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ITPEANCAOBUE

I'eHeTnKa TpaAMIIMIOHHO CYMTaeTCd OAHMM M3 Hauboaee
CYII[eCTBEHHBIX KOMIIOHEHTOB OOIIe0M0A0IMIecKoil MOATOTOBKM
CTyaeHTOB-Tledaroros. Hapsigy ¢ Teopueir ®BoAonuM 1 9KOAOTHU-
ell ®Ta AUCIIUIIAMHA POPMUPYET KOMIIAEKCHBI B3I A5 Ha SKUBYIO
npupody. IlpeameTrom reHeTUKU sABASIOTCS HaCA€ACTBEHHOCTDh U
M3MEHUVBOCTDh — Hanboee OOII[/e CBOVICTBA >KVMBBIX OPTaHM3MOB.
KoH1ennTyaabHbIl XapakTep TeHeTUKH II03BOAsET CYUTaTh ee TOU-
HOJ1 HayKOIl HapsAy C MaTeMaTUKOM, GpU3UKON U xumueitr. Takum
00pasoM, CBA3bIBas OMOAOIUIO C APYTUMU €CTeCTBeHHOHayUHBIMU
AVICLUMIIAMHAMU, TeHeTUKa AaeT BO3MOXKHOCTh (pOpMUpPOBATh Yy
CTyAEeHTOB Hay4yHOe MbllldeHne. OcBOeHMe AOTUKY TeHeTUIeCKOIo
aHa/AM3a COAEVICTBYeT Pa3BUTUIO MHTEAAeKTYaAbHOM AVICIIUIIAU-
Hbl. [IpuxkaagHoe 3HaueHMe TreHeTUKM CTPeMUTEABHO BO3pacTaer,
YTO HACTOSITeAbHO TpeOyeT KayeCTBeHHOTO ITOBBILIEHUs YPOBH:
reHeTYeCcKoro obOpasoBaHUs. byaydnm TeopeTmdyeckoil OCHOBOI
O6morexsHoaorny, OnodapMakoAOINM, MEAULIVHEL, >KMBOTHOBOA-
CTBa U PacTeHUEBOACTBA, IeHeT’Ka Bce OOAbllle BXOAUT B JKU3HD
COBpeMeHHOIo 4eaoBeka. ITpoOaempl OMODTUKM, CTBOAOBBIX DM-
OpMOHAABHBIX KAETOK, TeHeTHJecKu MOAMPUINPOBAHHBIX Opra-
HIU3MOB IIJMPOKO OOCY’KJaIOTCsI B OOIIeCTBe, IIpUYeM 4YacTo
BbICKa3blBaeMble MHEHISI CBUAETeAbCTBYIOT O sBHO HeAOCTaTOu-
HOJI TeHeTMYeCcKOIl IpaMOTHOCTM 3HauMTEeABHOTO 4lcAa y4acTHU-
KOB auckyccun. CoBpeMeHHBIe MeTOAbl CeAeKIIVI pacTeHMil U
JKIBOTHBIX Ha OCHOBE MOAEKYAsSPHO-TeHeTMYeCKIX MapKepoB,
CTaBIIlas OOLIEIIPUHATON B HEKOTOPBIX CTPaHaX FeHOMHasl OlleHKa
II1€MEeHHBIX KaueCcTB CeAbCKOXO3SIMICTBEHHBIX JKMBOTHBIX IIpM 04a-
TOIIPUATHBIX YCAOBMAX OyAyT BOCHPUHATEI 1 B HalleM OtedecTse.
PassuTtie mnpeHaTaAbHOM AMArHOCTUKM, MeAMKO-TeHeTUYeCKOIo
KOHCY/AbTUPOBaHUsI, MHANBUAYaAbHOV Tepaluy IipeAroAaraeT U
HEKOTOpOe IIOBBIIIIEHNe MeAUKO-OMOAOIMIeCKOl TI'PaMOTHOCTH
HaceAeHMsl, YTO Hepa3phIBHO CBA3aHO C YPOBHEM IIperoJaBaHIs
TeHeTUKM B CpeAHell IIKO/Ae 1 Ka4eCTBOM IIOATOTOBKI B 9TOI 00-
AaCTy yunTeAeli-eCTeCTBeHHIIKOB.



3HAKOMCTBO C KJAaCCUYECKUM Te€HeTMYEeCKUMM aHaAM30M U
KAaCCHUeCKUMU IIUTOTeHeTNYEeCKIMY MeTOAaMI TTO3BOAUT II0AY-
9UTh IAyOOKOe IpeAcTaBAeHNe O IpUpoJe HacAeACTBEHHOCTU U
IyTsIX ee M3ydeHNsA. BaaseHme ammapaToM MHOHATUI TeHOMMKH,
TPaHCKPUIITOMUKY, IIPOTEOMMKM ¥ CUCTEMHOI OMOAOTUM OT-
KpbIBaeT Ilepe/ yJalllVIMICS BO3MOXKHOCTb ITIOCTOSIHHO PacIIN-
pATh ¥ TIONOAHSTH CBOM OmMOJAOIMYecKye IIO3HaHMA KaK C
IIOMOIIIBIO CIIeIMaAbHON Hay4IHON AUTepaTyphl, TaK U U3 pecyp-
COB TeHOMHBIX 0a3 AaHHBIX, pa3MeIlleHHBIX B ceTu VIHTepHeT.

3HaHIe U3A0XKEHHBIX B yuUeOHOM IOCOOMU OCHOBHBIX METO-
AOB U TI0AXOA0B MOAEKY ASIPHOM LIMTOT€HEeTUKI, CPaBHUTEABHOI I
(pYHKIIMOHAABHOI TEHOMUKI MOKeT CTaTh OCHOBOII A5 IIPOOYK-
A€HUs VHTepeca K Hay4HO-JICCAE€A0BATEAbCKON AeATeAbHOCTU B
9TUX HamboAee CTPeMUTEABHO Pa3BMBAIOIINXCS B IIOCAeJHIE TO-
ABI HalIpaB/AeHVSIX OV0A0TMIECKOI HayKI.

Oco0oe BHIMaHNE B KHUTE yAeA€HO COCTaBAEHUIO U aHAAM-
3y POAOCAOBHBIX, IIOCKOABKY TeHealO0IMYecKuil MeTOJ AeXUT B
OCHOBe TeHeTMYEeCKOTO aHaAM3a y 4eA0BeKa U CAYXKUT KaK AAs TI0-
HIMaHUsI HacAeACTBEHHOI IPUPOABI MHOTUX 3a001eBaHNIi, TaK U
AAs1 TIPOTHO3MPOBAaHN TeHETYECKOTO pICKa.

ABTOp MCKpeHHe OaarogapeH AHHe /lbsoBHe Ca3aHOBOI],
OKaszaBlIleil OecIleHHYIO ITOMOIIb Ipy cOope MaTepuasda, COCTaB-
A€HUM MAAIOCTPAIIUI ¥ IOATOTOBKe PYKOIIMCHU K ITeJaTi.
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I'raea 1. IIpeameT, KpaTKast UICTOpUS
VI OCHOBHBbIE IT0A0>KeHVsI TeHe TUKI

I'eHeTnKa — 9TO KOMILAEKC HayK O CBOMICTBAxX >KMBBLIX OpTa-
HI3MOB IlepejaBaTh CBOM IIPU3HAK! B PsAY IIOKOAeHUI (Hacaea-
CTBEHHOCTb) U M3MEHSTh CBOM IIPM3HAKU B CUAY Pa3ANIHBIX
NpUYVH (M3MEHIMBOCTD).

YKasaHHBIe BBIIIIe CBOVICTBA >KMBBIX OPTaHM3MOB ITpMB/A€Ka-
AV BHUIMAaHMe AI0Jell B TedeHue TeicssueaeTnin. OgHaKO A0 OTKpPBI-
TSI 3aKOHOB MeHaeAs1 Bce OHU MMeAV YMO3PUTEAbHBIN XapaKTep.
OueBnaHbBIN PaKT HacAeAyeMOIO CXOACTBAa OcoOeil OAHOTO BUAQ,
poauTeAen U MOTOMKOB, OpaTheB U cecTep HaXOAMA MHOTAA MU-
¢oaormueckne mHTepnperanuy. Bo MHOrMX ckaskax purypupy-
IOT TMOPUABI ye10BeKa 17t SKMBOTHBIX 17t caMble
TPYAHOBOOOpas3Mble TUOPUABI PA3AUNYHBIX BUAOB >KMBOTHBIX.
Hezaemiple Teopum Bpoae «TeAeTOHUM» (BAMSHMS IIPeABIAYIITUX
II0AOBBIX ITAPTHEPOB Ha IIPMU3HAKN IIOTOMKOB) MAM «BOAHOBOIA Te-
HeTUKI» (CYIIeCTBOBAHNS HaCAeACTBEHHBIX (PU3MIECKUX II0Aelt,
He3aBMCUMBIX OT cTpykTypsl AHK) 13 rayOmMHBI BEeKOB AOIIAU A0
HallleTO BpeMeHN B IICeBAOHayIHBIX M3AaHVIIX.

Teopus mpsiMoro HacaeaoBaHWUs, BBIABMHYTasl ['mmrokpa-
ToM (460 20 H. . — 377 20 H. ®.) TOCIIOACTBOBaJa B HAy4HOM U -
20coCcKOM co3HaHUM AoAroe Bpem:s. CoraacHo 9TOil Teopuwu
KaKABIII OpraH, TKaHb, KJAeTKa BAMsAeT Ha GOpMMpOBaHNE I10A10-
BBIX 3a4aTKOB, KOTOpbIe IIepejaloTcsi IOTOMKaM. boaesHs man
340pOBbE pOAUTEAEIl HENOCPEeACTBEHHO IIepejaloTCs AeTSIM.
XK.-b. amapk (1744-1829) — cozgaTeab OAHOM U3 HEPBBIX DBOAIO-
LIVIOHHBIX TEOPUil — B BOIIPOCax I'eHeTUKU cAel0Bald YIEHMIO O
IpsIMOM HacleAoBaHnu. HermocpeacTBeHHOe BAMSIHME OKPY>Kalo-
Imeil cpeAbl Ha OpraHbl, AMOO CTUMYyAMpPOBaHME OPTaHM3MOB K
VIPa’kHEHNIO OPTaHOB BHI3BIBAJAO, IIO €0 MHEHMIO, CTOMKIe Ha-
caeayemble maMeHeHus. Ilo Jamapky, «6aaronpuoOpeTeHHBIE»
IIPU3HAKU CAYKIAU OCHOBOJ AAsl BOZHMKHOBEHIUs 00Jee cOBep-
IIIeHHBIX CyIfecTs. OCHOBHbBIE IOAOXKEHMs AaMapKu3Ma — BAUS-
HIe CpeAbl Ha HaCAeACTBEHHOCTb, IIpeBpallleHMs] BUAOB,
OTpUILlaHIe POAU eCTeCTBEHHOTO OTOOpa — CTaAu IOCTyJAaTaMu
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«MuaypuHckoit ouoaormm» B CCCP B 1930-1960 rr. OTgeabHble
CTOPOHHMKM HeoJaMapKi3Ma BCTpedaloTcs 40 CUX HOP, HeCMOTPsI
Ha OYeBMAHOCTD BpeJa OT IOCIIOACTBa DTOTO HallpaBAeHUs B OMO-
AOTUN — YHUYTOXXeHNs Hanbo./ee IPOrPeCCHBHBIX TeHETIYeCKIX
mkoa B CCCP u oTcraBaHmMsA OT pa3BUTHIX CTpaH B o0aacTu O1o-
TeXHOA0IUY, papMaKOAOTUN, MEAVILIVIHEL I CeABCKOTO XO3AMCTBA
Doaee uyem Ha 50 aer.

Nutepecno, uro Y. Aapsun (1809-1882) npugepxusaics B
00II1eM-TO AaMapKUCTCKUX B3TAS40B Ha HacAeACTBeHHOCTh. OH
BepI, YTO B KPOBU LUPKYAUPYIOT «T€MMYAbI» (TUIIOTeTIYeCKue
JacTUIIBI TeHeTHYecKol mHQpopManun), KOTopble COOMpalOT CBe-
A€HISI O COCTOSIHMM OpPTaHOB U CHCTeM U HeCyT ee B I10AO0Bble
KAeTKM, 3aTeM IIOCAe OIIA0AOTBOPeHMs U3 HUX Pa3BUBAIOTCI
KAeTKI HOBOTO opraHusMa. HecMmoTtpst Ha To 4TO ®Ta Teopus Oblaa
OIIpOBEpPTHyTa y>Ke coBpeMeHHMKaMmMy /JapBuHa, 40 CUX HOpP B
SI3bIKE IIPUCYTCTBYIOT aHaXpOHUYHBIE IIOHATHSI «KPOBHOCTB»,
«KpOBHBIE POACTBEHHUKI», «IIOAYKPOBKI» U T. 4., OTpakaloIiue
CTOVIKOCTh 4eA0BeuecKnx 3abAy>KAeHUI O CBsI3M HacAeACTBEHHO-
CTU C KPOBBIO.

Apucroreap (384 a0 H. ®. — 322 40 H. 3.) 1I03BOANA ceDe
YCOMHUTBCA B I'OCIIOACTBOBaBIIIEN TeOpUM IPsIMOIO HacAejoBa-
HIUST U TIPeATIOAOXKUTD, YTO IOAOBBIE IIPOAYKTHI OOpas3yIoOTCsl He-
3aBUICMO OT OpraHOB Teaa. PasBuTme »ra mges mnoaydmaa B
TpyAax HeMmelKoro 3oozora A. Beiicmana (1834-1914), xoTopbiit
DKCIIepMMEHTaAbHO IIOKa3al HeHacAeAyeMOCTh MeXaHMYecKMX
nospesxaeHnii. OH mucaa: «Kak >xe MOryT coOOIINUTBCA 3apOAbI-
IIIeBOJl KJeTKe, AeXKalllell BHYTPU TeaAa, M3MeHeHNs, IIPOU30-
Iealie B MYCKyde Oaarogaps ero yIHIpaKHeHUIO, WA
yMeHbIIIeH!e, UCIIBITAHHOEe OPTaHOM OT HeyHoTpeOAeHNUs, I IpU-
TOM eIllé CcOODIaThCsI TaK, YTOOBI BIIOCAEACTBIM, KOTAa DTa KAEeT-
Ka BbBIpacTeT B HOBBIII OpraHM3M, OHa Ha COOTBETCTBYIOIEeM
MYCKyAe U Ha COOTBeTCTBYIOIIell JacT! TeAa M3 caMoii ceDsl IIpo-
u3BeJa Te Ke caMble U3MeHeHIs], KaKlie BO3HUKAN y poAguTeleil B
pesyabTate yrnorpebAeHMs mam HeynorpeOaeHus? Bor sompoc,
KOTOPBIN BCTal IlepelO MHOM y>Ke AaBHO U KOTOPBIN, 110 Aaldb-
HelileM ero oOAyMBIBaHUM, IIpUBeA MeHs K IIOAHOMY OTpUIia-
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HUIO TaKOM  HAacAeACTBEHHOI Ilepejaul  IPpUOOpPeTEeHHBIX
CBOJICTB». DTOM MAee Cy>KAeHO OBLA0 MPUHECTH 11104 B popMme
COBpeMEHHBIX IIpeACTaBA€HUII O HacAeACTBEHHOCTM M M3MeH-
YUBOCTIA.

Hacrosarear monacteipss B Mopasun I'V1. Mengean (1822-
1884), Oyayun ecTecTBOMCIIBITaTEAEM-AI00UTEAEM, B CBOOOAHOE OT
paboThI BpeMsl CTaBIA OIBITHI HaJ TOpoxoM. CucTeMaTu4HOCTDb U
YIIOPsAAOYEHHOCTDb DTUX OIIBITOB IIO3BOAMAN €My HaliTu Hanboaee
pyHaaMeHTaabHBIE NPUHLNIIBI HacAeAOBaHN MIpu3HakoB. OH
PYKOBOACTBOBAACS CAEAYIOIIMIMY COOOpakeHVIMI:

e y3yJaeMble IIPM3HAKI AOAXKHEI OBITh AVICKPETHB, T. €. 0e3
OTTEHKOB — A100 ecTh, AMOO HeT, AMOO OeAbINl, AMOO KpacHDIIL;

e IIPM3HAKM AOAXKHBI OBITh KOHCTAHTHBI, T. €. HeM3MEeHHBI
B psAAy mokoaeHui (MeHaeab mpoBOAMA IPOBEPKY B TedeHUe
ABYX A€T);

® B DKCIIEpUMEHTe AOAXKHBI UCIIOAb30BaThCA POAUTEABCKIIE
¢opmel, pazanyarommecs: TOABKO 10 OAHOMY IIPU3HAKY;

® He0OXOAVIMO YUMTHIBATh BCeX IIOTOMKOB OT CKpeIlVBaHIs,
AAOBI UCKAIOYUTH BAVSIHIE CAYyJallHBIX COOBITUIA.

Kpynnas HayyHas yaaua MeHAeAs COCTOs.Aa B TOM, UTO BBI-
OpaHHbBIe M CeMb IIPU3HAKOB OIpeAeAsANCh TeHaMI Ha pa3HBIX
XpOMOCOMaX, 4TO MCKAIOYal0 BO3MOJKHOe CIiellIeHHOe HacAelo-
BaHMe. OH OOHAPY>KI1A, YTO:

e y ruOpUAOB II€PBOTO MOKOAEHUS IIPUCYTCTBYeT IPU3HAK
TOABKO OAHON POAUTEABCKON (POPMBI, a APYION «ycue3aeT». DTO
3aK0H e0uH000pasus 2u0pudos IIepBOTO MOKOAEHIS;

® BO BTOPOM IIOKOAeHMM HabAI0JaeTcs paclierideHue: Tpu
YeTBepTV IIOTOMKOB UMEIOT IIPU3HAK IMOPUAOB IEPBOTO ITOKOAe-
HUsSI, a YeTBEPTh — «JMCUE3HYBIINII» B IIEPBOM IIOKOAEHUU IIPU-
3HaK. DTO 3aKOH pacIljerlAeHns.

® KaKJas Ilapa IPU3HAKOB HacAeAyeTcs He3aBUCUMO OT
APYTOI1 Taphl. DTO 3aKOH He3aBUCUMOIO HacAe 0BaHNs.

Pasymeercsi, MeHgeab He 3Haa, 4TO 9TU IIOAOXKEHMS CO
BpeMeHeM Ha30BYT NnepebiM, 6Mmopoim U mpemoum sakoramu Mende-
A4. Ha »TOM HayyHOe Be3deHMe BeAMKOTIO ITeHeTMKa 3aKOHYIAOCH,
II0CAeAYIOIIie OIBITEI Ha SICTpeOVMHKE He YBEeHJAANCh YCIIeXOM
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u3-3a  He3HaHMs1  Omoaormm  ooOvekta.  COBpeMeHHUKMU-
npodeccoHaAbl APY>KHO IPOUTHOPUPOBAAN MOHAXa-CaMOYYKY,
U eCTeCTBeHHBIM HayKaM OCTaBaAOCh TOAbKO HaKallAMBaTh DKCIIe-
PUMeHTaABHBINI MaTepual, 0XHujas BTOPOTO OTKPBITUS 3aKOHOB
Mengeas gepes 37 AeT nocae 1epBo IyOAMKAITUN.

Hauazao XX croaetus craao pyOeskoM pa3BUTHS TeHETUKI —
3akoHbl Mengeas Obriam nepeoTkpsITel B 1900 1. I'. de ®pusom,
K. Koppencom n D. Uepmakom Ha pacrenmsx, a B 1902 r. Y. bor-
con n E.P. Caynaepc noarsepanan cripaBeAAMBOCTh STUX 3aKOHOB
AAs KUBOTHBIX B OIIBITaX Ha goMalllHel Kypuile. HemHoro nosa-
Hee Y. b®TCOH 4010AHNMA 3aKOHBI MeHJeAasl NpaBUAOM YMCTOTHI
rameT — Kak4asl 11010Basl KAeTKa (rameTra) HeceT TOAbKO OAVH aA-
AeAb U3 Iapbl, IPUCYTCTBYIOLIEN Y AUIIAOMAHON POAUTEALCKON
ocobn. VM xe OBLAO TIpeAA0KeHO HasBaHMEe HAayKUl O HAaCAeACT-
BEHHOCTU U U3BMEHUMBOCTI — 2eHEMMUKA.

ITonATNA «TeH» (DAeMeHTapHBIN HacAeACTBeHHBIN (aKTop),
«T€HOTUID» (COBOKYITHOCTb T€HOB OpraHmsma), «(peHOTHI» (COBO-
KYITHOCTb IIPU3HAKOB OpraHusMa) seeseHsl B. Vorancenom (1857-
1927). OH ke 1IpeaA0XUA TEPMUH «4MCTasl AMHUSI» AAsl Opra-
HU3MOB C IIpaKTMYeCK! OAVHAKOBBIM T€HOTUIIOM, ITOAYYEHHBIX
IyTeM OAU3KOPOACTBEHHOIO CKpellBaHs (MHOPUAVIHTA).

sIBAeHMe clLlellAeHsT — COBMECTHOTO acCOLMMPOBAaHHOTO Ha-
cAeJOBaHNs IIPU3HAKOB, ONpeAeAseMbIX AByMs MAV HEeCKOAbKU-
MM reHaMM — ObLA0 OTKpBITO Y. borconom u P. Tlennerom B 1906 r.
briao Takke M3BeCTHO O CBA3M HacAeAOBaHNS HEKOTOPBIX IPU-
3HAKOB C I1010M. DTV HaDAIOAEHVISI CTaAV OCHOBOVI A4Sl CO3AaHVSI
rpynnoit T. Moprana, B kotopyio Bxoauman A. CrepreBaHr,
K. bpugxec n I. Meaaep, xpomocomnon teopunu B 1910 r. Oun
IIPOBOAMAN WCCAEAOBaHMS Ha IIA0AOBOM MYyIIKe Aposoduie
(Drosophila melanogaster) — HeDOABIIIOM HaceKOMOM (2-3 MM) ¢
YAUBUTEABHBIM pazHOOOpasueM HacAelyeMbIX IIPU3HAKOB, Ma-
ABIM YUCAOM XPOMOCOM (BCEro YeThIpe Iapbl) M BO3MO>KHOCTBIO
0oTOOpa AeBCTBEHHBIX caMOK. Apyrum nogapkom HayuHoi PopTy-
HBI CTaA0 HaAudye IIOAUTEHHBIX XPOMOCOM B HEKOTOPBIX TKaHAX
ABYKPBLABIX HaCeKOMBIX, K KOTOPBIM OTHOCUTCSI Apo3odiiaa, OT-
AVYAIOMINMXCS OT OOBIYHBIX MUTOTUYECKIMX XPOMOCOM Ha HEeCKOAb-
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KO MOPSAAKOB IO AAMHE U UMEIOLINMX IOIepedHyI0 lMcJyepyueH-
HOCTh, KOTOpasl IMO03BOAseT IPOBOAUTL TOHKOE KapTUpOBaHNe
(ompeaeseHne MecCTOIIOAOXeHN:) IeHOB. Bce »To mossoamao
cpopMyANpOBaTh XPOMOCOMHYIO TEOPUIO:

® reHbI HAXOAATCSI B XpOMOCOMaX U PacIioA0KeHbl AMHEeHO;

® [I0Ay4eHHble OT KaXXA0IO0 M3 pojureaeil TOMOAOTUYHbBIe
XpOMOCOMBI cOJep>KaT IapHble al4eAl KaXKA0TO IeHa;

e CllellAeHle 3aBMICUT OT PacCTOAHMUS MeXAy TeHaMU U U3-
MepsieTcd B CaHTMMOpIraHaX — IIPOLIeHTaX pPeKOMOMHAHTHBIX
(MMeromMX coueTaHMe alJeleli, OTAMYHOE OT OOeNX pOoAUTeAb-
ckux popm) ocoderr;

® TeHBl, PacIlOAO0XKeHHBle B OAHOV XpOMOCOMe, OOpas3yioT
TPYIIIY CIelAeHNs ¥ HacAeAyIOTCs COBMECTHO IPU YCAOBUM, YTO
paccTosiHe MeXXAy HuMu MeHee 50 caHTMMOPTaHOB.

MoaekyasipHasi ®pa pasBUTIs TeHEeTUKU Hadadach B 1944 1.,
KOTJa TPYIIION aMepMKaHCKIUX MccAeaoBaTelell ObLA0 ITOKa3aHoO,
4TO AAsl IIpeBpallleHNsl HellaTOTeHHOTO IIITaMMa ITHEBMOKOKKOB B
IIaTOTeHHBIN (OTAMYAIOLIMecs HaAudueM I0AMcaxapUAHOM Kall-
CyAbl, KOTOpasl II03BOAsET 3aKperAsITbCsl Ha TKaHAX BBICIIMX Op-
TaHU3MOB), VHBIMU Cc/A0BaMU, AAsT reHeTUYeCKO
TpaHcpOpMaIny, AOCTaTOYHO OOpabOTKM KAETOK IIEPBOTO
mramma AHK, BpigeaenHoit ns sroporo mramma. Cynpyru /le-
Aepbepr u H. LInuaep B Hauaae 1950-x rr. Be1geanan AHK supyca
KUIIIeYHOM IMaA0uku (Oakrepuodar AsiMO4a) U omucaau siBAeHUe
TpaHCAYKLIMU — IepeHOca IeHOB U3 OAHOM OaKTepum B APYIYIO
pyu nomoIyu supycos. OTKpEITHE SIBA€HUI TpaHCPOpMallUy U
TPpaHCAYKIIMHU CTaA0 OcHOBaHMeM A npusHanua AHK Hocure-
AeM reHetmdeckont nagopmanun. B 1945 r. Ax. bugaom u 3. Ta-
TYMOM OBLA0 C(POPMYAUPOBAHO IIOAOXKEHUE «OAVH TeH — OAVH
¢epMmeHT», KOTOpOe IOCAe OTKPBITMS AOMEHHON OpraHM3alniu
0eAKOB OBLA0 VICIIPaBAEHO Ha «OAVIH T€H — OAVH ITOAUTIETITUA».

Crpykrypa AHK Oblaa pacimndposana /K. YOTCOHOM 1
®. KpukoM, 4to Hapsigy ¢ AaHHBIMH, IToAydyeHHbIMM M. Hupen-
Oeprom (oH cuHTe3uposaa noamypanuaosyio PHK u moxasaa,
9TO C Hee CUMTHIBaeTcsl TOABKO (peHnaasanmy) n C. Ouoa (Briep-
Bple npoBea cuHTe3 PHK ¢ pazanmynbpiM cocTaBOM a30THUCTHIX OC-
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HOBaHMII 1 pacmudpoBaa KOAbl A4 11-TM aMMHOKICAOT), 4aA0
BO3MO>KHOCTh CPOPMYAMPOBATH CAeAYIOIINe CBOMICTBAa TeHeTIJe-
CKOTO KOJa:

® Ka’kJas aMMHOKICAOTa B cOCTaBe Deaka KoAMpyeTcs Tpe-
M:1 @30TUCTBIMM OCHOBaHMSAMU (TPUILAETOM);

® TPUILAETHI He IePeKpPhIBaIOTCS;

® CUNTBIBaHIE HauMHAEeTCsl CO CTapTOBOTO TpUILAeTa, 3HaKU
npennHanua B AHK oTcyTcTByIoT;

® OJHOW aMMHOKMCAOTE MOXKET COOTBETCTBOBATh OAVIH U
001ee OAHOTO TpuIldeTa (T€HETMYECKUII KO/, SIBASIETCSI BBIPOXK-
AEHHBIM).

IlenTpaabHas A0rMa MOAEKYASIPHON 0110A0TUM, TAacAIIast O
TOM, UYTO HacJeACTBeHHas MHQpoOpMamus IepejaeTcsl OT HYKAeN-
HOBBIX KMCAOT K OeAKy, HO He B OOpaTHOM HaIlpaBAeHMH, Oblaa
cpopMyanpoBaHa TPYIIION MccAeioBaTelell 104 PyKOBOACTBOM
®. Kpuxa B 1961 r.

ITepBbIll MCKYyCCTBEHHBIN TeH ObLA CUHTe3MPOBaH TI'PYIIION
X.I. Kxopana B 1969 r. IIpuMepHO B 9TO >Ke BpeMsl pa3BUBaeTCs
reHHas MHXXeHepusl — COBOKYIIHOCTb MeTOAOB M3MEHEHMs HYyK-
AEVHOBBIX KUCAOT B KMBBIX OpraHyu3Max. TexHrka peKOMOMHAaHT-
Hoit AHK (oObeauHeHHON 13 AByX 1AM 0o0Jee MCTOYHUKOB)
I103B0ANAa IIPOBECTU KAOHMPOBaHME (II0AydeHIe OOABIIOTO YIC-
Aa UAHTUYHBIX KOIIMII) MHOTMX I€HOB pa3AMYHBIX OPTaHMU3MOB,
yOeAUTHCS B YHUBEPCAABHOCTY T€HETUYECKOTO KOAQ, M3YUYUTh MO-
AeKyAsIpHO-TeHeTU4IeCcKe MeXaHM3MBl (PU3MOAOTMYECKUX IIPOo-
11€CCOB U IaTOAOTMYECKIIX COCTOSTHIIA.

Caeayrommit oTan pasBUTHS T€HETUKM — «IIOCTTeHOMHas
»pa» — Hadaacsa B 2003 r. mocae BpIXO4a IIEPBOTO peAn3a IOAHON
nocaegosareabHoctn JAHK (cukBeHca) reHoma deaoseka. XOTsI
HEKOTOpble y4acTK! TeHOMa, B IIepPBYIO ouepeab IIpULIeHTpoMep-
Hble pallOHbl XpPOMOCOM, KOTOpbBle CcOoAep>KaT IpeIsTCTBYIOIINe
KAOHVMPOBaHUIO TIOBTOPBI, OCTAIOTCA 4O CMX IOP HeIIpOYMTaHHBI-
mu (gagHble Ha 2011 1.), KOMITAEKC AaHHBIX ITOAHOTO CUKBEHCa IO-
3B0AMA CO34aTb TeHOMHBIe ©a3bl JAaHHBIX, YTO IlepeBeao
1ccAaeAOBaHMA 110 TeHeTHKe Ha KadyeCTBeHHO HOBBIVI ypoBeHb. BMe-
CTO Pa3pO3HEHHBIX CBeJeHUIl B OTAEABHBIX DKCIIepUMeHTaAbHbIX
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CTaTbhiX ITOJABMACI KOMIIAEKC CHUCTEMATU3MPOBaHHBIX AaHHBIX IIO
CTPYKTYp€ HYKACMHOBBIX KMCAOT, COOTBETCTBYIOIIVM UM beako-
BbIM IIPpOAYKTaM, CBsI3aHHBIM C HUMU Cl)I/ISI/IO/lOFI/I‘{eCKI/IM 0coOeH-
HOCTsAIM WU 3a6OAeBaHI/I}IM, MecCTe ¥ BpEeMEHI OKCIIpeccnls,
B3alIMHOM PacIlOA0>XKeHN, BbISIBA€HHBIX MYTalMsiIX 11 O MHOIMX
APYTIUX Ba>XKHbIX Ou1oA0rMYecKX 0COOEHHOCTSIX. CeKBeHI/IpOBaHI/Ie
IeHOMOB ApyIux OpraHM3MOB IIO3BOANAO IIPVMEHATh CpaBHU-
TeAbHbBIN I10AXO0A, A4 TIOVICKA M XapaKTEePUCTUKIN HaCA€ACTBEHHDIX
aTOAOTUYECKIMX COCTOSHUI U Cl)I/ISI/IO/lOFI/I‘{eCKI/IX 0CODEHHOCTEI.

Konmpoavtie sonpocot u 3adanus

1. ChpopmyanpyiiTe OCHOBHOe paszaudme MeXKAy KOHIlell-
LVSIMM IIPSAMOIO ¥ HEIPSIMOTO HacAeAOBaH.

2. VIzaoxwure 3aKOHBI MeHAeAs1 ¥ pacKpOATe MX COAep>KaHMe.

3. B 4eM COCTOAT OCHOBHBIE MOAOXKEHUSI XPOMOCOMHON
Teopun?

4. CoxpaHseT AM IleHTpaabHasl JOrMa MOJAEKyAsSpHOI Ouo-
AOTUM 3HAYEHMe B HACTOsIIee BpeMs?
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Trasa 2. Kaaccudaeckuil reHeTUYeCKUI aHaAM3

l'eneTuueckuii aHaam3 — DTO CUCTEMa Ha6/lIOAeHI/II7[ 1 OIIbI-
TOB, KOTOpas1 CTaBUT I1€4blI0 BCKPBITUIE TeHOTUIINYEeCKOM CTPYKTY-
pBL OC06M, IOonyAsnonum nAn BUAaQ. Kaaccuuecknmn MeTogaMm
TeHeTMYeCKOro aHaAl3a CYMTAIOTCSI TeHeaAOTUJeCcKUIl — aHaAu3
POAOCAOBHBIX — Y 4YeAO0BE€Ka I FI/I6pI/Iﬂ,O/IOFI/I‘~I€CKI/Iﬁ MeTo4, — IIO-
CTaHOBKa CerH.U/IBaHI/HZ — Y BCEX OCTaAbHBIX >)KMBBIX CYIIIECTB. Oc-
HOBaHMNEM AAs IIPpOBEACHII T€HETUYECKOIO aHaAaN3a ABASIETCI
yCTaHOB/A€HNE Cl)aKTa Hacae40BaHILI ITpV3HaKa.

2.1. MonozetHble pasaudus

BropeiM mocae ycraHoBAeHms1 ¢akTa HacAeJOBaHMS IIPU-
3HaKa DTAIlOM TeHeTMYeCKOro aHaAmn3a SBASEeTCsS BhIICHEHUEe 4JlIC-
Aa TEeHOB, OIpeAeAdIONINX aAbTepHATUBHOe IIPOsBAEHNE
npusHaKa. /s BEISICHEHIS YliCAa TEHOB, BOBAEUEHHBIX B (POPMI-
poBaHIe IIpU3HaAKa HEOOXOAVMO OIpeAeAUTDh YncA0 (PeHOTUIIN-
YeCKIX KAacCOB y I'MOPMAOB IIEPBOTO IIOKOAEHMUS M 3a4acTyio y
IIOTOMKOB BO3BPaTHOTO CKpeInMBaHU (T. €. CKpPeIMBaHNs C OA-
HOM U3 poAUTeAbCKux ¢opM). [mObpuaamm camTaroTcsi IOTOMKHU
CKpeIMBaHMs 0co0ell ¢ pasHBIM reHOTUIIOM. CKpelluBaHue po-
AUTeABCKUX POPM, Pa3ANYAIONINXCA alAeAsIMI OJHOTO TeHa, Ha-
3bIBaeTCsd MOHOTMOPUAHBIM. Pasamums takux GpopM Has3bIBAIOTCS
MOHOTEHHBIMH. /UIAOUAHBIN OpraHu3M (C ABOMHBIM HaOOpOM
XpOMOCOM), B TeHOMe KOTOPOIO IPUCYTCTBYIOT ABa OAVHAKOBBIX
aaaeAst OAHOTO TeHa, Ha3bIBaeTCs TOMO3UTIOTHBIM. I'eTeposmuror-
HBIM SIBASIETCSI AUTIAOVIAHBIN OPTaHM3M C Pa3HBIMIU aAleAsIMU OA-
HOTO TeHa. [eMM3UIOTHOIM Ha3BIBAIOT AMUIIAOMAHYIO OCOOB,
MIMEIOITYIO TOABKO OAVIH 13 alleAeil JaHHOTO TeHa.

Poaurteasckne popMbl 0003HAYAIOTCSI AATMHCKONM OYKBOI
P (ot aart. parento — poautean), rubpuast — 6yksoii F (fillii — getn).
I'm6puasr nepsoro nokoaenns — Fi, stoporo — F2 u T.4. I'ubpuasr,
II0Ay4eHHbIe OT BO3BpAaTHOIO cKpemnsaHus — Fv (oT anra. back-
cross — BO3BpaTHOe cKpelyBaHue). Ecan mpu Bo3BpaTHOM cKpe-
IMBAHUI JVICTIOAB3YeTCsl pellecCuBHasl pojureabckast ¢opMa,
TaKoe CKpelllVBaHIe Ha3blBaeTCs aHAAUUPYIOIINM, a €70 IIOTOM-
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Ky obosHauaorcsa Fa (0T aHra. analyse — anaaus). JKenckuit moa
00O3HavaeTcsl acTpOAOTHYECKMM 3HaKoM Benepnr — @, a Myk-
cKoMl — 3HaKOM Mapca — J. CkpemjuBaHmie 0003Ha4alOT 3HAKOM
yMHOKeHUs — X. OObIMHO IepPBBIMU 3alMCBIBAIOT 0COOEI JKeHCKO-
Io 1104a, ITOCKOABKY MaTepPMHCTBO BCerja SIBASETCs YCTaHOBAEH-
HBIM (PAaKTOM, a OTLIOBCTBO VMeeT BEePOSITHOCTHBIN XapakTep.
Hanpumep, P @ AA X & Aa - CKpeljyBaHie TOMO3UTOTHOM caM-
KI1 C TeTepO3UTOTHBIM caMIIOM. MeHJeAb IIpeAA0K1A 3allIChIBaTh
AOMIUHAHTHBIX TOMO3UTOT ABYM:sI IpONMCHBIMM OykBammu (AA),
TeTepo3UroT — OAHON IMPOIMCHON U OAHOV CTPOYHOI OyKBamu
(Aa), a TOMO3BUTOTHBIX PeLIeCCUBOB — ABYMsI CTPOYHBIMI OyKBaMI
(aa). Aas 0603HAUEHST AOMMHAHTHOTO (PeHOTUITNMIECKOTO KAacca,
BKAIOYAIOIIEero AOMMHAHTHBIX TOMO3UTOT AA 1 reteposuror Aa,
ucroapsyercs obosHaueHne A-. ITOHATHO, 4TO pelleccUBHBIN (Pe-
HOTUIIMYECKMI KAacC, BKAIOYAIOIINI TOABKO TOMO3UTOTHBIX pe-
11eCCUBOB, 00O3HAYAETCI aa.
Nraxk, mo Menaeaio:

PQAAXJ aa

Fi1Aa

F23A-:1aa(1 AA:2Aa:l aa)
FAlA-:1aa (1 Aa:1aa).

Caeayer oOpaTuTh BHMMaHNe, 4TO B CAydae TMOpUAOB BTO-
poro mnoxoaeHust (F2) aommHaHTHBI (eHOTUIIMYIeCcKnit Kaacc
A — mpeactaBaeH AByMs TeHOTUIIMYECKMMM Kaaccamu — AA u
Aa — B cooTHomIeHnn 1 : 2, a B caydae aHaAM3MUPYIOIIETO CKPeIy-
BaHII — TOABKO reTepo3urotaMm Aa.

Taxum obpasom, Haamume paciernaennus 3 : 1 Bo BTopom
rokoaeHun 1 1 : 1 B aHaAM3MpyIOmeM CKpeliBaHnuy O4HO3HAYHO
yKasbIBaeT Ha MOHOTEHHBIE pa3Andms POAUTEABCKUX PopM.

Aaaeap, HanbOAee YacTO BCTPeYAIOMINMIICSA B IIOIYASIINN,
Ha3bIBaeTCs alleleM AMKOTO TUIIA, a 0oaee peAKye alldeal — My-
TaHTHBIMI. AA4eAb AVIKOTO TUIIa 00O3HadalOT OYKBEHHBIM CUM-
BO/OM I'€Ha CO 3Ha4KOM +, HallpuMmep: s+, w+.

CremneHp IposiBA€HNUs MpPU3HAKA Yy OTAEABHBIX HOCUTeAeln
oIlpeJe1eHHOTO I'eHOTNIIa Ha3bIBaeTCsl DKCIIPEeCCUBHOCTH, a 4acTo-
Ta IpOsIBAEHNs IIpU3HaKa CpeAy HOCHUTeAell OIIpeAeAeHHOIO Te-
HOTUIIA — IIEHeTPaHTHOCTb.
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[Tpumepri:

1. Aucnaasus Tazo0eApeHHOTO cycTasa y cobak (0COOeHHO
9acTo BCTpeyaeTcsl Y KPYIHBIX II0OpOJ) — HacAeACTBeHHoe 3aboae-
BaHIe C BapbUPYIOIIel SKCIIPeCCUBHOCTLIO. DTO 3HAYUT, YTO IPU
[IpaBMNAbHOM pallliOHe KOpMAEHIMs IeHKa, TOMO3UTOTHOTO IIO
MYTaHTHOMY aAA€Al0 T€Ha, BbI3bIBAIOIIEIO0 9HTO 3aGO/leBaHI/I€,
MO>KHO 130eKaTh AaHHOﬁ aHoOMaAnmn pasBUTNU KOHEYHOCTEIA.

2. HpeApaCHO/lO)KeHHOCTb K peTI/IHO6AaCTOMe — 340KaydecCT-
BEHHOI OIIyXOAn ceT4aTKM rdasa — MMeeT II€eHEeTPaHTHOCTb 60 %.
IT10 3Ha4UT, 9TO TOAbKO Yy TpeX I3 ILITU HOcuTeaemn AOMMHAHTHO-
IO MYTaHTHOTO aAAaeAsl 1104, BAVSHIIEM Cl)aKTOpOB BHEIIHeN cpeanl
Ppa3BMUBaE€TCsI 9TO 3aboaeBaHe.

2.2. Tunwvi 83aumodeticmaeus arrereii

CymiecTByeT IIATh TUIOB B3aIMOJEVICTBUS aAdeAell — Ao-
MMHUpPOBaHMe, HelloAHOe JAOMUIHMpOBaHMe, KOAOMUHIPOBaHIUE,
CBepXAOMIHMPOBaHNe I MeXKaaleAbHasl KOMILAeMeHTaIls.

KaaccrmuecknMm caydyaem B3aIMOAEMCTBUS addedeil, OIU-
caHHBIM MeHgeaeM, sABAseTcsl AoMyHUpoBaHue. I1pu sTom y -
PUAOB IIePBOTO ITIOKOAEHMs NPOsIBAseTCs IIPU3HaK TOABKO OAHOM
poauTeabckoit GOPMBI, KOTOpas CYMTAaeTcs IO HTOV IpUIUHE
AOMMHaHTHOI (OT AaT. dominatio — rocioAcTso). [Ipusnak poan-
TeABCKOV (POPMBI, «JCUe3aIOMINIl» ¥ TMOPUAOB IIePBOTO IOKOAe-
HIIS1 — PeLleCCUBHBIN (OT AaT. recessus — OTCTYILAeHIe, yAalAeHue).

[Tpumepri:

1. Ilpu ckpemusanum kopotkomrepctHelx (LL) m gamHHO-
mepcTHbIX (1) Komek HaOAIO4aeM CAeAyIOmyIO KapTHUHY:

PRLLXJ1

F1Ll (xopoTkoliepcTHBIE)

F23 L-: 111 (3 9acT¥ KOPOTKOIIEPCTHHIX U 1 4acTh AAMHHO-
IIIePCTHBIX)

F alL-:11l (lyacTs KOPOTKOIIEPCTHHIX U 1 YacTh AAMHHO-
IIIePCTHBIX).
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2. Poauteanckue popmsl cepbix (AA) 1 uepHEIX (aa) MBIIIe
AAIOT IOTOMKOB:

PQAAXJ aa

F1Aa (cepnle)

F23 A-:1 aa (3 yactu ceppix 1 1 4acTb YepHBIX)
Fal Aa:1 aa (luacTb cepbix 1 1 4acTh 4YepHBIX).

IIpu HETIOAHOM AOMMHUPOBAHUM Y TMOPUAOB IIEPBOIO IIO-
KOJeHNs HabAr0AaeTcsl IMposiBAeHNe IIPU3HAKa, IPOMEXXYTOYHOe
MEXAY ABYMSI pOAUTEABCKMMM (pOopMaMli, a BO BTOPOM IIOKOAe-
HUM ¥ Y TIOTOMKOB aHAAM3VPYIOIIETO CKpellMBaHNUs paclierie-
Hie 10 (PEeHOTUIy IIOAHOCTBIO IIOBTOpsIeT pacllellleHre II0
TeHOTUIIY.

PQAAXJ aa

F1Aa

F21AA:2Aa:laa

FalAa:1aa.

[Tpumepri:

1. ITpu ckpemusanum yepHoix (BB) n Oeasix (bb) xyp moay-
qaeM B F1 roayOpIx (aHAAAY3CKMX) IITHUII, BO BTOPOM IIOKOAEHNUN —
1 gacTp yepHBIX, 2 YaCTU aHAAAY3CKMX U 1 4acTh OeABIX Kyp.

2. Ecan y poauteascknx GpOpM ABBMHOTO 3€Ba OOABIIIOTO
(Antirrhinum majus) AeTleCTKM BeHUMKa MMeIOT KpacHyIO (AA) n
Oeayio (aa) OKpacKy, TO y TMOpMAOB II€PBOTO IIOKOJAEHMUS BCe
1IBeTKM OyAyT po3oBbiMHU (Aa), a BO BTOPOM IOKOAEHMHU OyAyT
Ha0A104aTbcsl TpU (PEHOTUNMYECKNX Kaacca — 1 — ¢ KpaCHBIMU :
2 — c po3oBpIMH : 1 — ¢ OeabIMI AellecTKaMl BeH4YMKa, KOTOpble
KakK U BcerAa IpY HEIIOAHOM JOMMHIPOBAHUU COOTBETCTBYIOT Te-
HOTHUIIMYeCcKUM Kaaccam — 1 AA :2 Aa: 1 aa.

ITpu Kx0AOMMHUpPOBAaHUM ABa MAU OOAee alleleil AOMUHU-
PYIOT IO OTHOLIEHMIO K pelleccuBHOMy. Hamboaee m3pecTHsIN
npumep — HacaeAoBaHue IpyIn Kposu cucremel ABO y yeaosexa.

e I rpymnma Kkposu cooTBeTcTByeT reHoruiry 1019

e Il rpynma kposu —IA 1A man 12 19

e Il rpynma xposu —IB IB mam IB 19

e [V rpynmna kposu — Toabko 14 B,
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DTOT TUII B3aMOAEVCTBUS aAdelell XapaKTepeH AAs IO-
AUMOP(QHBIX BapMaHTOB 0O€AKOB 1 HEKOTOPBIX MOAEKyASIPHO-
reHeTU4YeCKNX MapKepoB, O KOTOPBIX pedb IOAeT HIDKe.

bruoxnMmmnueckinit MexaHnU3M THUIIOB B3aMOJENCTBUS asdde-
A€Vl CAeAYIOII VI

® IpM TOAHOM AOMMHMPOBAHUM IPOsIBA€HNe IIpU3HaKa
onpejeAseTcsl IPUCYTCTBEM OAHOTO U3 ABYX AOMMHAHTHBIX aa-
Aeaer, KaXKABI 13 KOTOPBIX KOAUPYeT HOAHOPYHKIIMOHAABHBII
0eA0K, HeOOXOAVMMBIN 4451 IPOSIBAEHNS TIPY3HAKa;

® [IpM HEIIOAHOM AOMMHUPOBAHUM HPOsiBA€HUe ITpU3HaKa
SIBASIETCA AO303aBUCUMBIM — II0AOBMHA KOAMYEeCTBa (PYHKIVIOHAAD-
HOTO 0e/Ka IIPUBOAUT K YaCTMYHOMY IPOSIBAEHIIO IIPU3HAKa;

e IIpU KOAOMIHMPOBAHNN ABe 1AV D01ee aKTUBHbBIE POPMEI
Oeaxa, KoAupyeMble KOJOMUHMPYIOIIVIMY alAeAsIMH, AAIOT BO3-
MO>KHOCTb IIPOABUTBLCA COOTBETCTBYIOIIEMY IIPU3HAKy He3aBUCH-
MO OT HaAU4M: PerieCCUBHOIO aAAeasl.

OueHb peaKO HaDAIOAAIOTCS SABAEHUSI CBEPXAOMUHIPOBa-
HI (Korda TMOpUABI TIEPBOTO ITOKOAEHMS IIPEBOCXOAMAT IO CTelle-
HU TpOsIBAEHNUs IIpU3HaKa o00e poauteabckue QOPMBI) U
Me’KaAAeAbHON KOMILAeMeHTanuy (Korda y TMOpUAOB IIEPBOTO
IIOKO/AeHNsl TOsIBAsSETCs HOBBIN IIpu3HaK). VIHTepecHo, uTo O1MO-
XMMMYecKlie MeXaHU3MBl CBePXAOMUHUPOBaHUA U MeXKaldAdeab-
HOJl KOMILAeMeHTauuyu OAM3KM — B O0OMX cAyYasX aAdean
coAep>KaT MyTalluM B y4dacTKaX, KOAMPYIOIINX pa3Hble AOMEHBI
0eAKOBBIX MPOAYKTOB, KOTOpPBIE SBASIOTCS (PYHKIIMOHAABHBIMU
aHaaoramu. OObesuHeHNe alleAell y TMOPUAOB IePBOIO IIOKO-
AeHNs TIPUBOAUT K IIOSIBA€HMIO IIPOAYKTa C HOBBIMM CBOJICTBaMIA:
0o/plIIelNl CTeIleHbIO IIPOsABAEHNs IIPU3HAKa (CBEpXAOMMHIpPOBa-
HI1e) AU HOBOI (POPMOII IIPOsABAEHNsI IIPM3HAKa (Me>KalleabHas
KOMITeMEeHTaITusI).

[Tpumepri:

1. AKTMBHOCTb aAKOTOAbAETUAPOTEHa3bl y IeTepO3UTOTHBIX
Apo3odua BrIIle, 4eM y 00euX TOMO3UTOTHBIX POAUTEABCKIX
¢opM — cBepXxA0MIHUpPOBaHIE.
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2. ITpu ckpemusanuy $opM AbHa C OEABIMU VI PO3OBBIMU
IIBETKaMM TI0AYJalOTCs PacTEHs C TOAYOOIl OKPacKOI! AeIeCTKOB
BEHYJKa — Me>KalJeAbHasl KOMILAeMeHTaI V.

Ecan mpucyTcTByeT cepmsi MHOXKECTBEHHBIX aAleleil, TO
OHM I10CA€e]0BaTeAbHO IPOSBASIOT 110 OTHOIIEHUIO APYT K APYTY
AOMIHAHTHOCTb AU pelieccuBHOCTS. Harpumep, B A0Kyce aryTu
y cobak IIPUCYTCTBYeT CAeAylollas VepapXus AOMUHUPOBAHVI:
a’ > a¥ > a' > a (coDOAMHBIN OKpac IIepCTy > 30HapHBI OKpac >
YepHO-TI0ATIaAbIl OKpac > YepHBII OKpac).

DyHKIIMOHAABHBIN TECT Ha aAAeAN3M HUCIIOAB3YETCA B CAY-
Jae HeOOXOAVIMOCTH OIIpeAeANUTh OTHOCATCS AW AB€ MyTaIMH K
OZHOMY TeHY MAM K pa3HbIM. Ero mpoBOAAT IyTeM CKpeIyBaHV
ABYX MyTaHTHBIX ¢opM. Ecan y rubpuaoB mepBoro IOKOAEHI
IIPOSIBASETCSA OAVH U3 IPVU3HAKOB — HET COMHEHMII, 9YTO MyTaI[un
aaaeapHbl. Ecan B F1 Haba104aeTcs Ipu3HaK, OTCyTCTBOBABIINIA Y
o0b6enx pogureabckux GopM (HOBOOOpas3oBaHIe), TO MyTallUN OT-
HOCSITCS K pa3HbIM TeHaM.

[Tpumep

IIpm  cxpemmBaHUM  TA040BBIX  MyImnek  Drosophila
melanogaster ¢ aOpMKOCOBBIMM U OeABIMU Tda3aMM Yy IIOTOMKOB
IIepPBOTO ITOKOAEeHM: raa3a Obram abpukocossiMu. Ha ocHOBaHMM
BTOTO CAeAaH BbIBOJ 00 a11€AbHOCTY DTVX MyTaIluii.

2.3. I'eneaarozuueckuii memoo

ITockOABKY BDKCIIEpMMEHTBI Ha AIOASX KaTeropudecKu He-
IpyeMAeMbl, TeHeTUYeCcK!l aHaAu3 y 4eloBeKa TpPaaUILIVIOHHO
OBL1 OCHOBAH Ha JCII0AB30BAaHUM TeHealO0THMYecKoro MeToJa, Ko-
TOPBINI MO3BOAsET CHCTEMATH3MPOBaTh HAOAIOAEHUs IIyTEM CO-
CTaBA€HMUsI VM M3y4eHUs] POAOCAOBHBIX. YacTo reHeaAOImyecKuit
MeTO/, MICIIOAB3YIOT U AAs TeHEeTHYEeCKOrO aHaAM3a y LIeHHBIX K-
BOTHBIX C AAUTE€ABHBIM LIMKAOM BOCIIPOM3BOACTBA I OTHOCUTEAD-
HO HeOOABIIMM YNMCAOM IIOTOMKOB (CKaKkoOBble AOIIaAM,
II1€MeHHOI KPYIIHBIN pOraThlii CKOT). Y 4eloBeKa, KakK IIpaBuAo,
POAOCAOBHbIE COCTABASIOT Ha OCHOBE OIIPOCOB, XOTsI 10 Mepe pas-
BUTVSI MEAVIIMHCKON CTaTVMCTUKI ¥ yBeAUdJeHNs OXBaTa Hace/e-
HUSI CUCTEMON MeAUKO-TeHeTNYeCKOTO KOHCY/AbTUPOBAHMS BCe
00ABIITYIO POADb B 9TOM UTPAIOT KOMIIBIOTepHbIe Oa3hl AaHHBIX.
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I'eneasormyeckoe ApeBO — pOAOCAOBHAsI, KOTOpasl BHICTpaMu-
BaeTcsl OT MHAMBUAYYMa, C KOTOPOTO HayaTO MCCAeAOBaHUE —
1po0aHAa, U BKAIOYaeT BCeX POACTBEHHMKOB I10 HUCXOASIIEN AM-
Hyn. IIpobanaom He 00si3aTeABHO SABASETCA AMUIIO, CTpajaloliee
HaC/AeACTBEHHBIM 3a00/€BaHneM, — M MOXKeT OBITh AI000I1 4ea0-
BeK, OOpaTMBIINIICA B MeAUKO-TEeHETNYECKYIO KOHCYABTAIIUIO AN
IIPOCTO y49acTHMK oIpoca. CrubcaMu Ha3bIBaIOTCS ITIOAHOKPOBHbBIE
OpaTbsl 1 cecTpsl, IoAycuOcamMu — OpaThsl M CECTPhI, MMeIOIIue
oaHoro obuero poauteas. Ha puc. 1, 2 u 3 nmpeacraBaeHbl OCHOB-
Hble OOO3HaueHNUs, KOTOpble peKOMeHAOBaHBl AAs COCTaBAEHII
poaocaosHbIX. [Ipu 5TOM caeayeT OTMETUTH, YTO €AVIHBIX IIPaBUA
COCTaBA€HUSI POJOCAOBHBIX He CYIIeCTByeT U BCe OOO3HaueHIIs

AO0A>KHBI OBITD OTpa’keHbl B A€reHAe — CIIMCKe MCIIOAb30BAaHHBIX
CIIMBOAOB.

-6

2 74
3 L] -8
4 ® -9
5 -10

11
O

Puc. 1. ObGo3HaueHNs1 UHAUBUAYYMOB B POAOCAOBHBIX:

1 - My>xunHa, 2 — )XeHIUHa, 3 — 104 He OllpeJeeH, 4 — ymepInas KeHIIuHa,
5 — yMepImit My>X4lHa, 6 — My>K4iHa — HOCUTeAb IIPU3HaKa,
7 — KeHIUHa — HOCUTeAb IIpU3HaKa, 8§ — reTe pO3UTOTHBIN MY>KUMHa,
9 — retepo3uroTHas XeHimHa, 10 — Mmy>xunHa-npobang, 11 — >xeHIuHa-IpodaH/,
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Puc. 2. ObozHauenn: cemeii B POAOCAOBHBIX:
1 - Opax (cB:3b), 2 — KPOBHOPOACTBEHHBII OpaK, 3 — ceMbs C OAHUM PeOeHKOM — 4eBOUKOIA,
4 — Becr1A0AHBII OpaK, 5 — ceMbs C yCHIHOBAEHHBIM peDeHKOM — MaAbUMKOM,
6 — CBSI3b OAHOIO MY>KUMHBI C ABYMs JKeHIIIUHAMY, 7 — CBA3b OAHON >KeHIIUHEI C AByMs
MY>KUMHaMM, 8 — BRIKUABII, 9 — MeAUIIMHCKII abopT

g &_4
e

-3

> o

Puc. 3. ObozHaueHms 6AM3HEIIOB B POAOCAOBHBIX:
1 - pasHOsILIOBbLIE (TeTePO3UTOTHBIE) OAM3HEIIbI — AeBOYKI,
2 — pa3HOAIIOBbIe (reTepO3UToTHLIe) OAM3HEeIBl — MaAbYMKI,
3 — pa3HOAIIIOBbIe (reTepO3UToTHEIe) OAM3HEIIBl — MaAbUMK U 4€BOUKa,
4 — 0AHOAVILIOBBIE (MOHO3UTOTHBIE) OAM3HEIIbI — A€BOUKIL,
5 — 0AHOSVILIOBBIE (MOHO3UTOTHBIE) OAM3HELIBI — Ma ABUMKI
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2.4. Tunvi Hacaedosanus

AyTOCOMHO-AOMIMHAHTHBIN TUII HacAeAOBaHMsS IIPU3HAKOB
XapaKTepusyeTcsl IIpOsBAeHIeM IIpM3HaKa BO BCeX HOKOAEHUSIX
(Ge3 «mmpockoka») 1 y 000MX TI0A0B IIPUMEPHO C OAMHAKOBOII Jac-
TOTOI BCcTpedaeMocTu (puc. 4). I'en, ompeseadronmmil NpuU3sHaK,
HaXO4UTCs B O4HOM U3 22 ayTOCOM (T. €. TeX XPOMOCOM, KOTOpbIe
OAVHAKOBBl y 00OUX I1010B), AOMUHIPOBaHIE IIOAHOE, MYTaHT-
HBIM SIBAsI€TCSI AOMUHAHTHBIN aAleAb, alleAb AMKOTO TUIla — pe-
IIeCCUBHBIN.

[Tpumepri:

¢ cBOOOJHAsI MOUKA yXa 10 OTHOIIIEHUIO K IIPUPOCIIIEN MOUKE;

e ceMellHas1 IMIIepX0AecTepyHeMIs;

® aXOHAPOILAA3YAL.

[(H®

orm e L e MmO

L] |

Puc. 4. AyTOCOMHO-A0MUHAHTHBII TUII HAaCAeAOBaHM

AyTOCOMHO-peIjecCCHBHBIN TUII HacAeJOBaHMS IIPU3HAKOB
XapakTepusyeTcsl IpOosiBAeHNeM IpU3HaKa y ITOTOMKOB pojuTe-
Ael, KOTOphle He MMeAl ero — HabAI04aeTcsl «IIPOCKOK ITOKOAe-
Huit» (puc. 5). IlpeacraButean o6OMX MOAOB OAMHAKOBO YacTO
BCTpeJaroTcs cpeau obaajaTeseli Takoro Iipu3Haka. I'en, onpege-
ASAIOIINI IIpU3HAK, HAXOAUTCS B OAHOM 13 22 ayTOCOM, AOMMUHMU-
pOBaHIe II0AHOe, MYTaHTHBIM SIBASETCS pPelleCCUBHBIN alaleab,
aAaeAb AVIKOTO TUIIa — AOMUHAHTHBII.
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[Tpumepri:

® MYKOBUCLIeAO3;

¢ PeHNAKETOHYPILS;

® aH/APO-TeHUTAAbHBI CUHAPOM.

O

LRy
) P

IR

Puc. 5. AyTocOMHO-perieccBHEBIN TUIT HaCAe AOBaHUA.

Buaen «1mpockok» 1oxoaeHumit

CreniaeHHoe ¢ OA0OM AOMMHAHTHOe HacJeJOBaHUe MMeeT
CXOACTBO C ayTOCOMHO-AOMIMHAHTHBIM — IIPU3HaK IIPOsBASETCS BO
BCeX ITOKOJAeHM:X, 0e3 «IIPOCKOKOB», HO Yy JKEHIIVH B JABa pasa
yalle, yeM y My>XX4uH (puc. 6). OgHako B 9TOM cAy4yae OT OTLIOB
IIPpU3HAK MOXKeT IepesaThbCsl TOABKO AO4YepsM, a OT MaTepell — C
PaBHOI BEPOSITHOCTBIO CBIHOBBAM U AouepsAM. CTelleHb IpOsIBAe-
HISI IPM3HaKa y IeTepO3UTOTHBIX KeHIIMH, KaK IIpaB1AO, HILKe,
9eM y TeMUBUTOTHBIX MY>KYMH, YTO BO MHOIOM OOBSICHSIETCA
MHaKTVBalyel oAHOM 13 X-XpOMOCOM Y >KeHIINH. I'eH, onpege-
ASIOWINI IIpU3HaK, HaXOAUTCS B I10A0BOM X-XpOMOCOMe, AOMU-
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HIpOBaHle [I0AHOe, MyTaHTHBIM SIBAS€TC AOMUHAHTHBIN aaleAb,
aaaeab AVKOIO THUIIA — peljeCCUBHBIIA.

[Tpumepri:

e ByITaMIH-/l-pe3UCTeHTHBIN paxuT ¢ runodocdaTtemueit;

® POTO-AUIIe-TIaAbLIeBBIV CMHAPOM.

B O

oLt e e 0
Smbhe hembu

Puc. 6. CrieriA€HHBIN C ITI0A0M AOMUHAHTHBIN TUI HacAeA0BaHIS

B cayuae crernzeHHOro ¢ moAom pereccupHOIO HacAel0Ba-
HIIs, IOA00HO ayTOCOMHO-PeIleCCMBHOMY, MOTYT HOSIBAATBCA Je-
T — obDaajaTeAn NpU3HaKa y He MMEIOIIMX DTOro IpU3HaKa
poauTeen 1 4acTo HabAIAAeTCs «IIPOCKOK» IMOKOAeHuI (puc. 7).
Ognako nmpusHaK rnepegaeTcst OT OTIlla K II0AOBIHe gOo4Yepell, ecan
MaTh TeTepO3UIOTHa (IPOSIBAAETCS TOABKO B IOMO3UTOTHOM CO-
CTOSIHUM), U OT TeTePO3UTOTHOI MaTepu K IIOAOBMHE ChIHOBEN
(TposABAsieTcsl BCcerAa, TaK KaK CBIHOBBSI — reMusuroTsl). Hukoraa
IIpU3HAK He IepejaeTcsl OT OTLia K ChiHY. I'eH, onpeaeasiommii
IpU3HAK, HAXOAUTC B I1040BOM X-XpOMOCOMe, JOMMHNPOBaHNe
II0AHO€e, MYTaHTHBIM sBAsI€TCs pelleCCUBHBIN alleAb, alleAb AU-
KOTO TUIIa — AOMUHAHTHBIIL.

[Tpumepri:

o reMopuANA A;

e cuHgpoM /lema-Huxena;

® 1aAbTOHU3M.

27



O

G 0 OmHO—
bbmdbdd omddd

Puc. 7. CuieniaeHHBII C I1010M PeLIeCCUBHBIN TUIT HacAeA0BaHM

AyTOCOMHBII, OTpPaHMYEHHBIN II0AOM TUIl HacAejOBaHM
HabAI04aeTcs B cAydasX ayTOCOMHOM JAOKaAu3aluM TeHa, KOTO-
PBIIt ero ompegeasieT, 1 PU3NIECKOV BO3MOXKHOCTHI €TO IIPOsIBe-
HISI y 0coOell TOABKO OAHOTO 104a (IIPOIeHT OeaKa B MOAOKe AN
¢opma mposiBAeHNs BTOPUYHBIX ITOAOBBIX IIPU3HAKOB) (puc. 8).
DTOT THUI HacAeAO0BaHMs IOXOX Ha CIIellIeHHOe C II0A0M peliec-
CHUBHOe HacJejoBaHMe. I'1aBHOe oTamMume — OpU CIEIAEHHOM C
II0AOM pellecCMBHOM HacAeAOBaHUM HPU3HAaK HUKOIJa He Ilepe-
AA€TCs OT OTLIA K ChIHY.

[Tpumep

® MOHO- I OMAaTepaAbHbIN KPUITOPXU3M.

[0

o S 850
on  bwdm

Puc. 8. AyTocOMHBIN, OrpaHIYEHHBIiI II0A0M, TUII HacAe A0BaHNs
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l'oaaHapUdecknit TUII HacAeAOBaHUS IIPOSABASAETCS, eCAU
reH, OIlpeJeAsIOMINIlI IpU3HaK, HaX0AUTCs B Y-xpomocoMe. ITo-
CKO/ABKY B HOPMe Y MY>XU4MH TOABKO O4Ha Y-XpOMOCOMa, OH BCe-
r4Za HaXOAUTCS B TEeMU3UIOTHOM COCTOSIHUI. Bce CBIHOBBsSI
HOCHTeAs TaKOTO IpU3HaKa Takxke OyayT 001ajzaTh UM, a A04epu
— HuKorJa (puc. 9).

[Tpumepri:

® BOAOCAaThIe YIIIL;

e 0BOAOCeHUe cpeHell (palaHIy IaablieB.

O
0—OMOMNm O

540 mmdmm

Puc. 9. Toaanapudeckuii TUII HacAeAOBaHUsA

MuToXoHApMaABHBI TUII OOBICHIETCS LUTOIlAa3MaTiude-
CKOJ1 HacAeACTBEHHOCTBIO, KOTAA TeH, OIpeAeAsIONNII IIPpU3HaK,
HaxOAMTCSl B TeHOMe MUTOXOHApuii. ITockoAbKy mpm caAMsHUU
II0A0BBIX KAE€TOK OT CIIEpMaTO301Aa OCTaeTCsl TOABKO ITPOHYKAEYC
(rarmaomaHOe AApO), a BCS LIUTOILAa3Ma OILI0AOTBOPEHHOI 3UTO-
TBI IIPOMCXOAUT OT ANIIEKAETKYM, MUTOXOHAPVMAABHBIN TUII HacAe-
AOBaHM: O3HauaeT Ilepejady IIpM3HaKa OT MaTepu KO BCeM ee
notoMkaMm (puc. 10). Myraumm MUTOXOHAPMAABHOIO TeHOMa, KaK
IIPaBNAO, IIPUBOAAT K TsDKEABIM HapyIIeHUsIM OOMeHa BeIllecTs.

[Tpumepri:

® MUTOXOHApUaAbHasl MUODK3eHIIeaas;

¢ aTpod1sl 3pUTEABHOTO HepBa /lebepa;

¢ 6oae3Hb KepHca — Ceiipa.
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Puc. 10. MuTOXOHAPMaABHEIN TUIT HACAe AOBaHNSA

2.5. IloAuzentvie pasauvus

Ecan poaureasckme popmbl pazandaroTcsl MO ABYM IIpU-
3HaKaM, TO MX CKpeIlMBaHNe Ha3blBaeTCs AUTMOPUAHBIM. B 5TOM
c/ly4yae TOBOPSIT O AVTeHHBIX padANdmAX poAnuTeabckux gpopm. Ec-
AU poANUTeAbCKMe (POPMBI pasAndaloTCs IO TpeM u Ooaee Hpu-
3HaKaM, TO UX CKpell[/BaHIE Ha3blBaeTcsa INOAUTMOpUAHBIM. B
9TOM CAydae TOBOPST O MOAUTEHHBIX Pa3ANIMAX POAUTEABCKIX
dopwm.

P Q AABB X & aaBs

F1 A-B- (110 renotumny — AaBs)

F29 A-B-:3 A-BB: 3 aaB-: 1 aaBB

Fal AaBs:1 Aass:1aaBB:1 aasBs.

[Tpumep

IIpu ckpemiuBaHuM ropoxa C KeATBIMU IA1agKVMU CeMeHa-
Mu (AABB) u seaenpiMy MopuiMHUCTEIMU (aaBB) MeHaeab 110Ay-
Yyl B IIepBOM IIOKOJAEHUM BCe ceMeHa — >KeATble TIAajKue
(A-B-, o renoTuny — gurerepo3urotel AaBs), BO BTOpOM I10KO/1€-
Hun 9 xearpix raaaxkmx (A-B-) : 3 >KeaTbIX MOPIIMHNCTBIX
(A-BB) : 3 3eaeHbIX raagkux (aaB-) : 1 3eaeHBIX MOPILIMHNCTBIX
(aaBB).
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‘AASI BbIICHEHMSI T'eHOTUIIa ITOTOMKOB, MCXO0As 73 T€eHOTUIIOB
pO,ZI,I/ITe/leIZ, CAY>KUT penieTKa ITennera. B BerHeI?I CTPOKE BBIIINICBI-
BalOT raMeThbl OAHOTO pOANTEA, B 1€BOM CTO/l6L[e — I'aM€TbI APYTOIO.
Bo BHYTPEHHIX sSgenKax I104y4aeM reHOTHUIIbI IIOTOMKOB.

AB AB aB aB
AB AABB AABB AaBB AaBs
AB AABB AABsBB AaBs AasB
aB AaBB AaBs aaBB aaBs
aB AaBs AasB aaBs aasBB

[Tpumep

Y nmaogosoit mymku Drosophila melanogaster (puc. 11) nser
raas cernms (Kak Ha cTapoil ¢gororpadun) ornpeaeasercs peliec-
CHBHBIM al/e/]eM Se, a se€' — aAleAb AMKOIO THUIIAa — OIpeAeAseT
KpacHYyIO OKpacKy raa3 (puc. 12). 3auarouHsle Kpblabsi HabAOAa-
IOTCSI Y TOMOBUIOT 110 aaaeaio vg (puc. 13). Ilpu cxpemmsannmn
poauTeabcknx GpopM, 04Ha U3 KOTOPBIX MeeT OKpacKy Ila3 IiBe-
Ta Cemus ¥ HOpMa/bHBIe KPBIAbS, a ApyTasl — KpacHbIe r1a3a I 3a-
9JaTO4YHbIe KPBLAbs, HA0AI0JaeM:

P Q se/se vg'/vg® X J se'/se* vg/vg

Fi1 se’/- vg'/-  KpacHble raasa, HOpMaAbHBIE KpPBIAbS
(o reHOTHITY — Se*/se vg'/Vg).
Pucyem pemterky Ilennera:
set+ vg+ set vg se vg+ sevg

setvgt | set/set vgt/vgt | set/set vgt/vg | set/se vgt/vgt set/se vg+/vg
KpacHble T1a3a, | KpacHble I1a3a, | KpacHble I1a3a, | KpacHble I1asa,
HOpMa/lI)HI)Ie HOpMa/lI)HI)Ie HOpMa/lI)HI)Ie HOpMa/H)HI)Ie
Kpr/lb}I Kpr/lb}I Kpr/lb}I Kp])I/II)}I

set vg | set/set vgt/vg | set/set vg/vg | set/se vgt/vg set/se vg/vg
KpacHble T1a3a, | KpacHble I1a3a, | KpacHble r1a3a, | KpacHble I1asa,
HOpMa/lI)HI)Ie 3a4YaTO4YHbIE HOpMa/lI)HI)Ie 3a4aTO4YHbIE
Kpr/lb}I Kpr/lb}I Kpr/lb}I Kpr/lb}I

se vgt | set/se vg+/vgt | set/se vgt/vg | se/se vgt/vgt se/se vgt/vg
KpacHble I1a3a, | KpacHble I1a3a, |I4a3a I{BeTa Cellyts], |IAa3a [{BeTa CeIms,
HOpMa/lI)HI)Ie HOpMa/lI)HI)Ie HOpMa/lI)HI)Ie HOpMa/II)HbIe
Kpr/lb}I Kpr/lb}I Kpr/lb}I KpI)I/II)}I

sevg | set/se vgt/vg | set/se vg/vg | se/se vgt/vg se/se vg/vg
KpacHble I1a3a, | KpacHble I1a3a, |I4a3a IiBeTa Cellnss], |I4a3a [{BeTa Cerms,
HOpMa/lI)HI)Ie 3a4aTO4YHbIE HOpMa/lI)HI)Ie 3a4aTO4YHbIE
Kpr/lb}I Kpr/lb}I Kpr/lb}I Kpr/lb}I
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F29 se*/- vg'/-: 3 se/se vg/vg : 3 se/se vg'/- : 1 se/se vg/vg

ITo ¢penorumy:

9 — KpacHbIe T4a3a, HOpMaAbHbIE KPBIABS : 3 — KpacHBIe Ila-
3a, 3a4aTOYHBIe KPBIAbA : 3 — Irlasa IiBeTa Cemus, HOpMa/bHbIe
KPBLAbs : 1 — r1as3a 11BeTa cemuisl, 3a4aTOUHBIE KPBLAbSI

Fs1se'/-vg'/-: 1 se'/se vg/vg :1se/sevg/- :1se/se vg/vg

ITo ¢penorumny:

1 — xpacHBIe 11a3a, HOpMaAbHbIe KPBIABS : 1 — KpacHBIe Ia-
3a, 3a4aTOYHBle KPbIAbA : 1 — raasa IiBeTa cemms, HOpMa/bHBIE
KpBLAbs : 1 — r1a3a 11BeTa cemusl, 3a4aTOUYHBIE KPBLABSL.

insider2d photofile:il

Puc. 11. Aposo¢uaa AMKOTo Tuma”

" URL: http://insider2d.livejournal.com/22315.html
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Puc. 12. Oxpacka raas y Aposoduast: A — gvkuii tur, b — cermst”

" URL: http://www.biologie.uni-
halle.de/entwicklungsgenetik/lehre/studenten/drosophila/mutanten/?lang=en.
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b

Puc. 13. ®opma Kpblabes y Apo3oduast: A — gukuii tutl, b—myrammst vg”

I/IHOI'\ZI,a IIpM3HaK oIIpejeAseTcs adAeAsaMU ABYX U Doaee
T€HOB. TOI'\ZI,a AVTE€HHbBIE U IIOANTEHHbBIE Pa3ANINsI XapaKTepU3yI1oT
OCO6€I7I, pa3danm4aroninxcs 1o aaaeAsM AByX U Doaee renos. Hesza-
BlUICVIMO€ KOM6I/IHI/IpOBaHI/Ie T€HOTUIIOB BO3MOZKHO, TOAbBKO eCAln
3y4JaeMbIe TeHbI pacCIIOAO0>KEHDI Ha Pa3HBIX XpOMOCOMax.

" URL: http://www.biologie.uni-
halle.de/entwicklungsgenetik/lehre/studenten/drosophila/mutanten/?lang=en.
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2.6. Bzaumodeticmaue zeH08

ITIpoAyKTHI I€eHOB MOTYT II0-Pa3HOMY B3alIMOJEIICTBOBaTh. B
9TOM CAy4ae IpOsIBAEHNE IIPpU3HaKa OyJeT OIlpeAeAsiThCs alle-
AMU ABYX U Ooaee reHoB. Ecam mpoaykrel g4Byx u 0oee reHOB
AOTIOAHSIOT AEVICTBUE APYT APYra, HPpUBOASL K GOPMUPOBAHUIO
HOBOTO IIpM3HaKa, TAKOJ TUII B3aIMOAEIICTBIISI TEHOB Ha3bIBAETCS
KOMIL1€MEeHTAaPHOCTb.

[Tpumep

Y maogosoit mymku Drosophila melanogaster kopudHeBast
OKpacKa I1a3 onpeeAseTcsl pellecCUBHON MyTaruein bw, a aaae-
AeM AVMIKOTO TUIIa siBAseTcsl bw*. SIpko aable raaza HabAIOAAIOTCA
y TOMO3UIOT II0 MYTaHTHOMY aA/1eAI0 St, B TO BpeMsI KaK IIPUCYT-
CTBME B TEHOTUIIE OJHOTO aAleAs] AMKOTO TuIla St IIPUBOAUT K
¢popMmpoBaHNIO HOPMAABHOTO (KpacHOro) mBera raas. Ckpemu-
BaeM Apo30¢ua ¢ KOPUYHEBBIMHI U SIPKO aAbIMU ria3amiu. B mep-
BOM IIOKOAeHn! HabA104aeTcsl HOBOOOpa3oBaHIie 110 CPaBHEHMIO C
obenmu poaureabckuMn GpopmamMu — Bce THOPUABI MMEIOT Kpac-
Hble raasa (reHotun bw*/bw st*/st). CaeayeT oTMeTUTh, YTO HaAN-
qrie HOBOOOPA30BaHMUsI BCer4a TOBOPUT O B3aIMOAEVICTBUI T€HOB.
AAs1 yCTaHOBAEHMSI TeHOTUIIOB ¥ (PEHOTUIIOB TMOPIAOB BTOPOTO
IIOKO/AeHMsI pucyeM pereTky [lennera:

bw st bw st bw st bw st
bwtstt | bw*/bw* st*/st* bwt/bw* stt/st bwt/bw st/st* bwt/bw st/st
KpaCHI)Ie KpaCHI)Ie KpaCHI)Ie KpaCHI)Ie
bw st bwt/bw* stt/st bwt/bw+ st/st bwt/bw st*/st bwt/bw  st/st
KpaCHI)Ie KOpI/I‘{HeBI)Ie KpaCHI)Ie ﬂpKO aAble
bw st bwt/bw stt/st* bwt/bw stt/st bw/bw st*/st bw/bw stt/st
KpaCHI)Ie KpaCHI)Ie KOpI/I‘{HeBI)Ie KOpI/I‘{HeBI)Ie
bw st bwt/bw stt/st bwt/bw  st/st bw/bw  st/st bw/bw st/st
KpaCHI)Ie KOpI/I‘{HeBI)Ie KOpI/I‘{HeBI)Ie 66/1])16

P Q bw/bw st*/st* X & bw*/bw* st/st

Fibw/- st*/- (1o renoTUITY — bW'/bW st*/st)

F29 bw*/- st*/-: 3 bw*/bw st/st : 3 bw/bw st*/- : 1 bw/bw st/st
bw/- st'/- — xpacHble raasza (AVKUI TIII)

bw*/bw st/st — spko aasle raasza

bw/bw st*/- — KopuuHeBbIe T1a3a

bw/bw st/st — Geaple raasa.
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Puc. 14. Mytaumu st (A) u bw (B) y apozopuast”

Buoxumuyeckoe o0bsICHEeHIIe COCTOUT B TOM, 4TO I[BET Iaa3
y ApO30(pUABI OIpeseAseTcs B3aMOJEVICTBYIEM KOPUYHEBOIO I
APKO aA0T0 IUIMEHTOB. MyTanus bw 6A0KupyeT CUHTE3 SPKO
aJ0ro IUIMeHTa, a MyTalus st — KOpMYHEBOTro. Y rOMO3UIOT IIO
obenm MmyrtanmsaMm bw/bw st/bw nHer mmrmenra BoOOIIe, M Kak
cAeAcTBUe, raaza Oeable. Y TOMO3UIOT IO bw HeT SIpKO aa0ro

" URL: http://www.enasco.com/product/LM00649M
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INUTMeHTa — I1a3a KOpUYHeBble (IPU YCAOBMUY HAAMYMS XOTSI OBI
OAHOTIO AOMIHAHTHOTO aaAeas st'), a y o0AajaTesert TeHOTUIIOB
bw*/bw* st/st u bw*/bw st/st — sipko aasle.

IIpu xOMIIAeMeHTapHOM B3alIMOAEVICTBMII I€HOB BO3MOXK-
HBI pacmiernaenus 1o geHornmy 9:3:3:1,9:3:4,9 7.

IIpuMepamMy KOMILA€MEHTapHOIO B3aIMOAENCTBUS I€HOB Y
ge/0BeKa SBASIOTCS BPOXKJAEHHAsl IAyXOTa M HacAeJOBaHUE VM-
MYHHOTO OTBeTa K CMHTeTMYEeCKUM IoAuIenTugam. Apyrum tu-
IIOM B3aVIMOAEVICTBISI T'€HOB SIBASETCS DIINCTa3, KOTAa AeVICTBUe
O/AHOIO TeHa I10JaBAseT AeVICTBYIE APYTOIO.

[Tpumep

ITpu ckpermyBaHuy OeABIX Kyp M OeABIX IIeTYXOB, IMEIOIINIX
pa3AnyHOe IIPOMCXOXKAEHNE, B IIePBOM IIOKOJAEHUM BCe IITUIIBI
Ob1au1 Oeable, a BO BTOPOM ITOKOAeHuM — 13 gacTerr OeabIx 1 3 yac-
TU OKpamreHHbIX. [TosiBaeHMe HOBOOOpa3oBaHIsI TOBOPUT O B3au-
MOJEVICTBUU TeHOB, a cooTHoIIeHne 13 : 3 (oOiree y1cao gacTen —
16) siBAsteTcs BUAOM3MeHeHreM cooTHomeHnst 9 : 3 : 3 : 1, uro cBu-
A€TeAbCTBYeT O AUT€HHBIX pasamunax. Haamdme oxpacku y Kyp
orpejeAsieTcs AOMMHAHTHBIM aaleaeM C, y TOMO3UIOT CC OKpa-
cKka Oeaast. JOMIMHAHTHBIV MHIIONTOP OKpacku I aericTByeT Hesa-
BUCUMO OT TreHotuna no reHy C, mogasasia ¢opmupoBaHUe
OKpallleHHBIX IIePhEB.

P QIICC X diicc
F1I-C- (1o renoruny — [iCc)
F213 6easte (9 I-C- + 3 I-cc +1 iicc) : 3 okparmrenssm (3 iiC-).

YacTHBIM caAyd4aeM BINCTas3a SBASETCS CylIpeccus, Korda
MIOAABASIIOIINM AelicTBIeM 001ajaeT pellecCUBHBIN alleAb DIIU-
cTaTupymomero reHa. Ilpy A0OMMHaHTHOM ®IHCTa3e OTMeYaeTCs
paciernzenne 13 yacreil MyTaHTHBIX OCOOell : 3 yacTsAM OcoOelt
AVIKOTO Tumna (JactHelii caydan 12 : 3 : 1), a mpu cynpeccunm —
13 gacreri ocobeit AMKOro THIIa : 3 YaCTAM MYTaHTHBIX OCOO€IA.

Y 4JeaoBeka sHmCTaTMYeCKUe B3aMOAENCTBIS TEHOB Ha-
04104a10TCsI, HAaIIpUMep, NpU HacAeA0BaHUI CKAOHHOCTU K OXKIU-
peHNIo, peApacroA0KEeHHOCTH K CKAepO3y, PUHOKOHBIOKTUBUTY.
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IToanmMepHBIM Ha3bIBaeTCA B3alIMOAENCTBIIE TeHOB, KOTOpOe
M3MeHsIeT IIposBAeHIe IIpU3HaKa KoandecTseHHo. VHaue rosops,
IIpY COBMECTHOM JeVICTBUU ABYX 1AM OOJee TeHOB HabAI0AaeTcs
M3MeHeHIe CTeIleH) BhIPaskeHHOCTY IIpM3HaKa.

Pa3anyaoT HeKyMYyASTUBHYIO M KYMYASTHBHYIO IIOAVIMeE-
puio. B mepsoMm caydae peHOTUITMYIECKIE OTANYMA OTMEYAIOTCs
TOABKO y TOMO3UTOTHBIX PeLiecCBOB 110 ABYM IeHaM (paciijeriae-
Hue 15 : 1), a BO BTOpOM cay4dae y TMOpMA0B BTOPOIO MOKOAEHIIS
IPUCYTCTBYIOT IpaayaabHble pazanuns (1 : 4 : 6 : 4 : 1) npornop-
IIMIOHA/ABHO YNICAY AOMMHAHTHBIX alleaeil A1000TO U3 ABYX T€HOB-
y4acTHMKOB. ['eHbl, B3alMOJENCTBYIOIIE IO TUILy IIOAUMEpPUH,
00BIYHO 0003HAYAIOT OAVHAKOBBIMY OYKBaMI C pa3HBIMU I PO-
BBIMU MHAEKcaMU — A1, Az, As.

[Tpumepri:

1. HexyMyAsTMBHAsI TTOAMMepUs HaDAIOAaeTCs, HaIllpuMep,
IIpY HacJeAOBaHNUMU IIpM3HaKa popMa I1104a Y MacTyIIbell CYMKI
(Capsella bursa-pastoris). IIpu cxpermupanuu poAUTEALCKUX POpM
C TpeyroapHeIMU naodamu (reHotunt AiAiA»Az) M OBaAbHBIMU
1104amMy (T€HOTUII aiaiazaz) B IIEPBOM IIOKOJAEHUM IMOPUABI
MIMEIOT TPeyTOAbHBbIEe I1A10ABI, BO BTOPOM HaOAIOAAeTCs pacliier-
AeHne 15 4dacreit pacTeHUII ¢ TPeYroAbHbBIMU MHaodamu : 1 gacTs
pacTeHmit ¢ opaAbHBIMU IA0Aamu. Aas popmuposaHms periec-
CUBHOTO (peHOTUIIa HEOOXOAMMO IIOAHOe OTCYTCTBME AOMMHAHT-
HBIX a//e/evl 00omX reHoB — A1 11 Ao.

P @ AtA1A2A2 X & araraan

FitpeyroabHbie nao4pl (11o reHoTuIy — AiaiAzaz)

F215 TpeyroabHble 11104bI (BCe TEHOTUIIBI KpOMe aiaiazaz) : 1
OBaAbHbIE I1104HI (a1aiazaz).

2. IIpusHak oKpacka KOXMI y yeA0BeKa HacAeAyeTcs 110 TUITY
KyMyASITUBHOI moAnMepun. Haamume deTsipex AOMMHaHTHBIX
aaaezeit (A1A1A2Az) mpuBoauT K POPMIUPOBAHUIO YEPHOI OKpa-
CKI KOXI. B reHOTHIIE TEMHBIX MyAaTOB HPUCYTCTBYIOT TPU AIO-
OBIX JOMMHAHTHBIX al4eAsl 9Ton cepun (T. e. A1 man Az B 2100011
KoMOuHarum). Aas GopMuUpoBaHMs OKpPacKM KOXKM, CBOVICTBEH-
HOJI Cpe4HIM MyJAaTaM, 40CTaTOYHO ABYX AOMIHAHTHBIX adleAel],
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a CBeTABIX MyAaTOB — oAHoOro. Hakonen, GeAblil I1BeT KOXI Ha-
04104aeTcsl y TOMO3UTOTHBIX PeIjecCUBOB IO ABYM TeHaM — IeHO-
TUn aiaiazaz. Ha ogHOM 13 ocTpoBOB y moOepexbs Adpuxu
HMpaThl IIPOBO3IAaCUAN CBOOOAHYIO pecry0AuKy. Bee My>kumHbI
nmMeAn 6eAyI0 OKpacKy KOXI, a >KeHIIVHBI — OCBOOOXKAEeHHEbIe pa-
OBl — YepHYIO:

P @ AtA1A2A2 X & araiaan

F1cpeanne myaartsl (110 reHOTUITY — A1a1Azaz)

F21 gepnsle (A1A1A2A2) : 4 TemHbIe (2 A1A1Azaz + 2 A1aiA2A2) : 6
cpeanne (2 AitAiaaz + 2 aiaiA2Az2 + 2 AiaiAcaz) : 4 cBeTable
(2 a1a1Azaz + 2 Araiazaz) : 1 Geasle (a1aiazaz).

Bo BTOpOM mOKOAeHuM TOoABKO 1/8 moTOMKOB MMeeT ¢eHo-
TUII OAHOM M3 poauTeabckux ¢popm u 3/8 — gpeHorun rmdOpmaos
niepsoro nokoaennsi. Ocrasiinecs 1/2 — o0641asatean HOBBIX QeHO-
TUIIOB IO IIPM3HAKY «OKpacka KOXKII».

MHorza oauH reH nMeeT BANSHIE Ha ABa U 00ee IIpMU3HaKa.
Taxoe sABAeHMe HaspiBaeTcsa maerorponueir. Hampumep, aapbu-
HI3M y 4eJ0BeKa 4acTO CBA3aH C yXyAIlIeHNeM cAyXa, pblKas OK-
packa Boaoc — ¢ Doaee CBETABIM IIBETOM KOXKM U IOsIBAEHIEM
BeCHYIIIeK, CepIIOBUAHOKAETOYHasl aHeMIs — C YCTOMUMBOCTBIO K
Maagpun. OcoOeHHO MHTepPeCcHO pellecCHBHOe JAeTaabHoOe (IIpU-
BOJslIlee K CMepTHU) AeliCTBIe HeKOTOPBIX AOMMHAHTHBIX MyTa-
uuit (HaAm4me XOXOoJKa y JAOMalllHel KaHapelKy, MpaMOPHBINI
OKpac y cobak IOpoAbl KOAAM, YKOPOUEHHBII XBOCT y KOIIEeK II0-
POABI MPHKC, CAOKEHHBIE YIIN Yy KOIIEeK IIOPOABI CKOTTHUII (PO
(puc. 15)). B aTOM cayyae npusHaK IIpOsIBASIETCS TOABKO y TeTepo-
3UTOT, @ MyTaHTHBIN al4eAb B TOMO3UTOTHOM COCTOSIHUU HPUBO-
AUT K TMOeAn.
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Puc. 15. Komka mopoast cKoTTuIn-¢poa4 — HOCUTeABHUIIA ZOMIHAHTHOI MyTaI[uy
C peLieCCUBHBIM A€TaAbHbIM AEVICTBIEM

2.7. Cyenaennoe nacaedoeamue, Kpoccunzoéep u zeHemu4eckas
unmepPepenyus

/ABa Tuna HacAeA0BaHMNs y 4eA0BeKa — CLeIAeHHOe C I10410M
AOMMHAHTHOE M CIIeTlAeHHOe C II0AO0M peIjecCMBHOe — OOBsICHs-
IOTCs  AOKaAM3alell  MCCA€AYyeMBIX TeHOB B II0A0BOM
X-xpomocome. VIHpIMI caoBamM, 1104, pacCMaTpUBaeMBbIl Kak
IIPOCTOV IIPU3HAK, U APYIOV M3ydaeMbIll HPU3HAK HACAEAYIOTCs
coBMmecTHO. ClierraeHue ¢ 1oA0oM — 9acTHBIN CAy4ail CIIeILA€HHOTO
HacAeAOBaHMsl, CMBICA KOTOPOTO 3aKAIOYaeTcs B HapyLIeHUN
IIpMHITMIIa He3aBUCHMOTO HacAeJOBaHMs ABYX U 0oJee IpU3Ha-
KOB II0 IIpMYMHEe HaXOXKAeH!s 00yCA0BAMBAIONIINX MX I€HOB B OA-
HOJI XpOMOCOMe.

Ha Bomipoc o ToMm, siBAsIeTCs AU HacAeAOBaHUeE CLIEILA€HHBIM
C I0AOM, MOTYT OTBETUTH PEIUIIPOKHBbIE CKPeIIVBaHUSI — KOIja
poauteapckue GopMbl MeHAIOT MecTamu. Hampumep, BHauase
AOMMHAHTHOM pPOAUTEALCKON (POPMOI SABASIOTCS CaMKH, 3aTeM
camupbl. PasamuHble pe3yAbTaThl PeLUMIIPOKHBIX CKpeIMBaHNIA
CBUAETEABCTBYIOT O CLIeIIAeHUM IIPU3HAKA C IIOAOM.

" URL: http://cat.mau.ru/sfs/? p=care
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[Tpumep

beaast okpacka raas y aApo3oduabl MOXKeT OIpeaeAsTbCs
MyTaHTHBIM aadeaeM w (puc. 16). I'em w aokaamsosaH
B X-XpOoMOcOoMe U1 MOXKeT OBITh IIpeACcTaBAeH alldeleM AUKOTO TH-
ITa w* (KpacHas OKpacka r1a3) ¥ MyTaHTHBIM aldeaeM w. [oMo- u
reTepO3UTOTHBIMM MOTYT OBITh TOABKO CaMKH, a CaMIIbI BCerAa re-
MUBUTOTHHI 110 A0KyCy W. Pe3yAbTaTsl pellMIIPOKHBIX CKpeIyBa-
HUII TIpejcTaBAeHbl Ha puc. 17. B caydae ckpemmBaHms
0eA0raa3pIX CaMOK C KpaCHOTAa3bIMIM CaMIlaMI B IIEPBOM IIOKO-
AeHUM Bce CaMK! KpacHOTJa3ble, a Bce caMIfbl — Oeaoraassle. Ecan
CKPeCTUTh KPacHOTAa3bIX CAMOK C 0eA0raa3bIMU caMIlaMll, TO BCe
IIOTOMKI He3aBUCUMO OT I104a OyAyT MMeTh KPacHYIO OKpacKy
raas.

Puc. 16. Mytaums w y apozoduast”

" URL: http://www.biologie.
uni-halle.de/entwicklungsgenetik/lehre/studenten/drosophila/mutanten/?lang=en
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P Q= X S

6enble KpacCHble
W+
F =
W
KpacCHble 6enble
PeunnpokHo .

PQ£X =

W+
KpacCHble 6911 ble
w w
F 1 T I ﬁ
KpacCHble KpacCHble

Puc. 17. PerpuIrpoKHBIe CKpeIUBAHUSA AAs YCTaHOBAEHNS THIIA
Hacaezo0BaHM: Oeaoit okpacku raa3 y Drosophila melanogaster

Ecan aBa mam Goee IPpU3HAKOB OIPeAEASIIOTCS TeHaMl,
AOKaAM30BaHHBIMI Ha OAHOI ayTOCOMe, TO TOBOPAT 00 ayTOCOM-
HOM CLIeTIAeHNH (VAU IIPOCTO CLIeIIAeHNN).

Cnenaenne Mo>KeT OBITh IOAHBIM, KOIja POAUTEALCKUE
KOMOMHAIIUM asllelell Bcerda IepejaloTcs MOTOMKaM, 4TO 00B-
SICHSIETCSI OTCYTCTBMEM OOMeHa ydacTKaMM XPOMOCOM (KPOCCHHIO-
Bepa) B palloHe MeXJay mccaegyeMbiMu reHamu. IIpearioaoxum,
Me>XAy TeHamn A 1 B — 11oaHoe crieriaeHne, Toraa:

P @ AABB X & aaBs
F1 AaBs.
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I'MOpu1API ITepBOIO MOKOAEHVS 00Pa3yIOT CAeAyIOIyie TaMeThI:

AB aB
AB AABB AaBs
aB AaBs aaBB

F21 AABB: 2 AaBs: 1 aass.

Ecan Ha ygacTtke Mexxay A u B mpoucxoaut KpoccuHrosep
(pexoMOMHaILNA), TO KpOMe POANUTEABCKUX COUYETAaHUII aAlenel,
HarpuMmep AB u aB, OyAyT HOSBASTHCS U peKOMOMHaHTHBIE COUe-
TaHus:: AB 1 aB. I'ameTsl, HecyIie peKOMOMHAHTHBIE COYETAHILI
aaaezell, Ha3bIBalOTCA KPOCCOBEPHBIMI TaMeTaMl, a IIPOVCIIea-
II1e B pe3yAbTaTe UX CAUSHUA OCOOM — KPOCCOBEPHBIMU OCOOsI-
M1. COOTHOIIEeHNMsI KPOCCOBEPHBIX I HEKPOCCOBEPHBIX 0coOert
3aBMICUT OT PacCTOSHUS Ha XPOMOCOMe MeXAy M3ydyaeMbIMU Te-
HaMI — 4eM Jaabllle OHU APYT OT Apyra, TeM dYallle CAydaeTcs
KPOCCHHIOBEp Ha y4JacTKe MeXXAy MeCTaMM MX AOKaAu3aluu U
TeM 004bIIle KPOCCOBEPHBIX OcoOeil. PekoMOMHaIIMOHHOE pac-
CTOsIHIE MeXAY ABYMs I'eHaMI — ®TO OTHOIIeHIe 4Juciaa Kpocco-
BEpPHBIX TaMeT K OOIlleMy 4YmiCAy TaMeT, YMHOX€HHOe Ha CTO.
Eauuuniieit pekoMOMHAIIMOHHOTO PacCTOSIHUS sBAseTcs 1 caHTH-
MopraH (cM). CaeayeT oTMeTUTDh, YTO B aHAAUBUPYIOIIEM CKpe-
myBaHuM Fa coOTHOIIeHMe KPOCCOBEPHBIX UM HEKPOCCOBEPHBIX
raMeT OyJeT paBHO COOTHOIIEHMIO KPOCCOBEPHBIX I HEKPOCCO-
BepHBIX ocoOeit. Ecan oagHa poaurteanckas popma HeceT aBa A0-
MMHaHTHBIX aadeas (AB), a apyras ABa pellecCUBHBIX (aB) — 9TO
COCTOsSIHIE IIPUTSDKEHNs, a €CAY poAUTeAbCKIe POPMBI HECYT I10
OAHOMY AOMMHAHTHOMY U OAHOMY pelleCCUBHOMY aaaeaio (AB u

aB) — 10 cocTosIHME OTTaAKBAHMSL.

43



[Tpumep

Y aAposoduasl yepHast OKpacKa Teala oIlpeaeAseTcs alleleM
b, a b* — aaaeap auxoro Tuma. MyTarus pr B FToMO3UIOTe IIPVBO-
AUT K IypIYPHOIl OKpacKe ria3, HOpMaAbHBII — KPacHBIN 1IBeT
raas omnpegeasierca aaaedem prt. CkpeliyBaeM YepHBIX MyX C
ypIrypHeIMI raazamu (bbprpr) u cepbIx MyX ¢ KpacHBIMU Ila3a-
mu (b*bpriprt). OOpairaeM BHUMaHMEe Ha TO, YTO aAdeAU Haxo-
AATCA B COCTOSIHUM HPUTSKeHnsA. Bce ruOpuabl I1epBOTO
IIOKOAE€HNSI TeTePO3UTOTHHI U UMEIOT (PeHOTUII BTOPOI pOAUTEAD-

ckoi1 GopMBL. B aHaAM3MpYIOIeM CKpeIBaHNI IT0AyJIaeM:

cepoe Tea0, KpacHble Taa3a — 1000
cepoe Teao, IypIlypHbIe T1a3a — 64
4yepHOe TeA0, KpacHble raasa — 62
4yepHOe TeA0o, MypIypHble raada — 831.

Caeayer OTMeTUTh, TOMO3UTOTHBIX peliecCUBOB BCerja He-
CKOABKO MeHbIIle, YeM AOMMHAHTHBIX TOMO3UTIOT M3-3a HEKOTOPO-
IO CHVDKEHMSI JKM3HEeCIIOCOOHOCTI.

Herpyano paccunrarh pekOMOMHAIIMOHHOE PaccTOsHMe
MeXXAy TeHaMM b 1 pr.

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

Vcroap3yss 004bIIIOe YMCAO T€HOB — MapKepoB IreHeTude-
CKOTO aHaAM3a — MOXXHO IIOCTPOUTH TeHeTIJecKue KapThl XPOMO-
COM C yKa3aHIeM B3alIMHOIO pacIOAOXKeHMs I PacCTOSHIL
Mexxay Mapkepamu (puc. 18). Kaxkaast xpomocoma OyaeT cooTBeT-
CTBOBaThb OAHOJI TpyIe crernaeHns. Ecam paccrosHue MexAay
AByMs Mapkepamu 0oabiite 50 cM (4TO COOTBETCTBYeT IIPOLIEHTY
KPOCCHHIOBepa IpU He3aBUCUMOM HacAeAOBaHMM), MapKepsl Ha-
CAeAyIOTCs, He IpOsBAAs CIelldeHust Apyr ¢ gpyrom. Ilostomy
AASl TIOBBIIIIEHUSI TOYHOCTY TeHeTUYeCKNX KapT HeOOXOAMMO JC-
I10Ab30BaTh KaK MOKHO 0oblllee 4yncao Mapkepos. Ha TounocTs
oIpeje/eHNs TeHeTYeCKUX PacCTOSIHNUI BAVSIET U sIBAeHNe TeHe-
TUYECKOI MHTepdepeHITuM — IT0AaBAeHsI KpPOCCHHIOBEpa Ha y4a-
CTKaX, HaXOAAMIMXCS BOAM3M OT y4dacTKa, ITAe y>Ke IIPOMCXOAUT
peKoMOMHAaIIV.
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2.8. I'enemueckuii aHAAU3 Y MUKPOOPZAHUIMOB

Bce BommeckasanHoe B raase II oTHOCHTCS K BBICIIMM 9yKa-
puotam. Ilpu mpoBeseHNM reHETMYECKOIO aHaAM3a Y IPOKAPUOT
U HUBIINX DYKApPUOT cAeAyeT PYKOBOACTBOBATbCSI HECKOABKO
VMHBIMU IIPUHITUIIAMY UCXOAS U3 OMoA0orum oObeKTa MccAeloBa-
Hus1. HecMoTpst Ha MHOrooOpasye MUKPOOPIaHM3MOB, OCHOBHBIE
MeToAMYecK1e IOAXOABI — CEAeKTUBHBIX CpeJ 1 OTIIeYaTKOB, I10A-
XOASIT AAsL DOABIIMHCTBA U3 HIX.

IIpu BBIpaIVBaHNU MMUKPOOPTaHU3MOB (OOBIYHO Ha TBep-
AOI1 cpeJe) MOXHO BapbMpOBaTh COCTaB IMTATEAbHBIX BEIIeCTB.
ITporoTpodamu Ha3bIBAIOT MUKPOOPTAaHU3MBI, CIIOCOOHbIE pacTy
Ha MMHIMAa/ABHOM A451 CBOEIO BUAa Cpeje, OOBIYHO OHM COOTBET-
CTBYIOT AMKOMY Tuiy. MyTaHTHBIe (POPMBI, KOTOpPbIe yTpaTuAu
CIIOCOOHOCTH pacTu Ha cpede Oe3 CIlelMaAbHBIX 400aBOK, Ha3bl-
BaloTCsl aykcoTpodamu. Hampumep, mramm Aposckeii, He CIIO-
COOHBINI pacTu Ha cpede 0e3 ajeHIHA, Ha3bIBAIOT ayKCOTPOQHBIM
10 aJeHUHyY. B KauecTBe ceAeKTUBHBIX MapKepOB MOXKHO JCIIOAb-
30BaTh M aHTUOMOTUKM. Torga yCTOMIMBOCTD, AUOO IyBCTBUTEAD-
HOCTD, K oIpee1eHHOMY aHTUOMOTHUKY CUMTaeTCs
®AeMeHTapHbIM IIPU3HAKOM. /s IepeHeceHUs MUKPOOPTaHMU3-
MOB C OAHOII CpeAbl Ha APYIYIO MCIIOAB3YIOT METOJ OTIIeYaTKOB
(puc. 19). KoaoHmernt MMUKpOOPTaHM3MOB HA3BIBAIOT CKOILAEHUe
KAETOK 1AM pa3pacTaHue MUIIeAUs], BUAVIMOE HEBOOPY>KEHHBIM
r1a3oM, IIITaMMOM — M30AMPOBaHHYIO B OIlpeJeAeHHOe BpeM: I B
OoIlpeJe1eHHOM MecTe KyABTyPY MMKPOOPIaHM3MOB, KAOHOM —

IIOTOMCTBO OAHOI?I KAETKMN.
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nonHo# cpeae

@
KONCHWM Ha
4

oTneYaToKk

@q_

POCT OTAENBHbIX cenekTMBHaA
KOMOHMA cpega

Puc. 19. MeTog oTIiedaTkos

M3 wuymcaa mnpokapuoT HamubOoAee PpacIpOCTpaHEeHHBIM
MOJAEABHBIM OOBEKTOM TeHeTMKHU SBASEeTCA KUIIeYHas I1al04Ka
Escherichia coli — rpamoTpunaTeabHasi, (paKyAbTaTMBHO aHa®poO-
Has, He OOpasyiolas DHAOCIOp OaKTepus, KOTopas oOuUTaeT B
HIDKHEN 4JacTy KMIIIeYHMKa TeIIAOKPOBHBIX JKMBOTHBIX, KaK IIpa-
BIA0, B KauecTse cMOMoHTa. [1010B0I11 IIporiecc y KUIIeYHOI Ta-
AOUYKM IPOMCXOAUT IIyTeM KoHbpIoranum u nepenoca AHK ot
KAeTKku-goHopa (F-tur) K kaetke-penunuenty (F-tum). IToaosoin
¢akrop (F-dpakrop) — BHEXpoMocomHas KoablleBast AHK — smm-
coMma, KOTopas IepejaeTcsi dyepe3 I10A0Bble Boaocku (F-imam).
Kaetkn, B xoTopsix F-dpakTop mHTErprpoBaacs B XxpoMocoMy, Ha-
spiBaforcst Hfr-kaerku (high frequency of recombination — Brico-
Kasi 4yacrora pekoMOmHanum). Ilpm cMemenun nomyasuun
kaetok Hfr ¢ m130prTounsIM uncaom F- — kaeTok nmpaxkTmdeckn sce
KAETKU HallAyT ceDe MOAXOAAIIMX ITApTHEPOB UM HAYHYT KOHBIO-
ruposath (puc. 20). Ecanm KAeTKu HacMABCTBEHHO pas3beAVHATDH
IlyTeM MHTEHCHBHOIO BCTPAXMBaHUS 4yepe3 OIlpeseleHHbIe IIPO-
MEKYTKU BpeMeH!, MOXKHO OIIpeAeANTh MOPsIA0K TeHOB Ha Xpo-
MOCOMe U PacCTOsIHIE MeXAY HUMU B €AVHUIIAX BpeMeH!U MeXAY
BCTpsIXMBaHMSAIMU. Tak CTpOST TeHeTHYecKue KapThl OakTepuii
(puc. 21).
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Puc. 20. BsanmooTHOImIeHNs MeXAy 110A0BbIMU TuniaMu Escherichia coli
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Puc. 21. Tenetnueckast kapta Escherichia coli”

" URL: http://www.ncbi.nlm.nih.gov/books/NBK7908
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Vs uymcaa HU3MNMX dyKapMOT HamuOoAblllee paclpocTpaHe-
HIe B Ka4eCTBe MOAeAbHOTO OObeKTa TeHeTHKI ITOAYINAN TIeKap-
CKIe APOXCKM — Saccharomyces — cerevisite — OAHOKJAETOUYHBIE
MuKpockondeckue (5-10 MUKpPOH B ArameTpe) TpuOKI U3 poJa
CcaxapOMMIIETOB, IIMPOKO MCIIOAb3yeMble B IIPOMU3BOACTBE aAKO-
TOABHON 1 XAeOorekapHOi IpoAyKiny. OcoOeHHOCTH KU3HEeH-
HOIO IHKJAa ®TOI0 MUKpoopraHmsma (puc. 22) MO3BOAAIOT
IIPOBOAUTDL TeTPajHBIN aHAAU3 — MCCAeAOBaTh TEHOTUII IIPOAYK-
TOB Meil03a IIyTeM pasjeAeHus] U MHAUBUAYAAbHOTO KyAbTVBU-
poBaHMsl ackocrop. B aabopaTOpHBIX yCAOBMAX KyABTYPBI
APOXOKell oAaep>KuBaloT B rariaodase. Y Saccharomyces cerevisiae
ABa TIOAOBBIX TUIIAa — a U (, KOTOPbIe, CAMBAsCh APYT C APYIOM,
00pasyIioT 3uroty. Jo0apasis B KyAbTypaAbHYyIO cpely alleTaT Ha-
TpMsl, MOKHO CTUMYAMpPOBaTh Meli03. CaydaliHyIo BRIOOPKY CIIOp
MOXKHO TIOAYYUTH IIyTeM OOpabOTKM acKOB IHUIIleBapUTeAbHBIM
COKOM BUHOTpaAHOM yAnTku. VIHAuBMAyaabHOE pasjeleHne Criop
IIPOBOAAT IIPY ITOMOIIY IIperlapOBaAbHBIX UTA.

Puc. 22. Kuznennslit 1iuKka Saccharomyces cerevisiae.
Toay6piM 11BeTOM 0O0O3HaYeHa Auriaodasa, CupeHeBbIM — raraodasa;
a M & — TUIIBI clapuBaHusy; 1- Merios, 2 — ack, 3 — acKOCIIOpPhI, 4 — KOy As1usl, 5 — 3Urora
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Konmpoavnuvie eonpocot u 3adanus

1. OnpegeanTe TUIBI HaCA€A0BaHNS B POAOCAOBHBIX, IIPU-
BeAeHHBIX Ha puc. 23.

2. Ilpu ckpemmBaHMM KOIIEK C pa3HOV OKPacKol IepcTu
OBLA0 ITOAYUYEHO:

P camxu 4epHbIe X CaM1bl PbIKIIE P camxu PpBhIKME X CaMITbl YEPHbBIE
F1 camkn JgeperraxoBble, F1 camxu JeperiaxoBple,
caMIIbl YepHbIE CcaMIIbl pbIK11€
F> camkmn JgeperiaxoBble U YepHbIe, F> camkxu JgeperiaxoBble 11 pbIKIE,
caMIIbl YepHbI€ 11 pbIXKNE caMIIbl YepHbIE€ 11 pbIXKIE.

Ornpegeante TeHOTUIIBI CKpeITUBaeMbIX POPM U A0KaAM3a-
IIMIO TeHOB.

3. Kakme rpynmsl KpoBU BO3MOKHBI Y peOeHKa, ecAu ero
poAuTeAn UMeIOT TPyl KpoBu A 1 B 1 0oba sBasAioTCs: a) rete-
posurotamu, 0) OAVIH U3 pOAUTEAEN TeTePO3UTOTEH.

4. IloremHeHMe 3yOOB OIlpeseAsieTCs] ABYMsI AOMUHAHTHBI-
MM TeHaMl, OAMH 13 KOTOPBIX HAXOAUTCS B X-XPOMOCOME, a ApY-
roil — B ayTocoMe. B cembe, rae pogurean mmMeau TeMHbIe 3yOBbI,
POAMAUCE AeBOYKAa VM MaAbYMK C HOPMAAbHBIM IIBETOM 3YOOB.
TemHuble 3yOb MaTepu oIpeseAeHBl T€HOM, CIlelIA€HHBIM
¢ X-XpOoMOCOMOI1, a TeMHBle 3yOBl OTIIa — ayTOCOMHBIM TI'€HOM.
Ornpegeante reHOTUIIBI POANTEAECI U AETEIA.

5. 3aboaeBaHne OOHapYKUBaeTCs y AeTeil, pOAUTeAU KOTO-
PBIX ABASANCH ABOIOPOAHBIMU OpaTOM M CeCTpOil U He CTpajaau
oT »TOoro 3aboaesanus. Kak Hacaeayercs 60ae3Hb?

6. V3BecTHO, 4TO reH reMopNUANN U TeH AaAbTOHM3MA — pe-
IIeCCUBHBIE, 10KaAM30BaHHbEIE B X-XPOMOCOME; pacCTOSHIE MEXAY
HuMn — 9,8 cM. 3a0poBas AeByIliKa, MaThb KOTOPOI AaAbTOHUK, a
oTer] — reMOQUANK, BBIXOAUT 3aMy>K 3a 340pPOBOIO MY>KUMHY, PO-
AUTeAU KOTOpOro 340poBbl. OlpeseanTte, KakoBa BEPOSITHOCTDH
IIOSBAEHMS B DTOI CeMbe 3J0POBBIX A€Tell.

7. Pe3yc—T1010XUTEABHOCTD U HAAUIITOLINTO3 ONpeAeAsIOT-
Cs1 AOMMHAHTHBIMI ayTOCOMHBIMI reHaMI. /10Kyc pesyc-gakropa
(D) 1 aokyc saaunTonmuTosa (E), BRI3bIBaIOIIero oBaabHyI0 popMy
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SPUTPOLUTOB, HAXOAATCS CLIETIA€HHO B OAHOI ayTOCOMe Ha pac-
crossauu 3 cM. Matsb reteposurorHa 1o o0ouM aHaAU3UPYEMBIM
npusHakaM. Orel pe3yc — oTpuijatedeH U MMeeT HOPMa/AbHbIe
sputpouutsl. OnpegeanTte HPOLIEHTHOE COOTHOIIIEHNE BeposiT-
HBIX TEHOTUIIOB 11 (PEHOTUIIOB AeTell B CeMbe.

8. I'unepTpuxos nepegaercs yepes Y- XpOMOCOMY, a IOAU-
AAKTUAUS — KaK ayTOCOMHBIN Ipu3HakK. B cembe, rae orer; nmea
TUIIePTPUX03, @ MaTh — HOAUAAKTUANIO, POANAACh HOpMaAbHas B
OTHOIIIeHN OOOMX HPU3HAKOB A04ub. KakoBa BepOsITHOCTH POXK-
AeHus chIHa 0e3 obenx aHoMaAmin?

9. ¥V cynpyros ¢ HOpMaAbHBIM 3peHMEM POANAOCH ABa ChIHA
U ABe Aodepu. Y MepBoil gouepu 3peHNe HOpMaAbHOe; y Hee TpU
CBIHA, ABa 13 KOTOPBIX AaAbTOHUKI. ¥ BTOPOI AO4epU U y ee AT
CBIHOBell 3peHue HopmaabHoe. [lepBbIll ChIH A4aABTOHMK; Y HEro
ABe J0o4epu U ABa CbIHA, U BCe BUAAT HOpMaAbHO. Bropoii cbiH 1
4yeTBepO ero ChIHOBel TakKe MMeIOT HopMaAbHoe 3peHne. Kakosbl
TeHOTUIIBI BCeX pOACTBEHHIUKOB?

10. Ha puc. 24 npuseseHbl TeHOTUIINMYECKNe JaHHbIe 0CODein
BTOPOTO ITOKOAEHN CKpeIBaHmsa Apo30pual. YCTaHOBUTE Te€HO-
TUIILI POAUTEAL.

11. Ilpm kaxoM TuIle B3aMOAENCTBIS aaleleil (PeHOTUIIN-
yecKle KAacChl IOAHOCTBIO COOTBETCTBYIOT TeHOTUITNYeCKIM?
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Puc. 24. TeHOTUIINYECKIIEe JaHHbIE 0CODEl BTOPOro IIOKOAEHM I CKPeIBaHIs Apo3odua
(aas sagaum 10 k ra. II)
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I'rasa 3. MoaekyasipHble HOCUTeAN HacAe ACTBEHHOCTU

3.1. Cmpyxmypa AHK u PHK

HykaenHoBbIe KMCAOTHI — ITIOAVMEpPHBIe (COCTOsIINEe U3 T0-
BTOPAIOLINMXCSL €AVHNII) XUMMUYecKye BeIlecTBa, coJep Kaliue
MHPOPMAITUIO O CTPYKType OeAKOBBIX MOAeKya (KOAMpYIOIiue
nocaegosareabHoct AHK n marpuunas PHK), ynpasaenun mx
cuHTe30M (peryasTopHble nocaegosareabHoctu AHK u curnaan-
Hble nocaeaoBaTeapHOCcTH PHK) mam BhIIIOAHSIIONIME caMOCTOSI-
TeAbHBle (PYHKIIUM, TaK MAM MHade CBsI3aHHBIE C Ilepejadeit
HacaeACTBeHHON MHpopmanmu (pudocomuas PHK, Tpancnopr-
Hasg PHK, mazas sagepnas PHK, mazas wmnTepdepupymomas
PHK).

AHK n PHK cocrosT n3 HykaeoTnaos — GpocPOpHEIX dPu-
POB HYKA€03MAOB (CBS3aHHBIX C cCaXapoM — Ae30KCHpPpUO03011 1AM
puOO3011 a30TUCTBIX OCHOBaHMII) adeHO3MHa (A), ryanuauHa (I),
tumuanHa (T), ypuauna (V) n nutnanna (). Asotucrsie ocHOBa-
HISL — TeTepOLMKANYecKre OpraHudeckine cOoeAVHeHU:, IPOou3-
BOAHBIE IIypUHA — aJ€HMH U TyaHUH, UAY NUPUMUAVNHA — TUMUH,
ypauma, umrtosuH. KommaeMeHTapHOCTh (OOpazoBaHUe CBsI3eil
Me>KAY B3alIMOAOIIOAHAIOMUMY (pparMeHTaMn MoAaekyAa) map AT
(AY) u I'll obecriednBaeTcsi HaAUMIMEM ABYX MAU TpeX BOAOPOA-
HBIX CBsI3€J1 COOTBETCTBEHHO. B 04HOII 1leny HyKAeoTUABI CBA3aHbI
nyTeM oOpasosaHms 5-3" caxapodocdaTHOI KOBaAEHTHOI CBA3K
(puc. 25). Ilpu 9TOM KOMIIAeMeHTapHbIe 1lell1 OPMEeHTUPOBaHbI B
IIPOTUBOIIOAOKHBIX HallpaBAeHI:AX ogHa 5 —3’, a apyras — 3’ —5’

(oHM aHTHIIapaAAeAbHBI).
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Puc. 25. Ilepsuunas crpykrypa AHK

Y Bcex KMBBIX CyIIIeCTB, KpOMe HEeKOTOPBIX BUPYCOB, MOJe-
xyaa AHK nmeer crimpaabHyI0 BTOPUYHYIO CTPYKTYPY, B KOTOPOI

a30THUCTbIe OCHOBAHMS HaXOAATCA BHYTPM, a caxapodocdaTHBI
OCTOB — CHapyKI (puc. 26).



Puc. 26. Bropuunas crpykrypa AHK

V3 mpuHIMIIa KOMIIA€MEHTAapHOCTH (BO3MOXKHOCTU OOpa-
30BaHM: Iap adeHMHa C TUMMHOM (ypaluA0M) U TyaHMHa C IIUTO-
3MIHOM) cAeayeT npasnuao Yapradda:

® KOAMYECTBO aJeHMHa PaBHO KOAMYECTBY TMMIHA, a KOAU-
4ecTBO I'yaHIHa — KoAndecTBy unutosuHa: A=T, I'=11;

® KOAMYECTBO IIyPMHOB PaBHO KOANYECTBY HUPUMUAVHOB!
A+T=T+11;

® KO/AMYeCTBO OCHOBAHMIA C IIeCThIO aMUHOTPYIIIaMy PaBHO
KOAMYeCTBY OCHOBaHMII C IIecThIO Ketorpyrmamu: A+L=I+T.

Coornomtennst AT- u I'Ll- MOryT OBITH pa3dAMyHBI B pa3HbIX
paitoHax  xpomocoM. Hampumep, 'y  MaeKkonuTaiommx
B G+-partonax npesaanpyior AT-niapel, a B R+-paitonax — I'].

MnTepecHo, 4To ocHOBHas «MoaeKyaAa kusHm» — AHK - ca-
Ma I10 ceOe MepTBa I OXKUBASETCS TOABKO B IIpolleccax perianKa-
IV ¥ TPAaHCKPUIINUM IHPU IIOMOIIM OCOOBIX (PepMeHTOB -—
roAyMepas, KOTopble obecriednBaloT ee KOIMpoBaHMe U IpouTe-
HUeE.
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CymectsyeT Heckoabko Tunos PHK, nMmeromux pasananyio
BTOPUYHYIO U TPETUYHYIO CTPYyKTypbl. Hanboasiee Omoaormye-
CKOe 3HaueHMe NMeIOT MartpuuHas (nHpopmaumonsHas) PHK
(MPHK), tpancnioptaas PHK (TPHK), pubocomuasa PHK (pPHK),
mazas sigepHas PHK (MaPHK) u mazas mnTepdepupylomas
PHK.

Marpnunas PHK (MPHK) xoMmIiaemenTapHa KOAUPYIOIIUM
nocaegoBareabHocTAM AHK 1 cogep>xut nudpopmanuio od amu-
HOKJICAOTHOJ I10CA€40BaTeAbHOCTY CBOEr0 0eAKOBOIO IIPOAYKTa.
Cunrsianne MPHK npomncxoaur B mporiecce TpaHCAALIMU — CUH-
Tesa Oeaka Ha ocHose MPHK. Kasx011 13 20 KaHOHIYeCKUX (YHU-
BepCaAbHBIX A4Sl OSKMBBIX ~ OPraHM3MOB)  aMMHOKUCAOT
COOTBETCTByeT HabOp 13 Tpex TPUILAET-HYKAeOTUAOB — KOJOH.
O4HOII aMIMHOKICAOTe MOKEeT COOTBETCTBOBATH ABa VAU HECKOAb-
KO KOZOHOB — B 9TOM 3aKAI04aeTCsl BBIPOXKAEHHOCTh TeHeTYeCKO-
ro koga. Tpu kogoHa He KOAMPYIOT aMMHOKMICAOT, IODTOMY
cuHTe3 Oe/Ka Ha HMX OCTAHABAMBAETCS. DTO CTOII-KOAOHBI MAU
HOHCeHC-KOAoHBI: YAI' (am0Oep), YT'A (ommaa) u YAA (oxpa). Kpo-
Me coJep>Kalleil KOAOHBI (TpaHCAMpPYeMOli) o0aacTy, 3peaas
MPHK cogepxut HeTpaHcaupyemble 004acTy, KOTOpble peryau-
PYIOT CTaOMABHOCTb MOAEKYAbl U MHTEHCUMBHOCTb CUMTBIBAHMA.
Moaekyasr MPHK mHoraa mmeior ApylierioyedHble y4acTKU —
IINUABKA U TICE€BAOY3AbI, — KOTOpble MOTYT ydacTBOBaTb B pery-
AU TPaHCASLIVA.

Tpancnoptras PHK (TPHK) nMeer BTOpmuHyIO CTPYKTYpY,
HaIIOMMHAIONIYIO AUCT Kaesepa (puc. 27). Ha nenTpaabHOI 11eTae
HaXOAUTCs aHTUKOAOH — TPUILAET, KOMILAeMeHTapHBII KOAOHY
cooTBeTcTByIoIel daHHO Moaekyae TPHK ammuokmcaorsr. K
IIPOTUBOIIOAOKHOMY KOHIy MoaAekyabl TPHK mpukpenasercs
aMIMHOKICAOTA.
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8] - SMUHOKWACNOT 3

wmPHK 5 I=1I-11 ki

EOIoH

Puc. 27. Tpancnopraas PHK

Pubocomnas PHK (pPHK) Bxogutr B cocras pubocom
(puc. 28) u BHIIIOAHSET KaTaAUTNUIECKYIO (PYHKIIMIO IIpU 0Opaso-
BaHUM HENTUAHBIX CBsI3€ll MeXKAY aMUHOKVCAOTHBIMY OCTaTKaMu
B IIpoliecce TpaHCASUMU. Maaas dacTuiia pubOOCOMBI BYKapUOT
IpeAcTaBAseT coO0i pUOOHYKAEOIIPOTEMHOBHIN KOMILAEKC Ha OC-
HoBe cyobeanHuIbl PHK ¢ KoHcTaHTOM ceauMeHTannu (CKOPOCTI
ocaxxaeHns npu nentpudyruposanun) 40S (S — eaununa Csea-
6opra), kotopas cocrout u3 mMoaekya 185 PHK. Ocrnosoit 604b-
IOV YaCTUIILI pMOOCOMBI ABAsieTCsl cyObeauHmIla 60S, koTopast
coctout u3s tpex mMoaekya pPHK - 28S, 5,85 u 5S. Pubocomnas
PHK cocraBasier okoao 70 % ot obiero koanyecrsa PHK B kaet-
Ke. MUTOXOHAPUU MMEIOT CBOM OCOOBIe PUMOOCOMBI, COCTOSIIIIE
n3 50S u 30S cyOpeamnuir (mogoOHO OakTepyaAbHBIM pUOOCO-
MaMm).
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Bonmsmmrag wacTHIia

LleHTpanbHEIA Mamag yacTHLa

npoTtybepaHer]

Puc. 28. Cxema crpoeHust pubocoMsl”

Maaas saepnas PHK (MaPHK) npeacrasaena Mmoaexyaammu
AanHon 100-300 HyKAe0TIAOB € OOABIIIUM COAeP>KaHNEM YPUAU-
Ha, KOTOpPBIe BXOAAT B COCTAaB MEAKNX PUOOHYKAE€OIIPOTEeMHOBBIX
rpanya sigpa. @ynknua sroro Tuna PHK 3akarouaercs B yuactun
B co3pesaHny Moaekya MPHK.

Maaasa unteppepupyomas PHK npeacrasaena KopoTku-
M (20-25 HyKA€OTHAOB) ABYIIEIIOUEUYHLIMM MOJA€KyJAaMy, KOTO-
pble, cBaA3bBasch C oTdeapHeiMu  MPHK  mo nmpunnmmy
KOMIL1€MeHTapHOCTY, MOIYT II0AaBASITh CUHTe3 OllpejeleHHBIX
0eAKOB U MPUBOAUTL COOTBETCTBYIONIyIO0 Moaekyay MPHK k ae-
rpagaunu. B aTom 3akarovaercs siaenne PHK-muTepdepentium.
Ocoboe 3nauenne »toT Tun PHK uMmeer B oHTOTEHE3€ — MHAVMBII-
AYaAbHOM Pa3BUTUN OPTaHU3MOB.

" URL:
http://www.cartage.org.lb/en/themes/sciences/zoology/animalphysiology/anatomy/animal
cellstructure/Ribosomes/Ribosomes.htm

60



3.2. Penauxayua AHK

Pennankanusa AHK — »To mporjecc yABoeHMsI MOAEKYABI Ae-
30KCUMPUOOHYK/AEMHOBON KICAOTHI ¢ OOpa3oBaHNEM MAEHTUYHBIX
AOUYEPHUX MOAEKyA. Y yeA0BeKa pellAMKals IIPOVCXOAUT B ¢ase
S xaerounoro 1ukaa. Penankaruio AHK ocymectsasier pepmeHT
AHK-nnoanmepasa.

a5 mpoTeKaHM:I IIpoliecca perauKaly HeoOXo4UMO pac-
rnaectu ApovHyio cimpaab AHK, BpamaTeh MakKpoMoOAeKkyady U
yAep>KUBaTh ee B pacIlAeTeHHOM COCTOSHUMU. DTU (PYHKIIUM BBI-
IOAHAIOT THpasa (paciiaeTeHne Criupaaln), XxeAukasa (pasdeaeHne
Hureit), n /AHK-cesaspBaromme Oeaku (yaep>kanme). TouyHocTnb
pernAnkanuy odecriednBaeTcsl IPUHINIIOM KOMILAeMEeHTapHOCTHI
rap ocHosaHmit u cpoiictsamu JHK-nmoanmepassl, 0aarogapst Ko-
TOPBIM BTOT (PepMEHT CIIOCOOEH pacIlO3HaTh U UCIPABUTH OIINO-
Ky. Y ®yKapMOTMYECKMX OPraHM3MOB B Ipollecce pellauKalium
INPUHUMAIOT ydacTue HeckoAbko tunos JHK-noanmepas. Ilocae
YABOEHMsI IIPOMCXOAUT CyllepclupaAu3anisl CUHTe3UMPOBaHHBIX
MoAeKyAa 1 gaapHevimas komnaktuzanus AHK. ITpouece pennan-
Kanuy TpedyeT 3aTpaT SHePTUIL.

Panee cymiectsoBaamu Tpu MOJAeAU MeXaHU3Ma perlArKalum
AHK. CoraacHo KOHcepBaTMBHOMY MeXaHU3MYy B pesyabTaTe pe-
nankanum ogHa moaekyaa AHK coctout ToABKO U3 poauTeab-
CKIX IleIlel, a Apyrasd — TOABKO U3 JAOYEPHUX Ielleil.
AucniepcroHHas MoAeAb IpeArioarasla, YTo Bce IIOAy4MBIIecs B
pesyabTare pernankaunm Moaekyarsl AHK cocroar us nemneii, oa-
HJ y4aCTKM KOTOPBIX BHOBb CHMHTE3UPOBaHLIL, a APyIuie B3SThHI U3
poauteanckoit moaekyanl AHK. IloaykoHcepBaTUBHBI Mexa-
HI3M pelAMKallMM 3aKAI4aeTcsl B TOM, UYTO KaXJas MoJeKyaa
AHK cocTtout ms o4HOM LienM MCXOAHOV pOAUTEABCKON MOAEKY-
ABl VI OAHOM BHOBb CUHTe3MpoBaHHOIN Ienu. [ToaykoHcepsaTus-
HBI MexaHn3M 0bla goka3aH B 1958 r. oneitamu M. MeseabcoHa 1
®. Craas.

ITockoabky AHK-moammMepasa He ymeeT HauMHaTh CHUHTe3
HOBOJI HUTU Ha OAHOHUTEBOJV MaTpulle, a MOXeT TOABKO IpU-
KpeIAATb HOBble HYKA€OTUABI K y>Ke MMeIOllelicsa Leny, WHU-
nyanys  penAMKanuy — IIPOUCXOAUT — IIyTeM — OOpa3oBaHIs
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HeOoabmoro yyacrka JAHK-PHK npu nomommn gpepmenra JHK-
nparMasel. K 3’-xonny PHK-s3atpaskun AHK-moanmepasa 4o06as-
aseT HoBble HyKaAeoTuapl, a PHKaza H norom paspymaer PHK B
TMOPUAHBIX yJacTKax. /lurasa crimMBaeT CHMHTe3MpOBaHHbIE (par-
meHnTs AHK (puc. 29).

AHK-noanmepasza MOXeT BeCTM CUHTe3 TOAbKO B HaIlpaB-
aeHun 5 — 3, T. e. TIPUCOEAMHATb HOBBINL HYKAEOTUA,
K 3’-KOHIIy y>Xe CUHTe3MPOBaHHOI YacTu. JByHuUTEeBas CTPYKTypa
AHK mpeamoaaraer HeOOXOAMMOCTb CUHTe3a B ABYX HallpaBae-
HUsIX 5 — 3" u 3’— 5. Dra 3a4aya pelaercs: myreM 0Opa3oOBaHIL
Y-00pas3HO! CTPYKTypBl — peNAMKAlVOHHON BUAKM (puc. 29).
ITpu sTOM nens 3'— 5 sABasdeTcs AMAMPYIONIEN — CUHTe3 Ha Hell
AT HeIpepBIBHO, a Iemb 5 — 3’ — oTcraoieil, ITOCKOAbKY Ha
Hell CMHTe3 MAeT B OTAEABHBIX ydacTKax — ¢parMeHnTax Okasakn,
KaKABIN 113 KOTOPBIX HaunHaeTcs ¢ Hopot PHK-3aTpaskm.

5 3

. G G
OHK r[ormmepasa-\‘*

PHK sarpaBka

PHKasa H—""
dparMeHTH

Okasaxu \

IOHK anraza —p
OrcTanmasn nens —-
3 b

Puc. 29. Cxema peramkanyoOHHON BUAKIU
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3.3. Tpanckpunuus

Tpanckpuniueit HasbiBaercst cuHTe3 MPHK Ha MaTpuile
AHK. Ilponecc cunresa PHK mporekaer B HammpaBaeHNUM OT 5'- K
3'- koH11y, T. e. no Marpuynon nemnn AHK AHK-3asucumas PHK-
noauMepasa — (pepMeHT, OCYLIeCTBASIONINI TPaHCKPUIILINIO —
ABVDKETCsI B HallpaBAeHNN 3'—5', IIpUKpPeILAsis HOBbI pUOOHYKAEO-
3uaTpudoOcCTaT K 3'-KOHILY y>Ke CMHTe3UpOBaHHO MoAeKyasl PHK.

Muannuanms TpaHCKpUILINU — CAOXKHBIN IIPOLIecc, 3aBUC-
mui ot nocaegosareapHoctu AHK, Haxoasmierics 80An3M TpaHCc-
KpuOMpyeMoIl 10cAel0BaTeAbHOCTI — IPOMOTOpa U OT Ooaee
yAaAeHHBIX OT TOUK! Hayala CMHTe3a y4acTKOB I'eHOMa — DHXaH-
cepoB (aKTMBUPYIOIIUX TPaHCKPUIILIMIO) U cailleHCepoB (Ae3ak-
TUBMPYIOIIMX TpaHCKpunuuio). Bo Bcex »Tmx ydacTtkax ectsb
CaNITBI CBSI3bIBAHNA TPAHCKPUIIIIMOHHBIX (PaKTOpOB — OEAKOB, pe-
TYAMPYIOIINMX IIpOllecC TPaHCKPUIILIUM U BXOASAIIMX B COCTaB
TPaHKPUIIIIMIOHHOTO KOMILA€eKca.

IIpn nepexoge TpaHCKpMUIIIIUM OT MHMIMALUM K CAeAyIO-
el cTaguy — DAOHTAUUM — IIPOUCXOAUT AMCCOLMALIA CBs3el
mexxay PHK-mmoammepasoir, mpomotopoM u ¢dpaxTopaMy MHMU-
IManuy TpaHCKPUIILIUMNL.

B nepnoa saonranun 8 AHK pacrniaereno npumepno 18 nap
HyKAe0TuA0B. IlpumepHo 12 HyKAeOTHAOB MaTpUYHON HUTU
AHK obpasyer rmmOpuaHyio crimpaab ¢ pacrymieit nensio PHK.
ITo mepe asmxenns PHK-moanmepassl o Matpuiie sriepeAn Hee
IIPOMCXOAUT paciiaeTaHne ApyxierodeyHoil moaekyasl JAHK, a
nozaau ¢pepmenTa gsorHas cnnpaab AHK Boccranasamsaercs. B
®TOT MOMEHT W3 KOMILIeKCa OCBODOXKJAaeTcsl odepeAHOe 3BeHO
pacrymient renn PHK ¢ marpunei n PHK-noanmepasoii. Bece a1
IepeMellleHNsl  II04pa3dyMeBaiOT  OTHOCUTeAbHOe  BpallleHUe
PHK-nnoanmepassl u AHK. ITosTOMY 445 mpeaoTBpaliieHns TaKo-
ro spamenns asuraromyiocs no AHK PHK-nmoanmMepasy compo-
BOKAAIOT Tonomsomepaspl. Ha cragum saonHraumm B mpornecce
TPaHCKPUIILIY HEMaJAOBa>kHYIO pOAb UIPAIOT TakKXKe OCHOBHBIE
®AOHTUpYIOINe (PaKTOPh, KOTOpPble HEOOXOAUMBI A4Sl IIPeAOT-
BpallleH!sI NpeKAeBpeMeHHONM TepMMHalUUM MaTPUYHOIO IIPO-
1ecca.
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Caeagyromas ¢asa mporiecca TPaHCKPUIIIIUY Ha3bIBAETCS
TepMHMHalMel. B 9TOT MOMeHT pacTyIimii TpaHCKPUIIT OCBOOOXK-
Aaetcs n npoucxoaut aucconuanus PHK-moanmepasst n AHK-
Matpuibl. Ilocae 3aBepeHns cragum TepMMUHAIIUM TPaHCKPUII-
uyu npoucxoaut paspesanne PHK, a 3atem x e€ 3' koHiy ¢ mo-
MOIIBIO (epMeHTa NOAMA-TIOAUMepasbl aoOaBasercst 100-
200 ocHOBaHMII aJeHMHA, KOTOpbIe OKa3bIBAIOT BAVSHIE Ha CTa-
OMABHOCTD IIOAY4€HHOTO TPAaHCKPUIITA.

3.4. IIpoyeccunz PHK

Cospesanne MPHK HaspiBaeTcs nponeccuHroM. bmoaorm-
Jyeckoe 3HayeHle IIPOLIecCHMHIa B 9YKapMOTUMYEeCKON KAeTKe 3a-
KAIO9aeTCs B BO3MOKHOCTY MOAy4YeHMs Pa3ANMIHbIX KOMOMHAIINIL
DK30HOB T€Ha, a 3HA4YNUT, I0AydeHUs OOAbIIero pasHooOpasys
0eAKOB, KOAMPYEeMBIX OAHOV HYKA€OTMAHOM II0CAeAOBaTeABHO-
creio AHK. Kpome Toro moguduxaumsa 3'- u 5-konnos MPHK
CAYXXUT AASl PeryAsINI ee DKCIIOpTa U3 siApa, IOAAeP>KaHMs CTa-
OMABHOCTU B LIUTOIIAa3Me U AASl YAYUIIIeHUs B3aUMOAEMCTBIUA C
pubocomaM.

Eme 40 3aBepreHus TpaHCKPUIIIIUM ITPOMUCXOAUT IIOAM-
ageHnanposaHne 3’-koHua (pasgea 6.3). K 5'-konny MPHK mo-
CpeACTBOM TpudocdaTHOro MoOcCTa HIPUCOeANHSETCS
7-MeTUATYaHO3VH, COeAVHSIOINIICA B HEOOBMHON ITO3UIIUN
5'—5', u IpOUCXOAUT MeTUAMPOBaHUE PUOO3 ABYX IEPBBIX HYK-
Ae0TUAOB. DTOT IIpOIiecc Ha3blBaeTCsl KAIMPOBaHIEM.

ITponecc BrIpe3aHUsI OlpeAeAeHHBIX HYKA€OTUAHBIX II0CAe-
AosateapHOcTelt 13 Moaekya PHK m coeamnenms mocaezosa-
TeABHOCTE], COXPAHAIOIINXCA B «3peAol» MOJAeKyle, B XoJe
npoueccurra PHK, HasbiBaeTcs criaaiicuarom. B xoge criaarcun-
ra n3 MPHK yuactku, He kogupyioriye 6e10K (MHTPOHBI), yAaaAs-
IOTCsA, a DK30HBI — Y4acTKM, KOAMPYIOIIMe aMIMHOKICAOTHYIO
110CcAeA0BaTeAbHOCTD, COeAMHAIOTCS APYT C APYIOM, M He3peaas
npe-MPHK nipespamaerca B speayio MPHK, ¢ koropoit cuHTesn-
PYIOTCA (TPaHCAUPYIOTCST) O€AKY KAETKI.

64



AAst ciaavicuHra HeOOXOAMMO HaAuM4dmMe CHeruaAbHbIX 3'- U
5'- mocaegopareapHocTert. CIIAaliCHMHT KaTaAU3MPYeTCs COCTOSI-
muM 13 PHK 1 6eaxoB 60AbIINMM KOMILA€KCOM, KOTOPBIN Ha3bl-
BaeTcsa craavicocomoii. CrizaiicocoMa BKAIOYAeT IISTh MaAbIX
sAepHbIX pubonyKkaeonporengos (MsaPHIT) — Ul, U2, U4, U5 u
Usé. PHK, Bxogsmas B cocras MsaPHII, B3anmoaencTsyeT ¢ MHTPO-
HOM I, BO3MOJKHO, ydacTByeT B KaTaamuse. OHa HpMHUMAaeT y4a-
CTHe B CILAaliCMHIe MHTPOHOB, cogep>Kamux B 5' caire I'Y, u AI' B
3' cniaaricuHI-caiTe.

Mnoraa MPHK B mporiecce co3peBaHnst MOTYT IIOABEPraThCs
aAbTepHATMBHOMY CI1AaMICYHIY, KOTOPBIN 3aKAI04aeTCsl B TOM, UTO
nmeromuecs B cocrase npe-MPHK mHTpoHEI BhIpesaloTcs B pas-
HBIX aAbT€PHATVBHBIX KOMOMHAIUAX, IIPY KOTOPBIX BBIPE3alOTCs
11 HEKOTOpBle DK30HBI. HekoToprle 13 IpoAyKTOB aabTepHaTUBHO-
ro craavicunra npe-MmPHK HedyHKIIMOHaABHBI, KaK HaIpumep,
IIpU OIpeAeAeHUN M0Aa Y IA0AOBOIM MYIIKM APO30(UABI, OAHa-
KO 4acTO B pe3dyabTaTe aabTepPHaTUBHOTO criaayicuura npe-mPHK
04HOTO reHa oOpasyioTrcs MHorouncaeHHble MPHK 1 1x 6eakosbie
HPOAYKTBI.

B Hacrosiee BpeMsi M3BeCTHO, UTO y 4yeaoBeKa 94 % reHoOB
II0ABEP>KEHO aAbTEpHATVBHOMY CIIAAVICHHIY (OCTaAbHBIE 6 % Te-
HOB He coaep>KaT MHTPOHOB). A/AbTepHAaTUBHBI CIIAQVICUHI Y
MHOTOK/AETOYHBIX DYKapHUOT sBAsSETCS KAIOYeBBIM MeXaHU3MOM
yBeANYeHUsI pa3HOOOpasusi OeAKOB, He CO3AaBasl M3OBITOUHBIX
KOIIMIA I'eHa, a TaKXKe II03BOAseT OCYIeCTBAITh TKaHecrenudude-
CKYIO U CTaAyecrnerupruecKyio peryAsinio 9KCIpeccuu (Iposis-
/A€HIsT) TeHOB.

3.5. Tpancaayus

Cuntes 0eAKOBBIX MOAEKYA U3 aMMHOKNCAOT Ha MaTpulle
MPHK nipu yuactun pudocom n TPHK HaspiBaeTcs TpaHcasAIyeln.
IIporiecc mpomMcxXoAUT B LIUTOILAa3Me Ha I10AMCOMax — KOMIIAeK-
cax, cocrosmux 13 MPHK 1 MHOrIX pnbocoMm ¢ npuKpernieHHbl-
mu moaekyaamu TPHK (puc. 30).
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Puc. 30. Cxema Tpancasuym: 1 — mHMIMAIMS, 2 — 9A0HTaLS, 3 — TepPMUHALIISL

IIponecc coctout n3 MHMUIIMAIIUM (y3HaBaHUS pUOOCOMOIL
CTapTOBOTO KOAOHA M Hayaja CMHTe3a), DAOHTalnu (CuHTe3a Oea-
Ka) 1 TepMHUHaIu (y3HaBaHIUA CTOII-KOAOHA U OTAeAeHIs OeaKo-
BOIO IIPOAYKTa).

ITock0ABKY KaXKABINl KOAOH COCTOUT M3 TpeX HYKAeOTUAOB,
KaXkJasl I1ocAaeA0BaTeAbHOCTh MOXKET OBITh IIPOYNTaHA TPOSIKO —
HadlHas C IIepBOTO, BTOPOTO AMOO TpeThero HyKAeoTuAa, MHbBIMU
CA0BaMI, MMeeTCs TPY BO3MOKHBIX paMKM cuuTeiBaHysA. Crapro-
BBIM KOJOHOM IHOYTHU Bcerga siBasercs AYI. PaMku cumThIBaHN:L,
HauMHAaIOIINeCs] C 9TOTO KOAOHA, Ha3BIBAIOTCS OTKPBITBIMU. JAas
mHyIanym pudocoma ckanupyer MPHK, noka He HaiigeT KOA0H

AVT. OOBIYHO OHa BOCIIPMHIMAaeET TOABKO Te CTapTOBble KOAOHBI,
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KOTOpBIe HaxoAsATcs BOAM3M 5 -ksna. CrienimaapHble 6eaku — dak-
TOPBI MHULIMAaLMY TPAHCASILIUN — Y9acTBYIOT B y3HaBaHUU CTapTO-
BOIO KOAOHa u IipucoeguHeHum uHunmaropHon TPHK,
codepkalent aHTUKOAOH Y AlLl, coOTBeTCTBYIONMINII aMIHOKICAO-
Te MeTnoHuH. K »roin TPHK meTnoHuH npucoeauHeH Ipu Io-
Moty ¢pepmenta ammHoauna-TPHK-cunTerasel. BHauase maaas
yacTuia pmubocomsl (caMa nan B komiaekce ¢ TPHK) cagurcesa Ha
MPHK, a satem K Helt mpucoeauHseTcs 00Ablas yacTulla, U IIpo-
MCXOAUT OTcoeAuHeHne gpakTopos MHMIManym tTpancasinun. Co-
OpaHHasg pubocoMa HauMHaeT BJAOHTMPOBaTh Ielb. B xoae
®AOHTaLIMN 0AMH OeakoBblil (pakTop nepenocut TPHK B ammHoa-
LIVABHBIN LIEHTp pUOOCOMEHI (A-IIeHTp), a 1ocae GpopMUPOBAHILI
IeNTUAHON CBA3U B IleTuanabHOM neHTpe (II-11eHTpe) BTOpOIL
(¢akTop ®A0OHTALINM KaTaAU3UPYeET CMellleHre prOOCOMBI Ha OAVH
tpunaet (puc. 30). Koraa pubocoma 40X04UT 40 OAHOTO U3 HOH-
ceHc-Koa0HOB — YAI' (amOep), YI'A (onaa) man YAA (oxpa) —
noaxogsament TPHK He oOperaeTcst 1 HOBas IeNTUAHAsS CBA3b He
obpasyetcs. [log aeiicTBueM creruaabHBIX O€AKOBBIX (PAKTOPOB
HpoucxoauT otgeaenne pudocomsl or MPHK 1 ocsobokaenune
TOTOBOV 0€AKOBOV MOAEKYABI.

Konmpoavnote sonpocot u 3adanus

1. YcraHnosure cooTBeTCTBME MeXAY HOHATIAMU, COAepKa-
IIUMICS B CAeAYIONUX cToA01ax. Jas 9Toro psaaoM ¢ nudpoir
IIepBOIO CTOAOIIAa MOCTaBbTe OYKBY COOTBETCTBYIOLIETO ITOHATIAS
13 BTOPOTO CTOA0IIA.

1) nykaeorma a) AHK
2) penaukauus 0) criaaricuHr
3) uMHTpOH B) PHK-3arpaska

2. 3asepmute ¢Qpasy, BHIOpaB IIpaBUAbHOE CYKJAeHUe I3
IlepedrCAeHHBIX BapMaHTOB!

Tpanckpunius — sT0...

a) U3MeHeH!e YIICAa XPOMOCOM, KpaTHOe rarl 101 AHOMY;

0) MyTanus 3aMeHbl OAHOTO HYKAe0Tuja APyTUM B COCTaBe
AHK;
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B) Iponecc cuHTe3a nHPopmanyonnoi PHK na maTtpuiie
AHK;

T) OAVH U3 BUAOB B3aUIMOAEIICTBIS HeaAAeAbHbIX TEHOB.

3. Onpeaeante NpaBUABHOCTD CAeAyIolel ppassl:

MuTpons — 310 HeTpaHcaupyemble ydactku MPHK, xoto-
pble BBIPe3alOTCsI IIPY ee CO3peBaHNUIL.

4. YcraHOBUTE COOTBETCTBUE MEXKAY IOHATISIMIY, COAep Ka-
IUMUCA B CAeAyIomux croadnax. Aas sToro psaom ¢ nudppoi
IIepBOIO CTOAOIIAa MOCTaBbTe OYKBY COOTBETCTBYIOIIETO ITOHATIAS
13 BTOPOTO CTOAOIIA.

1) TpancaALIA a) AOMIHIPOBaHIe
2) ¢pparment Okazakn 6) pudocoma
3) aaaean B) pellAMKallIOHHas BIAKa

5. VickaiounTe AuiIHee IIOHATHE B IIPUBEAEHHOM PAAY.
Ykasxute obobmiaomniee cA0BO 4aHHOIO psija:

PHK-nmoanmepasa, penankanus, AHK-moanmepasa, ¢ppar-
MeHTEI OKaszaky, TOIIonusoMepasa, puodocoma.

6. YcTaHOBITE COOTBETCTBNE MeXAY IOHATIIMIY, COAeprKa-
IIUMUCA B CAeAyIomux croadnax. Aas sToro psagoMm ¢ nudpoi
IIepBOr0 CTOAOIIa IOCTaBbTe OYKBY COOTBETCTBYIOIIEIO ITOHATILA
13 BTOPOTO CTOA0IIA.

1) pubocoma a) AUAVpYIOas Lelb
2) mpoMoTOp 0) 6ea10K
3) peniankans B) TPaHCKPUIILIV

7. Ilpogoaxure Pppasy:

B cocras AHK BxoasT caeayioniye HyKA€OTHUABL. . ..
8. 3akoHunTe Pppasy:

PruGocoMsl y9acTBYIOT B IIpoIiecce. ..
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I'raea 4. OCHOBBI IIMTOT€HETUKI

LInToreHeTNKa — HayKa O CBA3U BHYTPUKAETOUHBIX CTPYKTYP
1 HacaeAcTBeHHOCTH. OHa HaXOAUTCS Ha CTBIKe TeHeTUKM (HayKu
O HacAeACTBEHHOCTU ¥ M3MEHYMBOCTM) UM IIUTOAOTMHU (HAyKU O
KAETKe).

4.1. Buympuxaemounvie HOCUMEAU  HACAEOCHEEHHON
ungopmayuu — 10po, MUMOXOHOPUU U NAACHUIbL

Slapo (aat. nucleus) — opraHeaaa dyKapMOTUIECKON KAETKH,
codepxamast moaekyanl /AHK, kxoToprle HecyT reHeTMYecKyio
napopManuio. B sape mpomcxoAAT BaKHENMINMe AAS SKUBHU
Ipollecchl: pernamkaumsa — yasoeHnme moaekya AHK, a rtaxke
TpaHckpunnus — cuHTed Mmoaekya PHK na moaekyae AHK. 3aecn
’Ke cuHTe3uposaHHble Moaekyabl PHK noasepraiorcs psiay mo-
AnduKanuMii ¥ TOABKO IIOCA€ BTOTO BBIXOAAT B IUTOIIAasMy. B
OCOOBIX CTPYKTypaXx BHYTPH sigpa — SAPBIIIKaX — IPOUCXOAUT 00-
pasoBaHme CyObeAVHNL] prOOCOM.

Slapo OTAeAeHO OT IIUTOILAA3MBI SIA€PHOI 000A0YKOM, 00-
pa30BaHHOI 3a CYET pacIIMPeHNs U CAUSHISA APYT C APYTOM ITUC-
TEPH BDHAOIAa3MaTMYECKOl CeT TaKuUM 00pas3oM, 4To y sgpa
00pa3oBaauCh ABOVIHBIE CTEHK!U 3a CUET OKPY KaIOIIMX €TI0 Y3KUX
KoMIlapTMeHTOB. IloaocTh s14epHOV 000A0YKM Ha3bIBaeTCsA AIO-
MEHOM HAU IlepUHYKAeapHBIM IIPOCTpaHCTBOM. BHyTpeHH:: 110-
BEpPXHOCTh 0D0AOUYKM sapa IIOACTUAAETCI SAACPHOM AaMMHOM —
JKECTKOl 0eAKOBOI CTPYKTypoOif, OOpa3oBaHHON OeAKaMI-
AaMMHaMM, K KOTOpOJI IpUKperAeHsl HuTu xpomocomuon JAHK.
/laMUHBI MOPUKPENAAIOTCI K BHYTpeHHell MeMOpaHe sAepHOI
000104YKI TPV TIOMOIIM 3asKOPEHHBIX B Hell TpaHCMeMOpPaHHBIX
0eAKOB — pelenTOpOB AaMIHOB. B MecTax cAMsHNS BHYTpPeHHe 1
BHeIlIHeil MeMOpaH sA4epHOJ 000A0YKM OOpasyloTcs TaK Hasbl-
BaeMble siJepHble IIOPbl, Yepe3 KOTOpble IIPOMCXOAUT OOMEH Be-
IIIeCTB MeXKAY SAPOM U uTonaa3mon. Ilopa He siBasgeTCs ABIPKOI
B s1Ape. DTO CAOXKHasl CTPYKTypa, OpraHM30BaHHAasl HeCKOABKIMMI
AeCsITKaMI OCOOBIX 0eAKOB — HyKAeOoNOpMuHOB. C ITIOMOIIIBIO DA€K-
TPOHHOJ MMKPOCKOINM OBLA0 YCTaHOBAEHO, UTO siAzepHasl Iopa
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IpeAcTaBAseT cOOOM CTPYKTYpPY, COCTOSAIIYIO U3 BOCBMMU CBs3aH-
HBIX APYT C APYIOM OeAKOBBIX I'PaHyA C BHEIIHel, ¥ BOCbMU — C
BHYTpEeHHell CTOPOHBHI sIAepHOI 00010UKI.

SIApPBIIKO — CTPYKTypa, HaXoAsAIascs BHYTPU sigpa, He
MMeIoIIass COOCTBEHHOI MeMOpaHHO 00040YKY, O4HAKO XOPOIIO
pasanummast Kak 1104, CBeTOBBIM, TaK U 1104, DAeKTPOHHBIM MUKpPO-
ckorioM. OcHoBHas QYHKIUA sApBIIIKa — CUHTe3 pubocom. B
XpOMOCOMax MMeIOTCs TaK Ha3blBaeMble sAPBIIIKOBble OpraHM3a-
TOPBI — CIIeI[MaAbHbIe YJ9acTKM, COoJeprKalllyie reHbl pUOOCOMHOI
PHK (pPHK), Boxpyr KOTOpBIX U1 (pOPMUPYIOTCS AAPIIIKA. B s1a-
poinke noaumMepasa I cunresupyer pPHK. Ilocae cospepanms
sroin PHK mponcxoaut cbopka pmubocomMHbIX cyOuactuil. B sa-
PBIIIKe A0KAAM3YIOTCSI OeAKM, IMPpMHUMAIOIINe yJacTue B DTUX
rpoiieccax. /1451 HeKOTOPBIX U3 HTUX OEAKOB XapaKTepHO HaAu4ue
0Cc000J1 aMMHOKMCAOTHOM II0CA€40BaTeAbHOCTM — CUTHaJAa SA-
phIIKOBOM AoKaamsanun. Caesyer OTMETUTh, UTO B AAPBILIKe
AoKaausyetcs: 0koa0o 600 BUAOB pa3AMIHBIX OeAKOB. DTO camasd
BBICOKasl KOHIIeHTpaums Oeaka B kaAeTke. Cumraercs, 4To AAas
ocyIiecTBAeHNsA (PYHKIINI SAPBIIIKa HeOOX0AMMa AUIIb HeOOAb-
I1asl 4acTh 9TUX OeAKOB, a OCTalbHble IIONajaloT TyAa HecIlelu-
Ppuueckn.

IIpumeHeHne MeTOAOB DA€KTPOHHON MUKPOCKOIIMHU IO3BO-
AUAO BBIAEAUTD B SIAPBIIIKE HECKOABKO CYOKOMIIaPTMEHTOB: TaK
HasbiBaeMble PUOPUAASPHBIE II€HTPBl, OKpPY>KeHHbIe yJ4acTKaMu
MAOTHOTO PpUOPMAASIPHOTO KOMIIOHEHTA, IAe U IIPOUCXOANUT CUH-
Te3 pPHK, u rpanyaspHble KOMIIOHEHTBI, KOTOpbIe paclioAaraioT-
Cs1 CHapy>X! OT IIAOTHOTO (PpUOPUAAAPHOTO KOMIIOHEHTa U
IIPeACTaBAAIOT CODOM CKOILAeHMe CO3peBaloIINX PUOOCOMHBIX
cyO4JacTumII.

IIpu aeaenun xaetok ordeapHble Moaekyanl AHK noasep-
raioTcsl KOMIaKTU3alliy, CTAaHOBATCS Pa3ANM4MMBI XPOMOCOMBI —
HYKA€OIIPOTeMHOBbIe KOMILAE€KChI, COCTOsIINE U3 ABYX XpOMaTH4,
COeAVHEeHHBIX IIeHTPOMepOIl — IePBUYHOM IepeTs kKol (puc. 31).
ITockoAbKy XpOMaTUABI SIBAAIOTCSI Pe3yAbTaTOM pellAMKalm
(vaBoeHn:1) oanoin Mmoaekyael AHK, 1x Ha3bIBalOT CeCTPUHCKUMMU.
Kaxaas xpomaTtuga pasgeseHa LIEHTPOMeEpOi Ha ABe 4acTu —
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riaeqyt. OOBIYHO I11€91 XPOMOCOM He PaBHBEI 110 AAVHE, BBIAEASIOT
KOPOTKOe (0D03HauaeTCsl AaTMHCKOM OYKBOI p) U AAMHHOE I11€40
(obos3Havaercs 6yksoit q). OTHOIIIEHMe AAVHBI KOPOTKOTO I11€4a K
AAVIHE BCell XpOMOCOMBI, Ha3bIBAIOT IIEHTPOMEPHBIM MHAEKCOM.
PazanyaroT MeTalleHTp1UuecKiie XpOMOCOMEI (LIeHTpOMEepPHBIil IH-
aekc 0,35-0,50), cyomeranenrpuueckne (0,25-0,35) u akporien-
Tpudyeckue (< 0,25). KoHIieBsle pailOHBI XpOMOCOM Ha3BIBAIOTCS
TeAOMepPHI.

Tenomepa

KopoTKoe
nnevo (p)

LieHTpoMepa
XpomaTtiga

MHHOe
nneyo (q)

Tenomepa
Puc. 31. CxemaTuyeckoe n3obpakeHre XpoMOCOMBI

MuToxoHApUM — OpraHeAAbl, MMeIOIINecs B ITUTOILAa3Me
MHOTUX 9DYKapMOTUYEeCKMX KAeTOK. VIMEHHO B MMTOXOHAPMUAX
npoucxoaut cuHTed AT® — OCHOBHOIO MCTOYHMKA XMMMYECKO
DHeprum KaeTku. DPPeKTUBHOCTh PabOThl MUTOXOHAPUII OYeHb
BpicoKa. Ha ¢ororpadmsax MUTOXOHAPMIT BUAHO OOMAME BHYT-
pennux MeMopas (puc. 32). Koangecrso n ¢popma MUTOXOHAPUIL
CMABHO Pa3AMYalOTCs B Pa3HBIX TKAHAX U 3aBUCAT OT MHTEHCUBHO-
cTu obmeHa BemlecTs. Hanpumep, B 04HOI KAeTKe Ile4eHU M.e-
KommTaromux MoxxeT 65Th 1000-1500 MUTOXOHAPUIA.
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Puc. 32. Daexrponnas MukpodoTtorpadus cpesa MUTOXOHAPUY

O604109Ka MUTOXOHAPUIT COCTOUT U3 ABYX MeMOpaH, MeXAy
KOTOPBIMM MMeeTCsl MeXKMeMOpaHHoe IpocTpaHcTso. [TpocTpan-
CTBO, OTTpaHMYeHHOe BHyTpeHHell MeMOpaHOI1, Ha3blBaeTcs MarT-
pukcoM. B maTpukce pacrnoaaraiorcsa muroxoHgpnaavHeie AHK,
PHK u pubocoMmsl, cogepkaTcs (pepMeHTHI, y9acTBYIOIIVE B VK-
ae KpeOca, mpoTekaioT peakIMy OKUCAEHUs KMPHBIX KHUCAOT.
BuyTpennsis memOpaHa oOpasyeT MHOIrOYMCAeHHBle I'peOHeBUA-
HBle CKAaJKM — KPVCTBI, CyIIIeCTBeHHO yBeANYMBaIOIIye I110I1alb
ee ropepxHoctu. Ha obparrieHHOIT K MaTpUKCY CTOpPOHe BHYTpeH-
Hell MeMOpaHbIl MUTOXOHAPHUII A0KAAU3YIOTCS 0COObIe MOAEKYAbI
AT®-cuHTa3pI, COCTOSIINE U3 TOAOBKM, HOXKKM 1 OCHOBaHMs. [Tpn
IIPOXO>KAEHUM Yepe3 HUX IIPOTOHOB ITpoucxoaut cuHres AT®. B
OCHOBaHMM YaCTHUII, 3aIlOAHsS COOON BCIO TOAILY MeMOpaHBI,
pacrioaaraioTcsi KOMIIOHEHTHI ApIxaTeAbHOU merm. Hapyknas
MeMOpaHa MUTOXOHAPUII MMeeT MaJdeHbKIe OTBepcTus, oOpaso-
BaHHBIE CIlelMaAbHBIMM OeAKaMM, yepe3 KOTOpble MOTYT IIPOHMU-
KaTh HeOOAbIlIYie MOJeKyAbl VM MOHBL. BHyTpenH:ss memOpaHa
TaKMX OTBEPCTUI He MMeeT. B MecTax cOmpUKOCHOBEHMs HapyK-
HOJ ¥ BHyTpeHHell MeMOpaH HaXOAUTCs CHeIMaAbHbI Oea0K-
pelerTop, CHOCOOCTBYIOIINI TPaHCIOPTY MUTOXOHAPMAABHBIX
0eAKOB, 3aKOAVPOBAHHBIX B si4pe, B MAaTPUKC MUTOXOHAPUMN.

" URL: http://fusionanomaly.net/mitochondria.html
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MuroxoHapnaapHBII T€HOM YeAOBeKa IpeacTaBAeH KOAb-
1epoil Moaekyaon AHK aannoit 16569 m.H. (map HyKA€O0TUAOB),
KOoTOpast codep>kut 37 reHoB (13 13 HUX KOAMPYIOT OeaAKy, PyHK-
LIMOHAAbHO CBs3aHHBIE C DHEpPreTMYecKM OOMeHOM, 22 — TpaHC-
noptasle PHK u 2 - pubocomaasnyio PHK) (puc. 33). AHK
MUTOXOHAPUI HacAeAyeTcsl UCKAIOUUTEABHO II0 MaTepMHCKON
ananu. B muroxonapuaasnon AHK HabOaiogaeTcst BpIcOKasl dac-
ToTa MyTauuii. Myramum muroxoHapuaasHoinn AHK sABasiorcs
IIPUYMHOI 11€10T0 psija HacAeACTBEHHBIX 3a001eBaHIII YeA0BeKa,
OOBIYHO CBSI3aHHBIX C TSIXKEABIMU HapyIIeHMsAMI OOMeHa BeIIecTs.

VHTepecHo, 4TO TeHOM MMTOXOHAPUI pacTeHuil 3Hauu-
TeAbHO 0o0abllle, yeM Yy >KMBOTHbIX. OH MOXeT AOCTUraTh
370 T.IL.H., ¥ Y1CAO TeHOB TaM IIPVIMEPHO B CeMb pa3 IIPeBOCXOAUT
TaKOBOe y YeA0BeKa, 4YTO OOBACHSETCs CyIleCTBOBaHNeM B MUTO-
XOHAPUAX PpacTeHUl AOIOAHUTEABHBIX IIyTell 9AeKTPOHHOTO
TpaHCIIOPTa, He CONPSIKEHHBIX ¢ cuHTe30M ATO.

D-netnAa
(NpOMOTOP 1 OPUAKWH PennuKaLmmn)

TPHK

TPHK theHunanavwHa TPHK TpeoHuHa

BanuvHa

YOUXUHOI-LIMTOXPOM-C-
okcuaopedykTasa

128 pPHK

165 pPHK TPHK nponuHa

feruaporeHazas

TPHK nedyuHa FNYTaMUHOBOW KUCMOTbI

TER feruaporeHasaé

TPHK neAuuHa
TPHK cepuHa
TPHK ructuguHa

NADH
peruaporerasa 1

TPHK nsoneiunHa TPHK
rMyTaMuHa

aeruaporeHasa 4
TPHK MeTWoHWHa
NADH
fgeruaporeHasa 2

TPHK anaHuHa
TPHK acnaparuHa

TPHK umnctenHa

TPHK TposnHa MNETKASA LIEMb

TPHK apruHuHa

TPHK TpunTodaHa . M
L|MToxp0M-c » AeruaporeHasa 3
okcuaasa 1 " TPHK rnuyuna

LMTOXpOM-C-0kcuAa3a 3
-C- AT®-cuHTaza 6
;‘,?CT: ;23‘.’;“' 2:: ATd-cuHTaza 8
TPHK acnaparvHogon TPHK nuauHa TSPKENAA LIEEMb

KACNOTbI

Puc. 33. Mutoxonapuaarnas AHK ueaoseka
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Y PoTOoCHHTE3UpPYIONINX OPraHM3MOB UMEIOTCA CIlelyalb-
Hble OPraHOMABI — I14aCTUABI, KOTOPbIe IIOKPBITHI ABOVIHONM MeM-
OpaHOI1 U MMEIOT B CBOEM COCTaBe MHO>KEeCTBO KOIIMII KOABIIEBO
AHK. CoBokymnHOCTS maacTig KAeTKy oopasyeT naactugoM. Cy-

IIeCTByeT Tpu Hamnbo.aee pacIipOCTpaHEHHBIX TUIIA I1AaCTUA:

1. XaopomnaacTtel — naacTuabl, KOTOpble coAep>KaT XAOpo-
¢uaasl — nurMeHTsI, HeobXoauUMBble AAs1 porocuHTesa. OHM, Kak
IIpaBUAO, MMEIOT 3eA€HYI0 OKpacKy (puc. 34).

2. XpoMOIIAacThl — OKpallleHHbIe B >KEATBIN, KPacHBIN 1A
OpaH>KeBBbINI IIBeT IIAacTuAbl. VIX OKpacka oIlpejeAsieTcs HaKOII-
AeHUeM KapOTMHOMAOB — JKEATBIX, OPaHKeBBIX I KPaCHOBATBIX
NUTMEHTOB. XpOMOIIAACTHI OIPeAeAsIOT OKPacKy OCEHHUX AUCThb-
€B, AeIIeCTKOB 11BeTOB, KOPHeIL1040B, CO3PEeBIINX I111040B. OObIU-
HO TakKme I11acTUABl IIPOUCXOAAT U3 XAOPOILAAcTOB IIpU IOTepe
UMI XA0poduaa.

3. /lelikomaacTsl — HeOKpaIlleHHble I11acTUABL, KOTOpLIe
OOBIYHO BBIIIOAHAIOT 3allacaolylo (GYHKIUMIO ¥ 00pasyloTcs
IIpeVIMYIIIECTBEHHO B 3allacalOlINMX TKAHIX — KAYOHAX, KOpPHEBM-
mjax. Y BBICIINX pacTeHNII 1104 AeVICTBJEM CBeTa OHU MOTYT IIpe-
BpalllaThCsl B XAOPOILAACTHI VAV XPOMOILAACTBHL

ITaactugnas AHK umeer koabpleByio ¢opMy, ee aanHa
BapbuUpyeT B MMPOKUX npedeaax (00brano 100-200 r.1m.1.). K naa-
cTuAHOMY TreHOMY 00bI4HO oTHOCsATCS: reHbl TPHK, pPHK, yacts
TeHOB, KOAVPYIOIIX OeAKOBble KOMIIOHEHTHI CUCTeMbI (POTOCHH-

Te3a 1 0eAKOB 9AeKTPOH-TPaHCIIOPTHOM cucTeMsl (puc. 35).
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Puc. 34. Xa0por14acTsl B KA€TKaxX BOAOpocAn”

TPHK neiunHa

235 pPHK
235 pPHK

168 pPHK 168 pPHIK

CyBbeguHULbI
PHK-nonumepasbl

" 1PHK tpunTodaHa
TPHK apruHuHa

Pubynosobucdocharkapborkcnnasa

/

TPHK ructnauHa TPHK MeTuoHWHA

TPHK TpeoHuHa

Puc. 35. TTaactugnas AHK aannoit 121 T.11.H.
reyeHouHuKa Marchantia polymorpha

" URL: http://shutov-sparkle.livejournal.com/397336.html
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4.2. Mumos, meiio3 u 0cobeHHOCMU CO3pPe6AHUs NOAOEbIX
KAeMOoK ueArosexa

Aas1 OOABIINHCTBA HOPMAABHBIX KAETOK BYKapMOTUIECKIX
OpraHM3MOB XapaKTepHO JeJeHUe IIyTeM MUTO3a — yIOPsAAOYEeH-
HOTO PacXOXKAEHUs XpOMaTuJ K II0AI0CaM KAETKU IPU IIOMOIIN
BepeTeHa AeAeHUs C M0CAeAyomuM GpOopMIpOBaHIEeM TeHeTuJe-
CKI MAEHTUIHBIX A09epHIUX KAeTOK. KAeTOUHBIN 1IMKA COCTOUT 13
nHTepdassl — Iepruoa MexxAy AByMsI KA€TOUYHBIMU AeAeHUAMU —
u mutosa (puc. 36). Vinrepdasa skaiodaer ¢gasy Gi — cunTes Hea-
Ka, npegarrectsyomuii yasoennio AHK, ¢asy S — penamkarus
(yasoenne) AHK u ¢asy Gz — mocTpenankalioOHHbIN CUHTe3 Oea-
Ka. VHoraa xaetku nepexoast B ¢asy Go — mpoandepaTuBHOTO
IIOKOsI, KOTJa OKOHYATeAbHO CIeIaAN3VIPOBaHHbIe KAETKI Iepe-
crailoT geautbesa. Ha cragum S 9yacto mpomcxoasiT ceCTpUHCKNE
xpomatuansie ooMmensl (CXO, puc. 37), 9acToTa KOTOPBIX 3aBVICUT
OT BAUSHIA BHEIIHNUX (PaKTOpoB Ha KAeTKy. CIieljaabpHbIe METO-
Abl OKpamyBaHus 103B0AAI0T BbIsABAATH CXO. IloBbimenHas yac-
ToTa CXO CAYXUT MHAMKATOPOM BpeAHBIX BAVSHIIL Ha KAETKIL.

Mutos BKAIO4aeT caeAyIoliye cTaAu:

I — npogasa. Konaencanus xpomarnHa IpUBOAUT TOMY, 4TO
XpPOMOCOMBI CTQHOBATCSI BUAVIMBIMMU, CECTPUHCKIE XpPOMaTUABI
TeCHO HpuAexar ApyT K Apyry. SApBIIKO 1cyesaeT, KapyuoaeMma
(oboa0uKa s1apa) pacTBOpsieTcs], POPMUPYETCsI BEPETEHO AeASHILS;

II — memagasa. XpoMocoMBI pacrioaaraioTcs B 9KBaTOpMaab-
HOI I1A0cKOCTH KaeTku. K meHTpoMepaM HpuKperAeHsl HUTH ax-
POMaTIHOBOIO BepeTeHa, ApPyTIue KOHIIBI KOTOPBIX 3aKpeIlleHbl B
LIEHTPMOASIX Ha MOAIOCaX KAeTKU. XpoMaTUABl HauMHAIOT OTJe-
AATBCS OAHA OT APYTOI, OCTaBasiCh COeAVHEHHBIMU TOABKO B 1IeH-
TpoMmepax. lleHTpoMepsl pasbeAMHAIOTCS, WM CeCTPUHCKNE
XpOMaTHABI HAUMHAIOT PacXOXKAeHNe K IT0AI0CaM KAETKI;

I - anagasa. CecTpuHCKME XpOMaTUABl PACXOAATCS K IO-
AIOCaM KAETKU;

IV — merogasa. Ilponcxoaut aexkoHAeHcalysl XpoMaTMHa,
popmupylorcs gouepHue sigpa, BEpPeTeHO AeAeHUs Ae3MHTErpu-
pyeTcs, MOsIBASeTCS IIepeTsIKKa MeXAY AOUepHUMM KAeTKaMIU.
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meTadasa

aHadasa npodgasa

Tenodasa

Puc. 36. Ctaguu KA€TOYHOIO IMKAa

XpoMOCOMBI Ayullle BceTo BUAHBI Ha cTaAuy MeTadassl, IIO-
HTOMY OCHOBHBIM METOAOM IIUTOT€HETVKIU SIBASETCs MeTadpasHbII
aHaans. /a5 TOro 4ToOBl HAKOIINTD AOCTaTOYHOE KOAMYECTBO KAe-
TOK Ha cTagum MeTadasbl, VCIOAB3YIOT KOAXWUIIMH — BEIeCTBO,
KOTOpOe pacTBOpsieT TPyOOUKM aXpOMaTMHOBOTO BepeTeHa, IIpe-
ILITCTBYS arperanjuyi MOAeKyA TyOyAmuHa, M3 KOTOPOIO COCTOST
MUKPOTPYOOUKIL.
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Puc. 37. Cecrpunckme XpoMaTuAHbBIE OOMEHBL:

A. ®ayopecrieHTHDII BapuaHT
b. HedayopecnenTnnit sapuant ($oro E.I'. Heporosoit)

" URL: http://www.crios.be/genotoxicitytests/sister_chromatid_exchange_test.htm
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C Toukmu 3peHuUs nepejauy HacAeACTBEHHON MH(POpMAIIUN
BCe KAETKU MOXKHO IOApa3AeAnTh Ha ABa THUIIA — TeHepaTUBHLIE
(moaoBBIE), T. €. Te, KOTOPbIe yJacTBYIOT B POPMUPOBAHNI T€HO-
THUIIAa TIOTOMKOB, ¥ cOMaTu4eckie (OT Aat. soma — TeA0), TeHbl KO-
TOPBIX He TIlepesaloTcsl IOTOMKaM. Ecam A4s comMaTmyecKumx
KAETOK XapaKTepHO MUTOTUYECKOe AeAeHNe, TO 4451 GOpMUpOBa-
HISI TIOAOBBIX KAETOK (TaMeT) HeoOX0AUM Meito3. Merios (oT rpe-
YecKOTO 111ei0SiS — YMeHbIIIeHle) — 9TO TUI AeAeHUsl KAeTKHU, IIpu
KOTOPOM 4JICA0 XpOMOCOM yMeHbIIIaeTCsl BABOe — KaKJas A0dep-
HASl KAeTKa I0Ay4aeT IO ralla0MAHOMY Habopy XpoMocoM, T. €.
HaOopy, Iae Kakjasi XpoMOCOMa IIpeAcCTaBAeHa OJHUM I'OMOAO-
TOM U3 ABYX, HPUIIEAIINX OT KaXKA0TO M3 pojuTeleil MHAUBY-
ayyma. lamaomgHoe umcao XpoMocoM oOOO3HadaeTcsi 1N, Y
ges0BeKa n = 23. Takoe 4McA0 XpPOMOCOM MMEIOT SANMIIEKAETKI U
cnepMaroszonasl. ComaTmdeckne KATKM CodeprKaT AUILAOUAHOE
91ICcA0 XpoMOcoM 2n = 46. broaornyeckoe 3HaueHne Merosa 3a-
Katogaercs (1) B popMupoBaHUM TallAOMAHBIX KAETOK, KOTOpBIe
IIpY CAVISTHUM MOTYT AaTh HadaA0 AUILAOMAHOMY OpPraHN3My U (2)
B peKOMOMHAIIMM XPOMOCOM — KPOCCHHIOBEP IIPOMCXOAUT B
npodase I, a B anadaze I romoa0r1uHbIE XPOMOCOMBI CAYYaTHBIM
00pa3oM pacxoAsITCs K II0AI0CaM KAETKM, 9TO CAYKUT AAS YBEAN-
YeHsI TeHeTMIEeCKOTO pa3HOO0pas3iisl OpraHU3MOB.

Mei103 BKAIOYaeT JBa JAeAeHUs — PeAyKIIMOHHOe, KOorja
BABO€ YMEHBIIIAeTCsI YMCAO XPOMOCOM, U DKBAIIMIOHHOE — OOBIU-
HBIII MUTO3, KOTAA BABOE YMEHBIIIaeTCsI YMCA0 XpoMaTuy, (puc. 38).
PeayknmonHoe geaenne (aeaeHne I) skatodaer npodasy I, mera-
dasy I, anadasy I u teaodasy 1. B mpodase I Brigeasior caeayro-
IIyie CTaAMIL:

e entorteHa (ctaamss TOHKUX Hurteyt). CTaHOBSITCI BUAU-
MBIMI AAVIHHBIE XPOMOCOMHEBIE HUTYL;

e suroreHa. Haumnaercs criapusaHme (KOHBIOTaIjusi) Io-
MOAOTMYHBIX XpoMocoM. OOpasyioTcsi OMBaAeHTHl — CIIapeHHbIe
TOMOAOTVYHbIE XpOMOCOMBI. Ka’kaplii OMBa/Ze€HT COCTOUT U3 de-
TeIpex XpoMatid. [1oa0Boi1 OBaAeHT pe3Ko OTAMYAeTCs OT APY-
rmx — X- 1 Y-XpOMOCOMBI cOeAVHeHbl TopLaMu. PopMUpyIOTCs
CHHAIITOHEMaAbHble KOMIIAEKCHl — XapaKTepHBle CTPYKTYphHl B
MecCTaX KOHTaKTOB XpOMaTuJ, UMeIOIIe AByXCAOTHOe CTPOeHIe;
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e naxureHa. I[IponcxoanT AaapHeias KOHAeHCAIUS XPO-
MOCOM;

e jumnaoreHa. Pacmagaiorcsi cuHaNTOHEMaAbHBIE KOM-
raekcel. [Iponcxoaut pasaeseHne HeCeCTPUHCKUX XpOMaTHA, KO-
TOPBIE OCTAIOTCSI CBSI3aHHBIMU APYT C APYTOM B OTAE€ABHBIX TOUKAX,
rAe oOpasyioTcs X-oOpasHble CTPYKTYPBI — XMa3MBbl;

e auakuHe3. [IpomcxoAUT TepMMHAAMBALIVS XMa3M — XU-
a3MBl CABUTAIOTCA K TeaoMmepaM. [Tpomcxoaur moaHoe pasaeae-
HII€ TOMOAOTVYHBIX XPOMOCOM.

B xonre metadassr I romoaorimuHbIe XpOMOCOMBI HAUMHAIOT
pacxoxxaeHne K rnoaiocaM kaetkn. Anadasa I u teaodasa I mpo-
XOAST aHaA0TMYHO aHadasze U Teao(dpaze OOBIYHOTO MUTOTUIECKO-
TO AeA€HNS.

DKBalVIOHHOE Ae/leHue SIBASIeTCS. OOBIMHBIM MUTOTUYECKIM
Ae/eHNeM TanaouaHon kaetku. OHo Bkaiodaer mpodasy II, me-
tadasy II, anadasy II 1 Teaodasy II.

& — e — Iy — "

1 2 3 41
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B % Ny 9
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& kdpy .
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Puc. 38. O600111eHHas cxeMa MelOTIYeCKOTO AeACHU S
1-5- npocpa:sa I, 1 — aenrtorena, 2 — 3aurorena, 3 — naxmureHa, 4 — AUNAOTeHa, 5 — AMaKMHE3,
6 — metadasa I, 7 — anadasa I, 8 — reaodasza I, 9 — nmpodasa II, 10 — meradasa II,
11 — anadasa II, 12 — Teaodasa II
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Y 4geaoBeka popMupoBaHIE MYXKCKMX ITOAOBBIX KAETOK —
CIIEPMAaTO30MAOB U KEHCKUX — SIIIeKAETOK VIMeeT CyIIleCTBeHHbIe
6moaornyeckne ocooenHocTu (puc. 39, 40).

Haumnas ¢ MomeHTa I1040BOTO cO3peBaHms (B IIOCTIIyOep-
TaHTHBI IIep10J) CllepMaTOTeHe3 Y MY>KUMH IIPOUCXOANUT IIOCTO-
SIHHO. B ceMeHHMKax criepMaTOLUTHI — KA€TKU-TIpeAIlIeCTBeHHIKI
CIIEpPMaTO30MAOB IIOABEPTalOTCsa MeNoTMdeckoMy JAeaeHuio. V3
OAHOIO CIlepMaTOIIUTa II0AyJaeTcs YeThIpe CIlepMaTo3ona, Ka-
SKABIN 13 KOTOPBIX COAEP>KUT IIA0THO yIIaKOBaHHBII IallA0MAHBIN
HabOp XPOMOCOM U MUTOXOHAPUIO, KOTOpas CAYKUT AAsl BhIpa-
OOTKM DHepPIUM AAS XKIyTUKa. JKIyTUK I103BOASET CIIepMaTO30UAY
OBICTPO IlepeABUTaTLCS B XKMAKOI cpede. CaesyeT OTMETUTD, UTO
OT 3avaTusl A0 Havada Melio3a B CeMeHHUKaX KAeTKI-
IIpeAIIeCTBEHHIKI CIIEpMaTO30MA0B IIPOXOAAT OOABIIOE YICAO
MUTOTUYECKUX AeA€HUII, B XOAe KOTOPBIX MOTYT HaKaIlAMBaThCs
MyTaruu. B ®ToM mposBAseTcs ®BOAIOIIMOHHAS POAb MYKCKOTO
1oJda KakK HOCHUTeAs HacAeACTBEHHON M3MeHumBocTu. Tak, mpu
cpaBHeHMH rocaedosateabHocTeit AHK xpomocoM mmMIaHze u
Je/10BeKa BBISICHIAOCH, UTO OBICTpee BCETO0 HaKaIlAMBAIOTCS 3aMe-
HBI HYKA€OTIAOB VIMEHHO B Y-XpOMOCOMe, UTO CAYKUT IIpeKpac-
HOVI MAAIOCTPpaliell HTOTO HOAOXKEHM L.

DBOAIOLIVOHHASI POAb JKEHCKOTO I10J4a KaK XpaHUTeAs y>XKe
YCTOSIBIIINXCSI HACAeACTBEHHBIX M3MEHEHMII, KaK IIpaBlUAo,
MMEeIOIINX aJalTUBHYIO (IIPYUCIOCOOUTEABHYIO) IIEHHOCTD, BBIpa-
>KaeTcsl M B OCOOEHHOCTSIX co3peBaHms siilleKAeToK. Meito3 Haun-
HaeTcsi B SAMYHMKAX  JeBOYeK Ha  TpeTbeM  Mecslle
BHYTPUYTPOOHOTO Pa3BUTIs, KOTAa C MOMEHTa OILA0AOTBOPEHIIs
IIPOIILA0 He TaK MHOTO MUTOTUYECKNX AeAeHUII U ellle He yCIleAu
HaKOMNUTLCS MyTaunu. o ceAbMOIO MecsIa AeAsIyecs KAeTKU
HaXOAsTCS B CTAAUM AEIITOTEHHI 1 3urotedsl. OT ce4bMOIO Mecsiia
AO POKAEHUsI YCIIeBAIOT IPOITY IaXUTeHBl U AUIIAOTEHHI, 3aTeM
Mel103 OCTaHaBAMBAETCs, OOPa3yIOTCs KapuodeMMa U SIAPBIIIKO.
Dra ocodast cTaausa — AMKTHOTEeHa — IIPOAOAKaeTcs A0 IIepBOIL
opyasauun. Ilpu poxaenun y aAeBouky mmeercs: okoao 2,6 x 10°
OOIUTOB, 13 KOTOPBIX OOABIIMHCTBO (0k0a0 90 %) AereHepupyer.
3a BCIO >KU3Hb >KEHIIVHbBI TOAbKO 0K010 400 001IMTOB CO3peBaioT
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II0AHOCTBIO. B sAMuHIMKe Ka>kKABII OOLIUT OKPY>KeH CA0eM BDIITe-
AMaABHBIX KAETOK U ABYMs CAOSIMM CO€AVIHUTEABHON TKaHM — 9Ta
CTPYKTypa HazbiBaeTcs PpOAANKYA. B rocTiryOepTaHTHEIN ITepros
(B cpeaneM c 12 zeT) B IIepBOII IOAOBUHE LIMKAA I10J4 AEVICTBYIEM
AIOTEMHU3MPYIOIero ropMOHa HauMHaeTcsl AnakuHes. B xoae pe-
AYKIIMOHHOTO JeAeHMsl oOpasyeTcsl IlepBoe IIOAsSpHOe TeAblle.
Ilepsoe moasipHOe TeAblle, KaK IPaBUAO, ITO34Hee IIPOXOANUT DK-
BallMIOHHOe AeaeHue. Jasee Meito3 mpoxoaut 40 Mmetadassl I n
OCTaHaBAMBAETCs A0 BCTpeuM SNIeKAeTKU CO CIIepMaTO30MAOM B
daasonmesoint Tpyde. IlpoHMKHOBeHMe cllepMaTo3onja CTUMY-
AUpyeT pacxoXXaeHMe XxpomaTua, GopMupoBaHue sIJepHON MeM-
OpaHBbI, JKEHCKOTO IIPOHYyKJeyca I BTOPOTO IOASPHOIO Teablia. Vs
XpoMaTHiHa CIIepMaTo3onja oO0pas3yeTcsi My>KCKOM ITPOHYKAEYC,
KOTOPBIN Yepe3 HeCKOABKO YacOB CAMBAETCA C JKEHCKUM ITPOHYK-
aeycoM, oOpasysl 3UIOTy — OILAOAOTBOPEHHYIO siillekaeTky. Ily-
TeM ApOOAeHNs 3UTOTHI 0Opa3yeTcst SMOPUOH.

3 * cnepMaToOroHuin
et

MWTO3 *

:.,g*ﬂ
pPeayKUMOHHOE feneHne
meio3a / \
3KBaL|MOHHOE i .
neneHune /
Melno3a

f*« cnepmatuasi

AR

!

cnepmatoumt |
nopsagka

cnepmatoumnTbi Il
nopsaka

LUMPOBKa

anddepeH- l ¢

cnepmartosonabl

Puc. 39. CnepmaToreHes yeA0BeKa: CliepMaTOrOHIY — IIpeAIIIe CTBeHHUKI
CIIepMaTOLIMTOB, CIIOCOOHBIE K MUTOTUYECKOMY AeAeHUIO;
criepMaTounTe I mopsiaxa — AunaonaHsle MpoAyKTbl MUTOTUYECKOTO e AeHs
criepMaToroHues; criepmatonuTsl I mopsiaka — rarraouaHbie IPOAYKTB PeAyKIMOHHOTO
AeAeHNs CriepMaTOIMTOB 1 mopsiaxa; criepMaTUABI — TallA0MAHBIE IPOAYKTHI
HKBAI[MIOHHOTO AeAeHus criepMaToumTos Il mopsaka

82



I OOroHUN

MUTO3 l

#®  oouutlnopaaka

|penyKUMOHHOe fieneHune
melio3a

1-e nonsapHoe
oouut |l nopagka
® Tenblie » P
3KBaLlMOHHOe
feneHve
Meio3a
ooTuga
2-e nonapHoe
TenbLe

Puc. 40. Oorenes ye0BeKa: OOTOHUY — IIpeALIeCTBeHHUKY OOLIUTOB,
CII0COOHBIE K MUTOTUYECKOMY AeAeHUIO; OOLMTEI I mopsaaxa — AuIaonaHbIe IpoAyKTbI
MUTOTUYECKOTIO JeAeHus 0oToHmes; oonuTsl Il mopsaxa — raraonHsie IpoAyKTbI
PeAYKIMOHHOTO JeAeHus OO TOB | mopsiaxa; 0ooTuaa — KpyIHas siilleKAeTKa,
BO3BHUKINAs IIPY HKBalMOHHOM JeleHny oouurta Il mopsiaxa

4.3. CmpykmypHo-PYyHKYUOHAAbHASA OPZAHUIAYUS XPOMOCOM

XpomaTyH — 9TO BelecTBO, 3 KOTOPOIO COCTOAT XPOMOCO-
MBI BYKapMOTUYECKIX KAETOK, IIpeAcTaBAsIoliee COO0I KOMILAEKC
AHK, PHK n 6eaxos. VIMeHHO B cocTaBe XpoMaTyHa IIPOMUCXOAUT
peaausanys TeHeTHYeCKol MHPOpMaINY, a TakKe pellAuKaliys
u penapanus AHK.

OcHOBHYIO Maccy XpoMaTlHa COCTaBASIOT OeAKU IVICTOHBI,
KOTpble OTBETCTBEHHBI He TOABKO 3a yKaaaky AHK, HO BpimoaH:-
10T U peryAsaTopHyio ¢pyHkiuio. I'mcronsr H2A, H2B, H3 1 H4 06-
Pas3yIoT HyKA1e0COMBI — 0COOBIe CTPYKTYPHI I11ali00BUAHON (POPMBI
BLICOTONM 6 HaHOMeTpoB 1 11 HaHOMeTpPOB B AMaMeTpe, ydacT-
ByIOIIIMe B caMOM IepsoM sTamne yrnakoskn JHK B xpomocoMbl
(puc. 41). B coctaB Ka>kA0¥1 HyKA€OCOMBI BXOAUT II0 AB€ MOAEKY-
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ABl KaXKAOTO M3 YKa3aHHBIX BIAOB IMICTOHOB (BCETO BOCEMb MOJe-
Ky4, TaKie KOMILAeKChI Ha3blBalOT OKTamepamu). V3-3a Toro urto
HYKA€0COMBI pacIioAaraiorcsi boaee mam MeHee peryAspHoO, oopa-
3ylolascs CTPyKTypa HamomuHaeT Oycwl (puc. 42). Hamboaee
KPYIIHBIN 13 BceX TMCTOHOB — ructoH H1 — ceaswiBaerca ¢ AHK na
ydacTke MeXAy Hykaeocomamu (puc. 41). Kommnaktusanus u ae-
KOMITaKTM3allMsl XpoMaTHHa Ha YpPOBHe HYKA€OHeMBbl (HyKJeo-
coMHOV HuTH) peryampyercs rucronom Hl. Ilpu penamkanum —
yasoennu Hutu JAHK — HykaeocoMsl He pacriajarorcs, a mepexo-
AST Ha OAHY M3 AOUYepHMX HUTeN caydaitHeIM oOpaszom. Hegoc-
TalOI/e OKTaMephl CHHTe3UpPYIOTcs 3aHoBO. CaMblll IepBbIN
YPOBeHb yYKAaAKM XPOMOCOM — HYKAEOHEeMHBINI — oOecrieunBaeT
kommnakTusanuio AHK B mects—ceMs pas.

Hykneocoma

Puc. 41. Cxema HyKA€OCOMHOI OpraHM3alMy XpoMaTiHa.
Bsanmuoe rpocTpaHcTBeHHOe pacrioaokeHne riucroHos H2A, H2B, H3 u H4 ne orpaskeno

Puc. 42. HyK/leOCOMHaSI HIUTDb — HYKA€OHEeMa

Huts AHK ¢ HykaeocomaMu oOpasyeT CTPYKTYpy TOAIIM-
HOI1 0K040 30 HaHOMeTpOB, Tak HasbiBaeMylo 30 HM ¢uOpuaay
(puc. 43). Ee MO>XHO yBUAETh Ha IpellapaTax BbIAeA€HHOIO XpO-
MaTHHa. YJaleHue ja’ke HEKOTOPON JacTu MOAeKya TmcroHa Hl
IpUBOAUT K  pacrageHuio  GuOpmAAbl A0  TOAIIVHBI

10 HaHOMETPOB, 9TO COOTBETCTBYET HpI/IMepHOIZ TOAIIIVIHE HYK-
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A€0COMBI. DTO CBUAETeAbCTByeT O ToM, 4uTo rucroH H1 wurpaer
KAIOUeBYIO POAb BO B3aIMOJENCTBUM MeXAy HyKaeocomamu. Ha
yposHe pudpnaarr 30 HaHOMETPOB AOCTUTAETCs IIPUMEPHO COpPO-
kakpartHas komnakrusanua JAHK. Ha Takom yposHe crimpaausa-
LIMI CyILIeCTBeHHO cHIKaeTcs criocooHocts AHK csasbBaThCs ©
OeakaMy, y4aCTBYIOIIMMM B TPaHCKPUIIIUM, YTO IPUBOAUT K
YMeHBIIIeHNIO TeHeTUYecKOil aKTMBHOCTYU YIIaKOBaHHBIX B (puo-

puaay 30 HaHOMETpPOB y4aCTKOB.

Hykneocoma

NHK

Puc. 43. ®ubpnaasa roauuHoi 30 HaHOMETPOB

Oxko4a0 20 % Bcex 0eAKOB XpOMaTMHA COCTaBASIOT HEIVICTO-
HOBbIe Oeakn. VIMeHHO OHU MMEIOT 3HadeHne Aasi 00.aee BBICOKMX
ypOBHel KOMIaKTU3alluy XpoMaTuHa. BeisgBaseMble Ha mpenapa-
TaX KJAeTOYHOIo sApa Imapukm amamerpoMm 100 HaHOMETpPOB
(xpoMoMepBl) UMEIOT I1eTAeBYIO PO3eTKOBUAHYIO CTPYKTYpPY
(puc. 44). Dro TpeTmii ypoBeHb KOMIIaKTM3alliy, OOecIeunBalo-
muit npumepHo 600-700-xpaTHoe ykopouenne JAHK.
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Puc. 44. IletaeBoit soMeH: A — CTPyKTypa B Bude poseTku; b — xpomonema

Ha npenapaTtax MUTOTMYECKUX XPOMOCOM MHOTIAa MOXKHO
YBUAETh CIUpaab, OOpa3oBaHHYIO HUTYATON XPOMAaTMHOBOI
CTPYKTYpPOM TOAIMHOM 0K0A0 200 HaHOMETPOB — XPOMOHEMOI
(puc. 44, 45). D10 YeTBepTHINI YPOBEHDb YKAaAKM XpoMaTuHa. But-
KII XpOMOHEMBI 00pa3yloT XpoMaTuAy TOAILIVHON IIPUMEPHO
500 nHanoMeTpOB, uTO OOecnieunBaeT ykopodenue AHK npumepno
B 10* pas.
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Puc. 45. XpomoHeMHas OpraHmM3aIys MUTOTIYECKOM XPOMOCOMBI

44. AJAupdepenyuarvroe oxpawmusanue u  OAOUHAA
OpaHU3AUUA XPOMOCOM

[Ipm oxpammsaHNM MUTOTUYECKMX XPOMOCOM aIua0PpuAb-
HBIMI (T. €. CBA3BIBAIOIIVMMCS C KMCAOTaMM) KpacuTeAsiMH, Ha-
IIpyMep DO3MHOM, MAM HecreUMPUIecKuMU K HYKAeOTHAaM
¢ayopectienTHEIMI KpacuTeasiMu (pAyopoxpoMaMm — BelllecT-
BaMI, CIIOCOOHBIMM M3Ay4YaTh CBETOBBIE BOAHBI OOABIIIEN AAVHBI
IIpY BO30OY>KAEHUN CBETOM C MeHbIIIeil 4AMHO BOAHBI) BBISABASIET-
Csl IPaKTUYeCKM paBHOMEPHBIN PUCYHOK 0e3 ncyepueHHocTH. Ta-
Kas OKpacKa Ha3blBaeTCsl pyTUHHOI (puc. 46).
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Puc. 46. Murtotuyeckue XpOMOCOMBI Y€10BeKa, OKpallleHHbIE€ PYyTIHHO,
Kpacurteab PomanoBckoro-I'mm3sr — pacrBOop DO3MHa I METIA€HOBOIO CI/IHeI'O*

Ecan mepea oxparimBaHmeM MUTOTHYECKVE XPOMOCOMBI
oOpaboTarh I1eA0YHBIMI pacTBopamy, BeiMbIBalomumu JAHK B
IIepBYIO O4yepeAb 13 PallOHOB C HU3KOJ ILAIOTHOCTBIO XpOMaTIHa,
MO>KHO Ha0A104aTh MHTEHCHBHOE OKpalllVBaHNe IPUIIEHTPOMep-
HBIX PallOHOB BCEX XPOMOCOM M IPaKTMIeCK! ITOAHOe MHTEHCUB-
HOe OKpalmpaHue Y-XpoMocoMmbl (puc. 47). Takoit moaxog
HaszbBaeTca C-MeTtogoM AuddepeHIaibHOIO OKpaIlMBaHIL
xpomocoMm man C-6enHayHTOM. C-IIOA0KUTEAbHBIE (MHTEHCUBHO
OKpallleHHble IIpM HCIIOAb30BaHUM HTOTO MeTOJa) paliOHBI XpO-
MOCOM COOTBETCTBYIOT ydacTKaM I'eHeTU4YeCK) MHEPTHOIO XpoMa-
TUHA — UAY TeTepoXpoMaTuHa. Pa3AnyHas cTerieHb OKpaIBaHIs
paitoHoB xpomocoMm npu C-oKpacke CBUAETEALCTBYeT O HEOAHO-
POAHOCTI pacHpejeleHNs reTepoxXxpoMaTiHa IO AAVHE XPOMO-
CoM.

" URL: http://131.229.114.77 /microscopy/galllm.htm]
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Puc. 47. MuToTIHYeCKIIE XPOMOCOMBI YeA0BeKa, OKpaIieHHbIe 110 C-MeToay
(¢poto E.I'. Heporosoii)

B 3aBucuMoOCTM OT cTeneHN IAOTHOCTM yHaKOBKU PpuOpua-
a1 30 HaHOMETPOB pas3zAnMdaroT 0olee KOHAEHCUPOBAHHBIN XpO-
MaTMH — TeTepOXpOMaTMH — U MeHee KOHAEHCUPOBAHHBIN
syxpomaTuH. I'eTepoXxpoMaTHOBBIE yJacTKM OYeHb MHTEHCHUBHO
okpammusaiorcs npu auddepenimaaprHoit C-okpacke XpoMOCOM
113-3a 0OABIIIel IIAOTHOCTY U XOPOIIIO BUAHBI 1104 MUKPOCKOIIOM.
AHK, Haxoas1m1ascs B reTepoxXxpoMaTiiHe, He TpaHCKpUOuUpyeTcs 1
COAepXUT 00AbIIIOe KOAMYECTBO ITOBTOPSIIONINXCS ITOCAeA0Ba-
TeabHOCTell. Ha cragum muTepdassl rerepoxpomMaTiH 4acTo pac-
I10AaraeTcst 1o nepudepun Aaapa (TIpuUCcTEeHOYHBIN
rerepoxpomaTuH). B syxpomarune AHK ynaxosana cpaBHUTeADb-
HO HerA0THO. ['eHbl, HaXOAAIIMECs B DYXPOMaTHHOBBIX palloHaXx,
aKTUBHO TpaHCKpuOmpyiorcs. [110THOCTL yImakoBKM XpoMaTKHa
3aBUCUT OT MOAMQUKAIINIL TUCTOHOB (MeTUAMPOBaHNs, alleTUAN-
poBaHms1, pocPopuANPOBaHIL), B IIEPBYIO O4epeAb 9TO OTHOCUT-
cs1 K Tuctody HI1. I'etepoxpomaTuH y MAEKOIMTAIOIIUX COCTOUT
npeumyIectseHHO 13 AT (ageHUH-TMMMH)-000TaIIeHHON BBICO-
konosTopstomerics AHK. Takum obpaszom, C-okpacka 1103BoAsieT
BBIABAATL Hanuboee pa3Andaloniyecs 0 CBOeMy COCTaBy U IA0T-
HOCTH PaliOHBI XPOMOCOM.
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Ecan oOpaboTkm 1epej OKpalllMBaHMeM IIPOBOAUTHL Ooaee
MATKO, MOXKHO OOHapy>KUTh IIOIIePeYHYIO MCUYepPUYeHHOCTh MUTO-
TUYECKIX XpoMocoM. D10 aAuddepeniinaipHas G-okpacka man
G-Oenaunr (puc. 48). G-1oA0XnUTeAbHbIe PailoHbBl COOTBETCTBYIOT
0o4ee KOMITaKTM30BaHHBIM, MeHee HaCBIIIIeHHBIM IeHaMI y4dacT-
KaM XpOMOCOM, KOTOphle cojep>kaT Koamdectso AT-map 0oab-
mee, ueMm G-oTpunareapHble paitonHsl. Kak mpasmao, B
G-nmoaoxxurteapHpIx parioHax (G+-010Kax) HaXoAATCsA TKaHecIIe-
nuduyeckre 1 crajuecrendpuyeckye reHbl, TPaHCKPUIIIN KO-
TOPBIX Hy>XXHa He BO BCeX KJAeTKax. B ®Tom 3akaiodaercs
Ouoaormyeckoe 3HayeHne OAOYHOV OpraHM3aIUM XPOMOCOM —
TeHbl, KOTOpble OAMHAKOBO HY>KHBI BO BCeX KAeTKaX, HaXOAATCS B
0oaee 4eKOHAEHCHPOBAHHBIX yyacTKax xpomocoM, rae AHK 6oaee
AOCTyIIHa AAs epMeHTOB TpaHCKpumnmuu. Aas rnoaydyeHus OT-
geTAnBoM G-OKpacky OOBIYHO MCIIOAB3YIOT MSATKYIO 0OpabOTKy
XpPOMOCOM pacTBOPOM TPUIICKHA C ITOCAeAYIOIIM OKpallliBaHN-
eM KpacureaeM Pomanosckoro-I'mMsel. I1o oOmenpuHsATo Tpex-
OykBeHHOII HOMEHKJaType, KOTOpasl 4YacTO MCIOAb3yeTCs B
3arycy IMTOTeHeTMIeCcKOIo AMarHo3a, Takaslh OKpacka oOO3Haua-
ercsa GTG (G-okpacka — Tpuncus — I'mma3a).
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Puc. 48. MuTtoTuyeckie XpoMOCOMBI UYeA0BeKa, OKpallleHHbIE 110 GTG-MBTOAy*

" URL: http://www.subtelomeres.com/ClinicalDiagnosis_6.html
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G+-640K1 Tak>Ke MOTYT OBITh BBISIBAEHBI TPV OKpaIllMBaHIN
xpomocoMm AT-cnietmpuaecknmu payopoxpomamu (DAPI, Xexcr
33258) — a10 AMdepennmasrHas Q-oxpacka mam Q-OeHAUHT
(puc. 49). AT-0oratbie G-1I0A0KUTeAbHbIe pPayiOHBI CBSI3BIBAIOT
0o/plllee KOAMIECTBO KpacuTeAsl, YTO IPUBOAUT K UX Ooaee UH-
TeHCUBHOI (ayopectieHriun. Vicrioap3oBaHue 9TOro MeToja IIO-
3B0AseT MAeHTUPUIUPOBATh Y-XpOMOCOMY Jake B MHTepdase,
IIOCKOABKY 3HauMTeAbHasl ee YacTb COCTOUT U3 HeOObYaltHO
AT-Ooratoro rerepoxpoMaryHa, KOTOPBII IPU CBSI3BIBAaHUU C
$payopoxpomamu gaeT OpMUAANAHTOBOE CBeUEHIe.

Puc. 49. MuTtoTuyeckie XpoMOCOMBI Ye10BeKa, OKpallleHHbIE 110 Q—MeToAy*

Pucynok, oopatHbiii G-OeHAMHIY, IT0Ay4daeTcss IpU IIOMO-
iy R-metoza auddepeniinaapbHOro oxparinBaHms IIyTeM TeIa0-
ot geHarypanum (puc. 50). Ill-mapsi, KoTopsix OoOabIIe B
G-oTpuiaTeAbHBIX pailoOHaX XPOMOCOM, 00.1ee yCTOMUMBEL K DTOM
nponeaype. Iloaasasiomniee 604pmMHCTBO G+-pailOHOB COOTBET-
crByerT R- u naobopot (puc. 51). Camo Ha3BaHMe HTOrO MeTOJa
IIPOVICXOAUT OT aHTAMIICKOTO cAoBa reversed — oOOpaTHBIIL.
R+-paltoHBl penANMLMPYIOTCA B IEePBOI MOAOBMHe das3bl S Kae-
TOYHOTO 1MKAa, a G+-palioHsl — BO BTOpoIi. CyllecTByIOT MeTOAM-

" URL: http://www.translational-medicine.com/content/3/1/21/figure/F4?highres=y
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K1 BBLIBAeHM:s R-OeHAuHra myTeM BBeJeHMS B KAeTKU MoAudu-
IIMPOBaHHBIX IIpeAlecTseHHNKoB cuHTe3a AHK B cepeanne ¢asnr
S. Toraa R+-paitoHbl He OyayT cogepKaTbh MOAUMUIIPOBAHHBIX
HyKA€0TUA0B, a G+-palloHbI — Oy AyT.

Puc. 50. MutoTuyeckie XpoMOCOMBI Ye10BeKa, OKpallleHHbIe 110 R—MeToAy*

—-
Y
X

UU =2
A B B r

Puc. 51. CxemaTuyeckoe n3obpa>keHne OAHON U TON JKe MUTOTUYECKOI XPOMOCOMEI,
OKpallleHHOJ ITpU IIOMOIIY Pa3ANYHBIX MeTOA0B And Qe peHIaabHOro OKpa Iy BaHLs:
A - C-metog, b — G-merog, B — R-metog, I' - T-metoa

" URL: http://www.currentprotocols.com/protocol/hg0402
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ITpu G0aee MHTEHCUBHO TENAOBOI 0OpabOTKe BBLABAAIOT-
cs1 T-cerMeHTBI, pacIioA0KeHHble TPeMYIIeCTBeHHO B IIPUTeAO-
MepHBIX palloHaXx XpoMocoM (puc. 52). VIx aokaamsanms
COBIIajaeT ¢ Hamboaee 6AM3KUMU K TeaoMepe R-cermeHTamMmu
(puc. 51). Cogepxanue reHos B T+-palioHax Ha IIOPsIA0K DOAbIIIe,
4yeM B CpejHeM II0 AAMHe XpOMOCOMBI, 11 0OAbllle yeM B OTHOCHU-
TeABHO oOOoraImeHHbIX TeHamu R+-paitonax. Hexoroprle ¢yHK-
IIJIOHa/AbHbIE OCOOEHHOCTM IIO3BOASIOT CYUTaTh T-cerMeHTEHI
Han0boee BrIpakeHHbIMI R-cermeHnTaMm. B Takux paroHax Haxo-
AUTCsI OCOOEHHO MHOTO T€HOB, CBsI3aHHBIX C HamboJee Ba>KHBIMU
pyHKIIUAMM K1U3HeoOecIieueH!sI KAeTKI — IT€HOB AOMaIITHeTro XO-
35IJICTBA 11 OHKOTEHOB, MyTaI[MsI KOTOPBIX MOXKeT IIPUBECTU K 3410-
KauyecTBeHHOI OIlyxoAu. BDTO olpejeaseT 0co0oe 3HaueHUe

T€A0OMEPHDBIX paﬁOHOB B OHKOTI€He3e.

©w xE

o e a”

Puc. 22. Murtotuyeckue XpOMOCOMBEI Y€10BeKa, OKpallleHHbIe
10 T-MeTOAy - q)AyOpeCL[eHTHI)IIZ BapuaHT I‘I/I6pI/IZLI/I3aLU/H/I C CITOAB30BaHVIEM
Alu-criermduaeckux AHK-308208 (ra. VIII)®
Partonsl s14pBIIIKOBBIX OpraHusaTtopos (SI0P), coaep>karmimx
rersl pubocomuon PHK 1 ¢popmupyromux 8 uarepdase sapoiii-
K1, MOTYT OBITh BBISIBA€HBI IIPY IIOMOIIIM OKpacK/ HUTPATOM ce-

pedpa (AgNO:s). Takoit Tun okpacku HadbiBaeTcst N-O9HAVHI.

" URL:
http://www.statemaster.com/encyclopedia/Image:PLoSBiol3.5.Fig7ChromosomesAluFish jpg
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Aas 0003HaUeHMsI XPOMOCOMEI YeA0BeKa MCII0Ab3yeTcs ab-
Opesunarypa HSA (oT aaTMHCKOrO BMAOBOrO HasBaHMs Homo
sapiens) u umdpa, COOTBETCTBYIOIIas HOMepy Xpomocomsbl. Ha-
npumep, HSA21 - xpomocoma 21 wyeaosexka. B kamnHmueckoin
npakTuke oboszHadeHne HSA mHoraa omyckaior, IIOCKOABKY SICHO,
9TO pedb UAeT O Jyedoseke. Aasd yA00CTBa OlpejeAeHNs] OTAeAb-
HBIX PallOHOB XpOMOCOM MX 00O3Ha4YalOT YyncAaMy, KaK IOKa3aHO
Ha puc. 53. [Tocaeauss nudpa 4ncA0BOro 0603HaUeHMST yKasbIBa-
eT Ha OIlpeJeAeHHBIN 0®HJ — II0A0CKY, BBIIBAsIEMYIO IIpu audde-
peHLIMaAbHOM OKpaIlllMBaHMUY, IlepBas Ludpa yKasblBaeT Ha
YCAOBHYIO 4aCTh XpPOMOCOMBI, COCTOSIIYIO 13 HECKOABKIX ODHAOB.
ITo ymMOA9aHUIO IPUBOAAT 0OO3HAUEHMSI CETMEHTOB, BBLIBASEMBIX
G-metogom. Teaomeprr oOo3HauaOTCsA ter. JAMHHOE U KOPOTKOe
1.1e4y 0003HAYAIOTCsI U P COOTBETCTBEHHO.

[Tpumepri:

HSA14p11 — paiton 11 KOpOTKOTO I11e4a XpOMOCOMBI 14 yea0BeKa;
HSAXqter — Teaomep A4AMHHOTO I11€49a X-XpOMOCOMBI Ye10BeKa;
S5pter-p11 — yuacToK, orpaHUYeHHBII TeaoMepoM u OeHaoM 11 xo-
PpOTKOTO maeda XpomocoMmsl 5 (Bkatodaer 5pll, 5pl2, 5pl3, 5pl4,
5p15.1, 5p15.2 n 5p15.3) (puc. 23).

Aast 00O3HaUEHNST XPOMOCOM APYIUX OPTaHM3MOB TaKXKe
ICIIOAB3YIOT TPeXOyKBeHHYIO abOpesuaTypy. XpoMOCOMBI A4OMO-
BoI1 MBI — Mus musculus — MMU, KpyHHOTO poratoro ckora —
Bos taurus — BTA, aomarnuen xomiku — Felis catus — FCA, cobaxu —
Canis familiaris — CFA, gomarneit xypuusl — Gallus gallus — GGA,

sroHckoro neperneaa — Coturnix japonica — CJA.
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Puc. 53. Cxema 0003HaueHNs PailOHOB XPOMOCOM Ha ITpMIMepe XpOMOCOMBI
5 yeaosexa (HSA5), andPpepenrmaasno okparensoi no G-meroay
(yposens paszpemenns 400 cerMeHTOB Ha KapMOTIIL)

A TOBBINIEHNUsI TOYHOCTU ITUTOTE€HETUYECKOTO aHaAu3a
9acTO MCIOAB3YIOT IpoMeTadasHble I JaKe IpoQasHbIe XPOMO-
COMBI, 4TO MO3BOAsIeT YBeANIUTDb YICAO pacliO3HaBaeMbIX CerMeH-
TOB AudPepeHITNaIbHOIO OKpaIIMBaHUS XPOMOCOM dea0BeKa A0
850 1 1700, cooTBETCTBEHHO.

XapakrepHble A4s XpPOMOCOM YelOBeKa TUIIBI PIUCYHKOB
AnddepeHIIaabHOTO OKpaIlIMBaHNs HabAIOAAIOTCA y BCeX MAe-
KONUTAIOMIMX U OTULL. Y APYTUX HO3BOHOUHBIX JKMBOTHBIX MOYKHO
BBISIBUTD He Bce BUABI AudPepeHIalbHOTO OKpaIllBaHUs, U He
BCerJa OHM AOCTaTOYHO OTYETAVBO BbIPa’kKeHBHI.
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4.5. Tubpuousauus in situ, XpOMOCOMHbIL NeUHMUNZ
u cpasHumervias zenomnasn aubpudusayus (CGH)

AHK mMeeT ABYHUTEBYIO CTPYKTypy. DTO JaeT BO3MOX-
HOCTbH IIpOBeCTU I11aBAeHle (deHaTypanuio), T. e. nepesectu AHK
B OJHOHUTEBYIO (POPMY, 3aTeM BOCCTAaHOBUTH ABYHUTEBYIO CTPYK-
TYpy 110 IPUMHUUIY KOMILAEMEHTapHOCTU C MCII0Ab30BaHMEM OA-
HOHMTeBON MoaeKkyanl JAHK-30H4a — MHBIMU ca0BaMM, ITpOBeCTU
rnopuanzanuio Asyx moaekya AHK. Ecan moaexyaa AHK-30Haa
COAEp>KUT MedeHble HYKAeOTUAbI, ee MOKHO BBIABUTHL IIPU IO-
MOIIV OAHOM U3 CUCTEM AeTeKINM IMOPUAN3AIIMIOHHOIO CUTHAAA.
I'mOpuansanss HyKAMHOBBLIX KUCAOT in situ (OT Aart. in situ — Ha
MecTe) IIoApa3yMeBaeT IIpoBejeHle IIpoleAyphl HEIIOCpeACTBEeH-
HO Ha LUTOJOIMYECKOM IIperiapare XpOMOCOM, MHTep(asHBIX
sg4ep UAY IIUTOIAa3MBI.

MsHavaabHO MeTOA TMOpMAM3anuy in situ IpuUMeHSACS
TOABKO AAd AOKaAM3allMy IIOBTOPSIOMIMXCS I10CAeA0BaTeAbHO-
CTell, CIpyIIIMPOBaHHLIX B OAHOM IAM HECKOABKIUX palloHaX MU-
TOTUYECKNX XpOMOcOM, Oaarogaps dYeMy OHM OOpasyioT
OTHOCUTEABHO KPYIIHBIN y4acTOK CBSI3bIBaHMA (MUIIEHDb) A4S MO-
A€KyA 30HJa.

B 80-e rr. XX cToaeTHs CcTaam TIOSIBASTBCS COOOIIIEHUS O
IIpUMEeHeHUN MeToJa TMOpMAM3aUuMU in Situ AAsS AOKaAM3aIIUN
YHUKaAbHBIX I10CAe40BaTeAbHOCTe) Ha MUTOTUYECKMX XPOMOCO-
Max C MCITOAb30BaHMEM CTAaTUCTUYECKOTO aHaAM3a.

Brrasaenne yHnkaabHbIX nocaegosaTeapHocreit AHK B mu-
TOTMYECKIIX XpPOMOCOMax TpeOyeT co0A10AeHUsI TpeX ycAoBuil. Bo-
IIePBBIX, 30HABI AOAKHBI OBITh HaJeKHBIMU: YeTKO OXapaKTepu30-
BaHHBIMM M YNMCTBIMU. BO-BTOpPBIX, HEOOXOAMMEBI CIleliiiaAbHble
npueMsl, 00Aerdalorye cBsi3blBaHlle MOAEKyA 30HJa U MUIIIEHN) B
XpoMocoMmax.  B-Tperpmx,  Hecmermduueckoe  CBI3bIBAaHIE
AHK-30H4a ¢ IMTOAOIMYECKM MaTepralioM AOAXKHO OBITH CBe-
A€HO K aDCOAIOTHOMY MMHUMYMY. BbIllo1HeHNe 11epBoro ycAOBMs
B HacTosillee BpeMs IIpaKTIYeCcK! He BhI3bIBaeT 3aTPyAHEeHMI, 110-
CKOABKY AAs1 1toaydenus: AHK-30HA0B MOXKHO MCII0AB30BaTh TeX-
HOAOTUIO TeHHON UHXeHepuu. Bropoe ycaosume Takxke
BBIIIOAHNMMO OJarogapsl MCIOAB30BAHMIO AeKCTpaH cyabdara —
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areHTa, ®¢QPeKTUBHO MOBHIIaloNIero (mpumMepHo B 10 pas) cko-
POCTb peHaTyparum ogHonenodedssix Mmoaekya AHK B pactsope.
DTO c1IocoOCTByeT OOpa3doBaHMIO IIPOTSKEHHBIX COTOBMAHBIX
KOHTA0MepaTOB OaHolernodyeyHsix Moaekya AHK, cpsasanHBIX
Me>KAy co0OIl 3a CYeT CAy4JailHO PacIOA0KeHHBIX AByXLeIoyed-
HBIX YJaCTKOB.

Vcroap3oBaHMe B KadecTBe MeTKU PaAVMOAKTUBHBIX M30TO-
II0OB T103B0AseT D(PPEeKTUBHO A0KAAM30BaTh Aake HeOOABIINeE
¢parmentsr AHK — mopsigka 1-2 1.1m.H. OCHOBHBIMU HeAOCTaTKa-
MM U30TOITHOTO BapMaHTa TMOPUAMU3ALINH SIBASIOTCS OTHOCUTEAD-
HO HHU3Kas paspelIaioias CIOCOOHOCTb, HEOOXOAMMOCTD
AAUTEABHOV MpOIleAyphbl aBTOpajuorpaduy ¥ TeXHUYeCKUe WU
C/A0>KHOCTH, CBSI3aHHBIE C XpaHEHNEM U JICIIOAb30BaHMEM paAVo-
aKTMBHBIX BEIIeCTB.

HeratuBHble acHeKThl MCIOAB30BaHUS PaAVlOaKTUBHON
METKM CAYKUAU CTUMYAOM AAsl TIONBITOK pa3pa0dOTaTh DKBUBa-
AeHTHBIe 110 9P PeKTUBHOCTY, HO OoAee Oe3oIIacHble, OBICTphIe U
Aeliesple MeTOAbl. B pesyaprare OplAM pa3paOOTaHBI METOABI
rMOpuAM3auy C MCIOAb30BaHMEM HepPaAMOAaKTMBHO MeUYeHBIX
30HAOB, BBIABASIEMBIX IIOCPEACTBOM Pa3AMYHBIX MMMYHOXUMIIYe-
CKIIX MeTOA0B. bbL10 ycTaHOBAEHO, UTO HOBAsI TEXHOAOTUS TMOp-
Auzanym odlajaeT psAOM IPENMYIeCTB, K KOTOPBIM OTHOCUTCS
ee IMoAHas 0e30I1acCHOCTh AAs uccAeaoBareas. ApyruM MOAOXKMN-
TeABHBIM CBOJICTBOM HepaAMOaKTUBHO MeYEHBIX 30HAOB SABAAETCS
VX XMMMU4YecKas YCTOVYMBOCTh B Te€YeHNe HEeCKOABKMX MecCsIIeB.
IIpuMeHeHMe HepaaMOAKTMBHBIX METOK oOecrieunBaeT 0oaee BbI-
COKYIO pa3pelaloniyio CllocCOOHOCTE, YeM paboTa C M30TOIaMM, a
B psige CAydaeB IIOBBbIIIaeT YposeHb MHpOpMaTuBHOCTH. Hemnso-
TOITHasI TMOPUAU3ALINS ITI03BOAsIEeT KapTUPOBATh (T. €. OIIpeAeAsTh
MeCTOIIO/A0K€eH)e Ha XPOMOCOMe) YHUKaAbHBIE TeHbl pa3MepoM
oko40 1 T.11.H. HakoHern, pe3yAbTaTsl TMOpMAM3aIUY MOYKHO aHa-
AUBUPOBATH Cpa3y MocAe IpoBeAeHNs DKcIlepuMeHTa. Takum 00-
pasoM, IIpeuMyIllecTBa HepaAMOaKTVBHOIO MeYeHNs 30HAOB
3aKAIOYaIOTCsA B BBICOKOI pa3pelaonieii ClIoOCOOHOCTY, TOYHOCTH,
BOCIIPOM3BOAVIMOCTY, AellleBI3He 1 Oe30I1aCHOCT.
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YyBCTBUTEABHOCTDH AaHHOTO MeTOAa 3aBUCUT OT pa3Mepa Te-
Ha, KOAMJecTBa eTo KOIuii, crieruduueckoil akTUBHOCTY 30HAQ, a
TakKXe OT KOAMJecTBa MOAeKyA (PAyOpOXpOMa, IIPUCYTCTBYIOIIIX
B TMOpMAe Ha 3aKAIOUNTEABHOM CTaAUM DKCIIepYIMEHTa.

HensoTonHel BapMaHT TMOpuAM3annm in situ MO3BOASET
MCIIOAB30BaTh Heckoabko AHK-30HA0B, MeYeHHBIX pa3HBIMU
areHTaMM, Ha O4HOM IIUTOAOTMYECKOM IIperiapare (MHOTOIIBETHAs
rmopuansanus). Takoil MOAXOZ MCIOAB3YIOT AAsS TOHKOIO VH-
TepdasHOro KapTUpPOBaHMS C paspellalonieil CIIOCOOHOCTBIO A0
100 T.11.H.

IToBpiIeHNIO CrIenM(PUYHOCTY MeTOJa CAYXKUT CYIpeccys
(mogaBaenne) HecrerupUUIecKon IMOpUAM3AIINI IIyTeM A0OaB-
AeHUsT B TUOPMUAMBALMOHHYIO CMeCh HeDOABIIOIo KOANYeCTBa
koHKypupyiomen /AHK. Takas nporeaypa HeoOxoauMa IIpu MC-
II0Ah30BAHUY B KaueCcTBe 30HAOB OOABIINX TEeHOMHBIX ITOCAe40Ba-
teapHocTen AHK.

B nHacrosee Bpemst Hambo/ee 4acTO MCIOAB3YETCS METOA
O0MoTMHOBOrO MeudeHMs. Ero HpuHINMII OCHOBaH Ha CUJABHOM
B3aMOJENCTBUM OMOTHHA ¢ OeAKOM aBUAVMHOM BCAEACTBUE WX
BBICOKOTO CpoacTBa. MoaeKkyaa aBuAMHA IOTEHIIMAaAbHO MOXKeT
0OpasoBaTh YeThIpe XMMIYecKle CBA3M, II0D9TOMY I10CAe CBA3bIBa-
HISI €70 C OMOTMHOM TPMU CBS3M OCTAIOTCSA CBOOOAHBIMU, YTO MC-
I10AB3yeTCs NPU AeTEeKLINIU CUTHaJa TMOpUAM3aII AL

IIpuroToBaeHMe XpOMOCOMHBIX IIpeIapaToB IIPOMU3BOAUTCS
COTJaCHO CyIIecTByIOIMM MeTogukaM. Ha caeayiomem srarme
MeTadasHble XpOMOCOMBI oAsepraioTcss oopadorke PHK-azoi1 ¢
neapio yaaaenus cssasanHon PHK. dazee AHK 30on20B 1 XpoMo-
COM AeHaTypUpYIOT, CO34aBas OAHOIeIIOYeYHble CTPYKTYpPHI.
XpoMocoMHBIe ITperapaTsl MHKYOMPYIOT C 30HAOM B TeUeHle OII-
peAeAeHHOIo BpeMeHN. 3aTeM yAaAsioT u30bITok MeveHoit /AHK,
He CBs3aBllelcs ¢ geHatypuposanHon AHK xpomocom, nocpea-
CTBOM CIIeIIIaAbHOV OTMBIBKM IIpemapaTos. [Tocaeannm »ramom
DKCIIEpUIMEHTa SIBASeTCs AeTeKIus canTos rmopuaunsanum. CyTsb
ero ceoautcs K caeayiomemy: AHK, coaepkaras B ceoeM cocrase
OMOTUH, AerKO paclOo3HaBaeMa IIpM KOHTaKTe ee C aBUAVHOM
(ctpentaBuanHoMm). Ilocaeanmii, B cBOIO ouepeab, MOXKeT OBITh
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BBIsIBAEH (pAyopeciieHTHO. Takoil 104X0 4, B Hallle BpeMsI sIBASeTCsI
Hanbo/ee pacIpOCTPaHEHHBIM U Ha3bIBaeTCs (PAyopeclieHTHas
rmopuansanus in situ (FISH — fluorescent in situ hybridization)
(puc. 54).

Puc. 54. ABynBeTHBIII BapuaHT (pAyOpecLeHTHO TMbpuausalmm in situ”

B nocaeanme roapl gas KapTUpOBaHUs T€HOMOB BBICIIINX
DYKapMOTOB MCII0AB3YIOT IpoTsKeHHble JHK-30HABI BeanunHoMI
10-150 T.1.H., KOTOpBle, KaK MHpaBlAO, KAOHUPYIOT B KOCMMAAX
MAM B VCKYCCTBEHHBIX XPOMOCOMaX APOMCKeN MAM Oakrepuit
(ra.6). IlpuMeHeHme  IlepeKpbIBAIOIIMXCA  HPOTSISKEHHBIX
AHK-KA0HOB (KOHTUIOB) IIO3BOASIeT CBA3aTh XPOMOCOMHBIN 1
MOAEKYASPHBIN YPOBHM KapTUPOBaHI:I TeHOMOB.

A5 BBISIBA@HVSI TOHKMX XPOMOCOMHBIX IlepecTpoeK U AAsl
OBICTPOI NAEHTUPUKALINI XPOMOCOM IIPUMEHSIOT METOJ, XPOMO-
COMHOIO II9JIHTVHIA — B 9TOM CAydae B KauyecTBe 30HAa AAs TMO-
puAn3aun VICIIOAB3YIOT 110C/eA0BaTeAbHOCTI u3
xpoMmocomocnenpuaeckux 6mdbanorex. OAHOBpeMEHHO MOXKHO
JICII0AB30BaTh HECKOABKO XPOMOCOMOCIHeNUQPUIECKNX 30HAOB U

" URL: http://qwickstep.comsearchchromosome-12.html
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MIOAYIUTh U300paskeHe, Iae KakAas XpoOMOCOMa IIpeACTaBAeHa
csouM 11BeToM (puc. 55). [Ipucyrcreue pparmMeHTOB APYTOTO IIBeE-
Ta Ha XpOMOcOMe DyeT TOBOPUTh O XPOMOCOMHOI IIepecTpoOIIKe.

Puc. 55. XpoMOCOMHBIIT TIEIIHTUHT

(MyabTuFISH nan criektpaAbHbI aHAAU3 KapyroTuiia)”

B nocaeanne roabl A4s BBISIBA€HMS TOHKMX XPOMOCOMHBIX
IIepecTpoeK, pa3Mep KOTOPBLIX MOXEeT AeXaTh 3a IpeJeaoM pas-
pelamniei CIoCOOHOCTM  MMKPOCKOIIA, MCIOAL3YIOT METOJ,
cpasHUTeAbHON TeHoMHON TMOpuaAmsanyu (CGH — comparative
genomic hybridization). Cyts MeTOAa 3aKArOuaeTcss B KOAMYECT-
senHoI oneHke JAHK, cBsa3piBaromenicss ¢ MOA€KyA0i KOPOTKOTO
30HAa Ha Ouountie (puc. 56). Bce xpomocoMsl n OTAeabHBIE paii-
OHBl IpejCcTaBAeHbl cHelUPUIeCKMMIU TOABKO AAsd  HUX
AHK-30H4aMM1, 3akpellaeHHBIMM Ha cTekade. KoopamHaThl Kax-
AOJ TaKoOM II0CAeA0BaTeAbHOCTM BBeJEHBI B CIelMaAbHYyIO IIpO-
rpammy.  JAHK  or  anaamsupyemoro - uHAMBUAYYMaA U
KOHTPOABHBIN 00pasel] MeTAT pasHBIMM (PAyOpOXpoMaMu U ruod-
puAN3YIOT Ha Omounrie. ITocae OTMBIBOK CKaHep CUMTBIBAaeT ypo-
BeHb (PAyOpeclleHIINU B OTAEABHBIX TOYKax Ha Omoumiie. DTOT
YPOBEHb IIpAMO IIPOIIOPLIMOHAJAeH KOAMYECTBY CBA3aBIIeliCs

" URL: http://people.musc.edu~hazardsWebBioInformaticsSKY_CGH.htm
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AHK ¢ onpeaeseHHBIM 30HAOM, AOKaAMU3alusl KOTOPOTO U3BeCT-
Ha. CHIDKeHMe BABOe YpOBHs (PpAyOpecHeHIINN B MecTax paclio-
AOXKeHNs 30HAOB U3 OIIpeleAeHHOIO paliOHa IO CpaBHEHMIO C
HOPMaAbHOM KAETKOJ CBUAETEeAbCTBYeT O IeTepPO3UTOTHOCTU II0
Aeaeuun (yTpare) A4aHHOIO paiioHa. Y TOMO3UTIOT IIO JAeAeluy
JayopecrieHIINIST 30HAOB U3 AeA€THPOBAHHBIX PallOHOB OTCYTCT-
ByeT BOBCe. Y IeTepO3UIOT IO AyHAuKauuy (yABOEHUIO XPOMO-
COMHOTO paiioHa) Jayopecnentis 30HJ0B u3
AYTIAUIIMPOBAHHOIO palioHa B II0ATOpa pasa Bblllle, 4YeM Y Kapuo-
TUINYIECKY HOpMaAbHBIX MHAVBUAYYMOB.

WCCTENYEMBI HOPMA
H OBPA3EL| I (KOHTPONB)

BUOYMN

Q Q KPACHBI - IYTIMKALIMA

- 2 4

3ENEHLIA - AENELAS

Puc. 56. Cxema MeTOAa cpaBHUTe AbHON reHoMHOI rubpuausammu (CGH)
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4.6. Teopus cmapenus 6 cés3u ¢ OUHAMUKOL CHpPYKmMypol
meaomepot

Teaomeprl — 9TO KOHIIEBBIe ydacTKM XpomocoM (puc. 31).
TeaomepHbIe yJacTKII XPOMOCOM BBIIOAHSIOT 3allIUTHYIO (PYHK-
LIVIO, OHN He CIIOCOOHBI COeAVHSTBECS C APYTMMI XpOMOCOMaMM
mAu ux pparMeHTaMu.

Y 0oABIIMHCTBA DYKapMOT TeAOMEepHBIe I10cJeA0BaTeAbHO-
ctu AHK mpeacrasasier co0oii KOpOTKHeE TaHAEMHBIE ITOBTOPEI
(TOBTOpPBI OAMHAKOBO OPMEHTMPOBAHHBIX eAMHMNI]). B Teaomep-
HBIX yyacTKax xpomocoM JHK Bmecte ¢ Geakamu, crieruduyaeckn
CBSI3BIBAIOIIVMMUCA C TeAOMEPHBIMI IIOBTOpaMly, OOpa3yeT HyK-
A€OIIPOTEUAHBINI KOMILAEKC — KOHCTUTYTUBHBIN (CTPYKTYPHBIIN)
TeAOMEepHBIVI TeTepoXpoMaTuH. TeaoMepHble ITOBTOPBI — BechbMa
KOHCepBaTMBHbIE I10CA€A0BaTeAbHOCTU. Y BCeX II03BOHOYHBIX, B
TOM 4YlICA€e Y YeA0BeKa, OHU IIPeACTaBAsSIOT cOO0I MHOTOKpaTHBIE
IOBTOPHI 11ecTyt HyKAeoTuaos — TTAITT.

N3-3a Toro uro AHK-nnoanmepasa He ciocoOHa CUHTe31pPO-
BaTh AuMHelHy1I0 Moaekyay /AHK ago camoro koHma, ¢ KaXXKAbIM
LIMKAOM JeAeHUs TeAOMepbl KAeTKM yKOpadMBaioTcs. /aHHBI
(eHOMEH HasbIBaeTCsl KOHIIEBOI HeJOpelAuKalllell U CUMTaeTcs
OJHVMM W3 BaKHeNMUX (PaKTOpPOB OMOAOTMYECKOIO CTapeHUs.
OgaHako BcaeACTBUe HTOTO SBAEHIUs TeAOMepbl 40AXKHBI YKOpadl-
BaTbCsl OYeHb MeAA€HHO: II0 3—6 HyKAeOTUAOB 3a OAVH aKT pell-
AvKanuu. JVIsBecTHO orpaHudeHue 4ucaa JAeAeHUII OAHOI
AndPepeHIIIPOBAaHHON KAETKU — IIpesea Xeiipanka, KOTopoe y
gyes0BeKa paBHO 52. Takum oOpasoMm, 3a BTO UMCAO AeAe€HUII Te-
AOMepBI MOIYT CTaTh KOpoue Bcero Ha 156-312 HyKaeoTnA0B, 4TO
COBEpIIIeHHO He CYIeCTBeHHO, YUYMTBbIBas MHOTOKpaTHOe IIOBTO-
penne teaomepHoit nocaegosareabHoctT TTAITT. Cymecrsyer
SIUTeHeTHYecKas Teopusl CTapeHMs, COTJacHO KOTOPON IIOCTe-
IIeHHasl yTpaTa MapKepoB perpeccun (I104aBAeHNs) HeaKTUBHOIO
XpoMaTyHa HNPUBOAUT K aKTMBaLMI IlepeMeIleHNs MOOVABHBIX
»aeMeHTOB. KaeTka 3amyckaeT MeXxaHI3MBbl yAaA€Hs BbI3BaHHBIX
STUMMI NepeMelleHNsIMU ITOBPeXXAeHUI, 4TO IIPUBOAUT K YKOPO-
YeHUIO TeAOMep B AeCSATKU U COTHU pas.

B cTB0OA0BBIX 1 IT0A0BBIX KA€TKaX aKTMBHO paboTaeT 0COOBI
JepMeHT — TeaoMepasza, KOTOPBHI IIpM IIOMOIIN COOCTBEHHOI
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PHK-Matpuiipl goctpampaeT TeAOMepHbIe HOBTOPBI U YAAUHSAET
TeaoMepsl. OAHAKO B 00ABIINHCTBe AM(PPepeHITIPOBaHHBIX Kae-
TOK TeAoMepa3a 3a0A10KMpPOBaHa, YTO IIPUBOAUT K HEMIHYEMOMY
YKOPOYEHUM TeAOMep U IIOBBIIIEHUIO BEPOATHOCTM MyTallui
pacroaoXeHHbIX B T-AMCKax OHKOT€HOB 1 I€HOB JOMalllHero Xo-
3sI1ICTBA.

4.7. HopmarvHouil Kapuomun 4earoeexa

Kapunorumn yeaoseka B HOpMe COCTOUT U3 23-X Hap XpOMO-
COM, KOTOpPBI€ pacIioAaraioT 1104 HOMepaMMI B IOpsigKe yObIBaHMS
X AVHEVHBIX pa3MepoB (puc. 57). AyrocoMsl (Bce XpOMOCOMBI
KpOMe I10A0BBIX) 00pa3ylOT OAMHAKOBBII HabOp y 00OMX I10AOB.
My>kckoit Habop 110A0BbIX XpoMocoM XY, sxeHckuir — XX. Kak 1y
BCeX MAEKOIMTAIONINX, TeTepOoraMeTHBIM I10A0M Yy YeAoBeKa sB-
A5eTCs MY>KCKOM. Y-XpOMOCOMa COCTOMUT HPeMMYIIeCTBEeHHO I3
rerepoxpomaTuHa. HebGoabI1as o g4amHe syxpoMaTiHOBas 4acTh
cogepxuT 397 reHos (IIpu OOIIIeM 4Yrcae TeHOB y yeloBeKa 0oaee
25000 aas1 04AHOM U3 CaMBIX KOPOTKMX XPOMOCOM ®TO HeMaao).
AAas KOMIIeHCalluM AO03bl TeHOB B KA€TKaX >KeHCKOTO OpraHu3Ma
IIPOVICXOAUT MHAKTUBALIM OAHON 13 X-XpOMOCOM. X-XpOMOcoMa
cogepxut 1606 renos. IIpumMeuyaTeabHO, YTO B Hell OCTaeTCs He-
OoabIas HeMHAKTUBMPOBaHHAs 4YacTh, COAepKalljas IIPUMepPHO
4eTBepTh T€HOB, UTO ypaBHUBAET 403y pabOTaIOIINX IeHOB y 000-
X 110408 (rmpuMepHO 400 reHOB II0A0BBIX XPOMOCOM IIpeACTaBAe-
HO ABYM:I KOIIVISIMI).

CoraacHo oOLIenTpUHATON MeXXAyHapOAHON HOMEeHKAaType
KapMOTUII IIPUHATO 3aIlMChIBaTh CAeAYyIOIIM OOpa3oM: BHauale
3alICBIBAIOT ODIIlee YMcA0 XpOMOCOM, 3aTeM — II0AOBBIe XPOMO-
comnl. [Ipu HOpMaapHOM KapMOTUIIE STUM M OTPaHMYMBAIOTCS,
PV HAAMYMI XPOMOCOMHBIX HApyIIeHUI MX OIMCHIBAIOT IIPU
IIOMOIIIN CITeIaAbHBIX OOO3HaueHNil, KOTopsle OyAyT paccMOT-
PeHBI TP U3A0KEeHN MaTepuasia O KaXKA0M U3 HUX.

[Tpumep

46, XX — HOpMaabHas >KeHIIMHa;

46, XY — HOpMaAbHBII My>KUlHa.

XpOMOCOMBI Yea0BeKa IIPUHATO YCAOBHO IOApa3AeAATh Ha
BOCEMb I'PYIII, KOTOpble 0003HaYalOT AaTUMHCKUMM OyKBaMu OT A
40 G. Takoe nogpasaeseHne BLI3BaHO TeM, 4TO He BCEr4a MOXKHO
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TOYHO OIIpeaeAnTb HOMep XPpOMOCOMBI. PaCHpeAe[leHM@ XpOMO-
COM IIO IpyIIIiaM OBLAO BBIIIOAHEHO Ha OCHOBAHMU VX MOp(l)O/lOl"I/I-
YeCKmX OCO6€HHOCT€ﬁ, BUAVIMBIX ITPY PyTMHHOM OKpaIllViBaHIL.

Puc. 57. HopmaarHas MeTtadasHas IaacTuHKa (A)
u packaajxa (B) anddepenimaasio okpameHH5IX 10 G-MeTOAy XpPOMOCOM YeA0BeKa”

" URL: http://homepage.mac.com/wildlifeweb/cyto/human/index.html
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I'pynma A BkaiogaeT XpoMocoMmsl 1, 2 u 3 — ®TO MeTalleH-
Tpudeckue 1 cyOMeTalleHTpUJyecKrie XpoMOocoMbl. XpoMocoMa 1 —
caMbIil O0ABIIION MeTalleHTPUK B KapuoTurie. XpoMocoMa 2 sABAs-
eTcsl caMOll KPYHIHOM cyOMeTalleHTpUJeckoil XxpoMocomoi. Me-
TalleHTpH4yecKas XpoMocoMa 3 oTAndaeTcsl npuMepHo Ha 1/5 mo
AAVIHE OT XpOMOCOMBI 1 1, IIOSTOMY, A€TKO MOXeT OBITh UAEHTHU-
¢unuposana. B mpokcuMaabHOM (HaxoasiieMcs OAMKe K IeH-
TpoMmepe) palloHe AAMHHOIO Ilde4a XPOMOCOMBI 3 IIpU
MCHOAB30BaHUM (QQ-OKpacKM BBISIBASIETCA OYeHb SIPKUII CerMeHT,
KOTOPBIN TaKKe MO3BOAseT 0e30INMOO0YHO OIpeleAUTh BTy Xpo-
MOCOMY.

I'pynma B Bkaiogaer xpoMocoMsl 4 1 5 — KpyIiHble cyOMeTa-
LHeHTpuku. OTANMYNTD UX APYT OT ApyTa IPU PYTMHHOM OKpallll-
BaHUY HEBO3MOKHO.

I'pymmma C npeacraBaena xpomocomammu 6-12. B »s1y Xe
TPYyIIIy BXOAUT I10A0Basi X-XpoMocoma. Bce xpoMocoMsl 3TOMM
TpyIbBl — MeTalleHTpPUKM cpeaHero pasmepa. VIHauBuAyaabHO
padAMunUTh MX MOXHO TOABKO Iipu nomomu G-, R- manm
Q-oxpacku.

I'pynmia D BkaArOuaeT Tpu mapbl akKpOLIeHTPUYeCKUX XPOMO-
coM cpegHeit AAnHbI — ¢ 13 o 15. Bce o cogep>kaT BTOPUUIHYIO
IepeTsKKy — MecTo Aokaausanum SJOP (saappimkooOpasyommx
PalioOHOB), OTAEASIONIYI0 HeDOABIION IO AAVHE CIYTHUK OT OC-
TaAbHOJ 4acTM KOPOTKOIO IlAeya. Pa3Mmephl CIIyTHHMKOB 3aMeTHO
BapbUPYIOT y Pa3HBIX MHAMBUAYYMOB. VIHOTAa HabAI04aI0TCsA ABa
CITyTHHKA.

K rpynme E oTHOCAT KOpOoTKMe MeTalleHTpuiecKue 1 cyo-
MeTalleHTpu4Yeckue Xxpomocomel ¢ 16 mo 18. Xpomocoma 16 —
MeTalleHTPUK, ee AAMHa COCTaBAsieT OKOAO TpeTu OT AAUHBI
xpomocoMsl 1. Xpomocomsl 17 n 18 6am3ku 1o 1eHTpOMepHO-
My mHgekcy (okoao 0,30) n Heckoabko (5-10 %) pasamyaorcs 1o
AAVIHE.

I'pynmna F oObegunsieT ABe MaJleHbKUe MeTalleHTpuUJecKue
xpomocomel 19 u 20, mpakrtuyecku Hepaszandumble 6e3 andde-
PpeHIaAbHON OKPaCcKI.
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I'pynma G BkAOYaeT MaJdeHbKUe aKpOLleHTpUJecKue Xpo-
MocoMbl 21 m 22. K 9TOI TIpymIle OTHOCAT U IIOAOBYIO Y-
XpOMOCOMY, KOTOpas OTAMYaeTcs OT APYTMX XPOMOCOM DTOI
TPyIIBl IIOAOXKEHMeM XpoMmaTn/g AAVHHOIO Iideda — y Y-
XpOMOCOMBI OHM PacIIiOA0>KeHbI 04A13K0, a y Xxpomocom 21 n 22 —
IIMPOKO paccraBaeHsl. Pasmep Y-xpoMocoMsbl BapbupyeT B IIN-
POKIX IIpeJeax 3a cyeT M3MeHeHUs pa3dMepoB reTepOoXpomaTi-
HOBOTO 0./0Ka, He OKa3bIBaIOIIero CYILIeCTBeHHOIO BAMAHMSA Ha
¢enorun. Takas BapuaOeabHOCTH BUAHA Aake B MHTepP(Pa3HBIX
sApax npu okpamysannu AT-cnennpuaeckumu $payopoxpoma-
M. B koporkux naegax xpomocom 21 n 22 oOGHapy>KMBaeTcsl BTO-
pUuHas IepeTsDKKa — IIOA00HO XpomocoMaMm rIpymmsl D oHu
coJep>KaT palloHBI APBIIIKOBLIX OopTraHnu3aTtopos (JOP). Pucynkn
AnddepeHIalbHON MCYePYeHHOCTH XpoMocoM 21 u 22 cytiecT-
BEHHO pa3AMyalOTCs, 4TO II03BOASeT HPOBOAUTH UMX MHAUBUAY-

aAbHYIO I/I,Zl,eHTI/ICl)I/IKaLU/IIO.

4.8. IloAumentbvie XxpomMOCOMbL

['raHTCKMe XpPOMOCOMBI, Ha3BaHHbIE ITOAUTEHHBIMU (OYK-
BaAbHO — «MHOTOHUTEBBIE»), BIIEpBble OBIAU OOHApPY>KEHBI
E.I'. baapOmanmu B 1881 1. B CAIOHHBIX >Ke/e3axX MOTHIAS (AVMYMHKI
KOMapa-3BoHIla poga Chironomus). OHU HpeACTaBAsIAN COOOM
AAVIHHBIE A€HTHI C IIOIIepPeYHol1 ncyepueHHOCThIO (puc. 58). [Tosa-
Hee HTVM >Ke aBTOPOM ObLAV OOHapy>KeHbI ITI0A00HBIE CTPYKTYPBI
B MaKpOHyKAeyce nHPpysopuit. OgHaKO CBsI3b OOHaPY>KEHHBIX TO-
IAa KAETOUHBIX CTPYKTYP C HacAeACTBEHHOCTHIO Oblaa ITOKa3aHa
ToABKO uepe3 50 aer B paborax H.K. Koarpnosa, 3. Xaita un
X. bayspa. IloagpoOHble KapTbl TeMHBIX Y4aCTKOB ITOAUTEHHBIX
XpOMOCOM APO30(PUABL — AVICKOB ¥ CBETABIX — MEXKAVICKOB OBLAM
IIOCTPOEHHI OAHUM 13 cOTpyaHUKoB T. Moprana — aBTopa Xpomo-

comHon teopun — K. bpuaxecom B 1935 1. (puc. 59). D1tu niuroao-
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rigeckyie KapTel XpoMocoM Drosophila melanogaster 1CII0AB3yIOTCS
A0 cux 1op. MHoxecrsenHast peaynaukanus /JHK 6e3 murosa
(PHAOpeNAMKaLIVIA) C COXpaHEeHMeM CBs3M XpoMaTig, B MHTepdas-
HOM siApe IIPUBOANUT K IOSIBA€HMIO IIOAUTEHHBIX XPOMOCOM, B KO-
Topbix Kaxaasa Huth JAHK mnpeacraBaeHa ThicsidaMM KOIUI. DTO
AeJaeT IOJANTEHHble XPOMOCOMBI 3aMedyaTeAbHOM MOAEABIO AAs
reHeTUKOB. Boaee ueM ThIcslueKpaTHOe yBeAndeHIe pa3MepoB
XpOMOCOM U HaAu4le Ha HUX eCTeCTBeHHOIO, YHMKAaABbHOTO AAs
Ka>kKA0TO palioHa pMUCYHKa 4aA0 BO3MOXKHOCTb JakKe IIPU CpaBHU-
TeABHO cAab0I1 MUKpOCKOIuecko TexHuke 1930-x r. 6aecTsiie
IIOATBEPAUTH XPOMOCOMHYIO TEOPUIO Ha OOABIIIOM 4mcCAe Iepe-
CTpoek, uMmelommx (eHoTUIIMYECKoe IposiBleHne. Pacrpoctpa-
HEHHOCTM 9DTOM MOAeAUM HeMaao CII0cOOCTBOBajda AerKOCTh
IIPUTOTOBAEHNS AaBAeHBIX IperapaTroB B MOAOYHOM MAU YKCyC-
HOJ K1IICAOTe U HaA4dye IIOAUTEHHBIX XpPOMOCOM Y APO30(pIABI —
OJHOTO U3 U3AI00A€HHBIX OOBEKTOB IreHeTudeckoro aHaamsa. Ha
IIOAUTEHHBIX XpOMOCOMaX Ha0AI0AaeTcsi BUAUMOEe IIpOsIBAEHUE
TpaHckpunuuu — 1ny$gnl (puc. 60). buoaornyeckoe sHaueHue I110-
AUTEHNI — yBeAUdeHNe oObeMa CIelMaAN3UPOBAHHBIX AASd aK-
TUBHOIO CMHTe3a OelKa KJAeTOK (HallpuMep, CeKPeTOPHBIX) U
yBeAndeHle 4ucAa KOIUI I'eHOB AAsl YCUAEeHUs MX TPaHCKPUII-
uuu. VInTepecHo, 4To Ipu NOAUTeHNY, KakK IIpaBia0, HabAI0AaeT-
Csl COMaTMYeCKMil CHHAICHC — TOMOAOTMYHBIE XPOMOCOMEBI
III0THO MpUAeraloT Apyr K Apyry. Ecanm ogHa 13 TOMOAOTMYHBIX
XpOMOCOM COAEP>KUT AeAeTUPOBAHHBIN y4acTOK — ApyTasi B 9TOM
paiioHe oOpasyeT 1eTaio. dynankaumuy, TpaHCAOKalMM U Apyrue
XpOMOCOMHBIe IepecTPONKI TakKKe 3aMedaTeAbHO BUAHBI Ha IIO-
AUTEHHBIX XPOMOCOMAX C MCII0Ab30BaHNEM OOBIMHOTO CBETOBOTO

MIKPOCKOIIa.
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Puc. 58. A. TToauteHHsie xpomocomst Chironomus salivary”;

B. VimMyHO( Ay peciieHTHas OKpacka XpomocoM Drosophila melanogaster™

" URL: http://www.wikidoc.org/index.php/Polytene_chromosome
" URL: http://mbg.cornell.edu/cals/mbg/research/lis-lab/researchdetails.cfm
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Puc. 59. LTutoaormyeckye KapThl MTOAMTEHHBIX XPOMOCOM
Drosophila melanogaster”

" URL: http://www.nenno.it/karyotypedb/showimage.php?ids=KARY-1000010,IMG-
1000010-002
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Puc. 60. ITyd”

B HEKOTOPBIX KAE€TKaxX paCTeHI/Iﬁ U KMIBOTHBIX (Haan/IMep, B
TpOCl)OG/laCTaX M/leKOHI/ITaIOHlI/IX) Ha6/lIOAaeTC5[ IIOANTEHI C He-
IIOAHOM KOHAeHCaLU/Ieﬁ (CKprTaH HO/H/ITGHI/I}I) — TOABKO OTAeAb-
HbIE paﬁOHbI XpOMOCOM (1<a1< IIpaBnAao, FeTepOXpOMaTI/IHOBble)
npeAacTaBAeHbl IIOANTEHHBIMU y9aCTKaMM, B OCTa/bHbIX paﬁOHax
MHOTOKPAaTHO peAylANINPOBaHHbIE XpOMaTIAbI HE CBJI3aHbl APYT
C ApyTOoM. HOBTOMy CKpbITasl IIOAVTEHII HE Halllda HAaCTOABKO
HINPOKOIO IIPMMEHEHTIT B 06H_[eI7[ TeHeTlKe, KaK VMICTMHHas I10An-
TEHV XPOMOCOM ABYKPbIAbIX HACEKOMBIX.

" URL: http://www.sbs.utexas.edu/genetics/genweb/images/puff.gif
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4.9. Xpomocombl muna Aamnoevix ujemox

B oorenese HeKOTOPBHIX >KMBOTHBIX (36MHOBOJHBIX, PeNTU-
AWML, TITUI]) BCTpedaeTcs ocobas ¢dopma XPOMOCOM, OTAMUYAIO-
mascs KPYIHBIMM pasMepaMM M XapaKTepHOI  IIeTAeBOI
CTPYKTypoI1 (puc. 61), KOTOpble 13-3a CXOACTBA C ePIIMKaMM A/
YICTKM 111apOHOB KEPOCHHOBBIX AaMII Ha3BaAu XpOMOCOMaMI TUIIa
AaMIIOBBIX 1eToK. OHM MpeACTaBAAIOT cO0ON OMBaAeHTHI Ha CTaAu
AuriaoteHsl mpodassl I Meitosa (pasa. 4.2).

Puc. 61. Xpomocoma 2 gomatneit Kypuiist (GGA2)”

" URL: http://www.biomedcentral.com/1471-2164/9/168/figure/F3?highres=y
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Kaxap1i1 OMBaA€HT COCTOUT M3 ABYX TOMOAOTMYHBIX XPOMO-
COM, COCTOSIIINX B CBOIO OUYepeab U3 ABYX CECTPMHCKIX XpOMaTJ,
(puc. 62). IlomapHO cMMMeTpUYHBIE IIeTAM 0Opa3oBaHbl aKTUBHO
TPaHCKPMOVPYeMBIM XpoMaTMHOM. [Tpy momomu aeKTpoHHOTO
MMKPOCKOIIa MOKHO YBIAETh HECKOABKO TPaHCKPUIITOB Ha KaK-
AOI1 TIeTAe, IIpyyYeM, Kak IpaBlao, AAVHA TPaHCKPUIITOB BO3pac-
TaeT OT OAHOIO yd4acTKa IIPUKpelAeHMs IIeTAU A0 APYIOro.
HacToAbpKO MHTEHCUBHAs TPAHCKPUIIIUS TpeOyeTcsl B X04e Co3pe-
BaHISI JKEHCKIX TT0AOBBIX KAE€TOK AAs IpeBUTeAl0TeHe3a — HaKo-
naenust MPHK niepea gpopmmposanueM >keATka 1, B MeHbIIIEN
CTeIleHN, BUTeAAOTeHe3a — COOCTBEHHO (POPMMPOBAHMSA >KeATKa.
OnpegeaeHHBII PUCYHOK IIeTeAb XapaKTepeH AAsl OTAEAbHBIX
XpOMOCOM U OTAEABHBIX XPOMOCOMHBIX PaiiOHOB, T. €. IIETAV MO-
IYT CAY>KUTH MOP(POA0TMIecKMI MapKepaMu. VIHTepecHO, 4TO B
XpOMOCOMax TUIIa AaMIIOBBIX IIJ€TOK aKTMBHO TPaHCKpUOUPYeTCs
00BIYHO «MoOAualas» Beicokomosropsomascsas AHK. B mMecrax
IIpUKpeILAeHNs IeTeAb Ha XPOMOCOMaX BUAHBI y3€AKU — XPOMO-
Mepbl, B KOTOPBIX HaXOAUTCA O0Aee IIAOTHO YIIaKOBaHHBIN MHEPT-
HBII1 B TPAaHCKPUIIIIMIOHHOM OTHOIIIEHU XpOMaTHUH (puc. 62).

Hanboaee aeTtaabHO XpOMOCOMBI THIIa AaMIIOBBIX II[€TOK
M3YJeHHl Y IrpeOeHJYaToro TPUTOHA M AOMaIrHel Kypuiipl. Taxas
¢popma xpomMocoMm Hamlla IpUMeHeHNe B KayecTBe MOAeABHOTO
oOBbeKTa 4451 U3ydeHNsl OCOOeHHOCTell TPaHCKPUIIINY M aHaAu3a
pacrpejeaeHns COOBITUI TeHeTUIeCKOV peKOMOMHAIINI 110 AAV-
He XpOMOCOM. B mocaeaHme roabl aKTMBHO IPOBOASITCS MICCAEAO-
BaHISI XPOMOCOM TUIIa AaMIIOBBIX IIJ€TOK Ha HECKOABKMX BMAAX

TITUII.
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Puc. 62. Cxema CTPOEHM I XPOMOCOM THUIIA «AaMITOBBIX IIETOK»
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TI'rasa 5. OCHOBBI TeHEeTUKU I104a

HecMOTps Ha TO 4TO pa3Anumsi MeXAy IMOAaMI CAOXKHBI U
MHOTOOOpa3HBI, B OOIIleM BlUJe 01 MOXKHO paccMaTpUBaTh Kak
IIPOCTOM AVICKPETHBINI IPU3HAK, MMEIOIINIL, KaK IIpaBMAO, ABa
aAbTepHATVBHBIX IIPOSBAEHUS — JKEHCKUI VI MY>KCKOIA.

CymectByeT 00AbIlIOe YNMCAO TUIIOB OIIpejeAeHUs Io]a.
[TpuHIMIIAABHO VX MOXXHO Pa3AeAUTb Ha TeHeTUIEeCKUl TUII —
CBSI3aHHBII C Pa3ANYMSIMY TEHOB U1 XPOMOCOM y Pa3HBIX II0A0B — I
HeHacAeACTBeHHBI. K rmocaesgHeMy OTHOCSTCS CUCTEMBI Olpeje-
AeHUsI T0Aa IO BAMSHIEM YCAOBUII OKpysKalomien cpeasl. Ha-
npumep, y MoOpckoro 4depss Bomellin  viridis AnduHKa,
IIPUKPENNUBIIAsICsI K XO00OTy caMKI, pa3BMBaeTcsl B caMIia, KOTO-
PBIIT IPOBOAUT BCIO JKM3HD B €e MaTKe, 3aHMMasACh UCKAIOUUTeAD-
HO OIIA0A0TBOpeHNeM sAuil. Ecam AmMdmHKa HpUKpenasercs: Ko
AHY, OHa pa3BUBaeTCA B CAMKY — CaMOCTOATEABHYIO 0CcOOb. Y Kpo-
KOAMAOB I10A AeTEHBIIIIEN OIlpejeAsieTcs TeMIlepaTypoil MHKyDa-
LV SIUI] B CpeAHel TpeTu Iepuoja SMOPUOHAABHOTO Pa3BUTHA.
Hanpumep, y HMAbCKOIrO Kpokoauaa pu Temnepatype ot 31,7 °C
20 34,5 °C popMupyiorcst camiipl, IIpu 60.1ee HU3KOI 1AM 0oaee
BBICOKOJI TeMIlepaType — CaMKI. Y HEKOTOPBIX PBIO 104 MOXKeT
M3MEHATHCS HECKOABKO pa3 B TeUeHe SKI3HI.

B cayuae renetmyeckoro ompegeAeHms Iola HeOOABIIIOe
9IICAO TEHOB, KOTOpPBle PacIIOAOXKEeHBI, KaK IIPaBIAO, B ITOAOBBIX
XpoMocoMax (Habop KOTOPBIX pa3AMyaeTcs y pasHBIX I0A0B), Ha-
IIpaBAsieT pa3BUTHUE IO JKEHCKOMY AV MY>XXCKOMY IIyTu (puc. 63).
CucreMa XpOMOCOMHOTIO OIpeAeAeHNs I104a TallA0UA-AUILAOUA
BCTpeJaeTcsl Y HEKOTOPBIX ITeperlOHYaTOKPHIABIX — U3 OILA0A0TBO-
PEHHBIX SIUI Pa3BUBAIOTCS AUILIOMAHBIE CAMKI, a M3 HEOILA040-
TBOPEHHBIX — TallAOMAHBIE caMIlbl. broaormueckoe HasHaueHUe

XPpOMOCOMHBIX MEXaHIM3MOB OIlpeaeAeHI 11041a CICTeEM XO, ZW n
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XY - nogaepxuBarh paBHOe COOTHOIIIEHMVE IT0AOB AAs IIOBBIIIIE-
HIs1 OMoaornyeckoro pasHooOpasusa. Cucrema X0 IpucyTcTByeT y
HEKOTOPBIX HACEKOMBIX, CAMKI MIMEIOT /ABe I1010BBIX XPOMOCOMEBI,
camIbl — 0Hy. IIpsiMoO IpoTHMBOIIOAOXKHASI KapTHUHA HabAI0AaeTcs
y TAn. [Tpn HaamamMm AByX IOAOBBIX XPOMOCOM pazandaioT ZW u
XY cucremsl onpegeaeHust 1oaa. Ecan rereporaMeTHBIM 11040M,
T. €. TI0A0M, B Meli03e KOTOPOTro 00pa3yIOTCsl TaMeThl C pa3HbIM
HaOOpPOM IIOAOBBIX XPOMOCOM, SIBASIETCA >KEHCKUII (Hampumep,
ITUIIBL, HEKOTOpble peNTuAuM), CcucremMa HasbiBaerca ZW
(puc. 63). IIpu cucreme XY (Hampumep, Aposodra, IAaleHTap-
Hble MAEeKOINTAIOINe) TeTepOoraMeTHBIM I10A0M SIBASIOTCS CaM-
ubl (puc. 63). VlHTepecHo, 4TO B HOCAeAHEM CAydae I10A MOKeT
OIlpeAeAsITbCS KaK MPUCYTCTBMEM Y-XPOMOCOMBI, KaK y ILAaleH-
TapHBIX M/AEKOIIMTAIOIINX, TaK ¥ COOTHOIIIEHNEeM 4lcla ayTOCOM
1 uncaa X-xpomocoM (0aaaHCOBBIN THUII), KaK Y Apo30puasl. Y
Ap0o30}puUABI TIPY AUTLIOUAHOM HaDOpe ayTOCOM U HAaAWIUM OA-
HOIT X-XpOMOCOMBI POPMUPYIOTCS CaMIlbl OE30THOCUTEABHO Ha-
AVaMs M KoamdecTBa Y-xpomocoM. Ilpucyrcrsume apyx  X-
XpOMOCOM Ha AUIIAOVAHBIN HaOOp BeJeT K pa3BUTUIO CaMOK, 4e-
My He IIPeILITCTByeT HaAudue Y-XpOMOCOMBI. VY IlAalleHTapHBIX
MAEKOMMTAIOMINX IIPVUCYTCTBYE OAHON 1AM 00Aee Y-XpOMOCOMBI
HIPUBOAUT K POPMUPOBAHNIO MY>KCKOTO I1041a, HECMOTPSI Ha AIO-
Oble UHBIE OOCTOSTEABCTBA. DTO OOBICHIETCI HaAU4YMeM B
Y-xpomocome rena TDF-SRY, omnpegeasiomero passutue IIO
My>XKckomy mnytu (puc. 63). Ilpum TpaHcaoKamusx ydacTka
Y-XpOMOCOMEI, cogep>KaIllero 9TOT I'eH, Ha X-XpOMOCOMY y 4ea0-
BeKa BCTpedaAlch My>KUMHBI ¢ HADOpoM xpomocoM 46, XX 1 >KeH-

IIVHBI ¢ HAOOpoM xpomocoMm 46, XY.
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Tereporamersbiii nojt loMorameTHblit o

e @ Popurenn Cucrema X -Y
CrniepmMaTo30mibl @S sitteknerku

Cucrema X-0

Fomoramerusbiii mon  ['ereporaMeTHblit 1o

@ CucremaZ - W

@

TMUTITON],

Cucrema
raryIony -

Puc. 63. Tumsr XpOMOCOMHOTO OIpeAe AeHMS 110Aa Y SKUBOTHBIX
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Y yeaoseka, MOAOOHO BCeM IlAalleHTapHBIM M.eKOIMTalo-
UM, TIPYHITO pa3AndaTh YeThlpe YPOBHs 11040BON auddepen-
LMPOBKU (puc. 64):

1) xpomocomnbiii 1oa (XX nan XY);

2) TOHaAHBI MIOA (SIMYHUKU VAU CEMEHHVIKN);

3) ¢penoTHIIMUECKNMIT 1TOA (PKEHCKMII VAV MY>KCKOJI; BHEIII-
HIIe TI0AO0BbIe TIPU3HaKM);

4) moBeAeHYECKMIT ¥ MeTaDOAMYECKMII MO0A (XapaKTepHble
MY>KCKIe UAV >KeHCKIe OCOOeHHOCTM IIOBeJeHMUs VM OOMeHa Be-
ITIECTB).

IToa Banstnuem TDF-SRY m3 3agaTka roHagbl popMUPYIOTCS
cemeHHMKHN. [Ipy oTcyTcTBMM BTOTO reHa 3adyaToOK TOHaAbl Pas3BU-
BaeTcs IO >KeHCKoMy Tuily. [loaossie opransl popMupyoTcs us
MIOAA€POBBIX ¥ BOABQPOBBIX IIPOTOKOB, KOTOPBIE IPONCXOAAT U3
IepBUYHOI HOYKM. Y KeHIIVH MIOA/AePOBBI IIPOTOKU pa3BUBaIOT-
cs1 B $paaA0IMeBbI TPYOBI U MATKY, a BOAB(POBLI IIPOTOKM aTpopu-
PYIOTCA. Y My>KYMH BOAB(OBBI IIPOTOKM pa3BMUBAIOTCSA B CEMEHHBIE
IIPOTOK!U 1 CeMeHHble Iy3bIpbKu. B kaetkax Ceproan, pacmoao-
JKeHHBIX B M3BUTBIX KaHaAbllaX CEeMEHHMKOB, CUHTEe3MpyeTcs aH-
TUMIOAAEPOB  TOPMOH, KOTOPBII ~ MHIMOUpPYyeT  pas3BuUTUe
MIOAA€POBBIX IPOTOKOB ¥ HPUBOAUT K mx aTrpodum. Kaerxn
/leiiagura, pacrioAOKeHHble MeXXAy KaHa/AbllaMIl B CeMeHHUKax,
CUHTE3UPYIOT  CTepPOMAHBIe TOPMOHBI ~ TeCTOCTEPOH U
5-AUTNApPOTECTOCTEPOH, KOTOPhIe OIpeeAsIOT pa3BUTHe TeHUTa-
AuI U, no3aHee, GOpMIPOBaHIE MY>XKCKUX BTOPMYHBIX ITOAOBBIX
IPU3HAKOB (MY>KCKOI TUII OBOAOCEHN:, HU3KUI T0A0C, OCOOeH-
HOCTU TeAOCAOXKeHI:). VIHTepecHO, 4TO 4451 HOPMaAbHOTO Pa3BU-
TUSL 1O  MYXCKOMY  Tuily  TpeOyeTcsi  HOpMaAbHOE
(pyHKIIMOHMpPOBaHME BCeX HTUX KOMIIOHEHTOB, a pas3BUTHE IIO
JKEHCKOMY TUITy IPOUCXOAUT «KOHCTUTYTUBHO». IloBeaeHueckmi
1 MeTaboAMuecKuii oA (GpopMUPYIOTCS ITOCTEIIeHHO, AOCTUTas
IIOAHOTHI IPOSIBAE€HMS B IIOCTITyOepTaHTHBIN IIePUOJ,.

117



MYKCKOI JKEHCKNMI

XY xpomocomm XX XPOMOCOMEL

XPOMOCOMHBIA
I1oJ1

FEH SRY

'

MejTynna KOPKOBBII CTIOMH
3A4ATOK TOHABL * TOHAJIHE  339aTOK TOHAIbI
/ CeMEHHUKHN norn AMMHUKK
AHTHMIONTIEPOB TecrocTepon
TOPMOH 5
(xnetkn Jlefigura)
(kmeTKi
Ceprom)
Perpeccus
MIOJITEPOBBIX
IIPOTOKOB
Y

Cospesanne XKEHCKMX FeHUTaTNI

5a anTuAPo- o Cospesarie MyKCKX 1 (POPMUPOBANME HAPYIKHBIX

TECTOCIEROR renHTaInit MONOBBIX TPUIHAKOD
GEHOTHITMYECKMH
\ dopMupoBanme non
HAPYIKHBIX TIOIOBBIX
IPU3HAKOB

ICTpagMON + IPOrecTepoH

[IOBEJEHYECKWM VI METABOVTMYECK M TTON

Puc. 64. Cxema orrpegeaeHns 1104a y yeA0BeKa

Konmpoavnvie 6onpocot u sadanus

1. Camka meaoHOCHOU IT4eanl Apis mellifera auniaonaHa, a
TpyTHU ranaouansl. CyliecTByeT, 0AHAKO, A0KYC C MHO>KeCTBEH-
HBIMI aAAeAsIMY, BAVSIIOIIUI Ha OllpeAeAeHe 1104a Y AUIIAOUA-
HBIX oOcoOeil. Bce aumnaounaHele ocoOu, TreTepPO3UTOTHBIE IO
as/eAsIM DTOTO A0Kyca — CaMKV, a TOMO3UTOTHBIE 110 AI000MY U3
asaeaent — caMiibl. TOMO3UTOTHBIE CaMIIBI HE AOCTUTAIOT I10AO-
BO3PeAOCTH, TIOCKOABKY OOBIYHO IT0eJAI0TCsI pabouMMu I19eaMu
Ha AVYMHOYHOI CTaAu! B IIEPBBIE TPOE CYTOK I10CA€ BBIAYIIAE€HUS
u3 sindek. TakuMm 0O6pa3oM, TOMO3UTOTHBIN T€HOTUII B €CTEeCTBEeH-
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HBIX YCAOBUAX AeTaldeH. OgHAKO USBATHIX U3 YAbSI AMIMHOK TaKMX
CaMIIOB MOXKHO AOBEeCTU AO CTaguM IOA0BO3peaocT. B aToM a0-
Kyce HaCUMTBLIBAe€TCSI OKOAO ABaallaTy asdleleli, 0OO3HauaeMBIX
cumoaamu Al, A2, ..., A20. IlycTs B mOTOMCTBe HEKOTOPOI OII-
AOAOTBOPEHHOI TallA0MAHBIM TPYTHEM MaTKU AUIIb I10AOBMHA
SIM9eK CIIOCOOHAa K Pas3BUTMIO (STO XOPOIIO 3aMETHO, ITOCKOABKY
II0AOBJHA sTYeeK B COTaX OCTaeTCs ITyCTOM, U IIyCThle STYeVKM pac-
IpeJeeHsl 110 cOTaM CAydJaliHbIM 00pa3oM). UTo MOXKHO CKa3aThb
O TeHeTNYeCKO) KOHCTUTYLIU MaTKI U TPYTH:?

2. Paccunraiite COOTHOIIEHME IOAOB y TMOPUAOB HepPBOTO
IIOKOAEHNsI OT CKpeluBaHms Apo3odpua (puc. 65)

3. ¥V TyTOBOIO IIeAKOIpsAa XPOMOCOMHBINI MeXaHM3M OIl-
peaeaenns noaa ZW. V3BecTHO, 4TO caMIfpl 4afoT Ha 20 % 604b-
me 1mreaka, uem camku. CaMmOopl AMHUM A SIBASIOTCS
cOalaHCUPOBAaHHBIMI T€TEPO3UTOTaMIU IIO ABYM CIIEIIA€HHBIM C
I10A0M A€TaABHBIM MYyTallVsIM, a CaMIIbl AMHUM b — HOpMaabHEIe.
Kakyio AnHMIO Aydire MCIOAb30BaTh B KadeCcTBe OTIIOBCKOM AAs
IOAy4YeHs ITMOPUAOB AAs1 BLIKOpMKI? OTBeT oOOCHyIITe.

Qé,x —

Yenoensle o0o3HaveHHA:
- X-xpoMocoMma

— - Y-XpoMOCOMa
< - IBE CLEIIEHHBIE X-XPOMOCOMEI

Puc. 65. Cxema ckpermBanus (445 3a4aun 2 K 14. 5)
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I'rasa 6. OCHOBHBIE METOABI
Y1 II0AXOABI MOAEKY ASIPHOY TeHEeTUKM

6.1. Kronuposanue HYKAUHOBBIX KUCAOM

KaonupoBaHme HyKA€MHOBBIX KUCAOT — IOAydeHUe O0Ab-
IIIOTO YMCAa KON MHTepecyIoIIeil I10cAe40BaTeAbHOCT B (pop-
Me BOCIIPOM3BOAVMEBIX B XKMBBIX OpraHM3Max CTPYKTYp — BUPYCOB,
I11a3MIJ4, MCKYCCTBEHHBIX XpOMOCOM. BBeseHune B opranmsm 4y-
>KepOJHBIX T€HOB OOBIYHO UCIIOAB3YIOT AAS IIOAYIEHNs IIPOAYKTa
sroro reHa — PHK mamn, game Bcero, Oeaka. IlpuninmnmaabrHo
BO3MO>KHO IIpMMeHeHle MeTOAa AAsl TeHHOM Teparimin.

KaoHupoBarh MOXHO Kak OTAeAbHBIE (PparMeHTHI IeHOMa,
tak 1 MPHK. B nocaeagnem caydae npmmeHSAIOT clielyiaAbHBIN
(¢epMeHT — 0OpaTHYIO TPAaHCKPUIITA3y, KOTOpasl IIO3BOASIET II0AY-
gnth AHK-xonmio ¢ PHK-marpuusl. [loaydennsie mytem oOpart-
HO TPpaHCKPUIILINN MOAEKYABI JAHK Ha3bIBAIOT
komniaementapHoin JAHK (xkAHK). VIx n aurupyior (cmmsaior
IIpY TIOMOIITY pePMEHTOB-ANTa3) B BEKTOPBL

KaoHbI, T0Ay4YeHHbIe U3 OTA@ABHBIX TKaHel, XPOMOCOM UAN
TeHOMOB TPYIIIMPYIOT B TKaHecHenu@uieckrne, XpoMOCOMOCIIe-
1puIecKe 1AV TeHOMHbIe OMOAMOTEKN.

6.2. Tubpudusayun HYKAeUHOBbIX KUCAOM

I'mbpuansanys HyKA€MHOBBIX KUCAOT — BTO OOpa3oBaHUe
in vitro ABYLIETIOYEYHBIX MOJEKYA HYKA€MHOBBIX KMCAOT M3 KOM-
II1€MeHTapHBIX OJHOIIEIIOYeYHBIX MoAeKyaA. Ecam rmbpuausye-
Mble MOAEKyAbl IIOAHOCTBIO KOMILA€MEeHeTapHBbl, IIpoliecc
IIPOUCXOAUT AOCTAaTOYHO ObIcTpO. I1pu romoaorum (obiiem mmpo-
MICXOXKAEHNN) U3yJdaeMBbIX I10CAeJ0BaTeAbHOCTel, KOTopas BhIpa-
JKaeTcsl B OIIpeAe]eHHOM IIpOlleHTe MAEHTUYHOCTY OCHOBAHWUIA,
IIpoliecc MOXKeT IOTpeOOoBaTh BapbMpOBaHNS YCAOBUI TMOPUAN-
sanun. Bosmoxkna mmoOpuausanus AHK-AHK n AHK-PHK.
ITponecc mmopuansanumn AHK/AHK mposoautcsa caeayommum
obpaszoM. Jsyrenodeunyio AHK pasorpeBaioT B COOTBETCTBYIO-
meM Oydepe. Ha sTOM 3Tame BOAOpPOAHBIE CBA3U MEXAY KOM-
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I1.1€eMeHTapHBIMM a30TUCTBIMU OCHOBaHMSIMI CTAHOBATCA TePMO-
AVIHAMMYeCKN HeBBITOAHBIMU U Lelouky pacxoaarcs. I[Tpomncxo-
ant genHarypanus AHK. Ilpenapar aenarypuposannoin JHK
3aTeM CMellMBaeTcsl ¢ Apyroi aeHatypuposanHoi AHK. Jazee
®Ta CMech MeAJeHHO OXAaXJaeTcs. B ®To Bpems oaHoIleroyey-
nple AHK orxurarorcsa a4pyr Ha gpyra (0Opa3yloTcsi BO4OpOAHbIe
CBSI3M MeXXAYy KOMILAeMeHTapHBIMII OCHOBaHIAMMU) U OOpasyeTcs
rnopuaHas moaekyaa AHK.

AHaamn3 cKopocTM peHaTypaumuu ogHouenodeuynsix /AHK
CAYKUT AAsl OLIEHKU CXOACTBa U pa3ANdusl I10cAel0BaTeAbHOCTeN
AHK pasHbIX BUAOB >KMBBIX OPTaHM3MOB AU Pa3HBIX OCOOeN 0A-
HOTO BUa.

AoT-610T-TMOpUAN3AIINS TPOBOAUTCS B OAHON Touke. Ha
¢uapTp HaHOCAT UCCAeayeMblii oOpasen. AHK-30H4 MeTAT paan-
aKTMBHO, MUMMYHO(]EPMEHTHO nau nMMyHodayopecieHTHO. Ha-
AMYYe OAOKUTEABHOTO rMOPUAN3AIIIOHHOTO CHUrHazAa
CBIAETeABCTBYeT O HaAuMduu B oOpaslie I10cAel0BaTeAbHOCTH,
IIOAHOCTBIO AN YaCTUYHO MAEHTIYHOI MoaeKkyae JHK-3onaa.

baot-rubpuansamnus o CaysepHy CAYKUT AAS BBIABAEHIL
onpegeaeHHol nocaeaosareabHoctu AHK (B oOpasliie), koTopast
IIOAHOCTBIO MAM 4YaCcTUMYHO MAeHTHM4YHa Mmoaekyae /JAHK-3zonaa.
DTOT MeToJ couyeTaeT DAeKTpodope3 B arapo3HOM rele AAs
¢paxuonnposannst AHK ¢ MerogaMm mepeHoca IOAy4eHHBIX
¢parmenros AHK Ha MeMOpaHHLBIN PUABTP A4 TUOPUAM3AIUNL.
MeTtog moay4una cBoe HasBaHUe IIO MMeHM HM3oOpeTrareas, aHI-
Aurickoro 6moaora D. CaysepHa.

Hoszepn 0401-tuOpuanzanys (B aHIAUIICKOM Ha3BaHUU Me-
TOAa — UTpa CAOB southern — IOXHBI, northern — ceBepHBIN) IIO-
A0OHa 0a0T-TMOpuAn3anuy o CaysepHy, HO B KaueCTBe MUIIIEHN
ncrioap3yior KAHK. MeTtoa caykma 44s1 BEIIBAEHNUS U KOANYECT-
BEeHHOJI OIIeHKI YPOBH: TPaHCKPUIILIUN OTAEAbHBIX TeHOB A0 pac-
npoctpanennsa Metoa I1LIP c o6paTHOI TpaHCKpUIILIIEN.
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6.3. I'enomnvle 6ubAUOMEKU

Bosmo>xHOCTE OBICTPOTO MOAyYeHUs HpenapaTUBHBIX KO-
amyects AHK npotsikeHHbIX (004ee 30 T.I1.H.) pparMeHTOB TeHO-
Ma  sBAAeTCAd  HeOOXOAMMBIM  yCAOBMeM  OOABIIMHCTBA
DKCIIEPUIMEHTOB 10 MOAEKYASPHO-TeHeTUIECKOMY VM LIMTOTeHeTH-
YeCKOMY aHaAU3y IeHOMOB. ['puaupoBaHHbIe TeHOMHbIE OMOAMO-
TeKM, T. €. VMeIollyne aApecHOe YyKazaHle WHAVBUAYAaAbHBIX
KAOHOB, MO3BOASIOT I0Ay4aTh HpOTsKeHHble (pparmeHTsl AHK,
coJeprKalye MHTepecyIoIylo IccleloBaTelell I10CAei0BaTeAb-
HOCTD, ¥ IIMPOKO VMICIOAB3YIOTCSI A4S aHAaAM3a TeHOMa C MCIIOAb-
30BaHIE€M pa3ANIHBIX TTI0AXOAOB.

IlepBast reHeTMYeckas cucremMa AAs MacIITaOHOTO KAOHM-
pOBaHMsI IIPOTsKEHHBIX (pparMeHTOB reHOMa Oblaa coszgaHa byp-
ke B 1987 r. Ona Obl1a OCHOBaHa Ha MCKYCCTBEHHBIX XPOMOCOMaX
apoxckenn (YAC), BKAIOYAIOMIMX 1IeHTpOMepy, TeAOMepbl, aBTo-
HOMHO-PeNANINPYIOIINecs I10CAe40BaTeAbHOCTH, CaWT KAOHMU-
pOBaHMsI 1 TeHBI CeAeKTUBHBIX MapKepos. Ciucrema I103BOAsiAa
KAOHMPOBaTh HyKA€OTUAHbIe nocaegoBaTeabHocTu 40 1000 T.11.H.
ITockoasky B Hauasze 90-X IT. MHTEHCUBHO IIPOBOAMUAOCH CEKBEHI-
poOBaHIe TeHOMa 4eA0BeKa, TaKye CUCTeMBI ObLAM OBICTPO BOCTpe-
OOBaHBI U UCIIOAB30BAHBI AASl CO3JAaHUSI T€HOMHBIX OMOAMOTEK.
OgHako cyllecTBeHHBIE HeAOCTaTKM DTOrO poja OmbAMOTeK —
BBICOKIII YPOBEHb XuMepusMa (KOrda B OJHOM KJAOHe oObeAVHe-
HBI pasHble YJacTKI TeHOMa), HecTaOMABHOCTh TEHOMHOI BCTaBKI
U TPYAHOCTh IPUTOTOBAEHNSI IIpeIlapaTyBHBIX KOANIECTB KAOHM-
poBaHHBIX HocaedoBaTeabHocTell AHK — He mossoaman mx mc-
I10Ab30BaTh B KadyeCcTBe OCHOBHOIO WHCTPYMEHTa TI€HOMHOTO
KAOHIpOBaHUs. BoabIlioe KOAMYECTBO TaHAEMHBIX (OPMEHTHPO-
BaHHBIX B OJHOM HaIlpaBA€HMUM) IIOBTOPOB TeHOMa MAEKOIIUTAIO-
VX IPUBOANAO B APOSKXKEBOI CUCTeMe K CalT-crielndprieckon
pekoMOuHanVy U rotepe gpparMeHTOB BCTaBKM, AMOO K 0Opa3o-
BaHUIO XVIMEPHBIX KAOHOB, T. €. KAOHOB, codep>Kaiux (pparMeHTsl
AHK 13 pasHbix o0aacreii reHOMa—g0HOpa. Llutoaornyeckn xu-
MepHbIe KAOHBI BBIIBASIOTCS HIPU IMOPUAN3AIINN in Situ BCAEACT-
Ble A0KaAU3alluM B ABYX 1 00/ee caiiTax.
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ITockoABKY IpOKapMOTHYECKVE CUCTEMBI PeKOMOMHAIIUM
OCTaBAAIOT MeEHBIIIe BEpPOSITHOCTM HeXXeJlaTeAbHBIX OOMEHOB,
KpOMe TOTO SIMCOMBI IIPOKapPMOT OTAMYAIOTCS OTHOCUTEABHO
CTaOMABHOCTBIO U MOTYT CYII[eCTBOBATh B CyIIepCKpPYIeHHOI (op-
Me, OakTepuu OKa3zaAuch 0OJee IpUBAEKATeAbLHBIMM KaK Opra-
HU3MBI-XO351€Ba A1 TEHOMHBIX KAOHOB. [11a3M1AHbIe BEKTOPHI He
TOABKO IIPOIle XPOMOCOMHBIX DYKapMOTUYECKIX BEKTOPOB (He
coep>KaT IIeHTPOMEPHI, TeAOMEpPOB, U CAeJ0BaTeAbHO, KOHCT-
pyupoBaHue O1OAMOTEK C HUMM MeHee TPYAOeMKO), HO U II03BO-
AAIOT ~ CYILIEeCTBEHHO  YIPOCTUTH  IIPOLIeAYpPYy  BbIAeAEeHUs
kaoHuposaHHON /AHK 13 ocHOBaHHBIX Ha HMX KJAOHOB IIyTeM
II0AHOTO paspy1eHus: xpomocomuon AHK.

IlepBble TeHOMHBIE OaHKM C MCIIOAB30BaHIEM KAETOK KI-
1eqyHot maaouku Escherichia coli OblAM OCHOBaHBI Ha TPYIIIIe BEK-
TOPOB — IIpOM3BOAHBIX (ara AsmMOga. CyiiecTByIoT (parosble
BEKTOPBl TPaAVILIMIOHHOV CTPYKTYPBI, MIpeACTaBASIOIINe cOOOoI
Moaekyasl AHK, criocoOHbIE TOABKO K AUTMYECKOMY paclieriie-
HUIO in vitro. KocMugHble BeKTOpBHI (POPMaABHO SIBAAIOTCI Ae-
dextHRIMI  daramMm —  Ida3MMAAMIU  Pa3HBIX  TUIIOB,
coJep>KalyMM Cos-ydacTKu ¢ara AamMO4a ¥ He CIIOCOOHBIMU K
ansucy. Hakonen, ¢parmmansiin (¢ar + 1maasmmga) BeKTop, Cylile-
CTBEHHOII OCOOEHHOCTBHIO KOTOPOTO SIBASIETCSI CIIOCOOHOCTD K AU-
TUYECKOMY Pas3BUTMIO i1 0ivo, IOAAEep>KUBaeTcs B BUJe
11asmMuAbl. Bce 110400HBIe KOHCTPYKINMY IIMPOKO MICIIOAB3YIOTCS
AAsl IOAy4eHMsT KAOHOTeK 1 O0aHKOB reHoB. VIx oOmuM HeaocTaT-
KOM SIBASIETCSI AOBOABHO OOABITIOE YncA0 KAOHOB (40 10°), HeoO-
XOAVIMOE AAsl YBEPEHHOIO IIpejcTaBAeHus! AI000ro ¢parMmeHTa
reHoMa MAEKONMNTAIOMIVX VAV ITUL] IPU CpaBHUTEABHO HEOOAD-
oM pasmepe scrasku — 2040 T.1LH.

Oco0o cTouT yIOMSHYTbh KOCMUABL — II1a3MUABIL, COAepKa-
e cermeHT /AHK ¢ara A ¢ coeaguHeHHBIMU AUTIKMMY KOHIJAMU
(cos-cariTer). BaxkHO11 yepTOI1 OOABIIMHCTBA KOCMUAHBIX BEKTOPOB
AASl KAOHMPOBaHUS SIBASIETCSI MIX CIIOCOOHOCTD BKAIOYATh BCTaBKU

40 45 T.1.H. Ecan xoasnesyio kocmugnyio AHK paspesats 1o ka-
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KOMY-TO YHMKaJAbHOMY canTy, cMmernats ¢ ¢pparmenramu AHK,
coJep>KalllMM AUIIKVE KOHIIBI, U IIPOM3BECTM OTKUI, TO oOpa-
3yIOTCs AAVHHbBIEe KOHKaTeMepbl (MOAEKYAbl, COCTOsIIINe U3 KPYII-
HBIX HOBTOpsAIOmMXcs  0aokos). Ilpum  cmemenunm  THX
KOHKaTeMepoB ¢ OeAKaM!, OCYIIeCTBASIOMIVIMI YIIaKOBKY ¢ara A,
OHIU paspesaroTcs 1o cos-caiitaM, n /AHK ymakosbiBaeTcst B TO-
A0BKy (para. DTOT Imporecc I103B0AsIeT 0TOOpaTh BCTaBKU 0OAb-
IOV HPOTSXKEHHOCTM, TaK KakK Aasg T1oro urooer /JAHK
yIIaKOBBbIBAaAach B TOAOBKY (para, pacCTOsIHIE MeXKAY COS-CailTaMu
AOAKHO ObITh 38-52 T.11.H. Takas cmech MOXKeT codep>kaTh ¢par-
MEHTHI BOBCe 0e3 BCTaBKM UAM C HECKOABKMMU IOBTOPSIIOIIIMICS
BCTaBKaMI, YTO OTpa’kaeTcsl Ha KauecTse I10Ay4eHHOI OubanoTe-
KI1 U 3aTPpyJHseT ee IIpUMeHeHle A4 TeHOMHOTO aHaau3a. Peru-
IJEeHTHBle KAETKM IIproOpeTaloT yIaKOBaHHBIE KOCMIUABI B
pesyabraTe MHPUIMPOBAHUS «(DaABIIUBHIMIU» (PArOBBIMM YaCTHU-
I1aMI1, IIpUYeM STOT Ipoliecc 0oaee 3PpPeKTuBeH, YeM TpaHCPeK-
TSI naasmuaaon  AHK. ITomas B KAETKY-XO351Ha,
pexoMmOnHanTHas AHK amnandguumpyercs u coxpaHsercs B BlAe
naasmuApl. [ToayueHHble peKOMOMHAHTHBIE KAOHBI MOTYT OBIThH
TPUAMPOBaHBI — BRIpAIlleHbl Ha I11aTaxX C yKasaHyueM KOOpAMHAaT
Ka>kA0TO KAOHa. Iloaydyenne oTmeyaTkos (perank) Ha HUTPOLeA-
AIOAO3HBIX AU APYTUX PUABTPax AAsl IepeHoca KAOHOB C I10CAe-
AYIOIIVIM  paspylIeHneM KAeTOYHBIX CTEeHOK OakTepuil u
OTMBbIBaHMEM 0eAKOB I03BOAsET IIPOBOAUTL CKPMHMPOBAHNE Ta-
Kx OmbAmoTex mpm mnomomu oOprgHOM A0T-020T AHK-AHK
rnopuansanun. HegoctaTkoM KOCMIMAHBIX TEHOMHBIX OM0AMOTEK
sIBAsIeTCA OTHOCUTEABHO (IO CpPaBHEHUIO C MICKYCCTBEHHBIMM XPO-
MOCOMaMI APOXCKel) HeOoAbIlasg BeAMYMHA BCTaBKU (40
45 T.I1.H.) 1, CAeA0BaTeAbHO, 0OABIION 00beM OMOAMOTEKU (AAS
TeHOMOB MAeKOIUTAIomMX 0KoA0 2 X 10° kaoHOB). Aas TOro uro-
OBl COBMECTUTH IPeNMYyIIlecTBa KOCMIAHBIX OMOAMOTEK (BBICOKAs
crabuapHOCTh JHK-KA0HOB, OTHOCUTEABHO HU3KUII YPOBEHb XU-

MepusMa, IIpOCTOTa KOHCTPpYMPOBaHIN:, y\ZI,OGCTBO BbIAeA€HI
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AHK) n aposxkessix 6mbamorek (0oabImasi AAMHA BCTaBKU U
KOMIIaKTHOCTD Bcell O10A1oTekn), ObL10 pa3dpabOTaHO ABe CUCTe-
MBI KAOHMPOBaHUS — Ha OCHOBE MICKYCCTBEHHBIX XpPOMOCOM OaKTe-
puit (BAC) 1 nckyccrseHHBIX XpoMocoM ¢ara P1 (PAC). Briepsrie
PAC sextop (pCYPAC-1) 6b14 MCHIOAB30BaH AAsl IlepeHoca pe-
koMOunantaon AHK B xaetku E. coli ipy TOMOIIM 941€KTPOIIO-
panun. PasjeaeHHsle IIpM MOMOIIM IIyAbC-DAeKTpodopesa
¢parments renomuon AHK deaoseka ObLAM yIIaKOBaHBI B I'OA0B-
K1 gactuil 6akrepuodara P1. 3apaxenne Takumu paroppIMu gac-
TunamMy mramma E. coli, sxnpeccupymomiero pekomOnunasy Cre,
IIpUBEAO K BO3HMKHOBEHUIO SIIMCOMHBIX KOIIMII T€éHOMa pPeKOM-
O6mHaHTHBIX (parosbix yacTuil. [ToayueHnHas reHoMHas O1OAMOTEKA
cogepkaaa 15000 ka0HOB co cpegHuM pasmepoM BcraBkm 130-
150 1.11.H. Tpuatats 4eTsipe KA0Ha OBLAY ITMOPUAVI3OBAHBI HA MI-
TOTUYeCKNX xpomocoMax MetodoM FISH, nnipu ®ToM He OBLAO BbI-
SIBAEHO HU OAHOTO cAydas xuMepusma. IIpogoaxureapHoe
KyAbTUBMPOBaHIE OaKTepuil He BBLABIAO HECTaOMABHOCTI BCTaB-
K1 Ha ripuMepe 20 KAOHOB.

VckyccrBennsie xpomocomsl Oakrepuir (BACs) ocnoBaHb! Ha
F-dakrope (Ppaxrope pepTrapHOCTI) — HUSKOKOIIUITHON I11a3MM-
Ae, KOTopasl CyIIlecTByeT B OaKTeplaAbHBIX KAeTKaX B CYyIIepCKpY-
9YeHHOV KOAbIleBoV (OpMe U MOXKeT BKAIOYaThb BCTaBKy AJO
500 T.1.H. Penaukanmsa ¢gakropa GpepTrabHOCTI XKECTKO KOHTPO-
AUPYeTCsl KAeTOUHBIMI MeXaHM3MaMIi, YTO CYIIIeCTBEHHO CHIDKa-
eT YpOBeHb peKOMOMHAIINM B BIIIICOMax 5TOro poda. Kpome toro,
resomHas AHK Buga-g0HOpa HaxOAUTCS MIPaKTUIECKN BCe BpeM:l
B CyIIepCKPYYEHHOM COCTOSIHUM, CAe40BaTeAbHO BEPOSITHOCTH He-
’KelaTeAbHBIX OOMEHOB MeXAy parMeHTaMU BCTaBKM TE€OPeTH-
Jecky NpubAarrKaercs K Hyalo. Ilepsas Ttakas Omubamoreka Oblaa
roayJyeHa Ha ocHOBe BekTopa pBAC108L, Bratouaromero gpakrop
¢eptnarHoctn um cosN-caiiT. Pasmep BCcTaBku BapbMpoOBaad OT
10 20 300 T.m.H., cocTtaBaas B cpeaHeM 100 t.rmH. CTabmabHOCTDH

BCTaBKIM (1'[0 IIPpM3HAKy COXpaHEHN:I HpOCl)I/I/l}I PECTPUMKIMOHHBIX
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¢parmenTos) noarsep>kaeHa B TedeHne 100 mokoaeHnit Oakrepu-
aAbpHBIX KAeTOK. IIpoBepka KAOHOB Ha XMMepPU3M METOAOM IUO-
puUAM3anuu in Sity 03B0ANAa OOHAPYKUTH TOABKO OAVIH CAydail
oOMeHa M3 28 caydaliHO BBIOpaHHBIX TpaHCPOpPMaHTOB. Jaab-
Helime paboTHI ¢ UCII0Ab30BaHEM TOV OMOAMOTEKM TaKXKe II0-
KazaAM HM3KYIO 4acTOTy TpaHcAoKanmit. CaeayeT OTMETUTH B
CpeAHEM MEHBIIYIO AAVHY KAOHUPOBAHHBIX (PparMeHTOB B CHC-
TeMax MCKYCCTBEHHBIX XPOMOCOM OaKTepuil II0 CpaBHEHUIO C
APOJKKEBBIMU 1 OCHOBaHHBIMI Ha Oakrepmodare P1. Oanaxo
yKa3aHHBIE BBIIIIe HeJOCTAaTKM APOXKIKEBBIX CUCTEM He TTO3BOASIOT
M KOHKypUpoBaTh ¢ OakrepmaabHbIMU. IIpemmyriectBoMm ke
BAC-6ubanorex mnepes PAC-OmnbOamorekamu sBAsS€TCS OTHOCHU-
TeAbHAsl IIPOCTOTa MX KOHCTPYMPOBAHMA: MCKAIOYAETCS MCIIOAD-
3oBaHIe OakTepnodaros, nepeHoc goHopsHon JAHK mposogurcs
IIpY TIOMOIIM OOBIYHONM TpaHcdopManum. Takum obpaszoM, oII-
TUMaABHBIMU CHCTEeMaMIU AAsl KAOHUPOBAHMS IIPOTSI)KEHHBIX Te-
HOMHBIX IIOCAejoBaTeapHOCTel ©Ooaee 50 T.OILH. HpU3HAHBI
JICKyCCTBEHHbIE XPOMOCOMEBI OaKTepuii, a A4 pparMeHTOB MeHee
50 T..H. (KOTOpBIe MMEIOT IIperMyIIecTsa A4 UCIIOAb30BaHUS B
HEKOTOPBIX JCCAeAOBAaHMIX I€HOMOB) TaKOBBIMM OCTAIOTCSI KOC-

MUABL.

6.4. Iloaumepasnan yennas peaxyus (IILIP)

IToanmepasHas nenHas peakuus (I1LIP) mpumMensiercs npu
HeO0OXOAVIMOCTY MHOTOKPATHOTO yBeANYeHUsI MaAbIX KOHIIeHTpa-
IV OTAEAbHBIX (pparMeHTOB HykKaAenHoBol kmcaoTel (AHK) B
6uoaornmyeckom Matepmade (oopasie). Ilpumenenne ITLP na-
CTOABKO MHOTOOOpPa3HO, 4TO OAHO IlepeuliCAeHNe CIIOCOO0B IIpu-
AOXKeHHs DTOTO MeTOAa MOXKeT 3aHATh CyIIeCTBeHHBIVI 00beM
TekcTa. B Hare Bpems B npuHIUIIe A100YIO IOCA€40BaTE€AbHOCTD
AHK MO>XHO II0Ay4MTb B IIpeHapaTUBHBIX KOAMYeCTBax 3Has

TOABKO 110 20-30 HyKA€0TNAOB Ha ee rpaHNIIaxX.
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[TpyHIMII TOAMMEpPa3HOI LIEITHON peaKIIny 3aKAI0YaeTcs B
MHOTOKPaTHOM M30MpaTeAbHOM KONMPOBaHUM (aMIIAMUKALIVIN)
onpegeaénHoro ydyacrka AHK, mposoaumom in vitro ¢ IOMOIIBIO
ocoboit AHK-nnoanmepaspl (HaripumMep, noammMepassl taq), Bblde-
AEHHOI U3 DKCTpeMaAbHO TepMO(PUABHBIX OakTepuii (puc. 66).
Ocobast TepMOCTaOMABHOCTD HTOTO pepMeHTa M03BOAsIeT IPOBO-
AuTth geHatypaunio gsyHuteson AHK nipu 95 °C Ges norepn ax-
TUBHOCTM. YCAOBMS peakUMy IOAOMPAIOTCS TaK, YTOOBI
aMIAMPUINPOBaACs TOAbKO 3asaHHbl pparmenT AHK 1 Toapko
B TOM CAydYae, eCAU OH IIPUCYTCTBYeT B MCCAeayeMOM oOpaslie.
ITocae aenarypanumn AHK xoporkue (18-30 H.1.) cMHTeTHYecKMe
OANTOHYKA€0TUABI, Ha3blBaeMble IIpariMepamy, IMOPUAUYIOTCS
AHK-Matputieil coraacHO IMPUHIIUIY KOMILAeMEeHTapHOCTU IIap
OCHOBaHMUI1, uTO 0OycaoBAnBaer crienuduaHocts ITLP. Temmnepa-
Typa Ha 9Tou craguu 50-65 °C, Tounas TemIiieparypa 3aBUCUT OT
110cAeJ0BaTeAbHOCTEN MpaliMepoB MCXOAS U3 MX HYKA€OTUAHOTO
cocTaBa. DTa CTaAMs HasbIBaeTCsl OTKUT mau ruOpuansarnus. Ka-
>KABIN U3 MpaliMepoB KOMILAeMeHTapeH YIacTKy OAHOI M3 ILiere
ABYLIETIOUEYHOI MaTPUIIBI U OTpaHMYMBAeT Hayalo M KOHeIl aM-
nanduuupyemoro ¢parMeHTa. 3aTeM TeMmIiepaTypy AOBOAAT A0
72 °C — ontuMyMa A4as paOOTHl tag-rioanmepassl. DTO — CTaANs
noanMepusanum. JeHaTypanuioo, OTXKNUI ¥ IHOAMMEPU3ALINIO
(ka>kaast IPOBOAMTCS OT HECKOABKMX CEKYHJ, A0 TT0AYTOpPa MUHYT)
nosTops110T 20-35 pas. Takum obpaszoM, uncao Konuit amnandu-
LypyeMoro (pparmMeHTa yseAndmBaeTcs B 20 pas, TAe N — 4NMCAO
LIMKAOB. 3aTeM peakKI[MOHHYIO CMeCh MHKYyOMPYIOT HECKOABKO
MuHYT 1ipu 72 °C, 4T00BI OAMMepa3a cMOrda AOCTPOUTh HeAO-
II0AMIMEPU30BaHHbIE YYACTKM — CTaAus DAOHTAIIMM. 3aKAI04U-
TeAbHasl CTagus — XpaHeHme — 1mpoxoaut npu 4 °C.
Busyaamnsaiuio pesyapTaToB OOBIYHO IPOBOASAT ITyTeM DAEKTPO-
¢Jopesa B araposrom reae c okpackoit AHK ¢payopoxpomom sTu-

AuyM Opomug, (puc. 67).
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Aas anaansa skcrpeccyu reHos npumenaior PT-TILP — no-
AVIMepasHyIO LIeMHyIO peakunio Ha Marputie KAHK, moayuennoi
myTeM oOparHo TpaHckpumuy MPHK.

C ncnioar3oBanmueM creruaabHex pudopos TP MoxHO
Ha0AI0AaTh B peXXUMe peaabHOro BpemMeHu (puc. 68). CylecTpyer
HEeCKO/ABKO BapMaHTOB IIpOBeAeHIs Takoil peakumu. OAMH 13 HUX
— IILIP, B KOTOpOI1 B peaKIMOHHYIO CMeCh, IIOMUMO TPaANUIIMOH-
HBIX KOMIIOHEHTOB, A00aBASIOT MHTEPKAAMPYIOIINIT KpacuTeAb
SYBR GREEN. CkaHupyiommit Ay4d usMepsieT ypoBeHb (pAyopec-
LIEHIINM KpacuTeAs, CBI3BIBAIOIIEIOCsI TOABKO C ABYHUTEBON
AHK, KoTopsil OpsIMO IMPONOPIIIOHAAEeH YMCAY KOIMII aMIIAN-
¢unmposannoro ¢gparmenta. OnpejseseHnie HoMepa IIMKAa, Ha
KOTOPOM YpOBeHb (PAyOpeclieHITNN A0CTOBEPHO IIPEBLICUT (POHO-
BbI (TOuky Ct), 1103BOASIET IIPOBOAUTH KOAMYECTBEHHbIE CpaBHe-
Husa AHK B paszamunbix oOpasnax (puc. 69). Ilockoabky aas
KaXA0ro ¢gpparmMeHTa CyIIecTBYIOT CBOsI TeMIlepaTypa AeHaTypa-
iy (MAaBA€HMUs), HaAW4dMe TOABKO OJAHOTO IMKa Ha KpPUBON
IIAaBA€HUsI CBUAETEABCTBYeT O CIHeUM(PUYHOCTU peakuu
(puc. 70).

Oranune ITHP ot nponecca penamkanumuy, IpoxXoAsIero B
KAE€TKax >XMBBIX OPIaHM3MOB, COCTOUT B TOM, YTO IIOAMMepasHas
IlelTHasl peakyus IO3BOAseT aMIAU(PUIMPOBATh CpaBHUTEABHO
xoporkue ydactkn AHK (me 6oaee 3000 map ocHopanmit). Vc-
I10Ab30BaHIE CMeCH HEeCKOAbKNX I0AMMepas, Hampumep, Taq u
Pvu, pu onpejeAeHHBIX YCAOBUAX IO3BOASET IPOBOAUTH aM-
nandukanuio Ppparmentos AHK aamuoir 20-40 T.1.H., ogHaAKO
9TU (PpparMeHTH BCEé PaBHO 3HAYUTEABHO KOpOYe XPOMOCOMHOI

AHK sykapuoTmnyeckoi KAeTKIH.
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B peaAbHOM BpeMeHH, TaK U AAs1 OObIYHON (KoHBeH1moHHo) TP
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6.5. Cexsenuposanue JHK

CexBeHMpoOBaHIe HYKAEMHOBBIX KICAOT — OIIpejeAeHne 1x
MePBUYHON HYKACOTUAHOM I10CAeA0BAaTEALHOCT.

B nacrosiiee Bpems 4451 ceKBeHMPOBaHs IIMPOKO UCIIOAb-
3yeTcs AUAE30KCUHYKJAEOTUAHBII MeTO4, MAU MeTOJ «O0OphIBa
Lenu», paspadoranssit ®. Csnrepom B 1977 1. Jo Havyaaa cekse-
HuposaHysl npoussodar IIIP-ammanduxanmio ydactka JHK,
110CAe40BaTeAbHOCTb KOTOPOIo TpeOyeTcsl ONpeAeANnTh, C UCIIOAD-
30BaHIeM B KadecTse IpeAllleCTBeHHIKOB MOAEKYAbl AVAEe30KCUHYK-
aeosuarpudocdaros (aaHTD). Tlpu amaezokcrceKBeHMPOBaHUN
IIPOVICXOAUT IMOPUAM3ALINS CUHTETYECKOTO OAMTOHYKAeOTHAa-
npainiMepa  gamuont  17-25  1mH.,  nocrasasmoomero  3'-
TUAPOKCUABHYIO TPYHIly AAs VMHUIIMALUMU CUHTe3a IIeny, KOM-
II1eMeHTapHOV MaTpuile, cO crennpUIecKuM y9acTKOM OAHOM
U3 lerneil cekBeHUpyeMoro ¢gparmenra. PactBop c mpaiimepoM
paciipeesioT MO 4eThIpeM HpoOupKaM, B Ka’KA0M U3 KOTOPBIX
Haxo4ATcs JeTbipe Ae3okcuHykaeotuga — AAT®, ALITD, aAI'T® n
ATT® (0auH 13 HUX — MeYeHBINl paAMOaKTUBHBIM M30TOIIOM) — I
04auH n3 4yetbipex 2',3'-A1Ae30KcuHYKAe0TUAOB (AA4ATD, aaTTO,
2AIT® nan aalIT®). 3aTeM IpOBOAAT OAMH IIMKA aMIlAMUKa-
uun. AnAe30KCMHYKA€OTI, BKAIOYAeTCsl IO BCeM IO3UIIMSAM B
cMecCH pacTylLIMX Liellell, ¥ IocAe ero IPUCOeAVHeHNs POCT el
Cpa3y ocTaHaBAMBaeTcs. B pesyabraTe ®TOro B KakAOM M3 YEThI-
pex HmpoOMpoK oOpasyeTcs YHUKAABHBI HaOOp MOAMHYKAEOTH-
AOB pasHOl AAMHBL. B deTblpex mpoOMpKax MOXKHO HaNTU
nocaegosareabHocT AHK, pasamuarommecs Ha 1 HykaeoTua.
Jasee B mpoOuUpkm A00aBASIOT popmaMi A4 AeHaTyparun
¢parmenros AHK u mposoaaTr saexrpodopes B IOAMaKpula-
MIAHOM TeJe Ha 4eThIpex Aopoxkkax. ITocae pasaesenms ¢par-
meHTOB AHK mposogsar paamoasrorpaduio, Koropas I03BOASET
«IIPOYeCTb» HyKAOTUAHYIO 110CAeA0BaTeAbHOCTh CEKBEHUPYeMO-
ro cermenTta AHK (puc. 71).

B mnacrosmiee Bpems AMAE30KCUMHYKAEOTUABL METAT 4e-
TBIPBMSI Pa3HBIMU (PAYOPECIIEHTHBIMU KPAaCUTEASIMU U IIPOBOAAT
IILIP B ogHOI mIpoOupKe. 3aTeM BO BpeMsl 94eKTpodopesa B I10-
AVlaKpUAaMUAHOM re/e Ayd Aasepa B OIpeJe]eHHOM MecTe Treas
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BO30y>X4aeT (pAyopeclleHIIMIO KpacuTeaeil, U AeTeKTOp ompeje-
A51eT, KaKoil HyKAeOTI/, B HaCTOSIIMII MOMEHT MUTpUpYeT uepes
reab. CoppeMeHHbIe ITPUOOPHI UCIIOAB3YIOT AA51 CeKBeHMPOBaHI
AHK xarmaaspusiit saexrpodopes (puc. 72).

se_001_E0S
[0 2580 2550 =000 3010 s0zo 3030 3040 3050 3060 3070 300 3090 3100 3110 31z 3130 3140 31D 3160 3170 3180 3lsn  Senr

2 T G x ] T > o c T r G 3 A
218 240 a0 251 252 253 254 255 256 a5t ose 259 260 261 e 263 264 ges 266

Puc. 72. DaexpodoperpaMma pesyAbTaToB ceKBeHuposaHus ¢pparmenra JHK.
byksamu 0603HaueHbI COOTBETCTBYIONE HYKAeOTUABL: A — agenuH, C — IIUTO3UH,
T — tumun, G - ryanus, cumsoa S obo3HavaeT BapuaHT
MOHOHYKA€O0THAHOTO roanMopduoro cairta (SNP) 1utosus — ryannH

Puc. 72. Tenernuecknit anaansarop AB 3130 (Applied Biosystems).

HpI/I60p I/ICHOAI)3yIOT AAsl CCKBEHMPOBaHMS M TEeHOTUIIMPOBaHMSI
110 MOAEKYASIPHBIM MapKepaM
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6.6. Coopka cukeencoe 2eHoOMO08

Metog, ApoOOBUKa (mroTras-
CeKBEHNPOBaHNe/KAOHMPOBaHe) MOXKeT OBITh IpUMEHeH AAs
cOOPKM CUKBEHCOB IIpOTsKeHHBIX ¢pparmenTos AHK, B ToM uncae
XpoMocoM 1 reHOMOB. B 3Tom caygae AHK caydaiiueiv o6pasom
¢parmentupyior. IloayyeHHbIe Me/AKUe CETMEHTHI CEKBEHUPYIOT
OOBIYHBIMU MeToAaMIy, Hampumep MetodoM CsHrepa. [loayuen-
HbIe T10CAeA0BaTeAbHOCTH IePeKPhIBAIOIINXCA CAYJIallHBIX par-
menToB JAHK coOupaior ¢ moMomnpio CrienaabHbIX IIPOrpaMM B
04HY OOABIIYIO OCAeA0BaTEeABHOCTb. CyIIIeCTBEHHYIO TPYAHOCTD
Ipu cOOpKe MpeACTaBAAIOT IOBTOPSAIOIIMECs I10CAe]0BaTeAbHO-
ctu AHK, Tak KaKk OHM MMEIOT y4acTKM IlepeKpbIBaHUs C 00Ab-
MM 41CAOM PparMeHToB. JAs TEHOMOB POKapMUOT UM HUBIINX
9YKapMOT MeTOJ ApOOOBMKa OKazaAcCs MOoAXOAAImuM. I'eHom dge-
AOBEeKa COJAEPKUT OTPOMHOe KOAMYeCTBO (DOABIIIE ITOAOBVIHBI)
Pa3HOTO THUIIa TTOBTOPSIOIINXCA IOcAel0oBaTeAbHOCTel. ITosToMy
AAsl IOAy4eHNsI COBEPIIIeHHON cOOPKI HeOOXOAMMO IIpUMeHeHVe
IPOTS>KEHHBIX TEHOMHBIX KAOHOB.

COopka mHpu MHOMOIIM IIPOTSIKEHHBIX T€HOMHBIX KAOHOB
IIPOBOAUTCA B HECKOABKO DTaIloB. BHauase HeoOXoAMMO co3aaTh
HECKOABKO TeHOMHBIX 010AMoTeK ¢ mokpsitueM 5-10 sKBUBaAeH-
TOB TeHOMa (pa3g. 6.4). 3aTeM KAOHBI OPTaHU3YIOT B KOHTUIU
(puc. 73). KoHTUT — ®TO COBOKYHHOCTb B3alIMHO IlepeKpbIBalO-
IIIUXCSI TEHOMHBIX KAOHOB. /451 cOOpKM KOHTUIOB OOBIYHO NIC-
II0AB3YIOT ~ T€HOMHBII  (PUHIEPIPUHTUHI.  DTOT  MeTO,
nogpasymesaeT paspesanne JAHK-k10HOB crienmaapHBIMU Pep-
MeHTaMIl — pecTpuKTazamMu 1 010T-rudpuansanuio no CaysepHy
C MCIIOAb30BaHMEM B KadyeCcTBe 30HAOB MMHUCATEAAUTHBIX IIOCAe-
AoBaTeAbHOCTel (HeOOABIINX ITOBTOPOB C IOBTOPSIONIENCS eAu-
Hurenn 7 u 0oaee HyKAeoTnAOB, nMemomux 0oaee 1000 caritos
AOKaAM3alyU B TeHOMe Je/l0BeKa). B pesyabTaTe moaydaercs MH-
AVIBYAYaAbHBIN HA0OOp TMOPUANBYIOIIUXCA C 30HAOM (PparMeHTOB
AAsl KaXaoro kKaoHa. IIpm »ToM coBmajeHme AAUMH HECKOABKIX
(¢parMeHTOB ABYX KAOHOB TOBOPUT O HAAMYMM yJacTKa IepeKpHl-
BaHs. [lomapHoe onpejeseHne yJ4acTKOB IepeKpbIBaHI II03BO-
Af€eT  TIOAYYUTh  KOHTUI, COOTBETCTBYIOIIMII  AOCTATOYHO
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IIPOTsKEHHOMY y4acTKy XpomocoMmbl. 3atem metoaom FISH (pas-
A. 4.5) orpeeAsIIOT A0KaAM3aInIo KOHTUTOB Ha XpomocoMme. ITpo-
TsI>KeHHBble TeHOMHBIe KAOHBI (parMeHTUpPYIOT C MCIOAb30BaHVEM
pectpuxTas. IloayuenHsle mocaegoBareabHOCTU AauHOI 500-
700 1.H. BCTpaBalOT B I11a3MIAHbIe BeKTOPHL DTa IIpolledypa Ha-
3bIBA€TCs CyOKAOHMpPOBaHMeM. 3aTeM CyOKJAOHMPOBaHHLIE II0CAe-
AOBaTeABHOCTU CEKBEHUPYIOT M IIPU IIOMOIIU KOMIIBIOTEPHBIX
IIporpaMM COOMpPAIOT CUKBEHC BCEr0 I'eHOMHOTO KAoHa. O0bau-
HIB CUKBEHCHI TeHOMHBIX KAOHOB, IT0Ay4alOT CMKBEHCBHl KOHTUTIOB,
a o0beAMHNB II0CAe HIe — CUKBEHChl XpoMocoM (puc. 74). Caeay-
€T OTMETUTh, YTO HEKOTOPBIe paliOHBI XPOMOCOM, COCTOSIIIINE TIOUTHU
VICKAIOYUTEABHO U3 TIOBTOPOB (HallpyuMep, IIeHTPOMepHbIe paliOHEI),
TeXHIYeCK! He M0AAAIOTCS KAOHMPOBAHMIO U CeKBEeHMPOBAHUIO 1
00pa3syIoT mpoOeAs! (I'SIIbI) Ha KapTaX TeHOMOB.

6924u  6925u 6926u 6927u  69/9u  6930u  693lu  €932u 693U 6935u  69%6u  6937u  693Bu  6940u 694U 6942u

Harkers
:_SCWOOil

3_ST4BE003

Clones
JE063024

bU041NIS bU124H17
E———
bUOB4E07 JA144G16
—_——— =
bU122K06
JAOS2A16
—
JAL04L05 JHO26K12
e —— ==
JA174F18
JE027L05 JAL28N09
——
bU034G07
=
JA024011
—
JAO15J03
—
JA126B07
——
JA122112
==
JB080D03
e——
JEO023M16
E—
JE048017
=
JAoziL21
==
JAO7BN1S
—

Puc. 73. Obpasel1 KOHTHUIa TEHOMHBIX KAOHOB

16.70 Hb 16.80 Hb 16.90 Hb 17.00 Hb 17.10 Hb 17.20 Hb 17.30 Hb 17.40 Hb 17.50 Hb 17.60 b

ADL241 HCHO342  ADL 145

LNOVEL LHOVEL LNOVEL  LNOUEL L NOVEL LHL1C_CHICK NOVEL LHOVEL
LNOVEL  'NOVEL  LNOVEL L NOVEL LNOVEL LNOVEL
L NOVEL L NOVEL

— ENSEREL PREDICTED GENES CNOVEL? m— ENSEMEL PREDICTED GENES (KNOMN)

Puc. 74. ®parmeHT reHOMHOI1 I10CAe 40BaTe ABHOCTI
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6.7. buounopmamuxa u cucmemnasn 6uorozus

brnonndopmartuka mMAM BBHUMCAUTEABHAs OMOAOTUA —
OAVIH U3 pa3aeAoB OMOAOTUM, IIPeAMETOM KOTOPOTO SIBASIOTCS
MOJEKYAsSpHBIe IIPOIIecChl, HO B AAaHHOM cCAydae MCCAeAOBAHILI
IIPOBOASTCA He in vitro, a in silico, T. e. He B IPOOUpPKe, a IPU II0-
MOIIV KOMIIBIOTEPOB.

IToa 6GuonHpOpPMaTUKOI ITIOHMMAIOT AI000€ MCII0Ab30BaHIe
KOMIIBIOTEPOB U IIPOTPaAaMMHOTO OOecIieueHNs AAs aHaAu3a Ouo-
AOTMYeCKNX AaHHBIX. Ha ImpakTuke 4acTo 9TO MOHATHE Cy>KaeTcs
U BKAIOYaeT B ce0s TOABKO MCIIOAb30BaHIe KOMIIBIOTEPOB 445 00-
PpabOTK! DKCIIepMMeHTaABHBIX AQHHBIX IO CTPYKType O1oAormnde-
CKIX MaKpoMOAeKyAa (0eAKOB U HYKAEMHOBBIX KICAOT) C IIeABIO
II0Ay4eHMs1 0M10A0TMYeCK) 3Ha4UMOT MHpOpMaLN.

B 6momundopmarnke MCIOAB3YIOTCSI METOABl IPUKAAAHONM
MaTeMaTMKM, CTaTUCTUKU U MHPopMaTtuku. Vccaeaosanus B 00-
AacTsax OuonHPOpPMaTUKA U CUCTEMHOI OMOAOTUH 3a4acTyIo Ile-
pecekarotcsi. OCHOBHBIE YCUAMS MCCAeaoBaTeleli, pabOTaloINX B
o6aactu OnomHpOpPMaTINKI, HallpaBAeHbI Ha M3ydeHle T€HOMOB,
aHaAU3 U IpeAcKasaHUe CTPYKTYphI OeAKOB, IIpeAcKa3aHue B3al-
MOAEVICTBIII Pa3AMYHBIX 0€AKOB APYT C APYTOM U APYTUMMI MOAe-
Ky/aMI, a TakKe peKOHCTPYKIVS IIPOI[eCCOB DBOAIOLINI.

bronndopmaTtnka momMoraeT y4eHbIM, VCIIOAb3Ys I10CAEA0-
BaTeabHOCTH AHK, mporsHosmposaTh CTPYKTYpPHI M BO3MOJXKHBIE
pyHKIIUM KOAVPYEMBIX MMM OeAKOBBIX MOAEKyA, M TaKuM obOpa-
30M, CBA3BIBAe€T TeHOMHBIE V1 IIPOTEOMHBIE IIPOEKTHI.

Beanxka poas 6monH$popmMaTuKu B IIporiecce MapKUPOBAHIL
TeHOB U APYIUX 0OBEKTOB B ItocaegosareapHocTy AHK.

DBOAIOLVOHHASI OMOAOTUS UCCAeAyeT IMPONUCXOXKAeHUe BI-
AOB U UIX pa3BUTHeE C TeyeHNeM BpeMeHN. MeToapl OuonH$popma-
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TUKU aKTUBHO MCIIOAB3YIOTCA OM0A0TaMIU-DBOAIOLVOHICTaMI
AAsl PelleHIs 11eA0T0 psija 3a4ad:

® y3yyeHUe DBOAIOIMM OOABIIOIO YMCAa OPTaHMU3MOB,
BKAIOYasi 9BoAonuio moaekya /AHK, a He Toapko cTpoenms man
Jusnoaornu;

® CpaBHEHME IeAbIX TeHOMOB, YTO II03BOASET M3y4aTh TaKue
SIBA€HUSI, KaK AYIIAMKaLVsl Y1 TOPU30HTAAbHbIV II€PEHOC T€HOB;

® I[IOCTPOEHME KOMIIBIOTEPHBIX MOJeAeN IIOIyAALINil C Lie-
ADIO IIPeACKa3aHmsl ITIOBeAEHNs CYICTEM BO BpEMEHIA.

CucreMHas 611040THs BKAIOYAET B ceOs1 LIeAbIN psij CyILecT-
BYIOIIVX ¥ ITepCIIeKTUBHBIX HallpaBaeHMi B O6moaornu. Cucrem-
HYIO OMOAOTMIO MOXKHO OIIpeJeAUTh KaK MeXAUCIIMUIIAMHAPHYIO
HayKy O >XM3HU, M3y4alOlIyIO CAOXKHbBIE B3aIMOAEVICTBUS B KU-
BBIX CHCT@MaXx M MCIIOAb3YIOITYIO HOBBIN IOAX0J B OMOAOTUI: XO-
AUI3M BMeCTO peAyKIMOHM3Ma. 3ajadyaMU CUCTEMHON OMOAOTUI
SBASIIOTCSL MICCA€AOBaHNE U MOAEAMPOBaHMNE CBOMCTB CAOXKHBIX
611010TMIeCKMX CICTeM, KOTOpble HeAb3sl OOBACHUTbL CyMMOI CO-
CTaBASIOIIVIX €€ CBOVICTB.

Aas sepudukanum co3zaBaeMbIX MoJeAeil cucTeMHas Ouo-
A0rus paboTaeT C caMbIMM Pa3AMYHBIMIU TUIIAMM 9KCIIEPUMEH-
TaAbHBIX AaHHBIX, OIMCHIBAIOIINX KaK OTAEAbHbIE COCTABASIOIINE,
Tak M cUCTeMy B IjeAoM. B cucreMHoi Ouoaorum 4acTo MCroab-
3yI0TCsl JaHHBIe, II0AyJ4eHHbIe B APYIUX 004acTsax Oroaornu: 6mo-
xumny, Onodpusnke, MOAEKYAIPHON OMOAOTUN.

broaornmueckue cucreMsl sSIBASIOTCS O4€Hb CAOKHBIMU 00b-
ekramn. Aasi ¥X ONMCaHMUs UCIIOAL3YeTCS OTPOMHOE KOAMYECTBO
IIapaMeTpoB, IIepeMeHHbIX U YPaBHEHUI, a 3HAYUT, Pa3BUTHE CO-
BPeMEHHO CUCTeMHON OMOAOTMM HEBO3MOXKHO 0e3 MCII0Ab30Ba-

HIT KOMITBIOTEPHBIX TEXHOAOTUIA.
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Konmpoavtvie sonpocot u 3adanus

3arnoAHuUTe IPOITYCKN B CA€AYIOIINIX YTBEP K ASHIIIX:

1. C 1eapio pasMHOXeHUsI (aMIANPUITUPOBAHI) U TIOAY-
YeHNs B YUCTOM BUAE TeX AU VHBIX TeHOB, (PparMeHThl DyKapuo-
tingeckoin  AHK  Moryr OBITh BCTPOEHBI B  CIlelMaAbHO
IIOATOTOBAEHHBIe OaKTepyaAbHble BUPYCH AN I1Aa3MUABI, Ha3bI-
BaeMble

2. OraeabHas KOAOHU:A OakTepuii, KOTOpasi COAEPIKUT
I11a3MHUAY C BKAIOYeHHBIM B Hee ¢pparmenToM JHK geaoseka nan
APYTOIO >KMBOTO OpPTaHM3Ma, Ha3bIBaeTCs ; HADOP TaKMX

OakTepuil, IIpeACTaBASIOMINI BeCh TeHOM Ye/l0BeKa UAM APYTOTO
>KMBOTO OpPTaHU3Ma, COCTaBUT

3. Cuunraercs, 4TO MyTaluy, He HacaelyeMble COIAacHO
npasniaM MeHaeAasl, TIPOSIBAAIOT U AO0KaAM30Ba-

HBI, II0-BUAVIMOMY, B FeHax OpraHeaA.

4. B remax BBRICIIMX DYKapMOT KOPOTKME CEIMEeHTBI KOAM-
pyomern /AHK, koTopble Ha3pIBaIOTCS , OOBIYHO pa3-
AeAeHbl JAVHHBIMM I10CA€40BaTeALHOCTAMU  HEKOAUPYIOIIei
AHK, xoTopble Ha3pIBAIOTCS
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T'rasa 7. T emoMmka

7.1. Ilonsamus zeHOMUKU, MpaHCKPUNMOMUKuy 1 npomeomuxu

I'enomuka — HampaBAeHUe MOAEKYASIPHON I'eHeTUKMU, U3Y-
qaloljee CTPYKTYpHO-PYHKUMOHAABHYIO OPTaHU3AIIUIO TEHOB I
TeHOMOB >KMBBIX OpPTaHI3MOB.

I'enoMmka cpopmMmmpoBadach Kak ocoOoe HalpaBJeHIE B
Iep1oJ, CO3JaHNs MePBBIX IPOEKTOB IO CeKBeHUPOBAHMIO I'€HO-
MOB HEKOTOPBIX BUAOB KMBBIX OpraHn3Mos B 1980-1990-x rr. Ilep-
BBIM OBbILA IIOAHOCTBIO CEKBEHNPOBaH reHOM Oakrepuodara P-X174
(5 368 1.H.). D10 coObITHE TTpOM30IILA0 B 1977 1. B 1995 1. OBIA CeK-
BeHIpOBaH reHoM Oakrepun Haemophilus influenzae (1,8 MaH 11.H.).
ITocae »TOrO OBIAM MOAYYEHBI MOAHBIE CUKBEHCHI T€HOMOB ellle
HeCKOABKIX BUAOB, BKAIOYas reHoM deaoseka (2001 r. — mepBbiit
yepHOBOI BapuaHT, 2003 r.— mepBbIil 3aBepIieHHbIN peans). ITo-
cAegHUIT 1o BpemeHu peauns — 37.1 — omnyOAMKOBaH B aBIyCTe
2009 r. B Hem anHOTMpOBaHO 34533 reHa. XoTeA0Ch OB OTMETUTE,
4YTO pa3BUTHE T€HOMMKM CTaA0 BO3MOKHO He TOABKO Oaarosapsi
COBEPIIIEHCTBOBAHMIO OMOAOTMIECKX U PUBVKO-XUMUIECKIIX Me-
TOZOB, HO U IIOSIBAEHUIO D0O/1ee MOIITHON BBIYMCAUTEABHOV TeXHU-
KI, KOTOpas I03BOAMAa pabOTaTh C OTPOMHBIMM MacCUBaMU
AAHHBIX ¥ 0O0OJee COBEpPIIEeHHOIO IIPOIPaMMHOIO OOeCIIeUeHIIs.
IIpoTsi>keHHOCTb TEHOMOB Y >KMBBIX OPraHM3MOB O4eHb 4acTO M3-
MepsieTcsl MHUAAMapAaMly Iap OCHOBaHUII (TeHOM 4YeJoBeKa CO-
cTouT 13 3 MApA II. H.), YTO IIpeAlioAaraeT HeOOXOAVMOCTDb
IPUMeHEeHNsT CYIIeCTBeHHBIX KOMIIBIOTEPHOM MOIIHOCTeN A5
a/leKBaTHOI 00pabOTKI cogepsKaleiics: B HuX nH@popmalumn.

CrpykrypHas reHOMMKa — pa3dgea TeHOMUKMU, M3ydaromuii
CTPYKTYpPYy TeHOB 1 reHoMOB. OcoOoe BHIUMaHIE yAeAseTCsl BHYT-
peHHeMy CTPOeHMIO IeHa, COCTaBy U PacIllOAOKEHUIO peryasTop-
HBEIX IIOCAEAOBATEALHOCTE, OCOOEHHOCTIM MOAEKYASIPHOM
OpraHmsaluy XpPOMOCOM U XPOMOCOMHBIX pPallOHOB, OOILIUM
INPUHIIUIIAM CTPYKTYPUPOBaHIA I10CAe40BaTeAbHOCTell TeHOMOB.

DyHKIMOHaAbHAsI T€HOMUKA M3ydaeT MeXaHU3MBI paOOThI
T€HOB U APYIUX (PYHKIIMOHAABHO aKTMBHBIX DA€MEHTOB I'eHOMa.
IIporecchl ®KCIpeccuy TeHOB U ee PeryAsiliuy Opy HOMOIIN
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0AM3KUX U yAAAE€HHBIX D/1€MEHTOB IeHOMa HaxOAATCsS B IIeHTpe
BHVIMAHUSI 9TOM AVICIIVIIAVIHBL

CpaBHuTeAbHas (9BOAIOLMOHHAsA) FeHOMIKa — pasjea Te-
HOMIUKI, IIPpeAMETOM KOTOPOTO SBASIOTCS DBOAIOIIVIOHHBIE OTHO-
IIIeHNsI TeHOB I TeHOMOB. Bompocsl romoaornm (oOIIHOCTH
IIPOVICXOXKAEHUS ABYX MAM 00Jee CTPYKTYpP), DBOAIOLIVIOHHOTO
KOHCepBaTM3Ma U AUBepTeHINN (pacXOXXAeHUs B Ipoliecce DBO-
A1011M) HanboAee XapaKTepHBI 4451 9TOTO pasjesa.

Tpanckpunrommka — Kak caeayeT 13 ee Ha3BaHIs — HayKa O
TpaHCKPUIITOME.

TpaHckpunToMoM HasbIBaIOT COBOKYIIHOCTh BCeX TpaHC-
KPUIITOB, KOTOpPble CMHTe3UPYIOTCSI B OAHON KAeTKe MAM TpyIIIe
kaeTok (B ToMm uncae MPHK un vexoaupyiomue PHK). ITonsatue
«TPaHCKPUIITOM» MOKeT 00O3Ha4aTh IOAHBII HAOOP TPaHCKPUII-
TOB, CUHTE3MPYEeMBIX B JaHHOM OpraHM3Me, MAN Crieny(puaecKmi
HaOop TpaHckpunTos (Moaekya PHK), mpeactaBaeHHBINI B KAeT-
Kax oIlpeje/eHHOTO TUIIa.

Ecan reHoMm y Bcex KAeTOK OAHOM AMHMM, KakK IIPaBMAO,
OAVHAKOB, TO TPaHCKPUIITOM MOXeT OBITh BecbMa M3MEHYUB U
3aBUCUT OT YCAOBUII OKpyXalomieil cpeapl. lloHATme «TpaHc-
KPUIITOM» OTpa’kaeT IpOo]puAb DKCIIPecCUy TeHOB B JaHHBII MO-
MEeHT BpeMeHl, IOCKOAbKY BKAIOYaeT B ceOs BCe TPaHCKPUIITHI
AaHHOI KAeTKn. Hanboaee yacTo B 9KcIlepuMeHTax 110 U3YIeHNIO
TpaHCKpUIITOMa UICHOAB3YIOT OMOUMIIEI (MeTOA
AHK-Mmuxpoappeit, I03BOAAIOINII  aHAaAM3UPOBaTh yPOBHU
TPaHCKPUIILIUM AECATKOB THICSY I'€HOB OAHOBPEMEHHO) U I10AU-
MepasHyIO 1IelIHYIO peaKlIIO B peadbHOM BpeMeHH, KOTopas I10-
3BOAsET AaBaTh TOYHYIO KOAMYECTBEHHYIO OIIeHKY BSKCIIpeccum
OTAeAbHBIX TeHOB. CyIIecTBYIOT 6a3bl AaHHBIX IO POPUASIM DKC-
Ipeccuy THICSY TeHOB B Pa3AMYHBIX OpTaHax M TKaHAX IIpU pas-
HBIX BO3AeVICTBIAX (HammpuMmep,
http://www.ncbi.nlm.nih.gov/guide/genes-expression).
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IIpoTreoMuka — 9TO HayKa, M3yJarontas OeAKM U UX B3alIMO-
AEVICTBIIA B XKMBBIX OpraHM3Max. YuéHble, paboTaomniye B 001acTu
IIPOTEOMMKH, VICCAEAYIOT OMOCUHTE3, IOCTTPAHCAAIIMOHHbBIE MO-
AnduKany, B3aUMOAENCTBUA OeAKOB APYT C APYIOM U C APYIU-
MU BeIlleCTBaMMI.

Beakn cayxaT AAs BBIIIOAHEHMSI OTPOMHOTO 4umcAa (PyHK-
LIVI1 B OpraHN3Me, TaKIX, HalIpuMep, Kak:

¢ sH31MHas (PpepMeHTHas). MHOIMe 6eAKI cAyKaT KaTaau-
3aTopaMu OMOXMMIYECKMX peaKIINii, IIPOTEeKaIOINX B JKUBBIX Op-
raHu3Max;

e TpaHCcTIOpTHas. HekoTopsle ©Oeaky, Takme Kak IeMOTA0-
O1H, TpaHCeppUH U Ap., HEPEHOCAT pa3AUIHbIE BeIllecTBa OT
O/AHMVIX KA€TOK, TKaHell 1 OPTaHOB K APYIUM;

® CTpyKTypHas. beaku BXO4AT B cOCTaB II0AABASIOIIEIO
0OABIINHCTBA CTPYKTYPHBIX KOMIIOHEHTOB KAE€TOK U TKaHell K-
BBIX OpraHu3Mos. Hampumep, KoaaareH 1 ®1acTyH 00eCIIednBaoT
(p1OpO3HYIO OCHOBY COEAVHNTEABHBIX TKAHEe Y JKMBOTHBIX;

e pesepBHas (3amacHas) HexoTtoprle 6eaky, Takme Kak Kase-
VH, SIBASIIOTCSI TAaBHBIM MCTOYHUKOM aMIHOKIICAOT AAs OpTaHMU3-
MOB A€TEHBIIIEeN MAEKOTIUTAIOIIX;

e peryasTopHas. [opMOHBI, TpUHMMAIOIINE yJacTue B pe-
TYyAAIIUY MHOTUX IIPOIIeCCOB, IIPOTEKAIOMINX B JKMBOM OpPTaHM3-
Me, IIO CBOENl XMMIUYEeCKO IIpUpoAe SBAAIOTCA OeaKaMI;

e pertenitopHasi. CyIecTBylIoT 0OeAKM, BCTPOEHHBIE B MeM-
OpaHbI KA€TOK, KOTOpBIE pacIIO3HAIOT XMMMYECKVe CUTHAADL, IIe-
peaaBaeMble APYIMMU KA€TKaMI;

e MoTopHas1. CokpaTuMble OeAKH, TaKie KaK MMO3UH, KOTO-
PpbIlt urpaet 60ABIIYIO POAb B ABVMKEHI MBIIIIL;

e 3amuTHasA. beakaMm SBASIOTCS aHTHUTeAa, KOTOpHIE 3a-
LIUIAI0T OpTaHMU3M OT DOAe3HeIl.

beaxku cuHTe3supyroTcs yepes mocpeaHnka — puOOHyKAeU-
HOBY1I0 Kucaory (PHK), crpykrypa koTopoit olpeseasercs IO-
caegosateabHocTsio AHK. Ilporecc peaamsanuy reHeTnyeckoim
mnapopManum o crpykrype 6eaxa nay PHK HasbiBaeTcs skcrpec-
cueil. Moaekyabl 0eAKOB IIpeAcTaBAseT COOOM BBHICOKOMOAEKY-
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ASpHBIe OpraHMYecKle BellecTBa, COCTOsIINEe U3 OJHOM MAN He-
CKO/ABKIX aMMHOKNCAOTHBIX Ileriouek. ITopsaoK, B KOTOpOM BBI-
CTpanBalOTCsl aMMHOKMCAOTHI, AVKTYeTCsI I10CAe40BaTeAbHOCTBHIO
HyKaeoTn0s B AHK.

Hanboaee KpymHOe AOCTVKEHUE ITOCA€AHUX AeT — KapTu-
poBaHIe TeHOMa dYeaoBeKa. Ilo gaHHBIM IIOcAeAHETO peausa
(37.1 ot aBrycra 2009 1.) B ayrocomax Haxogutcsa 32593 reHOB, B
110A0BBIX XpoMocomax — 2003 reHa 1 B MUTOXOHAPUAX — 37 T€HOB.
Koanyectso 6GeAKoB B 4yeaA0BeYeCKOM OpraHNU3Me IIPUMEpPHO B
10 pa3 Ooabire koandecrsa reHos. Ilo orleHKaM OOABIIMHCTBA aB-
TOpOB, UX HacuutbiBaercs ©Ooaee 300 000, a umcao Oeaok-
0eAKOBBIX B3aIMOAEIICTBUII ¥ BOBCE He II0AAAeTcs IIOACYeTY.
Hamnboaee msBectHas Oasa AaHHBIX IIO IPOTEOMIKe dYelOBeKa:
http://www.ncbi.nlm.nih.gov/protein.

MHorne 001e3H1 MOTYT OBITH IIPOCAEKEHHI A0 MI3MEeHEHNI],
IIPOVICXOASAIINX Ha ypoBHe Oeakos. K mpumepy, msBecTHO, 4TO
P CepIIOBUAHOKAETOYHON aHeMMU aHOMAaAbHBII OeA0K remo-
r100MH BBI3BIBAET M3MeHeHre POPMBI KPacHBIX KPOBSIHBIX TeAell.
AHOMaAbHBIE DPUTPOLINUTHl UMEIOT ceproBuAHyIO0 ¢opmy. Cep-
IIOBUAHOKAETOUHAsI aHeMusI OOycCAOBAeHa MyTallueli, IIPUBOAs-
el K 3aMeHe TAyTaMMHOBOJ KMCAOTHI Ha BaAUH B OeTa-llenm
reMor100mHa (reMora00uH S). D10 3ab01eBaHNUeE SIBASETCS KAac-
CHYECKNM IIPUMEPOM IPUCIOCOOUTEABHOTO 3HAYeHMs MyTaIluii
— TeTepO3UTOTHl IO 3aMeHe IAyTaMMHOBOI KMCAOTHI Ha BaAMH B
OeTa-llerin TeMOTA00MHa 601€ee YCTOMIUBLI K MaAsSIpIUN, TIODTOMY
9JacTOTa ee BCTpedaeMOCTH BhIIIIe B TeorpapMUecKmX paioHax pac-
IIPOCTPaHeHN s MaASIPUITHOTO M11a3MOAVISL.

Yacro mocae cuHTe3a (TpaHCASLUM), AAS TOTO YTOOBI BBHI-
IIOAHATDH OIIpeAeAeHHble (PYHKIIUM B OpTaHU3Me, OeAK! TpedyIoT
Moaudukaruy. HanpumMep, Geakn, KoTopsle BBI3BIBAIOT 0Opas3o-
BaHIe KPOBSIHBIX TPOMOOB, OCTAIOTCS HEaKTUBHBIMU AO TeX IIOp,
IIOKa He IIpeTepIieBalOT COOTBETCTBYIOIIMX n3MeHeHnit. CaeloBa-
TeABHO, HeIpaBMAbHAs IOCTTPAHCAAIIMOHHAA MOAUQUKAII
TakKe ABASIEeTCS IIPUYNHON HeNIPaBUABHOTO (PYHKIIMOHVPOBAHIL
0eAKOB.
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ITpyunHaa MHOTUX 3a001€BaHMII Yea0BeKa — MOAMpUKAIIUI
0eAKOB 1 U3MEeHEeH!sI XapaKTepa X B3auMOoJelcTBuil. PedyabTaTe
1CCAeJ0BaHMII B 001acTy IIPOTEOMUKN B IIOCAeAHIE TOABI BCe
qaije IpUMEHSIOTCA B OmodapMakoaorny, KoTtopas MOoAyduala
04arozapsi TOMy HaAeXKHBII TeopeTudecknit ¢pyHgameHT. Cero-
AHs ©oaee 95 % Bcex MMEIOIINXCS Ha PBIHKE JeKapCTBEHHBIX
CPeACTB OKa3bIBaIOT CBOe JAeliCTBYe MMeHHO Ha Oeakn. CucreMHbIe
II0AXOABl IIPOTEOMMKM IIOMOTAIOT ropasao s¢{ppeKTuBHee MAeH-
TUPUITMPOBATL ¥ OLIEHMBATh HOBBIE IleJeBble OeAKy, a caelOBa-
TeAbHO, YCKOPUTH Pa3dpabOTKy HOBBIX AMArHOCTUYECKUX CUCTeM U
TepareBTUIECKIIX CPEeACTB U cAeAaTh X 004ee 3PpPeKTUBHBIMIU.

7.2. Ilosmopatowuecs u ynukarviovie nocaedosamervrocmu JHK

ITocaeaoBaTeabHOCTH, OAHOKpPATHO IIpeAcCTaBAeHHbIe B Te-
HOMe, Ha3blBalOTCsA YHMKaAbHBIMU. bo/ee 110A0BUHBI reHOMa 4e-
AOBeKa IIpeACTaBA€HO B Pa3HOI CTelleHM IIOBTOPSIOIIVMIICS
110CAe40BaTe AbHOCTAMU 1AM HoBTopaMy. OHI MOTYT OBITH DOee
1AV MeHee PaBHOMEPHO paclpejeleHbl 110 TeHOMY (AVCIIepCHbIe
IIOBTOPHBI) MAU OBITh IPUYPOUYEHHBIMU K OTJeABHBIM palioHaM
XpOMOCOM (KOHCOAUAVPOBaHHBIe OBTOPHI). K uncay nocaeanmx
OTHOCSIT TaK Ha3blBaeMble CaTeAAUTH — IOCAeA0BaTeAbHOCTH, KO-
TOpBle IPU LEHTPUQPYIMPOBAaHUM B TpajyieHTe IIAOTHOCTU CO-
CTaBASIIOT OTAeABbHBIN NUK (puc. 75). VIx HasBaau careaanTaMm
(cryTHMKaMM), IIOTOMY YTO COOTBETCTBYIOIIMII MM IIMK Ha TIpa-
(Juke comyTcTByeT OCHOBHOMY. Y 4eA0BeKa, KaK U y BCeX MAEKO-
nyTaionux, careaantHas AHK oboramena AT-mapamu u nMeer
MEHBIIYIO I14aBy4ylO IIAOTHOCTh IIO CpaBHEHMIO C TOTaAbHOM
AHK. B npuiieHTpoMepHBIX pailOHaX BCeX XpPOMOCOM yeloBeKa
npucyrctsyeT aabda-careaantHas AHK man aasdponanas AHK,
uMelomas AAMHYy HoBTopsomerncs eauanuiisl 171 n.H. OHa ABAs-
€TCs OCHOBHBIM CTPYKTYPHBIM KOMIIOHEHTOM II€HTPOMEpBl U
gopMupyeTr mnpuUIleHTpPOMEpPHHINT TeTepoxpoMaryH. Hexoroprre
pazanunsi MO HYKAEOTHAHON I10CAeA0BaTeAbHOCTM B pPa3HBIX

XpOMOCOMax IO3BOASIOT MCII0Ab30BaTh aabdonanyio AHK B ka-
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gecTBe XpoMocomoctenuduyeckoro 3oH4a A4 FISH (nampumep,
IIpy IMpeHaTaAbHOV AMArHOCTMKE Ha WHTep@asHBIX KJeTKax).
Berpedaercst MHAMBMAYaABHBIN ITOAUMOPQPU3M YMCAA TOBTOPOB
aapponanon AHK, nHe mmerommii (peHOTUIINIECKOTO IIPOsIBAE-
Hus. bera-cateaantnas AHK, nMmeromas 4a1Hy ITOBTOPSIOIEICS
eAVHMIBI 68 II.H., IIPUCYTCTBYeT B LIeHTPOMepHbIX paioHax HSA
1,9,13,14,15,21,22n Y.

OcHOBHOI MHK

CateymtHas JJHK

Onruyeckast JIOTHOCTh

| | 1 |
1,71 1,70 1,69 1,68

HTI&BY‘{&H IITIOTHOCTB
Puc. 75. Cateaantnas AHK

Careaaurt 1 (aanHa noBTOpSAIOLIENiCsa eAUHUITBI 25—48 I1.H.)
AOKaAM30BaH B TeTepOXPOMATMHOBLIX palloHaX OOABIIMHCTBA
xpomocoM, careaautsl 2 (5 m.H.) u 3 (5 I.H.) MOTYT OBITH BBISIBAE-
HBI IIPaKTUIECKN BO BCEX XPOMOCOMaX.

CareaauTsl IIpeACTaBAAIOT COOON TaHAEMHBIE ITOBTOPBI
(puc. 76) — nopTOpAIOLINIEC €AVHULIBI CAEAYIOT APYT 3a APYTOM U
OAVHAKOBO OpPMEHTUPOBAHBL. B MHBEpPTMpPOBaHHBIX IIOBTOpax
€AVHIIIBI OPVMEHTVPOBAHBI B IIPOTMBOIOAOXKHBIX HaIlpaBAEHIAX
(puc. 77)
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Puc. 76. TanaeMHBII ITIOBTOP

AgeT L T gL ¢ i O G R N

Puc. 77. VIaBe pTM pPOBaHHEII IIOBTOP

Kpome kaaccuyecknx careAaUTOB B TeHOMe YeAoBeKa IpU-
CYTCTBYIOT MMHU- 11 MUKPOCATeAANUTHL.

MuHNMCaTeAAUTH — TaHAEMHBIE ITOBTOPSIOIINECS I10CAe0-
BaTeAbHOCTN C eauHuilein 10-60 I1.H., MMelOLIell IIeHTpaAbHBIN
moTtuB ITTTTAITA*T. Ouu aokaauzoBansl 0oaee yem B 1500 cari-
Tax U OTAMYAIOTCS 3HAUMTEABHOI BaprmabeAbHOCTHIO M3-3a YacTo
IIPOMCXOASAIIIETO HEPAaBHOTO KPOCCUHIOBEPa, YTO, COOCTBEHHO, Xa-
pakTepHO AAs BCeX TaHAeMHBIX MHOBTOpoB. [Ipm 0Oa0T-
rubpuausarun no Caysepny ¢pparmentuposanton AHK ¢ munn-
CaTeAAUTHBIMU 30HAAMU BBIABASETCS MHAUBMAYAABHBIN PUCY-
HOK — TEHOMHBINI (PUHIEPIPUHT, KOTOPBII MOXKeT OBITh
UCIOAB30BaH A4S UASHTUPUKAIIUM AWNIHOCTU M YCTaHOBAEHMS
OTLIOBCTBa (puc. 78).

;

M
"

-

..n.- BN e

Puc. 78. ITpumep renomuoro ¢unrepnpunra ($poro Science Photo Library)
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MuxkpocaTeaAuThl — KOPOTKMe TaHAE€MHbIe TTIOBTOPLI C AAU-
HOJ HOBTOpsIoLeNicsa eArHUIb 1-6 1m.H. OTanyaioTcs 3Ha4yu-
TEABHBIM MOAUMOP(PUIMOM U OOABIIUM UYNUCAOM PaBHOMEPHO
paciipejeseHHBIX IO TeHOMY A0KycoB (okoao 100000). Dtu o6-
CTOSATeABCTBA CAeAaAll MUKPOCATeAAUTHl YHUBEPCaAbHBIMU Map-
KepaMIl AAsl TeHeTMYeCKOIO KapTUpOBaHNA, UAeHTUPUKaLIIU
AVIMHOCTH, yCcTaHOBAeHUs poacrBa. [IockoabKy MUKpocaTeAANTh
nMeIoT npueMaeMyio Aas INIP-amnangukanum 4AuHy U € ABYX
cTopoH (aaHKMposaHbl yHuKaapHOM AHK (rge MO>XHO pacrioao-
KUTh MHAUBVAyaAbHBIe IIpaliMephl), IIpoliedypa OIpejeaeHNs
aaaeieil TaKMX MOAMMOP(PHBIX MapKepOB AOCTAaTOYHO IIpOCTa U
nogAaetrcst aproMarmusanuu (puc. 79). Vicmoassys pasHsle (payo-
POXpOMBI, MOKHO OAHOBPEMEHHO B O4HOM HpOOMpKe aHaAU3U-
poBaTh HOAMMOP(PU3M Cpady HECKOABKMX MUKPOCATeAAUTHBIX
AOKyCOB. AHaaAu3 AAUMH aMIAMQUIVPOBAHHBIX (PparMeHTOB
OOBIYHO IPOBOAAT HPY IIOMOIIN KalMAASIPHOTO ®AeKTpodopesa
C Aa3epHBIM CKaHMPOBaHIEM, YTO I103BOAsET BBLIBUTDH pa3ANums
AO OAHOIO HYK/A€0TnAa.

MaTk E 5.3

e T
PebaHok

aTey, E E'

Puc. 79. PesyabraTnl aHaan3a AAUH aAleleit
OAHOTO MUKPOCaTe AAUTHOTO AOKYyCa B IIpeJeAax ceMbl
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K koHcOAMAMpPOBaHHBIM IIOBTOpPaM OTHOCAT Tak>XKe TIeHbI
pPHK, obpasyiomue Kaactepsl (IpyIbl IHOBTOPSIOIINXCS €AV-
HIII) B pallOHaX BTOPMYHO IePeTs KK KOPOTKOTO I11e4a XpOMO-
com rpynnst D (HSA 13-15) u rpyninet G (HSA 21 n 22).

B oramune or KOHCOAMAMPOBAHHBIX IIOBTOPOB AVICIIEpCHBIE
IIOBTOPHI PacIiOA0KeHbI II0OOAMHOYKE, B pPa3HBIX yJacTKaxX reHoMa.
Ogna 1 Ta >Xe IOBTOPSAIOIIAsACI eAMHMIIa MOXKeT HaXOAUTLCS B
TBICSIYaX PasAM4HBIX caiiToB. K AucriepcHBIM ITOBTOpaM OTHOCST
rensl TpaHcroptHolt PHK — TpaHCIIO30HEI 1 IIC€BAOTeHBI, He CO-
Aep>Kalllile MHTPOHOB KOIIMU IeHOB, KaK IIpaBIAO, BO3HMKIIINE
IyTeM OOpaTHON TPaHCKPUIIIIUIL.

V3 uncaa TpaHCIIO30HOB B reHOMe 4e/l0BeKa Hauboaee -
POKO IIpeAcTaBAeHbl AAMHHbBIe UHTepcrepcHble oBTOpHI (LINE) —
850000 xommii 1 21 % reHoma, KOPOTKIEe MHTepCIIepPCHBIE TIOBTO-
paI (SINE) — 1500000 xormit u 13 % reHoMa, peTpOTpPaHCIIO30HBI C
AanHHBIMI KOHIIeBbIMU oBTOpaMy (LTR) — 443000 xormit u 8 %
renoMa, 1 JAHK-tpancniozons — 300000 kormmit u 3 % reHoma.

K rpyninie LINE otHOCAT 110CA€40BaTeABHOCTI AAVHOM OKO-
A0 5 T.ILH, KOTOpble coJAep>KaT IIPOMOTOP, Yy3HaBaeMbIil
PHK-nnoanmepasoit II, ren oOpaTHOI TpaHCKpMUIITa3bl M MHOTAA
reusl PHKaser H. Ha 3’-xkoHIle HaxoauTCs cuTrHaA oAMaAeHUAN-
posanmsa (AATAAA) n noanA-xsoct. Y yea0BeKa IMeeTCsl TOAbKO
oaHo ceMericTBo rtosTopos LINE — L1.

Kopotkune nnrepcriepcusie niostops! (SINE) mpeacrapasior
coboit nocaegosareapHocT 40 500 m.H. 1 cogep>kaT oOpaTHbIe
TpanckpunTsl ¢pparmenros TPHK, pPHK n MaPHK. ¥V npumaros,
B TOM 4lCJe 1 Y 4ead0BeKa, 3HaunTeAbHas yacTb SINE mpeacras-
2eHa Alu-mosropamny, nmMmeromumun Aauny 280 ILH. U He codep-
>KaIlIIMI TeHOB.

Ha puc. 80 npusesena cxeMa KaaccupuKalyy YHUKAABHBIX
U HOBTOPSIOIINXCS II0CAe40BaTeAbHOCTEIA.
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AN IR THLHLLALEMHU] HINVALE)

HHOEOHEdL rHoeomHedzodrad WHOEODHEdL | | MHOEOIDHEdL
-HI ALT -ANIS -ANIT
HHAI0TE] | YHd yoHidomnedr 1913 | HHOEOMIHEd |

-/

rdo1gon aEHIdRLH]

YHI] FeHN0200H ] YHI reHIMLLaLE)

ndozgon ymHHRA0dHTII0IHOY

~

YHI maoHquaLegelau0n Kieumomdorao]]

Puc. 80. ITosTOpSIOIIIECS ITOCAEA0BATEABHOCTY T€HOMa YeA0BeKa
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7.3. Komnosuyuonnas zemepozeHHocmo

Heoanopognocts pacnpegesenusa mno redHomy I1I- un
AT-o0ora1reHHBIX paliOHOB, APYIMMM CAOBaMM, KOMIIO3UIIVIOH-
Has rereporeHHocTs JAHK — oaHa 13 Hanboaee BaskHBIX XapaKTe-
PUCTUK MOAEKYASPHOI OpraHM3aliiy TeHOMOB.

Boaee copoka aer Hasag bepHapayu u coTpyAHUKM IIpU HC-
cAeaoBaHMM TeHOMa MbIM Mus musculus OOHapy>XUAM, UTO
xomraekc AHK u cepebpa MoxkeT OBITh pasdgeseH ¢ IOMOIIBIO
PaBHOBECHOTO ILIeHTpUQYIUPOBaHMS B TIpadleHTe ILA0THOCTHU
Cs2S0s4 110 gacroTe cantos Ha Moaekyae AHK, cBsasasimx cepe0d-
pO. DTO OTKpBITHE II03BOAMAO C BBICOKOM TOYHOCTBIO Pa3AeAsTh
AHK Ha ¢paxmun. Jdaavsnerinee nsydenne stux ¢paxumin AHK
IPUBEAO K OTKPBITUIO YeTKOV KOMIIO3UIIMOHHOV TeTepOreHHOCTI
AHK. KomnosunmonHo romoreHHble cermeHThl /AHK, mpunaa-
AecKarye K HeDOABIIOMY YNCAY CeMENICTB, pa3ANJalomXcs 1o
IAaBydell MAOTHOCTM, OBLAM Has3BaHBI M3oxopamu. PpaxiyoHN-
posanne AHK 1o maasydeil IMAOTHOCTM HpU LIEeHTpUQPYTUpOBa-
Hun ¢pparmenTos AHK B rpaanente Cs:SOs (1am caxapo3sbr) ObLA0O
BLISIBA€HO y OOABIIIOIO 4YmcAa BUAOB >KMBOTHBIX. DTO OTpakaeT
rereporessocts JAHK mo HykaeotmgHomy coctasy: AT-Ooratbre
110CAeA0BaTeAbHOCTY 001a4al0T OOABIIIeN I11aBydell IIA0THOCTBIO,
geMm ['TI-0oraTteie. OTHOCUTEeABHBIE KOAMdYecTBa AHK B cemericTBax
130X0p (POPMUPYIOT TaK Ha3blBa€MbII KOMIIO3MILIVIOHHBIN M30-
XOPHBII TTaTTePH TeHOoMa (Takke OH Ha3bIBAeTCsA T€HOMHBIM (peHO-
TUIIOM), T. €. XapaKTepPHBII «PUCYHOK» U3 M30XOP, ABASIOIINIACS
crenpUYHBIM A5 KaXKAOTO OTpsIAa UAN ceMeNCTBa.

Y yeaoBeka ObLAM BBLIABAEHBI ABa «AETKMX» CeMeliCTBa M30-
xop: L1 (1,698 r/cm3) m L2 (1,700 r/cM3), M TpU «TAXKEABIX»:
H1 (1,704 r/cm3), H2 (1,708 r/cm3) u H3 (1,712 1/cm3). Y yeaoBeka
cemerictBa L1 n L2 cocraBastior cBoiie 62 % Bcero renoma; H1 —

22 %, H2 — 9 %, cemerntctBo H3 cocrasasier okoa0 3 % reHoma.
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Hamnboablllee 3HaueHNMe, C TOUKM 3peHMSI CTPYKTYPHO-
(pyHKIIMOHAABHON OpraHM3aluy TeHOMa, VIMeeT BOIIPOC O CBA3U
Pa3AMYHBIX CEMEIICTB M30XOP C KOAUPYIOIIMMHU I10CAeA0BaTeAb-
Hoctsimu AHK m ocobeHHOCTsIMI MX ®KcIipeccun. B miepsbix mc-
CAeJ0BaHMAIX DTOTO BOIIpOca OBLAO MOKa3aHO, YTO OOABIIINHCTBO
n3 40 B3ATBHIX B aHaAM3 IeHOB 4YeAOBeKa pacIlOAO>KEHbI B
I'Ll-GoraTeix cemericrBax. BmocaeacTsum aokaamsanus in silico
(myreM KoMIbpIOTepHOro aHaamsa) 0oaee 14000 reHoB yeaoBeka
IpUBeAa aBTOPOB K TOMY >Ke CaMOMY BBIBOAY, I103/JHee II0ATBep-
JKAEHHOMY Ha elrje OOABIINX BBIOOPKaX KOAUPYIOIIUX I1OCAeA0-
BateapbHOcTell. Ha puc. 81 mnpeacrasaeHa Amarpamma,
AeMOHCTpUpYyIOIlas paclpeeleHne IIA10THOCTY TeHOB B KaXKA0M

U3 CeMelICTB 30X0p y 4eA0B€eKa.

50

40

IInotsocts
TEHOE
(*Mco reHoE
ua 1000 Tomm)

[~}

20

) l
ol =

L H1 H2 H3

Puc. 81. T1aoTHOCTH '€HOB B PpasAmIHbIX ceMelCcTBax M30X0Pp y Yea0BeKa

BoisBaenue cBsa3u BpEMEHHBIX 11 ME>XTKaHEBbIX pa3/lI/IqI/Iﬁ
YPOBH:I BKCIIpecCnN I'eHOB C FL[-ypOBHeM, VHBIMNM CAOBaMM, pac-
npeaeaeHms1 TKaHeCl’IeLH/ICI)I/ILIeCKI/IX T€HOB I I'eHOB AOMallTHero xXo-
35IICTBA OTHOCUTEALHO 30X0p, sBAJETCI HE MeHee Ba’XHbIM

ACIIEKTOM XapaKTepUCTUKN Cl)yHKL[I/IOHaAbHOFO 3Ha4YeHMsI KOMIIO-
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3UIIMOHHOM TeTeporeHHocTu reHoMmHON JAHK. O6o0mas saHHBIE
II0 CTPYKType XpOMaTMHa U paclpejedeHUIO TeHOB U M30XOp,
Ax. bepnapaun B 1993 r. nucaa: «Ckopee Bcero, HauOOABIINIL
ypPOBeHb TPaHCKPUIIIIMI BCTpedaeTcs B cemelicTBe msoxop H3,
IIOCKOABKY TaM KOHIIEHTpalusl T'eHOB, IIpeXXJe BCero IeHOB JA0-
MaIIIHETO XO35JICTBa, sABAsSeTCs HanuOoAbllell». I'mmore3a o BbICO-
KOVl TPaHCKPUIIIIMIOHHOV aKTUBHOCTU TI'€HOB, AOKa/AM30BaHHBIX B
cemerictse H3, moarsep>kgaaach u mMccaeA0BaHUSAMU HYKA€OTUA-
HOTO KOHTeKcTa cTapToBbix AYI-koaoHoB. IIpuBaedyenne ao1oa-
HUTEABHOTO KpUTepPUsl — IPOLIEHTHOTO COAep>KaHMs IyaHHa 1A
LIMTO3MHA B TpeTbheM I10AoXKeHuu kKogoHa (I'TI3-yposensn) — mo-
MuMo MoaapHoro otHomenusa I'T] m AT (I'Ll-yposensn) u cratu-
CTHYecKuii aHaaus rnocaeaosareapnocreit AHK 13 renomubix 6a3
AAHHBIX Ye/0BeKa U IIIOPIeBOI AATYIIKM (Xenopus laevis) IO3BO-
AVIAY YCTAaHOBUTD, YTO TeHBI JOMaIIIHeTroO XO3s1ICTBa

1) mpenmyiecTBeHHO A0Kaan3oBaHbl B [TI-OoraTeix cemeri-
CTBax M30XOp;

2) He cOoCTaBASIOT OOAbIIMHCTBA TeHOB B ['TI-6oraThiX cemeri-
CTBax M30XOp;

3) sBasroTcst He MeHee [1l3-oborarieHHBIMY, YeM TKaHecIe-
1¢uyeckye reHsl.

IToBbInieHHOE cogepsKaHUe KOAMPYIOIINX IOCAel0BaTeAb-
HOCTell, O0Aee BBICOKIII yPOBeHb peKOMOMHaIM, 00AbIIOe YMCc-
20 I'TI-oborareHHBIX KOPOTKMX MHTepcrecHbIX TOBTOpoB (SINE) B
Ts>KeABIX M30X0pax, B TO BpeMs KakK B AeTKIX A0KaAM30BaHO 3Ha-
YITeABHO MEHBIIIe TeHOB, HIKe YPOBEHb peKOMOMHAIINM U HaXO-
AdATcsa  modTu  uckamouurteabHo ITl-obeaHenHble  AAMHHBIE
nnTepcriepcHsle 1osTopel (LINE), agaeT ocHoBaHme ropoputh 06
M30X0pax KaK CTPYKTYPHO-(PYHKIIMOHAABHBIX €AVHUIIAX OpIraHM-
3aly TeHoMa. I'paHUIIBI MeXAy TsAKeAbIMU U AeTKUMU U30XO-
pamMu Ha IpuMepe JeTaabHO MCCA€AOBAaHHOTO B OTHOIIEHUN

KOMIIO3MIIMOHHOTO COCTaBa Ha MOAEKYAJPHOM YPOBHE KaacTepa
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reHoB rucrocopmectumoct (MHC) ueaoBeka sBastioTcsl Ooaee
yeM KOMIIO3UIIMOHHBIMU CTPYKTypaMU — BpeMeHHble I'PaHUIIbI
pernaukanuy B dase S KAETOYHOIO HMKAA HPaKTNIeCKU TOYHO
COOTBETCTBYIOT (PM3UIECKIM I'PaHMIIaM A0KaAN3aLU U30XOp.

KomniosuimonHoe xkapTuposaHue — 9TO M3y4eHMe paclipe-
AeJeHusl MO AAVHE XPOMOCOM Pa3ANYHBIX CEMENICTB M30XOp.
Oco0pl1i1 MHTEpec npeacTaBAseT COOTHeCeHUe KOMITO3UIIMOHHBIX
U IUTOTeHeTUYeCKMX KapT XpPOMOCOM, BbIsIBA€HIUEe IIPUYPOUYEHHO-
cTu ppakumit 130xop K MopdoaornueckumM (LieHTpoMepa, Teao-
Mepa) n uuroxummdeckuM (G/R-6ao0kmu) mapkepam. Paszamgaror
«XpOMOCOMHOe» KOMIIO3UIIMIOHHOe KapTupoBaHUe (MeTO40M
rMOpuUAM3anuy in Situ pa3ANMIHBIX PpaKLIMil U30XOp Ha XPOMO-
comax B mpucyrcrsum KoHKypupytomein AHK, kotopas rnossoasi-
€T IOYTM  IIOAHOCTBIO  VCKAIOUNUTH  HecrenuQpuIecKkyio
IMOPUAN3aINIO IOBTOPOB) U «MOAEKYASIpHOE» — IIyTeM AOKaAu-
3anuy reHoB BO Ppakuysix msoxop merogoMm IILP manm 6a0T-
rnopuansanuy o CaysepHy.

Y Maexommramomux OBLAO ITOKa3aHO HEOAHOPOAHOE pac-
IpeJeAeHNe pas3HbIX ceMelcTB 130Xxop. CaMble «Ts>KeAble» M30-
xopsl H3 pacnioaoxenst B T-guckax (IpenmyIecTBeHHO
nputeaoMepHsle R-amcku, ¢ Hamboaee SPKO BbIpakeHHBIMU
CTPYKTYPHO-(QYHKIIVOHAABHBIMU XapaKTepPUCTUKAaMU DTOM TPYII-
IIbI), KOTOpble XapaKTepM3YIOTCsl HauOOAblllell KOHIIeHTpaliuenn
TeHOB, OCOOeHHO TeHOB JOMalIllHero X03sJicTBa 1 OHKoreHos. Ha-
04104aeTcsa oOIIasl TeHAEHINS INPUYPOUYEHHOCTM AeTKMX (¢pak-
L1 K G-anckam (oTHOCHTEABHO VMHEepTHbIE,
MO3AHOPENANIMPYIOLINeCcs, BbIABAsIeMble IIPU OKpallVBaHUN
KpacuteaeM ['MM3blI), Tae 3HAUMTEABHO HIVKe KOHIIEHTpaIlusl Te-
HOB, 4eM B R-amckax (oOpartnsle G-aMckaM, paHOPeNIAUIUPYIO-
Iyecs,  OTHOCUTEABHO  (PYHKIIMOHAABHO  aKTMUBHBIE), U
PacIoA0XKeHBI IIPEeNMYIIeCTBeHHO TKaHecIeQuyeckye TeHsl, a

TSDKEABIX M30X0p — K R-,ZI,I/ICKaM. TaK, Yy 4JeaoBeKa T-AI/ICKI/I npea-
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CTaB/AeHBl CaMBIM TsIKeAbIM cemelicTBoM m3oxop H3 m wactmuno
cemericteamu H2 u H1, R’-auckn (R-a1ckn 3a mckaouyeHreM 13
nx umcaa T-guckos) — cemerictsoM H1l ¢ MuHOpHBIM ydacTuem
cemericts H2 u H3 n cemeiictamu aerkux mszoxop L1 m L2, a
G-auckn — cemericteamu L1 n L2 ¢ MuHOpHBIM KOMIIoHeHTOM H1.
Y A0MOBOI1 MBIIIM Ma>KOPHBIM KOMIIOHEHTOM T-AMCKOB ABASIOT-
cs1 m3oxopsl ceMericta H2, R’-aucku mpeacraBaeHbl IIpeuMyliie-
CTBeHHO msoxopamu cemerictsa H1 ¢ HesHaunTeABHBIM y4acTueM
L1 u L2, a G-a4UCKIM — IOYTU MCKAIOUUTEABHO CeMelCTBaMI Aer-
kux nzoxop L1 u L2. B unrepdasHrix sigpax ObL10 ITOKa3aHO IO-
ASpHOe OTHOCUTEABHO JApPYI Apyra pacloloKeHue Haboaee
AeTKNX U Hanboee TsKeAbIX PpaKLNil U30X0p, YTO, 10 BCell BU-
AVIMOCTH, OTpakaeT 6A1n3ocTs Haboaee I'TI-OoraThIx TeAOMepPHBIX
parioHos uHTepdaszHbIX XxpoMocoM. Ha puc. 82 nokasaHo pacrpe-
Ae/eHIie U30X0p IO AAVMHE XPOMOCOM JeaoBeKa. ToHKoe pusnye-
CKOe KapTHpOBaHIE M30XOp Ha IIpoMeTadasHBIX XPOMOCOMax
Jye/0BeKa I103BOAMAO IOCTPOUTL KOMIIO3MIIMOHHBIE KapThl BBICO-
KOTO paspellleHls], COBMellleHHble C KapTaMy KOHTUIOB IIPOT:I-
JKEeHHBIX TeHOMHBIX KAOHOB. Takue KapThol IIpeAcTaBAeHbl B CeTU
Vurepner (http://bioinfo2.ugr.es/isochores), uto aaer BO3MOX-
HOCTH OBICTPO IIOAYYUTH KOMIIO3UIIMIOHHYIO XapaKTepUCTUKY AIO-
0oro m3yyaeMoro paiioHa uAM (pAAHKUPYIOIeir 061acTi A10001

I10CA€40BaTeAbHOCTN reHOMa 4eA0BeKa.
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Puc. 82. Pactipeaeaenue u3oxop I10 AAMHE XPOMOCOM Ye0BeKa:
A.HSA1-10; B. HSA11-HSAY"

* Cm: Genome Researches. 2006. V. 16. P: 536-541.
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7.4. Opmoaozus u naparozus

IToaaralot, 4TO B XO4e paHHel HBOAIOIUN YacTO IIPOUCXO-
AVIAU AYTIAVIKALIVY TEHOB, YTO IIPUBEAO K OBICTPOI AUBEpTIeHIINN
U crernuaanzanuy pepMeHTaTUBHBIX peakIuii, oIpeAeAVBIINX
pasHOOOpasue XM3HeHHBIX GOPM Ha 3eMae. YBeAndeHUe pasMe-
OB I'eHOMOB, BO3HIKHOBEHII€ HOBBIX (pepMEHTATUBHBIX PeaKIjuii,
¢popmuposaHme IUTOCKeAeTa, IOsIBAEHIE KOMILAEKCHBIX ITyTel
MeTabO0AM3Ma CUMTAIOT IPSIMBIMI CA€ACTBUSIMU T'€HHOM AYIIAN-
KaIumn.

IToHATHE «TOMOAOIVIS» HPUMEHSIOT 110 OTHOIIIEHNIO K ABYM
CTPYKTYpaM MAM I0CA€AOBaTE€ABHOCTSIM (HYKA€OTUAHBIM WUAU
aMIHOKJCAOTHBIM), KOTOpBle Pa3BUANCH U3 OAHOM IIPeAKOBOI
CTPYKTYPBl MAU IIOCA€A0BaTeABHOCTH. YTOOBI Kaaccupuuupo-
BaThb pa3AMYHBIE TUIIBI TOMOAOTUM IPUHITO UCIIOAB30BaTh Tep-
MUHBI ~ «OPTOAOTUs» U  «Iapadorusi». OpToaormyecKuMn
Ha3BIBAIOTCSI CTPYKTYPHI MAM IIOCAeA0BaTeAbHOCTU ABYX pa3And-
HBIX OPraHM3MOB, KOTOpble IPOM3OIIAU M3 OAHON IIPeAKOBON
CTPYKTYPBl MAU TIOCA€A0BAaTeABHOCTH, COBCEM He 00s3aTeAbHO
coxpansisl QYHKIMM MX IIpearecTseHHUKa. [lockoabKy mpocae-
AUTD DBOAIOIIUIO CTPYKTYp MAM IIOCAeJ0BaTeABHOCTEN Ha IIpak-
TUKe He Bcerja IIpeACTaBAsSETCSI  BO3MOXKHBIM, OOBIYHO
®BOAIOLIVIOHHBIN KOHCEPBAaTU3M CTPYKTYp MAU I1OCAeJ0BaTeABHO-
CTel CAY>KUT OCHOBaHMEM AAsI TOTO, YTOOBI CUUTATh UX OPTOAOTN-
geckuMn. [Ipumep oproaormm — (-lienm raoOMHa 4YeAoBeKa MU
Aomosoit Mmpimn. IToHsATHe «I1apaaorms» OTHOCUTCSA K CTPYKTY-
paM 1AM OCAeA0BaTeABHOCTSIM, BO3HUKIIIMM B pe3yabTaTe AyII-
Ankauyy. OOBIMHO 9TO MOHATHE IPUMEHAIOT K TOMOAOTUMYHBIM
CTPYKTYypaM MAU IIOCA€AOBaTEABHOCTSM B IIpejelax OAHOIO Te-
HoMa. Hampumep, P-11enp rao0mHa yeaoBeKa SIBASETCS Iapaslo-
TOM Q-Lleny IA00MHa M MMOTA0OMHA 4eA0BeKa, IMOCKOAbKY OHU
BCe MPOM3OIIAU B pe3yaAbTaTe I0CAeAOBaTEABHBIX AYIIAVKALIVIA
AAasl cepuil MapaAOTMYHBIX PaliOHOB, KOTOPBIE MOTYT CUMTAaThCSA
IPOVCIIEAITINUMI OT OAHOTO IIPeJKOBOTO pailOHa, MpeAA0’KeH
TepMUH «IlapaaoroH». KomapaaoramMy Ha3bIBalOTCSI Te€HBI, IpU-
Haj/Aeallye K OAHOMY IIapaAOTOHY, He3aBUCUMO OT TOTO, SBAs-
IOTCSI A1 OHU MeXAy co0Ooll mHmapaaoramm mam HeT. OOmmit
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IIpeJOK PaliOHOB, BXOASIINX B OAVH IIapaJOTOH, Ha3bIBAeTCs
«IIPOTOIIapaAOTOH».

/JBa payHa KpyITHOMAacCIITaOHBIX AyTIAUKALIVII IPOV30IIAN
B XOJ€e paHHel ®BOAIOLNI [TO3BOHOYHBIX JKMBOTHBIX COIAacHO TaK
HaspIBaeMoOl rumotese 2R (4pyroe HaspaHMe — MOAEAb «OAVH-K-
geTbIpeM»). CaeaoBaTeAbHO, Ka’KABII TeH AOAXKeH OBITh Ipea-
CTaBA€H YeTHIPbMs TOMOAOIMYHBIMI I10CA€A0BAaTeABHOCTSIMU B
KaXA0M reHoMe. IIporiecchl AmBepreHIIUM U CIelMaAM3aIIUN
MOTAU CYII[eCTBEHHO U3MEHUTD CTPYKTYpHBIe U (PYHKIIMOHAAbHbIE
XapaKTepPUCTUKN TOMOAOTOB, a AYIIAVKALINN U AeAeLII — UX 9IC-
20. Haamume 0Ooapmioro umcaa mnapaloTMIHBIX HYKAEOTVAHBIX
110CAeJ0BaTeAbHOCTeN, IIpeACTaBAeHHBIX ABYMs MAU TpeMsl TeHa-
MM, CBUAETEeABbCTBYeT O BO3MOXKHOI MacCOBOIl IOTepe IeHOB I10-
cle  ABYX payHAOB  AyHAMKaIUM B COOTBETCTBUMU  C
BBIIIIEN310KEHHON TUIIOTe30i1. /loKaam3arusl B IapaloroHax U
CXOACTBO II0CA€A0BaTEABHOCTEN ABYX UAU HECKOABKMX MOAEKyA
AHK MoOXeT cAy>XUTb OCHOBaHMEM AAsl TOMCKa MX OOIIero
IpeAlllecTBeHHIKa, KaK 9TO IIOKa3aHO Ha IIpuMepe I'eHOB ceMelicTBa
WNT (romoaoros wingless-type reHoB Ap030(111bI) YeA0BeKa.

Bompoc o Tom, Hackoapko Ppusndeckas Kaacrepusanus (A0-
KaAusaums B OAHOM XPOMOCOMHOM palioHe) OTpakaeT (PyHK-
LIMOHAABHYIO KAacTepu3aIiuio HYKA€O0TUAHBIX
1ocaeAo0BaTeAbHOCTEN U, CAej0BaTe€AbHO, BO3MOXKHa AU KODBO-
A101us1 PYHKIIVOHAABHO-CIIEVIaAN3UPOBAHHBIX PallOHOB XPOMO-
cOM, OOCy>KJaeTcsl B TedeHle I0CAeAHUX AeCATH AeT. AKTUBAIIV
OTAEABHBIX PallOHOB XpOMOCOM B OIIpeJeeHHBIX KAETOYHBIX AM-
HIUSIX MOXKET OBITh OOBbsSCHEHUEM HPUPOABI HapalOTUUHBIX paii-
oHOB. Hampumep, reHbI alieTMAXOAMHICTEPa3hl U TUPOTA00yAUHA
MMeIOT TOMO/AOINIO HyKA€OTUAHBIX I10CAeJ0BaTeAbHOCTeN U pac-
II0AOXeHBI BOAM3M OT reHoB Helipomnentuza Y (HSA 7) u man-
KpeaTndeckoro noaunentuga Y (HSA 17) coorsercrsenno. Takum
00pas3oM, gBa reHa 13 I1apaAOIMYHOIO palloHa XPOMOCOMBI 7 DKC-
IIPeccUpPyIOTCs B KAeTKax HepBHOJ CICTeMBl, a 4Ba TeHa COOTBeT-
CTBYIOILIIETO palioHa XpOMOCOMBI 17 — B KaAeTKax MMMYHHOI
cucreMsl. AHaAu3 paclipejeleHNs] TeHOB, KOAVMPYIOIINX Oeaxu,
BOB/A€YeHHBle B pasAnyHble (PYHKIIMOHAAbHBIE KOMIIAEKCHI, IIO
AAVIHE XpOMOCOM 4Ye/A0BeKa I103BOAMA YCTaHOBUTH COOTBETCTBIIE
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HEKOTOPBIX I1apalOrOHOB OJAO0KaM Te€HOB, BOBAE€YEHHBIX B OAUH
Kackag peaknuii. Takum o6pa3oM, mapaaorms MOXKeT OBITh CBs-
3aHa C cl)yHKLU/IOHaAbHOIZ crienaamn3aniuii OTA€AbHBIX PaliOHOB
xpomocoM. C gpyroil CTOpPOHBL, MOTYT HPUCYTCTBOBATh MeXaHM3-
MBI, oOecrieunBaiomue Aud@epeHaibHyIO0 DKCIIpeccuio Iapa-
AOTOHOB B Pa3AMYHBIX  KAETOYHBIX  AMHMAX.  /aHHbIe
CpaBHUTEABHOTO U3YYeHIs apaloTNIeCcKNX PalloHOB XPOMOCOM
ge/0BeKa U APO30(PUABI TOCAYKMAU OCHOBAaHUEM AASl TUIIOTE3BI
KO®BOAIOLNY (PYHKIIMOHAABHBIX KAaCTEPOB.

I'eHBI HECKOABKUX CEMETICTB (ILAa3MIHOTEeHHBIE aKTUBATOPBI,
aHKVPUHBI, perjelITOPEl pOCTOBLIX (PaKTOpoB PuOP0OAACTOB, aa-
peHeprnyeckue  pelenTopsl, BE3VIKYASPHBIE MOHOaMUH-
TPaHCIIOPTEPH], AUIOIPOTENH AUIIA3bI), NpeACTaBAe€HHLIe B ue-
TBIpEX palioHax XxpoMocoM deaoseka — HSA 4p16, HSA 5q33-q35,
HSA 8p12-p21, HSA 10q24-q26 — oxaszaauch NpeAcTaBA€HbI B Te-
HOMaXx ITO3BOHOYHBIX, BKAIOYasl KOCTUCTHIX PBIO, B BliAe KOHCepBa-
TUBHBIX IIapaAOTOHOB. B TO e BpeMsI y UT10KOKIX, HAaCEKOMBIX I
HeMaTo/ yKa3aHHBIe CeMeliCTBa IpeACTaBAeHbl OAHNM reHoM. VIH-
TepPeCcHO, UTO y 111040B0¥ MyIIky Drosophila melanogaster u HeMa-
TOoABl (Kpyraoro uepss) Caenorhabditis elegans ToMOAOIUM T€HOB
9TUX ceMelCTB crernaeHsl. [Iperosaraior, 4To MpoToNapaloroH
CYIIIeCTBYeT CO BpeMeHM ITPOMCXOXKAEHMSI MHOTOKAETOUHBIX KI-
BoTHBIX. Ha mmpumMepe romeosnchsix reHos cemerictsa HOX u un-
CYAMHOIIOAOOHBIX ~0eAKOB  IIOKa3aHO, UTO CKOpee  BCero
TeTpar10MAM3anys MMela MecTo Ha pyoexxe 11e)a10XopA0OBbIe —
YyeperrHEIe.

B Hacrosmee Bpemsa m3BecTHO 15 mapaloroHOB yeaoBeKa
(cepuii mapaaorMIecKnx paioHOB, MMEIOIINX IIPOMCXOXKAEeHNE OT
OAHOIO IIpeAKOBOTO parioHa) (puc. 83), KOTopsle BKAIOUalOT 0oaee
1700 reHOB, 4TO cOCTaBAsIeT OKOAO D5 % OT OOIlero 4yyucaa IeHOB
Je/0BeKa. bOABIIMHCTBO I€HOB, BXOAAIINIX B IapaAOrOHEL, IIpea-
CTaBAAIOT OOIIMpPHBIE ceMelICTBa, TaKle KaK MMMYHOTA00yAMHEL,
04bpaKTOpHbIE peleNTOpPhl, AaHTUIEHBl TIUCTOCOBMECTUMOCTH
UT. A
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Puc. 83. Obo0meHHas KapTa I1apaA0rOHOB YeoBeKa.
Ob6pamiaer Ha ce0s1 BHMMaHMe TOT (PAKT, 4TO PailOHBI XPOMOCOM paCIIOA0KeHbI
I10 YeThIpe — B COOTBETCTBUM ¢ 2R-ruroresoit”

* Cm.: FEBS Letters, 2001, V. 491, P.: 237-242.
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Ha ocHoBaHnum napasornm KapTupoOBaHMEe I'eHOMa MOXKeT
IIPOBOAUTHCA OBICTpee — 3Has A0KaAM3aluio OAHOTO IIpeACTaBU-
TeAs ceMeliCTBa TeHOB U I1apaloIrMi0 HTOTO XPOMOCOMHOIO paii-
OHa ApPYIMM palioHaM, MOXHO IIpejcKa3aTh Tpu Hauboaee
BEepOATHBIX caliTa A0KaAU3aluy APYTOTO IpeACTaBUTeAsl TOIO Ke
TeHHOIO ceMelicTBa. 3Has A0KaAU3alMIO ABYyX MAM TPeX IeHOB ce-
MeJiCTBa, MOKHO IpejcKa3aTb COOTBETCTBEHHO JBa MAM OAVH
BO3MO>KHBIV PalioH A0KaAMU3allu.

Hapsiay ¢ TpaguimoHHBIMY MOP(POAOTMIECKUMI TOAX0AA-
MM K U3Y4eHIIO DBOAIOIIMIOHHBIX OTHOIIIEHUII ¥ MeXaHIU3MOB AaH-
Hble CpPaBHUTEABHOIO KapTUPOBaHUA XPOMOCOM IIO3BOAAIOT
AeAaTb BBIBOABI O IIYTsAX 9BOAIOLMU. B 9TOM cayyae ygyacTku xpo-
MOCOM pPa3HBIX OPTaHM3MOB MOXXHO paccMaTpuBaTh Kak MOp¢o-
AOIVYeCcKNe CTPYKTYPBl, KOTOpble MOIYT HPOSBAATh OTHOIIEHI
TOMOAOTVI ¥ aHAaJAOIUM MeXAy coOoil. BeIcTpeIil mporpecc re-
HOMHOTO KapTMpOBaHN:, IIPeMMYIIeCTBeHHO Ha pa3ANYHBIX BU-
Aax MAEKOMNMUTAIOMINX, ITI03B0ANA HIPUMEHNUTD YKa3aHHBIN IOAXO0,
U BBIABUTH HEOXKIAAHHO BBICOKUII YPOBEHb 9BOAIOIIVIOHHOTO KOH-
cepBaTM3Ma XPOMOCOMHBIX paiioHOB. Cpeay >KMBOTHBIX Hanbo.aee
110APOOHO (PeHOMEHHI OPTOAOTUH V3ydeHBl B TeHOMAaX Ye0BeKa 1
AoMOBOVI MbIN. Borasaeno 202 paiioHa OpTOAOTHM, KOTOPBIE
BKAIO9aIOT 0Ooaee 1800 xoampyrommx 1ocAeA0BaTeAbHOCTeIN .
Hamnboaee ageraapHas mHpopMaIus 006 ®BOAIOIMOHHOM KOHCEp-
BaTl/3Me XPOMOCOMHBIX PalilOHOB MOJKeT OBITh II0AydeHa IIpU
CpaBHEHMI IIOAHOCTBIO CeKBEHMPOBAHHBIX T€HOMOB MAM XPOMO-
COM pa3ANYHBIX BUAOB. B ®TOM caydae cTaHOBUTCS BO3MO>KHBIM
BBISIBAEHIEe TOYeK paspblBa OPTOAOIUM XPOMOCOMHBIX PaiiOHOB C
TOYHOCTBIO A0 HyKAeoTuaa. CpaBHeHMe IIOAHOV HYKA€OTHUAHOM
110CcAeA0BaTeAbHOCTI XPOMOCOMBI 16 4OMOBOI MBIIIN (XPOMOCO-
MbI MBI Mus musculus obosznagaior MMU, nanpumep, MMU

16) 1 reHOMa yeaOBeKa MO3BOANUAO OXapaKTepU3oBaTh Ha MoOJe-

" URL: http://www.ncbi.nlm.nih.gov/Omim/Homology
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KyASIpHOM YypPOBHe 9BOAIOIMOHHBIN KoHcepBatusM MMU 16 n
HSA 3, HSA 8, HSA 12, HSA 16, HSA 21, HSA 22. Xpomocoma
16 ObLaa BeIOpaHa 4451 CpaBHEHMS, ITIOCKOABKY ObL10 M3BECTHO, UTO
€CTh HPOTSKEHHBIN y4acTOK ee TOMOAOIMM (OKOAO 25 MAH map
OCHOBaHNII) C XOPOIIIO OXapaKTepu30BaHHON Xpomocomoit 21 ge-
AoBeKa. B orHomennn koaupyomux rnocaegosareabHocren AHK
¢ HemnssectHOU yHKIMel (ESTs) mpuuAT Kputepmit opToA0rnd-
HOocTU — Ooaee 80 % ToMoOAOIMM HYKAEOTMAHON I1OCAeA0BaTeAb-
HOCTM Ha npotrskeHum Ooaee 100 map ocHoBanmii. B sannoit
paboTe noKasaH 9BOAIOLIVIOHHBIN KOHCEpBaTU3M AoKaan3anum 11
822 KOAMPYIOIIMX I10CAeAOBAaTeALHOCTEN CO CpeAHNM 3HayeHVeM
MAEHTUYHOCTY HYKAEOTUAHON ImocaedoBaTeaAbHOCTH 88,1 % 1
cpeaHell AAMHOM OPTOAOTMYHBIX reHOB 198 map ocHoBanwmit. B
cpeAHeM Ha KaKAble 8 ThIC. ITap HyKA€OTUAOB HPUXOAUACI OAVH
KOHCepBaTMUBHBIN MapKep.

DBOAIOIMIOHHBIV KOHCEPBaTU3M COCTaBa KOAMPYIOIIMX IIO-
C/1e40BaTeAbHOCTEN B OPTOAOTUYHBIX PallOHaX MOKeT OBITh BBISB-
AeH ITOpu TOMOIIM CTaHAAPTHBIX MeTOAOB  (PU3NIECKOTO
KaptuposaHmsa. CpaBHeHHE MeXXJy COOOJ KpPYIHOMACIITaOHBIX
1ocAeA0BaTeAbHOCTENl pa3AMYHBIX T€HOMOB II03BOAsIeT yCTaHO-
BUTH HaAMulle KOHCepBaTM3Ma MopslKa pacloA0XKeH!s TeHOB 110
OTHOIIIEHMIO APYT K APYIY Ha y4dacTKaX, TPyAHOpa3pelIMBbIX AAs
OOBIYHBIX METOJ0B. B caydyae xorga Tpu mocaeioBaTe€ABHOCTU B
rpeJesax KOPOTKOIO MHTepBaJda Ha XpOMOCOMe PacIlOA0KeHbI B
TOM >Ke MOpsiAKe, YTO ¥ TOMOAOTMYHBIE M I10CAeA0BaTeAbHOCTI
Ha XpOMOCOMe APYIOIo BUAa, HTO MX OTHOIIEHNe OIlpeAeAseTcs
KaK «KOHCepBaTU3M CUHTeHnM». OKa3aa0ch, 4TO 010K KOHCEpBa-
TUBHOI CMHTEHMI 4eAO0BeKa ¥ JAOMOBOI MBIIIN MOIYT BKAIOYAaTh
OT HeCKOABKMX A0 HECKOABKIX COT T€HOB, IIpMYeM OTMedaeTcs B
cpeaHeM OoAbIINII PU3MIECKNIT pa3Mep CUHTEHHBIX 0A0KOB ye-
aoseka. CymMapHas AaMHa CUHTeHHBIX 040koB Ha MMU 16—
92 MAH Hap OCHOBaHMUIL, a B OPTOAOTMYHBIX €1 palloHaX XPOMO-

coM yeaoBeka — 108 MAH rmap OCHOBaHMUIA.

161



IToMnmo, 6e3ycA0BHO, OOABIIOTO 3HAYEHUSI A4S TeOpeTude-
cKoll Omoaornu ¢peHOMEeH OPTOAOIMMU OKa3aACs OYeHb I10Ae3eH
AAsl KapTUPOBaHIsA I'€HOMOB, ITOCKOABKY, OCHOBBIBasCh Ha KOH-
cepBaTM3Me M3ydaeMbIX pPallOHOB, MOXKHO ®KCTPaloAMpOBaTh
AaHHBIE TIO KapTMPOBAHMIO TeHOMa 00Jee M3YIeHHOIO B HTOM OT-
HOLIIeHU! BlAa Ha MeHee m3ydeHHbIN. IlockoabKy B Hacrosiiee
BpeMs HamuOoAee M3YYeHHBIM BUAOM SIBASETCS 4eAOBeK, BbliABJe-
HlJle OPTOAOIUM HYKAEOTUAHBIX I1OCAeA0BaTeAbHOCTENl U XPOMO-
COMHBIX pPaliOHOB AI00OT0 BUJAa ITO3BOHOYHBIX >KMBOTHBIX U

yeZ0BeKa 1MeeT 0coDoe 3HaYeHNe.

7.5. I'enomnvie 6a3vt daHHbIX

I'enHoMHbIe 0a3bl AaHHBIX IIPEACTaBASAIOT COOOV DAEKTPOH-
Hble OMOAMOTEKN U CAYKaT AAs 000OIIeHNs 1 XpaHeHUs1 MHPOP-
Manuy O TreHaX, IeHOMaX, TeHOTHuIIaX, (PeHOTHIIaX M AI0OBIX
AAHHBIX, UMEIOIIVX OTHOIIIeHe K HacAeACTBeHHOCTH. Kak mpasu-
210, AoCTyn K HUM HeorpanmdeH. C A1000ro KOMIIBIOTepa, MOA-
KAIOYEHHOTO K ceTu JVIHTepHET, MOXHO IPOBOAUTH IIOUCK
nHpopMaIuM Kak UCX0As U3 Ha3BaHUS IeHa MAV MyTaluy, TakK U
ncxoAs 13 (PEeHOTUIINMYECKOTo IpU3HaKa (HalpuMmep, HacAeACT-
BEHHOTO 3a00/€BaHI).

Hanboaee noanas u ynopsigoueHHas mMHQpopMans 1o re-
HOMYy  YeJAOBeKa  XpaHmTca Ha  nopraae  NCBI -
www.ncbi.nlm.nih.gov, xoTopsIit M0AAep>KMBaeTCs COTPYAHMKA-
My Hanmonaasasix nHctutyTos 340posbsa CIIA (National Insti-
tutes of Health).

ITouck mo ¢gpeHoTUIIaM OOBIMHO HAUMHAIOT ¢ Oa3bl AAHHBIX
OMIM (www.ncbi.nlm.nih.gov/omim), nurepdeiic kotopoit 1o-
KazaH Ha puc. 84. HaspaHne peHOTUIINMIECKOTO MpU3HaKa I103BO-
As€eT MOAYYUTDh CBeAEHMs O Pa3AUIHBIX TeHaX, CBSI3aHHBIX C €To
IIpOsIBA€HMEM, VX AOKaAM3aluy Ha XPOMOCOMaX, M3BECTHBIX MY-
tauyax. CIipaBa HAXOAMUTCSI TUIIEPCCBIAKA Ha CBSI3aHHBIE PeCcypChl
— MOJKHO TIOAYYNTHh HYKAEOTUAHYIO U aMMHOKICAOTHYIO IIOCAe-
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AOBAaTE€AbHOCTY, Y3HATDh B KaKIX TKaHJIX M Ha KaKUX CTaAMsIX IIPO-
MICXOAUT DKCIIpeccus, eCTb AN a/leepHaTMBHbIIZ CITLAQVICUHI, cy-
IeCTBYIOT AN KOMMeEpUecKlne CcpeacTBa AMarHOCTUKIU. Taxke
MO>KHO Yy3HaTb Ha3BaHILI 1 ajpeca AaGOpaTOpI/Iﬁ, Tae IIpOBOASIT
MOAEKYyAsIpHbI€ TECTBI 4451 AaHHOI'O (l)eHOTI/Il'Ia.
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MITISH - OMIM A omymentl - M,

Puc. 84. Viatepdeiic 6a3sr ganHpx OMIM

basa gannbix PubMed (puc. 85) cogep>xuT Ha3BaHIs, CBeje-
HIsT 00 aBTOpax U pe3ioMe Hanbo.lee 3HAYMMBIX HayIHBIX ITyOAM-
Kamuit 1o Omoaormm u MeamnmyHe. Ilomck mposogurcs 1o
KAIOYEBBIM CA0BaM, (paMMAMAM aBTOPOB M BBIXOAHBIM JaHHBIM

yOAVKaLIVN.

163



autism - PubMed result - Opera
Seln Nposcy B acwagod  BWDeeTW  WeCTpyMents  Chpasc
o e e D= (BT b noisnim i goyipubmed a-n -

= NCBl Resources & How To @ My NCEI Sign In

y Search: PubMed 4] [1RSS Savesearch Limits Advanced search Help
PublQed ¢

Jautism m Clear

Display Settings: (%) Summary, 20 per page, Sorted by Recently Added Send to: [+ Filter your results:

Al (18489)
Results: 1to 20 of 16489 Pagel Hets Las
s Reviaw (2427)

O Greater Digruption to Control of Voluntary Saccades in Autistic Disorder Free Full Text (2530)
t  than Asperger's Disorder. Evidence for Greater Cerebellar Involvement in

Autism ? g s

Stanley-Cary C, Rinehart N, Tonge B, White {2, Fielding J.

lum, 2010 Mev 12. [Epub ahead of prirt] Also try: a

1072692 [ PubMed - @s supplied by publisher]

therapy autism

vazeing autiam

[0 Closer lock at autism and the measles-mumps-rubella vaccine. autism review

?  Hensley E, Briars L. children autism
J A Pharm Assoe (2003). 2010 Mov-Dee:50(8):736-41. i e
PMID: 21071320 [PubMed - in process]

[0 Prevalence of pervasive developmental disorders among children at the Ttles with your sarch tarms

3 english montreal school board Vaccines and autism: a tale Dng:mr:Elenypg?e??:‘
Lazoff T, Zhong L, Pipemi T, Fombonne E, e e | n. S !
Can J Psychistry, 2010 Nov;55(11):715-20, e s S
PRID: 21073698 [ PubMed - in process) - . . "

2 foeywerl - M.

Puc. 85. Vatepdeiic 6a3sr ganHbx PubMed

Ecan Tpebyetcst coOpaTh Bce cBegeHMs 00 MMeIOIIecs HyK-
A€OTUAHON I0CAe]0BaTeABHOCTH, MOKHO BOCIIOAB30BaThCS CHUC-
teMmoir noucka BLAST (puc. 86). Ilapamerprl momcka MO>KHO
BapbUpOBaTh, MCXOAA M3 lledell mccaeiosaHms. Bce mocaeaosa-
TeABHOCTH, MMeIOI/ie TOMOAOIUIO C M3yJaeMol, IPUHINIINAAD-
HO MOTYT OBITh OOHapy>keHBl TakuM oOpasoM. I'mmepcchlaku B
IIpaBOM BepXHeM YIAy HO3BOAAT HOAYIUTHh MHPOPMAIUIO O XpO-
MOCOMHOIl ~A0KaAM3alluy, DKCIIPecCui, IIpOIlecCHHIe TIeHOB,
MMeIONIX TOMOAOIUIO C ICXOAHO I10CAeA0BaTeAbHOCTBIO.
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BLAST Human Sequences. - Opera
Seln Nposcy By 3acaagod  BWDeeTW  PecTpyMents,  Chpasc
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Raferences

Retriowe results
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Sek subsequence:

From: To:
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gemome {al assemipbes) ~ 11426 seque

Program;

megaBLAST: Compare highly related nucisotide sequences -
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Expect Filter Descriptions  Aignments

D01 M [defaue ~ (100 % 100

2 fioeywel - M.

Puc. 86. Viatepdeiic momckosoii cucremsr BLAST

KapTer XpoMOCOM ¢ BO3MOXKHOCTBIO IIOVICKA IO Ha3BaHUIO
MAU CUMBOAY MapKepa, a TakKe IO OTA€AbHBIM XPOMOCOMHBIM
paiioHaM, HAXOASITCS B pasaeae MapViewer
(www.ncbi.nlm.nih.gov/mapview) (puc. 87).
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Map Viewer - Opera
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3 ,_ PLCXDI - HGNC svprdlev mmhm sts
i LOC360015 » HGNCsv  dlevinm st
- TSPY4 - HGNC svprdlev mmhm sts

iz RBMY3AP + HGNCsv  dlevmm
LOCA42796 + HGNCsv  dlevmm  sts
RNI1852P * HGNCsv dlevmm  sts

i C20r27AP] + HGNCsv  dlevmm
|- XGPY * HGNCsv  dievmm st
Wi, {- OFDIP2 * HGNCsv  dlevmm  sts
'I'- ACTGIPIL + HGNCsv  dievimim st
|-BCORL2 » HGNC svprdlevmm  sts

INFSS6P ¢ § dlevimm

ZNF884P  + HGNCsv  dlevimm

. !

Puc. 87. VIatepdeiic cucremsr MapViewer

Konmpoavnuie 6onpocot u 3adanus

1. MukpocaTeAAUTBI OTHOCATCS K TPYIIIe:

A) AVCTIepCHBIX IIOBTOPOB;

b) xoHCcOAMAMPOBaHHBIX TIOBTOPOB;

B) TpancniosoHos.

2. Ha puc. 88 npeacrasaeHbl gaHHBIE TEHOMHOTO (PUHTEp-
npunTtunra. OnpegeanTe poACTBeHHBIX MHAVBUAYYMOB.
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Puc. 88. AanHble reHOMHOTo GUHIEPIPUHTHHTA (445 33424 2 K I'A. 7)

3. ®opMmaabHbIIl OTel] peOeHKa COMHeBaeTcsl B cBoeM 0110410-
rmgeckoM oTroscTse. CrpaBeAAnBhI AU €T0 OITaceH!s 110 AaHHBIM
MUKpPOCaTeAAUTHOIO aHaAl3a, IIpyBeAeHHbIM Ha puc. 897
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Puc. 89. lanHple MUKpOCaTe AAUTHOIO aHaau3a (444 3ajaun 3 K 1. 7)

L

FPefieHok

QTel,

4. TTouck 110 HyKA€OTUAHBIM I10CA€40BaTEABHOCTSIM Aydllle
IIPOBOAUTH B CUICTEME:

A) BLAST;

b) OMIMV;

B) PubMed.
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Trasa 8. 'eHeTMueckast I3BMEHYUBOCTD

8.1. Honamue u kraccupurxayus zenemu1eckol UsMeH4U60Ccmu

IToa M3MeHYMBOCTBIO NOJApa3yMeBaeTcCsl CBOMCTBO KUBBIX
OpraHM3MOB M3MEH:ATh CBOM IpU3HaKM. Ee IpuHATO mogpasae-
AATh Ha MOAMQUKAIMOHHYIO M3MEHUMBOCTb, P KOTOPON He
IIPOMCXOAUT M3MEHeHNs IeHOTUIIa OpraHm3Ma MAM KAeTKU, U3-
MeHseTCs TOABKO IIpOsBAEeHNe TeHOB, U TeHeTHYeCcKylo, KoTopasd
CBs3aHa C M3MeHeHUeM I'eHOTHIIa B pe3yAbTaTe MyTaluii (MyTa-
IIMIOHHAs U3MEeHYMBOCTD, pasd. 3.10) nan rnepekoMOMHIpPOBaHVEM
reHoB (KOMOMHaIMOHHas M3MeH4YnBOCTh). KoMOuHanmonsas mus-
MEeHUYMBOCTL OPTaHM3MOB OIlpejeAseTcsl KPOCCUHIOBEpOM, He3a-
BIUCUMBIM pacXoXKJeHNeM XpOMOCOM BO BpeMsl Melio3a W
CAyJaliHBIM COYeTaHMeM XPOMOCOM BO BpeM:s OIlA040TBOPEeHMsI.
MyTanun — Hacaeayemble M3MeHeHIs TeHeTHJYecKoro alrapara.
OOBIYHO UX HOApPa3AeAsiOT Ha TeHOMHbIe, XPOMOCOMHBIE 1 IeH-
HBle. B AByX mocaeaHUX caydasx M3MeHeHUsI IIPOUCXOAAT BHYTPU
XpOMOCOM MAU BHYTPU OTAEABHBIX TI'€HOB COOTBETCTBEHHO.
IToag reHOMHBIMM MyTalMAMM HOHMMAIOT M3MEHeHMs 4dmcaa
XPOMOCOM.

8.2. Pexombunayus

I'eneTnyeckass pekOMOMHAIUSI — IIpoIecc, IIpU KOTOPOM
IIPOVICXOAUT Pas3pblB MOAEKYABbl HYKAEMHOBOM KICAOTHI (OOBIYHO
AHK, no BosmoxkHO 1 PHK) 1 coeaunenme ¢ Apyroit MoaeKyA0i1
AHK. PexoMOMHaIMs MOXeT IMPOUCXOAUTH KaK MeXKAY CXOAHBI-
My moaekyaamn JAHK — romosormyHas pekoMOMHAIMS, Tak U
MEeXAY Pa3AMJalomVMIICSI — HEerOMOAOTMYHAsl peKOMOMHAIINAL
Y sykapuoT pekoMOMHaIuUs IIPOUCXOAUT B IIpoIjecce Melio3a B
X04e KpOCCUHIOBepa 1 MHOT4a B comaTmdecknx Kaetkax. [Iporecc
KPOCCHHIOBEpa MPUBOAUT K IOSIBAEHMIO ITIOTOMKOB C KOMOMHa-
IMAMY T€HOB, OTAMYHBIMU OT POAUTEALCKUX, U HOSIBAEHUIO HO-
BBIX XMIMEPHBIX adJeaeil. Y OpraHM3MOB, MMeIOIINX ajallTUBHYIO
VMMYHHYIO CHCTeMY, MMeeTcsl ocoDasl cucreMa peKoMOMHaINu,
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64arozapst KOTOPOI OBICTPO 0OpasyeTcst 00AbIIOe pa3HOOOpasue
AMMQOLUTOB, CIIOCOOHBIX Y3HaBaTh HOBBlE aHTUIEHBI. B reHHOI
MHXXeHepun 104 pexomObuHaHTHON /AHK moHmmamoT Moaexyas,
IIOAy4eHHble B pe3yAbTaTe MCKYCCTBEHHO OCYIIeCTBAEHHON pe-
koMOuHarun moaekya AHK, wacto mpuHagaexarmx pasHBIM
BrAaM. /lydIyM HIpUMepOM TaKOTO IOAXOAa SIBAsSeTCs IMOoAyde-
HIle peKOMOUMHAHTHBIX 0€AKOB, HaIlleAIINX CBOe IpUMEHEeHle B
¢apmakoaornu u MeauIiHe. DTOT METO/ OYeHb BaKeH AAs O1o-
MeAUIIMHCKUX MCCAeAOBaHMI, IIOCKOABKY IIO3BOAsAET M3ydaTb
¢ PexTs! OlpeseseHHBIX TeHOB. B mporiecce pekoMOMHanm 3a-
A€VICTBOBAHO MHOXKECTBO Pa3ANYHBIX (PePMEHTOB, Ha3bIBa€MBbIX
pekoMOMHazaMu.

B Merio3e B npoliecce KpoccuMHrosepa IpOUCXOAUT PEeKOM-
OMHaNMs MeXAy CIlapeHHBIMM TOMO/AOIMYHBIMU XPOMOCOMaMH,
yHaCcAeA0BaHHBIMI OT KaXKAOTO U3 poauteaeii. B xoge mpodassr 1
BCe YeThbIpe XpOMaTUAbl PacliOA0KeHbl 40CTaTOYHO OAM3KO APYT
OT ApyTa, TaK 4TO ABe XpOMaTUAbI MOTYT IlepeKpelBaThCs OAHa
C APyTO}i, I B ®TOT MOMEHT MO>KeT HPOUCXOAUTh OOMeH TeHeTH-
gyeckoil MHPOpMaIyern B FOMOAOTMYHBIX CaliTax.

8.3. I'enomuvie mymayuu

Ecan mameHeHme 4mcaa XpOMOCOM KpaTHO TallA0MAHOMY
41ICAy XPOMOCOM (HallpuMmep, y 4eaoBeka — 23, y codakn — 39, y
Apo30duabl — 4), TO Takue TeHOMHBIE MyTaI[yi OTHOCAT K I10AN-
IIA0MAVISIM, €CAM M3MeHeHMe He KpaTHO TallA0MAHOMY 4YHCAY
XpOMOCOM (HallpuMep, OAHa AOIIOAHUTeAbHAs MAM OAHa HeJ0C-
Talollasi XpoMocoma) — K aHeynaouauam. Iloanmnaouauio, cps-
3aHHYIO C KpaTHBIM yBeAYeHIeM TaIllA0MAHOTO YMcAa XPOMOCOM
O/HOIO BMJA Ha3bIBAIOT apTomnoAmIiaouaueir. Ecanm mpoucxoaur
KpaTHOe yBeAndyeHIe XPOMOCOMHBIX HaDOpOB pa3HBIX BUAOB, TO-
BOPST 00 aA40IOAUTLAOU AV

[Toannaonans: 3HaYUTEABHO Yallle BCTPeYaeTCsl cpeau pac-
TeHUII, YeM cpeayt KMBOTHBIX. OOBIYHO IMOAUILAOMAHbBIE paCcTeHMs
OTAMYAIOTCs YBeAMYEHHBIMI pa3MepaMll KAeTOK U OpTraHOB, U3-
MEeHeHIeM CPOKOB IIBeTeHMs U I1A0AOHOIIEeHNS], YCUA€HHBIM CUH-
Te30M psIAa XMMIYECKNX BeIleCTB.
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AHeynaouAns — reHOMHas MyTallyisl C HeKpaTHBIM TaIlao-
MAHOMY HaOOpy M3MeHeHIeM 4ucda XpoOMOCOM. Y AUIIAOMAHBIX
OpPraHN3MOB HaAu4le AOIIOAHUTEABHON XPOMOCOMBI Ha3bIBAIOT
TpUCOMUEN 110 OIpejeAeHHOI XpoMOcoMe (Halpumep, CUHAPOM
AayHa y yeaoseka — Tpucomusa no HSA21), orcyrcTBue kakoi-To
XpOMOCOMBI — MOHOCOMMEN, a OTCYTBMe O0eMX IOMO/OTMYHBIX
XpOMOCOM — HyAAMCOMUEIA.

8.4. Buympuxpomocomivie nepecmpoiixu

BHyTpuxpoMocomMHbIe TIepecTpOliKM UAM abeppanyu IMoAa-
pa3AeAsdIoT Ha HECKOABKO TUIIOB:

e sesenys — yTpara ydacTKa XPOMOCOMBI (0OO3HadaeTcs
«del») (puc. 90);

e seduirieHCH — KOHIleBas JAeaelysi (OOO3HaYaeTCs 3HAKOM
paspsiBa «:») (puc. 91);

e AynAMKalus — yABOEHMe ydyacTKa XpPOMOCOMEI (0OOO3Haya-
ercs «dup») (puc. 92);

e aMnAnQuKanys — MHOTOKpaTHOe IIOBTOpeHUe ydacTKa
XpoMmocoMBI (0OO03HauaeTcs «amp») (puc. 93);

e MHCepIUsA — BCTaBKa AOINOAHUTEABHOIO XPOMOCOMHOIO
paiioHa (oOo3HauaeTcs «ins») (puc. 94);

e NapalleHTpuyecKasl MHBepcus — HoBOpoT Ha 180° yyacTka
XpOMOCOMEBI, He coAep Kalllero IeHTpomMepy (0O03HavYaeTcs «inv»)
(puc. 95);

e NepulleHTpuYecKas MHBepcus — NoBopoT Ha 180° ygyacTka
XpPOMOCOMEI, COJep>KallleTo IleHTpoMmepy (0OO3HayaeTcs: «inv»)
(p1c.96);

¢ TpaHCAOKal: — IIEPEHOC ydacTKa € OJHOM XpOMOCOMBI Ha

Apyryio (obosHauaeTcsi t M 3HAKOM pa3pbIBa-CAVSTHMS «:i»)
(puc. 97);

® peLMIIPOKHAasl TPaHCAOKaIUs — OOMeH yJacTKaMI MeXAy
HETOMOJOTMYHBIMU ~ XpOMOcOoMaMM  (OOO3Ha4daeTcs  «rcp»)
(puc. 98);

® poOepTCOHOBCKasl TPaHCAOKAIIM — CAMSHNE ABYX aKpo-
LIEHTPIYIECKIX XpOMOCOM c oOpaszoBaHyeM OAHOII
(cyd)metarienTpudeckoit (puc. 99). MexaHusm, Kak IIpaBIAoO, Ta-
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KOI: IIPOMCXOAUT OOMEH I1Ae4aMyl MeXAY ABYM:I aKpOLleHTpude-
CKMJ XpOMOCOMaMM, HPUBOAAIINIL K IIOSABAEHUIO ABYX
(cyDO)MeTarieHTpUIeCKX XPOMOCOM, COCTOSIIINX TOABKO U3 AAVH-
HBIX I11€4 BOBJAEUEHHBIX B OOMEH aKpOIIeHTPUKOB, U TOABKO KO-
potkux. IlockoapKy XpoMocoma, cocTaBA€HHas U3 KOPOTKMX
I111ed4, 1cye3aeT B XOJe IepPBBIX >Ke I0CJAe BO3HMKHOBEHI Iepe-
CTPOMIKM KAETOYHBIX AeAeHUIl, eAVHCTBeHHbIM pe3yAbTaTOM poO-
OepTCOHOBCKOI TpaHCAOKALIMU SIBASIETCS IIOsABA€HME HOBOM
(cyO)meTarieHTpUUIeckoil XxpoMocoMbl. O0o3HavaeTcs «rob».

Puc. 90. Cxema aeseriuu
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Puc. 91. Cxema geuinencu

ol N -X -]

Puc. 92. Cxema gynankanmm
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Pe00o

0000000
000000

Puc. 93. Cxema aMnanduxaimm

Oe0o

Puc. 94. Cxema uHCe prim
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00000806

00000©
20000606

Puc. 95. Cxema napalieHTpIYeCcKOl MUHBePCUM

00000606

Puc. 96. Cxema niepuIeHTpUYECKON MHBEPCUU
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Puc. 97. Cxema TpaHCcAOKaIMmu

ﬁ

Puc. 98. Cxema penMIIPOKHO TPaHCAOKAINU
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Puc.99. Cxema pobepTCOHOBCKOI TPaHCAOKAINU

[Tpumepri:

46, XY, del (10) (q11 — g21) — My>KCKOJI KapUOTHII C Aee-
uuen parona 10q11-21;

46, XX, del 5p- — >xeHCKMI1 KapMOTHUII C JeAelteli KOPpOTKOTO
I1.1eya XpOMOCOMBI 5;

inv 9 (pl1; ql13) — nmepulieHTpMUYeCcKas MHBEPCUA B XpPOMO-
come 9;

inv 5 (q21; q31) — mapaueHTpuyecKkas MHBEPCHs B XPOMOCO-
Me 5;

5q33: — AedurieHcn AAMHHOTO I11€4a XPOMOCOMBI 5, pa3phIB
pacroaoxeH B parioHe 5q33;

t (2, 5) (q21; q31) — penunpokHas TpaHCAOKALIMA XPOMOCOM
2 n 5. Pa3psiBBl 11 BOCCOeAVMHEHNsI TPOMU3ONIAN B paiioHax 2q21 u
5q31. D1y Xe TpaHCAOKaIMIO MOXHO 3allicarh 0o4ee I1oApPOOHO:

t (2, 5) (2pter — 2q21 :: 5q31 — 5qter; Spter — 5q31 :: 2921 —
2qter).
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Mnoraa npy IMTOreHeTMYeCKOM aHaAN3€e BBIABASIIOTCA U30-
XpPOMOCOMBI, COCTOSIIIINE 113 OAVHAKOBBIX I11€4 — TOAbKO KOPOTKMX
1AM ToAbKO AamHHBIX (puc. 100). Takas aGeppaHTHas XpoMocoMa
0003HaYaeTCs «i».

nnu

Puc. 100. Cxema 130XpOMOCOMBI

Jeaery KOHIIEBBIX PaliOHOB O0OMX I11€4 MHOTAA IIPUBOAST
K (POpMUPOBAaHMIO KOABIIEBON XPOMOCOMBI (OOO3HAYAETCS «I»)
(puc. 101).
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¥

Puc. 101. Koab1iepasi XpoMOcOMa B Ka pHOTHIIE YeAOBeKa
(¢poto E.I'. Heporosoii)

XpoMOCOMBI C AByMs IleHTpoMepaMm (AUIIeHTpUdecKye
xpomocomel) (puc. 102) m xpoMocomHble (parMeHTH Oe3 IleH-
TpoMepsl (arjeHTpudeckne ¢parmentsl) (puc. 103) BO3HMKAIOT
IIpY HapyIIeHU! CllapMBaHMsA TOMOAOTMYHBEIX XPOMOCOM B Meiio-
3e y TeTepO3UIOT 110 NapalleHTpu4eckuM MHBepcysiM. OOBIYHO B
X0/ HeCKOABKMX MUTOTUYECKNX AeleHNil alleHTpudeckne ¢par-
MEHTBI TepsAIOTCsA, a AULEHTPUKM (POPMUPYIOT XapaKTepHbIe
«MOCTBI» B aHadpase 1 pasphIBalOTCsI, 00pasys B MHTepdase MUK-
posigpa — XpOMaTHHOBBIE Teablla B inToIaasMe. IlogoOHoro posa
IIepecTpONKM MOIYT IIPOMCXOAUTH M B COMATUMUECKUX KAeTKax
110/, BO3/eICTBYeM CUABHBIX MyTareHoOB (HallpuMep, paAuariumn).
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Puc. 102. AnrieHTprdecKas XpOMOCOMa B KapUOTHIIE YeA0BeKa
(¢poto E.I'. Heporosoiir)

*"t

Puc. 103. AuenTpuyecknii ¢pparMeHT B KapUOTHIIE Ye AOBeKa
(¢poto E.I'. HepoHosoii)
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B HexoTOpBIX IOIyAAITNAX YeAOBeKa IIMPOKO paclpocTpa-
HeHbl HepulleHTpudeckne nHpepcun inv 9 (pll; q13) (puc. 104) u
inv 10 (p11; q21) (puc. 105), He nMeronIMe PEeHOTUINIECKOTO IIPO-
SBA€HUs, XOTs HEKOTOpPble aBTOPhI YKa3blBalOT Ha BO3MOXKHOCTD
cHIYDKeHMsl PepTUABHOCTU Y MX HOCHUTeAel, II0CKOABKY MHBePCUI
3aTPYAHSIOT KOHBIOTAIIUIO TOMOAOTMYHBIX XPOMOCOM Y TeTepo3u-
TOT U IOAABASIOT KPOCCUHIOBEp Ha CBOMX yJacTKax.

(IR IR I
BE 22 BE 82 3 3 &%
P8 a6 2B 82 8z &8é

1 17 i8

5% a8 s 58 § @

19 28 21 22 X ¥

Puc. 104. Tlepunentpudeckas nasepcus HSA9 (poro E.I'. Heponosoii)

N2 X
IRIRIRIRIRIR]
¢ 28 10 &% &3 2t
68§ 88 a6 2§ ‘ 5

21 22 X ¥

Puc. 105. Tlepunentpnueckas nusepcus HSA10 (¢poto E.I. Heporosoit)
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B momyasmmsx yeaoBeka 4acTo BCTpedaeTcs HoAMMOpPpu3m
(bumoaormyeckoe paszHOOOpasme) AAMHBI TeT€POXPOMAaTUHOBBIX
PalioHOB, B TOM 4lCJe BTOPMYHBIX IepeTsKeK. Takue M3MeHeHs
HNpUHATO 00O3HauaTh h+ — yBeamdeHme reTepoXpOMaTHMHOBOTO
pailioHa (B TOM 4ucJe BTOPUYHBLIX IepPeTsKeK) IO CpaBHEHMIO C
HOpMoIt 1 h- — ymensbIntenne. Kak mpasnao, ¢peHOTUIIIYECKOTO
¢ PexTa Takue moauMop¢Hble BApUAHTH He IMEIOT.

[Tpumepri:

46, 15 ph+ — yBeandeHne AAMHBI BTOPUYHOI IEPETSKKU B
KOPOTKOM I11€4e XPOMOCOMEI 15;

46, 21ph- — ymeHbIIleH e AAVHBI BTOPUYHON IEPETSIKKIU B
KOPOTKOM I11€4e XPOMOCOMEI 21;

46, XY, Ygh+ — yBeanyeHne reTepoXpoMaTMHOBOIO palioHa
Y-XpOMOCOMBI;

46, XX, r (D) — >keHCKMII KapUOTHUII, COAep>Kallluil OAHY
KOABIIEBYIO XpPOMOCOMY 13 Ipymiist D;

46, X, i (Xp) — >KeHCKMIl KapuOTHUI, B KOTOPOM OJHa
X-XxpoMocoMa HOpMaAabHas, a Apyras — M30XPOMOCOMa, COCTOSI-
I1as1 13 KOPOTKOTO I11eya.

8.5. I'etitnvie mymavuu

I'ennple MyTauuy OPUHATO II0APa3AeAsiTh Ha CIIOHTaHHBIE
(caMOIIpOM3BOABHO BO3HMKAIOIIINE B TeueHMe BCcell >KU3HU opra-
HI3Ma B YCAOBVIIX OKPY>KalOIell Cpeapl, sIBAAIOIINIXCSI HOpMalb-
HBIMU AAsl  AAQHHOIO OpraHu3Ma) U MHAYLUPOBaHHbBIE -
BO3HMKAIOIIVE II04 BO3JAeCTBUEM HeOAaronpUATHBIX YCAOBUIA
OKpYy>Kalolllell cpeAbl UAM B XOAe DKCIIEPVIMEHTOB B Aabopartop-
HBIX ycAoBMsX. YacToTa BO3HMKHOBEHMsS CIIOHTAHHBIX MYyTallii
Koaebaetcs B mpedeaax 10 ~° — 10 ~!2 Ha HyYKAeOTHUJ, 3a KA€TOU-
HYIO T'eHeparjuio.

B >x1BOII KAeTKe IOCTOSHHO IIPOMCXOASAT TaKue IIpOIecChl,
kak penankanus AHK, penrapanma AHK n reneTmnueckass pekom-
OMHanuMs, B XOAe KOTOPBIX IIOCTOSHHO BO3HMKAIOT MyTaimm. K
BO3HMKHOBEHMIO MYyTallMil IIPUMBOASAT CIIOHTQHHbIe M3MeHeHIs
XMIMMYECKOI CTPYKTYpPbl HYKA€OTIAOB, KOTOPbIe IIPOMCXOAAT PU
penaukauun. Tak Hanpumep, Ipy Ae3aMUHUPOBaHUM IIUTO3MHA
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B oaHou u3 neneit AHK obpasyercst yparna. B sTom caydae Bme-
CTO KaHOHMYecKoIl napsl ocHosaHuil I'l] nosasasercs napa I'Y. B
AaJbHeNIeM B IIpollecce pelAMKalyy B HOBYIO IeIlb KOMIIAN-
MEeHTapHO ypaluly BKAIOYaeTCs yKe ajeHIH, 11 oOpasyeTcs Iapa
AY, a B caeayromieM IMKAe perAMKaluy OHa 3aMeHseTCs Ha Ka-
HoHIMYeckyIo nnapy AT. Takum oOpasom, HPOUCXOANUT TPaH3MUIIV
— TOYeYHasl 3aMeHa OAHOTO NMPUMIAHA Ha APYTON IUPUMUAVH.
AHaA0TMYHO MPOUCXOAUT U 3aMeHa OAHOIO IIypMHa Ha ApyToe
IIypMHOBOE OCHOBaHIe.

M3 Bcex peKOMOMHAIIMOHHBIX IIPOIIECCOB MyTallMM dYalre
BCETrO IIPOMCXOAAT B XOJe HepaBHOTO KpoccuHrosepa. Kax mpasu-
A0, HEPaBHBIII KPOCCHHIOBEP ITPOMCXOANUT B TeX ydacTKaX XpOMO-
COM, IAe A0KaAN3yeTCsl HeCKOABKO KOIIUII OAHOTO M TOTO >Ke IeHa,
BO3HMKIIINX B pe3yaAbTaTe AYIAMKAIUN VAV MYABTUIIAUKALIVU U
COXPaHMBIINX BBICOKYIO CTelleHb romoAornu. B pesyabraTe He-
PaBHOTO KPOCCUHIOBEPa B OAHOI 113 XpPOMOCOM IIOSBASIETCA AeAe-
I1VI51 HEKOTOPOTIO Y4acTKa, a B APYTOil — €T0 AYIIAMKALIVIAL.

B Teuenme >xm3HM 100071 KA€TKM AOBOABHO 4YacTO IIPOMC-
X0AAT crioHTaHHble nospexaenns AHK. Aas Toro 4roOw! ycTpa-
HATh BTU TIOBPEXAEHII, CYIIeCTBYIOT OcoOble (pepMeHTHbIe
CHCTeMBI — CcUCTeMBbl pernapannn. Ecam mo xakmm-ambo npudan-
HaM B paboTe cucTeM perapaiuy IPOUCXOAUT COOM, BOZHMKAIOT
MyTaruy. MyTtanuy MOTYT HOSABAATBCSA U B I'eHaX, KOAMPYIOIINX
camMu (pepMeHTHI CIUCTeM pellapaniuiy, YTO HPUBOJUT K PE3KOMY
IIOBBIIIEHNIO (MYTaTOPHBIN 9(PPeKT) UAV CHUKEHNIO (aHTUMYTa-
TOPHBIN 9(PPeKT) JYaCcTOTBl MyTallMil APYIVX TeHOB. Y dYel0BeKa
M3BECTHO 3a0o./eBaHle NNUIMEHTHas KcepogepMa, IpU KOTOPOM
1104 AeVICTBMEM YAbTPadprOAeTOBOTO 00AyJ4eHMSI BO3ZHMKAIOT
AepMaTUTHI, a IO34Hee U 3J10KauyeCTBEHHble HOBOOOpa3OBaHIA
KoXM. IIpmumHOi gaHHOTO 3a00A€BaHMS SIBASIETCS MyTalllsl, B
pe3yabTaTe KOTOPOII HapyIlaeTcs paboTa CUCTEMBI pellapariui.

Cy1ecTBeHHO yBeAMYNTH YaCTOTy MyTaIlUIl MOTYT He TOAb-
KO U3MeHeHUs B cucTeMax pepMeHTOB peraparnuy KAeTKH, HO U
MHOTHUe Apyrye ($akTOpbl, KOTOpble Ha3bIBAIOTCSI MyTareHHBIMIU.
Pazanyaror xummdeckne BelllecTBa (BBI3BIBAIOIIME MyTalluM, Ha-
IIpuMep, HUTPO30OMETUAMOYEBIHA, STUAEHUMUH U 4p.), Ppusude-

CKHue (I/IOHI/I3I/Ipy10Hlee u YApraCl)I/IO/leTOBOG N3Ay4€HIsI, BbICOKas
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TeMIlepaTypa U T. A.) U Oumoaormdeckue (peTpoBUPYCHI, peT-
POTPaHCIIO30HbI) MyTareHkbI.

I'enHble MyTalMM BCTpedyalOTCsl yallle, 4eM ApyIue TUIIBI
MyTaruii. ['eHHbIe MyTalMu IIpeACTaBAsSIOT cOOOI 3aMeHEI, Jee-
LIV M BCTaBKM OAHOTO VAV HECKOABKNX HYKA€OTUAOB, TPaHCAO-
Kauy, AyNAUKAIIUM M MHBEPCUM Pa3AMYHBIX dYacTell TIeHa.
MyTanms, 3aTparnsaiomnias TOAbKO OAVH HYKA€OTIA, Ha3bIBaeTCs
TOYKOBOJ. 3aMeHBl OJHOTO HYKA€OTHAa APYIMM Ha3BIBAIOTCS
TpaH3ULMAMHU (3aMeHa IIypUHA Ha IypUH UAU NUPUMHIAVHA Ha
NVPUMUAVH) UAV TPAHCBEPCUAMU (3aMeHa IIypMHa Ha HUPUMI-
AVH man HaobOoport). [locaeAcTBMS TOYKOBBIX MyTaLMil MOTYT
ObITh pasamyHbIMu. Ecam B pesyabTaTe 3aMeHBI HYKAeOTHAA
CMBICA KOJOHA COXPaHSeTCs M3-3a BRIPOXKAEHHOCTH TeHeTIIeCKO-
ro K0Aa, TO TaKasl 3aMeHa Ha3bIBaeTCsl CMHOHMMMYeckoil. Hykaeo-
TUAHas 3aMeHa MOJKeT M3MEHUTb CMBICA KOAOHA U IPUBECTU K
3aMeHe COOTBETCTBYIOIEro AaHHOMY KOAOHY aMMHOKMCAOTHOTO
OCTaTKa B MOAMUIIENTUAHOM Ileny (MMCCeHC-MyTarus). B pesyan-
TaTe 3aMeHBl OAHOTO HYKJeOTIJa BO3MOXKHA TakKe IIpeXKAeBpe-
MeHHas TepMMHaIUs  TpaHCAAIIMM  U3-3a  OOpas3oBaHILA
OeccMbIcAeHHOTO KOogoHa: ambep — YAI, oxpa — YAA nan onaa
— VYI'A. TloaoOHble MyTaluy Ha3bIBAIOTCS TakK’Ke HOHCEHC-
MyTarusMy. Bo3aMO>KHBI Taxoke MyTallny, IPUBOAAIINE K 3aMeHe
CTOII-KOAOHOB Ha CMBICAOBBIE.

M3-3a TpUIIAETHOCTM TEHETUYECKOTO KOJa, B CAydae ecAm
IIPOVICXOAUT AeAelyisl UAM BCTaBKa 4McAa HYKAeOTUAOB, He KpaT-
HOTO TpeM, IIPOUCXOAUT CABUT PaMKI CUMTBIBAHMSI, OO€CCMBICAN-
BaIOIINIT TPAHCAAIIUIO.

Caeayet pazanyatrh NepBUYHYIO (IIPSIMYIO) MyTallMIO U pe-
BEpPCUIO UAY OOpaTHYIO MyTaIuIo, T. €. TaKyIO MyTalliIo, KOTopas
BOCCTaHaBAMBaeT VICXOAHYIO CTPYKTypy reHa. OaHako He Bcera
JenoTUIIIUECKAsT peBepcysl ObIBaeT 0OyCAOB/A€HAa OOpPAaTHOM My-
tauyen. [TogoOHoe sBAeHME MOXeT OBITL OOYCAOBAEHO CyIIpec-
COPHOM MyTalllelr, KOTopas MOXeT IpPOU3ONTU KaK B APYTOu
00acTy TOTO >Ke CaMOTO reHa (MHTpareHHas CyIpeccopHasl MyTa-
1IJIs1), TaK U B APYI'OM HeaAJeAbHOM TeHe (DKCTpareHHas CyIpec-
copHas MmyTanus). HekoTopsle myTanum KapAuHaAbHO VI3MEHSIOT
IIpOIIeCCHl, IpoTeKalomne B KAeTKe. Takas KAeTKa, KakK IIPaBuAo,
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pacrosHaeTcs CUCTeMaMM KOHTPOAsl roMeocTasa (ITOCTOSIHCTBa
BHYTPeHHell cpeAbl OpTaHM3Ma), IIPOUCXOAUT 3aIlyCK IIporpaMMm
arioInTo3a (IIporpaMMMUpyeMoii KA€TOUHOV CMepTH), U KAeTKa I10-
rnOaet. Ecam 1mo KakmMm-TO IpMYMHAM M3MEHEeHHas! KJAeTKa He
Oblaa 9AMMIHIPOBAHA, OHa AaeT HavyaAo HOBOV IIOMYASILINU KAe-
TOK C M3MEHEHHBIM TeHOTUIIOM W, KaK CJAeACTBME€ C HOBBIMU
¢yuxuamn. Ecan nmogo0Hass MyTaums Dpomusollila B coMmaTude-
CKOJ1 KAeTKe, TO BTO MOXKeT IIPUBECTU K Pa3BUTUIO 310Ka4eCTBeH-
HBIX MAM A0OpOKauyecTBeHHBIX HOBooOpaszosaHmii. Ecam B
reHepaTUBHOM KAeTKe — K IOsBA€HUIO HOBBIX OPTaHM3MOB C CO-
BepIIIeHHO VHBIMU CBOVICTBaMIA.

ITogaBastioliee OOABIINHCTBO MyTallUil IPUBOAAT K CHIU-
JKEHMIO >XKM3HECIIOCOOHOCTY OPTaHM3MOB U KAETOK BIIAOTH A0 MX
rmbean. OgHaKO OYeHb PeAKO IIPOVCXOASIT MyTaIluy, KOTOpbIe
IIPUBOAAT K IIOABAEHUIO Y MyTaHTHBIX OCOOeIl I10Ae3HbIX IIpU3Ha-
KOB U OKa3bIBaIOT IOAOKUTEAbHOE BAUSHUE Ha IPUCIIOCO0AEH-
HOCTDb K YCAOBMAM cpeabl. Takye MyTanmum sBASIOTCSA CpeACTBOM
ajanTtanyy KAETOK M OPraHM3MOB K YCAOBUAM OKpY>KalOllen
CpeAbl M Ha3bIBAIOTCA aJallTallIOHHBIMI.

Myranny, 3arparmpamoiine «MoAdaliye» y4acTKi I'eHOMa,
U CMHOHMMIYECKNe HYKAeOTUAHBIe 3aMeHBl OOBIYHO He MMeIOT
¢enoTHIIIIUECKOTO TTpOsIBAEHM. VIX MOXKHO OOHApPY>KUTh TOABKO
C IpUMeHEeHNEeM COBPEeMEHHBIX MOAeKyASPHO-0MOAOTMIECKIIX
MeToA0B. IIpuHnMas Bo BHMMaHMe TOT (akT, YTO MOJaBAsIOlIee
OOABIIMHCTBO MyTaIlUIl SBASIOTCSI CIIOHTAHHBIMM, YacTOTy BO3-
HVKHOBEHISI MyTallii MOXKHO CUMTaTh BEAMYMHON ITOCTOSHHOIA
Ha »TOM OcHOBaHO M3yuyeHMe MyTallUil B «MOAYaIlMX» TeHaX C
11eAbI0 ccAe 0BaHNA PVAOTeHUN (IIyTell DBOAIOLINI) Pa3ANMIHBIX
BIAOB, B TOM 41cCAe U JeaoBeKa. Pe3yabTaThl mMccAel0BaHUIT My-
Taluii, 3aTparuBalOIIMX MUTOXOHAPMAABHBI T€HOM, U Hacle-
AYIOIIVXCSl UCKAIOUUTEABHO IO MaTePMHCKON AMHUM, a TakKXkKe
MyTaluii, A0KaAU3yIOMMUXCSA B Y-XpOMOCOMe, KOTOpble HacAeay-
IOTCS TOABKO I10 MY>KCKON AVHUM, HaXOAAT IIMPOKOe IpUMeHe-
HI1€ B DBOAIOIIVIOHHON OMOAOTUY 11 DTHOT€HETHIKE.
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8.6. Penapayus AHK

Penapanms — wncrpaBaeHMne IIOBpPeXAeHUII B MOJeKyaaxX
AHK, BosHukmmx ms-3a ommndok JAHK-noanmepasst B miporjecce
pernAnKanuy AN BCAEACTBYE BO3AEMCTBI (PUSMIECKIX WAV XV-
MM4YecKIx areHToB. IIpolieccsl perapanum OCyIecTBASIOTCA ClIle-
MaABHBIMY  (PEPMEHTHBIMM  CUCTeMaMM KAeTKI. /JedexTs
(epMeHTOB cucTeM perapaiuy IPpUBOAAT K pasBUTUIO psja Ha-
C/AeACTBEeHHBIX 3a001eBaHMI1, TaKMX KaK IIMTMEeHTHas KcepoepMa.

Vmeetcst o xpaiiHel Mepe ABe (pepMeHTHBIE CUCTEMBI pe-
Hnapanuy — OpsMas U SKciu3noHHasA. [Tpy npsamoit penapanum
3ajelicTBoBaHbl creruduueckue GpepMeHTh, OBICTPO (OOBIMHO B
OJHY CTaAUIO) yCTpaHsAIOIIJe COOTBETCTBYIOIee IOBpeXJeHue,
BOCCTaHaBAMBasl MICXOAHYIO CTPYKTYpPy HYKA€OTUAOB. DTO Haubo-
Aee IPOCTOI IyTh ycTpaHeHu: nospexaennii AHK. Tax aercrsy-
erT, Halpumep, O6-metnaryanns-AHK-metnarpancdepasa,
KOTOpasl IIepeHOCUT MeTUABHYIO TPYIILy C a30TICTOTO OCHOBAHISI
Ha OAVIH 113 COOCTBEHHBIX OCTAaTKOB ITVICTEVHA.

DKCIIM3VMOHHAas pellapauys 3aKAO4aeTcsl B yAaAeHUU (DKC-
LIM3UN) ITOBPEeXAEHHBIX a30TUCThIX ocHoBaHmUil 3 AHK c nocae-
AYIOIIVIM BOCCTaHOBA€HIeM HOPMa/AbHON CTPYKTYPBl MOAEKYABL.

Cucrembl pertapaliy BKAIOYAIOT CA€AYIOIIie KOMIIOHEHTBI:

e pepMeHT, CIIOCOOHBIN y3HaBaTh M3MEHEHHbBIE yJacTKU B
nern AHK u geaaTs Hagpes nemny BOAN3Y OBPEXKAEHNS;

¢ pepMeHT, yAaASIOMNIT ITIOBPEKAEHHBIN YIaCTOK;

e pepment (AHK-moanmepasa), cMHTE3UPYIOMINIT COOTBET-
crytomuii ygactok tenu JAHK Bzamen yaaa€HHoro;

e pepment (AHK-anurasa), BoccTaHaBAMBAIOIINII HeIpe-
PBIBHOCTD ITIOAVIMEPHOI! 1IeTIN.

8.7. I'ennas xoneepcus

I'enHas KoHBepcUsI — HpoIiecc, IpU KOTOpoM MHPOPMaIILI
nocaegosareabHoctn AHK mepegaercs (mepeHocutcst) ¢ 0AHOM
Hutn /AHK, kotopast ocTraeTcsi HeM3MEHHOI, Ha APYIYIO HUTD
AHK, 1mocaeaoBaTeAbHOCTh KOTOPOI M3MeHseTcs. DTO OAUH U3
MeXaHIM3MOB TeHHBIX MyTanuii. I'eHHas KOHBepcus MOXKET OBITh

Hp]/[‘l]/[HOﬁ HeMeHA4e1eBCKOTO HaCaeAOBaHMsI.
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Taxast KOHBepCISI OZHOI aAleau B APYIYIO IIPOUCXOAUT IIO
IpUYNHe perapanyy HelIpaBUABHO CIIapeHHBIX OCHOBAHMIL B XO-
Ae pexomOuHarum. ITpu KoHpIOTaIIM OAHOM 13 YeThIpeX HUTEN C
APYTOi U3 TOMOAOTMYHON XPOMOCOMBI pellapariisl HelIpaBUAbHO
CIIapeHHBIX OCHOBAHMII MOXET IPOTH IO MaTpuIie APyroit Xpo-
MOCOMBI, 4TO IIPUBOAUT K 3aMeHe aaaeas (puc. 106).

B HOpMe aAuma0MAHBIN OpraHN3M HeceT 110 OAHOMY al1eAl0
OT Ka’kA0TO 13 poauTeaeil (COOTHOIIeHNe raMeT B Meltose 1A:lay
rerepo3urotsl). [Ipy KOHBepcUM HTO COOTHOIIEHME M3MEHSeTCs
(BA:1a, 1A:3a, 5A:3a man 3A:5a). I'eHHbIe KOHBEpCUY MOTYT OBIThH
IIPUYMHON HacAeACTBEHHBIX 3a001eBaHMUIA.

Puc. 106. Kousepcust reHoB
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8.8. ITodsuxxHvie aIremeHmbl z2eHOMA

MobnabHble reHeTHdeckne saeMeHTs (MID) npeacraBasgior
cobon yvactkn AHK, criocobnble mepememarbes 1o reHomy. K
HIIM OTHOCSTCS:

® TpaHCHO30Hb — ItocaegosareabHocTn AHK, criocobHble
IlepeMeIraThCs IpY ITIOMOIIY TPAHCIIO3UIINI;

e [11a3MIABI — KOAbLIeBble HexpoMmocoMHbIe AHK Gakrepuir;

e GaxTeprodaru — BUPYyChl OaKTepuii;

® HTPOHBI IPYIIIBL 2 — 00AajaloIyie aBTOKaTaAUTUIECKO
CrI0COOHOCTBIO prbo3uMI (pepmenTaTusHas PHK).

Aas MmaexonuTaomux n3 cex MI'D Hanboaee xapakTepHBI
TpaHCHO30HHL. TpaHcrio3oH — 91O MocaegosateabHocTs AHK, Ko-
TOpasi CIOcOOHa IlepeMelarhcsl BHYTPM TeHOMa B pesyabTare
Iporiecca, KOTOPBIN Ha3bIBaeTCsl TpaHCIIo3uInell. Berpansasics B
TeHOM, TPaHCIIO30HBI MOTYT BBI3BIBAaTh pa3AM4YHBIE MyTaI[uy, B
TOM 4JICJA€e I XPOMOCOMHEIe IlepecTpoiiku. TpaHCIIO30HEI OOBIYHO
COCTOSAT U3 ABYX IPSMBIX AN VHBEPTVPOBAHHBIX ITOBTOPSIONIVIX-
cs1 mocaegosareasHocTent AHK, MeXXAy KOTOpPBIMM HaXOAATCS Te-
HBl, HeOoOXOAUMBle AAsl TpaHcHosunuu. JIHoraga B cocrase
IIEHTPaAbHOI YacTU TPAHCIIO30HOB HAXOAATCS TE€HBI, KOTOpPLIe
00ecI1euynBaloT HBOAIOIVIOHHOE IIPEUMYILEeCTBO AAsl OpraHM3Ma,
coJeprKallero MOOMABHBI ®AeMeHT. Paszamuaior aBa Kaacca
TPaHCIIO30HOB: K IIEPBOMY OTHOCAT PeTPOTPaHCIIO30HBI, IIepe-
MellleHlie KOTOPBIX II0 T€HOMY IIPOMCXOAUT IIyTéM OOpaTHO
TpaHCcKpuIinuy, Bropolt Kaacc — JAHK-tpancmnosonsl, mnepeme-
ITAIOIIIeCs IIyTEM IIPSIMOTO BBIpe3aHMsI U BCTaBKM C MICIIOAB30Ba-
H1eM pepMeHTa TPaHCIIO3a3Hl.

Tpancro3oHs! MOTYT UTpaTh BaXKHYIO pOAb B TeHOMe OpTa-
Hu3Ma. Tak, HalIpuUMep, HEKOTOpPBIe TeHBI-PeTyASITOPEl, 0OecIedn-
BaloIllVle aJeKBaTHYIO peakI[MIO pacTeHMiI Ha M3MeHEeHIs
OCBEIIIeHHOCT, TIOSBMUAVICh B pe3yAbTaTe BCTpauBaHUs B VIX TEHOM
TPaHCIIO30HOB. TPpaHCIIO30HBI MOIYT OBITh IPUIMHONM A€CTaOUAN-
3anuy reHoma. He menee 80 % myTtammii ABASIOTCS CA€ACTBYEM
aKTMBHOCTY 9TUX MOOMABHBIX D1€MEHTOB.
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Konmpoavnvie sonpocwt u sadanus

1. ITpounTaiite KapMOAOTMIECKIIT AVATHO3:

a) 46, XX, t (1; 22), (q24; q12);

0) 46, XX, inv 7 (p11; p13);

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

r) 48, XXYY;

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

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

X) 46, XY, i (4q);

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

n) 45, X, 22ph+.

2. IlocTaBbTe KapMOAOTMYECKNII AMATHO3 Ha OCHOBe (POTO-
rpadpuii MUTOTMIECKIIX XpOMOCOM Ha puc. 107.
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I'raga 9. OCHOBBI TONY ASALIVIOHHOV T€ HeTUKN

ITonyAsIIMOHHBIN METOA MMeeT 0coO0e 3HaueH!e B TeHeTH-
Ke Je10BeKa, IIOCKOAbKY OH I03B0AseT U3ydaTh TeHbl 1 TeHOTUIIBI
0e3 IOCTAaHOBKU CKpeIuMBaHMII. B OcHOBe ®TOro Merosa AeXUT
3aKkoH, cpopmyanposaHHbi B 1908 T. aHTAMIICKMM MaTeMaTUKOM
I'. Xapau n Hemenikum BpadyoMm B. BaitnOeprom HeszaBucumo Apyr
OT ApyTa, ¥ Ha3BaHHBIN 3aKOHOM Xapau-BaitaOepra. Ycaosus aas
BBLIIIOAHEHIs DTOTO 3aKOHa cAeAyIolye:

® [IONYAALNSA AOAXKHA MMeTh HeOIpaHMYeHHBIN pa3Mep
(OBITH AOCTAaTOYHO MHOTOYMCAEHHO 10 MepKaM CTaTUCTUKI);

® TeHOTUII 110 M3y4aeMbIM IeHaM He AO/AXKeH BAUATH Ha BbI-
O6op OpauHOro mapTHepa (CKpeIuBaHMe AOAXHO OBITH CBOOOA-
HBIM, T. €. He aCCOPTaTUBHBIM);

e MUTpalVisl He AOAXKHA CyIIeCTBEHHO M3MEHSTh ITeHOTHUII
MO AL

® JO/KEeH OTCYTCTBOBAaTh OTOOP IO aA4eAsIM M3yJaeMbIX TeHOB.

B GoaplmHCTBE mOMyAAIUii 4eAoBeKa AAsl OOABIIMHCTBA
IIPU3HAKOB BTU yCcAOBU:A coOaroAaroTcs. VickaioyeHus, koraa 3a-
KOH XapAn-BaitHOepra He MOXKeT BBITIOAHIATHCA:

® OCTPOBHbIe, OTJAaJeHHble U BBICOKOTOPHBIE ITOMYASLINH,
rAe 13-3a HeDOABIIIOTO uncaa 0coOell caydarHble PaKTOPhI MOTYT
IIOBAMSTH Ha YaCTOTHI aAAeAeli;

® 1I30MpaTeAbHOCTb (aCCOPTATMBHOCTD) CBA3€M, IPUBOAS-
mux K poxaennio gereit. Hannpumep, 8 CIIIA 6paku Oeabix Myx-
YH ¢ OeApIMI >KeHIIMHaMM M YepHBIX MYKUMH C YepHBIMU
JKeHII[HaMM BCTpedalOTCs HaMHOTO Jallle, YeM CMelllaHHBIe.

e MMUTpanus OOABIIOTO YMCAa HOCUTeAEell peAKUX B IIO-
Iy ALY TeHOTUIIOB;

® TeHbl, aAleAV KOTOPBIX IO-pa3HOMY BAMAIOT Ha >KU3He-
CIIOCOOHOCTH U PENIPOAYKTUBHYIO (PYHKIIMIO.

Ecam yacTtora B momyasAunm AOMMHAHTHOIO aadeas A co-
CTaBAsleT P, TO YaCTOTa pellecCMBHOTIO aalelAs a Oyaer q =1 - p.
CoraacHo mepBoMy IIOAOKEHMIO 3aKOHa XapAu-BaitHOepra stun
3HaueHNs OyAyT HeM3MEHHBI U3 IIOKOJAeHMs B IIOKOJeHue (Ipu
YCAOBUM BBIIIOAHEHNUsI TpeOOBaHMII, M3AO0KEHHBIX BBIIIE) — DTO
COCTOsIHME TeHeTNYeCKOIro paBHOBecusl B rtonyAAnuu. CooTHOIIe-
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HIle paBHOBECHBIX JaCTOT T€HOTUIIOB OyJAeT OIpeAeAsThCsl BO3Be-
AeHlieM COOTHOIIIeHMs 4acTOT aAlelell B KBadpaT — ®TO BTOpoOe
II0AOKeH!e 3aKoHa. 1 coraacHo TpeTbeMy IIOA0KEHUIO 3aKOHa
Xapau-BaitHOepra paBHOBecHe 4acTOT T€HOTUIIOB AOCTUTAETCS 3a
0JHO IOKOJEHMe U OCTaeTCs Hem3MeHHBIM. MaTreMaTudyecku OH
MO>KeT OBITh 3allliCaH CAeAYIOIIIM 00pa3oM:

(p+qP=p*+2pq+q’, rae

P —4YacToTa AOMMHAHTHOTO aaaeas A;

g —4YacToTa peliecCBHOTO alaeAs a;

p?—4acrora reHoTunna AA (A0OMIHaHTHBIe TOMO3UTOTEI);

2pq —4acroTa reHoTuIIa Aa (TeTepO3UToThI);

g? —4yacToTa reHOTHUIIA aa (TOMO3UTOTHBIX PelleCCBOB).

[Tpumep

Oana u3 Qopm aapOMHM3Ma (OTCYTCTBUS IIUTMEHTaIIM
KOXXM, Pagy>kKHOJ I IIMTMEHTHON 000404YeK raasa) y 4deaoBeKa
00ycaOBAeHa peAKUM pellecCUBHBIM addeleM a (MyTallysl B reHe
TUPO3MHA3bl). B HekoTOpoil mMOIyAsnMM YacToTa aAbLOMHOCOB
passa 0,0001. Toraa,

q —4YacToTa peliecCUBHOIO addeAst a — v 0,0001 0,01;

p —4actoTa AJ0MMHaHTHOTO aaaeas A —1-0,01 =0,99;

p? — yacroTta reHotunia AA (40MMHaHTHbIe TOMO3UTOTHI) —
0,992=0,98;

2pq — yacrora reHotumna Aa (rereposurorsl) — 2 x 0,99 x 0,01
=0,02.

V3 mpumepa BUAHO, YTO T€TEPO3UTOT IO TeHy aAbOMHI3Ma
B nonyasiuyu B 200 pas 6oabIrte, yeM aAbOMHOCOB.

B cayyae MHOXecTBeHHOTO aa4eau3sMa MCIOAB3YIOT aHAAO-
TMYHbIe pacyeThl.

[Tpumep

B nonyasmnum nuaycos I rpynma KpoBu BCTpedaeTcs € 4ac-
toron 0,314, I1 - 0,189, III - 0,410, IV — 0,087.

Ilyctp yactora aaaeasn I° —r, aaaeasn I* —p, aaaeasn IP — q.
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Toraa Hocuteaen renoruma I° I° (I rpynma) 6yaet r2. Takum
obpazoM,
r2=0,314;

r=" 0,314 _ 0,560.

O61as gacrora aaaeaeit [*u IB (p +q) =1-r=1-0,560 = 0,440

Cymmapnas vacrora rpynn kposu I u III pasna (q + r)>. Ta-
KIIM 00pasoM,

(q+1r)2=0,314+0,410=0,724

(q+r)=" 0,724 _ 0,851

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

p=1-q-r=1-0,291-0,560 = 0,149.

Nrak, yacTtoTel aaaeaeit rpynn kposu cucremsl ABO B no-
Iy AU MHAYcoB caeayiomue: I° — 0,560, 14 - 0,149, I - 0,291.

B GoapmmHCTBe HOMyAAINII HaOAIOAaeTCs Apelid TeHOB —
M3MeHeHle JacTOT aAJeeil 1104 BAVSHMEM CAydailHBIX (paKTo-
poB. DPPeKT OYTBIA0UHOTO TOPABIIIKA — CAyJaliHON I1beaun Ho-
cuTeAell TOTO MAM WHOTO TeHOTUIIa IIpU CYIeCTBEHHOM
CHIDKEHUN pasdMepa MHONIyAsILNI — sBAsSETCS HauOoJee JacToM
NpUYNHON Apelidpa reHOB. B HeOOABIINX HOIYASLNAX MOKHO
BCTpeTuTh 3PPeKT ocHOBaTeAsI — KOT4a 04Ha 0coOb (ITIOUTH BCeraa
My>K4lMHa, HampuMmep YUMHIM3XaH) OCTaBAseT OTPOMHOE YICAO
IIOTOMKOB, BCAEACTBME 4Yero WM3MEHSeTCS COOTHOIIEHIE YacTOT
aaaeAeit U TeHOTUIIOB.

Vcxoast u3 3akoHa Xapau-BaitHOepra HeTpyaHO yOeAUTHCA,
9TO OTOOp HPOTMB TOMO3UTOTHBIX pereccusoB HedPPeKTUBEeH:
AUMUHANNS (yCTpaHeHNe) 2 HoCUTeAell TeHOTHIIa aa He BANsAeT
CYII[eCTBEHHO Ha JacTOTHI aAleleil. BoABIINMHCTBO HOCUTeAel pe-
IIeCCUBHOTO alJeAsl SIBASIIOTCS TeTepo3uroraMu. B sTom npuunHa
TeHeTNYeCKOIo Ipy3a B IOMYAAIMIX YyeloBeKa — 3HAaYUTeAbHOTO
qrcAa TeTepO3UTOTHBIX HOCHUTEAeN AeTaAbHBIX (IIPUBOASIIINX K
CMepTH) aAdeAell U aadeleil, CBSI3aHHBIX CO CHIDKEHUEM >KU3He-
CIIOCOOHOCTH U penpoAyKTVBHONM QyHKINN. IIoHATHE reHeTHUe-
CKOTO Tpy3a sBAseTCs (PyHAaMEHTaAbHBIM B IIOMYASIIVMIOHHON
reHeTuke, ero sgea I'. Meaaep B 1950 r. B cBoeit kaure «Hamr rpys
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MyTauuii». /as pacyeta mopsAAKOBOTO HOMepa ItoKoAeHu: (t), B
KOTOPOM HadaAbHasl 4yacTOTa peljecCMBHOIO aadeAas (qo) IIpUMeT
OXIgaeMoe 3HadyeHle ¢t Ipy OTOOpe HMPOTUB TOMO3UTOTHBIX pe-
11€CCUBOB, MICIIOAB3YIOT GOPMyAy

1 1
t= ———
q[ qo
[Tpumep

Yacrora penjeccusHoro aeraapHoro aaaeas 0,01. TpeOyercs
YCTaHOBUTD, CKOABKO IOTpeOyeTcsl IIOKOAEHMI AAsl ee yMeHbIIle-
Hys B 10 pas Ipy ycA0BUM OTCYTCTBYSI HOBBIX MyTaIuii?

q0=0,01
qt=0,001
1 1
= ———=1000-100 =900 .
0,001 0,01

WraK, 445 yMeHBIIIEHUsI YaCTOTHI PeIjeCCUBHOTO A€TaAbHOTO
aaaeas ¢ 0,01 g0 0,001 norpedyetcs 11eapix 900 1oKoA€HUIA.

Konmpoavnvte sonpocot u 3adanus

1. PaccunraiiTe 4acTOTHI adJeAell T'PYII KPOBU CHUCTEMBI
ABO B monyasiiuu aHramdas, rde I rpyrima KpoBu BCTpedaeTcs C
yacroron 0,462, II - 0,436, III — 0,074, IV - 0,028.

2. VIaMeHs1eTCsl AU TEHETMYECKUII TPy3 B MOy ASIINAX Yea0-
BeKa co BpemeHeM? Ecam aa, To 6aarogaps AeiicTBUIO KakKux ¢ak-
TOPOB?

3. Ha ogHOM OCTpOBe AuKapu HPUHOCUAN B KEPTBY BCex
aABOVMHOCOB A0 AOCTVIKEHMS VMU T10A0BO3peAoro Bozpacra. I3-
Hava/AbHasl 4acTOTa BCTPEUYaeMOCTM HOCUTeAell BTOro (peHOoTHIIa
6512a 0,0001. Hackoapko oHa n3MeHnaach yepes 180 moxoaeHmit?

196



T'raga 10. DaureHeTmka

IToa TepMMHOM «®HUTeHeTHKa», B HaCTOsIIlee BpeMsl ITIOHU-
MalOT HacAeAdyeMble B PsAAY MUTOTUYECKMX VM MeMOTUMYEeCKUX Je-
AeHMI COCTOSIHMS XpOMaTMHA 1 9KCIIPecci TeHOB, KOTOphle He
CBsI3aHBl C M3MEHEeHIAMU B HYKAEOTUAHON I10CAe]0BaTeAbHOCTU
AHK.

B ocHOBe snmureHeTMYecKo naMsITy AeXKUT OMoXMmnyecKkast
MoAMpUKAIIN CTPYKTYpBl XpOMaTyHa. YCTaHOBAEHO, YTO OCTaT-
K11 nurosuHa B coctase CpG-mocaegosareapHocrent AHK y sxu-
BoTHBIX 1 CpNpG-110caeA0BaTeABHOCTY Y PacTeHMII MOIYT OBITh
MeTUAMPOBaHHBL. Takasd MoguduKaums xapakTepHa AAs HeaKTVB-
HOI'O XpOMaTMHa, TPaHCKPUIIIMS C KOTOPOIO He OCYIIeCTBASETCs.
Ilepenoc MeTNABHOIN TPYHIIBI C S-aAe€HO3M/AMETUMOHNHA Ha OCTa-
TOK IJUTO3MHA OCYIIeCTBASETCSI HeCKOABKMMM IpyIaMi MeTUA-
TpaHcpepas. OgHa TIpyIa OCYIIecTBASET IIOAJep>KUBaloliiee
MeTHAMpPOBaHMe BHOBb CHUHTe3MpOBaHHON AodepHent Hutn /JAHK
Ha OCHOBe PMCYHKa MeTUANPOBaHM MaTEPUHCKON HUTH, a ApY-
ras IpyIia Ipou3BOAUT MeTUANpOBaHUe de 10v0 B OTBET Ha CUI-
HaAbl KAETOYHON AMPQPepeHITUPOBKN U pa3AndHble (PaKTOPEI
BHEIIIHe CpeApbl.

C moandukanuein AHK compsikeHa Takke (pepMeHTATIB-
Has MOAMQUKAIINI APYTOrO KOMIIOHEHTa XpOMaTIHa — TYICTOHOB.
YeTbIpe KOPOBBIX TMCTOHA 00Pa3yIOT HyKA€0COMY — CTPYKTYpY, Ha
kotopyio HamoTtaHa HuUTH JHK. Cyilectsyer MHOXKeCcTBO BapuiaH-
TOB MOAM(UKAINI aMUHOKICAOTHBIX OCTaTKOB IVICTOHOB, C pas-
HbeIM cpoactBoM K /JAHK m xapakTepHBIX 444 PpasAMIHBIX
COCTOsIHMII XpoMaTyHa. B cBs3u ¢ 9TuM gake MOABUAOCDH TIOHATIE
«TUCTOHOBOTO KOJAa» — Habopa MOAMPUKAINIL, COOTBETCTBYIOIINIX
TPaHCKPUIIVIOHHO aKTMBHOMY, TPaHCKPUIIIMOHHO HEaKTMBHOMY
1AV KOHAEHCMPOBAaHHOMY XPOMaTUHY MUTOTUYECKNX XPOMOCOM,
a taxke rucronaym, cmemaomumca ¢ AHK B S-pase kaetounoro
nukaa. Tak, alleTmanMpoBaHMe OCTaTKOB AM3MHA U apIUMHMHA
OOBIYHO CBA3aHO C TPAHCKPUIIIIVMOHHO aKTUBHBIM COCTOSHIEM
XpoMaTyHa, a MeTUAMPOBaHMe DTUX aMUHOKMCAOTHBIX OCTaTKOB,
Ha00OpOT, CO CHIDKEHMEM TPaHCKPUIILIVIOHHOTO cTaTyca.
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Moandukanus XpoMaTuHa A€XUT B OCHOBE TaKOIO sBAe-
HISI, KaK TeHOMHBIN MMIIPUHTUHT (3aIledaTAeHne). DTOT TepMUH
nossuAaca B 1960 1. 1 nmeppoHa4aAbHO OTHOCUACS K BHIDOPOYHOI
DAVIMMHALIUM OTLIOBCKMX XPOMOCOM Yy HEKOTOPBIX HaCeKOMBIX.
MccaeaoBanus 10 TpaHCIIAaHTaIIUM siA€P ITOAOBBIX KAE€TOK MBI-
mrerr B 1980-x IT. 1okasaau HEBO3MOXKHOCTL PasBUTUS ®MOpPUO-
HOB, HeCYIIVX TOABKO MaTepMHCKME MAM TOABKO OTIIOBCKME
IpOHyKAeychl. boaee TorO, Aake HaaAmdme AUIIL ABYX I'OMOAO-
TMYHBIX XPOMOCOM OT OAHOTO POANTEAS] MOKEeT IIPpUBECTU K Tnoe-
an »MOpmoHa. Okasaaoch, YTO MHpUYMHA AAHHOTO SBAEHUS —
pasanunsa metuanposanns AHK B My>KcKuX 1 JK€HCKIX raMmeTax.
BcaeacTBue »TOro mosiBAeHue B reHOMe OOOVIX KOIIMI aladeAaeli,
IIOABEPTIIINXCS VMIIPUHTUHIY (BBIKAIOYEHNIO), IIPUBOAUT K DIIN-
TeHeTIYeCKOl HEeITOAHOIIeHHOCT! ®MOPMOHA, XOTsI C TOUKU 3pe-
HUSI KJAAacCUMYeCKOI TeHeTUMKN, OH JMeeT HOpPMaAbHBIN Habop
reHOB. Y 4Ye/l0OBeKa Ha CerOAHSIIHUII AeHb OOHapy>keHO 0oaee
30 UMIIPUHTUPOBAHHBIX T€HOB, a 0DIIlee MX YMCAO OII€eHMBAETCS B
npegeaax 200-500.

Inpoko M3BeCTHLII HpUMEP TeHOMHOIO MMIIPUHTHHIA Y
yea0BeKa — cutopomul [Ipadepa-Burru u Anzearbmara, KOTOpble 0Oy-
CAOBAeHbI MUKpogeaennent B partone HSA15q11-q13. Ecan abep-
paHTHasl XpoMOCOMa IIPUXOAUT OT OTLia, pa3BMUBaeTcs CUHAPOM
IIpagepa-Buaan (oxupeHme, CKAOHHOCTh K IlepeeAaHMUIO, TMUIIO-
TOHYC, HapyllleHle KOOpAMHAUUM ABVKEHII, MaJleHbKUe KUCTU
U CTOIBI, HU3KUI POCT, IIOBBLIII€HHAs COHAMBOCTb, KOCOIJasue;
IIOHVKeHHasl IIAOTHOCTh KOCTell, IMIIOTOHaAM3M, pedeBasl 3a-
Aep>KKa, 3adeprKKa IICUXMYeCKOTO Pa3BUTIS, OTCTaBaHle B OCBOe-
HUM HaBBIKOB 00IIeit m Meakoir Motopuku) (puc. 108). Ecanm
aHOMa/bHasl XpOMOCOMa II0Ay4deHa OT MaTepy, TO pa3BMBaeTCs
CUHApOM AHreAbpMaHa (pasMep IOAOBBl MeHbIIle CpejHero, He-
PeAKO C yIAOIeHMeM 3aTbhlaKa, 3adep>KKa B pa3BUTUM HaBLIKOB
00111e71 MOTOPMKY, 3aj4ep>KKa pedeBOro passuTusi, AepUIUT BHU-
MaHIs U TUIIePaKTUBHOCTD, CAOXKHOCTY € OOy4eHreM, 4acToO DIIN-
AeTicusl, HeOOBIYHBIE ABVDKEHUSI — MEeAKNIT TPeMOp, XaOTHJecKye
ABVDKEHVISI KOHEUHOCTEV, JacThlil cMeXx 0Oe3 11oBoJa, XoAb0a Ha He-
rHymuxcs Horax) (puc. 109). Pazanuns B MeTMAMpPOBaHUU ITUTO-
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3MHa B MY>KCKOM J >KEHCKOM OpPTaHM3MaX IIPUBOAAT K pa3ANIHO-
MY IIPOSIBA€HIIO OAHON U TOM >Ke MyTallMii B 3aBUCHMOCTH OT TO-
To, KTO U3 pOAWTeAeil TIlepejal aHOMAAbHYIO XPOMOCOMY
peOeHKy.

Puc. 108. Cunapom Ilpasepa-Braan”

*URL: http://www.medico.ru/cgi-
bin/medatlas/comment.pl?rlink=&publ=1115220228_01_168&page=
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Puc. 109. Curapom AHreapmaHa

K 2aBHO M3BeCTHBIM M OAHMM U3 XOPOIIO M3Y4EHHBIX BIIN-
reHeTM4eCKMX (PeHOMEHOB OTHOCUTCA WMHaKTUBAIMs I1010BOA
X-XpOMOCOMBI y CaMOK ILAalleHTapHbIX MAEKONMTAIOIMX (Aaiio-
Hu3auus). B comaTudeckmx KaeTkax caMOK MAEKOIIMTAIOIMX
IIPUCYTCTBYIOT ABe X-XPOMOCOMBI, COOTBETCTBEHHO 11 HaDOp TeHOB
Ha HUX /ABOJMHON, IIO CPaBHEHMIO C COMaTUMYeCKUMM KAeTKaMU
CaMIIOB, Y KOTOPBIX B sI4pe HaXOA4UTCS TOABKO O4Ha X-XpOMOCOMa.
AAas KOMIIeHcalluM AO3bl TEHOB y CaMOK OJHa 13 X-XpOMOCOM
MHaKTUBMpYyeTcsl ¢ GOpMUpPOBaHUEM CIIeNMPUUecKo sAepHOI
CTPYKTYPBI, Ha3dBaHHOI TeablleM bappa. B ocnose »TOro nmpoiecca

* URL: http://www.primehealthchannel.com/angelman-syndrome-symptoms-pictures-

causes-life-expectancy-and-treatment.html
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aexxut sxrcnapeccuss PHK XIST, xoropas He koaupyet 6eaok. OHa
B3alIMOJEIICTBYeT C XpOMAaTMHOM X-XPOMOCOMBI, KaK OBl 00erI-
Ad51 €€, U IpuBAeKaeT OeAKOBble KOMILAEKCHI, aKTUBUPYIOIIVe
AHK-MmeTnAa3bl 1 ITMCTOHOBbIE alleTiAasbl, CAeACTBEeM pabOThI
KOTOPBIX sBAsieTcsa (opMuposaHye (aKyAbTaTUBHOIO TeTepo-
XpoMmaTyHa U MHaKTuBauuy X-XpoMocoMbl. VIHTepecHO, uTO 9Kc-
npeccust gpyron Hekogupymwomern PHK TSIX antucmbicaosoi k
XIST npensiTcTBYeT €€ ®KCIIpeccui B aKTUBHOM X-XpOMOCOMe.
HobGeaeBckast mpeMeHM IO MeAMIIVHE ¥ (PU3NOAOTUN
2006 r. 6p1aa npucyxaena O. ®aitepy n K. Meaao 3a oTkphI-
T APYIOTO MHTEPEeCHOIO SIUTeHeTUdeckoro ¢QeHOMeHa -
PHK-unaynmpyemMoro 1mnogaBAeHNs 9DKCIPecCUM TIeHOB WAU
PHK-unrepdepenunnu. Viccaegosatean oOHapy>Kmau, 9To BBeje-
HIle B OpTaHM3M Kpyraoro uepss Caenorhabditis elegans AByxije-
noyeuHort PHK  Beager k cmenuduueckoil — pernpeccun
TOMOAOTMYHOIO €1 110 HyKAeOTUAHOM 110CAeA0BaTeAbHOCTH TeHa.
ITosxxe PHK-mHTepdepennus Oblaa oOHapy>keHa IIOYTM Yy BCeX
DyKapUOTHYeCcKMX opraHmusMos. Ha mepsom srame »Toro smure-
HeTMYEeCKOTO IIpollecca IIPOUCXOAUT paciierniaeHne GpepMeHTOM
PHK-sHg0HYKA€az011 Il Tuna sksorennon asynenodeynon PHK,
IIOIIaBIIell B KAETKY, Ha HeDOAbIIINe, ABYXIlelloueuHble (pparMeH-
TBl AAMHON 20-25 HYKA€OTIAOB, Ha3BaHHBIE MaAbBIMU UHTepQe-
pupyomumn PHK. Ogna u3 Hureil Takux ¢parMeHTOB
IIepexoAUT B COCTaB CIenM(pUIECKOro DHAOHYKAEa3HOTO KOM-
I1/eKca U, B3aMOAEVICTBYSI C KOMILAeMeHTapHOI Iocae0BaTeAb-
HocTpi0 MaTpmuHoii PHK, paspymaer nocaeanioro, aAmbo B
cocTaBe ApYyIoro KOMILAeKca, IIoIadasl B sI4pO, IIepeBOAUT B
TPaHCKPUIIIIMIOHHO HeaKTMBHOE COCTOsIHMEe XPOMAaTUH C KOMILle-
menTtapHoit AHK. ®ysxunm PHK-unTepdepenmum Ha yposHe
KAETKM CPaBHMBAIOT C PYHKUMSAMI MMMYHHOI CUCTEMBI Ha YPOB-
He opraHmsMa. Cunraercs, yto PHK-unTepdepennus ssasgercs
BHYTPUKAETOYHBIM aHAaA0IOM VMMYHHOI CHUCTEeMBI, IIpejoxpa-
HAIOIIMM 9yKapMoTudeckylo kAetky or PHK-pupycos 1 MoOnab-
HBIX TeHeTUYeCKMX 9JAeMeHTOB (TpaHCIIO30HOB). Beaytcsa
aKTUBHbIe pabOTHI 10 CO3AaHNIO A€KapCTBEHHBIX CPeACTB Ha OCHO-
Be wuHTepdepupyomux PHK, nossoasomux 3aba0KmpoBarh
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CUHTEe3 IIPOAYKTOB, IIPUMHMUMAIOIINX yJacTye B pasBUTUI 3a00.e-
BaHUII Yyea0BeKa; 0AHAKO D(PPeKTUBHBIX U 0e30IIaCHBIX BEKTOPOB
Aas aoctasku nHTepPepupyomux PHK B k1eTKy 11oka He Halige-
HO. IlepcriekTMBHO IpUMeHeHMe MaAbIX WHTepP(epUPYIOIINX
PHK u B OMOTeXHOAOTMUYECKUX 1eASIX.

3BecTHO, YTO reHOM pacTeHUII MeTUANPOBaH B 3HaUNTeAb-
HO OOAblIIel CTelleHN, 4YeM >KMBOTHBIX. B nepBuuHOI HyKAeoTnA-
HOJ I10CAeA0BaTeAbHOCTM 5-MeTUALIUTO3MH BCTpedaercs JAaxke
yalle, yeM HeMeTUAMPOBAHHBI IIUTO3MH. 3HauMTeAbHas 4acTb
TeHOB y pacTeHMil HaXOAMUTCs B HeaKTMBHOM cocTosiHnu. ITokasa-
HO, 4TO IpUMeHeHNe AeMeTUAMPYIOLINX aTeHTOB IPUBOANUT K Ha-
cAelyeMONl B psAy IIOKOA€HUI aKTUBallUM IIPOMOTOPOB M1
DKCIIPECCUN paHee BBIKAIOUEeHHBIX IeHOB. Takoe n3MeHeHMe eHO-
TUIIa HalTOMJHaeT OOBIYHYIO MyTalIMIO.

/o HeazaBHEro BpeMeHM CYMUTaAO0Ch, YTO BDIUTeHeTHYeCKUI
PUCYHOK TeHOMa M/AeKONUTAINX GpopMUPYETCs B IIepUOJ HM-
OpPMOHAABHOTO Pa3BUTHUS U BIIOCAEACTBUM OCTAeTCsI HEMI3MEHHBIM.
XOoTsA 9TOT Iepuo/ MHO-IIpPeXHeMy CUYMTaeTCsl SIUTeHeTHdecK!
HauboJee Ba’KHBIM, OAHAKO DKCIIEPUMEHTHl C AabOpaTOpPHBIMU
SKMBOTHBIMU IIOKa3aAl, 4TO yHoTpeOJleHNUe psija BeIecTs oIlpe-
Ae/eHHBIM 00pa3oM CKa3bIBaeTCsl Ha METUAUPOBAHUM Pa3AMIHBIX
y4acTKOB XpoMaTuHa. Tak, He40CTaTOK 1AM, HA0DOPOT, U3OBITOK B
HIIIe BeIecTs, CAy KallliX IIpeAllecTBeHHKaMI AAs CyOCTpaToB
Metnanposanusa /JAHK, ckaspiBaeTcs Ha noggep>KaHUM MeTUAU-
posanna AHK. Kpome Toro, p:sg Bemiects MOKeT BAUATD Ha SIIN-
TeHOM I yepe3 0o1ee CA0KHBIE MeXaHU3MBL

Konmpoavnote sonpocot u sadanus

1. Kakne mMoaudukamnmy rMCTOHOBBIX O€AKOB HMPUBOAAT K
aKTMBallMY, a KaKye — K MHaKTUBaIly XpoMaTuHa?

2. B cempe poamacs peGeHOK C CMHAPOMOM AHrelbMaHa.
Kro m3 ero poauresenn spasercss HOcUTedeM abeppaHTHOIN
15-i1 xpomocomnr?

3. B uem sakatouaercs saaenne PHK-unrepdepentiim?
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I'rasa 11. T'eHeTUKA U CeAEKITUST

11.1. Ombop, nod60op u oyenka 2eHOMUNA 6 CeAeKyUU

Ceaexums, o caosam H.V. Basnaosa, npeacrasaser codoin
DBOAIOIINIO, HallpaBAsieMylO BoJell deaoseka. Iloa ceaexumerin
IIOHMMAaIOT COBOKYITHOCTh METOJAOB CO3JaHMs HOBBIX IOPOJ, THU-
II0B, KPOCCOB M AMHMII >KMBOTHBIX, COPTOB UM AMHUII pacTeHWUI],
IIITaMMOB 1 KAOHOB MUKPOOPIaHM3MOB, 001a4aionX KeAaTelb-
HBIMI AAsI 4eAOBeKa CBOJICTBaMU. TeopeTmdeckoir 0a3oil ceaek-
MU SIBASI€TCS TeHeTUKa.

OcHOBHBIE METOABI CceAeKIUM — OTOOp (II0AHOe MAM 4Yac-
TUYHOE yCTpaHeHMe KaKoi-A100 JacTy 0coOeil OT pa3MHOKEHT)
1 noadop (popMupoBaHUe MHap POAUTEABCKMX (POPM C IIeABIO
IOAy4YeHNsl IIOTOMCTBa, 00Aajalollero >kelaTeAbHBIMIU IIpU3Ha-
KaMI) Ha OCHOBe OIIeHKU reHOTHNa. [€eHOTUII MO>KHO OITeHUBaTh
ucxoas 13 (PeHOTUIIMYeCKMX OCOOeHHOCTell caMOii 0coOM MAK
(HampuMep, B cAydae OrpaHMYEHHBIX IT0AOM IIPU3HAKOB) IO (Pe-
HOTUIIaM CcMOCOB, poAuUTeAell MAM IOTOMKOB. Tak Hampumep, B
MO/Z0YHOM CKOTOBOACTBE HanboAee TOYHas OlleHKa reHOTuIIa ObI-
KOB (II0 KOTOPBIM IPOBOAMUTCS MHTEHCUBHBIN OTOOP) MOAYJ9aeTCs
I10 IPOAYKTUBHOCTHU MX AOYepei.

3aa0roM ycrexa CeAeKIIMOHHBIX MepOHpUATUIL SBASETCA
BBICOKasl HacAeAyeMOCTb IIpU3HaKa, C KOTOPBIM IIPOBOASAT padoTy.
Meporii HacaeayeMOCTH canTaeTcst KO9(pPUIINEHT HacAelyeMOCTH!
h? — oTHOmIeHNe reHOTUINYECKON Aucrepcuy (IokKaszaTeab W3-
MEHUMBOCTU BHYTPU TeHeT4ecK! OAHOPOAHOM IPYIIIEI) K eHO-
TUIINYECKOV  Aucnepcum  (IlOKazaTeAb  M3MEHUMBOCTM B
MOy ASLIVIN).

[Tpumep

VmeroTcs ABe AMHUI Kyp € pa3HO TOAIIMHOI CKOPAYIIBI
sIla — TOHKOM M TOACTOM. Y OAHOM AMHWI HITUL] CPeAHsS TOA-
muHa ckopaynsl 320 MKM, aucnepcus 12, y Apyroi cOOTBeTCT-
BeHHO 320 MxM wu 16. Y r1uMOpMAOB IepBOTO HOKOAEHU
(reHeTMYeCKN OAHOPOAHBIE T€TEPO3UTOTEI) AMCIIEPCHs COCTaBMAa
14. V tubpnaoB BTOpOro MOKOAeHMs (OHU y>Ke TeHeTHYeCK! rere-
porennst!) aucnepcnst 39. IloHATHO, 4TO M3MEHYMBOCTL y pOAU-
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TeAbCKMX AVHUNI 1 F1 00ycaoBaeHa TOABKO BAUSHUEM CpeAbl, a B
F2 — BansHMeM renorumna u cpelosbix (akTopoB. PaccumTeiBaeM
CpPeAHIOIO0 AVICIIEPCUIO POAUTEAbCKUX AMHMI U F1 (oHa paBHa 14)
M TOTAA:
n2 = 39-14

39

PaCCMOTpI/IM OCHOBHbBIE IIOHJTUA CeAeKINMM Ha IIpuMepe
JKIBOTHOBOACTBaA. B pacrenneBoACTBe M CcedeKlum MUKpoOpra-
HIM3MOB IMEIOTC OTANYNZ, OIlpeAeAsieMble Ou1oaorneit OObLEKTOB.
ITaeMeHHBIM >KMBOTHBIM Ha3bIBAIOT OC06b, KOoTOpas nmmeeT I10A-
TBEPKAEHHOE ITPONCXO>KACHNIE I MOZKET OBITH MCIIOAb30BaHa A
BOCIIpOMM3BOACTBA OHpeAe/leHHOI?I IIOpOAbI. HpI/I YTOM I1A€MEeHHas1
EHHOCTD >KMBOTHOIO — YPOBEHDb I'eHETNYECKOTO II0TeHIIMala 111e-

=0,64 .

MEHHOTO >KMBOTHOTO U BAUSIHUE AAaHHOTO T'€HEeTUYEeCKOIrO IOTeH-
111aJa Ha XO3s/ICTBEHHO I10Ae3Hble IIPU3HaK! IIoToMcTBa. I'pyrimy
0oco0ell, MHTEHCUBHO MCIIOAB3YIOIIUXCA AAs BOCIIPOM3BOACTBA,
Ha3BIBAIOT IIA€MEHHBIM SIAPOM HOpOoabl. AAas oreHKN dPPeKTus-
HOCTU CeAeKUVHU CAY>KaT IMOHATUS «(PeHOTUIINIECKUII CABU» —
M3MeHeHNe MpU3HaKa 3a OIpeAeAeHHLIN Iepuoj BpeMeH!, «Te-
HETUYECKNI IIPOTPecc» — pa3HOCTbh MEXKAY CpeJHel I1AeMeHHOM
LIEHHOCTBIO IIOTOMCTBa, OTOOPaHHOTO AAs BOCIIPOM3BOACTBA PO-
AUTeAeN, U CpeJHel IIAeMEeHHON IIeHHOCTBIO IOMYASIINN, U3 KO-
TOPOII OTOOpPaHbI POAUTEAN, U «CeAEKIIMOHHBIN AnddepenIinal»
— Pa3HOCThL MeXAy CpeJHUM 3HadyeHMeM IpUu3HakKa B MCXOAHOM
MOy ASILINY M CpeJHUM 3HaueHMeM TOTO >Ke IIpU3HaKa y ocoders,
OTOOpaHHBIX B OAHOM M3 I1OCAeAYIOLINX IOKOAeHUA. A1 KoAu-
YeCTBEHHOI OLIeHKM peaKLM IPYIIIBI 0co0eil Ha OTOOp MCIOAb-
3yIOT CeAeKLVIOHHBINI OTBeT — IIpousBeieHre KoapPuIieHTa
Hacaeayemoctu h2 m ceaexknmonHoro anddepennnasa. Tosap-
HBIM Ha3bIBAIOT XO3SMCTBO, IA€ IIPOM3BOAAT IIPOAYKIIUIO, ILAe-
MEeHHBIM — TJe PasBOAAT MOAOAHAK AAs BOCIIPOM3BOACTBA
OIpeAeAeHHON IIOPOADL.

IToa AMHMAMMU B ceAeKUUM IOApPa3yMeBalOT He COBCEM TO
K€, UTO IOJ, YNCTHIMI AUHUAMY — IPYIIIIaMU TOMO3UTOTHBIX OCO-
Oell — B reHeTUKe. BpIgeAsIIOT TeHeaAOIuecKue AMHUY — TPYIIIIBI
oco0el1 ¢ OOLIMM IPOUCXOXKAEHNEM U 3aBOACKUEe AMHUU — TPyII-
IIBI 0COD€N C OOITUM IIPOVCXOXKAEHNEM U OAM3KIMMI IIPOAYKTVB-
HBIMMJ U DKCTE€PbePHBIMU IIPU3HaKaMII.
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B cBMHOBOACTBe M NTUIIEBOACTBE TOBapHBIE XO3SVICTBA MC-
IIOAB3YIOT ABYX- UAU TPEXAMHENHble KPOCCHl — IMOPUAOB OT
CKpeIlVBaHVSI MaTePUHCKUX AVHUI, KOTOpble 4acTo 001ajaioT
reTepo3ncoM (rMOPUAHOV MOIIHOCTBIO) IIO >KeAaTeAbHBIM IIPU-
3HaKaM.

B nocaeanue roas! Bce 0oblilee paclpoCTpaHeHe HAXOANUT
MHAEKCHas ceAeKIus — OTOOp U oAO0p Ha OCHOBE KOMIIAEKCHOI]
OLIeHKU ITPOAYKTUBHBIX KauecTB. B ce1eKIIMOHHBIN MHAEKC BXOASAT
OCHOBHBIE IIPOAYKTVBHBIE VI DKCTepbepHBIE IIPU3HAKY, Ka’KAOMY
13 KOTOPBIX MpUAAeTCs CBOM KOD(PQPUIIMEHT MCXOAS U3 OOBeK-
TUBHOJI IIEHHOCTY AQHHOTO IIPU3HAKa AAS IIOPOABL.

boaplioe 3HaueHMe AAsl CeAeKLIMV MMeeT COXpaHeHUe re-
HOPOHAA MaAOUNCAEHHBIX IIOPOA - TPYIII PeAKO BCTPEUYaIOIIIXCS
SKMBOTHBIX OIIpeAe/l€HHON IIOPOAbI, OTAMYAIOIIUXCS T€HETUKO-
CeAEeKIIVIOHHBIMY OCOOEHHOCTSIMU ¥ HaXOASIIVIXCS 1104, YTPO30ii
JICYe3HOBEHIISL.

11.2. Ceaexyusi Ha OCHOBE MOAEKYAAPHLIX MapKepos
U 2eHOMHAS OUeHKA

BoABIIMHCTBO XO35AMCTBEHHO IIeHHBIX NPU3HAKOB JOMalll-
HIX KMBOTHBIX U KyABTYPHBIX pacTeHUI MUMEIOT CAOKHBIN OAN-
TeHHBIII THUII HacAeAOBaHMSA ¥ KOHTPOAMPYIOTCS MHOTUMU
reHaMl, paclIOAOXKeHHBIMM B AOKyCaX KOAMYECTBEHHBIX IPU3Ha-
koB — QTL. Aasa swrasaenna QTL 1crioap3yloT MOAHOTEHOMHOE
CKaHMpOBaHMe — aHaAMBUPYIOT TeHeTuJecKoe  Cliell1eHle
(pasa. 2.7) 604pIIOrO 4ncaa paBHOMEPHO paclpejeleHHBIX II0
XpOMOCOMaM MOAEKYAAPHBIX MapKepoB (HalpuMmep, MUKpOca-
TeAANUTOB) C M3ydaeMbIMU HpU3HaKaMU (HallpuMep, yAOM y KO-
POB, AMIIEHOCKOCTb y HeCyllleK, CKOpOCTb pocTa y OpoOiiaepos).
ITocae ycranoBaeHms paiioHa aokaamsauyu QTL Ha renermue-
CKOI KapTe IIPOBOAAT TOHKOe KapTUpPOBaHME IO CLeILAeHHOMY
HacJeA0BaHUIO ¢ Hamboaee OAM3KO PacloAOKeHHBIMI MapKepa-
mn. Onpegeaenne rpannn QTL mossoasier IpoBOAUTH ITO3UIIN-
OHHOe K/AOHMpOBaHMe — I10/Ay4eHlie TeHOMHBIX KAOHOB 13 palioHa
ero aokaamnsanuu. ViccaegosaHue 110Ay4eHHBIX TEHOMHBIX KAOHOB
IIpM IIOMOIIM MOAEKYAsIPHO-TeHeTUYeCKIX MeTOAOB AaeT BO3-
MO>KHOCTDb BBISBUTD TeHBI-KaHAUAATHI 445 U3y4aeMOTIO IpU3HaKa.
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CpaBHeHIe DKcIIpeccuy IeHOB-KaHAUAATOB B TKaHAX, y4acTBYIO-
X B GOPMUPOBAHNY IIPMU3HAKA, Y OPTaHM3MOB C Pa3HBIM €ro
IpOsIBA€HNEM AaeT BO3MOXKHOCTb OIpeJeAUTh TeH, OKa3blBalo-
U1 BAUSHUE Ha ITIposABAeHNe npusHaka. CekBeHUpOBaHIe pery-
AATOPHBIX UM KOAMPYIOIIUX 00AacTeil  BBISIBAEHHOIO TeHa
II03BOAsIeT HalTH ero aAle/AbHble BapMaHThl, CBsI3aHHbIe C IIPOsIB-
AeHueM IpU3HaKa, 10 KOTOPbIM MOXHO IIPOBOAUTH OTOOP — TeH-
HYIO ceAeKUMIO (pasHOBUAHOCTh MapKepHOI celekunu). B 6oaee
o011eM caydae MapKepHON ceaeKlyell Ha3bIBalOT OTOOpP M IMOA-
0op MO aaaeasM MOAEKYASPHO-TeHeTUIECKNX MapKepoB, KOTO-
pble  HOpOSBAAIOT TeHeTHMYecKoe CIellleHre MUAM  VMeIOT
(Jpu3Mo0A0TIIYECKYIO CBA3H C JKeAaTeAbHBIM IIPU3HAKOM.
Kaaccruecknit mpumep cozgaHms CUCTeMbl MapKepHOI ce-
Aekuym — BoIsiBAeHNe reHa DGAT1, aaaean KOTOpOro olpejeAas-
IOT Pa3HyIO JKMPHOCTb MOAOKa y KPYIIHOTO pOraTroro cKoTa IIpu
IIOMOIIY HO3UIIVIOHHOTO KAOHMpoBaHuU:A. IlocaejoBaTeabHoe co-
KpallleHle MHTepBada AoKaansanyu QTL meTroaom aHaamsa Ko-
cerperaliuy >KMPHOCTU MOJAOKa C aaAeAsIMI MUKPOCaTeAAUTHBIX
AOKYCOB II03BOAMAO aBTOpaM yCTaHOBUTH, YTO IeH-KaHAUAAT DTO-
ro HIpMU3HaKa HaXOAUTCSI B XPOMOCOMHOM paliOHe BeANYMHON
3 cM, orpanmyenHom mukpocateaantamu BULGE13 n BULGEO09.
CxpuHupoBaHe reHOMHOI OM0AMOTeKM KPYITHOTO POTaTOIo CKO-
Ta C MCIIOAb30BaHMEM TUX Mapkepos B Kauectse /HK-30HA0B
AAs TMOpUAU3AL UM, IIO3BOAUAO IIOAYYUTH IPOTAKEHHbIe
AHK-ka0nb! Tpanui sroro paiioHa. Merogom «mporyaku 1o
XpoMocoMe» (KOHITBI KAOHOB OBbLAVM CEeKBEHMPOBAHBI U VX IIOCe-
AOBaTeAbHOCTU WUCII0AB30BaHbl 4451 co3ganus /JAHK-30HA0B a5
cepum 1ocaeAoBaTeAbHBIX CKPMHIUHIOB) U C IpMBAeYeHUeM AaH-
HBIX II0 TeHHOMY COCTaBy OPTOAOTMYECKOTO paiioHa XpPOMOCOM
ge/10BeKa ObLA ITOCTpOeH KOHTUT 13 50-TU MCKYCCTBEHHBIX XPOMO-
coMm OakTepuil, KOTOPBIII TPOEKpaTHO IlepeKpblBaa paliOH MHTe-
peca. IIpu CeKBEeHIPOBaHUM HYKA€OTUAHBIX
II0CAeA0BaTeAbHOCTel ®TOTO KOHTUTa OblA OOHapy>KeH TIeH
DGATI (arma-xopepMeHT A — AMaIUATAUIIEPOA arfuATpaHcPe-
pasa), KOTOPBIiT TI0 (PUBNOAOTIECKOMY AEMICTBUIO MOT OBITh KaH-
angatrom  aaa  ganHoro  QTL. Anaams  HyKAeOTHAHOI
110cAeA0BaTeAbHOCTI HTOTO TeHa y IIOpOoJ KOPOB C aabTepHaTUB-
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HBIM MpOsBA€HUEM IIPU3HaKa >KMPHOCTM MOAOKa II03BOAMA
1AeHTUPUITNPOBATh TOYKOBYIO MyTanuio K232A, kotopast okasbl-
BaeT pellalollee BAUSIHNE Ha IIPOsABA€HNs DTOIO Ipu3Haka. B Ha-
CTosIlee BpeMs ®Ta HyKAeOTHAHas 3aMeHa 00s3aTeAbHO
YUNUTBIBAeTCs BO BCEX ClCTeMaX MapKepHOV ceAeKIMI KPYIIHOTO
poraToro ckotTa MOAOYHOIO HallpaBA€HN:.

Cucrema MapKkepoB I1040BUTOCTH, CTPeCCOYyCTONYMBOCTH,
KaJyecTBa MsICa U pe3UCTEHTHOCTY K HEKOTOPBIM MH(EKIVAM -
POKO IpUMeHseTCs B CeAeKIINU CBUHEIA.

B mocaeanne roabl B ceaekumy KpPyIIHOTO POraToro cKora
MOAOYHOTO HalpaBAeHMsA MCIIOAL3YIOT T€HOMHYIO OLIeHKY HpHu
IIOMOIIY OMOYUIIOB, COAep KaIlyX 00AbIIIOe Y1CA0 (KaK IIpaBuao,
250 000) MapkepoB MOHOHYKA€OTHAHOTO noammopdpusma (SNP).
CrnenmaapHOe TIporpaMMHOe oDOecIiedeHne TO3BOAsSIeT C BHICOKOI
BepOATHOCTLIO (11opsaka 0,6 — 0,8) npeackazaTb MOAOYHYIO ITPO-
AYKTUBHOCTD AOuepell Ha OCHOBe M3BeCTHOI KoppeAsinum (craTu-
CTUYecKom cBsA3u) aadeaeirn SNP m mHTepecylomux IIpu3HaAKOB.
Caeayer OTMeTUTDb, YTO T€HOMHAasl OlLleHKa IIOKa OCTaeTCs A0CTa-
TOYHO IpUOAU3UTEABHO}, a HanboAee TOYHOI (C BEpPOSITHOCTBIO
0,95) sBAseTCs OLleHKa IIO KayecTBy ITOTOMCTBA. AHa/AOTMYHbBIE
CHCTEMBI CO34al0TCsl B IITULIEBOACTBE.

Konmpoavtvie sonpocor u 3adanus

1. ¥V HekoTOpbIX NOPOA KPYIIHOIO pPOraTOIO CKOTa 0eAKOBO-
MOAOYHOCTb MMeeT KoapduiineHt HacaegosaHus 0,85, a ycroii-
4YIBOCTDh K MacTuTaM (3abo0aesanHusM BeimMenn) — 0,18. ITo kakomy
13 9TUX IIPU3HAKOB ceaeK1ys OyaeT 601ee 9pPeKTIBHON?

2. lVlmeercs ABe AMHUM KPOAMKOB. Y OJHON IIA0IIajb
IIKypKM uMeeT aucnepcuio 1,8, a y apyroin — 2,6. Y rmOpugos
IIepBOTO ITIOKOAeHms Aucnepeus 2,3, a B F2 — 4,2. Paccunraiite Ko-
¢ PuLmeHT HacaeA0BaHMsI HTOTO IIPU3HAKA.

3. Mo>XHO A1 OTKa3aThCsA OT TPaAMIIMOHHBIX CeAeKIIVIOHHBIX
MeTOAO0B M MCII0Ab30BaTh TOABKO MapKepHYIO CeAeKLIMIO I re-
HOMHYIO OLIeHKY?
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I'rasa 12. 'eHeTHKA M1 MeAUIIMMHA

12.1. bAusneuyoe6oii Mmenod

B npeapiaymiyx raasax pedsr HperMYyIIeCTBEeHHO I1Ja O Ha-
cAeJ0BaHNU AVICKPETHBIX (KaueCTBeHHBIX) NPU3HAKOB. BoAbIIMH-
CTBO MOP(POAOTMIECKNX (POCT, TeA0CA0XKeHe, popMa OTAEABHBIX
qacTeil TeAa), PUIMOAOTMIECKUX (MHTEHCHBHOCTh OOMeHa Be-
IIIeCTB, CKOPOCTb pOCTa) U IICUXOAOTUYECKIX (TeMIlepaMeHT) IIpu-
3HAKOB SBASIOTCA KOAMYECTBEHHBIMM, WX MOXKHO BbIpa’kaTh
YIICAOBBIMI 3HAYEHUSMU U CpaBHMBATh MexXAy coboit. OgHum ns
I104XOA0B TeHEeTUYeCKOIO aHaAlM3a KOANYEeCTBeHHBIX IPU3HAKOB Y
ye0BeKa SBASeTCsl OAM3HEITOBBIN METOA,

Caeayer pasamyarh ABa HPUHIMIINAABHBIX THUIIA OAU3He-
LIOB — Pa3HOSANIIIOBbIE (AM3UTOTHBIE), KOTOPble BO3HMKAIOT IIpU
OIL1040TBOPEHUM ABYX Pa3HBIX SMIIEKAETOK ABYM: pa3dANIHBIMU
cIlepMaTo3onjaMy, U OAHOSIIIOBbIe (MOHO3UIOTHBIE), KOTOpPBIe
MOABASIOTCSL B pe3yaAbTaTe ApOOAeHMs yKe OIL10A0TBOPEHHOM
SIATIeKAeTKU (3UroThl). Au3UroTHele OAM3HEIBI HUYEM He OTAU-
YarOTCsI OT OOBIYHBIX COCOB. M OHO3UTOTHBIE OAM3HEIIBI SIBASIIOTCS
KAOHaMU — FeHeTUYeCK) UAHTUYHBIMI OpraHM3MaMI.

VsBecTHBI cAy4day, KOTAa AVIBUTOTHBIE OAV3HEIBI MMeAU
pa3HBIX OTIIOB. B ®TOM cayyae, ¢ TOUKU 3peHNsI TeHeTUKY, OHU SB-
AA10TCs ToAycuOcamu. PosxaeHne 0AHOIIOABIX AUBUTOTHBIX 0AM3-
HeIIOB CAy4YaeTcs HeCKOAbKO uyallle, 4eM pPa3HOIOABIX, HO BTO
CBsI3aHO CKOPee BCero C Pa3HoI IOABV>KHOCTBIO ClIEpMaTO30MA0B,
Hecylux X- 1 Y-XpoMOCOMBI. PasHo:AI1I0Bble OAM3HEeIbI TI0ABAS-
IOTCsA B pe3yAbTaTe OJHOBPEMEHHOIO CO3peBaHIA ABYX U 0Ooaee
SANIIeKAeTOK — IIOAMOBYASIIINM, KOTOpasi OOBIYHA AAs MHOIUX
MAEKOMNTAIOIINX, HO Y YeA0BeKa IIPOMUCXOAUT C HeDOABIIION Jac-
TOTOM. CKAOHHOCTD K IOAMOBYAALINI HacAeAyeTcs (ecAu y >KeH-
IITMHBI y>Ke ObLAM OAM3HeLb, TO YacTOTa MX POXKAEHI BO BTOPOII
pas3 B YeTbIpe pasa BhlIlle, YeM B CpeAHeM B IOITy ASIIUN).

Monosurotssle OAM3HEIBI MHOTAA pasddeleHBl He IIOAHO-
CTBIO, Y HUX MOTYT OBITh Ja’Ke OOIIVe opraHbl. B Takmx caydasx
IIPOU3BOAAT XMpPypIUyeckoe pasieleHne, 3a4acTylO COIpPsIKeH-
HO€ C PUCKOM A5 >KM3HM 000MX OAM3HEII0B.
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CpeaHss yacToTa poO>XKA€HUsS MOHO3UTOTHBIX OAM3HEILIOB —
0k040 40 na 10000 1 Maa0 BapbUpYyeT B pa3HBIX HOIYASLINIX de-
aoBeka. Au3nroTHele OAM3HEIH Yallle POXKAAIOTC Y IpeaCcTaBu-
Teaell HerpouaHoi pacel (okoao 100 ma 10000), y eBporieonaos —
oko40 80 na 10000, y MmoHroaouaos — oxoao 20 na 10000. Dror
(akT MOXHO OOBACHUTDL HaCcA€ACTBEHHBIM XapaKTepPOM CKAOHHO-
CTU K MOAMOBYASIIMM U HeTeHeTMYeCKMMU IpUYMHaMU ApoOJe-
HUS OIIA0AOTBOPEHHON ANIIEKACTKIU.

BansiHne Ha npusHaK HacAe ACTBEHHOCTU U (PAaKTOPOB CpeAbl
MO>KHO OIpeAeAUTh MCXOAA U3 CTelleHU CXOACTBa (KOHKOpPAAHT-
HOCTU) AMBUTOTHBIX (MMEIOLIVX pa3HbIl TeHOTUII, HO BRIPOCIINX B
OAM3KMX YCAOBUAX) ¥ MOHO3UTOTHBIX (MMEIOIINX OAVH TeHOTUII 1
BBIPOCIINX B OAMBKUX YCAOBUAX) OamsHernob. Ocoboe 3HaueHue
MeeT U3yJyeHle pa3Ayd4eHHBIX B MAaJeH4eCKOM BO3pacTe MOHO-
3UTOTHBIX 0AM3Hen0B (puc. 110), Tak KaK OHM BBIPOCAM B Pa3HBIX
YCAOBUAX, HO ABASIOTCSI TeHETUYECKM MACHTUYHBIMM OpTaHU3Ma-
M. CyImiecTBeHHBIM OIpaHMYeHIeM MeTO4a SIBASeTCS TO, YTO OH
I103BOAsIeT YCTAaHOBUTH TOABKO (paKT HacAeAOBaHUs M3y4aeMOro
IIpU3HaKa, HO He AaeT BO3MOXKHOCTH OTBETUTh Ha BOIIPOCHI O TUIIe
HacJeA0BaHNs, KOAMYeCTBe yJacTBYIOIIVIX TeHOB I MIX BO3MO>KHOM
B3alIMOAEVICTBUIA.

Puc. 110. PazayyeHHble B paHHeM BO3pacTe OAM3HeIb],
BEIPOCIIIVE B Pa3HBIX COINMaABHBIX YCAOBYIX
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12.2. Moaexyasiptble Mapkepol 6 usyueHuu HacAeOCmeeHHol
namoaozu

[TaToaorus — 9T0 A1060€ OTKAOHEHNE OT HOPMAaJAbHOTO Te-
geHMs1 O11010TMIeCKMX IIPOIeccoB — 0OMeHa BelllecTs, pocTa, pas-
BUTILS, Pa3MHO>KEHIL.

HacaeacTBennas 1atoa0rmst — OTKAOHeHUE OT HOPMBI C ycC-
TaHOBAEHHBIM (PaKTOM HacAeJOBaHU, T. €. Ilepejadnl OT ITOKO.Je-
HIA K 1ToKoaeHnIo. CaeayeT pa3andaTh BPOXKAEHHYIO 1aTOAOTHIO
— IPUCYTCTBYIONIYIO OT POXAEHMS MHAMBMAYYMa — OT HacAeACT-
BeHHOII IaToAorum. BposkaeHHas maTtoAorus MoOXKeT OBITH 0Oy-
cAoBAeHa aelicTBueM (paKTOpOB BHeIIIHell cpeAbl — Hej0CTaTKOM
MJTaTeAbHBIX BEIeCTB U KIUCAOPOAa BO BpeMsl BHyTPUYTPOOHOTO
PpasBUTNSA, POAOBBIMU TpaBMaMM, MHPEKIUAMHU U TaK Jasee. Yc-
TaHOB/AEHJe B COOTBETCTBME C TPeOOBaHMAMI TeHeTHYeCKOTO aHa-
amsa (4. 2) ¢akra HacAeAOBaHNUsA aHOMAABHOTO IIpM3HaKa
SIBASIETCSI €AVHCTBEHHBIM OCHOBaHMeM IIpU3HAHMS HacAeACTBEH-
HOTO XapakTepa HaTOAOTUIA.

CymectByer aBa TuIa KaaccupuKalUy HacAeACTBEHHON
natroaoruu. IlepBorit (IpMHATHI IIPeUMYIIECTBEHHO B OTeYecT-
BeHHOII AuTteparype) — kAunuueckutl Tun. CoraacHO 9TOMy TUILY
KAaccupuUKaIuy CylecTsyeT dyeThblpe IPYIIIb 3a00AeBaHMIt:

e rpymmna I — 9T0 cOOCTBEHHO HacAeACTBeHHbIe 0OAe3HM —
XpOMOCOMHBIE 1 TeHHBble 3a0oeBaHUs (CMHAPOMEI DABapAca U
ITaTay, ¢peHnAKeTOHYpHUsl, MyKOBUCIIEA03);

e rpynna II — GoaesHn c BbIpa’keHHOI HacCAeACTBEHHON
IIpeApaclioA0KeHHOCTbIO, B IIaTOTeHe3e KOTOPBIX IpPOsIBAeHIUe
Hac/AeACTBeHHBIX (paKTOPOB OIlpejeAseTcs AelicTBueM crenndu-
YeCKMX BHEIIHNMX OOCTOATeABbCTB (apTepuadbHas TUIIePTeH3NU:,
caxapHbII1 guabert, mojarpa);

e rpymmna III - 3a6oaeBanMs1, KOTOpEIE OIIPeAeASIOTCS IIpe-
MIMYIIIeCTBeHHO (paKTOpaMI BHEIIIHell CpeAbl, HO B IIaTOreHe3e KO-
TOPBIX HEKOTOPYIO POAL MWIPalOT HacAeACTBeHHBIe (PaKTOPEHI
(raaykoma, aTepocKaepo3, pak MOAOYHON KeAe3bl);

e rpymmna IV — 604e3HH1, K KOTOPBIM HacAeACTBEHHOCTh, Ha
IIepBBIII B3IA5l4, He MMeeT OTHOIIeHNs (MUIeBble OTpaBAEHNs,
Ilepe0Mbl, OXKOIN).
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CaeayeT OTMETHUTD, UTO 9aCTO UCIIOAb3yeMble IOHATUS «Ce-
MellHBIe» U «CIIOpajndecKye» 3a004eBaHIA He MMEIOT IPsIMOIO
OTHOIIIeHNus1 K HacaeactBeHHOcTu. CemerliHble 3abo0aeBaHMS Ha-
64104a10TCs1 y POACTBEHHIKOB, HO MOTYT OBITh BBI3BAHBI U AEVICT-
Bl/leM OAMHAKOBBIX BHEITHMX IIPUYMH, HaIlpyMep XapaKTepom
nutanus. Criopagmyeckue cayday HabAIOAAIOTCS Yy OTAEABHBIX
VHAVBIAYYMOB, HO MOIYT OBITh OOyCAOBAEHBI M PeJKUM codeTa-
HIEeM aAAe/ell MAU BO3HUKIIeN de novo MyTalen.

Bropas cucrema kaaccudukaium — zeHemuqeckas — IBAsIeTCs
OOIIeIIPUHATON B 3apyOe>KHOI AuTepaType U B II0CAedHee BpeMs
HaXoAUT Bce OoJee yacToe IpUMeHeHNe U B AUTepaType Ha pyc-
ckoM s3bIke. COraacHo ®TOJ CCTeMe BBIACASIOT IISTh TPYIIIL:

e rpynmna I — rennsle 604e3HN, onIpeJeasieMble MyTalVSIMU
B OIIpeJeAeHHBIX TeHaX. DTO IPeuMYyIeCTBeHHO MOHOIeHHBIe
IIpU3HAKU C ayTOCOMHO-/OMVHaHTHBIM, ayTOCOMHO-
peLIeCCMBHBIM, CLEIA€HHBIM C I0AOM AOMUHAHTHEIM, CIIeIlAeH-
HBIM C IIOAOM pelleCCMBHBIM, TOAaHAPMYECKUM U MUTOXOHAPU-
aAbHBIM TUIIOM HacAeAOBaHUS (T4. 2);

e rpynmna II — xpoMocoMHble ©04€3HH, T. €. TeHOMHbBIE U
XpOMOCOMHBIe MyTaliuu (ra. 8);

e rpymnna lII — 6oae3Hn ¢ HacaeACTBEeHHOI ITpeApacIIoA0-
JKeHHOCTBIO, B ITaTOTeHe3e KOTOPBIX UTPalOT pOAb CpeAOBble U Ha-
caeAcTBeHHBle  (PAKTOPBI,  MMeIOI/e  MOHOTeHHBINI  MAU
IIOAUTEHHBII TUII HacAe4oBaHMs (MMOIMS, I1aTOAOTUMYECKOe
O>XMpPeHNe, A3Ba JKeayaKa).

e rpynmna IV — renernyeckme 604e3HM cOMaTUIECKMX Kae-
TOK, 3a4acTyIO CBsI3aHHBIE CO 310Ka4eCTBeHHBIMM HOBOOOpa3oBa-
HUsIMI (peTrHOOAacTOMa, OIyX0Ab BuabMca, HeKOTOpbie (pOpMBI
AelikeMIn);

e rpymnmna V — 004e3HU TeHeTHYeCKON HeCOBMeCTMMOCTU
MaTepu U I11104a, KOTOpble pPa3BUBAIOTCs B pe3yabTaTe MMMYHHOI
peakiuu MaTepy Ha aHTUTeHBI 111042 (HeCOBMEeCTUMOCTD IO pe-
3yc-gakToOpy M HEKOTOPBIM APYIUM DPUTPOLMUTAPHBIM CHCTeMaM
aHTUTeH-aHTUTe0).

Hacaeacrsennnle 3a004eBaHMs MOTYT HadaTh CBOe ITPOSIB-
AeHNe B pa3HOM BospacTe. XapakTep MaHmu(ecTanuy (BpeMeH!u
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IIPOSIBAE€HMSI TIEPBBIX CUMIITOMOB 004€3HU) sBAseTCs crerudu-
9YeCKNM A5 pa3HBIX POpM HacAeACTBeHHOI naroaornu. Kak mpa-
BIUAO, AAsd  HacAeACTBEHHBIX  3a00JeBaHMII  XapaKTepHO
XpoHMYecKoe (IIpOAOAKUTEABHOE) IIPOTpeAVeHTHOe (C Hapacra-
HIIeM CTeIleH!U BBIPa>keHHOCTH CYMIITOMOB) TeUeHue.
3HaunTeAbHas YacTh HaCAeACTBEHHBIX O0Ae3HeN 1 00Ae3Hen
C HacAeACTBEHHOI IIpeApacIiOA0’KeHHOCTHIO MMeIOT HEMOHOTEH-
HYIO TIpupoAy. VIX MOXXHO OTHeCTM K KOAMYECTBEHHBIM IIpU3Ha-
KaM, T. €. TeM, KOTOpble IMEeIOT HeIIPEePLIBHBIN Psij M3MEHIMBOCTI
U MOTYT OBITh M3MEpPEHBI — HAIIpUMeP, pOCT, BeC, AAMHA KOHEYHO-
creil. Aaaean GOABIIIOTO YNCAa TeHOB BHOCAT BKAaJ B IIPOsIBAEHIE
TaKMX IIPU3HAKOB, IIODTOMY MX Ha3bIBAIOT NOAUTeHHBIMU. IIpo-
CAeAUTD UX HacAeJOBaHIe U BBISIBUTH T€HBI, aA1eAV KOTOPBIX yda-
CTBYIOT B IIaTOAOTMYECKNUX IIpoIeccaX, MOXKHO IpHU ITOMOIIN
reHeTIYeCKIX MapKepoB. BrIsiBaeHNe clIeTIAeHHOTO HacAeA0BaHILs
(acconmanmmu) (QeHOTUIINMIECKMX IIPU3HAKOB C TI'eHeTUIeCKUMU
MapKepaMM I103BOAsIeT HaMITU payiOHbl XpOMOCOM, OKa3bIBaloLIye
pelaioniee BANMSHME Ha M3ydaeMble ITPOIIECCH (IIO3UILIMIOHHOE
KAOHIpOBaHUeE), U MOAYIUTh HaAeKHBIE CUCTEMBI AASl MOAEKY-
ASAPHON AVATHOCTUKU (MOAEKYAsSpHOe MapKupoBaHue). B Ha-
CToslllee BpeMsl HamOoOJee pacHpOCTpaHEHHBIMU MapKepamu B
reHeTUKe 4YeJOBeKa SBASIOTCS MMKpPOCaTeAAUTHBIE AOKYCHI
(puc. 111) m MOHOHyKAeOTHAHbIe NOoAUMOpQHBIe canTel — SNP
(puc. 112), ocHOBHBIE OCOOEHHOCTY KOTOPBIX ITIOKa3aHbI B TabAuUIIe.

Tabauua
CpaBHeHMe OCHOBHBIX XapakTepuctuk SNP 1 MmukpocateaanTos
SNP MuxpocaTeaanTsl
Uncao aazeaein 1-2 (4) 1 —60aee 20
B IOy ASIIIUU
Cpeansas ~0,3 ~0,7
reTepO3UTOTHOCTD
VHpopmaTUBHOCT + +++
Uncao 20KycoB ~10¢ ~10°
B reHoMe 4ea0BeKa
Bo3MOo>KHOCTH +++ +
aBTOMaTU3AIIUN
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AHaAu3 DKCIpeccuy TeHOB (BceX 1AM IPYIIILI) Ha OmModynmax
B TKaH:AX, MIMEIOIIVX OTHOIIIeH!e K OIpeje1eHHOMY HacAeACTBeH-
HOMY 3a004eBaHMIO, B HOpMe U IIaTOAOTUM YacTO IO3BOAseT BbI-
SIBUTD TeHbI-KaHAMAATHL AA5 M3ydaeMoli 004e3H1. XpOMOCOMHYIO
AoKaau3aruio rmocaegosareabHocrenn AHK, Bansonmmx Ha Koan-
yecTBeHHBII ITpusHakK (QTL), MO>KHO onpeseanTh Ha OCHOBE COBMe-
CTHOTO HacAeJOBaHIA C HECKOABKMMI OAM3KOPaCIOAOKEHHBIMU
Mapkepamu. Ecam yaaercss HaliTu MapKepbl, OIpaHMYMBaIOIINe
QTL ¢ 4Byx CTOpOH, TO Ha OCHOBe AaHHBIX TEHOMHOIO CHMKBEHCa
MO>KHO COCTaBUTh CIIMCOK T€HOB, SIBASIOIMXCS MTO3UIIMOHHBIMU
kaHaugatamn Aasa QTL msydaemoro saboaesanus. Ilpu oaHo-
BpeMeHHOM JICII0Ab30BaHNI aHaAM3a DKCIPeccuy 1 MccaeioBa-
HISL accolyanuil 3ab004eBaHMsl C MOAEKYASPHBIMI MapKepamu
MO>KHO OIIpeAeAnTh Hanbolee BepOsITHbIE TeHbl-KaHAMAATH — Te,
KOTOPBIE OKaXKYTCsI B OOOMX CITMCKAX.

CrenieHb BOCHpUMMUYMBOCTI K OIpeAeleHHBIM JeKapCTBeH-
HBIM IpernapaTtaM U 9(pPeKTUBHOCTD VX IIPUMEHEHNs BapbupyeT
B IIMPOKMX ITpedeaax. IIpu oaHoM 1 ToM ke 3a00aeBaHUM HOA-
XOAAIIUI AAs1 KOHKPETHOTO MHAUBMAYyYMa IIpeliapaT 4acTo I104-
b6upaior MetrodoMm Ipod u omuobok. Kpome morepu spemeHU
TaKol MOAXOJ, MHOTAa HaHOCUT HeIlOIPaBUMBINI Bpes, 340POBBLIO.
B Hacrosiee Bpemsi 4451 OOABLIOTO KOAMYECTBa A€KapCTBEHHBIX
CpeACTB pa3paboTaHbI CICTeMBI MapKepoB Ha ocHOBe SN, 1103B0-
Asiomue a priori (A0 OIbITa) IIpeAcKasaTh peaklNIOo MHAUBUAY-
aAbHOTO OpTaHM3Ma Ha TO MAM MHOe XUMUYecKoe BelllecTBO.
Acconuannm oTAeAbHbIX aaleAbHbIX BapuaHTos JAHK-Mapkepos ¢
OCOOEHHOCTSIMM OMOXMMMYECKMX peakLMil SBAAIOTCA OCHOBOM

MHAVBUAYaABbHON Tepanuu (puc. 113).
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MuKkpocaTeInThl

. L} L )
"; . ; -
Mupueupyym A Mupueunyym b
LIITITTTIIAITAIIAITATITTALL.. WIOTITTTIAIIAITAITATIATTTTALL..
...LITI‘[TT(LIA)‘lT['ITAU,... ...LITFITT(LIA)sTI"ITA].[...

Puc. 111. B MuxpocaTe AAUTHBIX AOKycaX eAUHULIEN U3MeHUMBOCTU
SABASETCS IPyIIIIa HyKA€OTUAOB

MoOHOHYK/IeOTHIHBIe [TOTMMOP(HbBIE

caititol (SNP)
® o
Mupusumyym A WMupuunyym b
LWIOOTATTATATITTAT... LWIOOTATTATAITIITAT..

Puc. 112. B MOHOHYKA€OTUAHBIX ITOANMOPPHEIX caiitax (SNP)
eAUHMNIIel 3MEHIMBOCTU ABAAETCSA OAVH HYKAeOTI/,
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[Ton6op nHAMBHUIYaTBHOI
Tepanumn

[lammenTsl, He NMeIOLIIME IlanienTh! ¢ BBIpasKeHHBIM
BBRIPAKeHHOTO TTOOOUHOTO 0604YHBIM 3¢ heKToM

addexTa

n SNP

ATTTHATTIIIATTATT HpO(l)]/UIb TATTATTTUHILITAIT

Puc. 113. ITpunimn noabopa MHAMBUAYaABHOI Teparmmu
Ha OCHOBe I0AMMOpP¢U3Ma MOHOHYKAEOTUAHBIX IIOBTOPOB - SNP

12.3. Adabopamopnas Ouamocmuka HACAEOCHEEHHBIX

3a60re8anuii

MeToapl 2a00OpPaTOPHON AMATHOCTUKM HacA€ACTBEHHBIX 3a-
00/eBaHMII MOXKHO YCAOBHO pa3AeAUTb Ha ABe TPYIIIBL: npsimble
(mosBoAsIONINE BBIABUTH STUOAOTMYECKYIO IIPUINHY, T. €. MyTa-
LIVIO, — IJUTOTeHeTNYeCcKle U MOAEKYASIpPHO-TeHeTJecK1ie MeTo-
ABI) M KocéerHvle (IIO3BOASIIOIINE  BBIIBUTH OCOOEHHOCTU
IaToreHe3a — OMOXMMIMYECKNE, TeMaTOAOTYeCKIe, MIMMYHOA0IU-
geckne, 9HAOKPUHOAOTMYECKNE,  DAEKTPOPU3NOAOTUIECKIE,
PeHTIeHOPaAMOAOIIECKII€ METOABI).

/MarHOCTUKa XpOMOCOMHBIX 00A€3Hell MOXKeT IIPOBOANTHCS
y B3POCABIX MHAVBUAYYMOB AI000T0 BO3pacTa MAU IIpeHaTalbHO

(AO pO)KAeHI/I}I) — B DTOM cAy4dae IIpu HaA4IUUM I1aTOAOTUIM MOKeT
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OBITL PEKOMEHJO0BAHO IIpepbiBaHUe OepeMeHHOCTU. A HIpoBe-
A€HUs IIpeHaTaAbHON AMATHOCTUKM TpeOYIOTCs ITOKasaHMs — Ha-
AM4YMe XPOMOCOMHBIX aHOMaAWil B CeMbe, BO3pacT MaTepu
crapite 35 4eT, 40ATOBpeMeHHBII KOHTaKT ¢ MyTareHamu. OObI4-
HO Ha 10-11-11 Heaeae TIPOBOASAT OMOIICKIO XOPMOHA — He0OABIIIOE
KOAMYeCTBO XOPMOHAAbHOM TKaHM OTCachlBaeTcs IIIIPUIeM depes
KaTeTep MAU AAVHHYIO UTAy. BeposSTHOCTD BBHIKMABIIIIA IIPU DTOM
nponeaype 2-6 %. Bo BTopoM TpumecTpe MCIIOAB3YIOT IlAalleH-
TOIIeHTe3 (II034HIOI0 OMOIICHIO XOPIMOHA) — IIpolledypa aHaA0Tnd-
Ha XOPMOIIEeHTe3y, HO OOBEeKTOM AabopaTOPHOIO MCCAEAOBAHILA
IIPU DTOM ABASIOTCsA KAeTKU nAaueHTsl. Ha 15-16-11 Hegeae mHO-
IAa MPOBOASIT aMHUOLIEHTEe3: M3 aMHMOTUYECKOM >KUAKOCTY BbI-
A€ASIIOT HaXOASIINeCs B Hell KAeTKU I1104a (CAyIeHHbIe KAeTKU
KOKM 11042, SIUTEAVOIIUTHI U3 MOUYEBBIBOAAIINIX IIyTeN U T. 4.),
KOTOpBIe KyABTUBUPYIOT AAs OAyIeHNs IIperlapaToB XPOMOCOM.
Puck BBIKMABIIIIA TIPU DTOM CIIO0cO0e — 0K0A0 1 %. OOBIYHO KAETOK
BBIAEASIETCSI MAaAO, Pa3MHOKUTh X B 3HAYUTEABHOI CTeIIeHN) 3a-
TPYAHUTEABHO, IIOSTOMY IIPOBECTV IOAHOLIEHHBII KapyoAorude-
CKMII aHAAM3 Ha MUTOTUYECKUX XpoMocoMax (ra. 4) He Bcerga
BO3MO>KHO. B mocaeaHme rogsl 4451 mpeHaTaAbHOM AMArHOCTUKM
Bce Ooaee mupoko npumensercs FISH ¢ xpomocomocniernduye-
ckumn AHK-3onaamu Ha nHTepdasHeix sapax nan CGH - cpas-
HUTeAbHas TeHOMHas TIUOpuAu3ans, KOTOpble He TpedyIoT
II0AyJ4eHMs1 KAeTOK Ha craaum Metadassl (pasa. 4.5). Hakoner,
rocae 18-11 Hegeau MCIIOAB3YIOT KOpAOLIEHTE3 — 00pasLibl KPOBU
11104 MOAY4alOT 13 BeHBI IyIIOBMHEL. PVICK OCA0KHEHUI! IIpU T10-
cleaHeM criocobe MIHMMaJeH, HO IIpephIBaHNe OepeMeHHOCT! B
cAydae OOHapy>KeHUs CepPLe3HOI I1aTOAOTUM B HTOT IIepUOA Tpe-

6yeT ,Zl,AI/ITe/leOI?I rocliMTaAmn3anm 11 9peBaTo OCAOKHEHMSIMMU.
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37°C, CO2 37°C, CO2
72 yaca 2yaca
$uxcmpo- LEeHTpHYTH-
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Bl - enbuas KPOBE ¢ TemApHHOM

- Genbie KPOBAHBIE KIETKU
- Cpefia 0y1A KYIbTUBHP OBaHMUA
- THIIOTOHMYECK I pacTtBOp

- purcarop (3 MetaHon : 1 mefAHAA YKCYCHAA KHCTIOTA)

Puc. 114. HpI/II‘OTOBAeHI/Ie npernapaToB MUTOTUYECKMX XPOMOCOM
U3 KyAbTYPbI AEI7IKOLU/ITOB nep]/[tl)ep]/[qea(or?[ KpoB1

OCHOBHBIM METOAOM AMAarHOCTMKM XPOMOCOMHBIX aHOMa-
AVIL TIOCAe POKAEHMS ABASeTCSl IUTOTeHeTMYecKunil (KapuoAoru-
geckmnil) aHaamM3 Ha MeTadasHBIX XpoMmMocomax. VIHoraa
IIPUMEHSIOT METOABl BDKCIIPEeCcC-AVarHOCTUKY Ha MHTepQasHBIX
kaeTkax. Hampumep, aas OpicTporo noacyera uncaa X-xpoMocoM
KAETKM OYKKaAbHOTO SIINTeAUs] OKpaIllMBAaIOT aleTOOPCeMHOM
nAn AI00bIM HecmenmpuuecknuM KpacurteaeM. [Ipu xapuornie
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46, XX B sA4pe HpUCYTCTBYeT OTHOCUTEABHO KpyIIHas IMAOTHas
raplOka — Teaplle bappa — mMHaKkTUBUpOBaHHas1 X-XpoMocoma. Y
My>KulH Teablle bappa orcyrcrsyer. HeTpyaHo Aoragatbes1, uTo
yncao Teael] bappa paBHO umcay X-XpoMOCOM 3a BBIYETOM eAV-
HUITBL. /A5 BBIIBAEHUS Y-XPOMOCOMBI B MHTepdase MCIOAb3YIOT
okpacky AT-cnernnueckumu ¢$payopoxpomamu. Ilpm »tom
KPYIIHBII T€TepOXpPOMATUHOBBINL 0AOK AAMHHOIO TIideda Y-
XpOMOCOMBI OueHb sIpKo (payopecuypyeT. Uncao Ttakmx O0A10KOB
COOTBETCTBYeT UlcAy Y-XpoMocoM. /as moaydeHus Ipernaparos
MUTOTMYECKIX XPOMOCOM 4allle BCero MCIOABb3YIOT KYyAbBTYPBI
AemkonuToB nepudepudeckoit Kposu (puc. 114). B mocaeanne
roAbl KaK OTAEABHYIO TPYIIIy XPOMOCOMHBIX aHOMAaANIl BblAeAs-
I0OT MUKPOLIMTOTeHeTYeCKIe CMHAPOMBI (MUKpOAeAel 1 MUK-
poAynAMKauumn). Aas X AMArHOCTUKU UICHOAB3YIOT
MOAEKyASIPHO-IIUTOTeHeTYeCcKlie MeTOABIL.
MoaekyasipHO-TeHeTHMYeCKas  AMArHOCTMKa  IIPOBOAMTCS
IPSIMBIM METOAOM (ecAM IIPU HTOM aHaAU3UPYIOT I'eH, HelloCpea-
CTBEHHO BOB/€UYEHHBIN B MaTOAOTUIO) MAM KOCBEHHBIM (IIPU IIO-
MOIIM acCOIIMMpPOBaHHBIX C 3aboaesaHneMm JHK-mapkepos).
OCHOBHBIMI MeTOJaMI MOAEKYAsPHO-TeHeTYeCKOM AMarHOCTU-
ku spasiorcsa TP u ceksenmposanme. buoaormyeckum obpas-
oM aas Beigeaenus /AHK moker ObiTh Ar00ast TKaHb. Yarie
JICIIOAB3YIOT COCKOO OyKKaABHOTO SNUTeAUs (C BHyTPeHHell CTO-
POHBI I1eKM), epudepudeckyio KpoBb UAU BOAOCSIHBIE AyKOBU-
IIbI, IIOTOMYy YTO X IOAy4yeHHIe HaluMeHee TpaBMaTU4HO. /s
AVIaTHOCTUKM Hac/AeACTBEHHBIX 3a004€BaHNil y YMePIIIUX MOXKHO
JICIIOAB30BaTh KOCTHBIE OCTAHKM 1AM PpparMeHTH Mymuii. Brige-
aenne AHK npoBoaar ¢peHoa-xA10poPpOPMHEIM METOAOM MAN ITy-
TeM OuUMCTKM Ha KoAoHKaXx. Pesyaprater IILIP oObraHO
aHaAM3UPYIOT IPY IOMOIIY KallMAASPHOTO 9AeKTpodopesa (pu-
cyHOK puc. 115). MoaekyasipHO-TeHeTU4YecKasl AMarHOCTUKa MO-
JKeT IIPOBOAUTHCA KaK IpeHaTalbHO, TaK U B AI000OM BO3pacTe
rocae poxaenus, Tak kak /JHK He namensiercs B oHTOTeHese.
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Brigenenie
IOHK TI1IP
—_— e

Bbuonormeckuit
obpasert
KanmnnapHsiit

ameKkTpodopes

) A

Puc. 115. Cxema Haub0A€e TUIIMIHOTO CIIocoba

MOAEKyASIpHO-FeHETI/I‘{ECKOIZ AVAaTHOCTU KU

PacueT reHeTHMYeCKOro piucKa IPY MOHOTEHHBIX 3a0o0./eBa-
HISIX OCHOBaH Ha 3akoHax Mengeas (ra. 2). Ecan oaun us cynpy-
TOB SABASETCS TOMO3UIOTOM IO aA4eAl0 AMKOTO Tulla (OTCyTCTBUe
3a001eBaHNs), a TEHOTUII BTOPOIO CyHpyra HeusBecTeH, TO PUCK
poXXaeHns 00ABHOTO peOeHKa COOTBETCTBYeT 4acTOTe BCTpedae-
MOCTHU JaHHOTO 3a004eBaHus B ronyasiun. [Ipu moaHoi nexer-
PaHTHOCTM B CeMbe TeTepO3UIOT IO ayTOCOMHO-PeLIeCCMBHOMY
3a004eBaHIIO PUCK pOXAeHus: DoabHOTO pedenka — 0,25. ITpu ne-
II0AHOI IIeHeTPaHTHOCTM HeoOXoAuMMO BHecTu mnompasky. Ha-
nipuMep, npu neHeTpanTHOCTU 80 % y IeTepo3uroT o ayTOCOMHO-
perieccusHOMYy 3aboaesaHmio puck cocrasut 0,25 x 0,8 = 0,2. B cay-
Yyae ayTOCOMHO-AOMIHAHTHBIX 3a00JAeBaHMII C I03AHelt MaHuQe-
cTaluer BHOCAT AONOJAHUTeAbHBIE ITOIPaBKM C YyI4eTOM BO3pacTa
rpoOaHJa.

12.4. Xpomocommoie 6ore3Hu

Ecau He Bce KaeTK1 OpraHu3Ma UMeIOT OAVHAKOBBIN Kapyo-
TUII, TO TaKye OPTaHM3MBl Ha3bIBAIOT MO3aMYHBIMU MAU MO3aMu-
KamMn. Y dYeaoBeka OOBIMHO (peHOTUIIMYECKOe IIpOsBAeHIe
Ha0AI0AaeTcs y MO3alKOB, €CAY MyTaHTHBIX KA€TOK OOAbIIIe YeT-
BepTu. Ha ®TOM HabAI0AeHNM OCHOBaH IIMPOKO pacIpOCTpaHeH-
HBIN B AVIAaTHOCTMYECKOI IIpaKTUKe MeTO/ aHaAm3a XpomocoMm. Ha
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IIepBOM BTalle aHaAM3UpPyIOT 11 mMeTadasHBIX 1AaCTMHOK — 9TO
Yl1CAO COOTBETCTBYeT PacCYUMTAaHHOMY YUCAY KAETOK, Iae Ipu
25-IIPOLIEHTHOM MO3aulM3Me CTaTUCTUYeCK! AOCTOBEPHO IIpU-
CyTCTByeT 0oJee OAHOV MYTaHTHOM KAeTKU. Ecam MyTaHTHBIX
KAETOK He OOHapy>KeHO, TO MHAUBUAYyMa CUUTAIOT KapMOTUIIN-
4yeck! HOpMaAabHBIM. Ecam cpean oguMHHaAIlaTV IpOaHaAU3VUPO-
BaHHBIX KJAETOK JABe U 0o04ee OKaXyTcsi MYTaHTHBIMU —
AUaTHOCTHpYyeTCs MozaunusM. Ecam TOAbKO OJHa KaeTKa OKa-
JKeTCsl MyTaHTHOM — aHaAM3NUPYIOT ellle I1ecTh KAeTOK. Ecan cpe-
AU HUX He HaxoAsAT HU OAHOM MYTaHTHOM (IIpMYeM MMEHHO C
TaKOM MyTalliiell, KaK ¥ y IIepBOM BLIABAHHOI MYTaHTHOM KA€T-
KI) — MHAUBUAYYM CUMTaeTCsd KapMOTUIIMYeCKV HOPMaAbHBIM, a
OoOHapy>kKeHMe MepBOJl MYTaHTHOM KAETKU CYMTAIOT CAydaliHbIM.
Ecan cpeau npoaHaAM3MpPOBaHHBIX IIIECTU KATOK HaXOAST eIre
OJHY MYTaHTHYIO C TOI >Ke MyTalllell, TO B aHaAu3 OepyT elre
IIIeCTh KA€TOK. AHaAU3 NPOAOAXKAIOT 40 TeX IIOp, II0Ka He OOHa-
py>XaT ABe 1A 004aee MyTaHTHBIX KAETKI CpeAM odepeAHO IIpo-
aHaAM3UpoBaHHO cepuu. Toraa craBAT AMarHO3 — MO3AUIIVI3M.
Ecan B ouepegHoit cepun npoaHaAU3MPOBaHHBIX KAETOK BCe OHU
OyayT MMeTb HOpMaAbHBIN KapUOTUII — MHAUBUAYYMA CIUTAIOT
KapMOTUIINYECKI HOPMaAbHBIM.

M3 Bcex BO3MOXKHBIX BapMaHTOB IIOAUIIAOMAOB Y del0BeKa
OIMCaHbl TOABKO TPUILAOUABI — OOBIYHO DTO BBIKMABIIIN Ha pas-
HBIX CTaAUAX BHYTPUYTpOOHOro passutus. VHoraa >KMBOpPOK-
JA€HHBbIe AeTU-TPUILAOMUABL CMOTAN IIPOKNUTH HECKOABKO YaCOB 1AM
AHel, IpydeM OOABIIIMHCTBO U3 HUX ObLAYM MO3ayuKaMM. VI3BecTHEI
OTAeAbHBIe CAydall BBDKMBaHM: MO3aMKOB 110 Tpurnaonaun. Pe-
HOTUIIMYECKU TPUILAOUANS IPOABASIETCS IIPEeXKAe BCErO B ITy3bIP-
HOM IIepepOXXAeHUM IIAalleHTBl. XapaKTepHble AAs MHOIUX
XPOMOCOMHBIX aHOMAaAWM HPU3HAKU — YMCTBEHHasl OTCTaAOCTb,
HeII0AHOe 3apacTaHne poAHNYKa, A0KaAbHbIE IIOPOKU Pa3BUTIA —
Ha0AI0AaI0TCS U TP BTOM THIIe TEHOMHBIX MyTallNI.

Hamnboaee pacripocTpaHeHHBIN CAy4ail aHEyIIAOUANM Y Je-
AOBeKa — TpucoMms (Haamdue OAHOV A00aBOYHON XPOMOCOMBI)
1o xpomocome 21 nan cundpom Jayna. Ota aHoMaAaus BCTpedaeT-
cs1 ¢ yactoroii 1 Ha 700 HOBOpO>KAeHHBIX. Puck poskaeHns peGeH-
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Ka ¢ cuHApoMoM /JlayHa IIOBBIIIAETCS C yBeAMdeHUeM Bo3pacTa
Matepu. B mocaeaHme roapl 4yactoTa pOKAeHUA AeTeil C DTUM
CUHAPOMOM B Pa3BUTHIX CTpaHaX CHIDKAeTCs IO IIpUYMHEe NC-
I10Ab30BaHUsI IIpeHaTaAbHOM (40POAOBOI) AMATHOCTUKIU. Y 00Ab-
HBIX OTMedYaeTcs 3adepKKa pocTa U pas3BUTHS, YMCTBeHHas
OTCTaA0CTb, BPOKAEHHBIN ITIOPOK cepAlla, CHIDKeHIe MMMYHUTe-
Ta, CHIDKEHIEe MBIIIIeYHOIO TOHyca. BHeITHe mX Aerko y3HaTh —
IIIPOKOE AMIIO, PacKOChIe Ila3a ¢ DIMKAHTYyCOM (CKAaAKOI BepX-
Hero BeKa), KOPOTKUII HOC, DOABIIION CKAaA4daThlil A3bIK (puc. 116).
Kax 1 2451 Bcex XpOMOCOMHBIX aHOMAaANI 4YeA0BeKa, 4451 CUHAPO-
Ma /JayHa XapaKTepHa BBICOKasl M3MEHYMBOCTh (PEHOTUITNIECKIIX
IIpOSIBAEHMII — Yy Pas3HbIX MHAVBUAYYMOB MOKeT Ha0AI0AaThCs
pasHasl BBIPa’KEHHOCTb OTAEABHBIX CHMIITOMOB, a HEKOTOpbIe M3
HIJIX MOIYT OTCYyTCTBOBaTh BOBce. OOBIYHO DOAbHBIE MUPOAIOOUBEL,
HeII10XO IIPOXOAAT COIIMAABHYIO aJalTalli0 — HEKOTOPhIe Ja’Ke
o06pasyioT cembpn. CpeAHsAS IPOAOAXKUTEABHOCTD XKU3HN — 49 aeT.
BoapHBlE MY>KYMHBI O€CIIAOAHBL, ¥ HEKOTOPBIX >KEHIIVH MOIYT
OBITh 4€TU KaK C CMHAPOMOM /JayHa, TakK ¥ HOpMa/AbHbIe. 3aIllch
KapMOTHIIa C TPUCOMMEN TI0 XpoMocoMe 21 BBITAsauT Tak: 47, XX,
+21 nan 47, XY, +21. Kpome A0NOAHUTEABHOII XpOMOCOMBI 21
IPUYMHON HTOTO CUMHAPOMAa MOTYT OBITh BHYTPUXPOMOCOMHBIE
IIepeCTPOIIKI C ee yIacTUEM.

Puc. 116. Pebenox ¢ cunapomom Aayna (poro C.B. AyHAyKOBOII)
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Jpyroit npuMep aHeyIAOUAUN YeAOBeKa C MHOXKeCTBeH-
HBIMJ IIOPOKaMI Pa3BUTUA — TPUCOMMS IO XpomocoMe 18 man
curopom 2dsapdca. DTO BTOpOe MO YacTOTe BCTPeuyaeMOCTI XPOMO-
coMHoe 3aboaeBaHne rocae cuaapoma Jayna — 1 va 7000. Kapuo-
TUI OOABHBIX AeBOYeK M MaAb4MKOB COOTBeTCTBeHHO 47, XX, +18 n
47, XY, +18. boabHbIe pOXAaIOTCsA C HUBKUM BeCoM (OK0A0 2 KT), ¥
HIIX OTMeJaeTcs 3aJep>KKa pocTa U pa3BUTHS, YMCTBEHHas OTCTa-
A0CTh, HIUPOKME POAHNYKIU IIPY POXKAEHUN VM OTKPBITHIE IITBHI Ye-
pera, rpyAHas KAeTKa IINpe U KOpodye HOPMAaAbHOM, HVIKHSASA
4eAIOCTh U POTOBOe OTBepcTue MadeHbkue (puc. 117). I'aazuble
IeAm y3Kue ¥ KOPOTKIe, CAyXOBble OTBepcTus AepOpMUpPOBaHBI
U MHOTAA OTCYTCTBYIOT. OTMeYaloTCsl IOPOKM cepAlla M KPYITHBIX
COCyAOB, TUIIOIAa3Usl MO3XKedKa U Mo3zoaucroro teaa. Jo rogo-
BaAoro Bospacta AokmpaeT 5-10 %, Bce BBUKMBIINE — IAyOOKue
0AUTOPPEHBI.

Puc. 117. PeGeHOK ¢ CMHAPOMOM BABapaca*

" URL: http://medgen.genetics.utah.edu/photographs/diseases
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Cundpom Ilamay — TpucoMms 1o xpomocome 13 B paszany-
HBIX TIONyASIMAX deloBeKa BCTpedaeTcs ¢ yacToTamu oT 1 Ha
14000 a0 1 na 7000, kapmuotu — 47, +13. EcTb cB:A3b BO3pacTa Ma-
TepU U puUCKa pOKAeHMs peOeHKa C STUM CUHAPOMOM, XOTs OHa
He TaKas CTporas, Kak B caydae cuHapoma Jayna. ITpu spiHamm-
BaHUU I1104a ¢ cuHApomoM Ilaray y 110A0BMHBI OGepeMeHHBIX Ha-
6a104aeTcs MHOTOBOAMeE. JeTu pPOXKAaIOTCs C HeOOABIIIUM BECOM —
0KO0A0 2,5 KI, UMeIOT YMepeHHYIO MUKpoIiedaanio, HU3KUI CKO-
IIIeHHBIN 100, Cy>kKeHHbIe IAa3Hble IleAM, PacCTOsHNe MeXAYy KO-
TOPBIMM YMEHBIIIEHO, IIOMyTHeHIe POTOBUIIBL, MUKPO(PTaAbMUIO,
K041000My, pacilieAHy BepXHeii I'yObl 1 HeOa, A4epOpMIpOBaHHbIe
YIIHbIe PaKOBUHBL, noanAakTuanio (puc. 118). Ilo npuunne mHO-
JKeCTBEHHBIX BPOXKJAEHHBIX aHOMaAuil OOABIIMHCTBO OOABHBIX
(a0 95 %) ymmpaer B Bozpacte 40 roga. [Ipu 4015xHOM yxoje oko-
20 15 % BBIKMBIINX IIOCAe AOCTVDKEHNs IO/J0BalOIo BO3pacTa
UMeIOT IPOAOAXKUTEABHOCTD XU3HM 5 AeT, 2-3 % A0XKUBAIOT A0
10 aer.

Puc. 118. PeGenok ¢ curapomom Iatay”

* URL: http://ptgandg.com/peter.htm
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Cundpom Bapxanu — TpucomMms IO XpoMocoMme 8 ommcaH
IIpeVIMYIIIeCTBEHHO y MO3anuKoB 46 / 47, +8. [loanas Tpucomus 1o
Xxpomocome 8, Kak HpaBMAO, AeTaabHa. YacToTa BCTpedaeMOCTU
cpeau HOBOpOKAeHHBIX — 1 Ha 5000. et pokAaaroTcst AOHOIIEH-
HBIMM, BO3PacT MaTep! He BAUsAET Ha BePOATHOCTb POKAEHMS pe-
OeHKa C 9TUM CUHAPOMOM. XapaKTepHbI YMCTBEHHas OTCTaA0CTb
(97,5 % cayuaes), BBICTyHarommit 100, Kocoraasue, rayooko IIO-
Ca’KeHHBbIe I1a3a, SIMKAHTYC, TUIepTeA0pu3M (yBeAndeHHOe pac-
CTOsIHMEe MeXAY IIapHBIMM OpraHaMM) I4a3 UM COCKOB, BBICOKOE
HE0O (MHOTJa pacllieArHa), TOACTbIe I'yObl, BRIBEpHYyTasl HVKHSA
ry0a, aHOMaANUM CKeleTa, allla3us MO3O0AMUCTOIO TeAa, IOPOKU
MOUEBOJ CUCTeMBI, Y3Kul1 Ta3, y3kue naedn (puc. 119). Co speme-
HeM pasBMBalOTCs ruAponedaans, maxosas rpsrka. IIpogoaxu-
TeABHOCTD XM3HU — He 0oaee 17 aerT.

Puc. 119. PeGeHok ¢ curapomoM Bapkanu (Mosanimsm 1o tpucomun 8)°

" URL: http://web.coehs.siu.eduGrantsTRISkidsof TRISDateOrder.html
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AHeynA0MANY TI0 ITOAOBBIM XPOMOCOMaM Tak>ke A0CTaTOd-
HO YacCTO BCTPeUaloTcsl B MOMyAAUIX yea0BeKa. MoHocomust (OT-
CYTCTBU€ OAHOJ 13 TOMOJAOTUYIHBIX XPOMOCOM) IO X-XpOMOCOMe
nan cundpom Ilepewesciozo-Téprepa BcTpedaeTcs ¢ yactotoi 1
Ha 1500. Kapuortum — 45, X. Iloa peGenka ¢ MOHOcOMUeIl IIO
X-XpoMocoMe >KeHCKIIL, TaK KaK y BCeX MAEKOIMUTAIOIINX MYX-
CKOII 104 OIpeeAseTcsl HaaudyeM Y-XpOMOCOMEL, a He KoAude-
cTBOM X-XpoMOcOoM. BpIHaIBaHIe A€BOYEK C HTUM CUHAPOMOM
9acTO MPOXOAUT C TOKCMKO3OM ¥ YIPO30I BBIKMABIIIA, a POABI
OBIBAIOT IIpeKJeBpPeMEeHHBIMI U IaToAormdyeckumu. Bo Bropoii
II0AOBUHE OepeMeHHOCTM IIPOMCXOAUT MHBOAIOIMS (0OpaTHOe
pas3BuUTHE) IIOAOBBIX KAETOK, I K MOMEHTY POXJAeHUs y peOeHKa
Pe3KO YMEeHBIIIEHO KOAMYeCTBO (POAAUKYAOB MAN OHM BOBCE OT-
cyTcTBYIOT. CA€ACTBMSIMY HEAOPa3BUTHUS TOHAJ, SIBASIOTCS HeAOC-
TaTOYHOCTb  JKEHCKUX TOPMOHOB, aMeHOpes  (OTCyTCTBUe
MeHCTpyanuif) u Oecriaoaue. JAast O0ABHBIX A€BOYEK XapaKTepeH
HUBKMII POCT, OTCTaBaHUe B PasBUTUM, IIMPOKasi OOUKooOpasHast
IpyAHas KAeTKa, KOPOTKasl IIesl, KpLAOBUAHBIE CKAaAKM Ha OOKO-
BBIX IIOBEPXHOCTsX Iey, JAedopManus AOKTEBBIX CyCTaBOB
(puc. 120). YacTo BcTpedaroTcsi HOPOKU cepalla M KPYIIHBIX COCY-
A0B, amnaasusa (adaHT MaAblieB, CKAOHHOCTh K OXXUPEHMIO U TH-
nepreH3usA. MoaouyHBle KeAe3bl Yy OOABIIMHCTBA OOABHBIX
HEepa3BUTE, COCKM pPacloOAOXKeHBl HM3KO. MaTka HelOpas3BUTa,
BXO/, BO BAaraAuiile — BOPOHKOOOpa3HBIli, Maable II0A0BbIe I'yObl,
KAUTOP U AEBCTBEHHas I11eBa HeAOPa3BUTHI, OOAbIINE I10AO0BbLIE
ryOBl II0 BUAY HAIlOMMHAIOT MOIIOHKY. Ilpm sTOM cuHgpome
IPOSIBASIIOTCST BCe MIMEIOINIeCs ClLIeTIAeHHbIe C II0A0OM pellecCuB-
Hble MyTaIlUIL.
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Puc. 120. llectHaauaTMAETHSIS AeByIIKa ¢ cuHApoMoM [llepernesckoro-Tépuepa”

Cundpom mpounot X-Xxpomocomvl BCTpedaeTcsl C 4aCTOTOM
1 na 700. Bce GoabHbIe — BHeIlIHe HOpPMa/AbHble >KEHIIIVHBI C Ka-
puotuniom 47, XXX. VMHoraa BcTpedatorcst Ase nay 60.1ee 401104-
HUTeAbHble X-XPOMOCOMBI. YMCTBEHHas OTCTaAOCTb U alaAusd
oTMevaloTcs y 75 % 00ABHBIX, YaCcTO HabAIOAaeTcs HelOopa3BUTHe
$poaaukya0B, paHHIIT KAMMAaKC 1 Oecriioaue.

OaHa MAM HECKOABKO JONIOAHUTEABHBIX X-XpOMOCOM Yy
IpeAcTaBUTeAell MY>KCKOTO Io4da — cutdpom Kaaingeromepa.
Bosmoxxupr kapmorumsr: 47, XXY; 48, XXYY; 48, XXXY; 49,
XXXXY; 49, XXXYY). Yacrora BcTpeyaeMoctu 1 Ha 500-700 HOBO-
POXAEHHBIX MaAbYMKOB. /A5 OOABHBIX XapaKTE€PHBI BBICOKMI
POCT, AAMHHBIE KOHEYHOCTH IIPY CPaBHUTEABHO KOPOTKOM TYyAO-
BUIIle, TMHEKOMAaCTHs, eBHYyXOMAU3M, Oecriaoaue, ITOBBIIIIEHHOe
cojep>KaHHe >KeHCKMX TOPMOHOB, OXKMpeHMe, IICHUXUJecKue Ha-
pyIIeHNs1, CKAOHHOCTD K acollaAbHOMY IToBegeHuIo (puc. 121).

* URL: http://lekmed.ru/infoarhivyendokrinologiya-56.html
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Puc. 121. My>xunHa ¢ cunapomom Kaaitadpeaprepa”

Cundpom donorrnumervron Y-xpomocomor (Kapuorui 47,
XYY) Bcrpeuaetcst ¢ yacroroit 1 Ha 500. Kannmyeckue mposisae-
HIUs IpaKTUYeCcKy He BhIpakeHBl. YacTo BCTpedaroTCsl BBICOKMIT
pOCT, aTAeTU4ecKoe TeAOCAOXKeHNe, HeCKOABKO ITOBBIIIeHHDIN
YPOBeHb arpecCHBHOCTH, HeajeKBaTHas peaklusl Ha KPUTHUKY,
CKAOHHOCTb K MMIIyAbCUBHBIM IIOCTYIIKaM, AI0OOBb K PUCKY U
npukaiodeHnAM. CuHAPOM c OOAbIIel, 4eM B CpeJHeM IO IIOIy-
AA1NY, 9aCTOTOM BCTpedaeTcsl CpeAu OCY>KAEHHBIX 3a HacCUABCT-
BeHHbIe IIpecTyIlAeHNs, IpejcTaBuTelell OIacHbIX ITpodeccuii u
A1001UTeAeil DKCTpeMaAbHBIX BIAOB CIIOpTa.

" URL: http://dermline.ru/htm/23/233709.htm
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Hamnboaee n3BecTHBIM cAydaeM XPOMOCOMHBIX aOepparimii
JyeA0BeKa SABASETCA CUHOPOM Kouiadvezo kpuka (uau cundpom exe-
na) — HSA5 del (5p-). O0br9HO AeaeTMpoOBaHO OT TPETU A0 I0AO-
BIHBI KOPOTKOTO I11€4a XpOMOCOMBI 5, peske BCTpedaeTcsl IoAHas
Aeaeuysa 5p (puc. 122). Cunapom BcTpeuaeTcs: ¢ yacToroit 1 Ha
45000. Hacaeayercs 110 ayrocoMHO-AOMMHaHTHOMY Tuiy. OTme-
JaeTcsl HM3Kas Macca IPU POXKAGHMM, MBIIIeYHas IMIIOTOHI,
TUIepTeAOpU3M IJa3, U3MeHeHMe TOpTaHH, NPUBOAsIIIee K Xa-
pakTepHOMYy TUIIy Ildada peOeHKa, HaIlOMUHAIOIIEMY MsyKaHbe
komku. Ilocaeannit mpmusHaK IIPOXOAUT K KOHILy IIEpPBOTO Toja
KM3HU. Y OOABHBIX BCTpeYaloTcsl MUKpolledaans, BpOXKAeHHbIe
IIOPOKI CepAlla, KOCTHO-MBIIIIEYHON CUCTeMBI ¥ BHYTPEHHUX Op-
raHos, geopMaliysl YIIHBIX PaKOBUH, STIMKAHTYC, aHTMMOHTI0A0-
UAHBIN pa3pes raas (puc. 123).
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Puc. 122. XpomocoMHBIiT HaOOp GOABHOI € CMHAPOMOM KOIIIaubero KpyKa:
rpynnosas (o1 A 40 G) u uHAUBUAYaAbHAs MAHTUPUKALIN A XPOMOCOM (CTPeAKON YKa3aH
2edexT KOPOTKOTO I11€4a XPOMOCOMBI 5-11 I1aphl)”

* URL: http://medarticle23.moslek.ru/articles/45310.htm
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Puc. 123. PeGeHOK ¢ CUHAPOMOM KOIIIaubero Kpyka“

Cundpom Borvpa-Xupuixopra (cuHApOM 4p) BO3HUKaeT IO
npuunHe AepuilieHcy (TepMUHAABHOM JeAeli) KOPOTKOTO Ilae-
ya xpomocomsl 4. CuHApoM BeTpedaercs ¢ yactoToi 1 Ha 96000
SKMBBIX HOBOPOKAEHHBIX. ¥ OO0ABIINHCTBA OOABHBIX JeAeTHpPOBaH
paiioH 4p16.3, Beanunna gesenun — okoao 165 T.ar.H. IIpu MeHb-
IIIeM pasMepe JeAeTUPOBAaHHOTIO yJacTKa MPOsBAsSETCs MeHee Bbl-
paxkeHHblil  ¢QeHoTu. JIcmoab3oBaHMe PYTUHHONM  OKpacKu
XpOMOCOM II03BOAsIeT BBLABUTL BTy abepparnio Toabko B 60 %
cayyaes. PayopeclieHTHas TMOpUAM3aNNs in situ AaeT BO3MOXK-
HOCTD BBLABASTH A0 95 % Hocureseir. /Jas GOABHBIX XapaKTepPHBI
Mukponedaans, 3ajep>kka BHYTPUYTPOOHOTO pPa3BUTU, «PbI-
O6uit» pot, KpaHnodalaabHbIl AUCMOPPU3M, paciiearHa IyObl

* URL: http://medarticle23.moslek.ru/articles/34943.htm
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1 HE0a, HU3KOPaCII0A0KeHHbIe 4epOpMUpPOBaHHbIe YIITHBIE PaKoO-

BUHBI, TUIlepTea0pusM (puc. 124). VI3 BHyTpeHHIX OpraHOB yaIrie
BCEro MOpakaloTcsl MOYKM (AUIIAa3us, KUCTHI), cepalle (aTpuaab-
HBIIl MAM BEHTPUKYAAPHBIN cenTaAbHble AeeKThl) M ceMeHHUKN
(kpunrropxmuam). Bookusaer ne 6oaee 20 % HOBOPOXKAEHHBIX C
9TUM CUHAPOMOM, HNPOAOAKUTEABHOCTL XU3HU — A0 25 aeT. Y
004bHBIX HA0AI0AaeTCsT TAyOOKas 3aJep>KKa YMCTBEHHOIO Pa3BUTIL.

v e - X 3
.i.. - y

Puc. 124. PeGeHok ¢ cunapomoM Boasda-Xupuxopra”

[TpyanHOIM XpoHuteckoz0 Muerodracmozo Aetikosa (XM/1) siB-
As1€TCsl coMaTudecKas MyTalus — CAMsHMe JacTy TeHa TUPO3UH-
knHaspl ABL1 9-11 xpomocomsl ¢ teHoM BCR 22-i1 XpoMOCOMBI ¢
obpasoBaHueM xumepHoro Oeaka (puc. 125). Puaageapduiickas
XpOMOCOMa, BBIsABAsIeMas y Bcex cTpagatoniux XM/, — pesyabrar
peLuIIpokHoi TpaHcaokanuu t (9; 22), (q34; ql1). Haszsanue «pu-
AageAbpuUIiCKass» 9TON abeppaHTHOI XpPOMOCOMe AaHO IIOTOMY,
4TO BIepBhle ee OOHapyXmuamu coTpyAHukm IleHcmnansaHckoro
yHusepcureta B Puaageapdpum. XM/l — muesonpoandeparusBHoe
3abo0eBaHIe, IIpU KOTOPOM B HOpMe Haxogsmuecs B ¢ase Go
rpaHyA0nuUTH (HeTpoduAabl, 6a30Ppuabl 1 03MHOPIABI) HauM-

" URL: http://en.wikipedia.orgwikiWolf-Hirschhorn_syndrome
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HalOT aKTMBHO JEeAWUTLCS I104 BAVMSHUEM XUMepHOro Oeaka
BCR/ABL1. B xponnueckoit ¢asze 3abo1eBaHs1 O0AbHBIE OOBIYHO
9yBCTBYIOT HeJOMOTaHNUe M IIepelloAHeHNe >KUBOTa. Akceaepa-
TuBHasA ¢dasa 3ab0aeBaHN MOXKeT IIPUBECTI K 61aCTHOMY KPU3y,
KOTOPBIN IPOTeKaeT I0A00HO OCTPOMY AeVKO3y ¢ OBICTpOIl Ipo-
rpeccueit 1 HeOOABIION BBIKMBAEMOCTBIO.

—
—=+— ['en BCR

unagensduiickan

Xpomocoma 22 XpoMocoMa

-—['en ABL1

Xpomocoma 9

Puc. 125. ®uaazeapduiickas XpoMocoMa

Cundpom Aayna MHOTAa UMeeT TPaHCAOKAILVIOHHYIO IIPUPO-
Ay. 3HauMTeAbHas YaCcTh XPOMOCOMBI 21 MOXKeT OBITh IepeMelne-
Ha Ha ApyrIuie XpOMOCOMEI (Jaije Ha 15, pesxe Ha 14, emé pexe Ha
21, 22 n Y-xpomocomy). B Takux caydasx npu HOpMaAbHOM 41CAe
XpOMOCOM (PYHKIIMOHAABHO OyJeT HpUCYTCTBOBATh aHEYIIAOMANS
110 xpomocoMe 21.

Ha xpomocome X ¢ gacroroit 1 na 1000 — 1 na 2000 HoBOpO-
JKAEHHBIX MaABYMKOB B palioHe (27-28 HabA104aeTcsl BTOpMYHAs
IepeTsi’KKa — TaK Ha3blBaeMblll (pparmAbHbIN CaliT. DTO CUHOPOM
Mapmuna-beax man cundpom Aomxoi X-xpomocombvl. Moaexyasp-
HBII MeXaHU3M 3aKAI0YaeTcsl B HKCHAHCUM TPUHYKACOTUAHBIX
LIT (uMTosmMH-TyaHMH-TyaHMH) HOBTOPOB. B HOpme B palioHe
Xq27.3 A0aXHO OBITH OT 6 40 54 TaKMX IIOBTOPOB, IIpeAMyTalll-
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OHHOe cocTosiHMe — OT 55 20 200 TakMX IIOBTOPOB, B DTOM CAy4ae y
Marepeil C IIpeAMyTallIOHHBIM COCTOSHMEM BO3MOKHO yBeAnde-
HII€e 41C/a IIOBTOPOB B Meli03e 113-3a HepaBHOIO KPOCCHHIOBepa, I
JIX IIOTOMKM MOTYT IIOAYYUTh MYTaHTHYIO (C YMCAOM IIOBTOPOB
6oaee 200) X-xpomocomy. Hanboaee BrIpakeHO IOsIBAEHNE CUH-
ApoMa B TeMU3UIOTe, T. €. Y MaAb4MKOB C MyTaHTHOI 10 ¢pa-
rALHOMY caiiTy X-xpoMocomoli. Takue MaabuMKy poKAal0TCs C
BecoM 3,5-4 kr u MakpoopxmusmMoM. HacTo HabAIOAAIOTCS yBeAN-
YeHHbIe pa3Mephl TOA0Bbl, AAMHHOE AUIIO C YBeANYeHHBIM 10400~
POAKOM, HM3KO€ paclOAO>KeHMe YIIHBIX PaKOBUH, IOBBIIIEHHAs
IOABV>KHOCTD CyCTaBOB (puc. 126). I'aaBHBle cMHOTOMaTHYeCKNe
IIpU3HAKM — YMCTBEHHAasl OTCTaA0CTh ¥ CBOeoOpas3Hble HapyIIIeHs
peun — 9X04aausl (HEOCMBICACHHOE IOBTOPeHNe Yy>KUX CAOB) U
nepcepepans (bopmouyias peus). VIHOraa oTMedaeTcs: paHHUIA
AETCKII ayTU3M.

Puc. 126. Cunapom Mapruna-beaa”

" URL: http://blog.ahfr.org/2008/05/fragile-x-syndrome.html
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C/le,Zl,yeT OTMETUTD, 9TO 4451 BCEX XPOMOCOMHbDIX a6eppau1/n71
Jea0Be€Ka XapaKTe€pPHbI onme Cl)eHOTI/Il'II/I‘-IeCKI/Ie IIPOABACHILI:
HU3KUI Bec npum po>XaeHun, 3aaep>XKKa pa3BUTILI, HU3KUNI pocT,
MI/IKpOL[eCl)a/lI/ISI, MUKPOTHAaTN:, HapyHmieHIMsI OCTeOoreHes3a, aHO-
MaAbHOE€ PacCIIOA0>KeHne raas.

12.5. Monozentvie 3a00Ae6aHUs HeAOBeKa

MoHoreHHbBIMU 00A€3HsSIMM Ha3bIBaIOT I1aTOAOTMYECKIe CO-
CTOSIHUSI, IPUYMHON KOTOPBIX SIBASIOTCS TeHHBble MyTanuu. Yare
BCETO 9TO MOHATHE IPUMEHSIIOT K MOHOTEHHBIM 3a00.1€BaHIIM.

AAs 9TON IPyIIIbl XapaKTepHa reTepOreHHOCTh — OAVHAKO-
Bble 3a00/1€eBaHIsI MOTYT OBITh BBI3BAaHBI MyTalIVIIMU B PasHBIX Te-
Hax. OOIMMM HpUHOMIIAMI PasBUTKs NaTOAOIMM Ha ypOBHe
TeHOB MOIYT OBITh CAeAyIOIINe:

¢ BEIPabOTKa aHOMaAbHOTO DEAKOBOTO IIPOAYKTa;

® OTCYTCTBYE€ HOPMa/AbHOTO Oe/Ka;

® HeAOCTaTOYHOEe KOAMYEeCTBO HOPMaAbHOTO OeAKa;

¢ U30BITOK HOPMaAbHOTO O€AKOBOTO IMIPOAYKTA.

Ilo xapakrepy HapyIlleHUII roMeocTa3a (IIOCTOSIHCTBa BHYT-
peHHell cpeAbl OpraHu3Ma) BBIAEASIOT CAeAyIOIye IPYIIIbI I'eH-
HbIX DO€e3HeIn:

1. Boae3Hyn aMMHOKICAOTHOIO OOMeHa

Camas MHOTOYNCAEHHAs TPYIIIIa HacAeACTBEHHBIX 00Ae3Hell
obMmeHa BemiecTB. IlouTn Bce OHM HacaeAylOTCs IIO ayTOCOMHO-
penieccusHOMY TuIly. [Ipmunna saboaeBaHnii — HeA0CTaTOYHOCTD
TOTO UAM MHOTO (pepMeHTa, OTBETCTBEHHOIO 3a CMHTEe3 aMIHO-
KICAOT.

Qerurkemonypus. — HapylleHNe IIpeBpalleHns QeHniala-
HIMHA B TMPO3UH M3-3a PE3KOTO CHIDKEHUs aKTMBHOCTU (peHmAa-
AQHMHIMAPOKCUAA3bl — ayTOCOMHO-pellecCuBHOe 3aboJeBaHue.
IIposiBasiercsa B Bo3pacTe 2—4 MecslleB, IIepBble CUMIITOMBI — Bs-
AOCTh, CyAOPOTIHY, DK3eMa, «MBIIINHBII» 3arax (3alax KeTOHOB).
ITocTerieHHO pa3BMBAIOTCA TXKeAble TTOPa’keHNs TOA0BHOTO MO3-
ra, IIpUBOAsAIINE K PEe3KOMY CHIKEHUIO MHTeAAeKTa BIIAOTh A0
navorun. Ecam ¢ mepsBpIX AHel >KM3HM ITOAHOCTBIO MCKAIOYUTD
(MAM CyIIeCTBEHHO OTPaHMYUTh KOANIeCTBO) PpeHMa aHNH U3 pa-
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1IMOHa OOABHOIO peOeHKa A0 II0A0BOTO CO3peBaHMsl, CYUMIITOMBI
He pasBuBaloTcs. boaesHp oOycaosaena myrtauusamu B reve PAH,
KOTOPBIN KoAUpyeT peHnaasaHnH-4-ruapokcniasy. I'en PAH ao-
kaamszosaH B HSA12q24.1. OnmcaHo HeCKOABKO AeCATKOB MyTa-
IMII  9TOTO TeHa B pasHbX nonyasnusax. CylnecTByioT
AVarHoCTIYecKye cucreMsl Ha ocHose [11IP, koTopble MO3BOASIOT
BBISIBASITh T€TEPO3UTOTHOE HOCUTEABCTBO. B mocaesHee Bpems
pa3pabaThIBaIOTCST HOBBIE TIOAXOABI K A€4eHUIO (PeHMAKETOHYPUIL:
3aMecTUTeAbHas Tepanusl (peHnAalaHNHANA30 — PaCTUTEABHBIM
(¢epMeHTOM, KOTOPHINI KaTaAU3UpyeT paclieriieHne QeHniala-
HIMHa Ha Oe3BpesHBle MeTaDOANUTH, U TeHHas Tepamms IIyTeM
BCTpaMBaHIUs B TEHOM HOPMaAbHOTO TeHa (peHMAalaHUHIMAPOK-
CIAa3BL.

Arxkanmonypus — ayTOCOMHO-pellecCBHOe HapyllleHne o00-
MeHa THPO3MHa U HaKOIIAeHNs B TKaHAX OpTaHM3Ma (CycTaBHBIE
XPSIIIY, CYXOXKUAMS) TOMOTeHTM3MHOBOM KMCAOTH. MaHudecra-
IMsT IIPOMCXOAUT B A€TCKOM BoapacTe. IlepBbI cMMIITOM — IIO-
TeMHeHIe Moun. YacTo pa3BuBaeTcsi MOUYeKaMeHHas 004e3Hb U
nneaoHepput. HakomaeHme mpoAyKTOB pacliaja TOMOTEHTU3M-
HOBOII KHCAOTBI IIPUBOAUT K IIOPa’keHMUIO CyCTaBOB (B IIEPBYIO
ouepeab KOJAEHHBIX U TazoOeapeHHBIX). OTMeuaeTCsl MIOTeMHeHe
U TIOBBIIIIEHHAs! XPYIKOCTh COeAMHNTEABHON TKaHM. XapaKTepHO
IIOTEMHEHIe CKAep M YIIHBIX pakoBUH. MyTtanym B reHe HGD —
OKCIAAa3bl TOMOTEHTU3MHOBOM KUCAOTBHl — SABASIOTCS IPUIMHONM
9TOTO 3a004eBaHMs. DTOT TeH COACP>KUT 14 HK30HOB U A0KaAU30-
BaH B HSA3q21-23. Ommcano okxoao 100 pa3amyHBIX MICCEHC-
MyTaIuii, MyTalliil TUIIa CABUTA paMKM CYMTBIBAHVS U U3MeHe-
HIS caliTa CIlAaliCMHTa, KOTOPbIe CBSI3aHbI C 9TUM 3a00.1€BaHIEeM.

I'Aaso-xosxHviil arvOuHusm 1 — OTCYyTCTBUE UAU CYIeCTBeHbIN
HeAOCTaTOK INMIMEeHTa KOXI, BOAOC, Pajsy>kKHOI ¥ IMTMEHTHON
00o0a0uek raasa (puc. 127).
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Puc. 127. TlpeacraBute Ab HETPOUAHOIL Pachl - aAbOUHOC™

3aboseBaHne C ayTOCOMHO-PELIeCCHBHBIM TUIIOM HacaeAo-
BaHU. [IposiBAsieTcsl B pa3AM4IHON CTeNeHM AelMIMEeHTaIuy Ko-
K1, BOAOC, paAy>XKHOM M INUIMEHTHON 00010YeK TrJasa,
CHIIKEHJEeM OCTPOTBI 3peHNs, CBeTOOOsI3HM, HMCTarMe, 4YacThIX
CO/HEYHBIX OKorax. PazamyHsele MucceHC-MyTalluy, MyTalluy TH-
IIa cCABUTa paMKI CYMTBHIBAHMS UM HOHCEHC MyTallll B TeHe TUPO-
suHa3H (TYR, HSA11q24) oTBeTCTBEHHSHI 3a 9TO 3a00.4€BaHIe.

2. Hapymrenns obMeHa yraeBoA0B

laraxkmosemusi — OTCYTCTBME VAW CYIIIECTBEHHOE CHIKEHIe
aKTVBHOCTU JpepmenTa raaakroso-1-¢pocdat-
ypuanatpancepasbl U HaKOILAEHME B KPOBJ TaAaKTO3Bl M ee
IIPOM3BOAHBIX, KOTOpPBIE OKa3hIBAIOT TOKCIYECKOe JeViCTBUEe Ha

" URL: http://upload.wikimedia.org/wikipediacommons/99a/Albinisitic_man_portrait
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IIeHTPaAbHYIO HEPBHYIO CHCTeMy, Ile4eHb U XPYCTaAuK raasa. B
IIepBble AHU U HeAeAU KM3HU HabAI0AAIOTCs SKeATyXa, yBeAude-
HUe IIe4eHV, HICTarM, IMIIOTOHMs MbImil, psora. Co BpeMeHeM
pasBMBaeTCs KaTapaKTa, OTCTaBaHMe B (PU3MYECKOM U YMCTBEH-
HOM pas3BuTuu. XapakTepHa HeIlepeHOCMMOCTh MOAOKa.

boaesnpr mMeeT ayToCOMHO-peIjeCCHMBHBIN TUII HacAeAOBa-
Hus. Heckoapko ¢gopm sTOro 3aboaeBaHmsi 0OyCAOBAEHBI pas-
AVYHBIMU MYTaHTHBIMM aazeasmu reHa GALT (raaakroso-1-
docharypuanarpancepassl), A0KaAM3O0BAHHOIO B  paiioHe
HSA9p13. MucceHc-MyTalium B pas3HON CTeleHM CHIKAIOT ak-
TUBHOCTH (pepPMeHTa, YTO OIIpejeaseT Pa3HyIO CTeIleHb BBIpakeH-
HOCTM CUMITOMOB 3aboaesaHms. Hampumep, rasaxrozemus
JypTe mpoTekaeT modTyM OECCHUMIITOMHO, OTMeYaeTcsl TOABKO
CKAOHHOCTB K pacCTPONICTBaM IT€YeHI.

Boaesrv Tupxe (2auxozerios I muna, eauxozenosas 6oresto I muna)
— HeCIIOCOOHOCTH IIpeBpallleHsl TAI0K030-6-pocdara B IAI0KO3Y,
KOTOpasl IIPUBOAUT K HapYIIEHMIO KaK CUHTe3a, TaK U pa3AoKe-
HUsI TAUIKOTeHa. /JeloHMpOBaHNe TAMKOTeHa IIPOMUCXOAUT, o0par-
HBIIT 1Iporjecc — HeT. PasBuBaercst runoramkemus. Hakomnaenue
M30BITOYHOTO KOAMYECTBA IAMKOTeHa B IIeYeHU U ITOYKaxX IPUBO-
AUT K IIe4eHOYHOI ¥ ITIOYeYHOI HeJ0CTaTOYHOCTU. Tur Hacaeao-
BaHMS — ayTOCOMHO-perieccusHbIL. Ilpuumba saGoaesanmst —
myTanus B reHe G6PC , KOTOPBIN KoaupyeT (pepMeHT TAI0K030-6-
docdarasy. Onmcano 14 MyTaHTHBIX aAleAell HTOTO TeHa, KOTO-
pole cBsa3aHbl ¢ 0oae3Hpi0 I'mpke. CyllecTByIOT MOAEKyAsSpPHO-
TeHeTYeCKIe TeCTHl AASl BBIIBAEHMS TeTePO3UTOTHOIO HOCUTEAb-
CTBa U IIpeHaTaAbHO AMarHOCTVIKI DTOTO 3a00.1eBaHILL.

3. Hapymenns aunmuasoro oomeHa

Boaesno Humarna-ITuka munos A u b — cHU>XeHMe aKTUBHO-
cTu gepMeHTa KUCAON AM30COMAaABHOV CPUHTOMIEAMHA3BI, KO-
TOpbIl Koaupyerca reHoM SMPDI (HSA11p15.4-p15.1). Tun
HacJAeAOBaHUs — ayTOCOMHO-pelleccuBHbIN. Hapyienmne annma-
HOTO MeTab0AM3Ma PUBOAUT K HAKOILAEHNIO AUINAOB B IIe4eHN,
AeTKIX, ce/le3eHKe, HePBHBIX TKaHs;X. XapaKTepHa JereHeparius
HEpPBHBIX KAeTOK, HapylleHle AesTeAbHOCTU HEepPBHO CHUCTEeMBI,
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IIOBBIIIIEHHBIN YPOBEHb XOAeCTepyHa U AUMNNAOB B Kposy. Tum A
AeTaleH B paHHeM JeTcKoM Bodpacte. Tumm b mporekaer Goaee
MSTKO, OOAbHbIE, KaK IIPaBUAO, AOKMBAIOT 40 B3POCAOTO COCTOS-
Husl. PasHble Tumsl 00yCAOBAEHBI pa3HBIMU MYTallsIMU B TeHe
SMPD1.

Bboaesrv Touwe (eAaukosuruepamudviii Aunudos) — HaKOILAeHIe
rAI0KOLlepeOpo3NAOB B KJAeTKaX HEPBHON U PeTUKYAO-
DHAOTEAMAABHON CHUCTeMBI, OOyCAOBAe€HHOe AepUIIUTOM ¢dep-
MeHTa TAI0KOlLlepeOpo3naasbl, KoTopas Koaupyercsa reHom GBA
(HSA1qg21). OtHOCHUTCS K TPYyIIIIe AM30COMHBIX 0O/A€e3Hell HaKoOII-
aeHus. Hekotopere popMsl 3a001eBaHUs HPOSIBASIIOTCS B TSIKe-
ABIX TIOpa’KEHWAX IIe4eHM, CeAe3eHK!U, HEepPBHOI M KOCTHOI
TKaHeI.

4. HacaeacTBeHHbIe 004€3HU IIYPUHOBOIO ¥ MM PUMUAVHO-
BOTO OOMeHa

Cumnodpom Aewa-Huxera — cClieTlA€HHOE C TI010M pelleCCUBHOe
3a004eBaHNe, IIpU KOTOPOM Pe3KO BO3pacTaeT codep KaHIUe MO-
YeBOI KMCAOTBI BO BCEX >KMAKOCTSIX Teaa. IlocaeacTBueM ®TOro
SIBASIETCSI 3aJep>KKa PasBUTHUsA, YMepeHHas YMCTBEHHas OTCTa-
AOCTb, TIPUCTYIIBI arpeCcCUBHOIO IIOBEAEHNSI C CaMOIIOBpeKAeHNU-
eM. Hegocrarounocts ¢pepmeHTaTHBHOI aKTUBHOCTU
TMIIOKCAaHTUH-TyaHnH}pocdopubosuaTpancdepaspl M0 MpUINHE
myTtanuii B rene HPRT1 (HSAXq26-q27.2) AeXXUT B OCHOBE DTOTO
3a00aepanmsa. OnucaHbl HECKOABKO MYyTallMiI B TOM >Ke TeHe,
CAeACTBUEM KOTOPBIX ABAsETCS nodazpa (HapyllleHue IIypUHOBOTO
OoOMeHa U OTAO0XKeHVe MOYEKVCABIX COeAMHEHUI B TKAHSIX).

5. Hapyiiennsa obMeHa coeAVTHUTEABHO TKaHU

Cundpom Mapdana («nayuvu narvior», apaxHooaKmuius) —
Iopa’keHle COeAVHUTEABHOI TKaHM BCAEACTBYE MyTaI[uM B TeHe
FBN1 (HSA15q21.1), oTBeTCTBEHHOM 3a cuHTe3 ¢puOpmaanHa. Ha-
cleayeTcsl IO ayTOCOMHO-JAOMMHAHTHOMY Tuiy. KamHmdeckas
110AMMOPQPHOCTh 3a00AeBaHNUsA OOBICHIETCSI OOABIIUM YMCAOM
MYTaHTHBIX alleAeil, KaXKABIN 13 KOTOPBIX MOXKET MPOsBAITHCA B
TeTepO3UTOTHOM COCTOSAHNUU. A OOABHBIX XapaKTepeH BBICOKUIA
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PpOCT, acTeHU4YecKoe TeA0CAOXKeHMe (HeIpoIlOpIIMOHaAbHO AAVH-
Hble KOHEYHOCTM), apaxHOAAKTUAUS (AAVHHbIE TOHKME I1aAbLIbl),
€Aa0O0CTh CBA30YHOTIO allllapaTra, OTCAOMKA CeTJYaTKM ralasa, Ioa-
BBIBMX XpPYyCTaAlKa, IIpOAaric MAUTPaAbHOIO KAanaHa (puc. 128).

Puc. 128. Cunapom Mapdana”

Myxonoaucaxapudosor — rpynma 3aboAeBaHUIl COeAMHUTeADb-
HOJ TKaHM, CBA3aHHBIX C HapyIIeHMM OOMeHa KMCABIX TAMKO3a-
MIUHOTAMKaHOB (Myxomoamcaxapuaos), BBI3BAHHBIX
He/0CTaTOYHOCThIO HEKOTOPBIX AM3OCOMHBIX pepMEeHTOB. DTU 3a-
0oaeBaHMs OTHOCAT K AM3OCOMHBIM 004e3HsIM HakonAeHus. OHu
MPOABAAIOTC B Pa3AMIHBIX AedeKTaX KOCTHOM M COeAMHUTeAb-
HOI TKaHeit. Myxonoiucasapudos muna I (cundpom Xypaepa) — ay-

" URL: http://www.spineinfo.ru/infosources/case/cases_14.html
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TOCOMHO-pelleccBHOe 3abo4eBaHle, BO3HUKalOIlee B pe3yabTaTe
aebunurta gepmenTa aabda-L-maypoHmaassl us-za MyTaluil B
reHe IDUA (HSA4q16.3). D10 IpMBOAUT K HAKOILAEHNIO O€AKOBO-
YIA€BOAHBIX KOMILAEKCOB U XUPOB B KAeTKax opraHmusma. B pe-
3yAbTaTe y OOABHBIX Ha0AIOAA€TCA MaAblil POCT, CyIecTBeHHas
3agep>kKKa YMCTBEHHOTO Pa3BUTN, yBeAUdeHMe ITeYeHU U cele-
3eHKI, IOPOKU CepAalla, IIOMYyTHeHMe POTOBMIIBI, Aedpopmarius
KOCTel1 11 orpyOeHme gept antia (puc. 129).

Puc. 129. Cunapom Xypaepa”

" URL: http://medgen.genetics.utah.edu/photographs/pages/hurler_syndrome.htm
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Myxonoaucaxapudos muna II (cundpom Xanmepa) — cuernaeH-
HOe C II0AOM pellecCHBHOe 3a0o0./eBaHIe, KOTOpoe 00yCAO0BAEHO
AedexTtoM gepMeHTa UAYPOHATCYAb(POTa3bl M3-3a MyTallM B Te-
He IDS (HSAXq28). BemecrsamMy HaKOIIAeHUs SIBASIOTCS AepMa-
TaH- U TemnapaHcyAbdaTbl. XapaKTepHbI I'pyOble uYepThl AUIIa,
ckadornedaans, IIyMHOe AbIxaHUe, HU3KUI TPyOBIil r0A0C, Jac-
Tble OCTpBle pecnupaTtopHble BupycHble nHpexknuu (puc. 130). B
Bo3pacTe 3—4 AeT NOsABASIOTCS HapyIIeHNs] KOOPpAMHAIINY ABVIKe-
HU — IIOXO/AKa CTAaHOBUTCS HEYKAIOXKel, AeTU MpU Xoab0e 4acTo
najaioT. /Jas OOABHBIX XapaKTepPHBI DMOIIMOHaJAbHas AaOWAb-
HOCTH U arpeccusHOCTh. Haba104a10Tcs TakKe Iporpeccupyomnias
TYTOYXOCTh, Y3€AKOBbIe ITOpa>keHNs1 KOXKM CIIMHBI, OCTeOapTPUTHI,
IIOpa>keHNsl POTOBUIIBL.

Puc. 130. Cunapom Xantepa”

Myxonoaucaxapudos muna Il (cundpom Candurunno, 60re3Hb
Canguaunno) — 3ab01eBaHMe, BHI3BaHHOE HaKOILA€HUEM TellapaH-
cyabdara. a5 Hero xapakTepHa reHeTHYecKasl TeTepOTeHHOCTDb —
CYIIIECTBYIOT YeThIpe THUIIa DTOV 00.1e3HM, BEI3BAHHBIE MyTaLVISIMU
B YETHIPeX Pa3HBIX IeHaX, KOAUPYIOHIUX (pepMeHTHl, yJ4acTBYIO-
e B MeTaboAM3Me HaKaIlAMBaeMOTO BemlecTsa. IlepBsrre cum-

" URL: http://1nsk.ru/news/russia/23335.html
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IITOMBI 0O/A€3HN B BIAe HapyIIeHUII CHA MOSABAAIOTCI Y AeTel
crapile Tpex AeT. IlocrenenHo pasBuBaeTcsl amaTusi, OTMedaeTcs
3aJep>kKKa IICMXOMOTOPHOIO Pa3BUTNs, HapYILIEeHNs peul, YepThl
AVIia cTaHoBsATCA TpyObIMI. CO BpeMeHeM JAeTu IepecTaloT y3Ha-
BaTh OKpY>Karomux. /as 00ABHBIX XapaKTepPHBI 3ajep>KKa pocCTa,
KOHTPaKTypbl CyCTaBOB, TMIIEpPTPUXO3, YMepeHHasl TIellaTocCIlle-
HOMeraaus. B oramune or cunapomos Xypaepa u XaHrtepa npu
6oae3nn Canduannmo npeodiasaeT yMCTBeHHas OTCTaAOCThb, a
IOpa’keHNs1 POTOBUIIBI M CepAEYHO-COCYAVCTOM CUCTEMBI OTCYT-
CTBYIOT.

Dubpoducnrasus (occuPuyupyrowuit. Muosum, napaoccarvHas
zemepomonuveckas occuduxanuus, Ooresro Mronxeiimepa) — 3adoae-
BaHlle COeAVMHNTEABHOI TKaHU, CBA3aHHOE C ee IIPOTPeccupyIo-
MM OKOCTeHeHneM B pesyabrate MyTanuu B reHe ACVRI
(HSA2q23-q24), xoTOpBINI KOAUpYeT pelentop akrusuHa A. Turm
HacAeAO0BaHUs — ayTOCOMHO-AOMMHAHTHBIN. 3a001eBaHye IIpOosIB-
As€TCs BPOXXAEHHBIMU JedeKTaMI PasBUTUS — IIpeXKAe BCero
VMCKPMBAEHHBIMY OOABIIMMIU ITaAbllaMU CTOI ¥ HapyIIeHUAMMU
B IIIEIHOM OTJeJe IIO3BOHOYHIKA Ha YPOBHE ITO3BOHKOB €2 — C7.
3aboaeBaHNe UMeeT IIPOTPeAMEHTHBIN XapakTep, IPUBOANUT K
3HAUMTEABHBIM HapyIIeHUs M (YHKIVOHAABHOIO COCTOSIHILS
OIIOPHO-ABUTATeABHOTIO allllapaTa, IAyOOKO} WHBAaAUAU3ALINNU
OOABHBIX U CMepPTU IPEUMYIIEeCTBEHHO B A€TCKOM U MOA0JA0M
Bo3pacte (puc. 131). boaesHs elje Ha3bBaIOT «00A€3Hb BTOPOIO
CKeJeTa», TaK KaK TaM, IAe B OpraHU3Me AOAXKHBI IIPOUCXOANTD
IIITaTHBIE IIPOTHMBOBOCIAANTEABHBIE IIPOIIECCH], HAYMHAETCSI POCT
KOCTIL.

241



Puc. 131. <I>M6pozu/lcn11a3m1*

6. Hapymienns upKy AMpyIonux 6eaKos

Iemozao0uHonamuy — HacAeACTBeHHbIe HapyIIeHIs! CMHTe3a
remoraobuna. Pasangaior ape rpyIrisl reMoraoOuHonaTuit. Aas
IIepBOil XapaKTepHO M3MeHeHUe IepBUYHONM CTPYKTyphl Oeaka
r1001MHa, 4TO MOXeT COIIPOBOXKJAAThCS HapPYIIEHUSIMM ero CTa-
O6mapHOCTM M (PYHKUMU (HalIpuMep, CeprnosudHOKAeImouHas axe-
mus). ITlpm remoraoOMHOIATUAX BTOPOI TPYMIBI CTPYKTypa
reMora001Ha OCTaeTcsi HOPMaAbHOM, CHIDKeHa AUIIb CKOPOCTh
CHHTe3a TA00MHOBLIX IieTiel] (Harpumep, -maraccemus).

7. Hapymienns o6MeHa BelllecTB B 9pUTPOIIATAX

Hacaedcmeennuiii  cepoyumos — BpPOXKAEHHasl HeAOCTaTO4U-
HOCTh AUNNUAOB 000A0YKM DpUTponUTOB. /A1 3ab00aeBaHM: Xa-
pakTepeH ayTOCOMHO-JOMUHAHTHBIN uan ayTOCOMHO-
pellecCUBHBIN TUII HacA€AOBaHUA B 3aBUCUMOCTU OT MyTaIluu Te-

* URL: http://donbass.ua/news/health/2010/02/15
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Ha SPTA1 (HSA1q21), koTOpHIiT KOAUPYeT DPUTPOLUTaPHBIN
a-1 criexTpuH. AHOMaAUs HTOTO OeAKa MPUBOAUT K IOBBIIIEHNIO
KOHIIEHTpallM VIOHOB HaTpUsl BHYTPU SPUTPOIINTA, U IIPOHUK-
HOBEHUIO B HETO M30bITKa BOABI 13-3a ITOBBLIIIEHNSI OCMOTIYECKOTO
AasaeHns. Bcaeactsue sToro obpasyrorcs cepudecknie spuUTpoO-
INUTH — CPepOLUTE, KOTOpble B OTAMYME OT ABOSIKOBOTHYTBIX
HOPMa/bHBIX DPUTPOLUTOB He 004a4alOT CIIOCOOHOCTHIO M3Me-
HATH POPMY B Y3KMX ydacTKax KPOBOTOKa, HaIlpUMep IIpU Iepe-
X04e B CHUHYCBHl CeAe3eHKN. DTO HPUBOAUT K 3aMejAeHUIO
IIPOABVIKEHNST DPUTPOLINTOB B CUHYCaX CeAe3eHKU U OTIIerlle-
HUIO 9acTy MeMOpaHBI ®pUTpoLUTa ¢ 0Opa3oBaHeM MUKpocde-
PpOLITOB. Paspy1ieHHbre SPUTPOLIUTEI IIOrA0IIIAIOTCS
Makpodaramu ceae3eHKU. I'eMOAM3 DPUTPOIUTOB MPUBOAUT K
TUIIEePIIAa3NN KAETOK IIyABIIBI U YBeANYeHUIO ceae3eHK. OAHNM
13 OCHOBHBIX KAMHMYECKUX CUMIITOMOB sBAsieTcsa XeaTyxa. Oc-
HOBHBIMM CHMIITOMaM! HacAeACTBEHHOTO c(epoIrnTos3a sIBASIIOT-
Csl  yBeANYeHUe cele3eHK! (OOBIYHO  BBICTYIIAeT  M3-TI0Z
roapebeprs Ha 2-3 cM) 1 XeATyxa. VIHOTrAa HabAIOAAIOTCA TIPU-
3HaKI 3aMeA/AeHHOTO pa3BUTIS, HapYIIeHUs ANUIIEBOIO CKeAeTa,
OallleHHBI Yyeper, ceAA0BUAHBIN HOC, BRLICOKOE CTOsIHME HEDA, Ha-
PYIIeHNs pacrioAOXKeHsI 3y0OB, y3KIe TAa3HUIBL

8. HacaeactBeHHble 00ae3HM OOMeHa MeTaAA0B

Boaesnv Korosarosa-Burvcona (zenamouepedparvras ducmpodus) —
ayTOCOMHO-pellecCBHOe HapyllleHre MeTaboaAm3Ma MeAM, IIpu-
BOZslIlee K TsDKeAeNIINM ITOpa’keHUsIM LIeHTpaAbHOM HepPBHOM
CHUCTEeMBl ¥ BHYTPEHHMX OpraHoB. 3aboaeBaHue OOyCAOBAEHO
HUBKNMM MAYM aHOMAaAbHBIM CHHTE30M Iiepyaollda3MmuHa (Oeaka,
TPaHCIIOPTUPYIOIIETO MeAb) 3-3a HeAOCTaTOYHOCTU (pepMeHTa-
TUBHOI aKTUBHOCTU Meab-TlepeHocsaenn AT®asbl. MyTtanum (1x
ormmcano oko4ao 200) B rene ATP7B (HSA13q14-q21) npuBoasar K
M3MEHEeHIUSM [3-II0AUTIENTIAA DTOTO pepMeHTa, UTO SIBASETCS Te-
HeTIYeCKOV OCHOBOM ®ToM I1aroaoruy. OCHOBHYIO poAb B HaTO-
reHese WIpaeT HapyllleHre OOMeHa MeAl, €€ HaKOILAeHNe B
HEpPBHOI, II0YEYHO, IeYEHOYHOI TKaHAX 1 POTOBUIIE, BCA€ACTBIE
4ero IMpOMCXOAUT TOKCHYeCKOe MOBpeXeHle MeAblO JaHHBIX Op-
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raHoB. B meuenn gpopmupyeTcst KpyIHOY310BOM UAM CMEIIaHHBIN
nppos. B moukax B mepsylo odepeAb CTpajaloT IIPOKCHMAaAbHbIE
KaHaAbLIBL. B roA10BHOM MO3re mopaxkaloTcsl B OOABIIIEN CTeIlleH!
OasaabHbIe TaHIAMY, 3yO4YaToe sIAPO MO3XKedKa ¥ 4YepHas Cyo-
CTaHITVSA.

9. Hapy1ienns BcachiBaHU: B IUII[eBapUTeAbHOM TpaKTe

Myxosucyudos  (kucmosnviii  Pubpos) —  ayTOCOMHO-
pelleccuBHOe 3a0o0JeBaHIe, XapaKTepusyloleecs IOpaskeHVeM
’KeJe3 BHeIITHell ceKpelny, TSKEABIMM HapylleHnAMU (yHKITUIA
OpraHOB ABIXaHMS U >KeAyAOYHO-KUIIIedHoro Tpakrta. ITpuannoi
apasaiorcs myTtauuu reHa CFTR (HSA7q31.2), kotopslit Kogupyer
TpaHCMeMOpaHHBINI peryAsTop KucrtosHoro ¢puoposa. 3aboaesa-
HIUe XapaKTepu3yeTcs IOpa’keHMeM >Ke/le3 BHeIIHell CeKpeIuy,
TSKEABIMY HapyIIeHMsAMM (PYHKIINI OpTaHOB ABIXaHUS M JKeaAy-
AOYHO-KHIIIEYHOTO TpaKTa.

Henepetiocumocmo Aakmosvl (2unorakmasus) — ayTOCOMHO-
pelleccuBHOe aTOAOTMYeCKOe COCTOsIHME I1A10XOTO YCBOeH!s AaK-
TO3BI (MOAOYHOTO caxapa), TeHeTUJeCKOl OCHOBOJ KOTOPOTIO siB-
ASIOTCS MyTallU B PeryAsATOPHOMN U KOAUpPYIOIIeil 0061acTsIX TeHa
LCT (HSA2q21), XxOTOpBIiT KOAUpPYeT AaKTady. DTOT pepMeHT DKC-
IIpeccupyeTcsl IIpeUMYIIIeCTBeHHO B PeCHMYHBIX KAeTKaX KHIIey-
HIKa U OTBeYaeT 3a paclllellleHMe AaKTO3bl Ha TaAakTo3y WU
ra10ko3y. OCHOBHBIMM CMMITOMaMM AaKTa3HOi He40CTaTOYHOCTH
ABAAIOTCA MeTeopusM, 004U B KUBOTe, Auapes, psoTa. Y Jerei
AaKTa3Has HeJ0CTaTOYHOCTh MOXKET MPOABASATLCS XPOHUIECKMMU
3arropamy, OecCIIOKOJCTBOM I I11adyeM I1ocae eAbl. B pasHpIx 1o-
Iy AAINAX YeA0BeKa 4acTOThl MyTaHTHBIX alleAell BapbUpyIOT OT
1 20 100 %.

10. TopMoHaAbHbBIE HApPYIIEHMS

Tecmuxyasapnaa pemunusayus (curndpom Moppuca) — cuen-
AeHHOe C II0A0M pellecCuBHOe 3ab01eBaHIe, KOTAa TP My>KCKOM
Kapuotuite (46, XY) mposiBAseTCsT KeHCKIil (PeHOTUI. DKCIpec-
CUBHOCTH BapbupyeT. [Ipu HermoaHOI ¢peMMHM3AIINI TOHAABI Pa3-
BMBAIOTCS 110 MY>KCKOMY THUITY, HO HEKOTOpbIe II0A0BbIe IIpU3HaKN
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COOTBETCTBYIOT JK€HCKOMY 1104y C Pa3HOI CTeleHbIO BLIpaskeHHO-
CTU — IUNepTpOPUPOBAHHLIN KAUTOP, HENOAHOE 3aKpBITHE IIBa
MOIIIOHKY, MOIIIOHKOOOpa3Hble DOAbININe I10A0Bble TyObl, YKOpO-
yeHHOe BAaraauire (puc. 132). Ilpu nmoanou gpeMmuHM3aAIIUM OC-
HOBHBIM CUMIITOMOM SBAS€TCS OTCYTCTBME MeHCTpyaluuil u
I1010BOTO OBOAOCEHNs IPY XOPOIIIO Pa3BUTHIX MOAOYHBIX JKeJe-
3ax 1 >keHcKkoM ¢enorume. [Ipmunuoit 3aboaeBaHUsA SABASIOTCA
pasanunsie mytauun B reHe AR (HSAXql1-ql12), xoTopsii xoan-
pyeT pelienTop aHApOTeHa.

Puc. 132. Bua Hapy>KHBIX II0A0BBIX OPTaHOB ITPU HEIIOAHOI TeCTUKYASPHON (eMUHM3aImm’

Andpozerumarvroii  cundpom  (keHckutl  ncesdozepmaPpoou-
musm) — SHAOKPMHHOe HapyIlleHue C ayTOCOMHO-pPeIleCCHBHBIM
TUIIOM HacJe]0BaHM:, IIPU KOTOPOM OOAbHasl MMeeT Hapy>KHbIe

" URL: http://www.health-ua.org/img/woman/tabl/8_17 jpg
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II0AOBBIE OpPTaHBl MY>KCKOTO TUIIA U >KEHCKYI0 TOPMOHAABHYIO
CTPYKTYpy. Y OOABHBIX yBeANYEH KAUTOP, KOTOPHBIN CTAaHOBUTCS
IIOXO>K Ha MY>KCKOJ ITI0A0BOJ 4Y4€H C OAHMM YpPO-TeHUTAAbHBIM
OTBepCTMEeM, OTCYTCTBYeT HapY>KHBII BXOJ, BO BAaraAuiile, Maable
II0A0BBIE TYOBI OTCYTCTBYIOT, OOABIIINIE TYOBI IIOXOXKM Ha «pa3pyo-
A€HHYIO» MOIIOHKY. IIpu 9TOM BHyTpeHHIe 1010Bble OpPTaHbl MO-
IyT 1UMeTb HOpMaAbHBINI BUA. I'eHeTnueckoll  OCHOBOI
3a004eBaHmsA ABASAIOTC MyTauyu redHa CYP21 (HSA6q21.3), koto-
pbIl KogupyeT (pepMeHT 21-TMAPOKCIAA3y TPYIIIBI TUTOXpOMaA
I1450, yyacTByIOImuili B CMHTe3e TOPMOHOB a/AbJOCTepOHa U KOpP-
TU304a.

12.6. T'enemuxa 3IMOUUOHAABHO-AUYHOCHHBIX PACCMPOTCME
U 0e6UAHMHOZ0 N06e)eHU

usogpenus — rpyniia OporpeAMeHTHBIX IICUXMYeCKUX 3a-
0oaeBaHMIi, MPOTEKAIOIINX C XapaKTePHBIMY M3MeHeHUsIMM ANd-
HOCTM — DMOIIMIOHAaAbHOE OCKYyJeHUe, yTpaTa eAMHCTBa, IOTeps
CBSA3U C peaAbHOCTBIO, PacCTPONICTBA MBIIIIAEHNs U pasBuTue Ope-
AOBBIX, KaTaTOHMYecKuX 1 adpPeKTUBHBIX paccTpoiicts. OmnmcaHo
14 pazanmyHBIX A0KYCOB, CBS3aHHBIX C IIPe4pacIiOA0KeHHOCTBIO K
3a001eBaHIAM ITO400HOTO poda, B paitoHax 5q33-q35, 11q14-g21,
6p23, 22ql1, 6q13-q26, 8p22-p21, 13q32, 18p, 1q42, 15q15, 10q22,
1p36.2, 15q13.3, 2q32.1.

Pannuu demexuii aymusm — HapyllleHUe pa3BUTHUS HePBHOI
CHCTEeMBI, 445 KOTOPOIO XapaKTepHO HaAudue TpuaAbl: HeAoCTa-
TOK COLIMAAbHBIX B3aMIMOACVICTBMII, HapyIlIeHHas B3alMHasl KOM-
MYHMKaIyis, OTPaHMYEHHOCTb MHTEPEeCOB U ITOBTOPSIONIMIACS
pernepTyap HoBejeHMs. OTO pacCTPOJICTBO BO3HUKAET B pe3yAbTa-
Te HapylleHUs pa3BUTUA I'OAOBHOTO MO3ra U XapaKTepuU3yeTcs
BBIPa’KeHHBIM ¥ BCECTOPOHHUM Ae(PUIINTOM COIIMaAbHOTO B3au-
MOJeVICTBISA U OOIIleHNUs], a Tak’Ke OTrpaHNYeHHBIMI MHTepecaMu
U TOBTOPSIOIIMMUCS AeMCTBUsAMM. Bce ykasaHHble NIpu3HaKu
IIPOSBASIOTCA B BO3pacTe A0 Tpéx aeT. CXOXMe COCTOSHUs, NP
KOTOPBIX OTMEYAIOTCsA 00Aee MATKMe IIPU3HAKU ¥ CUMIITOMBI, OT-
HOCAT K PacCTPONCTBAM ayTUCTUYECKOIO CIleKTpa. 3aboaeBaHue
OTAMYAETCsI TeHeTYeCKOJ reTepOTeHHOCThIO — M3BecTHO 17 ayTo-

246



comHbIx: 7922, 7qll, 13ql4, 15q11, 2q, 17ql1, 17921, 3q25-q27,
7931, 7q36, 141, 21p13-q11, 12q14,16p11.2, 7q35-q36, 3q24, 11q13
1 Tpu X-CLIeIIAeHHBIX A0Kyca IpeApaclioA0XKeHHOCT! K ayTU3MY.
B HexoTOpBIX cayyasx M3BeCTHBI MyTalluM OIIpeJeAeHHBIX TeHOB,
CBsI3aHHBIe ¢  ®TuM  3aboaesaHmeMm. Hampumep, Tpu
X-crieniaenHsle (pOpMBI TOTO 3ab0AeBaHMsI 00yCAOBAEHBI MyTa-
umamu B reHax NLGN3 (HSAXql3), NLGN4 (HSAXp22.33) u
MECP2 (HSAXg28), xoTopble KOAUPYIOT HEeMPOAUTUH 3, Hepo-
avruH 4 1 Metna-CpG-cBaspiBaonmnii 0e4A0K 2 COOTBETCTBEHHO.
Tpu ayrocomusie popmer — AUTS15, AUTS16 u AUTS17 — Bri3Ba-
Hbl MyTaumsamu B reHax CNTNAP2 (HSA7q35-q36), SLC9A9
(HSA3q24) nu SHANK2 (HSA11q13).

Cundpom depuvyuma snumarius u eunepakmusrocmu (CABI) —
HEBPOAOIMYeCKO-TIOBeAeHUeCKoe PacCTpOVICTBO Ppa3BUTHUS, KOTO-
poOe HauMHaeTCsl B AeTCKOM BO3pacTe U IIPOsBASeTCA B TPYAHOCTI
KOHIIEHTpally BHMMaHN:, TUIIePaKTMBHOCTU M I1A0XO YIIpaB-
asemoit umnyabcusHoctu. C/ABI' MOKHO AmMarHOCTHMpOBaTh, Ha-
YlHasl C I1034Hero AOLIKOABHOIO MAM IIKOABHOIO BO3pacTa, Tak
KakK A4sl MOCTAaHOBKU AMarHO3a HeoOXoAuMa OIlleHKa ITOBeAeHIIs
peOeHKa KaKk MUHIMYM B ABYX YCAOBUSIX OOCTaHOBKM (HarIpumep,
AoMa 1 B 1KoAe). Haamdne HapyieHnit oOydeHNUs 1 COIMaAbHBIX
pyHKIIUI ABASIETCS HEOOXOAMMBIM KpUTepueM AAs YCTaHOB/e-
Hus anarHosa CABI. Oguum n3 raasneix npusHakos C/ABI, Ha-
psAy € HapylIeHVSMI BHMMaHUs, SBASETCS MMITY/AbCUBHOCTD —
HeA0CTaTOK KOHTPOAs MOBeAeHNsI B OTBeT Ha KOHKpeTHbIe TpeDo-
BaHM:. Takue geTy OBICTPO pearnpyioT Ha CUTyalluy, He A0XKIUAa-
SICh YKa3aHMUIl U MHCTPYKIIUI, KOTOpPbIe IO3BOASIOT BBIIIOAHUTD
3ajaHle, U HeajeKBaTHO OIleHMBAIOT TpeOoBaHMs 3ajgaHus. OHU
OueHb HeOpe>KHBI, HeBHIMAaTeAbHbI, O€CIIeUHEI 1 AeTKOMBICAE€HHBI,
He Bcerda MOIYT pacCMOTPeTh IOTeHIMAaAbHO HeraTBHBbIE IIO-
cAeACTBUs cBOUX NOCTyNKOB. ITokazana cBsasp C/ABI' ¢ myTanusamu
B BocbMu reHax: DRD5 (HSA4ple), DAT1 (HSA5p15), HTR1B
(HSA6ql), ADRA2A (HSA10q24), DRD4 (HSA11pl5), SCN8A
(HSA12q13), SNAP25 (HSA20p11.2) u COMT (HSA22q11).
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[Ipedpacnoroxertocmo K AAKO0AUSMY B IIEPBYIO oudepeab
o0ycA0BAeHa MYTaHTHBIMU aAAeAsMU TeHOB KaacTepa ADH
(HSA4q22), xoagupyiomux pa3andHble CyObeAMHUIIBI aAKOTOAbJe-
TMAporeHasbl. OTOT pepMeHT KaTaAM3MpyeT OKICAEHIe CIIIPTOB
AO aAbAeTHAOB U KeTOHOB. IIpu ero sgedpunmre sTaHOA HaKanAu-
BaeTCsl B OpraHM3Me, 4TO yCUAMBaeT TOKCHMYecKoe AeVCTBIe aAKo-
roas. VIspecTHO, 4TO B palloOHax TPagUIIMIOHHOTO YHOTpeDAeHMs
BIHOTpagHoTIO BMHa (Hanpumep, CpeaunsemHoMopbe, Kapkas) Ha-
04104aeTcs HaMeHbIIIasl 9aCTOTa BCTPeYaeMOCT! alaeAel, KOAN-
pyoomux AeQeKkTHyIO alKOroablerngporeHasy. Bricokas yactoTra
MYTaHTHBIX aadeeii HaOaoAaercsa B CkaHAMHaABUMU, CpeAV VH-
AelIleB M asMaTCKUX MOHTOAOMAOB, UYTO BO MHOIOM oOIlpejeAasieT
0oplilee pacIIpoCTpaHeHe aAKOroAn3Ma y 9TUX HapOAOB.

Kpome renos ADH, Ha pa3BuTue aaKOroAbHOM 3aBMCUMO-
ctu BavstioT TeHel SNCA (HSA4q22.1), GABRA2 (HSA5q34), NPY
(HSA7p15), TAS2R16 (HSA7q31), TAS2R38 (HSA7q35), CHRM?2
(HSA7q35), ANKK1 (HSA11q23), DRD2 (HSA11q23), ALDH2
(HSA12q24), NRXN3 (HSA14q), SLC6A4 (HSA17q) u reHsl onmo-
VAHBIX pellelTOPOB.

Kpumumnarvnoe nosederue XapakTepHO AAsl AUL, CTpa-
AQIOIIVIX HEKOTOPBIMM XPOMOCOMHBIMM 00A€3HAMU (Hampu-
Mep, cuHagpoM KaaitHpeabTepa, CUHAPOM AOIIOAHUTEABHO
Y-XpoMOCOMBI).

Kpowme Toro, Ha 6045111011 BEIOOpKE (O0aee 14000) ocyxaeH-
HBIX, KOTOpBIe OBLAV HPUEMHBIMU AeTbMM, ObLA0 ITOKa3aHO HaAM-
yyie KoppeAsAnui (CTaTUCTUYeCKMX CBsA3ell) 110 KpUMMMHAAbHOMY
IIOBeAEHMIO C OMOAOTMYECKUIMY POAUTEASIMI U OTCYTCTBUE TaKo-
BOI C HPUMEMHBIMU POAUTEAAMN. DTO CBUAETEAbCTBYeT O 3Ha4l-
TeABHOM BAVISIHUM HacAeACTBEHHBIX (PAKTOPOB B CKAOHHOCTM K
COBEPILEHUIO ITPEeCTYILAEHNIA.

12.7. Cospementivie n100x00bt kK AeveHUt0 U npoPuraxmuxe

HAcAeICMBEeHHbIX 3a00Ae8aHUTE

/leuyenne HacaeACTBEHHBIX 3a004eBaHMIT MOXKET OBbITh YeThI-
pex TUIIOB:
® CIMIITOMAaTIM49eCKOe — yCTpaHE€HIEe MAN CMsATYeHNE CUM-
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nromoB. [IpuMeHsieTcss nmpakTudecku IIpU BCeX HacAeACTBEHHBIX
I1aTOAOTUAX, B HEKOTOPBIX CAydasdX SBASETCS eAMHCTBeHHO BO3-
MO>KHBIM;

® XpypTUyeckoe — yJaleHne, KOppeKuus UAM TpaHCILAaH-
Talsl OPTaHOB U TKaHell;

e [TaTOTeHeTUYecKoe — BpadyeOHOe BMelllaTeAbCTBO B I1aTOTe-
He3. IloHMMaHMe MOAeKyASIpHO-TeHeTMYeCKX OCHOB 3abo/eBa-
HUSI M OCOOEHHOCTEN IIPOTeKaHMs OMOXMMUYECKNMX IIpOIIecCoB
I103BO/AsIeT BO MHOTHX CAy4asX KOppeKTUpOBaTh pa3BUTHeE I1aToO-
AOTUM Ha ypoBHe (PepMEHTOB 1AM CyOCTpaTOB, AMOO 3aMeIlaTh
HeAOCTaIOI VX O AKOBBIN IIPOAYKT;

® 5TIOAO0TUYECKOe — YCTpaHeHNe MIPUIMHBI 3a004eBaHM.
BosMo>xHO 1Ipu TIOMOIIM TeHHOM Tepaluy, KOTopasl 3aKA04aeTcst
B 3aMeHe MyTaHTHOTO y4dacTka /AHK Ha HOpMaAbHBIIL.

I'ennas Tepanms (reHoTepalnsi) — COBMECTHOe IIpUMeHe-
HlJle MeTOAOB TeHHOIl MH>XeHepuM U MeAMIMHCKUX IT0AXOAOB C
11eAbI0 BHECEHUSI M3MEHEHUI B TeHOM COMAaTUYEeCKMX KJAETOK 4Je-
AOBeKa AAsl AedeHMsl 3a0oAeBaHMII. MeTOABl T€HHOI Teparmu
MOABUANICh B pe3yAbTaTe pPa3BUTUA TEXHUKNM PeKOMOMHAHTHOIN
AHK. Inpokoe mnpuMeHeHUe TeHOTepallMM B KAVHUYECKON
IIpaKkTMKe Hadaaoch B 1993 r., Korda OBLAO IIpOBEAEHO JedyeHue
[allIeHTOB, CTPAAAIOIIUX TXKEABIM KOMOMHMPOBAHHBIM UMMY-
HoAepuIUTHBIM cuHApoMOM (SCID). ¥V 00ABHBIX AeTell U3BAeKAU
T-aumornntsl, TpancpopMMUpoBaiy peTPOBUPYCHBIM BEKTOPOM,
BBeAsl HOpMaAbHBIN TeH ageHO3MHAe3aMIHa3hl 11 BepHYyAU KATKU
B opraHu3M. Takyio npolueaypy OblLAO HEOOXOAMMO IIOBTOPATH
KaXK/ble JyeTeIpe roda. boaee g dexTnBHOI OKazalach aHaAOTMI-
Has TpaHCPOpMaIMsI CTBOAOBBIX KA€TOK KOCTHOTO Mogsra. Ilosa-
Hee OBLAM ONYOAMKOBaHBI JaHHBIE O IIOAHOM M3JA€YeHUN
8-2eTHero mMaabdnKa, CTpajalomiero 9TuMm saboaeBaHueMm. B Ha-
CTosIIIIee BpeMsl OK0A0 yeTsepTu getel, crpadaiomyx SCID, aedat
IIpY IOMOIIY TeHOTepaIn.

AAas AeyeHMs1 MYKOBUCLIeA03a HEIIOBPEeXKAeHHYIO KOIIMIO Te-
Ha CFTR, BKAIOUEHHYIO B a4€HOBUPYCHBIVI BEKTOP UAM AUIIOCOMY,
BBOAAT B pOpMe a®p0304d B AbIXaTeAbHbIe ITyTV OOABHOTO.
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Beesenne HopMmaabHOI IOCAesOBaTeAbHOCTH TeHa DMD
IIpY TIOMOIIM aJeHOBMPYCHOIO BeKTOpa B MBIIIEYHble BOAOKHA
00AbHBIX MHMoOAVCTpodueir JAioIeHHa M03B0AseT A0OUTHCA Bpe-
MEHHOTO TeparieBTrdeckoro sgdexra.

B nacrosamee spemsa okoao 400 IIpoekToB IO reHOTepaInmu
HaXOASATCS Ha Pa3HBIX CTaAMAX KAVHNYECKUX VICITBITaHUIA.

Vcrioap3yloT ABa OCHOBHBIX IIOAXOJa, pasAndaloniyecs
HIPUPOAON KACTOK-MUIIIeHEI:

e peraspHasi reHorepanmus, T. e. Beedenue /AHK B surory
1AM SMOPMOH Ha paHHell cTaiuM pas3suTusd. B caydae ycriexa se-
AeHHas 110CAe0BaTeAbHOCTD I0I1ajaeT BO Bce KAeTKM pelluIIneH-
Ta, BKAIOYas I1040Bble, YTO oOecreunBaeT Iepejady cAelyomieMy
ITIOKO/AE€HUIO;

e comMaTHyecKasl TeHOTepalus, IpU KOTOPOI reHeTUdeCcKII
MaTepuaAa BBOAAT TOABKO B COMaTU4IeCKye KAeTKIL.

CrangapTHasi cxeMa KOppeKIMu HacAeACTBeHHOIO aAedeKTa
IIpY IIOMOIIY TeHOTepaImy HauMHaeTCs C CO3JaHMs DKCIIPeccu-
pylollerics TeHeTMYeCKOl KOHCTPYKIIUM, coaepKallleil KoAu-
pPYIOIIYI0O U PeryAsTOpPHYIO 4YacTM TeHa. JaTeM peIllaeTcs
npob1eMa BeKTOpa, oOecriednsaoniero 3p@eKTnuBHyIo, a 110 BO3-
MOXKHOCTU U aApecHYIO JAOCTaBKy TeHa B KAeTKU-MUIIIeHN. 3aTeM
IIPOBOAUTCA TpaHCeKINs (IIepeHOC I0AyJYeHHON KOHCTPYKITUN)
B KAETKU-MUIIeHN, olleHnBaeTcs dPpPeKTUBHOCTb TpaHCpeKIIny,
CTeIleHb KOPPernpyeMoCT! IIepBIUIHOTO OMOXMMIYECKOTO Aedek-
Ta B YCAOBUAX KAETOYHBIX KyAbTyp (in vitro) M, 4TO OCODEHHO
Ba>KHO, 11 ViV0 Ha >KMBOTHBIX — O11010TM4YeCcKUX MojeasaX. Toabko
II0CA€ DTOTO MepexoAAT K KAVMHNYECKUM UCTIBITaHUAM.

B aeueHum oHKOAOTMYECKUX UM HEKOTOPBIX APYIMUX 3aboe-
BaHUIT OOABIIIME HaJeXAbl BO3AaraloT Ha MCIIOAb30BaHUE MaAoil
unteppepupyiomert PHK, xoropass MoXXeT NHOAaBAATL CUHTE3
oIpe eAeHHbIX 0eAKOB U IPUBOAUTL COOTBETCTBYIOIIYIO MOAEKY-
ay MPHK k gerpasanum.

[IpMHATO BBIACAATH TPU BUAa HPOPUAAKTUKU HaCAEACT-
BeHHOJ ITaTOAOTUI:

e nlepBUYHas IpopuAaKTUKa — IpeaylpesKjeHne 3adaTis
6oapHOTO pebenka. [Ipy TOM ydnThIBaeTCsI BO3pacT MaTepy, Te-
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TEepO3UTOTHOE HOCUTEABCTBO PelleCCUBHBIX IaTOAOTUIA, KPOBHOCTh
Opaka;

e BTOpMYHasA NpoduiakTKa — peKoMeHJaluys IO Ipephl-
BaHMIO OepeMeHHOCT! B CAy4yae AMarHOCTUPOBAHHOI IIpeHaTalb-
HO TIIaTOAOIMM WMAM TIpUM  BBICOKOM PHUCKe  IOSIBAEHMUS
HacAeACTBEHHOTO 3a004eBaHIs Y 111043;

e TpeTnyHasi TpoPpriaKTUKa — KOPPeKLNs HacAeACTBEHHBIX
I1aTOAOTMYECKIIX COCTOSIHUI Ha ypoBHe (peHOTHIIA.

B sagaunm Meanko-reHeTH4eCcKuX KOHCyAbTallMl BXOAUT AM-
arHOCTMKa HacAeACTBEHHBIX 3a004eBaHUIL, OIpejeleHle TeHeTH-
9YeCKOTO pIUIcKa POXKAeHMs D0ABHOTO peDeHKa, KOHCYABTMPOBaHIIe
CeMeTHBIX ITap IO BOIIpocaM HpOQPUAAKTUKN U AeUeHIsl HacAeA-
CTBEeHHBIX 3a00eBaHMIl. OCHOBBI 1a00OPaTOPHON AMATHOCTUKU U
pacyeTa reHeTMYECKOTO pUCKa U3A0KeHHI B pasa. 12.3.

OcHoBaHUsT 4451 HalpaBAeHMsI CeMeVHBIX Iap B MeAUKO-
reHeTUYeCKyI0 KOHCYAbTalluIO:

® yCTaHOBJEHHas UAM IOJO3peBaeMasl I1aTOAOTUs B CeMbe
(aaHHBIE TIpOCemBaIOlell 1a0OPaTOPHOV AMATHOCTUKIN, POKAe-
HIle pe0OeHKa C HacJAeACTBEHHOI I1aTOAOTHeEN, 3adep>KKa puaude-
CKOTO pa3BUTUA MAM YMCTBeHHas OTCTaloCTb Yy peOeHKa,
IIOBTOPHBIE CIIOHTaHHBIE aOOPTHI, BBIKUABIIIN, MEPTBOPOXKAe-
HIST);

e BO3pacT MaTepu crapie 35 aeT;

® KPOBHOPOACTBEHHBIE OpaKy;

® BO34€JICTBIe TepaTOreHOB (BeIllecTB, BLI3BIBAIOIINX BPOXK-
A€HHBIe aHOMaANM) B IIepBOM TpUMecTpe OepeMeHHOCTI;

¢ He01arornoAy4JHoe IpoTeKaHye OepeMeHHOCTIA.

Jaxe 1pu OTCYTCTBUN NPUBEAEHHBIX BbIIIe ITIOKa3aHUIl MO-
AOABIM  CyIIpyraM peKOMeHAyeTCs OOpaTUTBCS B MeAUKO-
reHeTUYecKyl0 KOHCyAbTalMIO IIPU IIAaHMPOBaHUM AeTOPOKAe-
HIIAL.

B mrate Meauko-reHeTMYeCKOV KOHCYAbTALlMM AOAKHBI
OBITh CIIENMAANCTBI — Bpady-TeHETUK, ITUTOTeHETUK I TeHeTUK-
O6moxumuk. AAst cocTaBAeHMsI 3aKAI0OYEHNUsI VICTIOAB3YIOT CAeAyIO-
I1ie MeTOABl: KAVHUKO-TeHeaAOIMYeCK!il, IUTOreHeTIYeCcKII,
MOAEKYASIPHO-TeHEeTUeCKNII 1 Hecreruduaeckue MeToAbl 1a0o-

251



PaTOPHON AMAarHOCTUKM B 3aBUCUMOCTU OT XapakTepa HacAeACT-
BEeHHOI1 ITaToaorun. Ha ocHOBe 3akai04eHNs Bpau-TeHeTUK IIpo-
BOAUT cobeceloBaHNe C CyIIpyramMyu, B KOTOpoM MHPpOpMUpyeT
X O BO3MOXKHBIX IIOCAEACTBUAX OepeMeHHOCTM U JAaeT pPeKo-
MeHAaLNIL.

Konmpoavtvie séonpocot u 3adanus

1. ¥ ortna BTOpas rpynma Kposu, y Mmatepu — niepsasi. Poau-
AUCh OAM3HEITBI — MaAbUMK C TIEPBOI TPYIIIION KPOBU U A€BOYKA —
¢ yeTBepTOIL. MoXXeT Au (pOpMaAbHBIN OTel] CIUTATHCS OM0AO0T-
YECKMM OTIIOM DTUX AeTen?

2. 3aBUCHUT AM BEPOATHOCTb POXKAEHUs OAMBHEIOB y CYII-
PY>KecKOIl Mapbl OT HaAWYMS MAV OTCYTCTBUS OAM3HEIIOB cpeau
KPOBHBIX POACTBEHHIKOB >KE€HBI 11 My>Ka?

3. ¥ nanuenTa oOHapy>keHO Tpu Teablia bappa. Kakos ero
IpeArioAaraeMblil KApUOTHUII?

4. Oba cynpyra — retepo3urotsl 11o myrtanuu resa LCT. Ka-
KOB PUICK POXKAeHIsI peOeHKa C HeIIepeHOCHMOCTHIO AaKTO3bI?

5. Paccunrarite reHeTMYeCKNIT PUCK POKAEHUS MaAbdMKa C
cuHApoMmoM /lemra-HiuxeHa y reTepOo3UroTHON IIO MyTallMM T'eHa
HPRT1 maTepu u 340pOBOIO OTIIa.

6. Kakne 1moaxoasl IpuMeHSIOTCS K A€4eHUIO ITPaKTUIeCcK
BCeX HAaCAeACTBEHHBIX 3a001€BaHMII?

7. Bxogut am TpermuyHas mpoduaakTUKa HacAeACTBEHHBIX
3a0o04eBaHmit B cpepy AeATeAbHOCTU MeAUKO-TeHEeTUYeCKIX KOH-
cyAbTalmii?

8. EcTp a1 HeOOXOAMMOCTD HMPAKTUYECKN 340POBBIM MOAO-
Ao>keHaM cTaple 35 AeT oOpaImjaThCsl B MeAVKO-TEHeTUIEeCKYIO
KOHCY/AbTaINIO?

9. K xakoit rpyrie HacAeACTBEHHBIX 3a004€BaHMII MO>KHO
OTHEeCTU MYKOBHCLIeA03?

10. MoxeTr am y reTepo3uroTsl o Myrtanum reHa SPTAI
OBITH HaCA€ACTBEHHBIN CPepoIuTos?

11. Kakoe HacaeacTBeHHOe 3a00JeBaHle BBI3BAHO HaKOIILJle-
HIeM rerapaHcyabgdara’?
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IMPEAMETHEIN YKA3ATEAD

30 uM pudbpuasa —4.3

BLAST -7.5

C-metop — 4.4

G+-paiton — 4.4

G-metoa — 4.4

Hfr-xkaetkmn — 2.8

in silico - 7.3

LINE -7.2

N-metoa — 4.4

OMIM -7.5

PubMed - 7.5

Q-metog — 4.4

R+-paiion — 4.4

R-metoa — 4.4

SINE -7.2

SYBR GREEN - 6.4

T-metop — 4.4

p-rasaccemms —12.5

Abeppanusa xpomocom — 8.4
ApTonioannaouaus 8.3
AKpoleHTpuJecKas XpoMocoMa (aKpOIlleHTpUK) — 4.1
Aakantonypust — 12.5

Aaaeap auxoro tuima — 2.1
Aaasonoanmnaouas — 8.3
AAbTepHaTUBHBIN CIlAaliCHHT — 3.4
Amnandukarop — 6.4
Amvnanduxanms — 8.4
Anaansupyioniee ckpemusanye — 2.1
Anadasza - 4.2

AHApOTeHUTaAbHBIN CUHAPOM — 12.5
Aneynaonansa — 8.3

Ayxcorpodsr —2.8
AyTOCOMHO-AOMIMHaHTHBIN TUII HacAeAOBaHIA — 2.4
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AyTtocoMHoe crieniaenumne — 2.7
AyTOCOMHO-pellecCBHBIN TUII HacAeA0BaHM: — 2.4
AyTOCOMHBII, OTpaHIYeHHBII II0A0M TUII HacAeAOBaHVL — 2.4
AyTtocomsl — 2.4

Anentpuyeckuii pparmenT — 8.4
bruonndopmaruxa - 6.7

banzueriossiii Mmetog —12.1
baot-rubpuansamnus o CaysepHy — 6.2
boaesns I'mpke —12.5

boaesus I'omre — 12.5

boaesur Konosasosa-Buascona — 12.5
boaesur Humanna-ITuka — 12.5
Bryrpuxpomocomuslie niepecrporiku — 8.4
BosspartHoe ckpemiusanne — 2.1
lNaaaxkrosemms — 12.5

I'emmsurora — 2.1

I'emoraobunomnatusa — 12.5

Ten-1

I'eneaaornueckni Mmetozs — 2.3
I'enetuxa — 1

I'enetnueckast nurepdepenus — 2.7
I'enetuueckuii anaans — 11
I'enetnyeckuii mporpecc — 11.1
I'enetmyeckuii puck — 12.3
len-xauamaar —11.2

I'ennas xonsepcus — 8.7

I'ennas tepanus (reHoTepanus) — 12.7
I'enomuxka — 7.1

I'enomuas myranms — 8.3

I'enomuas onenka —11.2

I'enomurble Ga3bl AaHHBIX — 7.5
I'enomusre 61bAMOTEKM — 6.3
I'enomubIT MMIIPUHTHUHT — 10
I'eHOMHBIIT PUHTEPIPUHTUHT — 7.2
Il'enotum —1

Il'enoTunmyecknn kaacc — 2.1
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I'ereposurora — 2.1

I'erepoxpomartuH — 4.4

I'mbpuansanms in situ — 4.5
I'mbpuamsans HyKAeMHOBBIX KICAOT — 6.2
TI'ncronosBbIN KO — 10

I'ucronsr — 4.3

I'2a30-ko>xHbBIN aapOMHM3M 1 —12.5
l'oaaHapMdecknit TUII HacAeA0BaHNA — 2.4
l'omosurora — 2.1

l'omoaorus — 7.4

Il'onaaupiit moa — 5

I'puanposaHHble TeHOMHBIE OMOAMOTEKN — 6.3
Aeaenus — 8.4

Aenarypanus — 4.5

Aedurencu — 8.4

Anakunes — 4.2

AurnbpuHoe ckperusadme — 2.5
Auxtuorena — 4.2

Auniaorena — 4.2

AuckopganTHOCTb — 12.1

AucriepcHbIN OBTOP — 7.2
AuddepeninaspbHoe okpammsanue — 4.4
Auiientpyeckas Xxpomocoma — 8.4

AHK - 3.1

AHK-nnoanmepasa — 3.2

Aomunuposanue — 2.2
AoT1-610T-TMOpUAM3aINs — 6.2
Aynaukanus — 8.4

3aKkoH eAMHOOOpasus rTMOPUAOB IIEPBOTO ITOKOAeHMs — 1
3aKoH He3aBUCUMOTO HacAeA0BaHs — 1
3akoH pacienaeHs — 1

3akoH Xapan-BaruOepra — 9

3urortena — 4.2

Mamenumsocts — 1

MNzoxopa—-7.3

M3zoxpomocoma - 8.4
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VMuOpuannr - 1

VuBepTrpoBaHHbI HOBTOP — 7.2
Nucepumsa — 8.4

Vurepdasa — 4.2

MuTpon rpymnis 2 - 8.8

MuTponsr - 3.4

VckyccrBennas xpomocoma Oaxrepuit (BAC) — 6.3
McxyccrBennsle xpomocomsl gpoxkkeit (YAC) — 6.3
Kanmnaasapusiit aekrpodopes — 6.5

Kaon - 2.8

KaonuposaHne HyKAeMHOBBIX KICAOT — 6.1
Kogomunnposanue — 2.2

Koaonus mukpoopranusamos — 2.8
Kozbnesas xpomocoma — 8.4
KoMOnHarmmonHas m3MeH4mBocTh — 8.1
Komniaemenrapnocts — 2.6
Kowmmnosuionsas rereporeHHOCTb — 7.3
KonkopganrHocts — 12.1
KoncoananposaHHbII 1TOBTOP — 7.2
Konrtur — 6.6

Kouproranus — 2.8

Kocmnaa - 6.3

Kospdurmuenr nacaeagyemocrn — 11.1
KpumnnaarHoe nosegenne —12.6
Kpocc-11.1

Kpoccunrosep — 2.7

Kpoccosepnrie rameTsr — 2.7
Kpoccosepnrie ocobn — 2.7
KymyasatusHas noanmepus — 2.6
Kenmposanue - 3.4

Aanonuzarms — X

Aavuna —4.1

/lentrtorena — 4.2

Aurnposanue — 6.1

Aunans - 11.1

/lokyc koandectseHHOTO npu3Haka (QTL) —11.2
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Aomen — 4.1

Maaas narepdepupyiomas PHK - 3.1

Maaas sgepnas PHK (maPHK) - 3.1
Manudgecramnms — 12.2

MapxepHas ceaexnus — 11.2
Meanko-reHeTmdeckoe KOHCyAbTUpoBaHue — 12.7
MexaaaeapHass KoMIIAeMeHTaus — 2.2
Merios — 4.2

MetanenTpuyeckas Xxpomocoma (MeTalleHTpuK) — 4.1
Metoa apoboBuka — 6.6

Muxkpocareaanr —7.2
MuxponuroreHeTMdecKui cMHAPOM — 12.3
Munwncareaant — 7.2

Muwutos — 4.2

MuToxoHApUaAbHBIN TUII HacAeAOBaHMs — 2.4
Mutoxouapun — 4.1

MoOnabHbI reHeTYecknit aemMeHT (MI'D) — 8.8
MoanduxkamoHHas M3MeHINBOCTS — 8.1
Mo3zaummnsm — 12.4

Moaexyasipabiit Mapkep — 11.2

MomnorenHoe 3aboaeBanue — 12.5
Monorndpuanoe ckpemusanue — 2.1
Monocomus — 8.3

Myxosucumaos — 12.5

Myxonoancaxapnuaos —12.5

MyabstuFISH - 4.5

Myraren - 8.5

Myranrtsslit aaaeanb — 2.1

MyrannonHas n3aMeH4nBOCTb — 8.1
HacaeacrBennocts — 1

Hacaeactsennsiit cpepornTos — 12.5
HexymyasatusHas noanmepus — 2.6
Heniepenocumocts aakTo3nr — 12.5

Henoanoe gomuHnposanue — 2.2

Hoszepsn 0a01-rubpuansamnus — 6.2
Homucenc-xkoz0H — 3.5
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Hykaeunosple kucaotsl — 3.1
Hyxaeonema — 4.3

Hykaeocoma - 4.3

Hykaeotna - 3.1

Hyaancomms — 8.3

OaHosiioBbIe (MOHO3UTOTHBIE) OAM3HeITsI — 12.1
Oorenes — 4.2

Onpegeaenne noaa -5

Oproaorms - 7.4

Ot60p —-11.1

OrtkppITast paMKa CYUTBHIBAaHMA — 3.5
ITapasorms — 7.4

ITapaaoron - 7.4
[TapanenTpuyeckas nHsepcus — 8.4
ITatoaorms —12.2

ITaxurena — 4.2

IlenerpanTHOCTS — 2.1
ITepunenTpuyeckas nHsepcus — 8.4
ITetaeBoit gomen — 4.3

ITaactuapr — 4.1

[Taentorporms — 2.6

IToBegenueckuit 1 MeTaDOAMYIECKUI 104 — 5
IToaarpa —12.5

IToadop —11.1

ITosumonHoe kAoHMpoBaHue — 11.2
[Toanrn6puaHoe ckpeluBanme — 2.5
IToanmepasnas nenHas peakuys (ITILP) — 6.4
IToanmepus — 2.6

IToaunaomams — 8.3

IToancoma — 3.5

IToauTtennsie XxpoMocoMsl — 4.8
IToaosoit gakrop — 2.8

IToaycnGepr — 2.3

ITopa—4.1

IIpaBnao yncrorsl ramert — 1
IIpaitmep — 6.4
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IIpeaea Xeitpanxa — 4.6
IIpeapac1ioa05keHHOCTD K aAKOroAnusmy —12.6
IIpenataabHas AnarHocTuka — 12.3
IIpoGana —2.3

IIporpeaunentnoe teyenne —12.2
IIporeomuxa — 7.1

ITpororpodrr — 2.8

ITpodaza —4.2

IIponeccunr - 3.4

[Ipsimas penapanms — 8.6

ITyp - 4.8

[1IIP B peaabHOM BpeMeHU — 6.4
Pasnositossie (Au3urotrHsie) 6 am3Her s — 12.1
PaitoHbI AApBIIIKOBBIX OpraHu3aTopos (S1OP) —4.7
Pannnit aetcknit aytusm — 12.6
PexomOunaza — 8.2
PexoMOMHaIIMOHHOE paccTosHme — 2.7
Penatyparnus — 6.2

Penapanms — 8.6

PeniaukarimonHast Buaka — 3.2
Peniauxarms — 3.2

Penjunipoknast TpaHcaokans — 8.4
PerjunipokHble ckpemiusanms — 2.7
Pu6osum — 8.8

Pubocoma - 3.1

Pu6ocomuasa PHK (pPHK) - 3.1

PHK -3.1

PHK-nnTepdepennust — 10
PHK-nnoanmepasa — 3.3
PobGepTcoHoBCKas TpaHCAOKanms — 8.4
PytnnHoe okpamusanue — 4.4
Caitaencep - 3.3

Cantumopran — 2.7

Carteaaur — 7.2

Cbopxa CKBEeHCOB TeHOMOB — 6.6
Cpepxgomunuposanue — 2.2
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CexBenmuposanmne — 6.5

Ceaextmonnsiii gudpdepeniinaa —11.1

Ceaexmsa —11.1

Cepust MHOKeCTBEHHBIX aadeei — 2.2

CepnioBagHOKAeTOYHasA aHemust — 12.5

CecrpuHckue xpomatuassie oomensl (CXO) — 4.2

Cubcpr — 2.3

Cungpom Anreabmana — 10

Cungpowm Bapkanu — 12.4

Cunapom Boasda-Xupmrxopua — 12.4

Cunapom Jdayna —12.4

CunagpoMm geduiinra BHUMAHMSA ¥ IUIIEPAKTVBHOCTU
(CABT) -12.6

CuHApPOM A0IIOAHUTEABHOM Y-XpOMOCOMBI —12.4

Cungpom Kaarmndearrepa — 12.4

CuHgpoM Komaubero Kpuka (cuHapom /lexxena) — 12.4

Cunapowm Jema-Huxena — 12.5

Cungpom Maprtuna-beaa —12.4

Cunapom Mapdana - 12.5

Cungpow Ilartay - 12.4

Cungpowm Ilpagepa-Buaan — 10

cuHapom Canduanmro - 12.5

CuHgpoM TporHOI X-XpOMOCOMBI — 12.4

cuHgpoMm XaHrtepa — 12.5

cuHgpoMm Xypaepa — 12.5

Cunapowm Illepemesckoro-Tépuepa — 12.4

Cungpom Dasapaca —12.4

CriekTpaabHBIN aHaAU3 KapuoTuna — 4.5

Cnepmarorenes — 4.2

Cnaaricunr — 3.4

CpaBHuTeAbHas (9BOAIOIMIOHHAs) TeHOMMKa — 7.1

CpasuurteanHas reHomHast tubpuausanys (CGH) - 4.5

CrpykrypHas reHomuxka — 7.1

CybOxaoHmuposanme — 6.6

Cynpeccst — 2.6

CynpeccopHas mytaums — 8.5
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CrieriaeHue ¢ 11oaom — 2.7
CreriaeHHOe ¢ TOA0OM AOMUHAHTHOe HaclejoBaHue — 2.4
CreriaeHHOe € I0A0M peliecCBHOe HacAeJoBaHue — 2.4
Tanaemubi osTOp — 7.2
Teaomepa — 4.1

TeaomepHas Teopus ctapeHns — 4.6
TeaomepHbI IOBTOP —4.6
Teaodasza — 4.2

Teabne bapa - 10

Tepmunanus Tpanckpunum — 3.3
Tect Ha asaaeausm —2.2
Tectukyaspuas pemmunsanys — 12.5
Tpansunus - 8.5

Tpancsepcus — 8.5
Tpanckpunromuka — 7.1
Tpanckpunis — 3.3
Tpancaoxaums — 8.4

Tpancasnusa - 3.5

Tpancrioson — 8.8

Tpancnioptaas PHK (TPHK) - 3.1
Tpucomus — 8.3

®aza KAeTOYHOTrO 1MKAaa — 4.2
®ennakeronypus — 12.5

®enornm — 1

OenoTunmMyeckuii kaacc — 2.1
OeHOTUIIMYECKUI 1104 — 5
Oenorunumyeckuii capur — 11.1
Pubpoaucnaazus — 12.5
®ayopoxpom —4.4

®parment Oxasaknu — 3.2
dyHKIIMOHaAbHAs TeHOMUKa — 7.1
Xumepusm — 6.3

Xpomarnga — 4.1

Xpomarus - 4.3

Xpomomep —4.3

Xpomonema — 4.3
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Xpomocoma Tumna AaMIOBBIX IIeTOK — 4.9
XpOMOCOMHBIN IIeVIHTUHT — 4.5
XpOMOCOMHBIN 1104 — 5
Xpomocomocrtenmpuueckuit 3054 — 4.5
XpoHudecknit Mruea004acTHbIN Aeriko3 (XMA) —12.4
entpomepa — 4.1

LlenTpomepHblil MHAEKC — 4.1
uroreneruka — 4

Uncras anams — 1

HInsodppenns — 12.6

MIramm — 2.8

DK30HH — 3.4

DKcrpeccuBHOCTD — 2.1

DKCIM3MOHHAas pernapans — 8.6
DAoHranus TpaHckpunuuy — 3.3
DHaopenaukauysa — 4.8

DHxaHcep - 3.3

Onurenetruka — 10

Brmcoma — 2.8

Onmcras — 2.6

DyxpoMaTtuH — 4.4

Aapo-4.1

Aapeinxo - 4.1
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Vyebroe usdariue

Azaexceit Aaexcangposid CazaHOB

TEHETUKA

YyebHOe rtocoOue

Peaaxrop T. I. 3axaposa
Texumaeckuir peaakrop H. B. Yepnuiuiesa
Opurnnaa-maket H. B. Yeproiuesoi

IToanucano B neyats 29.03.2011. ®opmar 70x90
Bymaza opcemmnas. Laprumypa Palatino Linotype. [lewamo opcemmnasi.
Yea. neu. 2. 16,5. Tupaxk 500 ok3. 3akas No 623
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nmenn A.C. Ilymknna
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