH, G — ryaHunH, cumeon S obo3Ha4YaeT BapuaHT
MOHOHYKIeoTungHoro nosimmopdHoro canta (SNP) uMTo3nH — ryaHuH

Puc. 80. l'eHeTtnyecknin aHanusatop AB 3130 (Applied Biosystems).
Mpunbop ncnonb3ykT ANs CEKBEHUPOBAHUS U FTEHOTUMMPOBAHWS
MO MOMEKYNAPHLIM Mapkepam
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7.7. Cb0pKka cukeeHco8 2eHOMO8

MeTton gpoboBuka (LUOTraH-CeKBEHMPOBAHUE/KITOHNUPOBAHMKE)
MOXeT OblTb npuMMeHeH ans COOPKNM CUKBEHCOB MNPOTSKEHHbIX
dparmenToB [HK, B TOM yncne xpomocom n reHomoB. B aTtom cny-
vyae [IHK cnyyaiHbim obpasom doparmMeHTUpytoT. [onyyeHHble men-
KNe CermMeHTbl CEKBEHMPYKOT OObIMHBbIMM MeTog4amu, Hanpumep
meTtogom CaHrepa. [Mony4yeHHble nocnegoBaTesibHOCTU MepPeEKpbI-
BaloLWMXCcs cnydanHbix dparmenHtoB [OHK cobupatoT ¢ nomouybio
cneumanbHbIX Nporpamm B ofHy OonblUyto nocrnenoBaTefibHOCTb.
CyLiecTBeHHYO TpyQHOCTb Npu cbopke npeacTtaBnsoT MOBTOPSAIO-
luecsa nocrnegosartenbHocTn [IHK, Tak Kak OHM MMEIOT y4acTku rne-
pekpbiBaHMs C OonblIMM  4YucrioM dparmeHToB. [ns reHomoB
NPOKapuOT U HU3LLKX 3yKapuoT MeToq ApoboBuKa okasarncsa noaxo-
aawmum. 'eHoM YeroBeka COOepXKUT OrpoMHOE KonmnvecTtso (6ornb-
e MNONOBUHbI) pa3Horo TMNa NOBTOPSHOLLMXCS
nocnegosartesibHocTen. [loaToMy ans nonyyvyeHus coBepLUeHHOM
cbopkn HEOBXOANUMO NPUMEHEHME NPOTAKEHHBIX TEHOMHbIX KITOHOB.

Cbopka npu nomoLy NPOTSHKEHHbLIX TEHOMHbIX KIOHOB MPOBO-
OUTCA B HECKONbKO 3TanoB. BHavane Heobxoaumo co3gatb He-
CKONbKO FeHOMHbIX 6ubnuoTtek ¢ nokpbltem 5—10 akBMBaNEHTOB
reHoma (pasg. 7.4). 3aTeM KIlOHbl OPraHu3yT B KOHTUMM (puc. 81).
KOHTUI — 3TO COBOKYMHOCTb B3aMMHO MepPEKPbIBAOLLMXCS FEHOMHbIX
KNoHoB. [ns cBOpKM KOHTUIOB OObIYHO UCMOSBb3YHT FEHOMHbLIN (PUH-
repnpuHTUHr. JTOT MeToq noapasymeBaeT paspesaHne [QHK-
KNOHOB creuunanbHbiMKU (epMeHTaMn — pecTpukTasamum n 650T-
rmbpugmnsaunto no CaysepHy ¢ UCMNONb30BaHMEM B Ka4ecTBe 30H0B
MUHUCATENNNTHBIX NocnegoBaTeNibHOCTEN (HEBOMbLIMX NOBTOPOB C
noBTopstoLwencs eguHuuen 7 n 6onee HykneoTnaos, MMetoLWmnx 6o-
nee 1000 canToB nokanusauun B reHoMme vyenoseka). B pesynbTtarte
nonyvyaeTcs nHaMBMayanbHbI Habop rmbpuan3yoWmnXcs ¢ 30HAOM
doparMeHTOB OS5 KaXgoro KrnoHa. [pu aTom coBnageHue AfnH He-
CKONbKNX (pparMeHTOB ABYX KNMOHOB CBWOETENLCTBYET O HanMymm
yyacTka nepekpbiBaHus. [lonapHoe onpefeneHne yy4acTKoB nepe-
KpblBaHWSA NO3BOSMISET MOSYYUTb KOHTUM, COOTBETCTBYIOLIMKA OOCTa-
TOYHO MPOTAXKEHHOMY Y4acTKy XpOMOCOMbI. 3aTeM meTtogom FISH
(pasg. 5.5) onpenensaloT nokanuMsauuio KOHTUIOB Ha XPOMOCOME.
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[MpoTsKEHHbIE FEHOMHbIE KIOHbI (hparMeHTUPYIOT C UCNOSb30BaHU-
eM pecTpukTas. [lonyvyeHHble nocregoBaTenibHOCTU animHon 500—
700 n.H. BCTpaBalT B nnasMmgHble BEKTOpbl. JTa npoueaypa Ha-
3blBaeTcsa CcybknoHMpoBaHueM. 3ateM CYBKITOHMPOBAHHbIE MNoOCHe-
O0BaTENbHOCTM CEKBEHUPYOT M NPUM  MOMOLLM  KOMMbHOTEPHbIX
nporpaMmm cobuparoT CUKBEHC BCErO rEHOMHOro kroHa. O6banHMB
CUKBEHCbI TEHOMHbIX KITOHOB, MOMyYalT CUKBEHCbl KOHTUIOB, a
obbeauHMB nocrnegHne — CUKBEHCHI XpoMmocoM (puc. 82). Cneayert
OTMETUTb, UYTO HEKOTOPbIE PanOHbl XPOMOCOM, COCTOSILLME MOYTU
NCKNIOYNTENBHO U3 NOBTOPOB (HanpuMep, LEHTPOMEPHbIE PanoHbl),
TEXHMYECKN He MNOoLAalTCA KIMOHMPOBAHWIO M CEKBEHWPOBAHUIO U
obpasytoT npobens! (ranbl) Ha KapTax reHOMOB.
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Puc. 81. ObpaseL KOHTUra reHOMHbIX KITOHOB
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Puc. 82. dparmeHT reHOMHOW NocregoBaTenbHOCTH
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7.8. BuouHghopmamuka u cucmemMHasi buosioacusi

BuonHdopmaTtnka nnu BbluucnuTenbHaa 6uonorns — oauH u3
pasgenos 6ruonornn, NpeaMeToM KOTOPOro ABMSIIOTCA MOMEKYNAPHbIE
npouecchbl, HO B [daHHOM ClyyYae WCCredoBaHUsl MPOBOAATCS He
in vitro, a in silico, T. €. He B Npobupke, a Npu NOMOLLY KOMMLIOTEPOB.

Mog OGuouHdopmaTnkon noHMMarT nwbdoe ucnonb3oBaHUe
KOMMbIOTEPOB U nporpaMmmHoro obecnevyeHnsa ona aHanusa éuoso-
MYeckMX AaHHbIX. Ha npakTuke 4acTo 3TO MOHATUE CYXaeTcs U
BKMNtOYaeT B cebs TONbKO UCNOMb30BaHWE KOMMbOTEPOB Ansa obpa-
BOTKM 3KCNEPUMEHTarbHbIX OaHHbLIX MO CTPYKType Omonornyeckmnx
Makpomornekyn (6enkoB U HYKNENHOBbLIX KMCMOT) C Lenbio nonyye-
HUS BMONOrMYECKN 3HAYUMON HGOOPMaLINN.

B 6uonHpopmaTnke MCNonb3yrTCs MeToAbl NPUKIagHoOW Ma-
TemMaTuKK, CTaTUCTUKN U MHGopmaTuKkn. MccnegosaHusa B obnactu
BMONHPOPMATUKN U CUCTEMHOW OMONOrMM 3adacTyro nepecekaroT-
cqa. OcHOoBHble ycunusa uccnegosartesnen, paboTtatowmx B obnactu
BMOMHMOPMATUKK, HanpaBrieHbl HA U3y4YeHWEe reHOMOB, aHanun3 u
npeackasaHuMe CTPYKTypbl BenkoB, npeackasaHne B3aMMOLENCTBUM
pasnnyHbIX 6enKoB Apyr ¢ ApYyrom 1 gpyruMmm Mosiekynamm, a tTakke
PEKOHCTPYKLMA NPOLECCOB 3BOSTHOLUMN.

BuonHdopmaTtnka nomoraeT yyeHbiM, UCMONb3yd Mnocnenosa-
TenbHoctn [OHK, nporHoampoBaTb CTPYKTYPbl U BO3MOXHbIE (DYHK-
UMM KOOUPYEMbIX UMK OENKOBbLIX MOSIEKYSl, U Takum o06pasom,
CBSI3bIBAET FrEHOMHbIE U NPOTEOMHbIE MPOEKTHI.

Benuka ponb BMonHgopmaTrkM B NpoLiecce MapKUpPOBKM reHOB
n opyrmx odbekToB B nocregosatensHoctTy HK.

OBOSOUMOHHAA buonorusa nccnegyeTt NpoucxoxgeHue n nosie-
fleHve BMOOB, UX pa3BuUTME C TedyeHnem BpemeHn. Metoabl OMonH-
dopMaTMKM aKTUBHO MCMNONb3YOTCS BMonoramm-aBontoLnoHUCTaMun
OS5 pELLEHNS Lenoro psiaa 3agay:

e UM3y4YeHMe 3BOoMoLMM BONbLLOIO YMcna opraHM3mMoB, BKIIoYad
apontounto monekyn AHK, a He TonbKko CcTpoeHus nnu dounsnonoruu;

e CpaBHEHMEe UuernblX reHOMOB, YTO MO3BOSISIET U3yYaTb Takue
SIBMEHUS, KaK OynfvKaumsa reHoB, ropu3oHTasrbHbIM NePEHOC reHOoB
N NpeackasbiBaTbh bakTepmarnbHble cneumanuampyrowme akTopsl;

e MOCTPOEHME KOMMBIOTEPHLIX Mogenen nonynauun ¢ uenbto
npenckasaHusi NoBeAeHUs1 CUCTEM BO BPEMEHMN.
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CuctemHaa Guonorust BknioyaeT B cebs uenbln psg cyulecT-
BYHOLLMX N NEPCMNEKTMBHbIX HanpasneHnn B 6uonorum. CUCTEMHYHO
BMonorMo MOXHO onpefenuTb Kak MEeXAUCUUNIIMHAPHY HayKy O
XW3HU, U3y4aloLLyto CNOXHblE B3aUMOAENCTBUSA B XKUBbIX CUCTEMAX
N MCNOMb3YHOLLYIO HOBbIN Noaxod B Guonornun: xonnsm BMECTO pe-
OYKUMOHM3Ma. 3agadaMmm CUCTEMHOM Bmornornm ABnsaTCA Uccne-
AOBaHWE W MOAENUPOBaHME CBOWCTB CIIOXHbIX ©OMONOrnvyeckmx
CUCTEM, KOTOpPble HENb3s OOBbSCHUTL CYMMOW COCTaBMSKOWUX ee
CBOWCTB.

[ns Bepudukaumm cosgaBaembiX Mogernien cuctemHas éuosno-
rms pabotaeT ¢ caMbiMU Pa3NNYHLIMU TUNAMKN 3KCNEPUMEHTATbHbIX
JAHHbIX, OMUCbIBAOLWMX KaK OTAENbHblE COCTaBNAIOLLME, TaK U CUC-
Temy B uenom. B cucremHon Gmonormm 4acto UCnonb3yrTca OaH-
Hble, MOfly4YeHHble B ApyrMx obnactax 6uonorum: OMoxXMmuu,
bruodmsmke, MonekynapHom buonormw.

Buonornyeckmne cuctembl ABASAKOTCA OYEHb CITOXHbIMU OOBHEK-
Tamu. [na ux onnucaHmsa UCMonb3yeTcs OrPOMHOE KONMYecTBO na-
paMeTpoB, MNEPEMEHHbLIX W YpaBHEHUW, a 3Ha4YUT, passuUTHe
COBPEMEHHOW CUCTEMHOM BMONOrMn HEBO3MOXHO 6e3 UCnosb3oBa-
HUSI KOMIMBIOTEPHBIX TEXHOMOMMN.

KoHmponbHbie eonpocki u 3adaHusi

3anosiHMTe NPonycKkn B cnegyowmx yTBepXKaeHNsX:

1. C uenblo pasmMHOXeHUa (amnamuumpoBaHnst) U NOSTy4EHNA B YACTOM
Buae TexX WNMU WMHbIX reHOB, doparMeHTbl aykapuoTuyeckon OHK moryT ObiTb
BCTPOEHbl B creunanbHO MNoAroTOBfEHHblIe OakTepuanbHble BUPYCbl Mn
nnasmugbl, Ha3blBaeMble

2. OTpoenbHas KONoOHUS 6aKTepI/II/I KOTOpasa CoAepXuT nnasmuay ¢ BKIo-
YeHHbIM B Hee pparmeHToMm [OHK yenoseka unu gpyroro XmBOro opraHusma,
Ha3blBaeTCS ; Habop Takux BGakTepun, NpeacTaBnALLNN BECH re-
HOM YesioBeKa Unu Apyroro XuBoro opraHnama, Coctasut

3. CuntaeTcs, YTO MyTauuKn, He Hacnegyemble corflacHoO npasunam MeH-

Aensd, NposABnsAT N nokKanusoBaHbl, NO-BUOANMOMY, B reHax
opraHen.

4. B reHax BbICLUNX 3yKapUOT KOPOTKME cermeHTbl kogupytowen [OHK, ko-
TOpble Ha3blBaKTCH , 00bIMHO pasgeneHbl ANVHHBIMK Nocneno-

BaTenbHocTAMU Hekoaupyowen OHK, koTopble Ha3biBaOTCA

145



Naea 8. MonekynsipHas opraHM3auusi reHoMa YenoBeka

8.1. NMoemopsirowuecsi u yHUKanbHbIe nocriedogamesibHocCmu
AHK

[MocnegoBaTeNbHOCTU, OOQHOKPATHO MpeaCTaBrfieHHble B FEHO-
Me, Ha3blBalOTCA YHUKanbHbIMWU. boree nonoBuHbLI reHoMa Yenose-
Ka npeactaBneHo B pa3HOM  CTeneHUM  NOBTOPSAHLWMMUCS
nocnegoBaTtenibHoCTAMM UM nostopamn. OHM MoOryT ObITb Bonee
NI MeHee paBHOMEPHO pacnpeneneHbl No reHomy (aucrnepcHble
NOBTOPbLI) NN BblTb NPUYPOYEHHBLIMU K OTAEMNbHBIM panvioHaM XpPo-
MOCOM (KOHCONMAMPOBaHHbIE NoBTOpPbI). K Yncny nocrnegHmMx OTHO-
CAT TaK Ha3blBaeMble CaTeNNnTbl — NOCIe40BaTENIbHOCTN, KOTOpbIe
npu LeHTPUdYrMpoBaHMn B rpagneHTe MioTHOCTU COCTaBNAKT OT-
aenbHbIn NuK (puc. 83). VIx Haseanu catennutamu (CnyTHUKaMM),
NOTOMY YTO COOTBETCTBYHOLUMA UM MUK Ha rpadouke conyTcTByeT
OCHOBHOMY. Y 4eroBeka, Kak U y BCcex MriekonutarmLmx, catensimT-
Haa [OHK oboraweHa AT-napamm M MMeeT MEHbLUYIO MnaBy4yto
NSIOTHOCTb NO cpaBHeHUto ¢ ToTtanbHon OHK. B npuueHTpomepHbIx
panoHax BCeX XPOMOCOM YerioBeka npucyTcTByeT arnbda-
catennmtHaa OHK nnn ansongHaa [HK, nmetrowaa anvHy nosTto-
paowenca egmHnubl 171 n.H. OHa aBNAETCS OCHOBHbIM CTPYKTYpP-
HbIM KOMMOHEHTOM LIEHTPOMEpPbl 1 dOopMUPYET NPULIEHTPOMEPHbLIN
retepoxpomMaTuH. HekoTopble pasnuuus no HyKneoTUOHOM nocrie-
A0BaTeSfIbHOCTM B pPasHbIX XPOMOCOMax MO3BOMSAKT UCMNOSb30BaTb
anboungHyto [JHK B kadyectBe xpomocomocrneundumyeckoro 3oHga
ans FISH (Hanpumep, npu npeHatanbHOWM OWarHOCTUKE Ha UHTep-
drasHbIX Knetkax). BcTpeyaetcs vHamMBMAOyasbHbIA NOAMMOPRU3M
yucra nostopoB anbgougHon OHK, He nmetowmin peHoTunnyecko-
ro nposienennd. beta-catennutHasa OHK, nmerowas onvHy noeTo-
paloLlenca eauHuubl 68 n.H., NPUCYTCTBYET B LEHTPOMEPHbIX
panoHax HSA 1, 9, 13, 14,15, 21,22 n Y.
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OCHOBHOI THK

CatenmntHag JHK

Onruyeckas I/IOTHOCTh

I | | |
1.71 1,70 1,69 1,68

HJI&BY‘IEUI IINMOTHOCTD

Puc. 83. CarennutHaa OHK

CaTtennut 1 (anvHa noBTopsoWwenca egmHmubl 25—48 n.H.) no-
Kanu3oBaH B reTepoxpoMaTMHOBbLIX parioHax OOMbLUIMHCTBA XPOMO-
com, catennmtbl 2 (5 n.H.) 1 3 (5 N.H.) MOryT ObiTb BbIABMEHDI
NPaKTUYECKN BO BCEX XPOMOCOMAX.

Catennutbl npeacrtaBnaAlT cobOM  TaHOEMHble MOBTOPbI
(puc. 84) — noBTOpAKOLINECH eOuMHULbI cneayT Apyr 3a Apyrom u
O[MHaKOBO OPWEHTUPOBaHbl. B MHBEPTMPOBAHHbLIX NOBTOpax eau-
HALBblI  OPUEHTUPOBaHbI B  MPOTUBOMOMOXHbBIX  HanpaBreHUsIX
(puc. 85)

LA T L AL ALII T I YL TI AL ALIL T

Puc. 84. TaHaeMHbI NOBTOP

FHED TP EDEDEDELIEHEDEDEHTD

Puc. 85. NHBepTUpOBaHHbLIN NOBTOP
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Kpome Kkrnaccuveckux caTtensmtoB B reHoMe YernoBeka npucyT-
CTBYHOT MUHU- 1 MUKpPOCATENNUTLI.

MwHucaTennuUTbl — TaHAEMHble MOBTOPSAKOLNECA Nocnegosa-
TenbHocTn ¢ egunHuuen 10—60 n.H., MMetoLen LUeHTparnbHbIM MOTUB
TTUAITA*T. OHn nokanusoBaHbl 6onee yem B 1500 cantax n ot-
nn4yarTCca 3Ha4YUTENBbHON BapuaberibHOCTbI0 M3-3a YacTo MPOUCXO-
OSWero HepaBHOro KpPOCCUMHroBepa, YTo, COBCTBEHHO, XapaKTEpPHO
Ons BceX TaHAeMHbIX nosTopoB. [Npn 6noTt-rubpmnansaummn no Cay-
3epHy pparmeHTMpoBaHHoOn [OHK ¢ mMuHMcaTensIMTHbBIMU 30HOAMU
BbISIBNAETCA MHAMBUAYANbHbIA PUCYHOK — FEHOMHbIA (OUHIEPMNPUHT,
KOTOPbIN MOXET 6bITb MCNOSb30BaH AN naeHTudmukaumum IM4YHOCTH
N yCTaHOBIEHUS OTLOBCTBA (puc. 86).

Puc. 86. Npumep reHOMHOro onHrepnpuHTa.
(dpoTo Science Photo Library)
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MukpocaTennuTbl — KOPOTKME TaHOEMHblE NMOBTOPbI C ASMHOM
nosTopsowenca eanHmupbl 1-6 n.H. OTnuyarTcs 3HA4YUTESbHbLIM
nonMmopdn3mMom 1 60MbLWNUM YUCNOM PaBHOMEPHO pacnpeaesieH-
HbIX Mo reHomy rokycoB (okorio 100000). BTn obcTosiTenbcTBa
coenanu MUKpocaTennnTbl YHUMBEpPcanbHbIMA MapKkepamu Ans re-
HEeTMYECKOro KapTUpOBaHUS, WMOEHTUMUKaLMM NNYHOCTU, YCTaHOB-
neHus poactea. MockonbKy MUKpocaTeniMTbl UMEKT NPUEMSIEMYIO
ana MNUP-amnnndpukaumm gnuHy n ¢ ByxX CTOPOH (priaHKMpPOBaHbLI
yHukansHon [OHK (roe MOXHO pacnonoXxutb WHOMBUAYaASbHbIE
npanmMepsl), npouenypa onpeaesnieHns annenen Takmx nonmmopd-
HbIX MapKepoB AOCTAaTOMHO MpoCTa M nogdaeTcd aBToMaTM3auuu
(puc. 87). Ncnonb3ys pasHble doryopoOXpOMbl, MOXXHO OLHOBPEMEH-
HO B oAdHOW npobupke aHanuauMpoBaTb MONUMOPdU3M cpasy He-
CKOSNbKNX MUKpOCaTENIUTHbBIX FTOKYCOB. AHanus OJTMH
amMnndrUnpoBaHHbIX dparMeHToOB OObIYHO NPOBOAAT NMPU NOMOLLMA
KanunmnspHoro anektpodopesa C NnasepHbIM CKaHMPOBaHMEM, YTO
NO3BOSISIET BbISIBUTb Pasnunymns 4o 04HOro HykneoTuaa.

MaTk 5

o

FefieHok Ij

Puc. 87. PesynbTaTbl aHanusa gNVH annenen
OLHOro MMKpOCAaTESNSIUTHOrO JTIOKyCca B Npeaenax ceMbu

QTeL,
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K KOHCONMMaupoBaHHbIM MOBTOPaM OTHOCAT Takxe reHbl pPHK,
obpaasylowme knactepbl (rpynnbl NOBTOPSAIOWMXCHA €OuHUL) B pan-
OHax BTOPUYHOM MEPETSKKM KOPOTKOro nneya XxpoMmocom rpynnbl D
(HSA 13-15) n rpynnel G (HSA 21 n 22).

B oTnnumne oT KOHCONMOAMPOBAHHLIX MOBTOPOB ANUCMEPCHbIE MO-
BTOPbI pacnonoXeHbl NOOANHOYKE, B pa3HbIX y4acTkax reHoma. Oa-
Ha M Ta >Xe MNOBTOPSAKLWAACA eOuHMUA MOXET HaxoauTbCs B
TbiCAYaxX pasnnyHbIX cantoB. K ancnepcHbIM NOBTOpaM OTHOCSAT re-
Hbl TpaHcrnopTHon PHK (pasg. 6.1), TpaHcnos3oHbl (pa3g. 6.9) u
NceBOOreHbl He coaepallinme MHTPOHOB KOMUKM FreHOB, Kak npaBuno,
BO3HUKLLUME NyTEM OBpaTHOM TPaAHCKPUMNLUMN.

3 yncna TpaHCNo30HOB B reHoOMe Yyenoseka Hanbornee WnpoKo
npeacTaBneHbl  AfMHHbIE WHTepcnepcHble noBTopbl (LINE) —
850000 konun n 21 % reHoma, KOPOTKNE UHTEPCNEPCHbIE NOBTOPbI
(SINE) — 1500000 konun n 13 % reHoma, pPeTpPOTPaAHCNO30HbI C
ONUHHBIMU KOHUEeBbIMK nosTopamn (LTR) — 443000 konuini 1 8 % re-
Homa, n JHK-TpaHcno3oHsl — 300000 konuin n 3 % reHoma (pasa. 6.9).

K rpynne LINE oOTHOCAT nocnegoBaTeSfibHOCTU ASIMHOW OKOJOo
S5 T.M.H.,, KOTOpble coaepxaT npomMoTop, Yy3HaBaembin PHK-
nonumepason I, reH obpaTHOM TpaHCKpUNTasbl U WHOr4a reHbl
PHKa3bl H. Ha 3’-koHue HaxoauTcs curHan nonvageHunupoBaHus
(AATAAA) n nonnA-xsocT. Y yernoBeka UMeeTCsa TOMbKO OLHO ce-
mMencteo nostopos LINE — L1.

KopoTkne nHTepcnepcHole nostopbl (SINE) npegcraBnsatoT co-
6o nocnepoBatensHoctM o 500 n.H. n cogepxaT obpaTHble
TpaHckpunTtbl dparmeHtoB TPHK, pPHK n maPHK (pasag. 6.1). Y
npumMaToB, B TOM 4uUCre U Yy YyenoBeka, 3HadmntenbHas vactb SINE
npeactasneHa Alu-nostopamun, nmewowmmmn anunHy 280 mn.H. N He
cogepawmmmn reHoB.

Ha puc. 88 npuBegeHa cxema Knaccudukaumm yHUKarbHbIX W
NOBTOPSOLLMXCA NOCen0oBaTeNbHOCTEN.
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YHI ML0HDSLFEOT#20D uznaﬁnascz

Puc. 88. MNoBTOpsoWMmMeca nocnegoBaTesnlbHOCTM reHoOMa YeroBeka
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8.2. Komno3uyuoHHasi 2emepo2eHHOCMb

HeogHopogHoCcTb  pacnpegeneHnsa no reHomy [L- u
AT-oboraweHHbIX panoHOB, APYrMMW CcrioBamMu, KOMMO3ULMOHHas
reteporeHHocTb [1HK — ogHa n3 Hanbonee BaXKHbIX XapakTepUCTUK
MOJIEKYIIAPHOM OpraHusaumnm reHoMoB.

Bonee copoka net Hasag bepHapan v COTPYAHUKM MpU Ucche-
O0BaHMM reHomMa Mblwn Mus musculus obHapy>Xunn, YTo KOMMIIEKC
OHK n cepebpa moxeT ObiTb pasgeneH ¢ NOMOLLbD PpaBHOBECHOIO
LeHTpudyrmpoBaHusa B rpagneHTe nnotHoctn Cs,SO4 no yactoTe
cantoB Ha monekyne [OHK, cBsasaBwmx cepebpo. OTO OTKpbLITUE NO-
3BONUIMO C BbICOKOW TOYHOCTbIO pasgenatb OHK Ha dopakuyuw.
HanbHenwee nsydeHue atmx pakumn OHK npmBeno K oTKpbITUIO
YEeTKOM KOMMO3UUMOHHOM reTeporeHHocTn [OHK. KomnosmumoHHO
romoreHHble cermeHTbl [JHK, npuHagnexaiune K HeGonNbLWOMY Yunc-
fy CEMENCTB, pasnuMyaroLnxcs rno nna.By4vyen nNSIOTHOCTU, BbIn Ha-
3BaHbl u3oxopamun. DpakumoHmposaHme [OHK no nnaByyen
NSIOTHOCTU NMpu LeHTpudyrmposaHnn pparmeHTos AHK B rpagneH-
Te Cs,S0,4 (Mnu caxaposbl) 66110 BbIABNEHO Y BONbLLUIOIO YMucna Bu-
OOB  KMBOTHbIX. 3TO oOTpaxaeT reteporeHHoctb [OHK no
HyKneoTuaHoMy cocTtaBy: AT-boratble nocnegosaTenbHOCTM obna-
aatoT bonbluen nnaByyYen NNOTHOCTb, Yem [L-6oraTthle. OTHOCK-
TenbHble konuyectsa [OHK B cemencrtesax Msoxop popmupyroT Tak
Ha3blBaeMbI KOMMO3ULMOHHBIN M30XOPHbBIN NAaTTEPH reHoMa (Takxe
OH Ha3blBaeTCs reHOMHbIM (PEHOTUMOM), T. €. XapaKTepHbIA «pPUCY-
HOK» U3 M30X0p, ABNAKLWMACA cneundmnyHbIM Ona Kaxgoro otpsaaa
nnn ceMmencrsea.

Y 4yenoBeka Oblnin BbISIBIEHbI ABA «NErkMx» ceMencraa n3oxop:
L1 (1,698 r/icm3) n L2 (1,700 r/cm3), n Tpy «Tskenbix»: H1 (1,704
r/cm3), H2 (1,708 r/cm3) n H3 (1,712 r/cm3). Y yenoseka cemencTea
L1 n L2 cocTtaBnsawT cBbiwe 62 % Bcero reHoma; H1 — 22 %, H2 —
9 %, cemencteo H3 coctaBnseT okono 3 % reHoma.

Hanbonbliee 3Ha4YeHMEe C TOYKM 3pPEHU  CTPYKTYPHO-
OYHKUMOHANbLHOW OpraHu3auumM reHoma UuMeeT BOMpoC O CBSA3U
pasfnMYHbIX CEMENCTB M30X0P C KOOUPYHOLMMKU nocriegoBaTesibHO-
ctammn [HK n ocobeHHocTaMn mx akcnpeccun. B nepsbix nccneno-
BaHUSIX 3TOro Bonpoca 6bIno nokasaHo, 4To GonblKHCTBO U3 40
B3ATbIX B aHanu3 reHoB YyenoBeka pacnonoXeHobl B ['L-boraTbix ce-

mMencTBax. Bnocnencteum nokanusauus in Silico (nytem KOMMbO-
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TepHoro aHanusa) 6onee 14000 reHoB YenoBeka nNpuBena aBTOPOB
K TOMYy XXe caMOMy BbIBOAY, NO34HEE NOATBEPXKOEHHOMY Ha eLle
bonbwnx BbIBOpKax KoagupylWwMX nocnegoBaTenbHocTen. Ha
puc. 89 npeacraeneHa guarpamma, EMOHCTpUpYOLLas pacnpene-
fieHne NNOTHOCTM reHOB B KaXkOOM U3 CEMENCTB N30XO0p Y YenoBeka.

50

50

40

llaotHocTe
TCHOS
(HHCID TeHOE
ma 1000 Trme)

20

0 T

H1 H2 H3

-

Puc. 89. TINOTHOCTb reHOB B pa3fnyHbIX CEMENCTBAX N30XOP Y YeroBeKka

BbisiBNeHMe CBA3WM BPEMEHHbIX W  MeXTKaHeBbIX pasfnymn
YpOBHA akcnpeccun reHos ¢ [Ll-ypoBHeM, MHbIMW crnoBamu, pac-
npegeneHns TkaHecneumuiecknx reHoB U reHoB AoMallHero Xo-
39MCTBA OTHOCUTENBHO U30XOp, HABMNAETCA HEe MeHee BaXHbIM
acnekToM XapakTePUCTUKN (PYHKLMOHASTIbHOrO 3Ha4YeHUA KOMIMO3u-
LMOHHOM reTteporeHHocTn reHomHon [OHK. O6obwasi gaHHble no
CTPYKTYpe XpomMaTuHa 1 pacrnpeneneHuo reHos n nsoxop, [x. bep-
Hapan B 1993 r. nucan: «Ckopee Bcero, HanbosnbWUM YpPOBEHb
TPaHCKpUNUMN BCTpeyaeTcs B ceMencTBe M3oxop H3, NOCKOSbKY
TaM KOHUEHTpauna reHoB, npexge BCero reHoB AoMalLlHero Xo3sn-
CTBa, ABNSeTCA HambonbLlueny. 'MnoTesa 0 BbICOKOM TPaHCKPUMLK-
OHHOW AaKTUBHOCTWU T[EHOB, JIOKanNM3oBaHHbIX B cemenctese H3,
noaTreepxganacb M UCCrnegoBaHUAMW HYKNEeOoTUOHOrOo KOHTEKCTa
ctaptoBblx AYI-kogoHoB. lNpuBriedeHne OOMOMHUTESIBHOINO KpuTte-
pUs — NPOLEHTHOro coaepXaHnsa ryaHnuHa unm UMTo3nHa B TPETbEM
nonoxeHun kogoHa (M43-ypoBeHb) — NOMUMO MOSISIPHOrO OTHOLLIE-
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Hua 'L n AT (TU-ypoBeHb), n cTaTUCTUYECKUA aHanu3 nocriegosa-
TenbHocTen [QHK 13 reHoMHbIX 6a3 gaHHbIX YenoBeka W1 LWNopLeBom
narywkn (Xenopus laevis) No3BONUNu yCTaHOBUTb, YTO reHbl [O-
MalLHero xo3amcTea:

1) npeumMyLLecTBEHHO nokanunsoBaHbl B [Ll-6oraTbix cemMencT-
Bax M30XOp;

2) He cocTasnaT bonblwmHcTBa reHoB B ['Ll-6oraTbix cemen-
CcTBax U30XOop;

3) aBnsaTca He MeHee [Ls-oboralleHHbIMK, YeM TKaHecneum-
donyeckme reHsol.

[oBbILLEHHOE coAepXaHMe Koaupylowmx nocregoBaTenbHO-
cten, 6ornee BLICOKMA ypoBeHb pekoMObuHaumn, 6osbLloe 4YnUCro
['Ll-o6oraweHHbIX KOPOTKMX MHTepcnecHbix nostopoB (SINE) B T4-
XernblX n3oxopax, B TO BPEMSI KakK B JIEIKUX JTOKarn3oBaHO 3Hayu-
TEeNbHO MEHbLUE FEHOB, HMXE YPOBEHb PEKOMOMHALMM U HaxoasaTcA
no4Tn ucknounTenoHo L-o6eqHEeHHblE ONWMHHBLIE MHTEPCMEPCHbIE
nostopsbl (LINE), 4aeT ocHoBaHme roBoputb 06 N30xopax Kak CTPyK-
TYPHO-PYHKUNOHAMNbHbIX eAnHULax opraHMsauum reHoma. ['paHmubl
MexXay TSKenbIMM U NErkMMuM M30Xopamu Ha npumepe neTtasibHO
NCcCregoBaHHOroO B OTHOLLEHUN KOMMO3ULMOHHOMO CcoCcTaBa Ha MO-
NeKkynapHOM ypoBHe Knactepa reHoB ructocosmectumoctn (MHC)
YyeroBeka sBnsaTCs bonee 4YemM KOMMO3ULMOHHBIMU CTPYKTYpaMn —
BPEMEHHbIE TpaHULbl pennukauum B dase S KIEeTOYHOro uukna
NpakTU4YeCKNn TOYHO COOTBETCTBYIOT (PU3MYECKUM rpaHuLamM fokKa-
nm3aumm n3oxop.

KoMNo3numMoHHoe KapTUpoBaHMe — 3TO U3ydeHue pacnpegerne-
HUA MO ASIMHE XPOMOCOM pasfinyHbiX ceMenctB nsoxop. Ocobbin
MHTEepeC npeactaBnseT COOTHECEHME KOMMO3WULUMOHHBIX U uuTOre-
HEeTUYECKNX KapT XPOMOCOM, BbIsIBIEHNE MPUYPOYEHHOCTU DpaKLmnm
N30X0p K Moponornyecknm (UeHTpomepa, Teriomepa) u LUTOXU-
muyeckum (G/R-6nokn) mapkepam. PasnuyatoT «XpOMOCOMHOE»
KOMMO3NLUMOHHOE KapTupoBaHue (MeTooom rmbpuansaumn in situ
pasnnyHbIX pakLMn N30XOp Ha XPOMOCOMax B MPUCYTCTBUWN KOH-
Kypupytowen OHK, koTopaa no3BosigeT noytu MnofHOCTbH WUCKIMHO-
YNTb Hecneumguyeckyto rmépuansaunto MOBTOPOB) n
«MONEKyNaApHoOEe» — NyTeM nokanumsauum reHoB Bo dopakumnsax m3o-
xop metogom MUP unn 6noTt-rubpuamsaumm no CaysepHy.
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Y mMmnekonuTaroLwmx Ob1s1io NokasaHo HeOAHOPOAHOE pacnpene-
fNeHne pasHbIX ceMencTB nsoxop. Camble «Tskenble» nzoxopbl H3
pacnonoXxeHbl B T-guckax (MpenmyLLecTBEHHO npuTenomepHble R-
OUCKN, ¢ Hambornee  ApKO  BblpaXXE€HHbIMU  CTPYKTYPHO-
JYHKLUNOHANbHbIMW XapakTepUCTUKaMn 3TOW rpynnbl), KOTOpbIE Xa-
pakTepu3yrTca Hambosbllen KOHUEHTpaunen reHoB, 0CO6EHHO re-
HOB AOMaLLHEero Xo3sincTBa U OHKoreHoB. Habntopaetca obwas
TeHAeHUNA NpuypoYEHHOCTU nerknx ppakumm Kk G-gmuckam (oTHocu-
TENbHO MHEPTHbIE, MO3QHOPENNUUMPYIOLLNECSH, BbISIBIISIEMbIE MPU
oKpawwmBaHun kpacutenem [Mm3bl), roe 3HaYnTENbHO HUXKE KOH-
LeHTpauus reHos, 4em B R-guckax (obpatHble G-guckam, paHopen-
nMumpyrowmecsi, OTHOCUTENbHO (PYHKUMOHANbHO aKTUBHbIE), W
pacnosioXeHbl MPenMyLLeCTBEHHO TKaHecneuuuiyeckne reHbl, a
TSKenbIX U3oxop — K R-guckam. Tak, y yenoseka T-gucku npeg-
CTaBneHbl camMblM TSXKENbiIM CEMEUCTBOM M30xop H3 n 4acTuyHo
cemencteamn H2 n H1, R’-gnckun (R-guckmn 3a ucKnNoYyeHnem ms nx
yncna T-guckoB) — cemenctBoM H1 C MMHOpPHbIM y4acTuem ce-
menctB H2 n H3 n cemencrteamm nerkux msoxop L1 n L2, a G-
anckn — cemencteammn L1 n L2 ¢ MMHOPHBIM KOMMOHEHTOM H1.
Y OOMOBOM MbIWIX MaXOPHbIM KOMMOHEHTOM T-AUCKOB SIBNSOTCA
nsoxopbl cemencrtea H2, R’-gucku npencraBneHbl MpenmMyLLecT-
BEHHO M3oxopamu cemenctea H1 ¢ He3dHauuTenbHbIM yyactuem L1
n L2, a G-gucku — noYTU UCKIHOUYUTENIbHO CEeMENCTBaMM Nerknx
nsoxop L1 n L2. B nHtepdasHbIix sgpax Oblno nokasaHo nonspHoe
OTHOCUTENbLHO ApYyr Apyra pacnonoxeHne Habonee nerkMx n Ham-
bonee TaXenbIx dopakumMn U3oxop, YTo, N0 BCEN BMOAMMOCTU, OTpa-
XaeT 0Onu3octb Habonee [Ll-6oraTblx TENOMEPHLIX pPaNOHOB
MHTepdasHbIXx xpomocoMm. Ha puc. 90 nokasaHo pacnpenerieHue
N30XOp NO ANMHE XPOMOCOM YerioBeka. ToOHKoe on3nyYecKoe KapTu-
poBaHME M30XOP Ha npomeTadrasHbIX XpoOMOCOMax 4erioBeka no-
3BOSINNIO  MOCTPOUTbL  KOMMO3MLUMOHHbIE  KapTbl  BbICOKOrO
pa3pelleHmns, COBMELLEHHbIE C KAapTaMNU KOHTUIOB MPOTSKEHHbIX re-
HOMHbIX KMOHOB. Takme KapTbl NpeacTaBneHbl B ceTu WHTepHeT
(http://bioinfo2.ugr.es/isochores), 4TO AaeT BO3MOXHOCTb ObICTPO
NONy4YNTb KOMMO3ULMOHHYIO XapakKTepPUCTMKY noboro nayvyaemoro
panoHa unu pnaHkmpyrowen obnactu nobown nocrnegoBaTeNbHOCTU
reHoma 4YenoBeka.
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Puc. 90. PacnpeneneHne n3oxop no ANIMHE XpOMOCOM YernoBeka”

* CMm.:Genome Researches. 2006. V. 16. P. 536-541.

157



8.3. Opmornozus u napanoaus

[MonaraloT, YTO B XO4€E pPaHHEW 3BOMOLMN YaCTO Npoucxogunnmu
Aynnukaumm reHoB, YTo NMpUBENO K ObICTPOM AMBEpPreHuun u cne-
umanusaumm pepmMeHTaTUBHbBIX peakuun, onpeaenusBlunX pasHoob-
pasve XWU3HeHHbIX ¢opMm Ha 3emne. YBenuyeHne pasmepoB
reHOMOB, BO3HMKHOBEHME HOBbIX (PEPMEHTATUBHbLIX peakuuin, dop-
MUPOBaHWE LMTOCKeNeTa, NoaBneHmne KOMMNMEKCHbIX nyten metabo-
nmMamMa cuyuTaroT NPAMbIMU CNEACTBUSAMWU reHHOW OynnvKaumn,

[TOHATNE «rOMOSMOrUsI» MPUMEHSIOT MO OTHOLWIEHUID K OBYM
CTPYKTYpaM unn nocrieqoBaTenibHOCTSAM (HYKNeoTUAHbIM Ui aMu-
HOKWCMNOTHbLIM), KOTOPbIE Pa3BUSIUCb U3 OOHOW NPEOKOBOWN CTPYKTY-
pbl UM nocnegosaTtenibHocTU.  YTO6bLI  KnaccuduumpoBaTtb
pasnuyHble TUMNbl FOMOMOIrMN, MNPUHATO MCMNOSIb30BaTb TEPMUHbI
«opTtonorus» un «napanornga». OpTonornyeckuMmn HasblBalTCS
CTPYKTYpPbl UMM nocneaoBaTenbHOCTU ABYX PasfUYHbIX OpraHus-
MOB, KOTOpPbI€ NPOM30LLNN N3 O4HOWN NPeaKoBOW CTPYKTYPbl UK MO-
cnegoBaTeribHOCTU, COBCEM He 00s3aTeNnilbHO coXpaHdaAs OyHKLMU
X npeaLwecTBeHHMKa. oCcKoNbKY NpocneanTb SBONOLUNIO CTPYKTYP
NN nocrenoBaTenbHOCTEN HA NPaKTUKe He Bcerda npeacraBnsaeT-
CA BO3MOXHbIM, OObIMHO 3BOSIOLUMOHHBIA KOHCEPBATMU3M CTPYKTYpP
NN nocrnenoBaTenibHOCTEN CIY>XUT OCHOBaHMEM ANS TOro, YToObl
cunTatb uUx optonorndyeckumun. Npumep optonorum — B-uenu rnobum-
Ha 4yernoBeka U AOMOBOW MbIwN. [MOHATUE «napanorusi» OTHOCUTCS
K CTPYKTYpam uUnu nocnegoBaTenibHOCTAM, BO3HUKLLMM B pe3ynbTa-
Te gynnvkaumn. OBbIYHO 3TO NOHATUE NPUMEHSAIOT K FOMONOMMYHbLIM
CTPYKTYpaM uUnn nocriegoBaTenibHOCTSM B npefenax ogHoro reHo-
Ma. Hanpumep, B-uenb rmobunHa YyenoBeka SBMSIETCA Napanorom a-
uenu rnobuHa n muornobuHa yenoBeka, NOCKOMbKY OHW BCe Mpo-
N30LWLNKM B pe3ynbTaTe nocriegosartesibHbIX Aynnukauui. Ons cepun
napanornyHbIX pamoHOB, KOTOPbIE MOTYT CYMTaATbCA NMpoucLleaLln-
MU OT OQHOro NpPeaKkoBOro panoHa, npeanoXxeH TEPMUH «naparo-
roH». Konapanoramm HasblBaAlOTCA rEHbl, NpuHagnexawue K
OAHOMY naparnoroHy, He3aBMCUMO OT TOro, ABMNAKTCA N OHU MEX-
ay cobown napanoramy nnu Het. OOWKMWN NpedoK panoHOB, BXOAS-
LLINX B OOMH naparioroH, Ha3blBaeTCHa «NpOTOnapanoroHy.
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[Ba payHOa KpynHoMacliTabHbIX Aynnukaumin npounsowsniv B
Xo4e paHHEN 3BOSIOLMN NO3BOHOYHBIX XXMBOTHbLIX COrflacHO Tak Ha-
3blBaemon rumnotese 2R (Opyroe HasBaHuMe — MoAefb «OOMH-K-
yeTblpeMy). CnegoBaTenibHO, KaXablh reH JofKeH ObiTb NpeacTas-
NeH YeTblpbMsi FOMOMOrMYHbIMM NMOCeaoBaTENBHOCTAMN B KaXKOOM
reHome. pouecchbl gMBepreHuMm 1 crneunanmsaumm Morfnm CyLecT-
BEHHO U3MEHUTb CTPYKTYPHbIE U (DYHKLMOHASbHbIE XapaKTEPUCTUKK
roMosioros, a gynnvkauun u geneuumn — ux vmcno. Hannume 6onb-
LLIOrO Yncna napanornyHblX HYKNeoTUOHbIX nocnegoBaTesibHOCTEMN,
NpeaCTaBfEHHbIX OBYMS UK TPEMSA FreHaMun, CBUAETESNbCTBYET O
BO3MOXHOW MacCOBOW MoTepe reHoB rnocrne ABYyX payHOOB Oynsiv-
KaumMn B COOTBETCTBMU C BbILLEN3NOXKEHHOWN rnnote3on. Jlokanunsa-
LUMs B MaparnoroHax M CXOACTBO MocrenoBaTenibHOCTEN OBYX UMK
Heckosnbkmnx monekyn OHK moxeT cnyxntb ocCHoBaHMeM s noucka
X oOLLero NnpeaLlecTBEHHMKA, Kak 9TO NOKa3aHO Ha NpuMepe reHoB
cemenctea WNT (romonoros wingless-type reHoB gpo3ogunbl) ye-
noBeka.

Bonpoc o0 ToM, Hackonbko domsnyeckas knactepusaumsa (fnoka-
nn3aums B 04HOM XPOMOCOMHOM panoHe) oTpaxaeT (pyHKUMOHas b-
HYI0O KnacTepu3aumio HYKNeoTUAHbIX MocnefoBaTeNlbHOCTEN W,
cnegosaTesibHO, BO3MOXHa JM  KO3BOMWOUMSA  (OYHKUMOHANbHO-
cneumanuanpoBaHHbIX panoHOB XPOMOCOM, obcyxaaeTca B Tedye-
HMe nocrnegHuMx aecaTyn neT. AKTUBauust OTAENbHbIX PanOHOB XPO-
MOCOM B OMpedeneHHbIX KIMETOYHbIX JIMHUAX MOXET ObITb
0ObACHEHMEM NpUPOAbI NAPONOrMYHbIX panoHoB. Hanpumep, reHbl
aueTUNXonnHacTepasbl U TUPOrnobynmuHa MMEKT roOMOJSIOrUI0 HyK-
neoTnaHbIX NocneaoBaTenbHOCTEN U PacnonoXeHbl B6M3K OT re-
HoB Hemponentnga Y (HSA 7) n naHkpeaTtudeckoro nonunentuaa
Y (HSA 17) cootBeTcTBEHHO. Takum obpasom, ABa reHa 13 naparso-
MYHOrO pamoHa XpPOMOCOMbI 7 3KCMPECCUPYIOTCA B KIeTkax HepB-
HOW CUCTEMbI, @ Ba reHa COOTBETCTBYIOLLEro panoHa XpOMOCOMbI
17 — B KneTkax MMMYHHOM cCUCTeMbl. AHanu3 pacnpeneneHus re-
HOB, KOOMpPYIOLWNX Bernkn, BOBMNEYEHHbIE B pasfinyHble OYHKLMO-
HanbHbIE KOMMSIEKCbl, MO ASIMHE XPOMOCOM YerioBeka MO3BOSNI
YCTaHOBUTb COOTBETCTBUE HEKOTOPLIX MapanoroHoB Griokam reHos,
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BOBJIEYEHHbIX B OAWH Kackag peakumn. Takum obpasom, napanorus
MOXeT ObITb CBSA3aHa C PyHKUMOHANbHOW crneunanmnsauumn otaenb-
HbIX panoHoB XpomocoM. C Opyron CTOPOHbI, MOryT MpPUCYTCTBO-
BaTb  MexaHu3Mbl, obecneumBaowme  AnddepeHUnanbHyo
3KCMNpeccuo napanioroHoB B Pas3fMYHbIX KIETOYHbIX NIMHUAX. [daH-
Hble CPaBHUTENBHOrO0 U3Yy4YEHUs napanornyecknx pamoHOB XPOMO-
COM 4ernoBeka W AOpo3odunbl MOCAYXUIM OCHOBaHMEM Ond
MMNOTEe3bl KOIBOSTOUMN DYHKLMOHANbHbIX KNacTepoB.

[[eHbl HECKONbKUX ceMencTB (MNnasMMHOreHHble akTuBaTopbl,
aHKNPUHbI, peuenTopbl POCTOBLIX hakTopoB dmbpobnacTtos, aape-
Hepruyeckme peuenTopbl, BE3UKYNAPHbIE MOHOaMMWH-
TpaHCcnopTepbl, NMNONPOTEMH NMNasbl), NpeacTaBeHHbIE B YeTbl-
pex panoHax xpomocom 4enoBeka — HSA 4p16, HSA 5q933-q35,
HSA 8p12-p21, HSA 10g24-926 — oka3zanucb npeacTtaBneHbl B re-
HOMax MO3BOHOYHbIX, BKIOYasi KOCTUCTbIX pbid, B BMOE KOHCEepBa-
TMBHbIX MapasioroHoB. B TO e BpeMsa y UrNOKOXUX, HACEKOMbIX U
HemaTo[ yKasaHHble ceMeucTBa npencrasneHbl OgHUM reHoMm. UH-
TepecHo, 4To Yy nnogoson Mmywku Drosophila melanogaster n Hema-
Toabl (Kpyrnoro 4vepssi) Caenoarabditis elegans romosiorm reHoB
9TUX CEMENCTB cuenneHbl. [penonaratoT, YTO NPOTONapanoroH cy-
LLLleCTBYEeT CO BPEMEHM MNPOUCXOXOEHUA MHOMOKNETOYHbIX >XMBOT-
HbiX. Ha npumepe romeosncHblx reHoB cemenctea HOX n
MHCYNMHONOAOOHbIX BEeNKOB NokasaHo, YTO CKOpee Bcero TeTparn-
novausauma mmena Mecto Ha pybexe uedanoxopaoBble — 4e-
penHble.

B HacTosilwee BpeMa n3sectHo 15 napanoroHoB 4erioBeka (ce-
pUn nNapanorn4ecknx panoHoOB, UMEKLLINX MPOUCXOXOEHNE OT OOHO-
ro npegkoBoro parnoHa) (puc. 91), kotopble BkntoyatoT 6onee 1700
reHOB, YTO cocTaBnsAeT okosrio 5 % oT obLlero Yymcrna reHoB Yyerose-
Ka. BonbLWMHCTBO reHoB, BXOASAWMX B NapanoroHbl, NpeacTasnsaioT
OOLUMPHbIE CEMENCTBA, TakMe Kak MMMYHOrNobynuHbl, onbgakTop-
Hble peuenTopbl, aHTUreHbl IMCTOCOBMECTUMOCTM U T. A.
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Puc. 91. O606uweHHasn KapTa napasnoroHOB YenoBekKa.
ObpawaeT Ha cebs BHUMaHMe TOT GhakT, YTO pamioHbl XPOMOCOM pacnosioxe-
Hbl MO YeTbIpe — B COOTBETCTBUU C 2R-rnnoTesoin”

Ha ocHoBaHWW naparnorun kapTupoBaHWe reHoma MOXeT Mnpo-
BOOUTbCA ObICTpee — 3Has foKanu3aumio oOHOro npeacTtaBUTEns
ceMeuncTBa reHoB U napanoruo 3Toro XpOMOCOMHOro panoHa apy-
MM panoHam, MOXHO NpeackasaTb Tpu Hanbonee BEPOSATHbIX cam-
Ta Jiokanusaumm [Opyroro npeacraBuTend  TOro Xe T[eHHOro
cemMencTea. 3Hasa nokanusauuilo OByX UMM TPex reHoB CEMEWNCTBA,
MOXHO npeackasaTb COOTBETCTBEHHO [Ba WM OLWH BO3MOXHbIN
panoH riokanusauum.

* Cm.: FEBS Letters, 2001, V. 491, P. 237-242.
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Hapsagy ¢ TpaguuMOHHLIMWU MOPMOSIOrMYeckuMn nogxogamm K
N3YYEHNIO OBOSMIOLMOHHBLIX OTHOLIEHUA W MEXaAHU3MOB [daHHble
CPaBHUTENbHOIO KapTUPOBAHUSA XPOMOCOM MO3BOMSAOT AenaTtb Bbl-
BOOblI O NyTAX dBonounn. B aTom criydae ydacTkm XpoOMOCOM pas-
HbIX OpPraHM3MOB MOXHO paccmaTpmBaTb Kak Mopdonornyeckmne
CTPYKTYPbI, KOTOpPblE MOryT MNpOsiBAATb OTHOLUEHUA TOMOSIOTUN U
aHanormm mexngy coboun. BbICTpbIN Nporpecc reHoOMHOro KapTupo-
BaHWUS, NMPEUMYLLECTBEHHO Ha PasfMYHbIX BUAAX MIEKonuTatowmx,
NO3BOSMINN NPUMEHUTb YKa3aHHbIA NOAXO4 W BbISIBUTb HEOXMAAHHO
BbICOKMI YPOBEHb 3BOJSIIOLMOHHOIO KOHCEpPBATM3Ma XPOMOCOMHbIX
panoHoB. Cpeaun XMBOTHbIX Hanbornee NnoapodbHO PeHOMEHbI OPTO-
f0rMn U3y4eHbl B reHoMax 4enoseka U AOMOBOM MbIWK. BbisBrieHo
202 panoHa opTonoruu, Kotopble BktovatoT 6onee 1800 kogupyto-
LMX nocnepoBaTensHocTel’. Hanbonee getanbHas MHdopMaums
00 3BOMIOLIMOHHOM KOHCEPBATU3ME XPOMOCOMHbLIX PalOHOB MOXET
ObITb NONy4YeHa npu CpaBHEHMN MOSTHOCTBIO CEKBEHUPOBAHHbIX re-
HOMOB WS XPOMOCOM PasfnyHbIX BUAOB. B 3TOM crnyyae CTaHOBUT-
CA  BO3MOXHbIM  BbIFIBMIEHWE TOYEK pas3pblBa  OPTONOrMu
XPOMOCOMHbIX panoHOB C TOYHOCTbIO A0 Hykneotuaa. CpaBHeHue
NOSTHOW HYKNEeoTUOHOW MocrenoBaTefibHOCTU XpOMOcOoMbl 16 [o-
MOBOW MbIWK (XpOMOCOMbI MbIlwn Mus musculus obo3HavatoT
MMU, Hanpumep, MMU 16) 1n reHoma 4enioBeka Mno3BOSIANO OXa-
pakTepmM3oBaTb Ha MOSEKYNAPHOM YypPOBHE 3BOSIOLMOHHBLIN KOHCEpP-
BaTuam MMU 16 n HSA 3, HSA 8, HSA 12, HSA 16, HSA 21, HSA
22. Xpomocoma 16 bbina BblbpaHa ons cpaBHEHUSA, NOCKOSbKY Obl-
110 U3BECTHO, YTO €CTb MPOTAXKEHHbIN Y4acTOK ee romonorun (okosno
25 MITH nap OCHOBaHWIN) C XOPOLLUO OXapakTepu3oBaHHOW XPOMOCO-
Mon 21 Yenoseka. B OTHoWeHUN KogMpyoWwmMxX nocriegoBaTesibHO-
cten OHK ¢ HeussectHon pyHKumen (ESTs) npuHAT Kputepumn
opTonornyHoctTn — bonee 80 % romosiorMm HykKnNeoTUaHoW nocre-
AoBaTenbHOCTM Ha npoTskeHun 6onee 100 nap ocHoBaHuW. B aaH-
HOM paboTe nokasaH 3BOSIOLMOHHLIM KOHCEPBATM3M foKanusauuu
11 822 kogupyrowmx nocrenoBatesisHOCTEN CO CPeaHUM 3HaYeHu-
eM WOEHTUYHOCTU HyKneoTuaHow nocneposaTtesibHocTn 88,1 % u
cpegHen AONUHOW OpPTONOrM4YHbIX reHoB 198 nap ocHoBaHuW. B
cpegHeEM Ha Kaxpable 8 TbIC. Map HYKNeoTUAOB NPUXOAMNCSA OOMH
KOHCepBaTMBHbIN MapkKep.

* URL: http://www.ncbi.nlm.nih.gov/Omim/Homology)
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OBOSIOUMOHHBIA KOHCEPBATM3M COCTaBa KOAMPYHOLWMX nocre-
AOBaTefIbHOCTEN B OPTONOMMYHbIX PavioHax MOXET ObITb BbISIBMEH
npy NOMOLUX CTaHAAPTHbLIX METOAOB (PM3NYECKOrOo KapTUPOBaHUSI.
CpaBHeHne mexay cobon KpynHomacluTabHbIX nocriegoBaTesnbHO-
CTeWN pasnnyHblX reHOMOB NO3BOMSAET YCTAHOBUTL HanMymne KoHcep-
BaTM3mMa Mnopsigka PacnofioXEeHUs FTeHOB MO OTHOLLUEHWIO Opyr K
OPYry Ha y4yacTkax, TpyaHopaspeLwnMblX Ans obbl4HbIX MeToaoB. B
cny4yae korga Tpu nocrnenoBaTenbHOCTU B nNpeaesiax KoOpoTKOro NH-
TepBana Ha XpOMOCOME pacrnofioXeHbl B TOM e nopsiake, 4To u
rOMOJSIOrMYHbIE UM MOCIeaoBaTeNbHOCTM Ha XpPOMOCOME [LpYyroro
Bnaa, 3T0 UX OTHOLLUEHME OnpeaensieTcsa Kak «KOHcepBaTU3M CUH-
TeHun». Okasanocb, 4TO 6M10KN KOHCEPBATMBHOW CUHTEHUN YernoBe-
Ka M [OOMOBOM MbIWKM MOryT BKMAOYaTb OT HECKOMbKUX A0
HECKOSIbKMX COT reHoB, Npu4yeM OTMe4aeTcsa B cpeaHeM 6OonbLUnK
M3nYeCcKUn pasmep CUHTEHHbIX OnokoB 4enoseka. CymmapHasd
ANNHA CUHTEHHbIX 6nokoB Ha MMU — 16-92 MmnH nap ocHoBaHui, a
B OPTOJIOMMYHbLIX €N panoHax XpomMocom 4venoseka — 108 mnH nap
OCHOBaHUN.

[Tommumo, Ge3ycnoBHO, BOMbLUOrO 3HA4YeHUa ANl TeopeTude-
CKon Bronornm deHoMeH OpTOSIOrMN OKasarcs odeHb noneseH aAngd
KapTUpOBaHUA reHOMOB, MOCKOSbKY, OCHOBbIBAsCb Ha KOHcepBa-
TU3ME M3yYaeMbIX PaNOHOB, MOXHO 3KCTpanonmpoBaTb AaHHbIE MO
KapTUpOBaHMO reHomMa bornee N3y4yeHHOro B 3TOM OTHOLLEHUKN Buaa
Ha MeHee M3y4veHHbIn. [1oCKONbKY B HacTosllee BpeMsa Hanbonee
N3y4YEeHHbIM BUOOM SIBAETCH YenoBeK, BblABNEHNE OPTONOMMN HYK-
NeoTnaHbIX nocrnegoBaTenbHOCTEN U XPOMOCOMHbIX PanoOHOB Ito-
Ooro BMOa MO3BOHOYHbLIX XUBOTHbIX W YerioBeka MMeeT ocoboe
3HayeHwme.

8.4. TeHOMHbIe 6a3bl OaHHbIX

[[eHOMHbIe 6a3sbl AaHHbIX NPeacTaBnsAT COOON 3MEKTPOHHbIE
6MbnuoTekn n cnyxat ans o6o0LeHna 1 XpaHeHust Hdopmaumm o
reHax, reHomax, reHotTmnax, deHoTMnax u nbbIX AaHHbLIX, NMELO-
LLIMX OTHOLUEHME K HacneacTBeHHoCcTU. Kak npaBunio, 4oCTyn K HUM
HeorpaHunyeH. C noboro komnboTepa, NOAKMYEHHOro K cetn UNH-
TEPHET, MOXHO NPOBOAUTL MOMUCK MHOPpMAaLUKM Kak Ucxoasa 13 Ha-
3BaHUSA reHa unn myTauuu, Tak U U3 PEeHOTUNUYECKOro npusHaka

(Hanpumep, HacneacTBeHHOro 3abonesaHus).
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Hanbonee nonHasa v ynopsgoyeHHas nHdgopmaums rno reHomy
Yyenoseka xpaHutca Ha noptane NCBI — www.ncbi.nlm.nih.gov, ko-
TOpbIN nogaepXxmnBaeTcss coTpyaHukamu HauuoHanbHbIX MHCTUTY-
ToB 3a0poBbs CLUA (National Institutes of Health).

[Monck no peHoTMNam OObIMHO HaudMHaT C 6asbl OaHHbIX
OMIM (www.ncbi.nlm.nih.gov/omim), nHTepdenc KoTopon nokasaH
Ha puc. 92. HasBaHne peHOTMNNYECKOro npusHaka rno3BosiseT rno-
nyyYnTb CBELEHUS O PasfnU4YHbIX reHax, CBA3aHHbIX C ero nposiere-
HMEeM, NX NoKanu3auMm Ha XpOMOCOMaX, W3BECTHbIX MyTauusx.
CnpaBa HaxoauTCsa rmnepccbifika Ha CBA3aHHbIE PeCypCbl — MOXHO
MNONYYUTb HYKIEOTUAHYDO U aMUHOKUCIIOTHYI MocrenoBaTenbHO-
CTW, y3HaTb B KaKUX TKAHSAX M Ha Kakux CcTagudax npoOUCXOAUT SKC-
npeccusa, ecTb NN anbTepHATUBHbLIA CMANCUHI, CYLLECTBYIOT 1
KOMMepYeckne cpeactsa OMarHoCTUKWU. Takke MOXHO y3HaTb Ha-
3BaHUA 1 agpeca nabopartopui, raoe NPoOBOAAT MOMEKYNSpHble Tec-
Tbl 41151 AaHHOro oeHoTuna.
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basa gaHHbix PubMed (puc. 93) cogepXuT HasBaHud, cBede-
H1A 06 aBTOpax U pe3toMe Hanbornee 3Ha4YUMbIX Hay4HbIX Nyb6nuka-
unin no éuonormm n meguumnHe. NMoncK NPOBOAUTCA MO KMOYEBLIM
cnosam, hamunmam aBTopoB M BbIXOAHbLIM AaHHbIM Ny6nukaumn.
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Puc. 93. NHTepdenc 6a3bl gaHHbIX PubMed

Ecnun tpebyetca cobpaTb Bce cBeeHNA 006 MMEKLLENCS HYK-
NeoTMaHON nocnenoBaTeflbHOCTU, MOXHO BOCMOMb30BaTbCS CUC-
Temon noucka BLAST (puc. 94). [MapameTpbl MNoucKka MOXHO
BapbMpoBaTb MUCXOo4s U3 Uenen uccregoBaHuda. Bce nocnepnosa-
TENbHOCTU, UMEKLWME FOMOSIOTUI0 C M3yYaeMoW, MPUHUMUNUAnbHO
MOryT ObITb OBHapyXeHbl TaknMm 06pa3omM. [MNepCcChINKK B NpaBoOM
BEPXHEM Yrny MO3BONAT MOMNYyYUTb MHMOPMaUUID O XPOMOCOMHOM
nokanusauyum, aKCnpeccun, NpPoLEeCCMHre reHoB, UMeKLMX roMoso-

MM C NCXOOHOM NnocneaoBaTeNbHOCTLIO.
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Puc. 94. Nutepdenc nonckoson cuctemol BLAST

KapTbl XpOMOCOM C BO3MOXHOCTbIO MOMCKa MO Ha3BaHMIO UMK
CUMBOJTY Mapkepa, a Takke MO OTAESIbHbIM XPOMOCOMHbIM pan-
OHaMm, HaxoaAaTcsa B pasgene MapViewer
(www.ncbi.nlm.nih.gov/mapview) (puc. 95).

Kpome Toro, cyuwecrtsyeT 6onblUOe KONMMYECTBO cneumnanmsmn-
poOBaHHbIX 6a3 JaHHbIX NO OTAENbHLIM reHamMm unn 3aboneBaHnaMm, a
Takke YyactoTaM BCTPEYaeMOCTU Pas3fnYHbIX NMaToreHHbIX annenen
B pasHbIX nonynsaumax yenoseka. K coxaneHuto, poccumckue nony-
nauuM B HUX NpeactaBneHbl CKYAHO (Kak NpaBuiio, eCTb LaHHble
Tonbko no LeHTpanbHon Poccun). YuuTbiBad BO3pacTaroLLyto MO-
BUNBHOCTL HaceneHust N Hanudne BONbLIOIO YMcra B KPYMHbIX ro-
poaax Hawen cTpaHbl BbixoaueB n3 KaBkasa n CpegHen Asum (rae
9THMYECKoe pasHoobpasne BerinMKo, a reHoTunuyeckasl CTpykTypa
nonynauMm He uaydeHa), npu co3gaHun OTeYeCTBEHHOro AuarHo-
CTUYECKOro nporpaMMHoOro obecneveHusi criegyet WUCMonb30BaThb
BCE U3BECTHble B MUPEe anmnenun, cBA3aHHble C HacneaCTBEHHbIMU
3aboneBaHMAMM U NPeapPacnonoXeHHOCTSAMM.
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Puc. 95. Nutepdenc cuctembl MapViewer

KoHmponbHbie eonpockl u 3adaHusi

1. Mukpocatennutbl OTHOCATCS K rpynne:

A) aucnepcHbIX NOBTOPOB;

B) koHCONMAMPOBAHHbLIX MOBTOPOB;

B) TpaHcno30HoB.

2. Ha puc. 96 npeacraBneHbl JaHHble FTeHOMHOIro (OUHrepnpUHTUHTA.
pegenunte poACTBEHHbIX MHAVBUAYYMOB.

1 2 3 4 5

Puc. 96. [laHHble reHOMHOrO (PMHrepnpuHTUHra (4115 3agayum 2 K rn. 8)
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3. dopmanbHbIn oTey, pebeHka COMHeBaeTCs B CBOEM 6GMOMOrnyeckom
oTuoBcTBe. CnpaBeanuBebl N1 €ro onaceHusi N0 AaHHbIM MUKPOCATENNUTHOIO
aHanusa, npmMBeaeHHbIM Ha puc. 977
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Puc. 97. [lJaHHblIE MUKpOCATENNIUTHOrO aHanusa gnga 3agadm 3 K rn. 8

4. [Nownck no HYKNeoTuaHbIM nocrieaoBaTtesibHOCTAM Jiydlle npoBoAuUTb B
cunctemMe:

A) BLAST;

5) OMIM;

B) PubMed.
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MNaea 9. HacnegcTBeHHbIe OoONe3HU YyenoBeka

9.1. lMoHsimue, Knaccughukauyusi u ocobeHHoOCMU
HacriedcmeeHHOoU namoJsio2uu

[MaTonorna — ato noboe OTKNOHEHNE OT HOPMAasibHOro TeYEHUS
Buonormyecknx npoueccos — obOMeHa BeLLeCTB, POCTa, pa3BUTUS,
pa3MHOXEHMWS.

HacnencreeHHas naTonorns — OTKNOHEHWE OT HOPMbl C ycTa-
HOBJIEHHbIM DAKTOM HacredoBaHus, T. €. nepeaadn OT MOKOSEeHUs
K nokoneHuto. CnegyeT pasnuyatb BPOXAEHHYKO NATOMNOrMK — npu-
CYTCTBYIOLLYIO OT POXOEHUS UHOMBMOAYYyMA — OT HacneacTBEeHHOW
natonornn. BpoxgeHHasa nartonoruss MoxeT ObiTb obycrnosBneHa
AencTemeM (pakTopoB BHELWHEeN cpefbl — He4OoCTaTKOM nuTaTtesib-
HbIX BELLECTB N KMCNopoaa BO BpeMsi BHYTPUYTPOBHOro passutus,
pO4OBbIMM TpaBMamu, MHMEKUMSMN U T. 4. YCTaHOBMNEHNe B COOT-
BETCTBMM C TpeboBaHNAMM reHeTU4ecKoro aHanusa dgakra Hacre-
OOBaHMs aHOMarbHOro Mnpu3Haka SBMSETCA  eOUHCTBEHHbIM
OCHOBaHMEM NPU3HAHUA HacnNeaCcTBEHHOrO XxapakTepa naTonoruu.

CywecTtByeT ABa Tuna Kraccugukaumm HacnegcTBeHHOW naTo-
nornn. lNepBbin (NPUHATBLIA NPEUMYLLLECTBEHHO B OTEYeCTBEHHOW
nuTepatype) — KnuHu4deckud tvn. CornacHo aToMy TUny kKraccudum-
Kauuu CyLLLECTBYET YeTblpe rpynnbl 3abonesaHui:

e rpynna | — aTo cobCTBEHHO HacneacTBeHHble H6one3Hn: Xpo-
MOCOMHbIE U reHHble 3abonesaHna (cnHgpombl AaBapaca v aray,
EHNNKETOHYPUS, MyKOBUCLEO03);

e rpynna |l — 6onesHn ¢ BblpakeHHOW HacneacTBEHHOW npea-
pacnofIOXXEeHHOCTbID, B NaToreHese KOTOpbIX MPOosiBfiEeHNEe Hacnea-
CTBEHHbLIX (paKTOpOB ornpeaendeTca OeUCTBMEM cneundunyeckKnx
BHELUHUX OOCTOATENbLCTB (apTepuarnbHasa rMnepTeH3us, caxapHbin
anabet, nogarpa);

e rpynna lll — 3aboneBaHns, KOTopble onpeaenarTcs Npenmy-
LLLIeCTBEHHO dhakTopamMu BHELLUHEN cpefbl, HO B NaTOreHe3e KOTOPbIX
HEeKOTOPYIO POSfib UrparT HacneAcTBEHHblEe (akTopbl (rnaykoma,
aTepoCcKnepos, pak MOSIOYHOM Xenesbl);
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e rpynna IV — 6onesHu, K KOTOPbIM HacneaCcTBEHHOCTb, Ha Nep-
Bbl B3rNns, He UMeeT OTHOLLEHUSA (NULLEeBblEe OTPaBIiEHUN, Nepesio-
Mbl, OXOrW).

CnegoyeT OTMETUTb, YTO 4acTO WUCMOMb3yeMble MOHATUA «Ce-
MEeMHbIE» U «crnopaguyeckne» 3aboneBaHns He UMEKT MPSIMOro
OTHOWeEHUA K HacneacteeHHocTU. CemenHble 3aboneBaHWa Ha-
brogatoTca y poaCTBEHHUKOB, HO MOTYT ObITh Bbl3BaHbl U AENCTBU-
€M OAWMHAKOBbIX BHELIHUX MPUYMH, HanNpuMmep, XapakTepom
nuTaHuda. Cnopaguyeckme criydam HabnogarTca Yy oTAerNbHbIX UH-
ONBNOYYMOB, HO MOTyT OblTb OOYCMOBMEHbl U pedKnM coveTaHnem
annenen unn Bo3HUKWeEW de novo myTauuen.

BTopasa cuctema knaccudumkauum — eeHemu4yeckasi — iBNAeTcA
oOLLenpuHATON B 3apybexHon nutepaTtype M B nocregHee Bpems
HaxoauT Bce Dornee 4yacTtoe NpuMMEHeHue N B nutepaTtype Ha pyc-
CKOM f3blke. CornacHo aTon cucTemMe BbIAENAT NATb rPynn:

e rpynna | — reHHble 6onesHu, onpegensemMble MyTaunamun B
onpeaeneHHbIX reHax. ATO MPenMyLLeCTBEHHO MOHOreHHble npu-
3HaKn C ayTOCOMHO-AOMWHAHTHbLIM, ayTOCOMHO-PELIECCUBHbLIM, CLe-
MNEeHHbIM C MOMOM OOMWHAHTHbIM, CLEMfEHHbIM C  MOSoM
peLeccmnBHbIM, rofiaHgpUYeCcKUM U MUTOXOHAPUANbHbIM TUNOM Ha-
cnepoBaHus (pasa. 2.3; 2.4);

e rpynna Il — xpoMocomMHble ©ONe3Hn, T. €. reHOMHbIE U XPO-
MOCOMHble MyTauun (pasg. 5.8; 5.9);
e rpynna lll — GonesHn ¢ HacneagCTBEHHOW NpeapacnofOXeH-

HOCTbIO, B NMaTtoreHe3e KOTOpPbIX UrpaloT posib CpeaoBble U HacneacT-
BEHHble (OaKTOPbl, MMEIOLUNE MOHOIEHHbIM WS MOSIUTEHHBIA TUM
HacnegoBaHust (MUMONKUS, NATONOMMYEeCKoe OXMUPEHWE, A3Ba Xenyaka);

e rpynna IV — reHeTnyeckne 60Me3HN COMaTUYECKNX KNETOK,
3a4acTylo CBA3aHHble CO 3JI0Ka4eCTBEHHbIMM HOBOOOpPAa30BaHUSI-
MU (peTnHobnactoma, onyxofib Bunbmca, HekoTopble OpMbI
nenkemum);

e rpynna V — BOnesHn reHeTu4ecKkon HeCoBMECTUMOCTN MaTe-
pU 1 nNnoaa, KoTopble pas3BMBaloTCs B pedyfibTaTe MMMYHHOW peak-
UMM MaTepu Ha aHTureHbl nnoga (HeCOBMECTMMOCTb MO pe3yc-
dhaKkToOpy U HEKOTOPbIM OPYrUM 3pUTPOUMUTAPHBIM CUCTEMAM aHTU-
reH-aHTUTEenNo).
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HacnencrtBeHHble 3abonieBaHna MOryT HayaTb CBOE MNposiBrie-
HMe B pa3HOM Bo3pacTe. Xapaktep MaHudectaumm (BpeMeHu npo-
SIBMIEHNS NEPBbIX CMMNTOMOB 60ne3Hn) asnseTtca cneumunieckum
Ansa pasHbiXx opM HacneacTBeHHOW natonornn. Kak npasuno, ans
HacneacTBeHHbIX 3aboneBaHuMn XapakTepHO XpoHu4veckoe (npo-
OOIMKNTENBbHOE) NporpeaneHTHoe (C HapacTaHMEM CTEMNEHU Bblpa-
YXEHHOCTU CUMIMTOMOB) TEYEHME.

9.2. XpomocomMHbIe 6051e3HU

K aTon rpynne oTHoOcAT 3aboneBaHuns, Bbl3BaHHbIE aHOMaNNAMM
ynucna wunm CTpykTypbl XpomocoM. Okono 1 % HOBOPOXAEHHbIX
MMEIOT aHOMaslbHbIM KapuoTuM, a cpean MepTBOPOXAEHHbIX BCTpe-
YyaeMocTb abeppauun yucrna unm cTpykTypbl XxpomocoMm — 20 %.
O6WwKuMN xapakTepHbIMW YepTaMn XPOMOCOMHbLIX BonesHen sBns-
IOTCA: HU3KUW BEC NpU POXOEHUW, 3adep)KKa pPasBUTUSA, HUIKUK
poCT, MuKpouedanusi, MUKPOrHaTud, HapylweHuUst OCTeoreHesa,
aHoManbHoe pacronoxeHue rnas. bonee nogpobHoe onucaHne
XPOMOCOMHBIX 6bonesHen npueeneHo B pasa. 5.8 n 5.9.

9.3. leHHbIe 6051e3HU

[[eHHbIMM 60MIe3HAMM Ha3blBalOT NaTONOMMYEeCcKNe COCTOSIHUS,
NPUYNHOM KOTOPbLIX SABMISKOTCS FEHHble MyTauuu. Yawe Bcero aTto
MNOHATUE MPUMEHSIIOT K MOHOIE€HHbIM 3ab0r1eBaHUSAM.

[ns aTon rpynnbl XapakTepHa reTeporeHHOCTb — OAMHAaKOBbIEe
3abonesaHns MoOryT ObiTb Bbi3BaHbl MyTauMAMU B PasHbIX reHax.
O6LWwuMn NpMHUMNaMn pasBUTUA NATONOMMM Ha YPOBHE FrEHOB MOTYT
ObITb Cneaytowme:

e BblpaboTKka aHOMarnbHOro 6e5KkoBoro NPoOAyKTa;

e OTCYTCTBME HOpMasnbHOro benka;

e HedocTaTo4YHOEe KONMYeCTBO HOpMarbHOro 6erka;

N30bITOK HOPMasnbHOro BENKOBOro NPOAYKTa.

Mo xapakTepy HapyLleHnn romeocTtasa (NOCTOSAHCTBA BHYTPEHHEN

cpenbl opraHn3ma) BblAensitoT creayoLme rpynnbl FeHHbIX 6onesHen:

Bone3Hn aMMHOKMCNOTHOro o6mMeHa

Camada MHorouyucrieHHasi rpynna HacrneacTBeHHbIX OonesHen
obmeHa BewecTB. [loYTKM BCe OHWM HacnegylTcs MO ayTOCOMHO-
peueccuBHomMy Tuny. lMNpuynHa 3abonesaHin — HEQOCTATOYHOCTb TO-
rO U MHOTO (pepMeHTa, OTBETCTBEHHOIO 3a CUHTE3 aMUHOKUCIIOT.
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DeHUNIKemMoHypUs — HapyLLEeHNe npeBpaLleHns goeHmnnanaHuHa
B TUPO3MH MN3-3a PE3KOIr0 CHUMXEHUS aKTUBHOCTU ddeHUNanaHuHrma-
poKkcunasbl — ayTOCOMHO-peLleccuBHoe 3aboneBaHue. lNposBnsaeT-
ca B Bo3pacte 2-4 wMecsueB, MepBble CUMMNTOMbl — BASIOCTb,
Cydoporuy, aKk3emMa, «MbILMHbINY 3anax (3anax KeToHoB). [locTeneH-
HO pPa3BMBAIOTCS TshKerble NOpaXXeHUa rosIoBHOro0 Mo3ra, npuBoas-
LLINE K PE3KOMY CHWKEHUIO MHTENNEKTa BNoTb A0 namotnn. Ecnun ¢
NepBbIX AHEW XXU3HWU NOSTHOCTLHO UCKMOYUTL (MNIN CYLLLECTBEHHO Or-
PaHMYUTb KONMYECTBO) (peHnanaHuH M3 paumoHa 6onbHOro pebeH-
Ka 40 MOfoBOro co3peBaHunsl, CUMMNTOMbI He pa3BuBatloTcs. bonesHb
obycrnoBneHa mytauusmm B reHe PAH, koTopbin KogupyeT eHu-
nanaHunH-4-rmgpokcunasy. 'eH PAH nokanusoBaH B HSA12g24.1.
OnncaHo HEeCKOSbKO OEeCATKOB MyTaUMi 3TOro reHa B pasHbIX Norny-
nauusax. CywecTByloT AnarHocTu4eckme cuctemMmbol Ha ocHose [1LP,
KOTOpble MO3BOSISAIOT BbISIBAATb reTEPO3UroTHOE HOCUTENLCTBO. B
nocneaHee Bpemsi paspabaTbiBalOTCA HOBble MOAXOAbl K NEYEHUIo
JPEHUINKETOHYPUN: 3aMecTUTeNbHas Tepanua dpeHunanaHnHInason
— pacTUTenbHbIM (PepMEHTOM, KOTOPbLIN KaTanusnpyeT paclienne-
Hue cbeHunanaHvHa Ha 6e3BpeaHble MeTabonnTbl, U reHHas Tepa-
nMa  nNyTem  BCTpaMBaHUS B [EHOM  HOPManbHOMO  reHa
doeHunanaHnHrMgpoKcunasbol.

ArnkarnmoHypusi — ayTOCOMHO-PeLEeCCMBHOE HapyLlleHne obme-
Ha TUPO3MHA U HaKOMSEHNA B TKAHAX OpraHM3ama (CyCTaBHble Xps-
LN, CYXOXWUNUS) TFOMOreHTU3MHOBOW KucnoTtbl. MaHudecTtaums
npoucxoauT B 4eTCKOM Bo3pacTe. [lepBbli CUMATOM — NOTEMHEHME
Mouun. YacTto pasBmBaeTcss MovyekaMeHHasi 6one3Hb u nuenoHed-
puT. HakonneHne NpoaykToB pacnaga roMoreHTU3MHOBOW KUCIIOThI
NPUBOAUT K MOPaKEHO CyCcTaBoOB (B NEPBYO ovepenb KONEHHbIX U
TaszobeapeHHbIX). OTMevaeTcss NOTEMHEHNE U MOBbILLEHHAA XpYri-
KOCTb COE€AWHUTENbHOW TKaHW. XapaKTepHO MOTEMHEHWE CKNep U
YLWHbIX pakoBuH. MyTtaummn B reHe HGD — okcugasbl rOMOreHTuU3u-
HOBOW KUCIIOTbl — SABMASOTCS MPUYMHOW 3TOro 3aboneBaHusl. OTOT
reH cogepXxut 14 9k30HOB U nokanusosaH B HSA3qg21-23. OnucaHo
okono 100 pasnuyHbIX MUCCEHC-MyTauuu, MyTauuu Tuna casura
paMKN CHUTbIBAHUS U U3MEHEHUST calTa CnnancuHra, Kotopble CBSA-
3aHbl C 3TUM 3aboneBaHnem.
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[11a30-KoXHbIU anbbuHU3M rnepeo2o muna — OTCYTCTBUE WU
CYLLLECTBEHbIN HEQOCTATOK MUIMEHTAa KOXM, BOSIOC, Pady>XHOW U nur-
MeHTHOW obonoyek rnasa (puc. 98).

Puc. 98. MNpeacrtaBuTenb HErpouaHOWN packl — anbbuHoc

3aboneBaHne C ayTOCOMHO-PELECCUBHBIM TUMOM HacnenoBa-
HuA. lNposBnaeTcsa B pasnUYHON CTeneHn OenuUrMeHTauumn KOXMW,
BONOC, pagy>HoW 1 NUrMeHTHOM 0BonoYek rnasa, CHMXEHNeM OCT-
pOTbl 3peHns, CBETOBOA3HN, HACTArMe, YacTblX COMMHEYHbIX OXOrax.
PasnuyHble MucceHc-myTaumm, MyTtauumM Tuna capura pamku CHm-
TbIBAHUSA N HOHCEHC MyTauun B reHe TupoauHasbl (TYR, HSA11q24)
OTBETCTBEHHbI 3a 3TO 3aborieBaHue.

* URL: http://upload.wikimedia.org/wikipediacommons/99a/Albinisitic_man_portrait
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HapyweHus obmeHa yrneBsonosB

lanakmo3emusi — OTCYTCTBME WIIN CYLLECTBEHHOE CHWXKEHUE
aKTMBHOCTU pepmMeHTa ranakto3o-1-ocaT-ypugmuntpaHcgepasbl
N HaKoMfeHne B KPOBM ranakto3bl U ee MNpPoM3BOAHbLIX, KOTOpblE
OKa3blBalOT TOKCMYECKOE OENCTBUE Ha LLEHTPASiIbHYIO HEPBHYIO CUC-
TeMy, NeYeHb M XpycTanuk rnasa. B nepBble gHWM U HEAENn XU3HU
HabngalTCa XenTyxa, yBenudeHne nevYeHun, HUCTarm, rmnoToHus
MbiwL, peoTa. Co BpeMeHeM pa3BMBaETCS KaTapakTa, OTCTaBaHue
B (pn3n4eckom U YMCTBEHHOM pa3BUTUN. XapaKTepHa HenepeHoCu-
MOCTb MOJSIOKa.

BonesHb MMeeT ayTOCOMHO-PELECCUBHLIN TUM HacreaoBaHUs.
Heckonbko ¢hopm aToro 3aboneBaHns oOycnoBneHbl pasfnyHbIMU
MYTaHTHbIMA annenamu reHa GALT (ranaktoso-1-
docdaTtypuamnTpaHcdepasbl), flOKanmM3oBaHHOrO B paunoHe
HSA9p13. MucceHc-mytauum B pasHOW CTEMEHW CHWXalOT aKTUB-
HOCTb (pepMeHTa, YTO onpeaensieT pasHyo CTeneHb BblPaXXeHHOCTU
cumntTomoB 3abonesaHnsa. Hanpumep, ranakrosemust [lypte npote-
KaeT noyTn 6ecCMMNTOMHO, OTMEYaeTCsl TONbKO CKITOHHOCTbL K pac-
CTPOWCTBAM MEYEHMN.

bonesHb upke (anukozeHo3 | muna, arnukozeHogas 6osie3Hb |
muria) — HecnocobHOCTb NpeBpaLLeHNd rMKO30-6-hocdarta B rmnto-
KO3y, KoTopasi NPUBOANT K HapYLUEHUIO Kak CUMHTe3a, Tak U pasno-
XeHust rnukoreHa. [lenoHupoBaHWE T[fIMKOreHa MNpouCXOauT,
obpaTHbIN npouecc — HeT. PasBuBaeTca runornvkemusi. Hakonne-
HMWEe M3DbITOYHOro KOMMYEeCTBa rMMKOreHa B MeYeHW U nodkax npu-
BOOUT K MEYEHOYHOW W TMOYEe4YHOWM HeaoCTaToOYHOCTU. Tun
HacnegoBaHWs — ayTOCOMHO-peueccuBHbln. [NpuunHa 3aboneBa-
HUA — MyTauma B reHe G6PC , KOTOpbIN KogupyeT PePMEHT rIIHOKO-
30-6-¢pocpataszy. OnucaHo 14 MyTaHTHbIX annenen 3Toro rewa,
KOTOpble cBA3aHbl ¢ 60ne3Hbio [Mpke. CyLLecTBYOT MOSIEKYNSAPHO-
reHeTM4Yeckne TeCTbl ONS BbISIBIEHUS reTePO3UrOTHONO HOCUTENb-
CTBa W NpeHaTanbHOW ANarHOCTUKN 3TOro 3abonesaHus.

HapyweHuns nmnnaHoro obmeHa
bonesHb HumaHHa-lNuka murnog A u b — CHWXeHNe akTUBHOCTU
depMeHTa KUCNon nn3ocomaribHOM CUHroMmmenuHasbl, KOTOpbIn
kogupyetca reHom SMPD1 (HSA11p15.4-p15.1). Tvn HacnepoBa-
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HUA — ayTOCOMHO-peLeccuBHbIN. HapylieHne nunugHoro metabo-
nmnamMa nNpUBOAUT K HAKOMMEHUIO NUNMOO0B B NEYeHW, Nerknx, cene-
3eHKe, HEepBHbIX TKaHAX. XapakTepHa JereHepauusi HepBHbIX
KNEeTOK, HapylleHne OeATENlbHOCTU HEPBHOW CUCTEMBbI, MOBbILLEH-
HbI YPOBEHb XOnecTepuvHa 1 NUnuaosB B KpoBW. Tun A nertaneH B
paHHeM OeTckom Bo3pacTte. Tun b npotekaeTt 6onee marko, 60nb-
Hble, KaK npaBuno, OOXMBAKT A0 B3POCHOro COCTOAHUS. PasHble
TUMbl 00YCrNOBMNEHbI pasHbiMK MyTauusamu B reHe SMPD1.

bonesHb Nowe (anukosunuepamMudHbIt nunudo3) — HakonneHme
rnokouepedpo3nagoB B KMeTKax  HEPBHOWM U PETUKYIIO-
9HOOTENManNbHON cucTemMbl, 0bycrnosneHHoe aeduumtom depmeH-
Ta rnwokouepebposmaasbl, koTtopas koaupyetcs reHom GBA
(HSA1921). OTHOCUTCS K rpynne fNM30COMHbIX 6onesHen Hakorine-
HUS. HekoTopble dhopMbl 3aboneBaHUst NPOSIBASIOTCS B TSXKEMbIX
NopaXXeHUsX neyYeHn, ceneseHkn, HepBHOW N KOCTHOW TKaHEN.

HacnepactBeHHble 60J&Ie3HM NYPUHOBOro U NUPUMUAUN-
HOBOro obmeHa

CuHOpowm Jlewa-HuxeHa — cuenneHHoe ¢ NosioM peLeccuBHoOe
3abonesaHne, NpM KOTOPOM PE3KO BO3pacTaeT coaepXaHne Moue-
BOW KMCNOTbI BO BCEX XMUOKOCTAX Tena. [locnencremem a1oro ABns-
eTCA 3afepXKka pasBUTUHA, YMepeHHas YMCTBEHHasi OTCTarnocCTb,
NPUCTYMNbl arpeccuBHOro noBedeHuss C camMmonoBpexaeHuem. He-
OOCTaTOYHOCTb  (PEpMEHTaTUBHOM  aKTUBHOCTU  TMUMOKCAHTUH-
ryaHnHgochopunbosnnTpaHcgepasbl No NpUYMHE MyTauui B reHe
HPRT1 (HSAXq26-g27.2) nexut B OCHOBe 3TOro 3abonesBaHus.
OnuncaHbl HECKOMBbKO MyTaLuii B TOM e reHe, CrieacTBUEM KOTOPbIX
aBnsaeTcs rnodagpa (HapyweHme nypumHoBOro obmMeHa u OTNOXeHue
MOYEKMUCITbIX COEOMHEHNI B TKaHSX).

HapyweHuns obmMeHa coeAMHNTENIbHOWN TKaHU

CuHOpom MapgbaHa («nayybu nanbubl», apaxHodakmursiusi) —
NopaXxeHne CcoeauHUTENbHOW TKaHM BCReacTBMe MyTaumm B reHe
FBN1 (HSA15921.1), oTBETCTBEHHOM 3a CUHTE3 bmnbpunnuHa. Ha-
cnegyeTtcs N0 ayTOCOMHO-AOMUHAHTHOMY Tuny. KnvHudeckas no-
numopdHocTb 3aboneBaHMa 0OBACHAETCS OOoNbLIKMM  YUCIIOM
MYTaHTHbIX annenen, Kaxgbl U3 KOTOPbIX MOXET MPosABNATLCS B
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reTepo3nroTHOM COCTOSIHUW. [Onsi GONbHBLIX XapakTepeH BbICOKUN
POCT, acTeHW4yecKkoe TenocrnoXxeHne (HenponopumoHanbHO ASINH-
Hble KOHEYHOCTM), apaxHOAaKTUNMNSA (OSMHHbIE TOHKME narnbLbl),
cnabocTb CBA30YHOrO annapara, OTCrnonka ceTyaTku rnasa, noaBbl-
BUX XpyCTanuka, nponanc MuTpanbHOro knanada (puc. 99).

Puc. 99. CuHapom MapdaHa”

Mykononucaxapudo3bl — rpynna 3abonesaHnin COeauUHUTENb-
HOW TKaHW, CBA3AHHbIX C HapyLleHUM ObMeHa KUCMbIX rMKO3amMu-
HOrNMKaHOB (MyKoMnonucaxapuaos), BbI3BaHHbIX HE4OCTATOYHOCTbIO
HEKOTOpPbIX JIN30COMHbIX (hepMeHTOB. OTK 3aboneBaHNs OTHOCAT K
NM30COMHbIM 60ne3HAM HakonneHusi. OHK NPOoSABAAIOTCA B pasfnny-
HbIX gedeKkTax KOCTHOM U coeauHuUTernbHOW TkaHeW. Mykonornuca-
3apudo3 muna | (cuHopom Xypriepa) — ayTOCOMHO-PELECCMBHOE
3aboneBaHune, BO3HUKaoLee B pesynbTaTte geduuuta dpepmeHTta
anbga-L-ngypoHnaasel ns-za mytaumm B reHe IDUA (HSA4q16.3).
OTO NPUBOAUT K HAKOMNEHUo 6erikoBo-yrrieBOAHbIX KOMMIEKCOB U
XWPOB B KrneTkax opraHusama. B pesynbTaTte y 6onbHbIX Habnoaa-

* URL: http://www.spineinfo.ru/infosources/case/cases_14.html
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eTcA Marnbii poCT, CyLleCTBEeHHas 3agepXKa YMCTBEHHOro pasBu-
TUSA, YBENIMYEeHNE NeYeHN N ceres3eHku, Nopoku cepgua, nomMyTHe-
HWe poroBuubl, gedopmauus KocTen u orpydbeHne 4epT nuvua
(puc. 100).

Puc. 100. CuHgpom Xypnepa”

Mykononucaxapudo3 muna Il (cuHOpom XaHmepa) — cuenneH-
HOe C MNOofioM peLeccuBHoe 3aboneBaHue, KOTOpoe 0B6ycroBneHo
aedekToM bepMeHTa nagypoHartcynb@oTasbl U3-3a MyTaLuun B reHe
IDS (HSAXg28). BeluecTBamu HaKoMmneHUs ABNAKOTCA AepMaTaH- 1
renapaHcynbaTtbl. XapakTtepHbl rpybble 4epTbl nuua, ckadoueda-
nn4, WyMHOEe AblXxaHne, HU3KUKW rpybbIn ronoc, YacTble ocTpble pec-
nnpaTopHble BUpYCHble MHdekunn (puc. 101). B BospacTte 3—4 net
NOABNSAKOTCA HapYLWIEHUs KOOpAUHAUMN OBUMXXEHUWA — MOXOAKa cTa-
HOBUTCA HEYKNtoXen, oetn npu xoapbbe vacto nagaroT. [Ans 6onb-
HbIX XapakTepHbl 3MOLUMOHanbHaa NnabunbHOCTb U arpeCcCUBHOCTD.

* URL: http://medgen.genetics.utah.edu/photographs/pages/hurler_syndrome.htm
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HaGniogatoTcs Takke nporpeccupyrollas TyroyxocTb, Y3enKoBble
NopakeHUs1 KO CMUHbI, OCTE0APTPUTbI, NOPAKEHUS POrOBULLbI.
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Puc. 101. CuHgpom XaHTepa®

Mykononucaxapudo3 muna Ill (cuHdpom CaHcbununno, 60-
nesHb CaHobunurnno) — 3abonesaHne, BbI3BAHHOE HAKOMMEHNEM re-
napaHcynbgara. na Hero XapakTepHa reHeTuyeckas
reTeporeHHOCTb — CYLLEeCTBYHOT 4YeTbipe Tuna 3Ton 605e3Hun, Bbl-
3BaHHble MyTauUUsIMM B YeTbIPEX Pa3HbIX reHax, KogmpyoLwmnx dep-
MEHTbI, y4dacTByloLmMe B MeTabonmame HakannmBaemoro BeLecTBa.
[MepBble cMMNTOMbI 6GOME3HN B BUAE HAPYLUEHUI CHA NOSBNAKOTCA Y
geTen ctapwe Tpex net. lNocteneHHO pasBMBaeTCHa anaTusi, oTMe-
YyaeTcs 3agepkka NCMXOMOTOPHOrO pasBUTUS, HapyLUEHUST peyn,
YyepTbl NiMua cTaHoBATCS rpybbimn. Co BpeMeHeM AeTu nepecrtaroT
y3HaBaTb OKpyxatowmx. [ns 60nbHbIX apakTepHbl 3agepxka pocTa,
KOHTPAKTYypbl CyCTaBOB, IMNEpPTPUX03, YMEpPEHHAA renaTocnneHo-
mMeranus. B otnuune ot cuHgpomoB Xypriepa u XaHtepa npu 60-
nesHn CaHdununno npeobnagaeT YMCTBEHHasi OTCTanoCTb, a
Nopa)keHnsi poroBuUbl U CepaedHO-COCYaNUCTON CUCTEMbI OTCYTCT-
BYIOT.

* URL: http://1nsk.ru/news/russia/23335.html
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Puc. 102. CuHgpom CaHdununno”

@ubpoducnnasusa (occuguyupyrowut MUo3um, rapaoccarsib-
Has eemepomoriudeckas occughukayusi, 6onesHb MroHxelmepa) —
3abonesaHne coeguMHUTENBLHOM TKaHW, CBSI3aHHOE C ee Mporpeccu-
PYIOLLMM OKOCTEHEHMeM B pesynbTate MyTauum B reHe ACVRT1
(HSA2g23-g24), koTopbI KogupyeT peuenTtop aktusuHa A. Tun Ha-
cnegoBaHUs — ayTOCOMHO-AOMWHAHTHbIN. 3aboneBaHne nposBns-
eTca BpOXAEHHbIMM OedekTamu pasBuTus — npexae Bcero
NCKPUBMNEHHbIMX OONbLIMMK NanbuamMmm CTOon U HapyLeHUsiMKU B
LLENHOM OTAEene No3BOHOYHMKA Ha YPOBHE MO3BOHKOB c2 — c7. 3a-
boneBaHne MMeeT NPOrpeaneHTHbIN XapakTep, NPUBOAUT K 3HA4YU-
TeNbHbIM HapyWweHUsIM  PYHKLUNOHANBHOIO COCTOSIHUS  OMOPHO-
ABuUraTenbHOro annapata, rnybokon uHBanuamsauum OONbHbIX W
CMEPTU MPENMYLLECTBEHHO B [OETCKOM W MOfogoM BoO3pacTe
(puc. 103). bonesHb eule HasbiBalOT «bOME3Hb BTOPOro ckenetay,
TaK Kak Tam, rae B opraHM3ame OMMKHblI MPOUCXOANTb WTaTHbIEe Npo-
TMBOBOCMNAaNUTESbHbIE MPOLECChl, HAYMHAETCS POCT KOCTW.

* URL: http://runkle-science.wikispaces.com/Sanfilippo-syndrome
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Puc. 103. dubpoancnnasusa’

HapyweHunsa umpkynupyruwmux 6enkos

emoanobuHonamuu — HacnenCcTBEHHbIE HapPyLUEeHUs1 CUMHTe3a
remornobuHa. PasnuyaloT gBe rpynnbl remorniobuvHonatuni. [Onsd
NepBOM XapaKTEPHO U3MEHEHME NEPBUYHON CTPYKTYypbl 6enka rno-
GuHa, YTO MOXET CONPOBOXAATbCA HaPYLUEHUSIMU €ro cTaburnbHo-
CTN 1 PyHKUMKM (Hanpumep, cepriosudHOKIemoyHas aHemusi). Mpwn
remorrnobuHonaTuaxX BTOPOKM rpynmbl CTPYKTypa remornobuHa ocrta-
eTCs HOpMasbHOW, CHMXEHAa NULb CKOPOCTb CUMHTE3a rNOOMHOBbLIX
uenen (Hanpumep, B-manaccemus).

HapyweHns obmMeHa BelwecTB B apuTpoumTax

HacnedcmeeHHbIlU cghepouyumo3 — BPOXAEHHAS HEeOOCTaTo4-
HOCTb NUNMAOB 0DOMOYKM IpUTPoUUTOB. [na 3aboneBaHna xapak-
TepeH ayTOCOMHO-AOMUHAHTHLINA UM @yTOCOMHO-PELIECCUBHBIN TUM
HacnegoBaHWss B 3aBUCMMOCTM  OT  MyTaumm reHa SPTAT1
(HSA1g21), KoTOpbIM KOAUPYET 3pUTPOUUTAPHBIA O-1 CNEKTPUH.
AHomMmanus atoro 6enka NpUBOAUT K MOBBLILWEHUIO KOHUEHTPpaLmn

* URL: http://donbass.ua/news/health/2010/02/15
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MOHOB HaTpuUsl BHYTPWU 3puUTpOLUTaA U MPOHUKHOBEHUID B HErO M3-
OblTka BOAbl M3-3a@ NOBbLILIEHUS OCMOTMYECKOro gasrneHus. Benea-
CTBMe 3TOro obpasyotcs chepudeckme IpuTpouUnTbl — chepoumnTsl,
KOTOpblE€ B OTNMYME OT ABOSIKOBOTHYTbIX HOPMarbHbIX 3pPUTPOLMTOB
He obnagatoT CrnocoBbHOCTLIO N3MEHATb POPMY B Y3KMX ydacTKax
KPOBOTOKa, Hanpumep npu nepexone B CUHYCbl Cerle3eHKN. OTOo
NPUBOAUT K 3aMeSIEHUI0 MPOOBMXEHUS SPUTPOLNTOB B CUHYycCaX
cerneseHkn N OTLWENNEHNI0 YacTu MembpaHbl aputpounTa ¢ obpa-
30BaHMEM MUKpocepoumToB. PaspyLUueHHble 3pUTPOLMTbI MOrno-
lwarTca  Makpodharamn - ceneseHku.  [emMonus  apuTpouuMTOB
NPUBOAUT K rMNepnaiasnm KNeTok nynbnbl U YBENUYEHUIO CENe3eH-
Kn. OQHMM 13 OCHOBHbIX KIMHUYECKUX CUMNTOMOB ABNSIETCA XENTY-
xa. OCHOBHbIMM CUMMOTOMaMW HacneacTBEHHOro cdepounTtosa
ABNAITCA YyBenuyeHne ceneseHkn (0bblMHO BbICTYNAeT WU3-noj
nogpebepbsa Ha 2—-3 cM) n xentyxa. MIHorga HabntogatoTca npusHa-
KN 3aMeffleHHOro pasBUTUS, HapylleHus NuueBoro ckemneta, 6a-
LUEHHbIN Yepen, CceanoBUAHLIA HOC, BbICOKOE CTOsAHWE HEDa,
HapyLLUEHNA pacnosioXXeHus 3yboB, y3Kkne rnasHuubl.

HacneactBeHHble 60ne3Hn o6meHa mMeTannos

bonesHb KoHosanosa-BurnbcoHa (2enamouepebparnbHas Ouc-
mpocgbusi) — ayTOCOMHO-PELIECCUBHOE HapyweHne meTabonuama
Meaun, NpuBoAsllee K TSHKENEenwmnM nopaxeHUsiM LUeHTpanbHOW
HEpPBHOM CUCTEMbI U BHYTPEHHUX opraHoB. 3aboneBaHne obycnosne-
HO HU3KMM WM aHOMarbHbIM CUHTE30M LepynonnasmvHa (berka,
TPaHCNOPTUPYIOLLEr0 Medb) M3-3a He4OCTaTOMHOCTUM (bepMeHTaTUB-
HOW aKTMBHOCTM MeapnepeHocawen ATdasbl. MyTaumm (Mx onncaHo
okono 200) B reHe ATP7B (HSA13914-g21) NnpMBOASAT K NU3MEHEHUAM
B-nonunenTtnga aToro bepMeHTa, YTo ABNSETCA reHEeTUYECKOM OC-
HoBOW aTOM natonorun. OCHOBHYIO POSib B naToreHese urpaeT Ha-
pyweHne obmeHa Mean, €€ HaKoMnfeHne B HEepPBHOW, MOYEYHOM,
NEeYEHOYHOW TKaHAX N porosuue, BCNeacTBMe Yero NpomMcxoauT TOK-
CUYecKoe MnoBpexXaeHne Meablo OaHHbIX opraHoB. B nedeHn dop-
MUPYETCH KPYMHOY3NOBOW WNW CMeLlaHHbIA uuppo3. B nodkax B
NepBY0 odepeab CTpagaloT NpPoKCUMarbHble KaHanblbl. B ronoBHOM
MO3re nopaxarTcs B bonblien cteneHn 6asanbHble raHrnnm, 3y6-
yaToe A4p0 MO3XKeYKa U YepHasa cybcTaHumS.
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HapymeHMﬂ BCaCbiBaHUA B NuueBapuTesibHOM TpakKTe

Mykosucyudo3s  (KUCmMO3HbIU ~ ¢ubpo3) —  ayTOCOMHO-
peueccuBHoe 3aboneBaHve, XxapakTepusylolleecs MnopaxeHnem
Xenes BHELWHEN CeKpeunn, TSHXKENMbIMU HapyLLUEHUAMU OYHKLMIA Op-
raHOB AbIXaHUA U XenyaovHo-KuwedHoro TpakTa. NpuumnHon siBnga-
toTca MyTauum reHa CFTR (HSA7q31.2), koTopbin koaupyet
TpaHCMeMbpaHHbIN PerynsaTop KUCTO3HOro mnbposa. 3abonesaHne
XapaKkTepusyeTcs NnopaKeHWeM >Xeres3 BHELLHEeW CeKpeunn, TsKe-
NbIMU HapyLWEeHUaIMN OYHKUMA OpPraHoB AbIXaHWA U XenyagoyHo-
KULLIEYHOrO TpakTa.

HenepeHocumocmb n1iakmo3abl (2uroriakmasusi) — ayTOCOMHO-
peLeccnMBHoOe NaToNorM4eckoe COCTOSIHME MIOXOro YCBOEHUS Nak-
TO3bl (MOMIOYHOrO caxapa), reHeTU4eCKON OCHOBOWM KOTOPOro ABnsi-
I0TCA MyTauumn B perynsTopHon n kogupyrowen obnactsax reHa LCT
(HSA2g21), koTopbI KOAUPYET Nnaktasy. OTOT (PepMEHT 3JKcnpec-
cUpyeTcs NPeEUMYLLECTBEHHO B PECHUYHBIX KreTKax KULEeYHuKa Wu
OTBEYaeT 3a pacllensieHne fakTo3bl Ha ranaktosy u rrwkosy. Oc-
HOBHbIMW CUMMTOMaMK NakTa3HOM HeAOCTaTOHMHOCTU SBMSOTCS Me-
TeopusmMm, 6onn B XMBOTE, Auapesi, pBota. Y AeTen nakrasHad
He4OCTaTOYHOCTb MOXET MPOABNATLCS XPOHUYECKMMW 3anopamu,
6ecnokoncTBOM M nradyem nocne efbl. B pasHbIX nonynaumsix 4ve-
floBeka 4acToTbl MyTaHTHbIX annenen sapbmpytoT oT 1 4o 100 %.

ropMOHaﬂbele HapyweHus
TecmukynspHas emuHu3ayusi (cuHdpom Moppuca) — cuen-
NEeHHoe C norfom peueccuBHoe 3abonieBaHue, Korga npu My>XCKOM
kapuotune (46, XY) npoaBnsieTca XeHCKMn oeHOoTUN. DKCnpeccunBs-
HOCTb BapbupyeT. [pn HenonHon pemMnHn3auun roHaabl pasBuBa-
IOTCA MO MYXXCKOMY TWUMY, HO HEKOTOPbLIE MNOSIOBblE MNPU3HAKK
COOTBETCTBYHOT XEHCKOMY MOSfly C PasHOW CTENeHbl BblPaXXeHHO-
CTU — TMNEPTPOUPOBAHHbBIA KITUTOP, HEMOSHOe 3aKpbiTUe LWBa
MOLLIOHKM, MOLLOHKOOBpasHble Bonblume nosioBble rybbl, YKOPOYEH-
Hoe Bnaranuue (puc. 104). MNpu nonHon heMmmnHn3zaLmMm OCHOBHbLIM
CUMMTOMOM SIBIISIETCA OTCYTCTBME MEHCTpyauun M MnosioBOro OBO-
NOCEHNA MPU XOPOLLO Pa3BUTbIX MOSIOYHbLIX Xene3ax U >XXEHCKOM
deHoTune. lNpuynHon 3aborneBaHna ABNAKOTCA pasfnyHble MyTa-
umm B reHe AR (HSAXq11-q12), koTopbIn KOOMpYeT peuenTop aHa-
poreHa.
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Puc. 104. Bug HapyHbIX MOMOBbIX OpraHoB
NPW HEMNOMHOWN TECTUKYNAPHON hbeMUHM3aLnn’

AHOpo2eHUMarbHbIlU CUHOPOM (XKeHckul rcesdozepmachpodu-
mu3m) — 3HOOKPUHHOE HapyLlleHne C ayTOCOMHO-PELIECCUBHBLIM TU-
NOM HacrnegoBaHusi, NpuM KOTopoM 60rfbHasg MMeeT HapyXHble
NOSI0OBbl€ OpraHbl MY>KCKOro TUMa N XXEHCKY0 rOPMOHarnbHY CTPYK-
Typy. Y 605bHbIX YBENUYEH KNUTOP, KOTOPbIA CTAHOBUTCA NMOXOX Ha
MY>KCKOW MOSIOBOW 4YSfieH C OAHMM YpPOreHuTasnbHbIM OTBEPCTUEM,
OTCYTCTBYET Hapy>XHbI BXOA BO Braranuiie, masble nosioBble ryobl
OTCYTCTBYIOT, B6onbLuMe ryObl MOXOXN Ha «pa3pyOneHHy» MOLLOH-
Ky. Ipn aTOM BHYTpEHHME NOMOBbIE OpPraHbl MOryT UMeTb HOpMarib-
HbIX BMUA. [eHeTU4YecKkon OCHOBOKW 3aboneBaHus ABNAKTCA MyTauum
reHa CYP21 (HSA6g21.3), koTopbin KogupyeT depMeHT
21-rmpgpokcunagy rpynnbl untoxpoma 1450, y4acTByOLWUA B CUHTE-
3€ rOpMOHOB arbA0CTEPOHA U KOpTM3ona.

* URL: http://www.health-ua.org/img/woman/tabl/8_17.jpg
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9.4. MonekynsipHble MapKepbl 8 U3y4YeHuUu HacsiedcmeeHHoU
namosio2uu

3HauyunTenbHasa YyacTb HacneacTBEHHbIX bone3Hen n bonesHen ¢
HacrneacTBEHHOW MpeapacnonoXEeHHOCTbI MMEKT HEMOHOrEHHYH
npupoay. X MOXXHO OTHECTU K KONIMYECTBEHHbIM NpuU3Hakam, T. €.
TEM, KOTOPbl€ MMEKT HEMPEPbIBHbLIN pAg U3MEHYMBOCTM U MOTYT
ObITb M3MEPEHbI — HAaNpPUMep, POCT, BEC, AfMHA KOHeYHoCcTen. An-
nenu 60nbLLOro Ynucna reHoB BHOCAT BKNag B MPOSIBIIEHWE TaKUX
MNPU3HAKOB, NO3TOMY MX Ha3bIBAKOT NonmMreHHbiMn. Npocneantb nx
HacrnegoBaHWEe U BbiSIBUTb reHbl, annenu KoTopbiX y4acTBYOT B Na-
TOMNOrMYECKNX NMpoLeccax, MOXHO MPU MOMOLLN FreHEeTUYECKMX Map-
KepoB. BblsiBNeHMe cuLenneHHoro HacrnegoBaHus (accounaumn)
deHOTMNNYECKMX MPU3HAKOB C FEHETUYECKMMU MapKepamu Mo3Bo-
NnaeT HanTu panoHbl XPOMOCOM, OKasblBalollue peluatollee Brns-
HMEe Ha un3ydaemble NPoLEecChl (MO3MUMOHHOE KINOHMPOBaHUE), WU
NONYYMTb HaOEXHbl€ CUCTEMbI AOS11 MOMNEKYNsSpHOW ANAarHOCTUKM
(MonekynapHoe MapkupoBaHue). B HacTosiwee Bpemsi Havbonee
pacrnpoCTpaHEHHbIMM MapKkepamu B FEHETUKE YerioBeKka SBNSHTCS
MUKpocaTennuTHble nokycbl (puc. 105) 1 MOHOHYKNEOoTUAHbIE MNO-
nnumopHble cantbl — SNP (puc. 106), ocHOBHble OCOBEHHOCTU KO-
TOpbIX NOKa3aHbl B Tabnuue.

Tabnuya
CpaBHeHMe OCHOBHbIX XxapakTepucTuk SNP n mmkpocatennmtos
SNP MwukpocaTtennurbl

Yucno annenen B nonynaymm 1-2 (4) 1 — 6onee 20
CpeaHss reTepo3nroTHOCTb ~0,3 ~0,7
NHdopmaTtnBHoCTb + ++ +

Yncno Nokycos B reHOMe YernoBeka ~10° ~10°
Bo3MOXXHOCTb aBTOMaTM3aumm ++ + +

AHanua akcnpeccun reHoB (Bcex unu rpynnbl) Ha Guodnnax B
TKaHAX, MMELWNX OTHOLLEHWe K onpefeneHHoOMY HacrneacTBEeHHO-
My 3aboneBaHuio, B HOPME U NaTornormm 4acTto NO3BOSISET BbIABUTL
reHbl-kaHgugaTbl Ansa nsydaemon 6onesHn. XpoMOCOMHYIO fiokanu-
3aumnto nocnepoBartenbHocten OHK, BnusawowmMx Ha KONUYECTBEH-
HbIn npu3Hak (QTL), MOXHO onpedeniMTb Ha OCHOBE COBMECTHOIO
HacnegoBaHUSA C HECKONbKUMU Brn3KOpacnosioXXeHHbIMU MapKepa-

Mu. Ecnu yoaeTtcs HanTu mapkepbl, orpaHmymsatowme QTL ¢ gByx
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CTOPOH, TO Ha OCHOBE AaHHbIX rEHOMHOro cukBeHca (pasg. 7.7 u
8.4) MOXXHO COCTaBUTb CMUCOK FEHOB, ABMSKOLWMXCA NO3ULMOHHBIMU
kaHgupgatamm ona QTL nayyaemoro 3aboneBaHus. [lpyn ogHoBpe-
MEHHOM MCMNOSIb30BaHUN aHanmsa aKCrnpeccun n nccriegoBaHust ac-
couMaumn 3aboneBaHust C MONEKYNAPHLIMU MapkepamMu MOXHO
onpenenntb Hanboriee BEPOATHbIE FEHbl-KaHaAnO4aTbl — Te, KOTopble
OKaXyTcsa B 060MX crinMckax.

CTeneHb BOCNPUMMHYMBOCTU K onpeaenieHHbIM NekapCTBEHHbLIM
npenapatamMm n 3(P@PEKTUBHOCTb UX NPUMEHEHUS BapbUpyeT B LUU-
poKkux npegenax. Npyn ogHOM 1 TOM Xe 3aboneBaHuUM NOAXOAALNN
OJ151 KOHKPETHOro MHAMBMAYyMa npenapar 4yacto nogbupatot meTo-
Aom npob n ownbok. Kpome notepm BpeMeHn Takon noaxod nHorga
HaHOCWUT HenonpaBuUMbIN Bpef 340poBbi0. B HacTosiLee Bpems Ans
BoNbLLIOro KoNMYecTBa fNekapCcTBEHHbIX CpeacTB pa3paboTaHbl cuc-
TeMbl MapkepoB Ha ocHoBe SNP, nossonstowmne a priori (oo onbiTa)
npeackasaTb peakumio WHOMBMAOYaANbHOroO opraHnMaMa Ha TO WU
NHOE XMMMYEecKoe BelecTBO. Accoumaunmn oTaenbHbIX annenbHbIX
BapuaHToB [JHK-mMapkepoB ¢ O0CODEHHOCTAMU BGUOXMMUYECKUX pe-
aKkuuMmn SBSOTCA OCHOBOW MHAMBMAYyanbHou Tepanuu (puc. 107).

MuKpocaTe/InThl

L * @

- -

MupmBuayym A WMupueuayym b
ITITTTHAIALIALATITTAL.. ITITTTHALIAIAL ALIATTTTALL,..
TITTT(IA)TTTTALL. «ITITTT(IA)TTTTAL,.

Puc. 105. B MmyKpocaTennuTHbIX NOKycax eaAnHULEN N3MEHYNBOCTU
SIBMNSIeTCH rpynna HykneoTuaos
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MOHOHYK/TeOTHTHBIE TTOMUMOPQHBIE

caitTel (SNP)
Uupueupyym A Nupusupyym b
LOUTAITATATTLHIAT.. WUOUTATTATAITIITAT...

Puc. 106. B MOHOHYKNEOTUAHbBIX NONUMOPMHbIX canTax (SNP)
eJMHULEN U3MEHYMBOCTUN ABMNSETCH OAMH HYKNeoTua,

[Topbop nHAMBUAYaTBHOMN
Tepannun

[TaiieHTsI, He UMeTOIIIe [TarieHTHI ¢ BBIpayKeHHBIM
BBIPaXKeHHOTO OOOYHOTO IOOOYHBIM 3()PeKTOM

addexTa

SNP

ATTTIATTUITATTAIT I1poO CI)I/IJII) TATTATTTHOUTLTAIT

Puc. 107. MpuHumn nogbopa nugmesmayansHON Tepannm
Ha OCHOBE NnoniMmopdmnamMa MOHOHYKIEOTUAHbIX NoBTOpoB — SNP
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KoHmponbHbie eonpocki u 3adaHusi

1. K kakon rpynne HacnegcTBeHHbIX 3ab0neBaHnn MOXHO OTHECTU MYKO-
BUCLEen03?

2. MoxeT nu y retepo3uroTsbl No mytaumm reHa SPTA1 6bITb HacneacT-
BEHHbIN cchepoumTo3?

3. Kakoe HacneactseHHoe 3aboneBaHuMe BbI3BaHO HaKOMSIEHMEM rena-
paHcyrnbdgaTta?

4. [Moyemy 4ymcrno Bo3MoXxHbIX annenen SNP yeTbipe?
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Naea 10. LlutoreHeTU4ecKaa n MONeKynsapHo-reHeTU4YeCKas
ANarHocTukKa HacneacTBeHHbIX 3a0oneBaHMM YenoBeKa

10.1. JuaezHocmuka XpOMOCOMHbIX 6051e3Hel

[dnarHoctruka XpOMOCOMHbIX 60Sfie3HeNn MOXET NPOBOAUTLCS Y
B3pOChbIX UHAMBMOYYMOB ft0OOro Bo3pacrta unu npeHaTtanbHo (4o
POXOEHUS1) — B 9TOM Crlydae npu Hanmymm natosiormm MoxeT ObiTb
pekoMeHOoBaHO npepbiBaHMe OepemMeHHocTU. [na npoBeaeHus
npeHaTanbHOW AWarHoCTUKM TpebylTca NoKasaHus — Hanuyue
XPOMOCOMHBLIX aHOManun B CeMbe, BO3pacT maTtepu crtapwe 35
neT, OOSITOBPEMEHHbBIA KOHTAKT C MyTareHamu, YIbTpasBYKOBble
(Hanpumep, yBeENUYEHNE MEXBOPOTHMKOBOIO pPaCCTOSHUS) WK
Bruoxummndeckne Mapkepbl (Hanpumep, CbIBOPOTOYHbIE) MapKepbl
XpOMOCOMHOM natonoruu nnoga. ObblvHO Ha 10-11-11 Hegene npo-
BOOAT OMONCUIO XOpUOHaA — HEDOSbLLIOE KONMMYECTBO XOPMOHAbHOM
TKaHW OTcacbiBaeTCA LUNPULIEM Yepe3 KaTeTep Unu OSIMHHYK Urny.
BeposiTHOCTL BblkMablwa npu aton npouenype 2—6 %. Bo BTopom
TPUMECTPE UCMOMb3YHT MNraueHToueHTe3 (no3gHw buoncnto xo-
puoHa) — npouenypa aHanormyHa XopuoueHTesdy, Ho 0O beKTOM na-
bopaTopHOro uUccrnegoBaHUst MNpU 3TOM  ABMSAKOTCA  KNETKU
nnaueHTol. Ha 15-16-n Hegene nHorga NpoBoAAT aMHUOLEHTES: U3
aMHUOTUYECKOWN XMUAOKOCTU BbIAENSAIT HaxXoAsLMecs B HEW KITETKU
nnoga (CryweHHble KNeTKN KOXW nnoga, anuTenmounTbl U3 Mode-
BbIBOAALLMX NYTEN U T. A4.), KOTOPbIE KYNbTUBUPYIOT NS NONYyYEHMUS
npenapaTtoB XPOMOCOM. Puck Bblkuablla Npu 9TOM cnocobe — OKo-
no 1 %. OBbIYHO KMNETOK BbIAENSAETCS Mano, pa3aMHOXUTb UX B 3Ha-
YNTENbHOW  CTEMEHW  3aTpPyOHUTENbHO, MO3TOMY  MPOBECTU
MNOSTHOLEHHbIA KapuonormMyecknin aHanms Ha MUTOTUYECKUX XPOMO-
comax (rn. 5) He Bcerga BO3MOXHO.

B nocnegHue rogbl Ans npeHaTanbHOW AnarHOCTUKKN Bce bonee
lwnpoko npumeHsaetcs FISH ¢ xpomocomocneundpuyeckmmm OHK-
3oHOAaMn Ha mHTepdasHbix sapax unn CGH — cpaBHuUTENbHas re-
HOMHasa rmbpuansaumsi, KoTopble He TPeBYIOT NONy4YeHNs KIeTOK Ha
ctagun metacdpasbl (pasg. 5.5). HakoHeuw, nocne 18- Hegenu uc-
NONb3yT KopAoueHTe3 — obpasubl KpOBK Nroga nony4varT U3 Be-
Hbl MYyNoBWHbLI. PWCK OCnoXHEHWA npu nocnegHem cnocobe
MUHUManeH, HO npepbiBaHNe 6epeMeHHOCTN B criydae obHapyxe-
HUS Cepbes3HoM NaTonormm B 3TOT Nepuod TpebyeT AnUTENbHOM
rocnutTanusauum n YypeBaTo OCNOXHEHUSMMW.

188



KY/IbTHBHpPO-
ueHTpudyrn- BaHMe EHTpUGyTU-
poBaHue ¢ OTA KOMXHIMH poBaHuc
— — —_— e
37 C,CO2 37 C,CO2
72 4aca 2yaca
Qukcnpo- neHTpHyTH- Pukcupo- ueHrpndyru-
BaHMC poBaHue BaHMC poeanue
—E —ai- R -
ueHTpndyru-
poBaHHe
durcmpo- LeHTpUYTH- dnkenpo- pacKallblBa-
Baie poBaHNE BaHMC HIte
— —_— — R
{é )< }( H J[ b OKpaILHu-
o N packmamka Ny o ¥ RaHHe
KNt ——— \'.\F(./_‘_\ e
Sl S AL P e VGt g
(SR T O AN )
W P N \
Seld S
H oIt (T } I

Il  nenvuas kpook ¢ remapmioM

- benmpic KPOBAHDLIC KIICTKH
- cpena nnd KyIETUBUPOBAHMA
- THITOTOHMYCCKMI pacTBOp

- puKcaTop (3 MeTaHON : 1 MefiAHAA YKCYCHaA KICIOTa)

Puc. 108. lNMpurotoBneHne npenapatoB MUTOTUYECKNX XPOMOCOM
N3 KyJbTYpbl NENKOLUTOB Nepudepnyeckon Kposu

OCHOBHbIM METOAOM [OMarHOCTUKM XPOMOCOMHbIX aHoMasrmm
nocre poXxaeHust ABNAeTCA LUNTOreHEeTUYECKUIN (Kapuonorn4ecknn)
aHanm3 Ha meTadgasHbIX XpoOMOcoMax. MIHorga npuMeHsT MeToabl
3Kcnpecc-anarHoCTuKM Ha nHTepdasHblX knetkax. Hanpumep, onga
ObICTpOro nogcyeTa yucra X-XpoOMOCOM KMeTKM BYKKanbHOro anu-
Tenna oKpawmBalT aueToOOPCENHOM UNU NobbIM Hecneundunye-
cknm kpacutenam. lNpu kapuotune 46, XX B aape npucyTcTByeT
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OTHOCUTENBHO KpynHasa nNroTHasa rnblbka — Tenbue bappa — nHakTu-
BUpOBaHHas X-xpomMocoma. Y MyX4unH Tesnbue bappa oTcyTCcTBYyeT.
HeTpyoHo goragatbes, 4TO 4mcrno Teneuy bappa paBHO yucny X-
XPOMOCOM 3a Bbl4ETOM eaNHULbI. ans BbIsIBIIEHUS
Y-XpOMOCOMb! B nHTepdrase MCNONb3YIOT OKpacky
AT-cneundunyeckumun dorniyopoxpomamu. pu 9TOM KpyrnHbIA reTe-
POXPOMaTUHOBBLIN BSIO0K ANMHHOIO nreYva Y-XpoOMOCOMbI O4YEHb SIPKO
dnyopecumpyeT. Yucno Takux ONOKOB COOTBETCTBYET 4YMUCHY
Y-xpoMmocom. [ns nonyvyeHus npenapaTtoB MUTOTUYECKUX XPOMO-
COM Yalle BCero MCronb3ylT KyrnbTypbl NENKOLMUTOB nepudepunde-
ckon kpoBu (puc. 108). MeToaobl AaunddepeHunanbHoro
OKpaLMBaHNA XPOMOCOM, MPUHLMIMbI KAPMONOrM4eCcKoro aHanuaa Ha
MUTOTUYECKMX XPOMOCOMaxX U OMUCaHWE OCHOBHbLIX XPOMOCOMHbIX
3abonesaHnn npeacTtasneHbl B M. 5. B nocnegHue rogbl Kak oT-
OenbHY rpynny XpOMOCOMHbIX aHOManun BblAeNAT MUKPOLUUTO-
reHeTM4Yyeckne CuHAPOMbI (MUKpoZeneunn wn MUKpoAynnukauummn).
[ns nx gnarHOCTUKN MUCNOSb3YIOT MOSEKYNSAPHO-LUMTOreHETUYECKNE
meToabl (pa3a. 5.5).

10.2. [luazHocmuka 2emepo3Uu20mMHO20 Hocumesibcmea
u onpedesieHUe 2eHemMuU4YecKo20 pucka MOHO2eHHbIX 3abosiesaHull

MonekynsipHo-reHeTu4deckasi AguarHoctvka npoBoaUTCA Mps-
MbIM METOAOM (ecnn Npu 3TOM aHanu3upyroT reH, HeNocpeacTBEH-
HO BOBJIEYEHHbIN B MaTOMNOrMK) WNU KOCBEHHbIM (MPU MOMOLLM
accouumpoBaHHblx ¢ 3aboneBaHuem [OHK-mapkepoB). OCHOBHbIMU
MEeTO4aMN  MOMEKYNSAPHO-TEHETUYECKON ONArHOCTUKN  SBMISIIOTCS
[MLIP v cekseHnpoBaHue (pasg. 7.5 u 7.6). buonornyecknm obpas-
uom ans BbigenenHma OJHK moxeT ObiTb ntobasa TkaHb. Yawe wmc-
NONb3YyT COCKOO ByKKarbHOro anuTenus (C BHYTPEHHEW CTOPOHDI
LLLEeKN), nepmndepudecKkyto KpoBb NN BONOCAHbIE NyKOBULbI, MOTOMY
YTO UX NOSydeHMEe HaumeHee TpaBMaTu4HO. [0Na ANarHOCTUKU Ha-
CneacTBeHHbIX 3abonesaHnin y yMepLUNX MOXHO MUCMNOSb30BaTb KO-
CTHble OCTaHKn unun goparmeHTbl Mymuin. BoligeneHne [ HK nposogar
dreHOoNXNopodOpMHbIM METOAOM WS MYTEM OYUCTKM Ha KOSFIOHKaX.
PesynbTaThl NP 06b1MHO aHanu3npyoT Npu NOMOLLM KanunnspHo-
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ro anektpodopesa (puc. 109). MonekynsipHo-reHeTudeckasl guar-
HOCTMKa MOXeT NPOBOAUTLCS KakK npeHaTanbHo, Tak U B ftoOoMm
BO3pacTe nocne poxaeHus, Tak kak JHK He nameHseTcs B OHTOre-
Hese.

Boigenenne
ITHK TP
o —-

Buonormaeckuii
o6pasern
KanmnnapHbii

anexTpod opes

LATALIINA

Puc. 109. Cxema Hanbonee TunmyHoro crnocodba
MOJIEKYNAPHO-TEHETUYECKON ONArHOCTUKN

[TonHoreHoMHOEe cekBeHMpOBaHME (B psige CriydaeB 3K30MHOE)
NO3BONSIET NPeoaoNneTb CYLECTBYHOLME OrpaHUYEHUss MPUMEHSIe-
MbIX MOJIEKYNISIPHO-TEHETUYECKMX U LNMTOreHEeTUYECKUX OMarHOCTU-
YeCKUX METOA0B — OrpaHMYEHHOCTb Y1Ca aHanNM3npyembiX reHoB r
annenen, HeQOCTAaTOMHOCTb AaHHbIX MO paHee HEeOoNnUCaHHbIM My-
Tauusam B cnyyvyae KIMHMYECKU MONUMOPMHbLIX U rEeHETUYECKM reTe-
poreHHbIX (Korga pasfiuyHble KAMHUYEecKne dopMbl  Bbi3BaHbI
pasHbIMX MyTaUMAMU OOHOMO reHa Ui MHOXXECTBEHHbLIN anennmnsm
XapakTepeH ans ogHown opmbl) 3aboneBaHui, OTHOCUTENbHas
TPYLOEMKOCTb, CITIOXXHOCTb OOHOBNeHus (anrpenga), AOpOroBm3Ha
NpUBOpPOB N pacxodHblix MatepuanoB. Crneayet OTMETUTb, YTO NPU
NPUMEHEHUM KITaCCUYECKUX NOAXOA0B TpebyeTcs NOBTOPSATbL MPO-
ueaypbl NS AWArHOCTUKW NpeapacnofnoXXEeHHOCTU Unn reteposun-
FOTHOrO HOCUTENbLCTBA MNPU  KagOM HOBOM MOAO3peHuMn, a
NOSTHOrEHOMHOE CEKBEHMPOBaHME MO3BOMAET MOMyYUTb pas U Ha-
BCerga HeUM3MeHHbIN Habop LMpoBbIX OaHHbBIX, KOTOPLIN TpebyeT
NUWb CBOEBPEMEHHON MHTEpNpeTaumm npu nomoLlun aHanmusa 6as
OaHHbIX.
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PacueT reHeTU4ecKoro pmcka npy MOHOMEHHbIX 3aboneBaHusX
OCHOBaH Ha 3akoHax MeHngens (rn. 2). Ecnn oguH 13 cynpyros siB-
ngeTcs roMmo3nroTon no annesnto aukoro Tuna (oTcyTcTBmne 3abone-
BaHWS), @ FTeHOTUN BTOPOro Cynpyra HEM3BeCTEH, TO PUCK POXAEHMS
B6onbHOro pebeHka COOTBETCTBYET HYacTOTE BCTPEYAEMOCTU JaHHO-
ro sabonesaHus B nonynsuuun. Npy NonHON NneHeTpaHTHOCTM B ce-
Mbe reTepo3uroT No ayToCOMHO-peLecCUBHOMY 3aboieBaHNO PUCK
poxaeHust bonbHoro pebeHka — 25 %. Npn HENONMHOW NEeHeTpaHT-
HOCTM HeobGxoAuMO BHECTM nonpaeky. Hanpumep, npu NeHeTpaHT-
Hocth 80% y TreTepo3urotT MO ayTOCOMHO-PELECCUBHOMY
3abonesaHno puck coctasut 25 % x 0,8 = 20 %. B cnyyae ayto-
COMHO-OOMMHAHTHbIX 3aboneBaHW C NO3AHEN MaHudpecTauunen
BHOCAT 4OMOMHUTENbHbIE NONPaBKM C y4ETOM Bo3pacTa npobanHaa.

KoHmponbHbie eonpocki u 3adaHusi

1. Y naumeHTa obHapyxeHo Tpu Tenbua bappa. KakoB ero npegnona-
raembl KapnoTmn?

2. Oba cynpyra — retepo3unrotbl N0 Mytauuun reHa LCT. KakoB pucCK pox-
AeHuns pebeHka ¢ HeNePOHOCUMOCTLIO NaKTO3bI?

3. Paccuutante reHeTU4ecKum pucK poXOeHust mManbymka ¢ CUHOPOMOM
INNewa-HuxeHa y reTepo3nrotHomn no mytauum reHa HPRT1 maTepu n 300poBO-
ro otua.
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lNaea 11. HacnepacTtBeHHble HapyLIeHUA
YMCTBEHHOro 1 (puanyeckoro pasButus

11.1. Ponb 2eHemu4eckux ¢hakmopoe 8 B03HUKHO8eHUU
paccmpolcme peqdu

Bo3sHnkHOBEHME GOMbLUIMHCTBA PACCTPOUCTB peYun rmnotetTnye-
CK/ CBSA3aHO C BIIMSSHUEM HacCneACTBEHHbIX (pakTopoB. Ha aToT
draKT yKasblBalOT CEMEWHbIN XapaKTep 3TUX MNaToNorMyeckux co-
CTOSAHUM N KOHKOPAAHTHOCTb MO HUM Y MOHO3UIOTHbIX 6nn3HeloB. B
HEeKOTOPbIX CrydasX U3BeCTHa reHeTuyeckasa npmpoga peyeBbiX Ha-
pyLLUEHUN.

Ananusi — OTCYTCTBUE WNU HeLopasBUTUE peudn y AeTen npu
HOpMasibHOM Cryxe WU NepBUYHO COXpPaHEeHHOM WHTennekTe. OgHa
N3 HacneacTBEHHbIX (PpOpM 3TOro MaToNOrMYecKoro COCTOSAHUA —
gepbaribHas oucripakcusi — NMEET ayTOCOMHO-AOMUHAHTHbLIA TUM
HacnegoBaHuss ©  obycnoerneHa MyTaunamm reHa FOXP2
(HSA7q31), KOTOpbIN KOOMPYET TPaHCKPUMNLMOHHBIN dakTop ceMen-
ctBa Forkhead.

PuHonanus (tHycaBocCTb) — U3MeHeHne Tembpa ronoca u ucka-
XEHHOE MpPOU3HOLLEHME 3BYKOB, Bbl3BAHHOE HapyLLEHWEM pe3oHa-
TOPHOW OYHKUMM HocoBon nonoctu. OgHa wm3 NpuyKMH  3TOro
aedgekta 3BYKOMPOU3HOLLEHUS — BPOXAEHHOE pacuiensneHne HEDa
(pnc. 110) — cMmmnTOM, KOTOPLIN NPUCYTCTBYET NPU HEKOTOPbLIX XPO-
MOCOMHbIX abeppauunsax (pasa. 5.8 n 5.9). B HekoTopbIX nonynaumax
coyeTaHuss MyTaHTHbIX annenen (rannotunel) reHa GAD1
(HSA2q31), koTopbi KoaupyeT rryramaTtkapbokcunasy 1, npuso-
OAT K pacliensieHnio HEBa.
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Puc. 110. PaclwienneHve HéBa”

[MpenpacnonoXXeHHOCTb K QUCIEKCUU — HapPYLUEHUIO CMOCOOHO-
CTU K OBYYEHUIO YMTaTb N NUcaTb NPU HOPMarbHOM UHTESNNEKTe —
ayTOCOMHO-AOMMHAHTHbBIN NPU3HaK, 00YCNoBEHHbIN MyTauuUsMU B
reHe DYX1C1 (HSA15921), npoayKkT KOTOPOro oTBevaeT 3a B3au-
MOAENCTBME peLentopa acTporeHa ¢ 6enkamu TensoBOro LUOKa
Hsp70 u Hsp90. Ha nposiBneHne aToro npmsHaka Takke okasbiBaloT
BNUSAHWE reHbl, pacnonoXxeHHble Ha HSAG6 n HSA11.

MwucceHc-myTauma B reHe N-aueTunritokosammH-1-
docatTpaHcdepasbl GNPTAB (HSA12923.3) aBnsieTca npuynHoOm
3aukaHusi. Kpome TOro, cyllecTtByeT elle odHa HacrneacTtBeHHasd
dhopma 3TOro peyeBoro HapyLeHus, npegnonaraemMblil fIOKYyC KOTO-
poro — HSA18p11.3-p11.2.

* URL: http://ru.wikipedia.org/wiki/®ainn13900470 3PREOPERATIONO.jpg
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11.2. HacnedcmeeHHble (hOpPMbI  UHMesIeKmyasbHbIX
HapyweHuu

YMCTBEHHas OTCTanoctb (MHTEennekTyanbHas HegocTaTou-
HOCTb), BblpaxatoLllasicd B CTOMKOM HapyLUEeHMM no3HaBaTeSIbHOW
OeATeNbHOCTU, XapakTepHa A1 MHOMMX XPOMOCOMHbLIX M FEHHbIX
BbonesHen Kak CUMMTOM.

Hanbonee TuNn4YHble XPOMOCOMHbLIE aHOMasnuu, NPU KOTOPbIX
HabntogaeTcss yMCTBEHHAsA OTCTanoCTb — cUHOpPom [ayHa, CUHOpPOM
Lllepewesckozo-TepHepa, cuHOpom KnatHgpernsmepa u cudpom
MapmuHa-bernn — onncaHbl B pasg. 5.8 n 5.9.

YMCTBEHHada OTCTanoCTb XxapakTepHa Ans heHUIKemoHypuu,
HEeKOTOpbIX Mykorionucaxapudo3zoe w 6ose3Hu HumaHa-lluka
(pasg. 9.3).

['omoyucmuHypusi — HakonneHne MeTUOHNHA 1 rOMOLIMCTUHA MO
NPUYNHE HEeQOCTAaTOYHOCTU bepMeHTa NeyYeHn UUCTaTUOHUHCUMHTE-
Tasbl, KOTOPOE MPMBOAUT K MOPaKEHUD KOCTHOM TKaHu u LIHC. Y
BonbHbIX OeTen OTMevaeTCcs 3afepXKa pocTa, YMCTBEHHas OTCTa-
NOCTb, CyAOpPOrK, OCTEONOPO3, AKTOMUA XPyCTasrimka, CKITOHHOCTb K
Tpombo3am. O6wun Bng 60nbHbIX HAaNnoMMHaeT cuHOpom MapghaHa
(pasg. 9.3), rmaBHOW OTANYNTESNTIBHOM OCOBEHHOCTBLIO SIBMAETCS YM-
CTBEHHasi oTcTanocTb. 3aboneBaHne nporpeccupyet BbICTpO,
B6onbHble 0OLIMHO YMUPAOT B MOSIOAOM Bo3pacTe. Tun Hacnegosa-
HWA 3TOro 3aboneBaHNA — ayTOCOMHO-peLleCCUBHbIN. ['eHeTnyeckas
npupoga rOMOUUCTUHYPUM — pasfuMyHble MyTaumm reHa CDS
(HSA21qg22.3), KoTopbIn KOAUPYET LUCTAaTUOHMHCUHTETA3Y.

UcmuHHas Mmukpouechanusi — ayTOCOMHO-peueccusHoe 3abo-
neBaHue, NPosBNAKLLEECA B MEHbLLEM 0ObeMe rofloBHOro Mo3ra u
MeHbLUEM pa3Mepe MO3roBOro 4yepena, 4em y 340pOBOro MHAUBU-
oyyma (puc. 111). lNpu nucTnHHOM MuKpouedanun B OTNu4YMe OT
CUHOPOMOB, MPU KOTOPbIX OHA MPUCYTCTBYET B Ka4YeCcTBEe CUMMNTOMA,
OTCYTCTBYIOT [MOPOKM CKerneta W HEeBPOrornyeckne HapyleHud
(kpoMe yMcTBEHHOW oTcTanoctu). [NpnumHon 3abonesaHus ABNA-
toTca mytauum reHa ASPM (HSA1q31), kogupytowero 6enok aHo-
ManbHOrO  BepeTeHa  [JerneHund,  KOTOpblIh  ydacTByeT B
nponudepaumn amopunoHanbHbIX rnbpobnactoB. VIHTepecHo, 4To
BrnepBble 3TOT reH Obln onucaH y nnogoBon Mywkn Drosophila
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melanogaster (rn. 2), npu4em yHKUMSA ero Ta xe, 4To U y 4Yenose-
Ka. OTO NpUMEp MCNOoNib30BaHUA 3BOJIOLMOHHOIO KOHcepBaTM3mMa
(pasg. 8.3) B MeQULMHCKON reHeTuKe.

Puc. 111. cTuHHasa mukpouedanusa’

ObmypauyuoHHasi sudpouechanusi (eudpoueghbasrus, 8bl3gaHHasi
HacreOcmeeHHbIM cmeHo3om  Cunbeuesa eodoriposoda) —
X-cuenneHHoe peLeccuBHoe 3aboneBaHne ¢ NPorpeaneHTHON HeB-
pOSfIOrMYeckor CUMMNTOMATUKOW, BbI3BAHHOE HapyLUEHMEM OTTOKa
LepebpoCcnuHanbHOM XNOKOCTM U3 NEepBbIX TPEX MO3rOBbIX Xery-
no4koB. MonekynsapHo-reHeTn4eckast ocHoBa 3aboneBaHust — MyTa-
ums B 9k3oHe 22 reHa L1CAM (HSAXq28), koTopbin kKogupyeT oauH
13 GenkoBbIX AOMEHOB MOSEKY bl KNeTOYHOM aaresun L1,

CuHdOpom Comoca (MO3roBoW ruUraHTuam) — ayTOCOMHO-
OOMMHAHTHbIA TUraHTU3M, HE CBsI3aHHbIA C TOPMOHOM poOCTa.

* URL: http://ru.wikipedia.org/wiki/®ann:IMGP2147.JPG
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[o 4-5 net pebeHoK C TakuM CMHOPOMOM pacTeT NoYTK BABOE Obl-
cTpee, YeM OObIMHbIN. XapaKTepHbl 3adepXka pasBuUTUS U Henpo-
rpeccupyloliass yMCTBEHHas OTCTanocTb. Y 0OoOnbHbIX 6onblve
KMCTWU N CTOMbl C YTOSIWEHHBbIM CIIOEM MOAKOXHOW XMPOBOW TKaHMW.
[onosa Gonbluas, HWXKHASA YentocTb BbICTYNaeT Bnepen, rnasa wu-
poko paccTtasrfieHbl (puc. 112). NpuynHon 3abonesaHnst MOryT ObITb
Mukpogeneumn (pasg. 10.1) B panoHe HSAS5q35 nubo myTtauuum
PacnofIOXXEHHOIO B TOM €& XPOMOCOMHOM panoHe reHa NSD1, ko-
TOPbIN KOOUPYET acCOLMNPOBAHHLIM C aHOPOreHOBbIM pPeLenTopoMm
Koperynatop 267.

Puc. 112. CuHgpom CoTtoca”

CuHOpom Cmuma-MaeeHuca xapakTepusyeTca YMCTBEHHOM OT-
CTanoCTbl0, TMMNEPAKTUBHOCTLIO MOBEAEHUS, PE3KO MOBbILLIEHHOMN

* URL: http://en.wikipedia.org/wiki/File:Sotos.jpg
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COHJIMBOCTbIO, YepenHo-nnueBbLIMN aHOMasrMsiMu, Hanudinem LUnpo-
KMX KOPOTKMUX PYK, CKITOHHOCTbLIO K HAHECEHMUIO MOBPEXOEHUN CaMo-
My cebe. CuHapom oOycnosneH MuKpogeneunen BeNNYUHON
3,7 MIH Mn.H. B panoHe HSA17p11.2 unn myTaumamm nokanmsoBaH-
HOro B TOM Xe pauoHe NHOYUUpPYyemMOoro peTUHOMAHOW KUCINOTOM re-
Ha 1 — RAIT.

CuHdpom BurnbcoHa (cuHgpom «nvua anbga») — ayTOCOMHO-
OOMWHaHTHOe 3aboneBaHWe, BbI3BaHHOE AeneunsiMu BenMYMHON
1,5-2,5 MnH n.H. B panoHe HSA7q11.23. bonbHble nMeT ocoboe
CTPOEHME N1ua, Ha3biBaeEMOe «JIMLOM 3anbday, NOCKOSbKY OHO Ha-
NOMWHAET 3TUX MUPOSTIOMMUYECKNX NEePCOHaXeN B UX KNacCUYECKOM
NOHMMaHUKW. [1ns 3TOro cMHApoMa XapakTepHbl LUMPOKUIK 1nob, pas-
néT B6poBen No cpeaHen NUHUK, ONyLEeHHbIE BHU3 MOSTHbIE LLEKN,
BonbLon poT ¢ NonHbIMKU rybamm (0cOb6eHHO HXKHER), niockas ne-
peHocuua, HOC C NNOCKUM TyMbIM KOHLOM, MarneHbKUi, crierka 3a-
OCTPEHHbIN noabopoaok (puc. 113). Okpacka rnas obblMHO SAPKO-
ronybasi, co 3B€3a44aTon KapTUHOW padyXXKN U CKnepamn CMHEBaTO-
ro useta. [lna atoro cMHApoma XapakTepeH AeduunT HarnsgHo-
obpasHoro mblwneHns n cnabble BepbarbHble CNOCOBHOCTH.

Puc. 113. CuHgpom BunbcoHa®

* URL: http://beehive.thisishull.co.uk/default.asp?WCI=SiteHome&ID=8457
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Ty6eposHbIl ckriepo3 (6onesHb bypHeBUNNs) — ayTOCOMHO-
OOMUWHAHTHOE nonuMcucteMHoe 3aboneBaHve, MNpu KOTOPOM BO
MHOXECTBE OpraHoB M TKaHen obpasylTcs [oOpoKavyeCcTBEHHbIE
onyxonu. loBpexaeHus rofioBHOrO Mo3ra, KOTopble MPOUCXOOAT
06bIYHO Ha rpaHuue ceporo n 6enoro BellecTsa, MOryT Bbl3BaTb
3NUNENCUI0, CHWKEHNe MHTennekTa. XapakrepHble HOBOOGpa3oBa-
HUS KOXW fla 1 rnasHoro gHa mMoryT ObiTb MCNOMb30BaHbl Npy Ha-
yanbHoM pAguarHoctuke (puc. 114). Mytaumm B reHax TSCT1
(HSA9g34) n TSC2 (HSA16913.3), KOTOpble KOANPYIOT COOTBETCTBEH-
HO ramMapTuH 1 Ty6epuH, ABNAOTCA NPUYNMHOKN 3TOro 3abonesaHus.

Puc. 114. NoBpexaeHus Koxu npu Ty6epo3Hom cknepose”

CuHdpowmel lNpadepa-Bunnu u AHzernbMaHa 06ycrnoBneHbl MyK-
pogeneumnen B pamnoHe HSA15q11-q13. Ecnu abeppaHTHaa Xpomo-
coMa npuxoguTt OT oTua, passumBaeTcs cuHapom [lpagepa-Bunnu
(OXXMpeHne, CKITOHHOCTb K NepeenaHunto, rmnoToHYC, HapyLLUEHNE KO-
OpAUHAUNN OBWKEHUW, ManeHbkue KUCTU W CTOMbl, HU3KUA POCT,
NOBbILLEHHAA COHSIMBOCTb, KOcCOrnasue; MNOHMXEHHas MNIIOTHOCTb
KOCTeN, rmnoroHaauam, pedeBasi 3afepxka, 3agepkka ncmxmyecko-

* URL: http://en.wikipedia.org/wiki/File:TuberSclerosisCase-143.jpg
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ro pasBuTUA, OTCTaBaHWE B OCBOEHUM HaBbIKOB OOLLEN U MESKOM
MoTOpuKK) (puc. 115), ecnu oT matepn — CMHAPOM AHrenbmaHa
(pasmep ronoBbl MeHblUEe CpedHero, Hepeako C ynrolleHnem 3a-
ThiflKa, 3aepXXka B pa3BUTMM HaABLIKOB OOLLEN MOTOPUKK, 3a4epKKa
peyeBoro passutus, AeuuuT BHUMAHUA W TUNEPAKTUBHOCTD,
CINOXHOCTU C oBy4yeHneM, 4acTo anunencusi, HeoOblYHbIE OBWXe-
HUS — MENKUN TPEMOP, XaoTUYeCcKne OBUMXKEHUS KOHEYHOCTEN, Yac-
Tbih cmex 6e3 nosoga, xoabba Ha HerHywmxcs Horax) (puc. 116).
Pasnnuna B MeTUNMPOBaHUM LUTO3MHA B MY>KCKOM W XXEHCKOM Op-
raHM3max npuBOLAT K pasfMYHOMY MNPOSIBIEHUIO OOHOM U TOW Xe
MyTauMm B 3aBUCUMOCTWU OT TOrO, KTO M3 poauTenen nepegasn aHo-
MarnbHY0 XpoMocoMy pebeHKy. Takoe siBfieHne HasblBaeTCsl reHOM-
HbIA UMNPUHTUHT.

Puc. 115. CuHgpowm Mpaaepa-Bunnu’

* URL: http://www.medico.ru/cgi-
bin/medatlas/comment.pl?rlink=&publ=1115220228 01_168&page=
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Puc. 116. CuHgpom AHrenbmaHa’

CuHdpom KopHenuu Oe JlaHee — ayTOCOMHO-OOMWHAHTHOE 3a-
bonesaHne, Npu KOTOPOM BOrbHbIE OTCTAKOT B POCTE U Macce Tena,
nMeT cBoeobpasHoe cTpoeHne nuua (ryctble cpoclimecs 6posu,
OJIMHHbIE TYCTble PECHULbI, KOPOTKMA HOC C pa3BEpPHYTbIMU HO34-
pSAMM M CcOaBMEHHLIM MEPEHOCbEM) M MO3roBOro oThaena vepena
(Mukpouedanus, 6paxmuedanus) (puc. 117). na 6onbHbIX Xapak-
TepHbl HEBOMbLUNE KUCTWU, CUHOAKTUIIMS CTOM, MMNEepTPUXo3 Tyro-
BMLLA N KOHEYHOCTEW, MpaMOpHas KOXa, MbILEeYHasi rMMOTOHMS.
[MaumeHTbl YacTo cTpagatoT 3aboneBaHUsiIMKU BEPXHUX AblXaTeslb-
HbIX NyTEW, NOYTM Yy BCeX HabnogaeTcss yMCTBEHHAsA OTCTanoOCTb.
[MpnymHa 3aboneBaHus — mytaumm B reHe BIPBL (HSA 5p13.1), ko-
TOpPbIA KOANPYET AENaHTUH.

* URL: http://www.primehealthchannel.com/angelman-syndrome-symptoms-pictures-
causes-life-expectancy-and-treatment.html
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Puc. 117. CuHgpom KopHenuu ae JaHre”

CuHOpom PybuHwmelHa-Teubu (amcTepgamckass KapiimkKo-
BOCTb) — ayTOCOMHO-peLieccuBHoe 3aboneBaHne, NpyM KOTOPOM OJn-
Ha N macca Tefnia BoMbHbIX 3HAYNTENBHO OTCTaT OT HOPMbI, Yeper
yMeHbLUEH, BpaxuuedanbHon CTPYKTYpbl, HAabnogarTca aHoManmm
CTPOEHMUST BEPXHUX KOHEYHOCTEW: KNCTU HEBOMNbLUMX pa3MepoB, KO-
POTKMA BTOPOM NaneL, U npoKCUMasibHO PacnofioXEHHbIN MepBbIN
naney, UCKpPUBIMEHHbIN NATbIN. Hepeako oTMeYvyaeTca CUHAOAKTUNUS
cton (puc. 118). Ha koxe y 60r5bHbIX, KpOMe rMnepTpuxosa, pesko
BbIpa)X€HHOro B 06nacTu CNnHbI U NOSICHULbI, HEPEOKO OTMEYaeTCs
obLaa MpaMOpPHOCTb, XapaKTEPHbI KpaCHOTa KOHYMKa HOCa, LMaHo3
HocorybHon obnactn. YMCTBEHHasi OTCTanocTb ornpeaenseTcs
NpakTuyeckn y Bcex 60osbHbIX C AaHHbIM cuHgpomoMm. MHorga Ha-
bntogaeTcs CTpeMneHme K aytoarpeccum M CKIMOHHOCTb K CTepeo-
TUMNHBbIM ~ OBWXeHuaM. [ns  9Toro  cuHOpoMa  xapakTepHa
reHeTMyeckasa reTeporeHHoOCTb — MPUYMHON MOryT ObiTb MyTauuu B
reHe CREBP (HSA16p13.3) n B reHe EP300 (HSA22g13), KoTopble
KOOMPYIOT CREB-cBs3biBatoLwmim B6enok n rMCTOH-
aueTunTpaHcdepasy, CoOOTBETCTBEHHO.

* URL: http://kidneeds.ru/de-Lange/sindrom-kornelii-de-lange.html
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Puc. 118. CuHgpom PybuHwTenHa-Tenbu’

* URL: http://bjo.bmj.com/content/84/10/1177/F1.large.jpg
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11.3. reHemuka SMOUUOHAasIbHO-JTUYMHOCMHbIX
paccmpolicme u 0esuaHMHO20 MoeedeHUst

LLlusogbpeHusi — rpynna NporpeaneHTHbIX NCUXuYeckmnx 3abone-
BaHWUW, NPOTEKAKLWNX C XapakKTEPHbIMU U3MEHEHNAMMU FINYHOCTU —
aMOLMOHanbHoOe OocKyaeHue, yTpata eguHCTBa, noTepsi CBs3n C pe-
anbHOCTbLIO, PacCTPONUCTBA MbILWSIEHNA N pa3BuTMe BpenoBbIX, Ka-
TaTOHUYECKUX W  addeKkTuBHbIX paccTtponcts. OnucaHo 14
pasnn4YHbIX FIOKYCOB, CBSAI3aHHbIX C MPeapacnosioXeHHOCTbIo K 3a-
boneBaHuaM nogobHoro poga, B panoHax 5q33-935, 11g14-g21,
6p23, 22911, 6q13-926, 8p22-p21, 13932, 18p, 1942, 15q15,
10922, 1p36.2, 15913.3, 2932.1.

PaHHul O0emckul aymu3Mm — HapylleHWe pasBUTUA HEepPBHOW
CUCTEMBbI, AN KOTOPOro XxapakTepHO Hanuuue Tpuagbl: He4oCTaTokK
coumanbHbIX B3aMMOLEWCTBUN, HapyLLUeHHask B3auMHasi KOMMYHW-
Kauusi, orpaHNYEeHHOCTb MHTEPECOB M MOBTOPSIOWMIACA penepTyap
noBefeHNda. JTO pPacCTPOMCTBO BO3HMKAET B pesynbTaTe Hapylue-
HUS Pa3BUTUSA FONIOBHOMO MO3ra U XapakTepuayeTcsl BbipaXXeHHbIM U
BCECTOPOHHUM AeduUMTOM coumanbHOro B3anMoaencTsna n ob-
LLIeHUs1, a TaKkke OorpaHMYeHHbIMU MHTEpecamMmn U NOBTOPSAIOLLNMUACS
aenctemamMn. Bce ykasaHHble NMpu3Haky NposiBAAKTCA B BO3pacTe
00 Tpéx net. Cxoxune COCTOSAHUS, NPU KOTOPbIX OTMeYatoTcs bonee
MSrKMe NMPU3HaKNM 1 CUMMNTOMbI, OTHOCAT K paccTponcTBam ayTUCTU-
yeckoro cnekTtpa. 3abonesaHne oTnIMYaEeTCs reHeTU4ECKon retTepo-
FreHHOCTbIO — U3BECTHO 17 ayTocoMHbIX: 7922, 7911, 13914, 15q11,
2q, 17911, 17921, 3q925-927, 7931, 7q36, 1941, 21p13-q11,
12914,16p11.2, 7935-q36, 3924, 11913 n Tpn X-cuenneHHbIX NTOKY-
ca npegpacnorioKeHHOCTU K ayTuamy. B HeKoTopbIX crnydasx us-
BECTHbl MyTauuMW OrnpedeneHHbIX [EeHOB, CBSA3aHHble C  3TUM
3aboneBaHneM. Hanpumep, Tpn X-cuenneHHble dOpMbl 3TOro 3a-
boneBaHns obycnosneHbl MmyTauuamm B reHax NLGN3 (HSAXQq13),
NLGN4 (HSAXp22.33) n MECP2 (HSAXq28), koTopble KoaupyoT
HenponuruH 3, Henponurnd 4 n meTun-CpG-ceasbiBatowmin 6enok 2
COOTBETCTBEHHO. Tpn ayTtocomMHble doopmbl — AUTS15, AUTS16 un
AUTS17 — Bbi3BaHbl myTaumamu B reHax CNTNAP2 (HSA7q35-
g36), SLC9A9 (HSA3g24) u SHANK2 (HSA11q13).

CuHOpom  decpuyuma 6HUMaHUS U  eaunepakmueHocmu

(CABlN) — HeBponornyecko-noBegeHYeCKoe pPacCTPOMCTBO pa3BU-
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TUSl, KOTOPOE HaYMHaeTCs B OETCKOM BO3pacTe W NposBnsdeTcs B
TPYOHOCTM KOHLEHTpaunMnm BHUMAHWUS, rMNEpPakTUBHOCTU WU MNIOXO
ynpasngemon umnynscuHocTn. COBIT MOXHO AnarHocTupoBaTb,
Ha4YnMHas ¢ NO3OHEero AOLWKOSIbHOrO UMK LUKOSMIbHOro BO3pacTa, Tak
Kak ans NoCTaHOBKM AnarHo3a Heobxoauma oueHka noBeaeHns pe-
BbeHKka Kak MMHUMYM B OBYX yCroBusix ob6cTtaHoOBKM (Hanpumep, Oo-
Ma n B wkone). Hannume HapyweHun obydyeHnst n coumnanbHbIX
QYHKUMN aBNSeTCs HEOBXOOMMbLIM KpUTepMeM AS1si yCTaHOBIEHUSA
anarHosa COBI. OgHum mn3 rnaeHbIx npusHakos CLOBI, Hapsay c
HapyLLIEHNAMN BHUMAHNA, ABNSETCA UMMYNIbCUBHOCTb — HEOCTaTOK
KOHTPONS noBeaeHns B OTBET Ha KOHKpPETHble TpeboBaHus. Takue
OeTn BbICTPO pearnpyroT Ha cuUTyauuu, He OOXMOAsICb YKasaHun w
NHCTPYKLMIN, KOTOPblE MO3BOSISAIOT BbIMOMHUTL 3adaHne, U Headek-
BaTHO oueHuBatoT TpeboBaHusa 3agaHua. OHM O4YeHb HEOPEXHbI,
HEeBHMMaTESbHbl, BeCneYHbl N NEerkoMbIClIEHHbI, HE Bcerga MoryT
paccMOTpeTb MOTEHUMarnbHO HeraTUBHbIE MOCMEACTBUS CBOMX MO-
ctynkoB. [MokasaHa cBase COBIT ¢ myTaumamum B BOCbMW reHax:
DRD5 (HSA4p16), DAT1 (HSA5p15), HTR1B (HSA6q1), ADRAZA
(HSA10qg24), DRD4 (HSA11p15), SCN8A (HSA12913), SNAP25
(HSA20p11.2) n COMT (HSA22q11).

[pedpacronoxeHHOCMb K asiko2oru3my B MEpPBYH o4vepenb
obycnoBrneHa MyTaHTHbIMW annensMmu reHoB krnactepa ADH
(HSA4g22), kogupylowmnx pasnumyHble cybbeamHuubl ankorosibae-
rmgporeHasbl. ATOT PepMeHT KaTanuampyeT OKUCIEHNE CNUPTOB A0
anbaervgoB v KeToHos. [Npu ero geuumte aTaHoN HakannnBaeTcd
B OpraHm3ame, 4To ycurnmBaeT TOKCHMYecKoe aencteme ankorond. W3-
BECTHO, YTO B panoHax TpaguuMOHHOro ynotpebneHuns BUHOrpaa-
Horo BuHa (Hanpumep, CpeansemHoMopbe, KaBkas) HabntogaeTtcs
HauMeHbLLasa YacToTa BCTPeYaeMOoCTU annenen, Kogupylowmx ge-
doekTHyl0 ankoronbgerngporeHasy. Bbicokag yactoTa MyTaHTHbIX
annenen Habnogaetca B CkaHguHaBuu, cpean nHaenues n asmar-
CKMX MOHroniongoBs, YTO BO MHOIOM onpegenseT bonbluee pacnpo-
CTpaHeHWe ankoronunama y aTux Hapoaos.

Kpome reHoB ADH, Ha pa3BuTUE arnkoronbHOW 3aBUCUMOCTU
BnusaoT reHbl SNCA (HSA4922.1), GABRA2 (HSA5q34), NPY
(HSA7p15), TAS2R16 (HSA7g31), TAS2R38 (HSA7q35), CHRM?2
(HSA7q35), ANKK1 (HSA11923), DRD2 (HSA11923), ALDHZ2
(HSA12q924), NRXN3 (HSA14q), SLC6A4 (HSA17Q) n reHbl onuo-
NMOHbIX PeLenTopoB.

205



KpumuHaribHoe rosedeHue xapakTepHo A5 fv, CTpadaroLmx He-
KOTOPbIMW XPOMOCOMHbIMK 6onesHsMu (Hanpumep, cuHapom KnawH-
denbTepa, CUHAPOM AONONHUTENBHOM Y-XpOMOCOMbI — pasg. 5.8).

Kpome Toro, Ha Gonblion Bbibopke (bonee 14000) ocyxaeH-
HbIX, KOTOPbIE€ ObINIM NPUEMHBIMU AeTbMU, BbINO NOKa3aHO Hann4yme
Koppenauumn (CTaTUCTUYECKNX CBA3EN) MO KpMMUHANbLHOMY noBede-
HWIO ¢ BMONOrMYECKUMN PoaAUTENSIMN N OTCYTCTBUE TAKOBOW C Npu-
eMHbIMK poauTensaMn. OTO CBUAETENbCTBYET O 3HAYUTENIbHOM
BNUAHUN HACNeACTBEHHbIX (DaKTOPOB B CKITOHHOCTU K COBEPLUEHMIO
npecTynieHnn.

11.4. HacnedcmeeHHble (OPMbI HapyuwleHUl OIMOPHO-
deuzamersibHO20 annapama

[Mpexage Bcero cnegyet OTMETUTb, YTO MUKPO- U Makpoueda-
nna, nedopmMauns rpyaHoun KeTkM U No3BOHOYHMKA, LWen 1 gpyrme
aHoOManun onopHo-ABUraTenbHOro annapara xapakTepHbl 419 MHO-
MMX XPOMOCOMHbIX bonesHen (pa3a. 5.8 n 5.9).

pynna 3aboneBaHun — ducriiasus coeduHUmesrbHoU mKaHu
(4dCT) (CMHOHUMbI: 2unepmoburibHbIl CUHOPOM, HacriedcmeeHHasi
KornazeHornamusi, 8pPOXO0eHHasi coeOuHUMeslbHomKaHHasi Hedoc-
mamoy4YHOCMb) — HacuuTbiBaeT okono 200 reHeTuyecku reteporeH-
HbIX M KIMUHUYECKM MONMMOPMHbBIX MAaTONOrMYEeCKUX COCTOSHUI,
00YyCrOBMEHHbIX HapyLEHNEM pPa3BUTUA COEOUVHUTENbHOW TKaHW B
3MOpMOHanNbHOM M NOCTHaTanbHOM nepuogax. [nst aTon rpynnbl Xa-
pakTepHbl gedeKTbl BOFIOKHUCTLIX CTPYKTYP U OCHOBHOMO BeLLlecTBa
COEANHUTENBHON TKaHW, KOTOpble MPUBOAAT K pasfiMyHbiM Mopdo-
JYHKLUMOHANbHbLIM HapYLLEHNSIM BUCLEParbHbIX U FTOKOMOTOPHbIX Op-
raHOB C MNporpeaveHTHbIM TedyeHneM. B ocHoBe aTux 3abonesaHui
nexat MyTaumm reHoB, NPSAMO UM OMOCpPeAOBAHHO OTBETCTBEHHbIX
3a CYHTE3 U NPOCTPAHCTBEHHYO OpraHu3aLmio KosnareHa.

BoligenswT anddepeHunpoBaHHyo U HeguddepeHumpoBaHr-
HYIO OUChNasuvio coeauHuUTernbHOW TkaHu. OudpdepeHumnpoBaHHas
AOCT BknovaeT B cedbd cMHOPOMbl HECOBEPLLUEHHOINO OCTEOreHesa,
Onepca-faHnoca, MapdaHa, CTuknepa, anacTU4eckon ncesao-
KCaHTOMbI, raprovnmama u ap. HeguddepeHumposaHHaa OCT -
onpegenaowmnn BapmaHt ACT ¢ KIIMHUYECKUMWN NPOSBIIEHNAMU, HE
YKNaablBaloWUMNCA B CTPYKTYPY HacneacTBEHHbIX CUHOPOMOB
(06beaMHEHHbIX Mo 00LLMM Ha3BaHNEM «TMNEPMOBUNBHOCTbY).
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HecoeepweHHbIli ocmeoceHe3 (HO) — rpynna ayTOCOMHO-
OOMUHaHTHbIX 3aboneBaHnin, CBSA3aHHbIX C HEJOCTaTKOM KonnareHa
NN C ero Ka4yecTBeHHbIM HecoBepLueHCTBOM (puc. 119). MNockornbky
KonnareH siBNSeTCA OCHOBHbIM OEnKOM KOCTHOW TKaHW, ANSA 3TOMn
rpynnbl 3aboneBaHUin XapakTepHa JIOMKOCTb U gedopmaumm Koc-
Ten. N3BecTHO BoceMb TMnoB HO ¢ pasHon cTeneHblo NoOpaXXeHust Ko-
CTHOW N COeOMHUTENBHOWN TKaHW, BOMBLUMHCTBO U3 KOTOPbIX BbI3BaHbI
pasfiMYHbIMK MyTaUMAMKM B reHax o-1- n a-2-uenen KonnareHa nepso-
ro tuna — COL1A1 (HSA 17921.31-922) u COL1A2 (HSA 7922.1).

Puc. 119. HecoBepLueHHbIh ocTeoreHes”

CuHOpom MapgaHa — onucaH B pasa. 9.3.

CuHOpom 3nepca-LaHnoca (TMNepanacTUYHOCTb KOXWU, HECOo-
BepLleHHbIM fecmoreHe3 PycakoBa) — rpynna 3aborneBaHui, Bbl-
3BaHHbIX NOBPEXOEHNEM UK HegocTaTkoM KonnareHa Tunos |, Il n
V. MNpun atnx 6one3HAX NoBpexaatTCcs CyCcTaBbl, KOXa U KPOBEHOC-
Hble cocyabl. XapakTepHbl cBOOOAHbIE, CUMBHO MHYLWMECS CYCTaBbl,
rmagkag unu anacTuyHas, NerkonoBpeXxaarolwasca Koxa, Hernpa-
BUNbHOE 3aXKMBIEHNE paH N opMUpoBaHME LWPaMOB, ManeHbKne U
XpYrMKnUe KpOBEHOCHLIE cocyabl. Bce Tunbl cnHgpoma 3aTparmeBatoT
CyCTaBbl, Bbl3blBasd UX MMNepnoaBMKHOCTb, YTO NO3BOSISIET 60SbHLIM
BbIXOOAUTb 3a Npefenbl HOpManbHOr0 AnanasoHa [OBUXXKEHUN
(puc. 120).

* URL: http://forum.materinstvo.ru/index.php?showtopic=236470
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Puc. 120. TunepnoaBUXHOCTb CyCTaBOB Npu cuHapome Anepca-faHnoca’

* URL: http://ru.wikipedia.org/wiki/CuHapom_Onepca_— [aHnoca
208



Tunel | n Il (knaccudeckne) — ayToCOMHO-OOMUHAHTHbIE 3a00-
neBaHNs CoeaVHUTENBbHOM TKaHW, AN KOTOPbIX XapakTepHa rnag-
Kas, CUNbHO 3riaCTU4YHas, JlierkopaHMmasa Koxa, ypoasivBble WK
HeobblManHO OBLUMPHbIE LLpaMbl, TMNepnoaBMKHbIE CYCTaBbl, TEH-
OEHUMSA K BblBUXaM, CKITOHHOCTb K Pa3BUTUIO FPBIKN UITM CMELLLEHNIO
nboro BHyTpeHHero opraHa. MosnekynapHo-reHeTU4eCcKon OCHOBOW
39TUX TUMOB CUHApPOMA sBNsAlTCA MyTaumm B reHax COLSAT (HSA
9q34.2-q34.3), COL5A2 (HSA2g31) n COL1A1 (HSA 17921.31-922).

Tun [l (rvnepnogBWXHOCTb) UMeeT ayTOCOMHO-AOMUHAHTHbIN
TN HacnegoBaHUS, MPOSABMAETCA B HannymMuM cBOOOAHLIX, HecTa-
BUNbHbLIX CyCTaBOB, NSIOCKOCTOMNUN, BBICOKOM U Y3KOM HEDE, paHHEM
Hayarne ocTeornoposa, nopaxeHumax cepgua. lNpnyanHon ABNAKOTCS
myTauumn B reHe COL3A7T (HSA 2q31).

Tun IV (cocyoucTbin)  HacrnegyeTcs MO ayTOCOMHO-
OOMUHaHTHOMY Tuny. [nsa Hero (kpome obwmx ans cuHapomMma Cum-
NTOMOB) XapaKTepHa XPYNKOCTb CTEHOK COCyaoB 0605104eKk opraHoB
N HEXHOW KOXMW, CKITOHHOCTb K paspbiBaM 1 06pa3oBaHUO aHEeBPU3-
Mbl. Tak e Kak u B crnyyae runepnoaBuMXHOCTU, 3TUONOrNMYeCcKom
npuunHom aenaTca mytaumm B reHe COL3A T (HSA 2q31).

OcTanbHble TUNbl cuHApoma Jnepca-LaHnoca BCTpevarTcs
OOCTaTOMHO pefKo, HacregylTcs Mo ayTOCOMHO-AOMUHaHTHOMY,
ayTOCOMHO-pPELIeCCMBHOMY UNKU  X-CUENSIEHHOMY  peLecCUBHOMY
TUMY, MOryT ObITb CBA3aHbl C MyTaLMsMN B reHax Lenemn pasnuyHbIxX
KonsiareHoB Unn oepMeHTOB, Y4acTBYIOLLMX B CUHTE3€e KomnnareHa u
cbopke KonnareHOBbIX BOSTOKOH.

[apeounu3sm (mykornonucaxapudo3sbl) — onnucaH B pasa. 9.3.

Axodporina3usi — ayTOCOMHO-LOMWHAHTHas KapSsIMKOBOCTb U3-3a
HeJopa3BUTUSA OANUHHBLIX KOcTen. CpeHUNn poCT BOMbHbBIX MY>XKYUH —
131 cM, BOnbHbIX XEHLWWH — 123 cm. [Npu axoHaponnasum oTMmeva-
eTCA CYyLleCTBEHHOe YKOpOoYeHWe KOHeYHOCTeN MNpu HOopMasrbHOM
OJSIMHE Tena, OTHOCUTEeNbHas Makpouedanus, KopoTkue narnblbl,
cegnosuaHbin Hoc (puc. 121). IHTennekT, Kak npaBusio, He nospe-
XaeH. MonekynapHo-reHeTU4eckon NpUYMHOM 3Toro 3aboneBaHus
anaTca mytauumn B reHe FGFR3 (HSA4p16.3), koTopbin KogupyeT
peuenTtop-3 hakTopa pocTta hubpobnacTos.
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Puc. 121. Mpumep axogponnasun — [xxeicoH AKyHa, TenesenyLni’

MuomoHu4eckass ducmpogpus (6onesHb LLIHanHepTa) — MHOro-
CUCTEMHOE HacrneacTBeHHoe 3aboneBaHne, OCHOBHbIM CUMMIMTOMOM
KOTOPOro siIBNSAETCs 3anasiblBaHne paccnabneHust Mbillil, nocne nx
COKpalleHusi. ATO ayTOCOMHO-4OMUHAHTHOe 3aborneBaHne ¢ MaHu-
dectauuen B Bo3dpacte 20—40 net. lNepBble NpusHakn 3abonesa-

* URL: http://en.wikipedia.org/wiki/File:Jason_Acufia_- Wee-Man_-
_Waterfront_Marriott, Portland, Oregon_- August_15, 2009 - Full_Body.jpg
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HMS OTMeYaloTCs B MbllLax nuua, weun, pyk u Hor. OTmevaroTcs
onyweHve Bek rnas (NTo3), cnabocTb MbiWL, fiMua U pedensura-
TenbHble HapylweHusa. Hapsiay ¢ aTMM XapakTepHbl KaTapakTbl, M-
NOroHagu3M, KWUCTbl SIMMHMKA, Mporpeccupylowasl yMCTBEHHas
oTcTanocTb. bonesHb Bbi3dBaHa 3KCMaHCUMEN TPUHYKNEOTUAHbIX MO-
BTOpoB LTI 3’-donaHkupyrolieMm panoHe reHa npoTeMHKMHa3bl MUO-
ToHn4eckon guctpopun DMPK (HSA19q913.2-913.3).

Lucmpocgbus [oweHHa — cuensieHHas C NnofioM peLeccuBHas
nporpeccupytowaa MblleyHas guctpodpusa. NepsBble npusHakun 3a-
boneBaHus nposiBnalTCcA B Bo3pacTte 1-3 net cnaboCcTbio MbILLLY
Ta30BoOro nodca. [Ans atoro sabonesaHusi xapakTepHbl CUMMETPUY-
Has aTpodnsa MbILWL, B COHMETAHUU C CEPAEYHO-COCYANCTBIMWN, KOCT-
HO-CYCTaBHbIMU U NCUXMYECKUMN HapyLleHuamn (puc. 122). KocTHo-
CyCTaBHble HapyLleHna npu auctpodpumn [oweHHa XxapakTepuayoT-
ca gedopmaumsamMm NO3BOHOYHMKA, CTOM, TPYAUHbI. IATUonorude-
ckasi npuymMHa 3aboneBaHus — pas3nuyHble myTauum B reHe DMD
(HSAXp21.2), KoTopbI KOAUPYET anogmncTpoduH 1.

Puc. 122. MuogucTtpodus JioleHHa”

* URL: http://www.growingyourbaby.com/2010/09/08/tutus-for-tanner/nikon-2010-
071-685x1024/
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11.5. HacnedcmeeHHble ¢hopMbI 251yxombl U mya2oyxocmu
8 demckomM so3pacme

Mukpomusi ¢ ampe3suel Hapy>XHO20 CrlyXx08020 rpoxoda U rnpo-
g8o0swel my2oyxocmbto — HacneacTBeHHoe 3aboneBaHne ¢ HEBbI-
SCHEHHOW TeHeTUYEeCKON NPUPOLAON, OfA KOTOPOro XapakKTepHbl
OTCYTCTBME WNU CyllecTBeHHaa gedopmMauuns yWHOW PakOBUHLI U
OTCYTCTBME MPOCBETA CIyXOBOro KaHana. [lokaszaHo gOoCToBepHoe
pasnuyne KOHKOPAAHTHOCTWU MO 3TOMY NPU3HaKy Y OAHOSNLOBbLIX U
pa3HOANLIOBbIX 61IN3HELIOB.

CuHOpoMm Ywepa — ayTOCOMHO-peLieccnBHoe 3aboneBaHne, Ko-
TOpoOe MPOSIBNAETCS BO BPOXAEHHbLIX HapyLIEeHUsX cryxa pasnuu-
HOM CTeneHu, nporpeccupyowen nUrMeHTHON aereHepauunu
cetyatku (puc. 123), npmeoasLLEen K MOCTENEHHOMY CY>KEHUIO MONen
3peHna n crenoTte, U MHorga notepe YyBCcTBa paBHoBecud. B mupe
5—6 % oT obLero 4Yncna nogen ¢ nobbiMM HapYLLEHUSMU CyXa U
50 % cnenornyxmx cTpagatoT 3TUM CUHOPOMOM. KnnHuYeckmn no-
numopdpusmM onpenensieTca reHeTU4ecKon reTeporeHHOCTbl0 — U3-
BECTHO 12 JOKYyCOB, CBSiI3aHHbIX C pasHbiMM TUNamMmn 3TOro
3abonesaHna. Hanbonee nssectHa oopma cnmHgpoma Yuiepa, Bbl-
3BaHasa mytauusamm reHa MYO7A (HSA11g13.5), koTopbin kKogupyeT
MWNO3NH 7A.

Puc. 123. ®oTorpaduma cetyaTtkm npm cuHapome Yiwepa (cnesa) n B Hopme
(cnpaBa). 3puternbHbIi HepB (0603HaYeH YepHOW CTpenkon) 6rneaHbIn, cocyabl
TOHKMEe (0603Ha4YeHbl 3Be3404KaMu), NPUCYTCTBYOT NMUIMEHTHbIE rpaHy bl
(0603Ha4YeHbl 6enbIMU ABONHLIMW CTpenkamm)”

* URL: http://my.clevelandclinic.org/disorders/usher_syndrome/hic_usher_syndrome.aspx
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CuHOpom KpysoHa (4epernHo-nuuyesol Ou30cmo3) — ayTOCOM-
HO-peLeccnBHoe 3aborieBaHne, BbI3BaHHOE MpPeEXOAEBPEMEHHbLIM
cpacTaHMeM BEHEYHOro M carmTanbHOro LBOB YepenHon KOpoOKMu.
[ns cnHgpoma xapakTepHO 3anajaHue riasHuL, U KOCTEN LUEK, Bbl-
NyyYeHHble rnasa, BaaBfeHHOE NepeHoCchbe, BbICTyNarwas YentocTb
(puc. 124). Y 6onblUMHCTBA BOMbHBIX OTMEYalTCS HapyLLEHNS Cy-
xa. PeHoTun, CBOMCTBEHHbLIM 3TOMY CUMHOPOMY, pa3BMBaeTcA Mo
npuynHe mytaumn B reHe FGFR2 (HSA10g26), kogupylowem pe-
uenTtop 2 cdaktopa pocta dmnbpobnacTos.

Puc. 124. CuHgpom KpysoHa®

CuHdpom Tpuyepa-KonnuHia — ayTOCOMHO-OOMUHAHTHOE 3a-
boneBaHne C XxapakTEPHbIMU U3MEHEHUSIMU NMLLEBOro Yepena (He-
bonbwnmMKM pasmepamn pTta, noabopoaka, yLien) Kocornasvem u
koniobomonm Bek (puc. 125). XapaktepHbl aHOManmm Hapy>xHoro cny-
XOBOro Npoxoga v TYroyxoCTb. OTUONOrMYECKON NPUYNHON ABNSAKOT-
ca mytaumm B reHe TCOF1 (HSA5031.3-q33.3), KoTopbIN KoampyeT
saepHbln 6enok ¢ LIS1-roMmonormyHbIM JOMEHOM.

* URL: http://childface.ru/rus/content/36/diagnosticheskaya_baza.html
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Puc. 125. CuHgpom Tpuyepa-KonnumHsa®

CuHOpom Arnbriopma — codeTaHne HacrneacTBeHHOro Hedputa
n rnyxotbl (puc. 126). CumnTomMaTmka CO CTOPOHbI BblAeNUTENLHOM
cuctembl nosiengetca B 5—-10 net. [locteneHHas noTtepda criyxa
00Obl4HO Ha4YMHaeTCs paHblue. BHavane aTo HEMPOCEHCOPHOE CHU-
XEHue cnyxa BbICOKMX TOHOB, 3aTEM — HU3KUX, nepexoasiuee u3
3BYKOMPOBOASALEN B 3BYKOBOCMPUHUMAIOLLYO TYroyxoctb. VHorga
HabnogaeTcss MUacTeHusl, NoTeps namatn 1 mHtennekra. Cuen-
NIeHHasi C NMonoMm peleccuBHas opma 3TOro CUMHApPOMa Bbi3BaHa
MyTaumsmm B reHe o-5 uenu konnareHa Tuna IV — COL4AS
(HSAXQq22.3). AytocomHo-peuLeccuBHas dopma cuHgpoma Anb-
nopta cBs3aHa C MyTauusamm B reHax COL4A3 un COL4A4
(HSA2q36-q37), koTopble KOogMpYOT a-3 N a-4 Lenu KonnareHa Tu-
na IV. NeHeTn4yeckaa npupoga ayTOCOMHO-AOMWHAHTHOM (POPMBbI
NoKa n3yyeHa MeHbLUE, HO nNpeanosiaraeTcsl ee CBA3b C MyTaunsamm
reHa COL4AS3.

* URL: http://emedicine.medscape.com/article/946143-overview
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Puc. 126. CuHgpom AnbnopTa’

CuHOpom [lNeHOpeda — ayTOCOMHO-peLieccMBHoe 3aboneBaHue,
NpoABNAOLLEECH NOTEPEN Crnyxa U NaTonorMaMm LWNTOBUOHOMN Xe-
nesbl — y3noBbIM 3060M 1 runotepmnosom. [na aeten ¢ aTtum 3abo-
neBaHMEM XapakTepHa nporpeccupytolias noteps criyxa, Kotopas
Ha4ynHaeTcs OobblMHO B BO3pacTe A0 TpexX NeT, 3aMmefeHHbIN pocT
KOCTeun, aucnponopunn ckeneta — 6onbLION Yyeper, OTHOCUTENBHO
KOPOTKME KOHeYHoCTU (puc. 127). 'eHeTuyeckon ocHoBown 3abore-
BaHUA aABnsTCA MyTauum B reHe PDS (HSA7q31), koTopbln Kogu-
pyeT neHApuH — PepMeHT, NPUCYTCTBYIOLLNIA B YNIUTKE BHYTPEHHErO
yxa, WMTOBUOHOM Xerese 1 noykax.

* URL: http://jmg.bmj.com/content/39/5/359/F1.large.jpg

215



Puc. 127. Cnngpom lMNMeHapeaa. desouke 6 net. nuHa tena 92 cm
(cooTBeTCTBYET 3-NeTHEMY BO3pacTy)"

CuHdpom Puuyapdca-PaHdns — ayTOCOMHO-peLeccnBHoe 3abo-
neBaHue, NPosIBNSAIOLLLEECH B aTakCuu, rMnoroHagn3aMe u HempoceH-
copHon rnyxoTe. Y 6onbHbIX passuBaeTcs rnybokoe crnaboymue,
nporpeccupytowie MbiwedHble atpodum, Habniogaetca runonna-
31 NOJSIOBbLIX Xefe3, Hegopa3BUTUE BTOPUYHLIX MOMOBLIX NMPU3Ha-
KOB, keToaungypus, nporpeccupyoLlas HenpoceHCopHas
TYrOyxoCTb C paHHero getcrea. MonekynsapHo-reHeTU4eCcKne OCHO-
Bbl 3TOro 3abofneBaHNsA OCTaATCA HEN3BECTHBLIMM.

* URL: http://www.medico.ru/medatlas/post/1115312770_01_168_1.jpg
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CuHOpom JKepeenna u JlaHee-HunbceHa — ayTOCOMHO-
peueccnBHoe 3aboneBaHue, KOTOpoe XapaKTepu3yeTcs BPOXKOEH-
HOW rMyXOTOM U HapyLLUeHNneM puUTMa cepaua — YOSIMHEHHbIM UHTEpP-
Banom QT, oTpaxatoLLero NpoLecchl 3NeKTPUYECKOro BO30yXaeHus
N BOCCTaAHOBIEHUSA cepaeyHon Mblwubl. YacTo y 60nbHbIX oTMeYa-
IOTCA MHOXECTBEHHbIE MOPOKN cepaua, UMeeTcss BbICOKUA PUCK
CUHKONE M BHe3arnHon cmepTu. KrnnHunvecknn nonmmopdunam, rnpo-
SABMNSAIOLWNACA B LUMPOKOM BapbUPOBaHUN TSHXKECTU NPOSIBIIEHUS On-
pegensaeTca  pasnuyHbiMM - MyTauusimm B reHe  KCNQ1
(HSA11q15.5), KoTOpbIK KOAMPYET OANH U3 BEerikoB KarnmeBbIX Ka-
HanoB..

CUHOPOM MHOXECMmEEHHbIX fieHmu20 (CUHOpoM reornapoda) —
ayTOCOMHO-IOMWHaHTHOe 3aboneBaHne, MUWHMMasbHblE AnarHo-
CTUYECKME MNPU3HAKM KOTOPOro: MHOXECTBEHHble NEeHTUro (nur-
MEHTHbIE NATHa pa3MmepoM 1-5 MM Bonee TeMHbIE, YEM BECHYLLIKN),
CTEHO3 NIero4HON apTepumn, yMepeHHbIN runepTenopmusm, aHomManum
reHuTanuin, rnyxota (puc. 128). 3TMoNorn4eckon NpUYNHON ABNA-
toTca myTaumm B reHe PTPN1 (HSA12924.1), kogupytowem npoTe-
NH-TUPO3UH-GbocdaTasdy HepeuenTopHoro Tuna 1.

Puc. 128. CUHOPOM MHOXECTBEHHbIX NEHTUrO”

* URL:
http://www.gfmer.ch/genetic_diseases v2/gendis_detail_list.php?offset=15&cat3=177
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CuHOpom BaapdeHbypea — HacnegcTBeHHoe 3aboneBaHue,
nMetoLLee criegytouime npusHaku: TenekaHTt (natepanbHoe cMmelLle-
HWe BHYTPEHHero yrna rnasa), retepoxpomMust pagy>Hom 000noYKy,
cefas npsagab Hago nbom n BpoxaeHHas rnyxota (puc. 129). Myxo-
Ta Bbl3BaHa HapyLUEHUAMU CnupanbHOro (KopTuesa) opraHa c aT-
POPUYECKUMUN N3MEHEHUAMN B CMMHANBLHOM Y3fie U CIyXOBOM
HepBe. JleyeHne rnyxoTbl MpU 3TOM CUHAOPOME Hed(PdPeKTUBHO.
CuHagpom BaapgeHbypra tunos 1 v 3 Bbi3BaH AOMUHAHTHLIMU MY-
Taunamn B reHe PAX3 (HSA2q35), koTopbln KogupyeT TpaHCKpun-
LMOHHbIN pakTop cemeuncTBa PAX. [leHeTpaHTHOCTb 3TUX MyTaLuK
HenosiHag, 9KCNpPecCUBHOCTb Bapbupyer.

Puc. 129. CuHgpom BaapaeHGypra’

11.6. 'eHemu4ecku o6ycroesieHHble ¢opMbI OemckKou
csienomsi u craboesudeHus

Cnenota n cnaboBuaeHue HabnwagakTcs MNpu  CuHOpomax
MapagbaHa (pa3g. 9.3), Anbriopma, Kpy3oHa, Ywepa (pa3g. 11.5), o
KOTOPbIX peyb Luna BbILLE.

CuHdpom Puzepa (OTKpbLITOYrosfibHasi FOBEHWUNbHAaA rnaykoma) —
ayTOCOMHO-AOMUHaHTHOE 3aboreBaHMe, KOTOpoe MpOSIBMSIETCA B
MOBbLILEHNM BHYTPUINA3HOro [OaBrfieHUsi, Pas3BUTUN  OMTUYECKOM
Herponatum C nocnegyowen atpodmen rosioBKN 3pUTENBHOIo
HepBa M BO3HWKHOBEHMEM OedeKToB nosns 3peHus. [na G0onbHbIX
XapakTepHa wenesngHasa gecopmaums 3padka, IKTonus xpycranu-
Ka, konoboma cocyamcton obosiovKkM rnasa, TenekaHT, aHoManuu

* URL: http://emedicine.medscape.com/article/950277-overview
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3yboB (puc. 130). BTmMonormyeckon MPUYNHON 3TOrO0 reHeTUYEeCKn
reTeporeHHoro 3abonesaHusi MoryT ObITb MyTauuu B reHax PITX2
(HSA4925-g26), FOXC1 (HSA6p25) n geneuna panoHa HSA13q24.

V

Puc. 130. Cnugpom Purepa: A — MUKPOOOHTUSA U TMNOLAOHTUS;
b — weneBunaHbIN 3payvok n atpodumst pagyxHom 060N04KM NpaBoro rnasa;
B — cmeLueHne 3payka ¢ atpodmen pagykHon 060noYKkn NeBoro rnasa;
[" — 3agHUIN SMBPUNOTKCOH NpaBoro rnasa; [l — 3agHunin SMOPMOTOKCOH NEBOro rnasa;
E — nepudepuyeckas npegHAs CUHEXMUs NpaBoro rnasa’

* URL: http://www.casesjournal.com/content/1/1/299
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CuHOpom Anbcmpema XapakTepusyeTcsi MUrMeHTHOW AereHe-
paumen cetyaTku, OXXMpeHMeM, caxapHbiM guabeTom, aunaTalmoH-
HOM Kapauomuonatuen, HedponaTMen wn NporpeccupytoLLen
HenpoceHcopHoun rnyxoTtoun (puc. 131). [leTn npu poxXoeHun nmeroT
HOpMarsibHY0 Maccy Tena, HO K KOHLY NepBOro roga »XM3Hu nosiBng-
eTca oXupeHue. Y OOnbHbIX pasBMBaeTCs HUcTarMm (gpoxaHue
rnasHblx s16nok), nporpeccupyet AMNCTpona HEMPOINUTENUS C aT-
podomen N NUrMeHTHOM MHUIbTPaUMEN BHYTPEHHUX MNacToB CeT-
yaTkn. K cemum rogam 4yacto npoucxoauT MofHasi noTeps 3peHus.
[ns 3aboneBaHnst xapakTepeH KIIMHUYECKUMA NoMMopdn3m, KoTo-
pbin Habnogaetca paxe y cumbecoB. MyTtauum B reHe ALMST
(HSA2p13), npoayKT KOTOPOro noka He oxapakTepusoBaH, SBMSOT-
cH NpUYNHOKN 3Toro 3aboneBaHus.

Puc. 131. CuHgpom AnbcTpema’

CuHOpom JleHuya — cuenneHHoe ¢ NosioM peleccuBHoe 3abo-
feBaHue, KOTopoe MpOosABNSETCA B HapyLeHMM pasBuTUA rrasa
(MuKkpodTanbMmMss UM aHoTanbMmna), CBA3AHHbLIX CO CHWKEHUEM
OCTPOTbI 3peHust unn cnenoton. [na 3aboneBaHna Takke Xapak-
TEpPHbl aHOManun pa3suTus ywen, 3ybos, ckeneTa, BblgennTenbHOn
n nonoson cuctem (puc. 132). 3BecTHa nokanusaumsa reHa, myta-

* URL: http://jmg.bmj.com/content/42/2/e10.extract
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LUMs KOTOPOro MNpmMBOAMT K aTOMy 3abonesaHuo, B panloHe HSA
Xq27-928. Kpome cuHgpoma JleHua onmcaHo OKoso gecsatka goopm
N30fIMPOBAHHON M CUHOPOMHOW MUKpopTanbMnMnm C ayTOCOMHO-
OOMWHAHTHbLIM, ayTOCOMHO-PELECCMBHBIM N CLENNIEHHBIM C MOSIOM

HacneagoBsaHUeEM.

Puc. 132. Cnngpom JleHua: A — mukpodTanbmus,
B — 0QHOCTOPOHHMIA KpUNTOPXM3M; B — MukpoTna®

HacrnedcmeeHHble kamapakmbl — rpynna 3aboneBaHui, CBsi-
3aHHbIX C MOMYTHEHNEM XpycTanuka rrnasa v Bbi3blBaloLNX pasnmy-
Hble CTerneHu paccTpoicTsa 3peHus. OnncaHo 14 M30NMPOBaHHbIX
dopm aToro 3aboneBaHnss ¢ ayTOCOMHO-0OMUHAHTHBIM, ayTOCOMHO-

* URL: http://www.gfmer.ch/genetic_diseases_v2/gendis_detail_list.php?cat3=1883
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peueccnBHbiM 1 cueryieHHbiMm C noJjioMm TUunamm HacregoBaHUA.
Kpome TOro, Katapakta B Ka4deCctBe CMMIMTOMa MOXeT BXOOUTb BO
MHOrme HacsjiegcrtBeHHble natosyiorm4eCckme CoOCToAHUA.

CuHOpom Anepa (Anepma) — 3aboneBaHne C ayTOCOMHO-
OOMWHAHTHLIM TUMOM HacregoBaHUs, KOTOPOEe XapakTepusyeTcs
CUHOCTO30M (CpacTaHMeEM) BEHEYHbIX LWBOB, MNNOCKNUM Nb6oMm, rmnep-
TENopMU3MOM, aHTUMOHIONONAHbIM Pa3pe3oM rnas, NoCKUMKU rnas-
HbIMW BRaguvHamu, 3anaslen nNepeHocuuen, NosHbiM cpaweHneEM
lI-V nanbueB Kuctem Kn cTOMN, arpoduen 3puTeribHOro Hepsa
(puc. 133). bonbHble OTCTaOT B YMCTBEHHOM N OU3NYECKOM pa3Bu-
TMn. MonekynsapHo-reHeTU4eCckon ocCHOBOW 3aboneBaHus ABNAOTCA
aBe MyTaumm B 3k30He 7 reHa FGFR2 (HSA10qg26), koTopbin Kogu-
pyeT peuenTtop 2 dakTopoB pocTta dmbpobnacTos.

Puc. 133. CuHgpom Anepa’

* URL: http://www.examiner.com/special-education-in-los-angeles/apert-syndrome-
information-and-activities-for-early-childhood
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CuHOpom Mapwarnna — ayTOCOMHO-AOMWHAHTHoe 3abornesa-
HWe, XxapakTepuaylwieecs aucnnasven nuua (Hoc KypHocCbIn, cea-
nosugHom opmebl), rmnonnasmMen cpegHen 4actu nuua, Kotopas
cosfaet BrneyatneHue nuua Oynbgora (puc. 134), runepnnasuven
HagrnasHuyHom obnacTtu, aHomanusammn 3yboB (ageHTUen, rmnoLoH-
TMen, yasoeHnem 3y60oB, MUKPOAEHTUEN), aHOMANUsAMU a3 — Bpo-
XOEHHON BNN30PYKOCTLIO U ObICTPONPOrpeccupyroLen KaTapakTon.
Y 6onbHbIX HabngaeTca BpoOXAeHHaAd, 4acTo nporpeccupytoLlas
OLAHOCTOPOHHSASA UMK OBYCTOPOHHAS TYroyXoCTb, KOTOpas rno3xe He-
peako nepexoauTt B MOSIHYH FAYXOTY. JQTUOSMOrMYeckon NpUYnHON
3aboneBaHuna aBnstTca mytaumm B reHe COL11A1 (HSA1g21), ko-
TOpbIN kKoaupyeT a-1 uenb konnareHa Tuna Xl.

Puc. 134. CuHgpom Mapuanna®

CuHOpom [Jio3lHa — ayTOCOMHO-OOMUHAHTHOe 3aboneBaHue,
OJ151 KOTOPOro XapaKTepHbl OAHOCTOPOHHSAS criabocTb naTteparnbHON
NPAMON MbILWLbI rfa3a (YMEeHbLUEHME UM OTCYTCTBME CMOCOBHOCTM
rnasa K OTBeOEHMI0, OrpaHM4YeHo npmBedeHne n cnabasi KOHBep-
reHuusl, peTpakums rnasHoro ssiénoka npu nNpMBeAEHNN) C CYy)KEHNEM
rMasHou Wenn Bo BpeMs NpUBEOEHUS U paCLUMPEHNEM €€ BO BPEMS
oTBeaeHus (puc. 135). MHoraa y 6onbHbIX HabnogatTca aHoManmm
pasBuTna nuua, 3ybos, yLien.

* URL: http://www.gfmer.ch/genetic_diseases_v2/gendis_detail_list.php?cat3=703
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[na atoro 3aboneBaHust XxapakTepHa reHeTn4ecKasi reteporex-
HOCTb — cuHapoMsbl [toarHa | 1 |l TMnoB Bbi3BaHblI MyTaUMAMMN FOKY-
ca DURS1 (HSA8q13) u reHa CHN1 (HSA2q31), koTopbI KogupyeT
a-1 XuMepuH.

Puc. 135. CuHgpom [iosiHa®

* URL: http://femedicine.medscape.com/article/1198559-overview

224



HacrniedcmeeHHbIl OaribmoHU3M — reHeTn4eckn obycrnosrieH-
Hasg HeCnoCcobHOCTb pasnunyaTb OAUH UKW HECKONbKO LBeToB. [lon-
HOe OTCYTCTBME LIBETOBOIO 3pPEHNS — 4OCTAaTOYHO peaKoe siBNeHue.
Hanbonee yacto BcTpeyvaeTcs rnpoHamornusi — AeekT peuenTopos,
BOCMPUHUMAIOLLNX CBET B KpacHOM obnactn cnekrpa. 9T1o 3aborne-
BaHue Bbi3BaHO MyTauuamn B reHe OPNT1LW (HSA Xg28), koTopbin
KOOMPYET YyBCTBUTENbHbBIN K CBETY ANMMHHBLIX BOMH oncuH 1. Opyrue
MyTaLUMn TOrO Xe reHa NPUBOASAT K pa3BuTuto detimepaHoriuu — 3ab60o-
neBaHus, NPy KOTOPOM CMELLMBAOTCA KPaCHbI U 3eMeHbIn LiBETa.

KoHmpounbHbie eonpochkl u 3adaHusi

1. BbibepuTe npaBusibHbIN OTBET:

Auncnnasua coeguHUTENbHOM TKaHW Kak NpaBurio cBsidaHa ¢ gedektamu. ..

a) KonnareHa

0) rmukoreHa

B) remornobuHa

2. [1ns kaknx 3aboneBaHuin XxapakTepHbl O4HOBPEMEHHO HapyLUEHUS 3pe-
HWUs 1 cryxa?

3. EcTb nu cBA3b Mexagy crnaboymmeMm n KpUMMHambHbIM MoBeAeHneM?
Ecnu ecTb, Npu Kaknx 3abonesaHnAx?

4. CyLlecTBYIOT Nn reorpaduyeckme 3aKkOHOMEPHOCTU NpeapacnofnoXeH-
HOCTM K ankoronunsmy?

5. [Insa Kakmx CMHAPOMOB MOKa3aHo BIIUSIHNE FTEHOMHOIO UMMNPUHTUHIa?
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Naea 12. CoBpemMeHHble noaxoabl K fe4eHUuro
n npocdnnakTuke HacneacTBeHHbIX 3aboneBaHUmn

12.1. [lpuHyunslI 2eHOoMepanuu

JleveHve HacnencCTBeHHbIX 3aboneBaHU MOXET ObITb YETbIPEX
TUMNOB:

e CUMMTOMATUYECKOE — YCTPaHEHWE UK CMArYeHme CUMNTO-
MOB. NpuUMeHsieTCs npakTUYeckn Npu BCeX HacneacTBEHHbIX NaTo-
Nornsax, B HEKOTOPbLIX CrydasaX siBNAeTCS €4UHCTBEHHO BO3MOXHbIM;

e XUpypruyeckoe — ygarneHue, KOPpeKuust UM TpaHcniaHTa-
LA OpraHoOB U TKaHewW;

e naTtoreHeTuyeckoe — BpavyebHoe BMelLaTeNbLCTBO B nartore-
He3. [loHMMaHMe MONEeKyNAPHO-rTEHETUYECKNX OCHOB 3aboneBaHus
N ocobeHHOCTEN NPOTEKAHUS BUOXMMMYECKNX MPOLLECCOB NO3BOMSA-
€T BO MHOIMX Cnyyasix KOppekTupoBaTb pasBuUTUE naTonorum Ha
ypoBHe depMeHTOB unu cybctpatoB, nMbo 3amewatb HegocTato-
LLKMX B6enKkoBbIA NPOOYKT;

e 3TUOMOrMYECKOe — yCTpaHeHne nNpuynHbl 3abonesaHns. Bos-
MOXXHO MpPW MOMOLLUY FEHHOW Tepanuu, KoTopasi 3akniyaeTcsa B 3a-
MeHe MyTaHTHoro yyactka JHK Ha HopmaribHbIN.

[[eHHaa Tepanus (reHoTepanusl) — COBMECTHOE MNPUMEHEHME
METOOO0B FEHHOW WHXEHEepuUM U MeaULMHCKMX MOAXOAOB C LESbHo
BHECEHUNSA U3MEHEHUIN B TEHOM COMAaTMYECKNX KNETOK YyenoBeka As
neveHunsn sabonesaHun. MeToabl reHHOW Tepanun NOSIBUIUCL B pe-
3ynbTate pa3BUTUA TEXHUKN pekoMbunHaHTHon [HK (pasg. 7.2—7.6).
LLinpokoe npumeHeHne reHoTepannun B KIUHUYECKOW MNpakTuUKe Ha-
yanocb B 1993 r., korga ObINoO NPoBeAEHO fnevYeHne NauneHTOB,
cTpagarwLlmnx TKenblM KOMOMHUPOBAHHLIM UMMYHO4EULNTHBLIM
cungpomom (SCID). Y 6GonbHbIX geten u3sneknu T-numdouunThbl,
TpaHcdopMMpoBanNuM pPeTPoOBUPYCHbIM BEKTOPOM, BBeAS HOpMarib-
HbI reH afeHo3MHAEe3aMNHa3bl U BEPHYIM KNETKN B OpraHuam. Ta-
Kyt0o npoueaypy Obino HeobxoauMMo MNOBTOPATb Kaxable 4eTbipe
roga. bonee apdekTMBHON OKasanacb aHanornyHasi TpaHcgopma-
LMsS CTBOSIOBbIX KITETOK KOCTHOro mo3sra. [losgHee Obinu ony6nmko-
BaHbl [daHHble O MOSIHOM WU3fieYeHnn 8-rieTHero Marnbuyuka,
cTpagarwowero atum 3abonesaHneM. B HacTosiee BpemMda 0OKoso
yeTBepTn ageten, crpagawowmx SCID, neyat npu nomowm reHoTte-
panuu.
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Ons nedyeHna mykoBucuenosa (pasg. 9.3) HENOBPEXOEHHYHO
konuio reHa CFTR, BKMOYEHHYIO B aleHOBUPYCHbIN BEKTOP WA Jn-
nocomy, BBOOSAT B (popme adpo30nd B AblXxaTernbHble NyTN 6OSbLHOrO.

BeeneHne HopmarnbHoOM nocnegosartenibHOCTU reHa DMD nipm
NOMOLLN aeHOBMPYCHOIo BEKTOPA B MbllLE€YHble BOSIOKHA BOMNbHbIX
mMuogucTpodmen [ioweHHa (pasg. 11.4) no3sonsieT oobutbesa Bpe-
MEHHOro TepaneBTn4eckoro adgekra.

B HacTosiwee Bpema okono 400 npoekToB No reHoTepanun Ha-
XOOATCS Ha pa3sHbIX CTagusaX KITMHUYECKUX UCTIbITaHWNA.

cnonb3yloT ABa OCHOBHbLIX NMoAxo4a, pasnuyarolmecs npupo-
[ON KNETOK-MULLIEHEN:

e (peTanbHasa reHoTepanus, T. €. BBeaeHue OHK B 3uroty vnm
9MOpUOH Ha paHHen cTaguwn pas3suTus. B cnyyae ycnexa BBeaeH-
Has nocriegoBaTesNibHOCTb MornagaeT BO BCe KIETKUM peunnueHTa,
BKItOYas nosioBble, YTO obecnevmBaeT nepegadvy crnegyrolemy no-
KOJTEHUIO;

e CcoMaTuyeckas reHoTepanus, Npu KOTOPOWN reHeTU4eCKUn ma-
Tepuarn BBOAAT TOSIbKO B COMaTUYECKNE KITETKN.

CTtaHpapTHasi cxema KoppeKkuuu HacneacTBeHHOro gedekra
npyv MNOMOLUM reHoTeparnum HayMHaeTCA C CO3[aHus 3Kcrnpeccu-
PYIOLWENCH reHeTUYEeCKON KOHCTPYKLMN, cogepXKallen KognpyoLLyro
N PeErynaTopHyro Yactu reHa. 3atem pelwlaetca npobriema BeKTopa,
obecneumBatoLLero 3 MEKTUBHYIO, a MO BO3MOXHOCTU U adpEeCHYI0
OOCTaBKy reHa B KNeTKU-MueHn. 3atemM NpoBoaUTCS TpaHCceKUns
(MepeHoc NOofy4eHHOM KOHCTPYKUMWN) B KIETKU-MULLEHWU, OLEHMBA-
eTca 9(PPEKTUBHOCTb TpaHCHEKUNN, CTerneHb KOppernpyemMocTu
NepBUYHOrO BUOXMMMYECKOro AedyekTa B YCIOBUSX KIETOYHbIX
KynbTyp (in vitro) n, 4T0 0COBEHHO BaXHO, iN ViVO Ha XWBOTHbIX —
Buonormnyecknx mogenax. ToNbKo Nocne 3Toro Nepexoadr K KImHu-
YECKMM UCTMbITaHUSAM.

B neyeHuMn OHKONOMMYECKMX N HEKOTOPLIX APYrnx 3abonesaHnm
bonblune Hagexabl Bo3faraloT Ha MCNOoSib30BaHWE Marion UHTep-
depupytowen PHK (pasa. 6.1), koTopad MOXeT NogaBndaTb CUHTE3
onpegeneHHbiX 6enkoB N NPUBOANTL COOTBETCTBYIOLLYIO MOJSIEKYSTY
MPHK k gerpagaunmn.
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12.2. MedQuKo-2eHemu4ecKoe KOHCYJibmupoeaHue

[MpUHATO BbIAENATL TPU BMaa NPOodMNaKTUKN HacneaCcTBEHHON
naTosIornun:

e nepBuyHast npodunakTuka — npegynpexageHne 3advatug
B6onbHOro pedeHka. [Mpn aTOM yyuTbIBaeTCA BO3pacT maTepu, rete-
PO3UrOTHOE HOCUTENBbCTBO PELIECCUBHbBIX MAaTONOMMn, KPOBHOCTb
bpaka;

e BTOPUYHAasA nNpodunakTnuka — pekoMmeHaaumust No npepbIBaHMIo
6epeMeHHOCTM B criydae OMarHOCTUPOBAHHOW MpeHaTasribHO naTto-
0rMK UM NPU BbICOKOM PUCKE NOABNEHUSI HacneacTBeHHOro 3abo-
neBaHus y nNnoaa;

e TpeTMyHasa npodmnakTMka — KOPpPEeKuusi HacneaCcTBEHHbIX
NaToONoOrnM4yecKkmUx COCTOAHUM Ha YpoBHE (peHoTMNa.

B 3agayun Meamnko-reHeTUYeCcKMX KOHCYNbTaumim BXoAUT AnarHo-
CTUKa HacneacTBeHHbIX 3aboneBaHun, onpeaeneHne reHeTn4ecko-
ro pucka poxgeHust OonbHoro pebeHka, KOHCYNbTUPOBaHWUE
CeMEeNHbIX nap nNo Bornpocam NpPoduUnakTUKN U NeYeHnst HacneacT-
BEHHbIX 3aboneBaHuin. OCHOBLI TabopaToOpHOW ANArHOCTUKM U pac-
yeTa reHeTU4ecKkoro pucka msnoxexol B rn. 10.

OcHoBaHus Ansa HanpaBneHUs CEMEWHbIX nap B MeOUKO-
reHEeTMYECKYH KOHCYNbTaLMIO;

e YCTaHOBMNEHHast UNU nogo3peBaemasi NaTtonorns B CeMbe
(OaHHble npoceuvBatollen nabopaTopHON AMArHOCTUKW, POXOEHUe
pebeHKa C HacneacTBEHHOW naTonorven, 3agepxka douandeckoro
pasBUTUS UM YMCTBEHHasi oTcTanocTtb y pebeHka, MOBTOPHbLIE
CMOHTaHHble abopThbl, BbIKMAbILW, MEPTBOPOXKAEHUS);

e BO3pacT maTepu ctapwe 35 ner;

e KPOBHOPOACTBEHHbIE DpaKy;

e BO3OENCTBME TepaToOreHoB (BeWeCTB, Bbl3blBalOLLMX BPOX-
OEHHble aHoOManuu) B NnepBoM TpuMecTpe bepeMeHHOCTH;

e Hebnaronony4yHoe npoTekaHne 6epeMeHHOCTH.

[axe npu OTCYTCTBMM NPUBEOEHHbBIX Bbllle MOKasaHWi MOJIo-
ObIM  cynpyraMm  pekoMeHayeTca  obpatutbCs B MeOuKo-
reHEeTMYECKYH KOHCYNbTaLMIo Npu NiiaHNpoOBaHUM OETOPOXKOEHUS.
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B wrate mMeauko-reHeTU4eCKOM KOHCYMbTauun OOSMKHbl ObITb
cneumnanuctbl — Bpay-reHeTuK, LUUTOreHEeTUK U reHeTUK-ONOXMMUK.
[na coctaBneHna 3akniyeHna UCNOonb3yT criedyoume MeToabl:
KITMHUKO-TeHearormyecknn,  LUUMTOreHeTUYeCKUn,  MOJSIEKYNAPHO-
reHeTUYeCKNn n Hecneumduyeckne metoabl nabopartopHon Auar-
HOCTMKN B 3aBMCUMOCTU OT XapakTepa HacrnegCTBEHHOW NaTONornu.
Ha ocHoBe 3aknoyeHnsa Bpad-reHeTuK npoBoaunt cobecegoBaHue C
cyrnpyramm, B KOTOPOM UHAOPMUPYET MX O BO3MOXHbIX MOCIeAcT-
BUAX 6EPEMEHHOCTU N JaeT pekoMeHaauuun.

KoHmpounbHbie eonpockl u 3adaHusi

1. Kakne noaxoabl NPUMEHSIIOTCS K NEYEeHUN0 NpakTU4YecKn BCeX Hacnea-
CTBEHHbIX 3aboneBaHnn?

2. Bxogut nun TpetudHas npodunakTuka HacnencTBEHHbIX 3aboneBaHnm
B cdhepy AeATEeNbHOCTU MeANKO-TeHETUYECKMX KOHCY TbTalunn?

3. EcTb nu HeobxoaMMOCTb MpakTMYeCKU 3O0pOBbIM  MOOOOXEHaM
cTtaple 35 net obpallatbCa B MeANKO-TEHETUYECKYH KOHCYNbTauuo?
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NpeamMeTHbIN yKa3saTenb

30 HM pubpunna — 5.3

BLAST - 8.4

C-6eHanHr — 5.4

G-6eHauHr — 5.4

Mapviewer — 8.4

N-6enauHr — 5.4

Pubmed — 8.4

QTL-9.3

Q-6eHanHr — 5.4

R-6eHauHr — 5.4

B-tanaccemuns — 9.3

Abeppaumn xpomocom — 5.9
AKpoueHTpuku — 5.1

Ananuna — 11.1

AnkantoHypua — 9.3

Annenb — 2.1

AnbTepHaTUBHbIN CnNancuHr — 6.4
AmMnnndcpukaumsa 5.9

AHadaza — 5.2

AHpgporeHuTarnbHbI cMHapom — 9.3
AHeynnounaunsa — 5.8

AHTUKOOOH — 6.5
AyTOCOMHO-OOMWHAHTHbLIW TUN HacnegosaHusa — 2.4
AyTocomHoe cuenneHnue — 2.7
AyTOCOMHO-peLLeCCUBHbLIN TUN HacnegosaHnsa — 2.4
AyTOCOMHBIW, OrpaHNYeHHbIN MONOM TUMN HacnegosaHnda — 2.4
Axogponnasua — 11.4

AueHTpuyecknn pparmeHT — 5.9
BuonHdopmaTtuka — 7.8
Brnot-rubpugmnsauma no CaysepHy — 7.3
bonesHb 'Mpke — 9.3

bones3Hb lNowe — 9.3

bone3Hb KoHoBarnosa-BunecoHa — 9.3
bone3Hb HumaHHa-lNuka — 9.3
BepbanbHas gucnpakema — 11.1

BosBpaTtHoe ckpelumBaHme — 2.1
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[[anaktozemua — 9.3

lameTa — 5.2

[[annongHoe 4Yncrio XpoMocom — 5.2
[emunsurora — 2.1

femornobuHonatnm — 9.3
['eHeanorn4yeckoe gpeso — 2.3
[eHepaTuBHbIE (NOMOBbIE) KNEeTkn — 5.2
['eHeTnyeckasa reTeporeHHocTb — 9.3
['eHeTn4yecknn rpys — rm. 3

['eHeTn4yecknn puck — 10.2

['eHHasa koHBepcus — 6.8

[‘eHHble bonesHn — 9.3

[[eHOMuKKa — 7.1

[eHomMHas 6a3a gaHHbIX — 8.4

[[eHOMHble BubnunoTtekn — 7.4

[[€HOMHbIN PUHTEPNPUHTUHT — 7.7
['eHOoTepanua — 12.1

['eHbl-kaHangaTbl 9.3

'eTeposurota — 2.1

['eTepo3nrotHoe HocuTenobcTeo — 10.2
['eTepoxpomMaTuH — 5.4

[Mbpungmsaums in situ — 5.5

Mbpransaunsa HyKNeMHOBbIX KUCIOT — 7.3
'Mbpuabl — 2.1

[Mpasa — 6.2

[MCTOHBbI — 5.3

[[Na30-KoXHbI anbbuMHU3M nepsoro Tuna — 9.3
[[onaHgpuyeckun TMn HacnegosaHua — 2.4
'omounctnHypua — 11.2

[pnaompoBaHHbIE reHOMHble Bubnunotekn — 7.4
['pynna cuenneHus — 2.7

HewnteparHonun — 11.6

Heneuns — 5.9

HeduweHcn — 5.9

[narHocTrka XpOMOCOMHBbIX 6bonesHen — 10.1
[AuvreHHble pas3nuuma — 2.5

AnrnbpugHoe ckpelwmaHne — 2.5

[AvnrnongHoe Yyncno XxpomMmocom — 5.2
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Ouncnekcmna — 11.1

AvcnepcHble noBTopbl — 8.1

Auncnnasuna coeanHutenoHon Tkaum (OCT) — 11.4
AuvcTtpodusa doweHHa — 11.4
AndpepeHymansHoe okpawmBaHue — 5.4
AuvueHTpuyeckaa xpomocoma — 5.9

AnvHHble nHTepcnepcHble nosTopbl (LINE) — 8.1
AHK — 6.1

AHK-nonnmepasa — 6.2

JJoMuUHaHTHbIM annenb — 2.1
HoT-6noTt-rmbpmngmnsaumnsa — 7.3

Hpend reHoB —rn. 3

Aynnukaumsa — 5.9

3akoH Xapau-BanHbepra —rn. 3

N3oxopbl — 8.2

N3oxpomocoma — 5.9

NHBepcusa — 5.9

NHBepTMpoBaHHbIM nosTop — 8.1
NHomBngyanbHaa tepanunsa — 9.3

NHcepuma — 5.9

NHTepdraza — 5.2

NHTpOH — 6.4

NckyccTBeHHble XpomocoMbl bakTepuint (BAC) — 7.4
NcKkyccTBEHHbIE XPOMOCOMBI ApoXoken (yacs) — 7.4
NckyccTBeHHble xpomocoMmbl dpara P1 (PAC) — 7.4
NcTnHHaa mukpouedanua — 11.2

KnoHupoBaHue HyKIenHOBbIX KUCNOT — 7.2
KnoHbl — 7.2

KogomuHmnpoBaHue — 2.2

KonxuymH — 5.2

Konbuesasa xpomocoma — 5.9

KomnnemenTtapHasa OHK (kgHK) — 7.2
KomnnemeHTapHoCTb — 2.6

KomnnemeHTapHOCTbL OCHOBaHUn — 6.1
KoHKopaaHTHOCTL — 1. 4

KoHconuaunpoBaHHble NOBTOPbLI — 8.1

KoHtur — 7.7

Konaparnor — 8.3
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KopoTkne nHtepcnepcHsle nostopbl (SINE) — 8.1
Kocmugbl — 7.4

KpnmuHaneHoe nosegeHne — 11.3
KpoccoBepHble rameTtbl — 2.7

KymynatuBHasa nonumepus — 2.6

KanuposaHue — 6.4

JNlvrasza — 6.2

Manas nHtepdepupyrowad PHK — 6.1

Manas sgepHas PHK — 6.1
Mepauko-reHeTu4yeckoe KOHCynbTupoBaHue — 12.2
MexannenbHaga KoMnNnMMeHTaumsa — 2.2

Meinos — 5.2

MeTtadraza — 5.2

MeTtadrasHbln aHanms3 — 5.2

MeTaueHTpukn — 5.1

MeTog apoboBuka — 7.7

Mwukpocatennurtsl — 8.1

MwukpoTtua — 11.5

MwukpouuToreHeTnyeckue cnHgpomsl — 10.1
MwuHucatennutel — 8.1

MwoToHun4yeckaa guctpogpuma — 11.4
MwucceHc-myTaumnsa — 6.10

MwuTto3 — 5.2

MuToxoHgpuanbHbIWM TUMN HacnegosaHusa — 2.4
MwuTtoxoHgpum — 5.1

MobunbHble reHeTudeckmne anemeHnTbl (MIMA) — 6.9
Mozaunuynam — 5.8

MonekynspHoe MmapkupoBaHue — 9.3
MoHornbpuagHoe ckpewmaHume — 2.1
MoHoHykneoTugHble nonmmopdHble cantbl (SNP) — 9.3
MoHocomua — 5.8

Mykosucumaos — 9.3

Mykononucaxapugosbl — 9.3

MyTauum — 5.8

HacnepncreeHHaa natonorusa — 9.1
HacnencreeHHble kKaTapaktbl — 11.6
HacnepncrtBeHHbI ganbToHN3M — 11.6

HacnencreeHHbIn cdepoumtos — 9.3
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HekymyndatnsHasa nonumepus — 2.6
HenepeHocumocTb naktosbl — 9.3
HenonHoe goMunHmnpoBaHune — 2.2
HecoBepLueHHbIn octeoreHes (HO) — 11.4
Ho3sepH 6noT-rubpmngnsauma — 7.3
HoHceHc-koaoH — 6.5

HoHceHc-myTaumnsa — 6.10

HykneuHoBble KUCNOTbI — 6.1
HykneoHema — 5.3

Hykneocomsbl — 5.3

Hykneotngbl — 6.1

O6T1ypaumoHHasa rmgpouedanma — 11.2
OpHosruoBble (MOHO3UIOTHbIE) Brin3HeLbl — . 4
OoreHes — 5.2

OpTtonorua — 8.3

Mapanorusa — 8.3

[MapanoroH — 8.3

[MapaueHTpuyeckasa nHeepcmsa — 5.9
[MaToreHeTn4eckoe neveHne — 12.1
MaTonorus — 9.1

[MeHeTpaHTHOCTbL — 2.1
[MepuueHTpuyeckas nHeepcus — 5.9
[MurmeHTHaa kcepoaepma — 6.6
[MnenoTtponua — 2.6

Moparpa — 9.3

[Mo3numMoHHOE KIoHMpoBaHue — 9.4
[MonureHHble pasnuuna — 2.5
MonurnbpuaHoe ckpelwmsaHue — 2.5
[MonumepasHaga uenHaa peakumsa (MUP) - 7.5
Monumepus — 2.6

[Monuosynauuna —rn. 4

MNonunnongna — 5.8

[Mpasuno HYapragpda — 6.1

Mpenen Xendnuka — 5.6
[MpenpacnonoXxeHHOCTb K ankoronnamy — 11.3
[MpeHaTanbHasa guarHoctuka — 10.1
MpobaHg Cubcebl nonycnbebl — 2.3

[MporpeaneHTHoe TeveHne bonesHn — 9.1
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[MpomoTop — 6.3

[MpoHaTonus — 11.6

[MpoTeomunka — 7.1

[Mpodhasza — 5.2

MpoueccuHr PHK — 6.4

[Mpamasa penapauyma — 6.6

NceBporeHbl — 8.1

PasHosnuoBble (OM3nrotHble) bnunsHeubl — rn. 4
PaHHun petckmunn aytmam — 11.3
Pesepcuna — 6.10

PeaykunoHHoe geneHune — 5.2
PekombuHaymoHHoe — 2.7
Pekombunauyma — 6.7

Penapauna JHK — 6.6
PennukaunoHHaga sunka — 6.2
Pennukaumnsa OHK — 6.2
PeTpoTpaHCno30HbI ¢ ANWHHLIMK KOHUEeBbIMU noBTopamu (LTR) — 8.1
PeueccuBHbI annenb — 2.1
PeuunpokHas TpaHcnokaums — 5.9
PeuunpokHble ckpewmBaHus — 2.7
PewerTka NeHHeTa — 2.5

Pub6ocomHas PHK — 6.1

PuHonanusa — 11.1

PHK - 6.1

PHK-nHTEepdepeHumna — 6.1
PHK-nonuvepasa — 6.3
PobepTcoHoBckada TpaHcnokauus — 5.9
PT-MUP -7.5

PyTnHHasa okpacka — 5.4

CanneHcep — 6.3

CaHTumopraH — 2.7

Catennutbl — 8.1
CBepxaoMnHmnpoBaHune — 2.2

Cosur pamkm cumtbiBaHna — 6.10
CekBeHupoBaHune HK — 7.6
CepnoBuaHokneTo4yHas aHemust — 9.3
CecTpuHCcKMe xpomatngHble obmeHbl — 5.2

CecTpuHckne xpomatungbl — 5.1
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CumnTomaTtunyeckoe neyeHune — 12.1
Cungpom Anbnopta — 11.5

Cungpom AnbcTtpema — 11.6

CuHgpom AHrenbmaHa — 11.2

Cungpom Anepa —11.6

Cungpom BaapaeHbypra — 11.5

CuHgpom BapkaHu — 5.8

CuHapom BunbcoHa — 11.2

CuHapom Bonbda-XupwxopHa — 5.9
Cungpom [layHa — 5.8

Cungpom gedovumnTta BHUMaHuA v runepaktmsHoctu (COABIN) — 11.3
CuHAapom AononHUTENbHOM Y-XPOMOCOMbI — 5.8
Cungpom [ioanHa — 11.6

CuHgpowm XKepsenna u JlaHre — 11.5
CuHapom KnanHdenbtepa — 5.8
CuHagpom KopHenuu ge Jlanre — 11.2
CuHOpOM KoLayvbero Kpuka (cnHgpom JlexxeHa) — 5.9
Cungpom KpysoHa — 11.5

CuHgpowm JleHua — 11.6

CuHgpowm Jlewa-HuxeHa — 9.3

CUHOPOM NOMKOW X-XpOMOCOMbI — 5.9
CuHgpom MapTtuHa-benn — 5.9

CuHgpom MapdaHa — 9.3

CuHgpom Mapwanna — 11.6

CUHOPOM MHOXECTBEHHbIX NeHTuro — 11.5
Cungpowm lMatay — 5.8

CuHgpowm lNMenapena — 11.5

CuHapowm lNMpagepa-Bunnmn — 11.2
Cungpom Purepa — 11.6

CuHgpom Puuapgca-Pangns — 11.5
Cungpom PybuHwTenHa-Tenbn — 11.2
CuHgpom CaHdomnunno — 9.3

CuHgpom Cmuta-Marenuca — 11.2
CuHgpowm CoTtoca — 11.2

CuHgpowm Tpudepa-KonnuHza — 11.5
CuHAOpPOM TPOMHOM X-XpOMOCOMbI 5.8
CuHagpowm Ywepa — 11.5

CuHgpom XaHTepa — 9.3
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Cungpom Xyprniepa — 9.3

CuHagpowm LWepelesckoro-TépHepa — 5.8
CuHgpom 3aBapaca — 5.8

CuHgpom Onepca-AdaHnoca — 11.4
CuctemHaga 6uonorusa — 7.8
ComaTtunyeckme KnetTkm — 5.2
CnepmartoreHes — 5.2

CnnancuHr — 6.4

CpaBHutenbHasa reHomHasa rubpuansaums (CGH) — 5.5
CybknoHupoBaHue — 7.7
CybmeTtaueHTpukun — 5.1

Cynpeccus — 2.6

CynpeccopHas mytaumsa — 6.10
CuenneHHoe ¢ NornomMm JoOMMUHaHTHoe — 2.4
CuenneHHoec Nonom peLieccnBHoe HacnegosaHne — 2.4
TaHgemMHbIn nosTop — 8.1

T-6eHanHr — 5.4

Tenomepa — 5.1

Tenomepasa — 5.6

TenomepHble NOBTOPLI — 5.6

Tenogasa — 5.2

Tenbue bappa — 10.1

TecTukyndapHas pemuHmnsaunsa — 9.3
Tonounsomepasa — 6.3

ToukoBasa myTtaunsa — 6.10

TpaH3uumnsa — 6.10

TpaHceepcus —6.10

TpaHckpunTomMuka — 7.1
TpaHCKpUNUMOHHBIN doakTop — 6.3
TpaHckpunuma — 6.3

TpaHcnokauusa — 5.9

TpaHcnauma — 6.5

TpaHcno30Hbl — 6.9

TpaHcnopTHaa PHK — 6.1

Tpunnongna — 5.8

Tpucomma — 5.8

Tyb6eposHblt ckneposd — 11.2

YMcTBEeHHaqa oTcTtanocTtb — 12.2
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YHukanbHble nocriegoBartenbHoctn AHK — 8.1
deHunketoHypma — 9.3
dunbpoancnnasmsa — 9.3
dunagenbguinckas xpomocoma — 5.9
®parnnbHbIi cant — 5.9

®parmeHT Okasaku — 6.2

Xenukasa — 6.2

Xumepusm — 7.4

XpomaTtnga — 5.1

XpomaTuH — 5.3

Xpomomepbl — 5.3

XpomoHema — 5.3

XPOMOCOMHbIN NEUHTUHT — 5.5
XpoMOoCOoMbI — 5.1

XpoHuyecknn mnenobnacTtHbeln nenkos (XMJT) — 5.9
XpoHun4yeckoe TeveHue bonesHn 9.1
LleHTpomepa — 5.1

LleHTpomepHbIN nHaekc — 5.1
LUnsoppeHna — 11.3

JKBayMoHHOe aerneHne — 5.2

OK30H — 6.4

OKCNPEeCcCnBHOCTb — 2.1

JQKCuM3noHHas penapauust — 6.6
OHxaHcep — 6.3

onucrtas — 2.6

JTmonormnyeckoe nevyeHve — 12.1
QyxpomaTtuH — 5.4

A dekT ByThINOYHOro ropsbiwika — rm. 3
Apnpo — 5.1

Appbiwko — 5.1
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Lns 3amemok
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YuebHoe uzdaHue

Anekceli AnekcaHopoeu4 Ca3aHoe

OCHOBbI TEHETUKWA

YuebHoe nocobue

Pepaktop T. . Saxaposea
TexHnyeckun pegaktop H. B. YepHbiwesa
OpurnHan-makeT H. B. YepHbiwesol

MognucaHo B nevatb 07.11.11 ®opmat 60x84 1/16.
Bymara ogpcetHas. MapHutypa Arial. Neyatb odpceTHas.
Ycn. ney. n. 15. Tupax 500 ak3. 3akas Ne 712

INeHnHrpagckum rocygapcTBeHHbIn yHUBepcuteT umeHn A.C. MNMywkuHa
196605, CaHkT-leTepbypr, MNywknH, MNeTepbyprckoe wocce, 10

PTM NIy 197136, Cankr-MNeTepOypr, Ykanosckun np., 25a
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