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BBEOEHUE

I'enervka 3aHuMaeT ocoboe MecTo cpenu GyHIAMEHTATb-
HELIX OMOJIOTUYECKUX ITUCIMIUIMH. OHA U3y4yaeT yHUBEPCAIb-
(1LI¢ JUISt BCEX SKMBBIX CYIIECTB 3aKOHBI HACJEICTBEHHOCTH M
(1SMCHYUBOCTH. be3 3HAHWI COBpEMEHHOW T€HETMKU HEBO3-
MOKIIO TIOHSITh CYIIIHOCTH XHU3HM W IJIABHBIE CBOMCTBA XM-
noro (caMOOOHOBJIEHHE, CAaMOBOCIIPOM3BEIEHME W CAMOpEry-
"131111110) HE3aBUCUMO OT YPOBHS €r0 OpPraHu3aluy.

lHacreCTBEHHOCTh — 3TO CBOMCTBO XHUBBIX CUCTEM
COXPAHSITD U3 TIOKOJICHUS B TIOKOJIEHME CXOLHBIE MPU3HAKU U
obeciteyuBaTh CIIELMPUUYECKUI XapakTep HMHAUBUIYAIbHOTO
[MUIBUTHS B OMPENeEeHHBIX YCIOBUSIX CPEAbI.

M3MeHYUBOCTH — 3TO CBOWCTBO XMUBBIX CUCTEM IIpU-
oOpeTars HOBbIe NMPU3HAKM (cTpoeHUe W (YHKUMM CcHCTEM
OPIAoOB U 0COBEHHOCTH WHAMBUAYAJIBHOTO Pa3BUTHS), OTIU-
"KHONIME UX OT POIUTENBCKHUX POpM.

HacneacTBeHHOCTh U M3MEHYMBOCTh — JIBa IIPOTUBOIIO-
HOATBIX CBOMCTBA XXKBOTO, TECHO CBSI3AHHBIX C 3BOJIOLIMOH-
nuiM polieccoM. HacneacTBeHHOCTh KOHcepBaTMBHA U obec-
HeYHMBACT COXpaHeHWe BUIOBBIX TpU3HaKkoB. bnaromapst us-
MCHYUBOCTH OCOOM CITOCOOHBI K afanTaluyyd U BBDKUBAHUIO B
HIMCTISIIOLMXCST YCIOBUSIX OKpYXatouiel cpensi. ITosiBUBIITE-
¢o fjarogaps U3MEHYMBOCTH HOBbIE NMPU3HAKM MOIYT MIpaTh
pOJIb B 9BOJIOLMM TOJIBKO NMPH COXPAHEHUM UX B IIOCIEAYIO-
11X [HOKOJIEHHSIX, T. €. IPU HacjleAOBaHUU.

HacnenoBaHue — 3TO TMpolecc Iepenayd IeHeTuYe-
CKOI MHGpOpPMALUUMK 4Yepe3 raMmeThl IIPU [TOJA0OBOM pasMHOXe-
NN WAM depe3 COMAaTHYECKUe KIIETKH — Tpu OecriosioM.
('1e1leHb COOTHOIIEHUST HACAENCTBEHHOCTH U U3MEHYMBOCTH,
(1111 Mepa CXOICTBA POAUTENEH U JeTei, ONPEIESeT MOHATHE
naciedyemocmu. Yem OonbLIe HONS HACAEACTBEHHOCTH, TEM
MCHIBLIE TTPOsIBJIEHUE U3MEHUUBOCTH, U HA0OOPOT.

COBOKYIHOCTb HAaCJAeICTBEHHBIX (PaKTOpPOB (eeHomun) op-
1A1M3M TIOJIYYaeT OT POIUTeNell B MOMEHT OIIOAOTBOPEHMSI.



['eHeTUYECKUHA anmapar 3UroTbl COAEPXUT IPOrpaMMy MHAM-
BUOYyaJbHOrO pa3BUTUsA. [EHOTUN opraHu3Ma ONpeae/sieT
JIUAaNa3oH ero IpUCIOCOOMTENBHBIX BO3MOXHOCTEH U Xapak-
Tep pearpoBaHusl Ha JIOOOH BHEIIHUi areHT. ClemoBaresb-
HO, COBOKYNHOCTb BCeX IIPU3HAKOB opraHu3Ma (Mopdoioru-
yeckux, pusnonornyeckux, OUOXUMUYECKHX, UMMYHOJIOTHYE-
CKHX U [Ip.) 3aBUCUT OT 3aKOAUPOBAHHOW B reHoTHIle HHPOP-
MalM{ U OT CTeneHu ee peanusauuu. HapyiieHus renortuna
WM TIpoliecca pealn3alyy NpOrpaMMbl pasBUTHS IIPUBOIAT K
PasIMYHOrO poAa aHOMAIUSM. DTO MOIYT OBITh BPOXIEHHBIE
NOPOKH Pa3BUTHS PA3HON CTENEHU TSKECTH, HACIEICTBEHHbIE
6os1e3HM UMK OOJNE3HU C HACAEACTBEHHON NPEapacIoNoXeH-
HOCTb10. PAKTOPHI 3BOJTIOLUM B TEYEHUE JUTUTEIBHOIO BpeMe-
HY GOPMHUPOBAJIM BCE CBOMCTBA OPraHM3MOB, B TOM 4YuCJe U
MX OTBETHBIE peaKkLMH Ha BHEApPEHWE IATOreHHBIX AreHTOB.
Tak, ycToiyuBOCTb K MHGEKUMSIM M WHBasusiM obycioBieHa
MMMYHUTETOM, KOTOPBIi B CBOIO OYepedb ONpenesiercs Ha-
CJIEICTBEHHBIMU (DAKTOPAMHU.

['eHbl KOHTPOJUPYIOT MAaTPUYHBIE PEAKLUMM PeIIMKALMU
JIHK u buocunTesa 6eskoB B Kierke. benku onpenensor sce
CBOMCTBA KJIETOK, B TOM YHCJI€ U UX CIIOCOOHOCTb B3aUMO-
JICACTBOBATh APYr C APYIOM, HEMOCPENCTBEHHO WJIM OIOCpe-
JIOBAHHO 4epe3 BHYTPEHHIO cpelly opraHusMa. Bzaumoneii-
CTBHE KJIETOK OpPraHu3Ma B KOHEYHOM MTOIE OIPENESIET €ro
¢eHoTHI.

Takum 00pa3oM, oOlliee COCTOSIHME OpraHu3Ma, ero Mop-
¢odusronornyeckue XapakTepucTUKH, 310pOBbe U GOJIE3HD B
KQXAbIA NAaHHBIA MOMEHT IIPEACTaB/ISIIOT COGONM pe3yJbTar
B3aMMOJEHCTBUSI TEHOTUIIA C YCIIOBUSIMU OKPYXKAIOILEHN CPeb.

CoBpeMeHHasl '€HeTHMKa — 3TO KOMIUIEKCHasi Hayka, KO-
TOpAasi BKJIIOYAET PSIAl OTACHbHBIX TUCUMIUINH: OOLIYIO [E€HEeTH -
Ky, [EHETMKY MHMKPOOPraHU3MOB, -PacTeHMU, XMUBOTHBIX MU
YeJI0BeKa, MOJIEKYIAPHYIO TeHETUKY, LIUTOTEHETHKY U .

Of6mas reHeTHKA K3y4yaeT OpraHU3alIo HACAEACTBEHHOTO
MaTepuaia U oOlIME 3aKOHOMEPHOCTU HACIEACTBEHHOCTH U
M3MEHYHBOCTH, XapaKTepHbIE /LI BCeX YPOBHEH opraHv3anuu
XUBOTO.

TeneTHKa 4enoBeKa M3yyaeT SIBNEHUS] HAcJeICTBEHHOCTH
U U3MEHUYMBOCTH B MOMYJALMSIX YeJIoBEKa, OCODEHHOCTH Hacje-
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IOBAHUS NPU3HAKOB B HOpPME U U3MEHEHMS WX ToI ACHCTBU-
¢M  YCIOBMH OKpyXawiluel cpenbl. 3afaueil MeaHuMHCKOM
(KJIMHHYECKOi) TeHeTHKH SIBJIsieTCs pa3paboTka METOAOB AMar-
HOCTUKY, JIeYeHUsT ¥ NMPOQUIAKTUKY HAC/IEICTBEHHBIX 6ose3-
el yenoseka. PelleHnIo 3THX (GYHIAMEHTATbHBIX Mpobsem
CiyKaT MCCIEOBAHUS OTHEAbHBIX CIELMANbHbIX PEeHEeTHYe-
CKHX TACUMIUIUH.

HaubonbluiMil Mporpecc MOXHO OTMETUTb B MOJIEKYJsAp-
10 TeHeTHKE 4YejlOBEeKAa: M3YyUCHbl CTPYKTypa HYKJIEUHOBBIX
K1CJIOT, OEIKOB M (DEPMEHTOB Y 3[0POBBIX U OOJBLHBIX JIIOIEH,
epBUYHbIE fedeKThl MHOTUX TE€HOB M aHOMAJbHbBIE HX MpPO-
NYKTHI; YCIEIHO Pa3BUBAIOTCS METOIbI KAPTUPOBAHUST XpOMO-
COM UeJIOBEKA, YCTAHOBJIEHUS IMOCIeN0BATEBHOCTEN HYKIIEO-
11110B (CEeKBEeHHUPOBaHUE) HOPMAIbHBIX U AHOMANbHBIX [€HOB,
peraioTes mpobieMbl TeHHOW WHXEHEPUH.

[luToreHervka M3yvaeT KapUOTHUIl YEJIOBEKA B YCIOBMSX
nopMbl ¥ naronoruu. [IpuMeHeHUe MeToNOB ¢ depeHunanb-
110l OKPacK¥ XPOMOCOM TO3BOJISIET TOYHO MX MAEHTUHUM-
POBATH ¥ BBIABJISITH TEHOMHBIE ¥ XPOMOCOMHBIE MyTaLIUH.

IeHeTHKa COMATHYECKHX KJETOK, WCIIOb3ysd IMOpHunn3a-
IHIO KJIETOK, 3aJIoKHJIa OCHOBY KAPTHMPOBAaHUSI XPOMOCOM
qesioBeka. Meroapl eubpuduzayuu HyKAeurHo6bslx Kucaom ro3go-
o Kaptuposatsh 10 75% reHoma yenoseka (1995). Pabotsi
I )TOM HanpapJ€HUU YCHEUIHO MpOaoIXKaAOTCA.

MMMyHOreHeTHka JccieoyeT 3aKOHOMEPHOCTH Haclieno-
KAHUS AHTUTEHHOM crneud@UUHOCTY U TEHETUYECKylo oOy-
CIIOBJIEHHOCTD UMMYHHBIX PEAKLIUH.

dapmakoreHeTHKa M3y4aeT IeHETUYECKUE OCHOBBLI MeTa-
OOJIM3MA JIEKApCTBEHHBIX TPENaparoB B OPraHU3Me YejoBeka
Il MEXaHU3Mbl HACJEIACTBEHHO OOYC/IOBJIEHHOIO WHIMBUAY-
{IILHOTO pearupoBaHUsl Ha BBEICHUE JIEKapCTB.

[peaMeTOM NMONYAANHOHHOH reHETHKH SIBJISIETCS U3ydeHue
‘[ICTOT '€HOB U TeHOTUIIOB B OONBIUUX U MAJIbIX MOMYISALMAX
nioJIeil U MX M3MEHEHHs MO BO3AeCTBUEM MyTauuit, npelida
1cHOB, MUrpaluii, orbopa. [lonyasiuMoHHas reHeTHKa U3y4ya-
¢1 TaKXe MoJUMop(uU3M HACIEACTBEHHBIX NPU3HAKOB Yy Yejl0-
BeKa, OOYCJIOBIMBAIOWIMI IHMPOKYIO BapUabesbHOCTb KIMHU-
qCCKOU KapTUHBI U MCXOIOB OHOTO Y TOTO Xe 3a00JieBaHus Y
PiSHbBIX JIIONEH.




BypHoe pa3BUTHE MEAMLMHCKOW T€HETHMKH B IOCHEIHUE
ECSITWIETHSI CBA3aHO C PAa3sBAUTHMEM Hayky BooOuie, 3ampoca-
MU KIUHHUKHY U C LUIMPOKHUM PACHpPOCTPAHEHUEM CETU MEIUKO-
reHeTUYeCKUX KOHCY/IbTAlUM.

JocTiKeHUsI TeHeTUKU (B TOM YMCJE TeHHON MHXEHEepUu
U OUOTEXHOJIOTMU) UCIOJB3YIOTCS B K3yYEHUM NpoOieM UM-
MYHUTETA U TPAHCIUIAHTALMU OPTaHOB M TKaHeH, B OHKOJIO-
MU, P P’MTHEHUYECKOM OLEHKE OKpYXalolel cpelsl, olpe-
JeJIEHUH YCTOMYMBOCTH MUKPOOPIaHU3MOB K JIEKAPCTBEHHBIM
npenaparaM, JUIS IIOJTYYEHMS TOPMOHOB, (EPMEHTOB, Jie-
KapcTB, JIEYEHHS HACJIeACTBEHHbIX OOJIE3HE U ap.

3HaHue reHeTMKH HeoOXOomMMO Bpayy JIIo0oH creuuajib-
HOCTU M GuonoraM Bcex npoduieit s MOHUMAHMUS CYHIHO-
CTU XW3HHU, MEXaHWU3MOB WHIMBUAYAIbHOIO Pa3BUTUSI U €ro
HapyIIeHH, MpUposl Jtoboro 3aboneBaHusi, palMOHAIBHOTO
MoIXola K IWArHOCTHKE, JIeueHUI0 U npoduiaktuke dones-
Heil.
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naBsa 1

OCHOBHBbIE 3TAllbl PASBUTUA
FEHETUKU

B ucropuu pasBUTHSI TEHETUKM KaK HAyKU BBLAEJISAIOT TPH
OCHOBHBIX 3Tara.

Hepswiii aman (1900—1930 rr.) — mepuoa KIaccHYecKoi
T€HETHUKH, Pa3BUTHE MEHAEIU3MA.

Bropoii aran (1930—1953 rT.) — pa3paboTKa 1 I1epecMOTp
psia MoJOXEeHUH KIACCHYECKOW TeHETHUKH.

Tpernii sran (c 1953 r. no Hacrosiuee BpeMs) — IIpo-
HUKHOBEHHUE FeHETUKHY B CMeXHbIe HAayKH, MOSIBIEHUE HOBBIX
ee paszie/ioB (UMTOTEHETHKA, MOJNIEKYJIApHAsA FEHETHKA, MeOu-
unHckas redervka). ChopMynupoBaHa «lIEHTpalbHas JOrMa
MOJIEKY/ISDHON TeHETHKH», B CBSI3M C 4Y€M MOSBUJIACH BO3-
MOXHOCTb BBISICHEHHS MEXaHM3MOB psiia HacleJCTBEHHBIX
Bose3Heit oOMeHa BellecTB (ATbOUHM3M, reMobuus, heHmnt-
KETOHYpUS U Ip.).

Funoresbl O IMPUPOIE HACKEACTBEHHOCTH M M3MEHYMBO-
CTH BBICKA3BIBAIKCH ellle B NIYOOKOH APEBHOCTHU, KOIZa 4eJio-
BEK IMPOM3BOAWI Oecco3HaTeNIbHBIA OTOOp pacTeHu#t U Xu-
BOTHBIX C HauOoJjiee 1leHHBIMU IS ce0s KauecTBaMu U CBOIi-
CTBaMH.

TlosiBneHne MepBbIX paboT MO HACIEACTBEHHOCTH M U3-
meHunBoctH natupyercsa XVII B. 3to pabora P. Kamepapuyca
o auddepeHMaunyu nona y pacteui. B 50-x romax XVIII B.

YK€ IpOBOIATCA UCCIEAOBAHUSA IIO m6pmmaaunn paCTCHHﬂ

(Ix. Kenbpeiitep).

TonukoMm K PA3BUTHIO HAYKK O HACHEACTBEHHOCTU U HU3- {

MEHYMBOCTH Tnocayxmwm pabotsl Y. apsuna.

B 1865 r. dewickuit ecrecrBoucnbitarenb I'. MeHaens no
pE3yJIbTAaTaM CBOMX OIBITOB C Pa3sNMYHBIMM COPTAaMH TOpPOXa
paspaboTaj MeTOIbl TeHETMYECKOrO aHaIM3a U CHOPMYIUPO-

BaJl OCHOBHBIE 33KOHBI T€HETHKH. Ero YYEHUE O HACJIENCT- |

BEHHDbIX (bamopax MOCIYXHJIO OCHOBOW 151 CO3IaHUA TCOPpUHU
reHa.

Pesynbratbl M 3HayuMocTh ombiToB [. MeHnmens 6wuin
OCMBICTIEHBI U olieHeHB B 1900 r., nmocsie Toro Kkak He3aBHCH-
mo apyr or apyra I'. ne ®pus, K. Kopperc u 3. Yepmak Bro-
PHYHO OTKpbUTH 3aKoHbl I. MeHzens o HacnenoBaHuu npu-
1HAKOB.

JlaToii poxXIeHMs Hay4dHOIl reHeTMKM cuurtaior 1900 r.
1asBanue HayKu «reHeTuka» ObU1o TpeptoxeHo Y. BarcoHom
(1906), a Ha3BaHWE €OVHMIIBI HACAEACTBEHHOCTH U M3MEHYM-
nocTd «red» — B. Morancenom (1909).

B 1911 r. T. MopraH ¢ cOTpyaZHMKaMH 3KCIEPUMEHTAb-
110 JI0Ka3aIH CBA3b HACJEACTBEHHBIX €AMHUL[ (F€HOB) C Xpo-
MOCOMaMU U CHOPMYIUPOBUTH XPOMOCOMHYIO TEOPUIO Ha-
CJICACTBEHHOCTH.

B 19251927 rr. psanom oreyecrBeHubix (I'. A. Hancow,
I C. Quaunnos, WU. A. Pannonopr) u 3apy6exnbix (I. Men-
nep, JI Cramiep) ucciaenoBateneil 6bU1a 9KCIEPUMEHTATBHO
OKa3aHa U3MEHYMBOCTb T€HOB (MYyTallK) IOJ BO3AEHCTBUEM
(pAKTOPOB OKpYXalollei cpelbl (PEHTTEHOBCKUE JIYYM, 3TH-
neHUMHH). ONBITBI Ha APOXXAX M PACTEHUSIX 3AOXHUIH OC-
OBl yYeHHs] 00 MCKYCCTBEHHOM MyTareHe3e M HOBOTO pas-
Iejla — paaualMOHHON IeHEeTUKH.

C. C. YerBepukos ¢ coTpyauukamu (1926—1929 rr.),
O0OBLEIVMHUB TIOJIOXKEHUS MEHOCNU3MA U 3BOJIOLMOHHOM Teo-
pin Y. JlapBuHa ¥ MpoBeasi MHOIOYUCIEHHBIE HCCIEI0BAHMS
'ICTOT F€HOB B MONYMALHUSX, 3UIOXWIA OCHOBY MONY/ISLUOH-
1101 ¥ 3BOJIOUMOHHON TeHeTUKHU. [anpHeililieMy pa3BUTHIO
X HampapjieHu#t crnocoberBoBanu uccnenopaHusa C. Paiira,
I’ buwmepa, Jdx.XongeiHa U IIKOJI OTEYECTBEHHBIX MCCIENO-
nareseit @. I. Jo6pxanckoro, . 1. Pomamosa, H. II. Hy-
oittinea, H. B. Tumodeepa-Pecosckoro. PesynbraTel  paGor
YIMX aBTOPOB IO3BONUIU CHOPMYIUPOBATH OCHOBHBIE MONO-
ACHHSA CUHTETUYECKOH TEOPMHM 3BOJIOUMM. Myrauuu HaoT
VICMEHTAPHBIN IBOJMIOLMOHHBIA MaTepuai, a jJajee BCTYNaloT
1 JICHCTBUE JIEMEHTAPHBIE SBOTIOLMOHHBIE (DAKTOPBI: €CTECT-
neHHbl oTOOp, Apeild reHoB, MOMYASUMOHHBIE BOJIHBI, M30-
TSIHHSA. .
BaxHbIM 3TanoM B pasBUTMHM MOJIEKYISAPHOW T€HETUKH
suiutoch npennosioxedne H. K. Konbuosa (1928) o matpuy-
HOil PCOPUU ayTOPENPOAYKLIMHU XPOMOCOM, O CBA3M HACIENCT-




BEHHbIX €IMHUL, — [€HOB C KOHKPETHBIM XMMHUUYECKUM Bellle-
CTBOM. )

HeoleHUMbIIl BKJIaA B PasBUTUE MUPOBOU M OTEYECTBEH~
Hoit reHeruku BHec akagemuk H. M. BaBunos. UM cdopmy-
JUPOBAH 3aKOH FOMOJIOTMYHBIX PANOB B HACJEACTBEHHOM M3-
MEHUYMBOCTH, I[10KA3aHO EOWHCTBO TEHETHMKH MU CeJIeKUUH
(1920—1943), coGpaH cambliii Oonbluoi reHOGOHI KyNbTYp-
HbIX pacTeHuil Mupa (cBbilie 250 ThIC. 3K3EMIUIAPOB), XpaHs-
wuxes B BUPe (C.-Merepbypr).

®. I'pudpdurc  (1928), O. Ditsepu, C. Mak-Jleon u
M. Max-Kapru (1944) B onbiTax Ha MUKPOOpPTraHU3Max IMoKa-
3a/ld, YTO BEIECTBOM HACIEACTBEHHOCTHU SIBIAETCA HE OENOK,
kak cuvtanu panee, a JHK. IIlpoHMKHOBEHHE B TIEHETHKY
METOIOB XUMUM U (U3UKH OMpPEINEeNUNI0 CTAHOBJIEHUE U Pas-
BUTHE MOJIEKYISIPHOI T€HETHKMU.

TenuanbHas pabora JIx.Yorcona, ®@. Kpuxka u M. Yun-
kunca (1953) mo paciudpoBKE CTPYKTYPhI «HUTH XU3HU» —
monekynbt JHK nozponuna pacKphiTh TailHY T€HETHYECKOro
KOMA, MEXaHU3MBl GHOCHHTE3a TOJUIMENTHIOB B KIETKE U
nepenayu reHeTuyeckod MHGOPMALMH.

CrnenyouiMii BaXHBI HCTOPUYECKHH 3Tanm B PasBUTUM
FEHCTUKU — CO30aHUE KOHIENUUM («IIeHTpaibHast [orMa
MOJIEKYJISIpHOIM OUOJIOTMU») Tepefayd reHeTHYecKoi MHbop-
maumu: JHK — uPHK - 6enok (monunentun). I'. TumuH u
1. Bantumop (1970) nokasanu BO3MOXHOCTb ODpaTHOM mepe-
nayu reHeruyeckoil uHdopmauun ¢ PHK wa THK c yyacti-
eM ¢epMeHTa OOpaTHOM TPAaHCKPUNTa3bl. OTH MCCIIENOBAHMUS
3ATTOXUIM OCHOBBI 'eHHOI MHXEHEpUM, MO3BOJSIIOIEN KOH-
CTPYMpOBaTh KJIETKM M OPraHM3Mbl C HOBOH TIE€HETHYECKOM
porpamMMoil IyTeM NMepeHoca reHeTuYecKoi uHbopMauuu us
OHOrO OpraHu3Ma B OpYroii.

B Hacrosillee BpeMsl T€HETHKA TECHO CBA3aHa ¢ LMTOJO-
rueit, sMépuojiorueii, Teparonoruei, MUKpoOHONIOruel, UM-
MyHosorueil, Ouoxumueit, OMopu3MKOH, paguobuoorueii,
MEIMLIMHON, CHUCTEMATUKOM, celekluel, 3BOJIOLMOHHBIM
yyenueM. OHa M3y4yaeT M aHAIU3UPYET 3AKOHOMEPHOCTH Ha-
C/IEACTBEHHOCTH M M3MEHUYMBOCTU HAa MOJEKYJSIPHOM, Kile-

TOYHOM, OPTAHU3MEHHOM U MONYJISIUMOHHOM YPOBHSIX.
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Hauyano passutus memuuuHckoi reHetuku B CCCP or-
nocutess K 30-m romam. OHO CBSI3aHO DJIABHBIM OOpAa30M
¢ paboramMu JIEHWHIPANCKOTO HEBPONATOJIOra aKaIeMUKa
(. H. laBuneHKoBa U COTPYZHHMKOB MEPBOTO B Mupe Meau-
KO-T€HETUYECKOr0 MHCTUTYTA, cO3daHHoro B Mockse npod.
. T'. Jlepurom. Umento C. H. [laBuIeHKOB 3aJTOXUI OCHOBBI
MCIMKO-TEHETMYECKOTO  KOHCYJIBTUPOBAHUS HAa  IIPUMeEpe
HCPBHO-TICUXWYECKUX 3a00JieBaHWI U T0KAa3aJl FeHeTHYEeCKYIO
1 CTEPOTEHHOCTh MHOTHX (DOpM HAacleACTBEHHOM [1aTOIOTHH.
BLiCOKYIO OLIEHKY Ha MEXIYHapOAHOM YpOBHE TOJIYYWIH
iCHETUYECKUE MCCIEAOBAHUSL COTPYAHUKOB MenuKo-reHeTu-
YCCKOTO MHCTHUTYTa MO NpobieMaM HaceJOBaHUS CaXapHOIo
nabeta M MyabpTUGAKTOPHATIBHON TATOJNIOIWM (SI3BEHHOM U
111HepTOHNYecKoi bonesneir u Ip.). K coxanenuro, rocyaap-
CTBCHHAsl TIOJIMTUKA TE€X BPEMEH W B OCOOEHHOCTU «IbICEH-
KOBCKOE yYeHUE» HA MHOTHE OBl 3aTOPMO3UJIM IIPOrPECCUB-
ioe pasputue B CCCP memuumuckoit reneruku. M nuuis B
(ISITH/IECSATBIE TOABI Oarogapsi HOBOMY IOKOJIEHUIO T€HETHKOB
(H. I1. Ayounun, H. B. Tumodees-Pecosckuii, U. A. Pammo-
uopr, B. Il. Ddpoumcon, A. A. [lpokodrepa-benbrosckas,
I1. [1. BoykoB) MeaMUMHCKas r€HETHKA B Hallledl cTpaHe Io-
nyuuiia CTUMYJ ISt JATbHEHIIero pasBUTHA.

liInpokoMy BHENPEHUIO METOIOB MEAMLIMHCKONA TEHETUKU
B 1IPAKTUKY 30PABOOXPAHEHUS CIOCOOCTBOBAI CO3JAHHBIA B
Mockse (1969) no unuumaruse akan. H. I1. Bouykosa HHcTu-
1yT MenuMuuHcKoi renetuku AMH CCCP.

Hauano pasButvsi MemuuMHCKOll TeHeTMKu B bBenapycu
cisizaHo ¢ uMeHeM wi.-kopp. AMH CCCP npog. 10. B. I'yne-
resuya. Ilon ero pykoBOACTBOM OBUIM BBIMOJHEHBI IIE€PBbIE
{100TBI IO U3YYEHHMIO 3THOJIOTYHM BPOXAEHHBIX TIOPOKOB pas-
niTMA M BKJIAZA B MX NPOUCXOXAEHUE HacJeICTBEHHBIX (ax-
1opoB. [lo nnuuuaruse 0. B. I'yipkeBuua B 1967 r. B Musn-
UKOM MEIMUMHCKOM HMHCTUTYTE ObUIAa OTKpHITA IIpofieMHas
110OpaTOPUST TEPATONOTHU M MEIULMHCKON reHeTnku. dains-
peiliiice UHTEHCUBHOE PAa3BUTHE MEIMLUMHCKON TeHETUKH B
bhenapycu ¥ B YAaCTHOCTM CO3JAHME MEIMKO-TEHETHYECKOU
¢1yXObl pecnyOIMKY [IPOUCXOIWIIO TIONl PYKOBOACTBOM U IIpH
(e HOCPENCTBEHHOM yvyacTuu 4i.-xkopp. AMH CCCP u HAH
Pecniyonuku benapyes npod. I'. W. Jlasioka. B 1967 r. oH
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BO3INIABIJI JIaGOpaToOpUIO TEPATONOTMM M MEIUIIMHCKON reHe-
TUKW, CTABIUIYI0 LIKOJOH HAy4YHBIX MEIVKO-TEHETUYECKUX
Kagpos pecryOnuku. B sToi sabopaTopuu MOATOTOBIEHB
KaIpbl Ui MEIUKO-TeHEeTHYECKHUX KOHCYIbTauui r. MuHcka
(1969) n OONACTHBIX TOPOAOB, OPraHU30BAHHBLIX B TEUCHME
1970—1979 rr. Ha 6ase naGoparopuu co3nad MuHckuit $u-
auan Mucruryra wemuuuuackod renerukn AMH  CCCP
(1983), kortopbiii B 1989 r. 6su1 peopranusosad B HUM na-
CIeACTBEHHBIX ¥ BPOXICHHBIX 3a0oneanuit M3 benapycu.
KpynHeiimmn crielMaTucTaMi B 001acTi HACAeACTBEHHBIX
W BPOXIEHHBIX 3a00ieBaHUil HalleH pecnybavKH SBIAIOTCS
E. T. Wneuna, M. A. Kupwrosa, I'. Y. Kpasuosa, B. I1. Ky-

naxenxo, M. K. Hensveens, T. T. Copoxuna, M. H. Ycos, |

. JI. LUyxepman, E. [I. Yepcrpoil.

Mpu HanuonansHolt AKaneMMM HAyK MHOTHE TIOJBI |

dyHKUMOHUPYeT VIHCTUTYT TeHETMKM M LUTOJNOTHH, COTPYH-
HUKH KOTOPOTO Pa3pabaThiBAlOT BOMPOCH! OOWIEH TIEHETHKH,
reHEeTUKU U CeJIEKIMM pacteHuid. BecoMblil BKiaa B 3TO Ha-
npapieHue BHecad paborsl akamemukoB B. H. Kympesunua,
H. B. Typ6una, [1. ®. Poxurckoro, JI. B. Xorsiiesoi.

(naBa 2

LUNTOJIOMMHYECKUE OCHOBDb!
HACNEACTBEHHOCTU

Kiaerka mpencraBiusier coboil OCHOBHYIO CTPYKTYpPHO- |
(GYHKLUMOHAIBHYIO M TeHETUYECKYIO €AMHHIY XuBoro. Yepes

Hee WAYT MOTOKU BEeleCcTBa, SHepruu v uHdopmauuu. B aape

U LHMTOIIA3ME KIIETKU COCPENOTOYCHA BCHA FCHETHUYCCKAA HH-

dopmaiusa opraHu3ma.

HEKNETOYHbIE ®OPMbI XXU3HUN

BonpiiMHCTBO XKUBBIX CYUIECTB Ha 3eMile COCTOUT U3 KJie-

TOK (ORHOH Wau MHOXecTBa). OfHAKO UMEIOTCS U HekaemoH- |

Hble ghopmel ncusnu — BUPYCHI M DakTepuodaru.

12

Bupycm cocroar u3 Gen-
KOBOH Xamncynsl (Kancuma) u
JAKIIIOYEHHOW B HEM HyKIIeH-
iHoBOM kuciotrH (puc. 1). Pas-
mephl uX xonediores ot 20 1o
300 uM. Ieneruveckuit mare-
pUaT BUpyca MpEeACTaBIeH O~
1HOW MOJIEKYJIONR HYKIEHUHOBOM
xucnorel (AHK wim PHK), He
cnsizaHHOM ¢ Genkamu. Moje-
kynsipHas macca AHK (PHK)
HUPYCOB Bapbupyer ot 3 -106
no 5106, HyknenHopas Kuc-
HOTA  BUPYCOB MOXET ObIThH
OIHO- UM ABYXUEMOYEYHOI
(KOJILLUEBOH WM JUHEHHOU
tphopumset). Tlociae nonamanusa B
KIICTKY XO3SIMHA HYKJIeuHOBast
KiCJgoTa  BUpYCa, UCHONB3YS
(pepPMEHTHBIE CHCTEMbl CaMoit
KICTKY, HadyMHaeT peruTviu-
PORATHCH, CHHTE3UPOBATD CIie-
nthuyeckue Oeaku u obpasy-
¢1 {1OBbl€ BUPYCHBIE YACTHIBL
HleKOTOpbIE JIATEHTHBIE BUPYCHL, MOTYT BCTPauBaTh CBOIO HYK-
nennopyro kucnory B JHK kierok, toe ona coxpaHsercs
nimirceibHoe Bpems. Bce BMpYyCHl SIBISIIOTCSL TapasvTaMd U
HLELIBAIOT 3a00N€BaHMS Y PACTEHMI, XUBOTHBIX U YEJOBEKa
G pin, ocna, TenaTuT U JIp.).

bakrepuoars — 5To BUpPYCHI, NAPAIUTUPYIOLIME HA OaK-
TCPISX.

Puc. 1. Cxema ctpoeHus
Hakrepuodara:

] — ronopxa, 2—~ Genok (Kancug),

3 — OHK, 4 — xBoct, 5 — nonas cepa-

LieBUHA, 6 — YeXoll (CrMpabHBIA GeNlok),
7 — XBOCTOBbIE HUTH

KNETO4HbBIE GOPMbIl XXU3HU

¢’ BO3HUKHOBEHHUEM KJIETKH XXUBBIE CHCTEMBI TIpHOOpETa-
KH CHOCOOHOCTh K CAaMOCTOSTE/IBHOMY OOMEHY BELIeCTB U
PAMAOXKEHHIO. YCTOXHEHHE WX OpPraHM3aluM CONpPOBOXOA-
Cles HosiBIEHMEeM CHagala KIETOYHOM, a 3aTeM U sIepHOM
MeMOPAHBL M yBETMYeHRWEeM MojieKyasipHoit maccol JJHK.
ke rKit (I0APA3AeNAoTCA Ha NMPOKAPUOTHUYECKHE W 3YKapyo-
taneekie. OTuYns MeXay HUMH TIpeacTasieHb B Tabnuue 1.
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Tabauya 1. Osﬂ:‘lﬂ:e;lz::‘:’e: K;iolzﬂ“'eﬂ:o:(‘l’“f’“a"" fipo- HacnencTBeHHblif anmapar MpOKapHOTHYECKMX KIIETOK
yKap npencrasied ongHo#l monekynoi JHK, cBsazanHoit ¢ HeGonb-

NIUM KOJMHYECTBOM O€NKOB W HUMEIOWIEH KONbUEBYID (GopMy
(nykineoun). JHK npokapHoT 4acro Ha3bIBalOT XpOMOCOMOIA,
Sg[;g;gﬁzMaTW{CCKaﬂ Ecth Ectp § NOTH CTPYKTYPHO OHa CYIUECTBEHHO OTIMYAETCS OT XPOMOCOM
rykapuor. [IpoxapHoTel ConepXKaT TONBKO OIHY XPOMOCOMY H

KnerouHasi cTeHka Ects V XMBOTHBIX HET,
¥ DACTEHMi ecTh sipfisiored rartounamu. Monexkynsipaas macca IHK mnpoka-

Snpo Her Ecth puot cocramster 2,5 <109 £ 0,5 -109, 4to coorBeTCTBYET NpH-
XpOMOCOMBI Hyxneoun Ects mepHo 2000 cTpykTypHBIX reHoB. B muromasme 6Gakrepuit
{konsuesas Monexyna IHK) |  (IHK+6enok) MOTYT conepxarbcsa Menxkue monekynsl JHK (mnasmunst).
MHUTOXOHAPHM Her Ectp DyKapHOTHYECKHE KJIETKH UMEIOT 0GOJIOYKY, LIUTOILIA3MY
Komnureke Fonbmku Her Ectpb . : ’

¢ opranoufamMu 4 obocobiaeHHOe sAapo.
DHIoIUIa3MaTHYeCKas! Her EcTb

ceTh CTPYKTYPA KNETO4YHOMO A4PA

JTU30COMBI Her Ectp
Pu6ocombl Ectp Ects [eHetnueckas wHQOpMaUusi, KOTOPYIO MEpenaeT OIHO
Me3socombl Ects Her IIOKOJIEHHE KJIETOK WM OPraHU3MOB ADYTOMY, 3aKJIOYeHa
Crniocob pa3MHOXEHMS [TpsiMoe pencHue Muro3s HPCUMYLIECTBEHHO B sIpE KIETOK. Hﬂpo SBIsIeTCa 00s3a-
I'CJIbHBIM CTPYKTYPHBIM KOMIIOHEHTOM KaXAON 3yKapHoTHYe-
CKOM KJIETKH.

OGonouxka MHTEP(A3HOTO SAPA COCTOUT U3 ABYX 3JEMEH-
1aptibix MeMOpaH (HapyXkHOH W BHYTPEHHEi), NPOCTPAHCTBO
i GAKTEpUH W CHHe3eleHbIe MCKIY KOTOPBIMM HA3BIBAETCH HeEpuHyKAeaprsim. MemOpaHb
Bofopoci. BaKrepuu HMEIOT AL } wipa UMEIT nopsl. Uepe3 HUX MIET OOMEH BelEeCTB MeXIy
pasHoobpasHylo (opMy, pas- VE I SMPOM B LIMTOIUIA3MOM, PETYJISILIUSL KOTOPOTO U SIBIAETCH OC-
Mephl MX Tejia KoNeGMIoTest OT CUR A Howioit GyHkumen snepHod obonouku. HapyxHast snepHas
1 o 5 MkM. Knertounas crenka '_-» § neMOpaHa MOXET NMEPEXONMTb B CTEHKU KAHAIOB 3HIOMIA3-
GaKkTepUil COCTOUT M3 IIEMEH- ANt ; Mirnyeckoit cetu. Ha HapyxHoil simepHoii MemGpane pacrio-
TapHBIX MeMOpAaH, IOBEpPX KO- "; _ ‘ TAr0Ted puOOCOMBI (puc. 3).

TOPBIX PACIOJIAraloTcs MpeuMy- : x '
IIECTBEHHO Nonucaxapuasl. B
LMTOIIa3Me TPOKAPUOT KMeE-
1orcss pubBOCOMBI, CXOAHBIE IO Pitc. 3. Cxema cTpoeHust
CTPOEHMIO U (DYHKLMAM C PHU- MHTEpdA3HOTO Aapa:
OocoMaMM 3YKapuoT, HO MeHb- - HapykHaa - MembpaHa,
] - BHYTpeHHsA MeMOpaHa,
wux  pasmepoB.  Membpana Puc. 2. CxeMa cTpoenus - NepUHYKICADHOE  TTPO-
KJIeTKM 00pa3yeT Me30COMbI GakTepHaTbHOM KIETKH: ] CipaucTso, 4 — nopa, 5 — -
(BIIAYMBAHMA), BBINONHAIOLIME [ — Hykneowa, 2 — KICTOYHad CTeH- 'f,"'f"K"*GQ‘S’ "“g“”"”“’"q’“v
ka, 3 — wMesocoma, 4 — pubocoMa, ! pubocoma, & — rnvibxa
pyHKUMKM MeMOpaHHBbIX opra-

5 -~ Bakyosb, 6 — XIYTHK, 7 — MeM- XpoMaTiHa
HOUJOB (pHc. 2). GpaHa, § — naasMuia

IMpu3Hak TTpokap1oTht ByKapUOTHI

TIpoxapHoTBI SBJISIIOTCS Of-
HOKJIETOYHBIMM  JIOSIIEPHBIMU
opranusmamu. K HUM OTHOCAT-
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Kapuonumda (snepHbIii COK) — OIHOpOAHAsA Macca, 3a-
MOJHSIOWAA IIPOCTPAHCTBO MEXIY CTPYKTypaMu  sipa
(XpOMaTMHOM M sapbiikaMu). OHa coaepXuT Gesiku, HyKJieo-
iasl, AT® u pasmuunbie Buasl PHK. Kapuonumda ocyme-
CTBASIET B3aMMOCBA3b SIAEPHBIX CTPYKTYP H LIMTOIUIA3MBI
KJIETKH.

XpomaTuH — TIPEICTaBisIeT coboit desokcupuborykieonpo-
meud (JJHIT)—komiutekc JHK u rvcroHoBeIX O€jikoB B
cooTHoweHuu 1:1,3. B cBETOBOM MHUKPOCKOIIE BBISBIAETCS B
BHIEC TOHKMX HUTeEll, DIBIOOK, rpaHyia. B mpoliecce mMuTo3a,
CTIUPATU3YSCh, XPOMAaTUH 00pa3yeT XOpollo BUAUMbBIE UHTEH-
CHBHO OKpAlIKBAIOLINECs: CTPYKTYPbl — XPOMOCOMBI.

Sapuimkn — o0pa3oBaHus 1ApOBUAHONK (opMbl (OXHO
WM HEecKoJbKO), cocrosiinue u3 6enkos, PHK (B cooTHoure-
HuM nipumepHo [:1), munupos, depmenToB. OHU He UMEIOT
MeMOpaHbl. SIIpBILKY (ParMEHTUPYIOTCS B Hadaje JejeHUs
KJIeTKM ¥ BOCCTAHABIMBAIOTCS TOCie ero okoHyanusi. Obpa-
30BaHUE SIpBINIEK CBA3aHO CO BTOPUYHBIMU TNEPETSKKAMM
CIYTHHYHBIX XPOMOMOCOM (A0pbluiKo6bie opzanuzamopbt). B
00J1acTH BTOPMYHBIX TEPETSKEK JOKAIM30BAaHBI [€HBI, KOIU-
pyowune cunres pubocomansHoit PHK (pPHK), a B camux
AAPBILKAX MPOMCXOANT (OPMUPOBaHME CyObeOMHML pUbO-
COM, KOTODhIE 3aTeM BBIXOHAT B LIUTOIUIA3MYy Yepe3 IOpHL B
AnepHoi 00oIouKe.

OCHOBHBIE @yHKYUU 20pa. XpAaHEHHE U Iepeaya reHeTH-

YECKOM HH(DOpMauI/[I/[; peryasauma BCEX NPOUECCOB XUIHEACA- |

TE€JIBHOCTH KJICTKH.

XAPAKTEPUCTUKA, CTPOEHUE
U KJJACCUOUKALIUA XPOMOCOM

Memadgpasnas xpomocoma COCTOMT M3 IBYX IIPOAOJIbHBIX
Hureit AHIT—xpomamud, coeAMHEHHBIX APYr C APYTOM B 00-
JACTH TIEPBUYHOM NEpeTsKKU (Yenmpomepa). lleHTpomepa
IEJIUT TeJ0 XPOMOCOMBI Ha /Ba Iuteya. B 3aBucuMoctd OT

PacnoIoXCHUS UECHTPOMEPHI pANUHAIOT CACAYIOIUME THIIbI |
XpOMOCOM: aKpoyenmpu4eckue — UEHTPOMEpa 3HAYUTEIBHO |

CMelLIeHa K OJHOMY KOHILy XPOMOCOMBI, B pE3yJIbTaTe 4Yero
OIHO TUIEYO OYEHb KOPOTKOE; cyOmemauermpuueckiue — IEH-

?

sy uten
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Puc. 4. CxeMa CTpOSHUS
seragpasHOH XpOMOCOMBI
(1) u Tunbl XxpoMocoM (B):

I/ uneyo, 2 — UEHTpOMe-

pa. 4 BTOpMYHasi MepeTsKKa,

! CnyTHMK, 5 — XpOMaTHBI,

o reioMepbl; b 7 — Mera-

nokrpieieckas, 8§ —  cybMera-

werpideckas, 9 — akpoueHT-
pudeckas

11

B

(pOMCPa YMEPEHHO CMellEHA OT CepeluHbI XPOMOCOMBI, U
e UMEIOT PasHYIO UTHHY; Memauesmputeckue — LUEHTPO-
ACPil PACTIONOKEHA TocepelyHe, U TUIEYH MPUMEPHO OJMHA-
ROBOK JUIMHBL (pUC. 4). YYacTOK KaXAoro IJieya BOJIU3M LEH-
IPOMCPBI HA3bIBAETCA MPOKCUMARbHbIM, YIANEHHBIH OT Hee —
dJucmanshsim. KOHUEBbBIE OTAENBI JUCTAIBHBIX YYACTKOB Ha3bl-
norest meaomepamu. TenoMmepsl TPENATCTBYIOT COEAMHEHHIO
KOIICBBIX YYaCTKOB XpoMmocoM. TloTepst 3THX y4acTKOB MOXET
¢ OIPOBOXKIATBCS XPOMOCOMHBLIMH TepecTpoiikamu. Hekoro-
LI XPOMOCOMBI UMEIOT 6MOpuUHHbie NepemaAXCcKl, OTIENAIOIE
01 1CJIlA XPOMOCOMBE  YYACTOK, HA3BIBAEMBIN  CHYMHUKOM
{¢ 11V HAYHBIE XPOMOCOMBI).

MpaBuna xpomocom

lIpasuno nocmosHcmea uucaa XpomMocom: COMAaTUYECKHE
FNCIKM OPTAHM3Ma KaXIIOro BUAA UMEIOT CTPOro OIpelesieH-
1oc KOJTUYECTBO XPOMOCOM (Hampumep, y denoseka — 46, y
Tposogpunie — 8).

/Ipasuno napnocmu xpomocom: Kaxgasi XpoMOCOMa B JMII-
1O1HOM HaboOpe MMEET TOMOJIOTUYHYIO — CXOIHYIO 1O pas-
MepaM, PACIIONIOXKEHHUIO LIEHTPOMEPH M COJEPXKAHUIO T€HOB.

IIpasuno undusudyanvHocmu xpomocom: Kaxnas mapa Xpo-
AOCOM OTJIMYAeTCsl OT APYrod Mapbl pa3MepaMM, pacrioyioxe-
1HItCM UEHTPOMEPBI U COlIepXKAHHEM TeHOB.

lIpasuno nenpepwignocmu xpomocom: B Tpoliecce yIBOEHUSI
LeHICT L nekyina JJHK cunrtesupy-




Houozpamma — 370 CUCTEMATU3UPOBAHHBIA KApUOTHII, B
LOTOPOM XPOMOCOMBI PACIIOJIATaloTCs 10 Mepe yObIBAaHMS UX
nenii9uHbL. TOYHO PACIIONOXUTh XPOMOCOMBI MO BeJIHUYKHE
yiLICTCsl JATEKO HE BCErAd, TaK Kak HEKOTOphbie Maphl XpOMO-
oM uMeroT 6nuskue pasmepsl. [Tostomy B 1960 r. Gbura
HPOUIOKEHA KIAcCU(DUKALINS XPOMOCOM (deHgepckas Kaaccu-
Junayusa), Koropasg IMOMUMO pPa3sMEPOB YUMTBHIBAET GHOPMY
\POMOCOM, TONOXEHME LEHTPOMEphl U HAaIUYMe BTOPUYHBIX
HepeTAXEK ¥ CIYTHHKOB (puc. 6). 23 mapel XpoOMOcoM 4Yejo-
nekil 1o 3Tol Kinaccuduxkaimu pasowin Ha 7 rpynn (ot A 1o
(1), BaxHpIM INPHU3HAKOM, OOJEryamolliuM KiacCupuKaluio,
swvsicTest  yewmpomephoiil undexce (LIA), KoTopblii oTpaxaer
oromedde (B %) JUIMHBL KOPOTKOIO Iule4a K JUIMHE BCeil
\POMOCOMBIL.

I'pyuma A (xpoMocoMbl 1—3). Bro Gosbline MeTaleH-
IpIYICCKUE M CYOMETAlleHTPHYEeCKHEe XPOMOCOMBI, UX HEHTPO-
mepiintii iaaeke ot 38 mo 49. Ilepsag mapa XxpoMocoM — ca-
man Oonbiliag MetaueHtpudeckas (A — 48—49), B npokcu-

FEERER R b3

ms ms xx Ax X3 sa au
M M M\ M xu u

fXX 88

eTci Ha OCHOBe WHpopManun crapoit wmomexynst JHEK
(peakuus MaTpUYHOTO CMHTE3a — KaxXIas XpoMOCcoMa ol

XPOMOCOMBI).

Knaccudukauus XpoMoCOM “enoseka

COBOKYMHOCTh XPOMOCOM COMAaTU4ECKOH KIETKH, Xapak:
TepU3yloiilas OPraHu3M JaHHOTO BMJA, Ha3bIBACTCS KAPHOTH
noM (puc. 5). XpoMoCOMBI NOAPA3RENAIOT HA aymocoms: (oou
HAKoBble Y 00OMX NOJIOB) M 2emepoxpomocomyl, VA NOJOBbIS
XpOMOCOMBI (pa3Hbiil HAOOp y MYXCKHMX M XEHCKHX 0Ccobeit)
Hanpumep, XapuOTHIl YeJIOBEKA CONEPXHUT 22 Mapel ayToco
W Be MoJIoBble XpoMocOoMBl: XX y >XeHIMHB ¥ XY Yy MyX4H
Hb! (46,XX u 46,XY coorBercTBeHHO). CoMarHyecKue KIETKH
OpraHM3MOB ColepXaT dunasoudnsil (NBOHHOM) Habop XpoMmo
COM, a TAMEThl — 2ana0uonbill (OMMHAPHBIN).

g g MR A D
' xd rx xe ax ag &3 IR KE KB %G KK

LTS 69“ 88 2% A 7 8 ¢ 10 N

7 8 11 12 & M A “ n “,

0 08 AN XX AR BaA 13 14 15 16 A7 18 19

13 14 15 16 1T 18 X e aA 'R A . A F'

A% AR k4 Ak 35 18 W 21 22 21 22 A
Xy

19 20 21 2
Puc. 6. llenBepckast K1acCHpUKAIIUS XPOMOCOM YeIOBeKa

Puc. 5. Kapuorun (4) 1 unorpamma (5) XpoMOCOM 4eJIOBEKa
(obbsiCHEHUE B TEXCTE)

(0oOBSICHEHHE B TEKCTE)
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MiJILHOM MACTH AAMHHOIO IUte4ya BONMM3H HEHTPOMEPbI MOXET
OniTh BTOpUYHAn TepeTsikka. Bropas napa xpomocoM — ca-
mast 6onbiag cyomeramentpuaeckast (LI — 38—40). Tperbs
napa xpomocom Ha 20% Kopoye repBoi, cyOMeTaueHTpuue-
ckast (LU — 45—46), nerko upeHTHOULUPYETCS.

lpynna B (xpoMocomsl 4 u 5). Dro Gonblue cybmera-
HCHTPUYECKHME XPOMOCOMBI, MX LEHTPOMEPHBIH HHAEKC 24—
30. OHU He pazuyaTcad MeXny co0oil npy OOBYHOM OKpa-
msupaHuu. PacripeneneHue R- ¥ G-cerMeHTOB (CM. HuUXe) Y
HUX PasUYHOE.

I'pynna C (xpomocoMbl 6—12). XpoMOCOMBI CPEeIHETO
pasMepa, cyOMeTaleHTPUYECKUE, WX LEHTPOMEPHBIH MHACKC
27—35. B 9-i1 xpoMocoMe 4acto OBHAPYXKUBAETCA BTOpUUHAS
uepersokka. K oroit rpynne ortHocaT # X-XpoMmocomy. Bce
XPOMOCOMBL 3TOH PPYMIIBI MOXHO MIEHTU(UUHMPOBATH C NO-
mouibio Q- 1 G-oKpaltuBaHUg.

Ipynna D (xpomocomsl 13—15). XpoMocoMhl akpouUeH-
TPUYECKHE, CHABHO OTIHYAIOTCA OT BCEX IPYI'HX XPOMOCOM
yejoBEKa, WX UEHTPOMEPHBIA MHAEEKC okono 15. Bee tpu na-
pbl UMEIOT CIYTHHKM. UIMHHBIE IUIEYM 3TUX XPOMOCOM pas-
anyatored no Q- u G-cerMeHTam.

Ipynna E (xpomocomer 16—18). XpoMocoMbi oTHOCH-
TeJbHO KOPOTKME, METALIEHTPUYECKHE WM cyOMeTalleHTpuYe-
cKHe, UX HEHTpoMepHBIH MHIeKC oT 26 no 40 (xpomocoma 16
nmeer M okono 40, xpomocoma 17 — 34, xpomocoma 18 —
26). B wimHHOM nuteye 16-it xpomocombt B 10% cayuaes Bbi-
ABSIETCS BTOPUYHAS NEPETAXKKA.

I'pynna F (xpoMocoMmbl 19 u 20). Xpomocombl KopoT-
Kue, cyOMeTalUeHTPHYECKHEe, X UEHTPOMEpPHbIH MHAeKC 36—
46. TIpu OGBIYHOM OKpAIIVBAHMM OHM BBIMMSAST OJMHAKOBBI-
MU, HO NpH audgepeHUMANTBHON OKpackKe XOpoillo pa3iuyu-
MBI. .
“ Tpynna G (xpomocoMbt 21 u 22). XpoMOCOMBE MAJTEHb-
KM€, aKpOUEHTPpUYECKHe, X LUEHTPOMEPHBIA uHaekc 13—33.
K st1oii rpynne orHocAT U Y-xpomocoMy. OHH JIETKO pasin-
YUMBE TIpH AU depeHUHATEHOM OKpaliiBaH1u.

B ocuose [lapuxcckoil kaaccugukayuu xXpomocom 4eioeexa
(1971 r.) nexar Meronsl crieUMaibHOH IuddepeHunaIbHON
WX OKpPacku, Npyu KOTOPOW B KAXAOW XPOMOCOME BbISBAAETCS
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XapakKTepHbIH TOMBKO IS HEE TOpANOK YepeioBaHUs Iofle-
PEYHBIX CBET/IBIX M TEMHBIX cerMeHTOB (puc. 7). Pasmuunbie
TUIbBl CEIMEHTOB O0O3HAYAIOT COOTBETCTBEHHO METOAAM, C
IIOMOILBIO KOTOPHIX OHM BBIABISIIOTCH Haubosee yetko. Ha-
npuMep, Q-CerMeHTBl — 3TO YYacTKM XPOMOCOM, (uoopec-
UMpYIOLLMe TOCHe OKpAlUMBAaHUA aKpuxuB-unputom; G-
CETMEHTH! BBIABISIOTCS NIPU OKpallWBaHUM Kpacurenem [HUM-
32 (Q- 1 G-CerMeHTHl MACHTHYHBI); R-cerMeHThl oKpalunsa-
10TCsl TI0CiIe KOHTPOMUPYEMOU TEIIOBOI JeHAaTypalluu u T. I.
JaHuble MeTompl MO3BOMSIOT YeTKo AubbepeHIMpoBaTh Xpo-
MOCOMBI YEJIOBEKa BHYTPH TPYNIL.
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Puc. 7. [Mapuxckas Kraccupuxaums XpoMocoM 4eoBeKa
(06bsicHEHUE B TEKCTE)




KopoTtkoe mieuo xpoMocoMm 00603HAYaloT JIATHHCKOM OyK-
BOW p, IMHHOE — q. Kaxnoe Mae4yo XpOMOCOMBI pasfesiioT
Ha paffoHbl, HYMEpyeMble OT HEHTPOMEpPHI K TeJiomepy. B He-
KOTOpbIX KOPOTKMX [U1€4YaxX BHIIEAAOT OOUMH TaKOW paiioH, a B
JApyrux (WIMHHBIX) — 100 veThipeX. [lojochl BHYTpU paitoHOB
HYMEPYIOTCS 110 TIOPSIKY OT HEHTpoMephl. Eciu jloKanu3auus
r€Ha TOYHO KU3BECTHA, B €€ OOO3HAYCHHUST UCTIONB3YIOT HUH-

JEKC MOJIOChI. HaanMep, JJOKanu3alnuga reHa, Koaypywolero

acrepasy D, ofosHauaercst 13pl4, T.e. veTBepras nonoca
NepBoro paifoHa KOPOTKOTO IUIeYa TPHHAALATON XpOMOCOMBI.
Jlokanu3aluss reHOB HE BCerJa M3BECTHA C TOYHOCTHIO HO
nmosiocel. Tak, MeCTONOJOXEHME TeHa peTHHOoOIacTOMBl 06o-
3HayalT 13q, YTO O3HAYAET JOKAIU3ALMIO €ro B MIHHHOM
JUIeYe TPUHAAUATON XPOMOCOMBEI.

OCHOBHAsI QYHKHUA XPOMOCOM COCTOMT B XpaHEHMM, BOC-
NPOU3BENCHHUA U NEpeHadye reHeTHYecKod HMHGOpMauuyu npu
PasMHOXEHUH KIETOK H OpraHM3MOB.

POPMbl PASBMHOXEHWUA
HA KNETO4YHOM YPOBHE

Pazvioxenue — yHUBEPCATbHOE CBOMCTBO XHBOI'O, 3aKITIO-
yaloleecs B BOCIpoM3BeaeHuu cebe nogobHoro. B ocHose
PA3MHOXEHUST JIEKUT Mepefaya reHeTUIecKoi uHpopMaluu
OT OIHOTO MOKOJEHUA KIETOK WIM OPraHU3MOB K IPYromy.
Pazinyaior HeCKOJNbKO CIIOCO0OB JeIeHHsT KJIeToK (puc. 8).

PasmHoxeHHe Ha KNeTOUHOM ypPOBHe
(TWNBL geneHna KeTok)

HenpsMoe (MWT03)

l

Meno3 IHAOMUTO3 NONUTERNS

npsiMoe (aMUTo3)

Puc. 8. Cxema cocoboB pa3MHOXEHUSs KIIETOK
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KJIETOYHbIA U MUTOTUYECKUA LIUKIIbI

Kaerounntit  upKia —
JTO TMEPHMON B XKU3HEIes-
rCABHOCTH KJIETKH OT MO-
MEHTa €e MOSBICHUA [0
'ubenu Wi obGpa3oBaHUs
JIOYEPHUX KIeToK. Muro-
THYECKMH IHXJ — 3TO Ile-
pUOL B XH3HEACATENBHO-
CTU KJIETKM OT MOMEHTA e€
00pa3oBaHKg M LO pasme- 2n 1xp 2¢
JICHUS Ha HOYepHUE KieT-
Kit. MHTOTHYECKUHA LMK
BKIIOYaeT MHTepdasy u
muTo3 (puc. 9).

Hurepdasa nmoapasgensercd Ha TpU Nepuoia: MpecHH-
reTYeckuil (mocTMuTOTHYECKH) — G|, CHHTETHYECKUI — S
1 MocTCHHTETHYECKHH (rpeMutoTudeckuit) — Go.

ConepxaHue reHeTU4eckod MHbOpMalUUK B KIeTke 000-
1HAYaloT CAEAYIOMMM o0pa3oM: n — Habop XpoMocoM, Xp —
UCIIO XPOMATHU/ B OAHOM XpomocoMe 1 ¢ — Konuyectso JIHK.

O6pasoBapuiadgcCs IMOCHe MHTO33a KJIETKA CONEPXKUT IUII-
JIOWAHBI HAbOp XPOMOCOM U COOTBETCTBEHHO YIBOEHHOE
komuyectso JHK, xaxnas xpoMocoMa UMEET OJHY XPOMAaTH-
Ay (2nlxp2¢). Takas KieTKa BCTYIAET B NPecUHMemuMecKuii
nepuod (G;) uHTepdasb!, MPONOIKHUTENBHOCTh KDTOPOIO KO-
jAcOaercs Or HECKOJBKHX YacOB JO HECKOJIBKMX MECSLEB U
nake Jiet. B 3TOT nepuon KJIeTKa BBHIMONHSET cBOM (YHKUMH,
yBe1dUMBacTCs B pa3Mepax, B He#ll WAeT cuHred OejJKoB U
1YKJIEOTH/IOB, HaKariuBaercst sHeprust B Bune ATD.

B cunmemuueckuli nepuod (S) OPOMCXOAMT pEILTMKALHUS
monexyn JHK v ee comepxanue B KIETKe yIBauBaercs, T. €.
KiKIas XpoMaTHAA JOCTpanBaeT cebe nonobHyo, U TeHeThye-
ckasi UHGOpMAUKA K KOHUY 3STOro Iepuoja CTAHOBUTCS
2n2xp4c. OFHOBPEMEHHO KJIETKA NPONOJIXAET BBIIOIHATH
ciou QYHKUMU. JIMTEeNBHOCTD 3TOrO nepuopa 6—8 4acos.

B nocmcunmemuueckuii nepuod (G,) Kierka roToBUTCA K
MITO3Y: HAaKaIUIMBAeTCsl 3HEPrusi, MOCTEEHHO 3aTyXaloT BCE

Puc. 9. CxeMa MUTOTHYECKOTO LHKIA
(0BBICHEHHE B TEKCTE)
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CUHTETUYECKUE IPOLECCHl, HEOOXONUMBIE IS PenponyKinuy
OpraHOMIOB, MEHSIOTCH BSI3KOCTb LIMTOILIA3MBI Y SIAEPHO-
IUIa3MEHHOE  COOTHOIUEHME, MNPEKPAAeTCsd  BbIIOJHEHUE
KiueTkoil ocHOBHBIX GyHKIMA. CoaepXaHue TIeHeTHYecKoi
undopMaun He usMeHsetcd (2n2xpdce). Kierka scrynaer B
MMTO3.

Muro3

MuT03 — 3TO OCHOBHOI CHOCOO HENCHHUS COMATUYECKUX
KIeToK. [maBHBIMM DpUYMHAMM Hayala MUTO3d SBISIOTCA:
U3MEHEHUE SAEPHO-TUIA3MEHHOTO COOTHOLUEHUSI (B pPasHBbIX
KJIeTKax oHO jaocrturaetr oT 1/69 mo 1/89); nosiBieHue «Mid-
TOTEHETUYECKUX JIyyeil» — IeAlInecs KIETKU <«3aCTaBision
PACHOJIOKEHHbIE PANOM KJIETKM BCTYNATh B MMTO3], HAIUYUE
«paHEBbIX TOPMOHOB». TIIOBPEXIEHHBIE KIETKU BbUIEASIOT
0co0Bi€ BEILECTRA, BHI3BIBAIOLIUE MUTO3 HENOBPEXIEHHbIX.

HenpepbIBHbII NpoHecc MUTO3a NOAPA3NEIAT Ha 4 cTa-
nuu: npodasy, Meradasy, aHadasy U Tesodasy, KOTOpbIM
npeauiecTByer nHrepdasa (puc. 10).

Puc. 10. Cxema MuTO3a B KNETKaX KOpellKa JyKa:

1 — unrepdasa, 2 — npodaza, 3 — Meradasa,
4 — anadaza, 5 — Ttenodasza, 6 — poyepHHUe

KIETKH
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B cramuu npodasbl NPOUCXOAUT YBEJIHYECHHUE 0ObBEMA
aapa, HAYMHaeTCs CIIMPAIU3AlUs XPOMATHHOBBIX HUTEH, pac-
XOXIEHHE LUEHTPHOJNEH K TONcaM KIeTku U GhopMUpOBaHue
eepemena Oerenua. K xonly npodasbi GparMEHTUPYIOTCA SII-
PBILIKA U sifiepHast 00010YKa, XPOMOCOMbI «BBIXOIAT» B LUTO-
mwraamy. K UHeHTpoMepaM XpoMOCOM MPHUKPEIUIAIOTCA HUTH
BepeTeHa OeAeHHs, M XPOMOCOMBI YCTPEMJISIOTCS K LEHTPY
kierkd. ComepxaHue reHeTnuyeckoil MHGpOpMaLMY IpU 3TOM
He u3MeHsiercst (2n2xp4c).

Mertacdasa — camast xopotkas (as3a, Korna XpoMoCOMBI
PACIIONATAIOTCsl HA IKBATOpe KIeTKU. B 3TOl cramuu nocrura-
eTcd Haubonblias CIUpaTu3auys XpoMOCOM, Korna ux ynoo-
Hee Bcero u3syyarh. ColepxaHue reHeTH4eckoit MHpopMaluuu
OCTaeTCsl MPEXHUM.

B craguu anadassl NPOUCXCAUT pasesieHUe XpoMaTul
B obymactu nenrpomep. Hutu BepereHa neneHus1 cokpallaroT-
cd ¥ XpoMaruabl (IOYEPHHE XPOMOCOMBI) PacXolsITcsl K 1o-
mocaM xietku. CopepxkaHue TeHeTHYECKOH HH(poOpMaLnUu
cTtaHoBUTCS 2nlxp2c y Kaxjgoro nojoca. ‘

B crannu rtenodassl GopMUPYIOTCH sApa J0YEPHHX
KJIETOK: XPOMOCOMBl JECTIMPAIU3YIOTCS, CTPOSITCS SAEPHBIE
06OJIOYKH, B sIApE NOABISAIOTCS SAPLILUIKUY. MUTO3 3aKaHyMBa-
eTCSl YUMOKUHE30M — JEIEHUEeM LIMTOTUIa3MBl MATEPUHCKOMN
KIeTKH. B KoHeyHOM uTOore oOpasyloTcsl IBE HOMEpPHHUE KIET-
KU, KOXJIasi U3 KOTOPBIX MMEET 2n XpOMOCOM, OJHY XpOMaru-
iy B xpomocome 1 2¢ JJTHK.

OCHOBHOE 3HaYeHUe MWATO3A 3aKII0YaeTcss B TOYHOM pac-
{ipelieNeHny reHeTudecko MHdopMauuu Mexay AOYEpHHUMU
KJIETKAMM U B IIOJIEPXKAHUY MOCTOSHCTBA YHCIa XPOMOCOM.

PazHOBMIHOCTSIMH MWTO3a SIBISIOTCS 3HIOMHUTO3, IMONU-
TeHUs U Meito3. Tlpy 3H0oMumo3e POUCXOAUT YIABOEHHUE XPO-
mMocoM 6e3 geneHust SApa, YTO TIPUBOAMT K 0OOpPa3OBAHMIO
HOMAMIOUIHBIX KieToK. [Ipn noaumenuu wabmiogaercss MHO-
LOKPATHOE YABOEHUE XPOMATHI, HO OHW HE pacxoiATcd, U B
pe3yiabTaTe  06pasyloTcs  AoaumeHHble  (MHOTOXPOMATHAHbIE,
I HTAHTCKHE) XPOMOCOMbl, HANPUMED B CIIOHHBIX XeJe3ax My-
X1 IpO30DUIBI.

MuTO3 — He €AUHCTBEHHBbIH cnocob NeNeHUs KIETOK.
“}WKAPUOTHUECKHE KIeTKH MOTYT PasMHOXATHCS U AMUTO30M.
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AMHTO3 — NIPHMO 1o HeTeC KICTOK M fUtep, tixonnnxes B

YCJIOBUAX (M tition t11CCKOH | PENapaTuniof e ne i,
JHO0 omyXetcinin wictok. TUHMYHBIA a8MUTOS narinacies ¢
06p330lﬂllum Hepe AR S0pa, 3aTEM ~— (BTN GE, (-
Jiee oMM neanios 11y JiBe Jactu. B MOCACHICE RPN Ve 1 4110B-
JIEHO, 110 1 npi AMUTO3E TIPOUCXOMUT PRBHOMEpHIOC paclipe-
JCACHIE 1ene LI (CCKOTO Mareprana MexJly oMepiusn Kier-
KilM U,
Meiio3

Meciio3 — 3TO JIeJEHHE COMATUYECKHK KACIOK HONOBBIX
KWGICS, B PE3YIBTATE KOTOPOTO 06pasylores Honomae Kicrku
(ramern). MeHOTUYECKOE HENEHME NPOTCKINGT W k) ity —
meiton-1 n meitos-I1. Kaxnoe MeioTHyeckoe jieienme, ik xe
K4K M MHMTOTHYECKOE, MOAPA3NEAfOT u 4 gt upodasy,
meradasy, aHadasy u renodasy (puc. 11).

Haubonee cnoxHoit apnserca npohusn Mefiosa |. Ee
1N10Apa3ENSIOT HAa 5 CTANMIA: JENTOTCHA, THIOICIL, taxirTena,

AUIUIOTEHA U NTHAKUHE3.

Puc. 11. Cxema meiiosa (nokasana oiHa napa roMoOFUHbiX XPOMOCOM):

Meitos I npodasa: | — senrotena, 2 — 3uroreHa, J — naxutena, ¢ — AHIOTEHa

(v g 1 ¢

5 AMAKKHE3, 6 — meradusa, 7-— anadasa, & — Tenodaza, 9 — uHTEpKHHes:
meios I1: /O — metadasa, 1/ — awadasa, /2 — NOYEPHUE KACTKH
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XpOMATHHOBBIE HUTU CIHPATIM3YIOTCS, BCICHCTBUE UEro
OHHU YTOJILAIOTCA M YKOPAUMBAIOTCA M HA CTalMU AenmonmeHbl
CTAHOBSTCS PasinduMbl B MHKpockone. Hutesuanbie romo-
JOTHYHbBIE XPOMOCOMBI HAUMHAIOT HABIKEHHE APYr K IpYyry
lleHTpoMEpHbIMM  yyacTKamu. CoOIepXaHue TeHEeTUYeCKou
uHGOPMAIIMK COCTABNSAET: 2n2Xp4c. ‘

Ha cranuu 3uzomens: HAYMHACTCS KOH®ROZAUUA ~— TIOTIAP-
HOE COENMHEHHME TOMOJIOTMYHBIX XpoMOocoM. ['oMonoruvHbie
XPOMOCOMBI COEAMHSIIOTCS] CHayana B O0JIaCTH LEHTpOMEp, a
3ateM o Bceit amue. Conepxanue reneTnyeckoi uHpopma-
UMM He uaMeHsieTcsi: 2n2xp4c.

Ha crannu naxumers: TOMOJIOTUYHBIE XPOMOCOMBI TECHO
CONpHKAacaloTca Mo Beeil anune, obpasys 6GusaneHTsi. busa-
A€HM — 3TC Mapa rOMOJIOTHYHBIX XPOMOCOM, KaXIas U3 KO-
TOPBIX COCTOMT U3 IBYX XpOMAaTui, T. €. B GuBajeHTe conep-
KUTCSA 4 XpoMatusl (OTCIONA ApYyroe HasBaHue OUBATEHTOB —
mempads). Hucno OGUBAJICHTOB COOTBETCTBYET TajIOMIHOMY
nabopy xpoMocoM — In. B 3TOT nepuoll KOHBIOTHPYIOLLKE
XPOMOCOMBI MOTYT OOMEHMBAThCH y4acTKaMu XpOMATHR —
npoucxoaut kpoccuHrosep (puc. 12). ConepxaHue reHeTH4e-
CKOro Marepyaia He M3MeHseTcs, OJHAKO €ro MOXHO 3afiu-
caTh To-IpyroMy — InGusdxpdc (1n OMBaIEHTOB, KaXIbli
GUBATEHT COCTOMT U3 4 xpoMaTtua M 4 Habopos JTHK).

Ha cranuu duniomenst MEXIY KOHBIOTUPYIOIUMMH FOMO-
JHOTMYHBIMM XpOMOCOMaMU B OOAACTH LEHTPOMEDP BOIHUKAIOT
CWIBI OTTANKVBAHHUS, B pE3y/IbTaTe YEro XpoMaTHIbi HAUYWHA-
0T PACXOAMTHCHA, OCTABASICh COEAMHEHHBIMU B Y4aCTKax nepe-
KpecToB — xua3m. PacxoxieHue XpoMaTui YBEIUYMBACTCSH, a
XHa3MBbl MOCTENEHHO cMelialoTed K Wx koHuaMm. CozpepxaHue
{CHETMYECKOH MHGOpMaluu octaetcst npexkHuM ( In6usdxpic).

e, 12, CxeMa OMBICHTA Ha
CTAIMM AUTIOTEHbL

xpoMaTnia, 2 -— XHa3MBbl,
3 ~— UEHTPOMEPHI




Ha cragumn duaxunesq 3apepuiaercs CNAPAIU3ALMA U yKO-
poYeHHE XpOMOCOM. BUBIEHTHI, COENMHEHHBIE TONBKO CBOU-
MM KOHIIaMH, 00OCOOIAIOTCS M pacroiaraiores no nepude-
puH sapa. B xoHue npodassl GparMEeHTHPYIOTCS SAPBILIKO U
sitepHast 00oxoyKa. IIpOKOHBIOTMPOBABIINE XPOMOCOMbI Bbl-
XOISIT B LIUTOIIA3MY ¥ IBHXYTCS K 9KBaTOpy KiIeTKU. K ueH-
TPOMEPAM XPOMOCOM MPUKPETUISIOTCS HUTU aXpOMaTUHOBOTIO
pepereHa. CopepXaHue TeHeTHyeckoid uHbopMauuu —
InOus4dxp4c.

B nepuon Metadaisl B 3KBATOPHUANHHOH IUIOCKOCTH
KIIETKYW OTYETIUBO BHIHBI 6MBaAEHTbI, NPUKPEIVIEHHbIE LEH-
TpOMEPaMH K HHUTAM Beperena neneHus. ConepxkaHue reHe-
THYeCKOH MHOOPMALIMY OCTACTCS MPEXHUM.

B anadasze Meifoza-1 roMollOTMYHBIE XPOMOCOMbI, CO-
CTOSIIIME M3 [IBYX XPOMAaTUI, OTXOAAT K MPOTHBOMOJOXHBIM
fojocaM KIeTku. PacxoxiaeHue XpoMOCOM HOCHUT CIyYailHbIi
xapaktep. Comepxanue reHeruyeckod HMHGopManuu craHo-
BUTCst 1n2xp2c¢ y KaXIoro mnoijwca KAETKU, a B LIEJIOM B KJIeT-
ke — 2(1n2xp2c).

Tenodasza Meiio3a-1 He OTAMYAETCS OT TAKOBOH MUTO3a. . |

B pesynprate meiiosa-l obpasyiorcsa ABe AOUEPHHE KIET-
KM, COZEpXatlie rariouIHblii Habop XpOMOCOM, HO Kaxaas
xpoMocoMa umeer Ase xpomarnabi (In2xp2c). Crenoparens-
HO, B pesyabrare Meiosa-1 npoucxomur penykuusi (YMeHb-
LIEHME BABOE) YMCJIA XPOMOCOM, OTKyJa M Ha3BaHUEC 3TOTO
HEJIeHUs — peOyKYUOHHOe.

IMocne okoHwaHus Meiosza-1 Hacrynaer KOpPOTKWH Ipo-
MEXYTOK — UHMEpKUHE3, B TEUEHUE KOTOPOrO HE IMPOUCXOIUT
pervkaiuu JHK u yasoenus xpomarua.

Meitos-1I nporekaer no tuny obpryHoro mutosa. Ilpo-
daza Meitoza-II HenpomomxutenbHas, TaK Kak XpOMOCO-
MBI Ttociie Tejodassl Meifo3a I ocraroTest CITUPaTU30BAHHbIMMU.
UsmeHeHHil TreHETUYECKOTO MaTepHata He IMPOUCXOIUT
(1n2xp2c). B meradaze wmeiioza-Il xpomocomsl pacnosara-
I0TC B 9KBaTopMajbHOH IiockocTM kierku. Comepxarue

reHernyeckoro Marepuana In2xp2c. B anadgasy meiiosza-11 k

MOJI0CAM OTXOMNSIT XpOMAaTH/b! (ZOUEPHUE XPOMOCOMbBI) U CO-
JepXaHue TeHeTMYecKOoro marepuana craHosutcs Inlxplc y
Kaxgoro monioca kieTku. B Tenodasze weiioza-I1 nocne
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LIUTOKHMHE3a 00pasyloTcsl KIETKM € TaIOMIHBIM HabopoM
XPOMOCOM, COJepXalluX OfHy xpoMatuay (Inlxplc).

TakuM o6pa3oM, B pe3yJbTare ABYX ITOCIEAOBATEIbHBIX
JeeHU Meifo3a M3 OLHOU IUTUICHAHOI KIETKH oOpasyroTcst
4 rarutouIHbIE. :

Sravenue melioza: 1) noianepxaHue INOCTOSHCTBA YHCA
XpOMOCOM; 2) peKOMOMHALIMS FEHETHUYECKOro Marepuana, oby-
CJIOBIEHHAst KPOCCUHTOBEPOM U CRAYYAHBIM PacXoXACHHEM K
MOJNIOCAM JENEHUS] TOMOJIOTMYHBIX XPOMOCOM M XpOMAaTHI.

FameTtorexHes

Famerorenes — 3710 mnpolecc obpasoBaHWsl ramer, MyX-
CKMX 1 XEHCKHX IMONIOBBIX KJIETOK.

Siiyexnemxu o6pasyOTCs B XEHCKUAX roHanax (IMYHUKAX)
U UMEIOT OTHOCHTETbHO KpYIHBIE pasMmeps! (oT 60 MKM jxo
HECKOJNBKUX CAHTHUMETPOB B AMAaMETpe), IapooOpasHyl0 WK
cnerka BBITAHYTYIO (opMy, OHU HemomsuxHbl. CocraB u
CTPYKTYpa LIMTOILIA3Mbl SHLEKIETOK SIBJSIOTCS BHIOCIICIM-
¢hbuyHbMU. OHM colepXKaT MOJHBIA Habop OpPraHouIOB, MH-
JIYKTOPOB { 3aflac IUTAaTElbHBbIX BeumlectB (xeaTok). Aiite-
KJIETKM DOKPHITHl OO0OMOYKOH, a4 y MJIEKOMUTAIOIKUX — U
ieTkaMi QOJUTHKYAspHOro snutenus (puc. 13).

10

Puc. 13. Cxema cTpoeHus stilEKIETKM (A) ¥ cnepMmatosouna (b):

1/ ~ nuromiasma, 2 — KOPTUKAIBHBINA Cloit uuToniasmsel, 3 — aapo, 4 — mem6pana,
v DOATMKYAsipHbIE KIETKU;, B 6 — akpocoma, 7 — FonoBka, § — weitka, 9 — XBocT,
10 — sinpo, 11 — MUTOXOHIPHY
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Cnepmamo3soudsi 00Opa3yloTcsi B MYXXCKUX TOHanax (ceMeH-

HMKax), UMeloT Manbie pasmepsl (40—500 MkM miHHON) U B

TUMUYHOM CJIy4ae COCTOAT M3 [OJIOBKHM, LIEHKM M XBOCTa.
Ouu noaBuXHBL. Ha nepenHeM KOHLE IOJIOBKH PAcONOXEHA
akpocoma (BUNOM3MEHEHHBII KoMIuieke [onbaxu), crocober-
BylOLIast TIPOHUKHOBEHHIO CHEpMaro3ouja B SHLEKIETKY.
Snpo 3aHMMAaeT BCIO TOJOBKY M OKPY)KEHO TOHKHUM CIIOEM
UMTOILIA3MbI. B Lieitke HAXOAATCA LUEHTPHOAb W CNIUPAJlbHAS

HHTDb MY]TOXOHIIpI/Iﬁ, KOTOpBLIC ITOCTABAAIOT 3JHEPTrUio JUiA

ABUXEHUSA XBOCTA.

CnepMmaroreHes (obpa3oBaHue CIIEpMAaTO30MIOB) I1pO-

TEKaeT B CEMEHHbIX KAHANBLIAX W HECKOJbKO OTIMYAeTcsi OT
oBoreHesa (00paszoBaHHsA siUekIeToK). HapyxHblii cioii. ce-
MEHHBIX KaHANbUEB NPeACTaBlIeH NUIUIOUIHBIMUA CHEPpMAamo2o-
HUAMU, KOTOPbie HAYNHAIOT UHTEHCUBHO IENUTHLCH MUTOTHUYE-

CKM C HACTYTUICHHEM IMOJOBOr0 CO3PEBAHMS OpraHMima. Dra 4
30Ha CEMEHHMKA Ha3bIBAETCS 30HOU PasMHOXEHHMS. Yacte §

CIEPMATOTOHUI BCTYMAeT B CAECAYIOUIYIO 30HY — 30HY pOCTa.

3nech OHM MpeBpamialoTcs B cnepmamoyumbt [ nopsoka. danee |
STU KJETKH BCTYNAIOT B 30HY CO3PEBAHMs (ONMXe K LEHTPY §
KaHaIblLa), TIe NPOMCXOIUT Meitos. B pesynbTare ero nepsoro |

nejqeHust obpasyioTcs aAsa cnepmamouuma Il nopsdka, a B pe- -
3yJbTaTe BTOporo — 4 cnepmamuds. Criepmatuibl Nepexonsr
8 30Hy (GOPMUPOBAHUS, THE M3 HUX 0OOpasyloTcsi cnepmamo- |
soudet (puc. 14).

OBoreHes InpoTekaer B sivyHukax. [lepBuuHbie KieT- §

KM — JUINIOWAHBIC 06020HUU TTPOXOIAT NEPHUOL PAZMHOXKEHHA y

W pocTa A0 pOXIAeHHUs opraHusMa. Mejio3 HauuHaeTcs: Ha 2— §

4-M Mecsaue smbpuoreHe3a. K MOMEHTY poxiaeHMst MeHo03 |

OCTAaHAB/IIMBAETCA HA JIUTEJbHOE BPEMSl B CTAAWM JAMAKMHE3A
(npodaza Meitosa-1). B nepuoa nosoBoro cospesaHus B nep- §
BOI1 MOJJOBUHE KaXAOro JYHHOTO MecCsAla JIOTEUHUSHPYIOLIHI

FOPMOH CTHMYJUpYeT Meiio3. OH uieT jo Meradasbl Meiosza-
Il u onaTh ocTaHaBnuBaeTcs. Bropoe mMeloTHYECKOE JICNIEHUE
3aBeplIACTCs TOJIBKO Mocie OIUIogoTBOpeHus. B pesynbrare
meiosza-1 us osoyumos I nopsdka obpazyiomes oeouumst {1
nopadka, a nocie Meiosa-1I — osomudet, npespawatwimecs B
aitnexnerku. lpu nenenuy oponmuta | nopsinka obpasyercs

onuH osount Il nopsanaka, comepxainii 0CHOBHOE KOJWYeCT-
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Puc. 14. Cxema rameToreHesa:

1 — cnepMaToroHmu, 2 — CNEpMaTOLUT REPBOro NOpsiKa, 3 — CIEPMATOLUMT BTOPO-

ro nopsgka, 4 — crnepMmaruga, 5 — CrepMaro3oun; Ja — OBOTOHHM, 2a — OBOLMT

nepsoro nopsyika, 3a — OBOLMT BTOPOro nopsiika, 4a - OBOTWAA, Sa — AiilleKIeT-
Ka, 60 — pelyKIMOHHBIE TeNbLa

* OIIOOTBOPEHHE NPOMCXOIMT, KaK MPABWIO, MocJie EpBOro AENEHUS Meio3a.

BO UMTOIUIA3MBI M OJHO MAJIEHBKOE pedyKuUOHHOe menble,
KOTOpo€ B JajibHEHIIEM MOXeT pasmenuthcda eie pas. [Ipu
jeneHun osouurta I mopsinka Takke ofpasyercd peayKIHOH-
HOe TeJIbLE W OHA OBOTUJA (SILEeKIeTKa).

Takum 06pa3om, B MPOLECCE OBOTEHE3A U3 OJHOIl OBOrO-
HUK 00pasyloTcst onHA SIHLEKIETKA U 3 peayKIMNOHHBIX TeJb-
111, KOoTOphle B JAJbHEHIeM aereHepupylor. Ilpu cnepmaro-
I'CHE3€ U3 ONHOIO CHEPMATOrOHUS obpasyeTcss 4 paBHOLIEH-
i1bIX CIIEPMATO30MAA.




OCOBEHHOCTU PENPOAYKLUN YENTOBEKA

OcoOGeHHOCTH PernpoiayKIHH 4YeaoBeKa ODBYCIOBIEHBI ero !

crelnpuKoi KaKk 61OJTOTHUECKOro U COLIMATIbHOTO CYILIECTBA.

Cnoco6HOCTh K PENPOAYKUHMN CTAHOBUTCS BO3MOXHOMN ¢4

HACTYIUIEHWEM [1OI0BOH 3peNocTH, NPpU3HAKAMMU KOTOpOM
ABJIAIOTCA [EPBbIE MEHCTpYalUUH y nesouek (¢ 14—16 ser) n§

DOJUTIOUMK Y MaibduKoB (¢ 16—18 ner). Penponyxmaﬂaa'
CIIOCOOHOCTD Y XEHUWMH coxpaHsercs no 40—45 ner, y Myxc- ¢

YUH — JO CTAPOCTH.

[TponyKuus ramer y 4yenoBeKka B OTIMYME OT GOJIBLIMHCT- !
BA XMBOTHBIX HE CBA3aHA ¢ ce3oHamu roga. C MOMEHTa no- |
JIOBOIrO CO3PEBAHUA AWYHHK XEHUIMHBI NEPUOTUYECKH (om/m
pa3 B JIYHHBIA MecSil) BBUIENSCT OOBIMHO OXHY SIMLIEKIIETKY, !
CO3PEBAIONIYIO U3 OBOLUTOB, 3ATOXEHHBIX HA PAHHMX CTANMSIX §
ambOpuoreHe3a. 3a Becb PeNpPOAYKTUBHBIM Nepuoa y erum‘
Hel obpasyercs okono 400 situexrerok. Yem crapuie )KEHIHPI*’
Ha, TeM OOJbLIMI OTPE30K BpEeMEHM pasienser Meifos-1 u
Meif03-2 U TeM BBILUE BEPOSITHOCTb HAPyLIEHUS HOPMAIbHOIO ]
dopMupoBaHud anueiieTku. IlostoMy y FMOXUIBIX XEHUIMH
BBIILE BEPOATHOCTh POXICHHUS JeTeil ¢ IeHeTMUECKUMM Je-
exramu, 0cOGEHHO CBA3AHHBIMM C HEPACXOXIEHUEM XPOMO-1
cOM. 3pesiblii CEMEHHMK YEIOBeKa HEMNpephIBHO B TEYEHUE
BCEH XH3HU BbIpabaThiBaCT OrPOMHOE KOJIMYECTBO CIEPMATO- §
sonnoB. flocTosHHoe oOpa3oBaHue crepMaTO30MIOB INPAKTH-4
YeCKH HE M3MEHAET MEXMENOTHUECKMI OTpe3oK BpeMeHW,H
OIHaKO CIIOCOBCTBYET HAKOIUIEHHIO IeHHBIX MyTauuii, B pe-§
3yJbTaTeé YEro BO3PACT OTLOB HE BIMSIET HA YACTOTY pOXIe- |
HUS JeTel ¢ XPOMOCOMHBIMM GONE3HSIMH, HO CNOCOOCTBYET |
YBENUYEHUIO Y TIOTOMCTBA HACIEACTBEHHON Marojoruu, oby-
CIOBJICHHOM T€HHBIMU MYTAUMSIMU. 4

Kak cyliecTBo cOUMaNbHOE YEJOBEK MOXET CO3HATEIbHO ]
peryiupoBath CBOIO CEKCYATbHYIO XW3Hb U IETOPOXIECHHUE. ]
Penponykuys 4enoBeka 3aBUCUT TAKKE OT PANa COLNUATBHO- .
3KOHOMMYECKHX (PAKTOPOB.

fnaesa 3

OPTAHU3ALUSA HACJIEACTBEHHOIO
MATEPHUAJIA

Ten — 370 eAWHMLA HACAEICTBEHHOCTH U U3MEHYHBOCTH.
[Mo coBpeMeHHBIM NPENCTABIEHUSAM, I'€H — 3TO Yy4acTOK MO-
aekynsl JHK, Hecymmit uHpOpMauUMIo o CUHTE3e omnpene-
JIEHHOTO MONMIENTHAA MM HyKIeuHoBoW xuciorel. Habop
reHOB OpraHM3Ma, KOTOpble OH IOJYYaeT OT CBOMUX POIMTE-
neii, Ha3biBAETCH 2eHOmUNnoM, a COfepXaHWe IeHOB B ramio-
MIHOM Habope XpOMOCOM — 2EHOMOM.

COBOKYITHOCTb BCEX BHELIHUX U BHYTPEHHHMX MpPU3HAKOB
OpraHu3Ma, pasBuBalOILIMXCS Ha 0ase reHOTUNa oA BO3ACH-
cTBrueM (PaKkTOpoB Cpelibl, Ha3bIBaeTCs peHomunom, a OTACIb-
HBII TIPU3HAK — gheHoMm.

3BOSIIOUMUSA MOHATUR «'EH>»

OtaesnbHble CBEACHUS IO HACAENOBAHUWIO NMPU3HAKOB Obl-
W M3BECTHBI C AHTUYHBIX BPEMEH, OZHAKO 3aKOHOMEPHOCTH
X nepeaayy Briepsble nanoxut . Menaens B 1865 r. B pabo-
Te «OnbITH Haj pacTUTeNbHBIMUA rubpunamu». CoBpEMEHHHU-
KM HE NpUIATM 3HAYEHWs ero OTKPhTUIO. IloHsATHS «reH» B
TO BpeMst ellle He Obuto, U [, MeHaenp ropopun o «HacaeacT-
BEHHDBIX 3aJaTKax», COAEPXKALIMXCSA B MOJOBBIX KJIETKAX, NpH-
poJa KOTOPHIX ObUIa HEU3BECTHA.

B 1900 r. Hesasucumo apyr ot apyra I'. ne ®pus (Ton-
aanaus), 9. Yepmak (Asctpusi) u K. Koppenc (I'epmanus)
JAHOBO OTKPBUIM 3aKOHBI MeHzens. Dror roa ¥ cuuTaerTcs
'OJOM POXIEHMS reHeTvku Kak Hayku. B 1902 r. T. Bosepu,
3. Bunbcod # [. CerToH BbiCKa3zald NPEANOSOXEHHUE O CBA3U
HACJeNCTBEHHBIX (akTopoB ¢ xpoMocoMamu. B 1906 r. V. bar-
COH BBEJI TEPMMUH «reHeruka», a B 1909 r. B. Moraucen —

repMUH «red». B 1911 r. T. Moprad u coTpyaHUKH chHOpMY-
JIMPOBAIY OCHOBHbIE MOJIOXEHUS XPOMOCOMHOW TEOpUM Ha-
cnegcTBeHHOCTH. OHM MOKA3ald, YTO IeHbl PACIONOXEHBI B
ONpeaeJeHHbIX JIOKYycax XpOMOCOM B JIMHEHHOM Topsiike,

2 3ak. 1204




NMOITOMY I€HOM CTA/IK CUMTATh YyYaCTOK XPOMOCOMBI, OTBETCT- \

BEHHBIH 32 NPOSIBJIEHME OMNpeNeIEHHOIO NMPU3HAKA.

B nayane XX B. rocrnoAcTBOBaIO MPEACTABIEHHE O CTa- |
OMIBHOCTH M Heu3MeHsieMocTH reHoB (A. BeiicMman, Y. Bat-
CoH), a ecnu uameHenust u npoucxomatu (. ne ®pus), T0 :
310 §

CaMOMPOU3BOJIBHO, HE3ABUCUMO OT BIUSAHHUA Cpeabl.

OIMO0YHOE MHEHHE ObUIO OMPOBEPrHYTO MONYYEHUEM HUHIY- B
uupoBaHHbix MyTauuit I'. A. HagcoHom u I'. C. Puaunnossim |

(1925) Ha rpubax, . Memnnepom (1927) na gapozodusie u
W. J1. Crannepom (1928) Ha Kykypyse.

B 310 Xe BpeMsl CyuwieCTBOBAO MpEACTABICHHE O Hele- §
aumMocti reHa. OxHako B Kouue 50-x ronos C. Bensep noka-. |
3all, YTO TeH ABMAETCA AMCKPETHOI eamHuuen. Tipu Bbinon- §
HEHWH OCHOBHOM (DYHKUMM — TPOrpaMMHpPOBAHMS CHUHTE3A |

Genka — FeH BBICTYNAET KaK LeJOCTHAs eAMHULA, U3MeHeHUe §

KOTOpO# BBI3bIBAET TEPECTPONKY CTPYKTYPhI GENKOBOI MoJie-

Kynbl. DTy eauHuuy Benaep Hasan yucmpornom. Tlo BenuuuHe |
UMCTPOH NMPUMEPHO PaBeH reHy. JJMCKPETHOCTb reHa 3aKiio- |
yaeTcst B HAIMYMK y Hero CyObemuHMl. DieMeHTapHas eau- 4
HHMLQ M3MEHYMBOCTH FeHa, eJMHMLA MYTAlMM, Ha3BaHa Mymo-
HOM, A eJUHULA pEKOMOMHAUMK (OOMEH y4acTKaMU FOMOJIO- |
TMYHBIX XpoMocoM B Mnpodase Meitosa I) — pexonom. MuHu- |

MajibHbl€ pasMephl MYTOHA M PEKOHA PaBHbI OJHOM mape HyK-

neotnoB. B Hacrosimiee BpeMst GyHKUMOHAIBHOM eqHULIEH §

reHa CYMTAIOT KOIOH, a CTPYKTYPHOM — Mapy HYKJIEOTUIOB.

B 20-e rons! 6bUTO YCTAHOBIEHO, YTO XPOMOCOMBI COCTOSAT b
13 6enka ¥ HykieuHoBbix KucaoT. B 1928 r. H. K. Konbiios
NPEANONOKUI, YTO (DYHKUMH TEHOB BHIMOJHAKT GeKOBbIE }
MosieKyibl. OOHAKO B AaIbHElueM ObLIO JOKA3aHO, YTO HO- §
CHTEJIeM TEHETHUYECKOH HMHQOPMaLUU SIBISKETCH MOJIEKYA

AHK.

AOKASATEJIbCTBA POJIM OHK B NEPEAAYE
HACNEACTBEHHOW MHDOPMALUU

Onnum u3 nokasarenscts poiu AHK B nepenaue rHacen- |
CTBEHHOI WHGbOPMALUNKU GbUIM OMBITHL MO TPAHCHOPMALIUY
Oakrepuit. ®@. I'puddurc (1928) pabortan ¢ AByMsI WITaMMAMHU |

MHEBMOKOKKOB:  S-LITAMMOM  (KarcCy/ibHbIA, BHUPYACHTHBI,
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Fsupyneﬂmuﬁ LITaMM NHEBMOKOKKOB Mbiluy XusyT

[Bupynemuﬁ LUTaMM IHEBMOKOKKOB MblLun HGHYT

BupyneHTHBIA, YOUTbI KHNAYEHNEM LITaMM

NHEBMOKOKKOB Mbiww xusyT

BvipyneHTHbIA, YOUTLIIA kunsuernem +

M " Muilum rm6HyT
2BUPYNEHTHLIA XMBOW LITAMM NHEBMOKOKKOB

il

Puc. 15. Cxema onprros ®. I'puddurca no Tparncdopmaituu y Gakrepsi
(oBBsICHEHHE B TEKCTE)

DHK BripyneHTHOrO WTamMMa — nutatvenvHan cpeaa

< Mbiw tGRyT
+ aBUPYNEHTHBIN KWBOM LITAMM NHEBMOKOKXOB

|

Puc. 16. Cxema ornbiros O. DiiBepy ¥ COaBT. MO TpaHcGopMauuH y GakTephii
(0ODbACHEHUE B TEKCTE)

CrIOCOBHBII BHI3BIBATH 3a00jeBaHNHe M CMepTh Mbiuei) 1 R-
witaMmMoM (GecKaricynbHbIi, aBUPYJIEHTHBIN, He CrIOCOOHBI
BBI3bIBATH 3a00JieBaHME Y Mbillieid). BBeneHue yGuToro Kurs-
YeHMEeM BUPYJIECHTHOTO S-LITAMMA HE BBI3bIBANIO IMOENH MBbi-
uteit. TIpy cMELWIMBAHUH B KyJIbType XHMBOIO HEBUPYJIEHTHOIO
R-mTaMma ¥ yOUTOTO KMISIYEHMEM BUPYJIEHTHOIO S-iiTaMMma
Ul BBEIEHUH CMECH MOAONBITHBIM XHUBOTHBIM HabMofanach vx
ru6enp (puc. 15). [Ipu kunsyeHud HYKICUHOBBIE KUCJIOTHL B
OTJIMYME OT OEJKOBBIX MOJIEKYJ HE paspylarorcs, MO3TOMY
MOXHO ObUIO TIPENNONOXWTh, YTO HOBOE CBOWCTBO (BUpY-
nenTHOCTH) Tepenano monekyramu JTHK. B 1944 r. O. 3it-
pepu, K. Mak-Jleox u M. Mak-Kaptu noarsepauin  3To
npennonoxenue. OHY Gpatd OYHILEHHYIO OT BHMDPYJIEHTHOTO
S-mtamma naepmoxokkos JAHK u nobasnsin ee B MUTATENb-
HYIO Cpely, Ha KOTOpOil BbIpaLlMBAH aBuUpyJeHTHbIA R-
mramM. Yepes HECKONIbKO AHEH €ro BBOAWIM MbIIIAM K OHU
rorubanu, T. €. aBUPYJEHTHBIM IUTaMM CTajl BUPYJICHTHBIM
(puc. 16).

Takum 06pasoM, mparcgopmayus — 3TO CHOCOOHOCTH
oHOTO WTamMa 6aktepuit Berpausarh B coro JJHK yyactkn
vonexyisl JHK apyroro mtamMma u npuoOperarh npu 3TOM
CBOMCTBA MOCHAEIHETO.
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Bropoe nokasarensctso ponu [JHK B nepenave Hacinencr-
BenHoi uH$popmauuu monyywin H. Huunep u Ix. Jlesep-
6epr. B 1952 r. oy onucamu sipneHue tpaHcaykuun. U-o6-
Pa3Hyl0 TPYOKY 3aIlONHSUIM XHUAKOW TUTATeNbHOM cpeloil u
focpenyHe CTaBUIM OakTepuanbHblil Quibrp. B neBoe KoneHo
noMelany TpUurrodbaHHecCHHTe3UpyoLuit wramMm (22A) Gak-
Tepuil MbILIMHOrO TH(a, a B MpaBoe — TPUIITOPaHCHHTEIH-
pylowiMit wramMMm Gakrepuit aukoro tvma (2A). B npasoe ko-
JleHo nobasnsuin Gaxrepuodar (BUpyc, napasUTHPYIOWIHI Ha
faxTepusx). Yepes HeKOTOpOE BpeMsA B JICBOM KOJEHE MOSB-
JISUTMCh TPUNTOQAaHCUHTe3upylomue Gakrepuu. Hemocpencrt-
BEHHOIO KOHTAKTa MexX1y OaxrepussMu He Obi10. Ponb «niepe-
HOCYUKa@» 3TOI'O CBOHCTBA BBHIIOMHWIN Oaxkrepmnodaru. Pas-
MHOXasich B 6aKkTepusix mramMma 2A, OHM BCTPauBaIU B CBOIO
NHK vactausl JHK xrerox xo3suna. Ipoxons Gaxrepuans-
Hplil (UIBTP U BHeApssch B GakTepuu wtamMma 22A, oHU
nepenasaiu uM yyactok JIHK, oTBercTBeHHBIl 3a CHHTE3
zpnmo;baﬂa. Bakrepuu npuoGperany cBOHCTBO ITaMMa 2A
puc. 17).

Tpancdyxyus — 310 crocobHocTh Gakrepuodaros nepe- §
Hocuts Gparmentsl JHK or omHoro mramma 6GakTepuii K 4

JpYroMy ¥ MepesaBaTh COOTBETCTBYIOLIUE CBOICTBA.

Jloka3areancTBOM TO-
ro, 410 HyKJIEWHOBbIE KUC-

IOB yHajoch pasienuTh
Bupyc Ha PHK u 6Genox.
IIpu BBeneHuMM B JiMCTHA

BakrepuaneHbiil GunsTp

Puc. 17. Cxema OMBITOB MO TPAHCAYKIIHU
(obbsicHEHHE B TEKCTe)
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= ) 9» JIOTBI, 4 He 6enku, SBISA- ]
5 — s I0TC HOCHTENSAMU TeHe-
% 3 THYECKOH HHOpMaLuH, |
H g g 6t onbithl  X. Ppen- -
£ %4———-:‘3 g kejnb-Konpara (1950) c ;
g @ I3 BHpycOoM TabayHoii Mo-
z g E? saukn (BTM). BTM co- |
*3: \IJ g; H CTOMT U3 OejkoBoil 060-
Ez T EZS Jouku u PHK. C nomo-
25 G52 Wb XHMUYECKUX MeTo-

pacrenuii TaGaka OGenko- 4
BOH YacTu Bupyca 3aboje- 1

Benku BUPYNEHTHONO WramMma
BUpYCa TabauHON MO3anKK

3abonepaHuA HeT

PHK BupyneHTHOro wramma
BUpyca TaGauHo! Mo3anKu

A

3abonesanve pa3suBaeTCA

Benxu BUpYNeHTHOro wramma
supyca + PHK asupyneHTHoro »
wrammMa

3abonesanus HeT

A

Benku asugynenworo wramma
supyca + PHK supyneHTHOro
Wwramma

3abonepanxue passiesaeTca

Puc. 18. Cxema onbitoB X. @penxens-KoHpara
(0ObsicHEHHE B TEKCTE)

BaHue He pasBuBanoch, a npu seeneHun PHK Ha jgucthax
MoABNsUIACE MO3aukd. B npobupke noaydund ruOpHAHbIE
yactuuel BTM. Eciu rubpun umen PHK ot BupysnenrHoro
wramma, a 6eJIoK — OT aBUPYJIEHTHOTO, TO OH obJjalayl pe3Ko
BbIpPAXKEHHON BUpPYJeHTHocThio. Ecnm xe coemunanu Gesiok
BupyneHtHoro mramMma ¢ PHK aBupyneHTHoro, rubpun He
BRI3bIBAJ 3a6oseBanns pactenuii (puc. 18).

Tak ¢ OTKphITMEM SIBICHUI TparcOpMauMH, TPAHCAYK-
uuu u onmtamu Ppenxenb-KoHpara Oputa noxasaHa poib
HYKJICHHOBBIX KHMCJIOT B fepelaye HacieACTBEHHOH MHMOop-
Manum. .

B 1941 r. I. bumt u E. TaryM ycTaHOBMJIM, 4TO IeHbl OT-
BeyalT 3a obpasopaHue (EPMEHTOB, KOTOpBIE Yepe3 KIeToY~
HbIi MeTaboNM3M BIMSIOT Ha pa3BUTHE MOPGhONOTHYECKUX U
(PU3UONOTHYECKUX NPHU3HAKOB. OHU BBIIBUHYIU TUMOTE3Y
«00uH zen — o0un epmenm». B Hactosiuiee BpeMsi oHa ¢op-
MYJTHpyeTcsl BOJIEe TOUHO: «00UH 2eH — OOUH hnoAunenmuo»,
TAK KaK TeH He BCerna JeTepPMUHUpYeT CHHTe3 uenoil Hesko-
Boil MoJtekynbi. Hanpumep, Monekyna reMorioOMHa yesoBexa
COCTOUT W3 YETHIpeX MONUMENTHAHBIX Lenel. AMMHOKHCIOTHAsI
110C1e10BATE/IbHOCTh KaXA0W TIOOMHOBOM LieNU KOLUPYETCH
cBOMUM cobGcTBEHHBIM TeHoM. CleoBaresibHO, MOJIEKYNa fe-
MOTIOOHHA KOJUPYETCS 110 MEHBbILE MEPE YETBIPbMS reHaAMHU.

B 1951 r. D. Yapradgd OTKpHIA siBJIEHUE KOMILUIEMEHTAP-
HOCTH a30THCTBIX ocHopaHuit B Monekyie HTHK (npasuna
Yapeaghha), MOKA3aB, UTO KONUUECTBO aJEHMHA BCErAA PaBHO
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KONMYECTBY TUMMHA, & KOJMYECTBO TYaHWHA — KOJUYECTBY f
uuro3uHa. B 1953 r. [x.Yorcon, ®. Kpuk u M. Yuikunc 4
MPEUIOKIIM MOlIeNb CTpYKTYpsl Monekynsl JJHK, npeacras- |

JISIOLIYI0 cO00W ABOMHYIO CUpATIb. ]

TaxkuM ob6pasoM, B Havane 50-X romoB OBUIO JOKA3aHO, §

YTO MAaTepUATHHON eINHULEH HACTEICTBEHHOCTH M M3MEHYH-

BOCTHU SIBJISIETCSI TeH, KOTOPBIH MMEET ONpelesIeHHYI0 CTPYK-
TYPHO-(PYHKUMOHATBHYIO. OpTaHU3aLIHIO.

43

CTPYKTYPA HYKJIEMHOBBIX KUCJ1OT

Jesoxcupubonykinennosas kuciaora (JJHK) — 6uonomimep 4 '
¢ MosnekynspHoii maccoit 10—100 MiH, MoHoMepamu Koro- 4%

poro SBISIOTCS 4 TUIIA HYKJIEOTHIOB. B cocTaB Kaxaoro uyx- §
2€omuda BXOOMT MATUYIVIEPOAHBIH caxap (MEHTO3a) — J€30K- 4
cupu603a, ocTaToK POCHOPHOU KUCIOTH U OIHO M3 YeThipex §
a30THCTBIX oCHOBaHMI — ameHuH (A), ryanuH (I'), uuTo3uH 4N
(II) nnu tumun (T). JIBa a30THCTBIX OCHOBAHUSI OTHOCATCS K §
kiaccy nypuHoB (A u I') u 1Ba — X kiaccy nupumuanHoB (I (
u T). Hykieotuasl COeIMHSIOTCS KOBAJIEHTHBLIMU CBS3SIMH §
Mexnay ¢docdaTHON Trpynnod OZHOTO HYKJIEOTUIA U JC30KCH-
pu6o30it apyroro. CaxapodochaTHbIil OCTOB MOAUHYKIEOTHA |
CTPOMTCS TyTeM o00pa3oBaHust GochoaudPUPHBLIX MOCTUKOB
Mexay 3'- U S'-TojoXeHMSIMU yDJIepoda MOJIEKY.T IE€HTO3.
K MonekynaM ne3oKcupubo3bl B KayecTBe OOKOBBIX pajiuKa- 1
JIOB [IPHUCOETUHSIIOTCS a30TUCThIE OCHOBAaHMS (pHc. 19). 1

Puc. 19. Cxema cTpykTypbt yuactka Mosekyansl JJHK: '

® — ocrtarok docdopHoit kucnotel, [ — gesokcupubosa, A, T, I, T -~ nepsble
OyKBbl HA3BAHWM a30THUCTBIX OCHOBAHUIA (AIEHUH, TYaHUH, IMTO3WH, TUMHH)
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JHK coctouT 43 HBYX nonnﬂgxneomnﬂmx penei, 3a-
KPYYeHHBIX BIPABO BOKpYI ONHOW ocu ¢ obpa3oBaHUEM
nBoiiHOl cnippanu. Lleny aHTUNApaLUICAbHEL, T. €. Harpasie-
HbI B TIPOTMBOTIONOXHBIE CTOPOHEI, TaK y1o 3 -KOHell ONHOM
[[eMM PAcCIoNiaraercs HanmpoTHB 5'-gonna apyroi. Kaxnas
LENb COCTOUT U3 caxapodocdarHoro OSTOIia, BIOJIb KOTOPOIO
nepneHARKYIIpHO JUIMHHO OCHM JBOMHOM Crupaix pacro-
naratotcsi ocHopanus. Haxomsiuuecs Apyr NpOTUB Apyra oc-
HOBaHMsA [IBYX Liemeil JBOHHON CIMpaIN COEAMHAIOTCS BOJO-
POJIHBIMH CBA3SIMM MEXIy NyPHHOBHIMA U NUPUMHUIMHOBBIMHA
OCHOBAHMSIMH CTPOrO KOMIUIEMEHTApHO: aNieHUH COeaNHSETCH

TOJNLKO C TUMHMHOM (IBE CBA3M), @ TyaHHH — C UHTO3HHOM
(tpu cBsizn) (puc. 20). Paccrosinue Mexmy caxapodocdarHbl-
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AderuH H\N/H'. \T/ \‘C/T"M““
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g
/N\c/c\ L.t H/ ¢ \Caxap
H—C ‘ N ‘
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ATTINEN
Caxap N H LnTo3nn
|
e N\C/C\C/H
S
ryanun o 'N\ N
L‘ % Ci/ \Caxap

H—N ;
[ C \N/\ /H'
Caxap l
H
| —— | »++ BOAOPOAHAN CBA3bL

0,5HM
Puc. 20. CnapyBaHie a30TUCTbIX OCHOBAHUIA: ageHHHa — ¢ TUMMHOM,
ryaHyHa — ¢ LIMTO3MHOM
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Puc. 21.
CxeMa IByX1IeNTOYEYHOM

CTPYKTYPBL MOJEKYIBI ~ CaXapotocarnbis <
;HHK OCTOB

OcHoBaHua

fse aHTunapannensHbLe
uenu

2HMm

MM OCTOBAMH [BYX LeIeil NMOCTOSHHO ¥ PaBHO PacCTOSHUIO,
3aHMMaeMOMy Napoil OCHOBAHUM, T. €. ONHUM NYpUHOM U
OIHUM NMUPHUMUIMHOM. BIOJB OcH MoNeKylnbl cocemHUe napbl
OCHOBaHUM{ pacronaralotrcsl Ha paccrosiiuu 0,34 HM ojHa oT
apyroii. IonHblit ofopor cnvpanu mnpuxoaurcss Ha 3,4 HM,
T. e. Ha 10 map ocHoBanwuit (puc. 21).

JHK ssngercs xpaHuTeneM reHeTHyeckoil MHGOpMALUU
BO BCEX KJIETKAaX MPO- M JYKApUOT. Y HEKOTOPbIX HOKJIETOY-
HbIX (popM (BUpychl M Gakrepuodaru) 31y GYHKLUHUIO BBHINOM-
nster Monekyna PHK. OchosHas macca JIHK xinetku cocpe-
gotoyeHa B saape (99%), HeOonbliloe e KOMMYECTBO MMeEETCs
B IHK-conepxalyx opraHouaax (MUTOXOHAPUH, ILTACTHABI).

PuOonyknennosas kucaora (PHK) raxxe asnserca monu-
HyKJleoTHaoM, Ho B ominuMe ot JIHK ee mosekyna, kak mpa-
BUJIO, COCTOMT M3 OJHOW LENOYKu. B cocraB HyKiIeoTHIOB
PHK Bxomut nsaruyrieponHsiii caxap — pu6o3a ¥ a3oTHCTbIC
OCHOBAaHUS al€HUH, ypauua (BMECTO THMHHA), TYAaHUH U LH-
To3uH. Pasznnyaror tpu suna PHK: ungopmayuonnyo (nPHK),
mpancnopmuyio (TPHK) u pubocomaavryro (pPHK).

YPOBHW YNAKOBKW FrEHETU4ECKOI'O
MATEPUANA

Hpoiinaa crnupane monekyinbl JHK coeaumsiercs ¢ ruc-
TOHOBBIMM U HETHCTOHOBBIMH OeJikaMu, obpa3ysi HyKJIeomnpo-
TerHble Guopuibl. [uHa 3Tux GUOPWII B AMIITIOWIAHOM
Habope XpOMOCOM 4YeJiOBeKa paBHA NPHUMEPHO 2 M, 4 COBO-
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KynHas JUIMHA BCEX XPOMOCOM B MeTagase COCTaBiisieT OKOJIO
150 Mkm. IIpuHATO CYUTATh, YTO Kaxnass XpoOMAaruia XpoMo-
COMBI COIEPXKHT OIIHY HenpepbiBHYI0 Monekyny JHK. Ynakos-
KA FeHETUYECKOro MaTepHalla JOCTUTAeTCsl MyTeM CIUpaan3a-
MM (KoHaeHcauuu) GubpUILL.

Iepswiii yposens ynakoBku JHK — nyxaeocomnoni. Hyk-
JeocoMa npeacrapiser co0oil HUIMHAP (OKTaMep) 1MaMeTpoM
11 HM ¥ BbICOTOM 6 HM, colepXalluil Mo ABE MOJEKY/bl KaX-
noro u3 dereipex rucroHoB (H2A, H2B, H3, H4), Bokpyr
kotoporo npoitHast cnupanb JHK obpasyer okosno aByXx BHT-
KOB M TEpeXomuT Ha cienylomui wwauHap. [iMHa «Ha-
kpyueHHoro» ¢parmenta JHK cocrapnsier npumepHo 60 HM
(okono 200 map HykiteoTuaoB). Obpa3oBaHHas TakuM o0Opa-
30M HYKJIEOCOMHAs HUTb MMeeT auamerp okono 13 wm. du-
na monekyiasl JJHK ymensuraercs B 5—7 pa3 (puc. 22). Hyk-
JIEOCOMHBIH YpOBEHb YMAKOBKM OOHAPYXUBAETCS B 3JEKTPOH-
HOM MMKPOCKOIIe B UHTepdase U IPU MUTO3E.

Bropoii yposenb YIaKOBKU — cO1eHOUOHb (CyNEPHYKIIEO0-
coMHbIi). HykiieocoMHass HUTb KOHAEHCHUPYETCH, €€ HYKJIEO-
cOMBbl <«cliuBaloTcs» rucroHoM HI1 u obpasyercd cnupaib
auamerpoM okoio 25 M. OIMH BUTOK CIUPAIN COAEPXKHUT
6—10 HykyIeocoM. DTUM JOCTUIAETCA YKOPOYEHUE HUTH eule
B 6 pa3 (puc. 23). CynepHyKJICOCOMHBIH YPOBEHb YIAKOBKH
OOHapyXHUBaeTcsl B JTEKTPOHHOM MHUKPOCKOIE KaK B HHTEp-
($a3HBIX, TAK 1 B MUTOTHYECKHX XPOMOCOMAX.

Tperuii ypoBeHb YIIaKOBKM — Xpomamudubil (NETIEBOM).
CynepHyKJI€oCOMHasi HUTh CIIMpaIU3yeTcsd C 00pasoBaHUEM

Puc. 22. CxeMa HYKJIEOCOMHOTO YpOBHSI YIIAaKOBKH:

1 — oxtamep (rnctorsl H2A, H2B, H3, H4), 2 — nsofinasa cnmpans JHK,
3 — HyKieocoma
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Puc. 24. Cxema XpOMaTHAHOrO
YPOBHSI YTIaKOBKH:

Puc. 25. Cxema ypoBHS ynakoBKu
MeTata3HON XPOMOCOMBI:

] — 3yXpoMaTHH, 2 — TeTepOXPOMATHH,
3 — xpoMmatina, 4 — xpomocoMa

1 — ocb XpoMaTHabl, 2 ~~ NETAU

nerenb ¥ M3rboB. OHa COCTaBNSIET OCHOBY XpPOMAaTMIbI H
obecrieduBaeT XpOMaTHIHBIA YpPOBEeHb YINAaKoBKM. OH 06-
Hapyxusaercss B mnpodase. JAuamerp nerenp okoigo 50 HM.
Huts JIHIT (AHK+6enok) ykopauusaetrcs B 10—20 pas
(puc. 24).

YersepThiit ypoBeHb YNAKOBKU — ypoGeHo memagasnoil
Xpomocomsl. XpoMaTHiibl B MeTahase crocoOHBI elle Cnvpatu-
30BatbCsi ¢ 00pasoBaHUEM ayxpomamunoesix (Cn1abo CUPAIH30-
BAaHHDBIX) U 2emepoxpomamunoesix (CUIBHO CIIMPATU30BaHHbIX)
YYaCTKOB; NIPOUCXOAMT yKopoyeHue B 20 pas (puc. 25). Me-
TadasHble XPOMOCOMBl UMEIT MTHHY oT 0,2 1o 150 MKM u
mnametp ot 0,2 no 5,0 mkMm. OOLMii UTOr KOHAEHCALUU —
ykopouenue HutH JHIT B 10 000 pas.

«Xpomocomer>  npokapuomuueckux KAemox MpPeACTaBsIoT
coboit kombuesbie Monexkynabl JHK, comepxaume oxono
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5 -10% nap HywieoTHIOB ¥ 0Dpa3ylolue KOMIUIEKCH C HerHuc-
TOHOBBIMM Oesnkamu. Mcrmonp3ysl crieuudasbHble METOABI pas-
pyILIeHHs TIPOKAPUOT, MOXHO OOHapyxuTh, 4To Mx THK cob-
paHa B «OycHHBI», MPHOIMXAWOLIMECS IO BEIVYMHE K HYyK-
JI€0COMaM 3YKaproT. DT OYyCUHBI OYeHb JIAOUIBHBI, YTO yKa-
spiBaeT Ha cnaboe BiaumoneiictBue Mexay JHK u Genxamu.
XapakTep KOHIEHCaU{H XPOMOCOMBI IIPOKapuOT HE BIOJHE
BbISICHEH, HO B LIEJIOM OHA MOXeT ObITh BbIAEJICHA B BUIE
KOMIIAaKTHOI CTPYKTYpHI, HazbiBaeMoil HykieouaoM. B npoka-
PUOTUYECKHX KJIeTKax (0akrepuil) coiepXarcsi ¥ KOJblEBbie
nsyxuenoueunbie Monexyasr JAHK, coctosiine u3 HeECKomb-
KHX ThICAY TIap HYKJIEOTHIOB, KOTOPHIMH OHU MOTYT OOMEHH-
BaTbCsl ¢ APYrumMu GakTepusiMy. DTH aBTOHOMHBIC T€HETHYe-
CKHE DJIEMEHTbI — HAQ3MUOb, — CIIOCOOHBI PEIUIMLMPOBATHCS
BHE 3aBUCHMOCTM OT peluiikauuu Hykieouna. [lrasmunaer B
GONBIUMHCTBE CBOEM COAEPXKAT TEHbl YCTOMYMBOCTH K aHTH-
BGakTepHaIbHBIM GaKTOpaM.

Konsuesunusie Mostexyasl JJHK conmepxarcs ¥ B 3yka-
PUOTHYECKHMX KJIETKaX B CaMOPEIUTHUMPYIOIIMXCS OpraHouaax
(MMTOXOHIPUY, TUTACTUIBI). DTH MOJEKYJbl HEBEJIUKU U KO-
AUPYIOT HEBOABIIOE KOMMYECTBO OENKOB, HEOOXONMMBIX JUIS
OCYILIECTBIEHNs aBTOHOMHBIX QyHKumit opraHouznos. JTHK
OpPraHOKIOB He CBSI3aHA C THCTOHAMM.

NEPBUYHDbIE ®YHKLNN FEHA

[TepBUYHBIMI (QYHKUIUSIMA [€HOB ABAAIOTCS XpaHeHue U
nepenada rexervyeckoir uHdopmauuu. Ilepepaya reHeruye-
ckoit uagopmauuu npoucxoaut or JHK x JHK npu peruium-
kauun AHK (ayrocuHTeTnyeckas (yHKIHSA IeHa IIpU pas-
muoxennn kneroxk) u or JJTHK yepes uPHK k 6esky (rerepo-
cuHTeTHueckas GyHKUMs TeHa npu OuocuHTese 6enka). Ilo-
TOK TeHEeTHYecKOl WHMOPMALIMM MOXHO H300pasuTh CXeMa-
TtHuHO (puc. 26).

Tpasckpunums TpaHchauus
OHK ———————— WPHK ————————p Gerniox

Pennukaums

Puc. 26. Cxema peanu3alny reHeTUUeCKOR HHGpOpMalnu
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TpaHckpunums Tpancnauma
AHK 4____________‘—"""—’ WPHK —————»  6enox

Penrinkayma O6patHan

TPaHCKpHNLWS

Puc. 27. CoBpemeHHasi cxeMa «UeHTPATLHON JOTMBI MOJIEKYISIPHOI GMOA0THI»

Taxoit myte nepenaun uHpopmauun or JHK x uPHK u
oenky ®. Kpuk (1958) Hassan «ueHTpaibHOl AOrMOil Mone-
KyJasApHO#l 6Honoruu». Jlonroe BpeMsi CYHTANOCh, YTO Mepea-
Yya TEeHETHYECKOM HHbopMauuv B OGPAaTHOM HANpaBleHUH
HeBo3MmoxHa. B 1975 r. P. Iyawbeko, I'. Tumuu u . Bantu-
MOp OITMCAIM SIBJIEHNE 06pamHoli mpanckpunyuu, T. €. Tiepena-
yu reHeruyeckod mHdpopmaumu or ”PHK x JHK ¢ momo-

wplo ¢epMeHTa obpaTtHOil TpaHCKpunTassl (peseprasbl). Pe-

eepma3a 6pi1a orkpeita y PHK-conepxaiux supycos eie B
1970 r. (. Tumun, C. Mysaranu). [pu srom na uPHK npu
YYacTHM peBepTasbl CHAYyaia CUHTE3HpyeTCs OdHA LIEeNoYKa
mornexyabl IHK, a 3arem oHa ynBauBaetcsi ¢ nomomipio dep-
meHra JJHK-nonumepassr. Hamuuue pepeprassl B HOpMaib-
HBbIX KJIETKaX CBUIETEILCTBYET O BO3MOXHOCTU Tepesayy
nHdopmauuu or PHK k JJHK. Beuto ycraHopneHo, uto Ha
OMnpeJie/ICHHbIX CTaauAX 3MOpuoreHesa B KieTkax ampuoduii
PE3KO BO3pACTAET YHUCJIO TEHOB, KOOUPYIOILUX pUbOCOMalb-
Hyio PHK (amnaugurxayus cenos). Tlpu 3ToM npoucxouTt
yBEIMYEHUE YHCIA KOMNU reHoB pubocomansHoit PHK mero-
oM oOpaTHOH TpaHCKpUNUMU. B Hacrosuiee Bpems «leHT-
paibHas JOTMa MOJNEKYJISIDHOM OMONOTMU» MOXET ObIiTh Ipe-
cTaBjieHa cxeMoii (puc. 27).

Iepenaya nudopmauuu or Geaka x JHK, or 6enka K
PHK u or Genxa Kk GesiKy HE yCTAHOBJIEHA, U COOTBETCTBYIO-
e GhepMeHThl HE OOHAPYXKEHHDI.

PEMJINKAUNA MONEKYJ bl AAHK

Permmukauust Monekyn JHK mnpoucxomutr B cuHTeTHue-
CKUii mepuoa uHTepdasbl. Kaxnas u3 aByx uerneit «MarepuH-
CKOM» MOJIEKYJIbl CJIYXKUT MAaTpULICH LISl CUHTE3a HOBOM Lenu
[0 OPUHLMIY KoMIuieMeHTapHocTu. [Tocne peruiukauum mo-
nekyna JHK conepxut omHy «MaTepMHCKyl0» LENOYKY M Of-
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HY <«IOYepHIOI», BHOBb CHHTe3HpoBaHHYw (cunres JTHK
sBIIsieTcs noaykoHcepsamuensim). Tak Kak JABe KOMIUIEMEHTap-
uple nenu B monekyine JHK HanpasieHsl B MIPOTHBOIONOX-
Hele cropoHbl, a JHK-nomumepazsa MOXeT INPOIBUTaThCH
BIOJIb MATPMYHBIX LeNeil JMIb OT 5'-KOHLA K 3'-KOHLy, TO
CHHTE3 HOBBIX LEMeil UAET aHTUTIAPALIENBHO (NpUHUUN GHMU-
napaaneashocmu) (puc. 28).

Ilns matpuyHoro cuHre3a HoBoi Monekynel JTHK Heo®-
XOIUMO, YTOOBI CcTapasi Moiekysna OblLla MeCHHUpaii30BaHa H
BbiTsiHYyTa. HO OIHOBpEMEHHOE DAacKpyuMBaHue CIIUpaIeH,
COCTOSILIUX M3 OFPOMHOIO YKCJIA Map HYKICOTUIOB (HECKOMb-
KNX MWUTMOHOB), HEBO3MOXHO. [loaToMy perMkanus Hauu-
HaeTca B Heckonbkux Mecrax monekyiasl JHK. Yuactok Mo-
nexynsl JJHK or Toyky Hayana OIHOM peruiMkKali A0 TOYKH
Hayaja Apyroil HasbiBaeTcs peniuxonom. bakrepuanbHas Xpo-
MOCOMA CONEPXHUT OfWH PEIUIMKOH. DyKapHoTHuecKast Xpo-
MOCOMA COJIEPXHMT MHOTO PEILTMKOHOB, B KOTOPBIX YABOCHHE
monekynsl JTHK wuner omHoBpeMeHHO. PeruinkoH obsizaresb-
HO MMEEeT KOHTPOJMPYIOLIKE JIEMEHThI: TOUKA Havajia, B KO-
TOpPOH MHHUUMHPYETCS PEMIHKaUMsA, M TOYKa OKOHYaHMd,
B KOTOpPOW peIuIMKalus
ocraHamiuBaeTcs. Mecrto,
B KOTOPOM TMPOUCXOAMT

“"MarepuHckasn"

~ " cnmpans HK

peIuIMKamusi,  MOJYYUIIOo

HA3BAHUE PenAUKAYUOHHOU .
"flouepHue"

guaky. PenaukauuoHHas ey AHK

BUJKA [ABUXETCS BIOJb

monekyanl JHK or ee

PennukauyuoHHas

CTapTOBOU TOYKHU (TO‘{Kl/I BAnKa

Hayajia) A0 TOYKH OKOH-
yauua. Tak kak JHK-
nojiuMepasa MOXET JBH-
ratbCsl TOJBKO B ONHOM
nanpasienuu (5'-3), To
B KaXIoW pernjnKaluoH-
HOM BMJIKE OHAa MOXET
MOCTEMEHHO U HETIPEPHIB-
HO CTPOMTb JIMLIb OOHY

AHK-nonumepasa

“MarepuHckan"

/ crvpans AHK

Puc. 28. Cxema penauKaumu
monexyabl JTHK
(06bsACHEHHE B TEKCTE)




HoBylo Lenb Monekyabt JIHK. JIpyrag mouepHsas Mosnekynia
JHK cuHTe3upyeTcsi OTAENbHBIMU KOPOTKUMM YYACTKAMM 10
150—200 nyxneotnnoB (dpparMenTsl OKa3aku) nox AeUCTBUEM
JAHK-nonumepassl, ABUXYUIEHCS B NPOTUBOIIOJOXHOM Ha-
NpaBieHUU. DTH KOPOTKHE Y4YaCTKH BHOBb CHUHTE3MPYEMOI
MOJUHYKIEOTHIHON 1IENM OMHOIO PEIUIMKOHA CBS3BIBAIOTCS
BOCAUHO (epMEHTOM aueaq30i. Takoi NMPUHLMN CHHTE3a HO-
Boix neneii JJHK wHasbiBaercsi npepsieucmbim. Y4acTKu «fo-
yepHux» Monexkyn [IHK, cuHTesnpoBaHHble B COCENHUX peln-
JIUKOHAX, TAaKXe€ ClIMBaloTCs ¢dhepMeHTOM JiMraszoif. Bech re-
HOM KJIETKH PEMNUUMPYETCS TOJNbKO OAWH pa3 3d MEPUO[
BPEMEHH, COOTBETCTBYIOILHH OMHOMY MUTOTUYECKOMY LIUKIY.

FEHETUMECKUW KOJ, U EFrO CBOMCTBA

CucreMa 3anucu reHeTUYeCcKoi UHdopMauuy B BHAE OIl-
peleNleHHOM TOoC/eN0BaTeIbHOCTH HYKJIEOTHIOB HAa3bIBAETCS
TeHeTHYECKHM KOAOM. fIBIeHME COOTBETCTBUS IMOPAAKA HYK-
neotunoB B Mosekyite JHK nopsanky ammHoOkMcIOT B Mose-
KyJie 6€J1Ka Ha3blBaeTCs KoauneapHocmoio (Tabi. 2).

CBoiicTBa reHeTHYECKOTO KOJA:

— mpunaemHocms — OZHOW AMMHOKUCIIOTE COOTBETCTBY-
I0T TpU DPSIAOM PACIIONOXEHHbBIX HYKIEOTHIAA, HA3bIBAEMbIE
mpunaemom (K0OOHOM);

— YHUBepcanbHocMmb — ONVHAKOBBINM KOIOH KOAMPYET Of-
HY U TY X€ aMHUHOKUCJIOTY y BCEX XUBBIX CYLIECTB;

— Henepexpuigaemocms — OIUH HYKJIEOTHUH HE MOXeT
BXOIUTb OJHOBPEMEHHO B COCTAB HECKOJIbKUX KOJOHOB;

— @bipoxcdenrHocmes (M30BITOYHOCTb) — OLHY aAMUHOKMC-
JIOTY MOTYT KOAUPOBATb HECKOJIBKO Pa3HbIX TPHUILJIETOB;

— omcymcmeue pasfetumensHsiX 3HAKO8 GHYMPU 2ena npu
UX HaAUMuu mMexcoy eeHamu.

B KoHlLE KaxXoro reHa MMEIOTCS CrelWaIbHbIe TPUILIe-
Tol — mepmunamopsl (YAA, YAI' u YT'A), xaxuplii U3 KoTo-
pbIX 0003HAYaeT MPEeKpalleHUe CHUHTEe3a MOJMIIENTUAHON 1ie-
ni. KoaoH sBnsiercss 3neMEHTapHOH (DYyHKUMOHAIBLHOM €1H-
HUlIeH reHa.
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Ta6auya 2. Cooteercraue kononoB uPHK ammmoxmcaoramM
(reneTHueckHii Kox)

OcHoBauue KOIOHOB

Tperbe
y 1 A r

y ®en Den Jleit Jleix
I Cep Cep Cep Cep
A Tup Tup Houcenc* | Honcenc*
r Huc Huc Howncenc* Tpn
y Jen - Jleit Jleit Jleis
I Mpo Mpo Ipo Ilpo
A Iuc Tuc I'nu I'mu
r Apr Apr Apr Apr
y Hne Une Hne Mer
1] Tpe Tpe Tpe Tpe
A AcH AcH JIus Jinz
r Cep Cep Jlpr Apr
y Ban Ban Ban Ban
I Asa Ana Ana Ana
A Acn Acn I'ny I'ny
r nu Inu Tnu m

MpumeyaHue. 3Be3104KOH 0603HaYEHbI KONOHBI-TEPMUHATOPDI.

BUOCUHTES BEJIKA B KJIETKE

[MocpenHUKOM B Mepeaade TEHETMYECKOW WHpopMauuu
(nopanok Hykieotnos) ot JIHK k Gesnky BbicTynaer uPHK
(undopmaumornHass PHK). Ouna cunTtesupyercss B sape Ha
oanoit u3 ueneit AHK no npuHuMny KOMIJIEMEHTAPHOCTH
[ocsie pa3pbiBa BOAOPOJAHBIX CBA3EH MEXIY IBYMsl LENOYKaMU
(depment PHK-nonumepasa). [lpouecc rnepenycsiBaHUsA WH-
¢dopmaunn ¢ IHK na uPHK HaseiBaeTcs TpaHCKpHmuuei.
CunreanpoBanHasa TakuM obpasom MPHK (mampuunwii cun-
me3) BHIXOOMT Uepe3 [1Opbl siApa B UMTOILUIA3My M B3aUMOJEH-
CTBYeT ¢ Manioil cyGbeqMHULEH ONHOM WIM HECKONBKUX PUOO-
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coM. Pubocomsl, oObenuHeHHble onHoW Mojekynoit uPHK,
HaspiBaloT nosucomamu. Ha xaxnoil pubGocoMe IOIUCOMBI
CHUHTE3UPYIOTCA ONMHAKOBEIE MOJIEKY/bI OeJIKa.

Crenyrowuit atan 6MocuHTe3a OelKa — TPAHCARUMA —
NIEPEBOA  T10CJIENOBATENBHOCTH HYKJIEOTHAOB B MOJIEKYJIE
uPHK B nocienosaTeapHOCTh aMUHOKHUCIOT B IMOJUMENTHN -
Hoi nenouke. TpancnoprHele PHK (rPHK) <«ipunocst»
aMHHOKMC/IOTH B pubocomy. Monekyna TPHK no koHdury-
pauMy [MOXoXa Ha JIMCT KiIeBepa M UMeEET JBa aKTHBHBIX LEH-
Tpa. Ha ogHOM KOHUE MONEKynbl pachoJOXeH TPHILIET CBO-
OOMHBIX HYKJIEOTHIOB, KOTOPBIM HA3bIBAETCS AHMUKOOOHOM W
COOTBETCTBYET OIpeleIeHHOW aMuHOKucIore. Tak Kak MHo-
THe aMUHOKHCJIOTHI KONUPYIOTCS HECKOJIbKUMH TPUIUIETAMM,
10 yncao pasnuyHelx TPHK 3HauurtensHo Goapuwe 20 (maen-
Tuduuposaso 60). Bropoit akKTUBHBIA UEHTP — MPOTUBOMNO-
JIOXHBI aHTHKOMOHY YYacTOK, K
KOTOPOMY NPUKPEIUISETCS aMUHO-
kucyora. Ha 5'-KoHLE MOJEKYIBI
TPHK Bcerza HaxomauTcsi TyaHMH,
a Ha 3'-konue — Ttpumner HIA
(puc. 29). Kaxnas aMUHOKHCIO-
Ta TIPUCOEOUHSIETCS K ONHOM U3
cBoux crneundunueckux TPHK npu
y4yacTuu ocoboit dopMbl hepMmeH-
1a amuHoauun-TPHK-cuHTeTasst
u AT®. B pesynbrate obpasyercs
KOMIUIEKC ~ aMMHOKHCJIOTHL €
TPHK — amuuoammn-TPHK, B xo-
TOPOM 3HEPIHUsl CBA3U MEXIY KOH-
LHEBBIM HYKIEOTHIOM A (B TpH-
miere HLA) m aMuHOKucIOTOM
JocraroyHa st o6pa3oBaHHUS B
JaibHEeHleM MNEenTUIHON CBA3M.
AMMHOKHUCIOTBI TPAHCHOPTUPYIOT-
csl B OONBILYIO CYOBEOUHUIY DPU-
6ocoM. B xaxaplii gaHHBIE MoO-
MEHT BHYTPH pUOOCOMBI HAXOAAT-
cq nBa komoHa MPHK: omuH Ha-

3 A
Ay

N2

Puc. 29. Cxema CTpyKTYphbi-
Mojiexyast TPHK:
1 — BonoponHbie CBSI3K, 2 — aH-
THKOZIOH, J — MECTO NpHKperuie-
HUA aMUHOKKCIOTH
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IPOTHB GMUHOAQUUALHO20 UEHMpA, BTOPOWl — HANpPOTHB nenmu-
dunvrozo yewmpa. Ecnu antuxkogoH TPHK u komon amuHo-
AIMUTBHOrO LIEHTpA SIBJISIIOTCSl KOMIUIEMEHTAPHBIMU, TO TPHK
W AMUHOKMCIIOTA MEPEXOIAT B TMENTHIWIbHBIN HeHTp (pubo-
coMa IPOABUraeTcs Ha OMMH TPUILIET), AMMHOKHKCIIOTA oTCo-
enuusercst or TPHK u npucoennHgerca K NpeailecTByOUIEn
amunokuciore, a TPHK yxomut u3 puGocomst 3a cieaytoen
amunokucioroir. To xe mpoucxomut co Bropoi TPHK u ee
amuHOKMCIOTOM. TakuM 06pa3oM, TOMUMENTHAHAS MOJIEKyIa
cobGupaercsi B MOJHOM COOTBETCTBMM € MH(bOpMauKei, 3anu-
canHoii Ha uPHK (puc. 30). ,

B npouecce TPaHCHSAUMYU BBUIESAIOT TPH CTOHU: HHM-
LIMALMK, MOHTauMK ¥ TepMuHauuu. MHunuauus (Hayano
TPAHC/ISIIMM) 33KJI0YaeTcss B CBA3BIBAHMK PUGOCOMBI C
uPHK, m1s yero B Hayane monekynsl uPHK nmeercs cneuu-
anbHbIl MHHUMupYyowmit konod (AVYT) u ompenenexHas 1no-
CJIeOBATEIbHOCTh HYKJIEOTHIOB, KOTOPAsh OTBEYAET 3a CBA3Db C

1 ) \
Siapo } . / & «
OHK ’6\% é:é 5
MNonncoma 9 \ 6 ,
~ — A

3’ AAY UAT TYL| AAA YAT 5

Puc. 30. Cxema 6uocuHTe3a Oenka:

1 — uPHK, 2 — cy6reaunnusi pubocom, 3 — TPHK ¢ amunoxncnoramu,
4 — TPHK 6e3 aMUHOKMCIOT, 5 — nofunentus, 5 — kogon MPHK,
7 — antukonoH TPHK
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pubocomoit. DaoHrauua (MpoUecC TPaHCIALNM) BKJTIOYaeT §
peakin oT o0pasoBaHHs IepBOi MENTHAHON CBA3U O TpHU-
COCAMHEHHUS ITOCIIEHEH AMHUHOKMCIOTBI K MOJIEKYJe MOMH- .
nentiaa. B sto Bpems pubocoMa mepemeliaeTca oT nepeoro
no nocaeaHero komoHa Ha MPHK. TepmMuHauus (xoHey ]
TPaHCIAUMK) OOYCIOBNIE€HA HATHYMEM TEPMUHHUDYIOILUX KO- |

nouoB (YAA, VAL, YTA), koropbie npeKkpalialoT cuHTes Gen- &

Ka; MPOUCXONUT oTaeseHue pubocomsl or MPHK.

Perynauus cunresa Genka y 3yKapuOT MOXET OCYLIECTB- :‘
JATBCS HA YPOBHE TPAHCKPUMILMM W TPAHCAUMU. Peryisirop-
HYI0 GYHKIMIO BBINONHAIOT XPOMOCOMHEBIE GEKM (IMCTOHBI),
WX MosieKybl 3apsikeHbI MOJIOXUTENBHO M JIETKO CBA3BIBAIOT- }
Cd C OTPULATEJIbHO 3apSXKEHHbIMU ¢ocdaramMy, niuss Ha
TPAHCKPHUIILUHUIO ONPENEIEHHBIX T€HOB C [OMOIIbIO ,Z[HK-,‘
sasucumoit  PHK-nonumepassl. Moauduxaumu rucroHos !
(ocopunnposaHne, —auETHIMPOBAHHE, METHIMPOBAHMUE) |
ocnabisiior ux cBasb ¢ JHK u obiervaior Tpanckpunumio. §
Kucible HerucroHoBble O€/IKu, CBSI3BIBASICH C onpeueneﬂﬂm-k‘
mu yvactkamu JTHK, Taxxe obneryaior TpaHcKpunuuio. Pe-‘ i
TYIMPYIOT TPAHCKPUMUMIO W HU3KOMOJEKYJISIPHbIE SIEPHbIE 4
PHK, koropble Haxomsrcs B KOMIUIEKCE ¢ OenKaMu U Mory'r
M30MpaTeNbHO BKIIIOYATh T'EHBI.

Yeunusalor cuHTe3 6enka pasiMyHble aHa6oaneCKue A
CTEpPOUIbI, HHCY/IVH, NMPEALIECTBEHHUKH HYKJICOTHIOB M HyK- |
JIEUHOBBIX KHUCIOT (MHO3WH, OpoTar Kamus). Muruburopamu i
CHHTE3a OenKa ABNAOTCH aHTUOUOTHKH (prdaMULINHBI, ONK- |
BOMHLMH), HEKOTOPBIE MPOTUBOOMYXONEBblE TpPEnaparhi |
(BMHOMACTHH, BUHKDHUCTHH, S5-¢ropypaiui), MoaudUIUpo- 1
BaHHBIE A30TUCTHIE OCHOBAHUA U HYKIICO3UIbI. i

CBOMCTBA FrEHA

TeHbl XapakTepu3ylOTCA OIpENENeHHBIMH CBOHCTBAMU: §
CMEUNGUYHOCTBIO, LETOCTHOCTHI0 W MUCKPETHOCTHIO, CTa- |
OUIbHOCTBIO M JIABMIBHOCTBIO, TUIEHOTPOMUENH, 9KCIIPECCUB- |
HOCTBIO U MEHETPAHTHOCTLIO.

Cneyuguunocms reHa 3aKJIOYAETCS B TOM, YTO KAXKIBHI |

CTPYKTYPHBI/ TeH 001afaeT TONbKO My NPUCYILIUM MOPSIIKOM
PAcro/IoKEHNUs] HYKICOTHAOB U IETEPMUHUPYET CHHTE3 OTIpe-
neneHHoro nonunentuaa, pPHK wit TPHK.
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lleaocmuocms TeHA COCTOMT B TOM, 4YTO MpPU MpOrpaMMHU-
pOBAHMM CHMHTE3a IOJUIENTHAA OH BBICTYNAeT KaK HENeIu-
Masl efMHUUA, U3MEHEHUE KOTOPOM MPUBOAMT K M3MEHEHUIO
MoJIeKyJibl nonumnenTuaa. I'eH KaK QYHKIMOHATbHAS eIMHULA
HElCAUM.

Jluckpemnocmb TeHa ONpPeNeNsSeTCs HATMYUEM B HEM CyOb-
eQMHMIL. B HacTosiiiee BpPeMsi MUHMMAIBHOM CTPYKTYypHO
cyOBEIMHUIEN [€HAa CYUTAIOT Mapy KOMIUIEMEHTapHbIX HYK-
JIEOTHIOB, @ MHUHMMAanbHOW (DYHKUMOHATBHON eIUHHUEHd —
KOJIOH.

TeHbl OTHOCUTENBHO cmabuabHsl ¥ W3MEHSIOTCA (MYyTH-
pyioT) peako. Yacrora COHTAHHOW MYyTalMM OJHOTrO reHa —
npuMepHo 1 -1075 Ha O/IHO TOKOJIEHHE.

CrocoBGHOCTh TeHA U3MEHSIThCS (MyTUPOBaTb) Ha3bIBAETCS
AaBUABHOCMBIO.

TeHbl, KaK NMpaBuio, obIanaioT nieldompontvim (MHOXECT-
BEHHBIM) JE€iiCTBMEM, KOT[d OIMH I'€H OTBEYAeT 3a IpOosiBIe-
HUe HECKONbKMX MNpPHU3HAKOB. JTO ABJIEHHE, B YaCTHOCTH,
HaGIOLAeTCs TPU HEKOTOPBIX 3H3UMOIATUSAX, MHOXECTBEH-
HbIX BPOXAEHHBIX MMOPOKAX pPa3BUTHs, HANpUMEp NPU CHH-

apoMe Mapdana.
Fenpt 007a7a10T CBOWCTBAMM 3IKCHpECCUBHOCMU U neHem-

paumuocmu (CM. 1. 5).

YPOBHU OPTAHU3ALIUU
HACNEACTBEHHOIO MATEPUAJIA

PasnuualoT cledylollie YpPOBHH CTPYKTYPHO-(QYHKIHMO-
HAJTBHOI OPraHM3allK HACIEICTBEHHOIO MaTepraa: TeHHBIH,
XPOMOCOMHBIY ¥ TEHOMHBbIi.

DNIeMEHTAPHON CTPYKTYPOU 2€HHO20 ypOeHs OpraHu3aluu
apjisieTcss reH. T'eHbl OTHOCHUTEIbHO HE3aBUCHUMBI OpPYr OT
JIpyra, MO3TOMY BO3MOXHO JMCKPETHOE (pa3iesbHOe) U Hesa-
BUCHMOE HacjefoBaHue (TpeTHil 3akoH MeHIens)) U U3MeHe-
Hue (MyTaluy) OTACIBHbBIX [PU3HAKOB.

TeHbl KIETOK 3yKapMOT HaxoIsiTcs B XpOMocomax, o0pa-
3yst XpOMOCOMHbIL YpOGeHb OPTAHU3ALMHU HACIICCTBCHHOIO Ma-
Tepuana. [eHbl KaXION XPOMOCOMBI 0OpasyloT IPYIIIBI CLEMN-
JeHMsl U TepelarTcs, KaK NMpaBuio, BMeCTe. DTOT YPOBEHb
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OpraHu3alMl — HEOOXOOUMOE YCIOBME CLEIUICHUA TCHOB H
nepepacnpeienreHus: TeHOB POUTENEN Y IIOTOMKOB IIpY MOJO-
BOM DPasMHOXEHHHM (KDOCCUHIOBED M CIYYaiHOE pacXoxXie-
HME XPOMOCOM ¥ XPOMATHI K MOMI0CaM KJIETKH IIPY Mefiose).

Bcst coBOKYMHOCTD T€HOB OpraHu3ma B yHKUMOHAILHOM
OTHOIICHUH BeleT cebsl Kak Lenoe ¥ obpasyeT eaMHyIO0 CHUC-
TEMY, Ha3bIBAEMYIO ICHOTUNOM (reHoMoM). OfMH U TOT Xe
TCH B PasHbIX FeHOTHIIAX MOXET TIPOAB/ATE CeOs MO-PA3HOMY.

Tenomuetii ypoéens OpraHM3aLIUN OOBSICHSET BHYTPH- K MEXAN-
JIeIbHOE B3aUMONEWCTBUE T€HOB, PaclONOXEHHBIX KaK B on- 4 ]

HOM, TaK 4 B Pa3HbIX XpOMOCOMAX.

KJTACCUDUKALINA MTEHOB

Bce renbi no QYHKUMAM NOIPA3NENAIOTCS HA CTPYKTYP- |

Hble ¥ QYHKUMOHAaNbHBIE. Cmpykmyphbie 2enbi HecyT WHGpop- §

Maumwo o Oenkax-GepMEeHTaX M TMCTOHAX, O TIOCAEAOBATENb- |
HOCTH HYKJEOTHAOB B padinyHbx Bunax PHK. @yuxyuonars- 4
Hbte 2eHbl PETYIUPYIOT paboTy CTPYKTYPHBIX TEHOB (pezyrsmo- "3
bl U onepamoput). B 3aBUCHMOCTH OT MEXAHU3MA M BHIA pe- |
TYISAUUA — ocnabieHuss MIM YCHJIeHHs! Jeiictsus — cpein B
HUX BBIICISIIOT 2€HbI-MOOYAAMODY!, uHeubumopor, urnmencugpu- 3

Kamopst, Modugukamopu!.

M3BECTHO, YTO TEHOTHIT BCEX COMATHYECKUX KIETOK ONU- §
HaKOBBIil (paBHOE paclpelesleHHe TeHEeTUYECKOro Marepuana 4
!

MEXIYy JOYEPHHUMM KIIETKAMHU TPU MMTO3€), OJHAKO KJICTKH
Pa3HbIX TKAHEH U OPraHoB OJHOTO OPraHU3Ma CHIBHO OTIM-
YaloTCsl (HepBHbBIE, MBILIEYHbIE, SMUTEIHATLHBIE, KIETKU CO-
eNUHuTeNbHON TKaHu U 1p.). Cienyer MpeanonaoXuThb, 4TO B
pa3sHbIX KJETKax paboTaloT pasHble OI0KH reHoB. O61acTh

TIPOSAIBNIEHUST IEWCTBUSI NAHHOTO FeHA HA3bIBAETCH Hoaem Oeli- BB
cmeus 2ena, HanpyuMep, AETEPMUHALMS POCTA BOJOC, Pa3BU- &

THE OIIPEEIEHHBIX AEPMATOTUPUUECKUX Y30POB HA NAbLAX,
JIAOHAX K CTONax U Jp.

Fenn! dyHkuonupytor HenocrossuHo. Hanpumep, res,
HAETEPMUHUPYIOLIME CHUHTE3 NUITMEHTa MENAHWMHA, OKpaliy-
BAIOLLETO BOJOCHI YENIOBEKA, B MOXUIOM BO3PACTE MEPECTAIOT
«paboratb» W BOJOCH CeAeiOT. [eHbl, HETEPMMHUPYIOUIHE
CHHTE3 HOJIOBBIX TOPMOHOB, MHTEHCHBHO HauyMHaIOT (yHK-
LHHOHKUPOBATh ¢ MOMEHTA NOJIOBOro co3peBaHus. MIx gpyHKUUS
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3HAYUTENBHO CHIXAETCA K CTAPOCTU. Bpemsa delicmeus 2ena —
310 nepuox ero GyHKIMOHUPOBAHUS.

PErynauna PABOTbIi FTEHOB

BLUTO 3aMEYEHO, YTO HEKOTOpbie GEpMEHTH Y APOXKEH U
HaxTepuii 00pasyloTcs B KIETKAX TOJIBKO TNPH BbIPALUMBAHNHK
MX Ha ONpEIC/iCHHbIX MUTaTebHbIX cpedax. Hanpumep, npu
BHIPALIMBAHUM KMILEYHON MATOYKH Ha IMUTATESbHOM cpene,
HE COIepXallleil IAKTO3bl, €€ KIETKA COAEPXHUT He3HAUUTENb-
Hoe yucno (MeHpilie TIATH) Monekysl GepMeHTa JIaKTashl, pas-
JIAraloiiero JaKTo3y Ha Diiokosy M ranakro3y. Ilpu mobasne-
HUU B MUTATENbHYIO CPENY JAKTO3bl 6aKTepuaIbHbIe KIETKHU B
TeueHHe 2—3 MUH CHUHTE3UPYIOT OONBILOE KOJUYECTBO JIaKTa-
3bl (cBbile 5 Thic. MoneKyn). [Ipy yaareHuu u3 cpeaspi JaKTo-
3pI CMHTE3 JIaKTa3bl 6bICTpO npexpainaercsi. Beltectsa, MHAY-
HHpYIOIHe CUHTe3 (EPMEHTOB, KOTODBIE WX PA3NAraior, Ha-
3BIBAIOTCS UHOyKmopamu (B NAHHOM TIPUMEpPE WHIYKTOPOM
ABJSIETCSA 1aKTO33).

TTono6HblE MEXaHU3Mbl HCIIONB3YIOTCS KIIETKOW Al BbI-
KITIOUEHUS CUHTE3A HYXHBIX €l COeIMHEHUN MPH MX HAIVYUU
B IIUTATeNbHON cpefie. HanpuMmep, aMUHOKKMCIOTA TpUiiTodaH
CUHTE3UpYyeTca NpH yyacTuu ¢epMeHTa TpunrodaHCHHTETA-
3p1. OIHAKO €Cl B Cpele, Ha KOTOPOi BhipauwiusaioTcs O6ak-
TepUU, MPUCYTCTBYET TPUNTOMAH, CHHTE3 (epMEHTA HEMen-
JIEHHO TIpexpaiaercd. OTo siBeHue NOAYYMIo HasBaHUe pe-
npeccuu, a BbI3bIBAIONMIA ero ¢akrop ( B HalIEM npuMepe —
TpunTodhaH) — Kopenpeccopom.

Perynsuusa paGoTbi reHOB Y npokapuoT

Cxema peryisuMd TPAHCKPUIILMKM Yy [poKapuor 6spuia
npemtoxena ®. Xakobom u @. MoHo B 1961 r. Ha npumepe
JIAKTO3HOTO ofiepoHa. I'pynna cTPyKTYPHBIX [€HOB, yIipasJise-
Mas OIHMM T€HOM-OllepaTopoM, obpasyeT onepon. B cocras
ornepoHa BXOMUT Takxke HeGompwoi ydactok JAHK (rpomo-
mop) — Mecto mnepsuvuHoro mpukperenus PHK-nosumepa-
361 — (epMeHTa, Karanusupyioulero peakunu JHK-zasucu-
moro cuHtesa uPHK. fen-onepamop BKIIOHaeT M BBIKJIIOYACT
CTPYKTYPHbIE TeHbl Ui CYUTbIBAHMA MH(OpMALIKMK, CAEA0Ba-
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TeJbHO, OHM AKTUBHBI HEMOCTOSIHHO. [eH-pezyaamop, Haxo-
JSIUACS OObIYHO HA HEKOTOPOM pacCTOSIHUM OT OIEPOHA,
MOCTOSSHHO aKTHBEH, U Ha OCHOBE ero WHMOPMAalMM CHHTE-
supyercsi ocoOblit  6esok-penpeccop. TlocnegHuit o6nagaer
CrMocoOHOCTBIO OJIOKUPOBATh 'eH-ONEepaTop, BCTyNas ¢ HUM B
XHMHYECKOE B3aUMOJEHCTBHE, M TOTAA CUYMTHIBAHMS HHGOp-
Mallii CO CTPYKTYPHBIX [€HOB HE IPOUCXOIMUT, T. €. OIEPOH
«He paboraet» (puc. 31).

Ecnu B kieTky moctyrnaer UHAYKTOp (BEILECTBO, KOTOPOE
pacilerisieTcss Mol neicTBrueM (GepMEeHTOB, 3aKOAWPOBAHHBIX

B TaHHOM OIEPOHE), TO OH CBA3bIBAET OesloK-penpeccop (06- -
pasyeT ¢ HUM XMMMYECKoe coeluHeHue), ocBoboxias reH- %

oneparop. PHK-nonumepasa paspbiBaeT CBSI3M MEXIy AByMS
uenoukamMu JAHK omnepoHa, HauuHasg ¢ npomMoTtopa, U IIO

MPYHUMIY KOMIUIEMEHTAPHOCTH (MOPSIOK HYKIEOTHIOB) §
UHPOPMAIUS CO CTPYKTYPHBIX TEHOB IeperuchiBaeTcs Ha- i
uPHK. 3arem uPHK uzmerT B pu6oCOMBI, TIe CHHTE3MPYIOTCS i
¢epMeHThI, pasiaraiouime MHaykrop (puc. 32). Korma mno- ¢
CJIEIHUE MOJIEKYJIBI MHAYKTOpa OYAyT paspylieHbl, OCBOOOX- f
naetcsi 6esIoK-perpeccop, KOTOphlii CHOBa OJIOKHUpPYET TeH- §
oneparop. Pa6ota onepoHa mpexpamaercs, a npu nocrymwe-

HUM UHOYKTOpA OISITH BO30OHOBISETCS.

Ilist- Kak/A0ro oOIrepoHa uMeeTcss CBOH creuuduyecKuit
HHAyKTOp. Hanmpumep, 11 IaKTO3HOTO OMNEpoHa MHAYKTOPOM

SBISIETCS] IAKTO33, JUls HpYKTO3HOro — PpyKTO3a U T. II.

OnepoH
_ A

CTPYKTYpHbie reMbt

// A ]l B ] c ]
: Benox-
W"PHK ( | 0 l penpeccop
PHK-
nonumMepasa

I e
penpeccop

Puc. 31. Cxema peryssiiuu TPaHCKPUTILMH Y TIPOKAPHOT
(onepoH «He paboTtaeT»; OOBSICHEHHE B TEKCTC)

54

—
Npomorop g:u- CIpyKTypHbie reHbl
Al B8 [ c |
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PHK-
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Benku-thepmeHT

Benok-
[0

benok-
penpeccop

Puc. 32. CxeMa pery/Jsiluy TPAaHCKPHUIIUMK Y MPOKAPHOT
(onepoH «paboTaeT»; OGBSICHEHUE B TEKCTE)

Y npoKapvoT IMPOLECCH TPAHCKPUNLMUM M TPAHCISUUM
MOTYT IpOTEKaTh OAHOBPEMEHHO, T. e. uenb MPHK ewe npo-
JIOJKAET CHHTE3WpPOBAThCA, a K €€ 5'-KOHIY yXe IpUCOeHu-
HSAIIOTCA pUOOCOMBI U HAYMHAETCA CUHTE3 NOMUIIENTHAOB.

Perynsuusa pabovbl reHOB Y 3YKapuoT

Cxema pery/isiuMM TPAaHCKPUIILIUKM Y 3YKapHoT pa3paboTra-
na T. I1. Teopruesbim (1972). Mpuuuun perymsauuu (obpar-
Hasl CBSI3b) COXpAHsIETCsl, HO MEXAHMU3MBI €€ M0 CPABHEHUIO C
npokapuoramu Gosee CIOXHbBL. ENMHMI@A TPaHCKPUIILMHM Y
3YKapHOT HasblBaeTcsl mpaHckpunmonom. OH COCTOUT U3 He-
MHGPOPMATHBHOM (aKUENTOPHON) ¥ MHpopMaTHBHON (CTPYK-
TypHOI1) 30H. Heungopmamusnas 30Ha HAYMHAETCSI IPOMOTO-
poM. [lanee cienyet rpymnmna 2eHo6-onepamopos, 3a KOTOPbIMU
pacroyoxeHa ungopmamuenas 3oxa. VIndopmatuBHasi 30HA
00pa3oBaHa CTPYKTYPHBIMM T€HaMM, pa3ie/IeHHbIMU BCTABKa-
MU (cneiicepamu). Crieiicepsl He conepxaT HHQOpMALUH O
cTpyKType OejkoB. B caMuX CTPYKTYpHBIX IeHaX 3YKapuOT
TAKXKe UMEIOTCH BCTABKY M3 HEMH(OPMATHUBHBIX «MOJIYAlINX»
yuactkoB JHK — unmponos. WVndopmaTuBHbie YyYacTKH
CTPYKTYPHBIX T€HOB Ha3biBAIOTCS IK30HAMU.




PaGory TPaHCKPUIITOHA PETyIUpyeT HECKOJNBKO TIeHOB-
PerynatopoB, AAOLIMX MHGOPMALMIO UISl CHHTE3a HECKOJIb-
KHx GenkoB-penpeccopos. MHAYKTopaMH B KJI€TKAX 3YKapuHoT
ARISIOTCA CJAOXHBIE MOJEKYIbl (HanmpuMep, FOPMOHBI), VIS
pacliervieHusi KOTOPHIX TpeOyeTcsl HEeCKONbKO (PEepMEHTOB
(MHoOroCTyneH4arbie peakuuu). Korma wHIyKTOpB OCBOGOX-
IAaI0T TeHbl-oreparopel OT Oenkos-penpeccopos, PHK-
[OJIMMEpPA3a Pa3pHIBAET BONOPOAHBIE CBA3W MEXIY [IBYMS
wenoukamu JJHK Tpanckpunrona. Ilo npaBuny xoMnieMeH-
TApHOCTH Ha HEM CHAYyalia CUHTe3upyercsl OOJIbILAS MOJNEKYIA
npoungopmayuonnoii PHK, cnivcpiBaoniass uHdopMaluio (mo-
PAKOK HYKIEOTHIOB) Kak ¢ MHGOPMATUBHOM, TaK H ¢ HEHH-
dopmaTuBHOI 30H. B panbHeillieM B siape KJIETKU NMPOHCXO-
IUT npoyeccure — (PepMEHTATHBHOE pa3pylieHHe HeHH(Op-
marupHoit yacth PHK w pacuiernnenue depMmeHTamu pecm-
pukmazamu WHOOPMATHBHON YacT Ha ¢GhparMeHThI, COOTBET-
crByloliue 3k3oHaM. Monekynsl UPHK ¢opMupylores mo-
CPeJCTBOM cnaaticunea (CIUIABIECHUSI) OTHENIbHBIX HMHpOpMa-
THBHbBIX parMeHTOB (QEepMEHTAMU Jdueazamu. DTOT Hpolece
HasbiBaercs cozpesanuem. Janee vPHK BbixomsaT u3 smpa u
NOCTYIAOT B PUOOCOMBI, TIe U NPOUCXOIUT CUHTE3 OENKOB-
dbepMeHTOB, HEOOXOAMMBIX [UIA pPacllieTUVIEHWs] WHIYKTOPOB.
BxirioyeHme M BBIKJIIOYCHUE TPAHCKPUIITOHA MPOMCXOZUT
TIPUHLUMKITMAIBHO TAK XK€, KaK U onepona (puc. 33).

Takum obpasoM, y sykapuor cuure3 uPHK u ee tpancis-
LUST IPOUCXOIAT HE3aBUCUMMO YT OT IPyra B pa3HbIX YacTsX
KIETKH B pa3HOe BpeMs — CHAYajIa TPAaHCKPUIUUA HU CO-
3peBaHue B djupe, a 3aTeM TPaHCIsAuyMs B pubocoMax LMTO-
TUTA3MBI.

B reHoMe 3yKapMOT BCTPEYAKOTCH VHUKAAbHBlIE NOCAed08a-
measHocmu HyxAeomudoé (He Goyiee OIHON B TeHOME), COCTaB-
asomvie ot 15 g0 98% Bcero reHoma (y yenoseka — 56%).
VHUuKaNbHbIE ITOCIEIOBATENBHOCTH BXOISAT B COCTAB CTPYK-
TYPHBIX TE€HOB (HeCcyT WHGOPMALHIO O CTPYKTYpE MOJUTIENTH-
NoB), MpudeM 6osiee MOJOBUHLI MX OBIBAIOT HEAKTUBHBIMU (B
KJIETKAX pasHbIX TKaHe# «paboTaoT» pa3Hble OTOKMU IE€HOB).

Hanuune HeMHGOPMATUBHBIX YYacTKOB (UHMPOHO8) B Te-
Hax DJYyKapMOT — YHUBEpcatbHOE sBAeHHe. CUMUTAIOT, YTO
MHTPOHBI COlepkKar 3anacHyr HHGpopMauuio, obecrneynparo-
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TpaHCcKpUNTOH

HenHdopMmaTneHas aoHa WHcbopMaTuBHAR 3043
r - R
leHbl- MNpomoTop [enbi- CTpyKTypHbie Cnewicepbl

perynsTopsl onepatopol  refbl
o I N i ‘"

PHK-
wWWwW nonuMepasa [poLieconHr-
pacujennexue
Ha dparMeHTbl
Benku-

penpeccopbl Paapyte-
Hhe HewH- }
hopmarns-  CnnancuHr
S HOW YacTH whdopma-
o THBHbIX
pparmeHTos

.

«— VvV

HE
L__——__T‘_—

Besnku- nPHK
Vinayrrope! depMeHTH!

Pric. 33. CxeMa pery/iauny TPAHCKPATILIMU Y 5YKapHoT
(oBpsicHEHME B TEKCTE)

LLyI0 M3MEHUMBOCTb. B reHoMax SyKapuot TAKKE CONepXKarcs
[1OC/ICAOBATENBHOCTH HYKJICOTUIOB, KOTOPHIC MHOTOKPATHO
IOBTOPSIIOTCS (IECATKH, COTHU H JXE MUWLIOHbBI Pas). Ho-.
@MOpAIOUItecsl 2eHbl  BBHITIONHAIOT pasHooOpasHble QYHKUMU:
SBJISIOTCS MPOMOTOPAMiA, PETYJIMPYIOT PEILIMKALMIO MOJIEKYJT
JTHK, y4acTByioT B KPOCCHHIOBEDE, OTHENSAIOT 9K30HbI U MH-
TPOHBI U T. I

SKH3HeAeATEPHOCT OpraHu3Ma oOyclioBieHa B OCHOB-
HOM (YHKUHOHAIbHON AKTUBHOCTBIO YHUKAIBHBIX [EHOB,
KoTopasi, B CBOIO 04epelib, 3aBUCUT OT COCTOSIHUSI BHYTpPEHHEHU
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cpeibl opraHuMsMa (Hampumep, OT TOPMOHAIBHOro (GoHa) U
YCJIOBHIt OKDYXAIOIEH cpelbl.

- UUTOMJIASMATUHECKASA
HACNERCTBEHHOCTb

Hapsiny ¢ sinepHbIMKH reHaMu, JIOKAJIM30BAHHBIMU B XpO-
MocoMax, oOHapyXeHbl (DaKTOpbl HACIENCTBEHHOCTH, Haxo-
gsiMecss B mMTOmUIasMe. MIX  HasbIBAlOT  miazmozeHamu
(naazmudamu). XMMHMUYECKYIO OCHOBY IUIa3MOT€HOB COCTABJisl-
tor Mosekyiasl JJHK. Kpome toro, IHK conepxar nmaactumsl,
MMTOXOHIPHUM U HEKOTOpPHIE APYrHe opraHouiabl. B uuromnnas-
Me MOTYT HaxomuTbcsl Taioke uyxkepoaHas JHK supycos u

B e

S

wtasmuabl 6axrepuii. BHesnepHas JHK criocoGHa peruimim-
poOBaThcsl HE3ABUCUMO OT pEMUIMKALIUM XpOMOCOM, HO Tmoa. iR

KOHTPOJIEM siIepHBIX TreHoB. LlMTonnasmaruyeckoe Hacieno-
BaHME KJET IO MATEPUHCKON JIUHMH, T. €. YepE3 LUTOILIA3MY
AMUEKIIETKA, TAK KAK CIEPMaTO30U MOYTH HE COAEPXMT ee.
BO3MOXHBIMU  Kpumepusmu LUmMonIa3Mamu4eckoll Hacaeocm-
BEHHOCMU SIBIISIIOTCS:

— OTCYTCTBHE KOJMYECTBEHHOTO MEHAEIEBCKOro paclien-
JIEHHsI B IIOTOMCTBE;

— HEBO3MOXHOCTb BBISIBUTb CUETJIEHUE;

— pa3nyyHbie Pe3yJbTAThl PEUUTIPOKHBIX CKPEIUBAHUIA.

BouiensioT ciaeayoie OCHOBHBIE BUABI HUTOMIA3MATH-
4YeCKOH HACIeNCTBEHHOCTHU: MIACTUIHYIO, MUTOXOHIPUAILHYIO
U [ICEBIOLUTONIA3MATHYECKYIO.

OTKpbITHE MWIACTHAHOH HACIEACTBEHHOCTH MPUHALIEKUT

K. Koppency (1908), omucaBlieMy TECTPOJIMCTHOCTD Y
pacTeHusl «HOYHAsl KpacaBulia». Y NMECTPOJUCTHHIX PacTeHui

4acTb IJIACTH/ He criocoOHa oOpa3oBbiBaTh Xjiopoduwur. Ilna-

CTUABI TNpPU MUTO3¢ pACHpPEleNsIoOTCd MeXNy JOYCPHUMH

KJIeTKaMM HepaBHOMepHO. YacTb KJIETOK IMOJYYAET TOJBKO

HOpMaIbHBIE IIACTUAB (JIUCThS 3€JEHBIE); YaCTh KIETOK IO-

JIy4aeT TOJIBKO aHOMaslbHble IJIacTHAbI (JIUCThS Oeible, Ge3

xinopoduiia, pacreHue norubaer); 4acTh KJIETOK MONYYaeT M

HOpMaJIbHbBIE, U AHOMAJIbHbIE IJIACTUABI (HECTPBIE JUCThS —

feJtble MATHA Ha 3€JIeHbIX TUCTbSIX) (puc. 34).

* MuTOXOHIPHATLHAS HACJEACTBEHHOCTh omnucaHa b. Do-
pyceu (1949). OH o6HapyXui, uTo 0KojI0 1% XJIEOGHBIX NPOX-
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epXaumx
Puc. 34. Cxema pacnpefe/ierist M1aCTUM, COAEpXKALUX nBHTee nge)p
. .XJIOpod)H]UI, TIpYi JeeHMH KIETKH (obGpsiCHEHNE

KIIETKU
«eil JaloT KapjiuKOBbie KOJIOHUH. Oxasanocra,ﬂ;n;)mawﬂb-
i HApA
Wil He MMEIT B MUTOXO
KapJIMKOBBIX KOJIOH pHX AT
CTBUE MyTallUH IUIA3M
HbIX GepMEHTOB BCJIEA 1 noto”
upyloume I
mewieHHo. [eHbl, KOA
My pacTyT OYe€Hb e T THK
TCsi B KOJBLEBBIX M
1e (hepMEHTHI, HAXOUATCH | b K
zaroigﬂpuﬁ liﬂI/IHa KAKIO# TAKOW MOEKYJib r6lpPIM€pH60
: yTO 00BEM COD-
8. Pacuerbl 1okasany,
15 000 map HYKJIEOTHUIO o0
i TOXOHAPUH
i Hoil mMHbopMalMK MU
CTBEHHOW HacJeNCTBEH v P e
eil COBOKYITHOC
nipou3BeleHUs BC
JoCTaToueH st BOC Sl
Muorue 6eiKH BKIOYA
1 OeKOoB OpraHouAd. | YTy
py MUTOXOHApHI, OyLydu 3arporpamMMupoBaHHbIMU snep
MU TeHaMHU. ”
[eHOM MUTOXOHApWH HEIOBCKa NIpeNCTaBICH KonbL(I;B .
monexyioit THK, conepxaueit 16 5692 2nap Hym}i:;im;PHK
ny ,
renst pPHK, pasn
cocTap reHoma BXomAT TPHIL
cyGremHIIIBL 1, 11 u 111 okcuzassl LUTOXpOMA C, CYGT; uﬂem_
bl 6-AT®a3bl, LUUTOXpOMA b U neBATH IHPYIrUX no;ano u
% YyeHb -
MUTOXOHIpHIA UMEET O
BECTHBIX OEJIKOB. OHK ano -
KOMMPYIOIINX Y4aCTKOB; TPaHCKpUOUPYIOTCH oze ne:n; oK.
yTO HEKOTOpbie HAC
AmMerotca JaHHbIE O TOM, e
BoJe3H) uUenoBeKa OOYCIOBICHBI MYTAUMSIMMA MMTOXOHIP
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QTBHBIX I€HOB (MUTOXOHAPWAJbHAS LMTONATHS, Goresns Jle-
Gepa, cMHIpOM AJBMOpTa H Ap.). ’

B umronnasme Gaxrepumii obHapyXeHbl aBTGHOMHO pac-
HONOXEHHBIE NAa3MUOb!, COCTOSINUE U3 KOMBLEBbIX MOJIEKYN
uByxuengqequﬂ IIHK. OHu 06ycnoBayBaoT ycToHYUBOCTD
Dakrepuii K JexapcTBaM (aHTHOHOTHKAM), NpOrpaMMHUpYyIOT
CHHTE3 HEKOTODBIX SINOB (T€MOJNU3MH, 3HTepoTokcuH). Ilnas-
MI/IlIf»I obecneyMBalOT TakKe OOMEH TEHETHYECKOI] m{;popma—
LHeH MEeXAy MHKpoopraHusMamu. BHexpomocoMHble More-
Kynel JHK 1mupoko Hcnonb3yiorcs B reHHoi HHXCHEPUH
TaK KaK OHH CIOCODHBI BKJIIOYATH B cebsl reHeTHYecKuii Ma-’
TEPHUA XPOMOCOM H TIEPEHOCHUTH €ro B APYIUe KIETKH.

IlceBnonmronnasmMaTHyeckas HacHeACTBEHHOCTD obycnoB-
JICHa NONANaHWEM B UMTOILIA3MY KJIETOK YYaCTKOB YyXepoj-
Hoit [IHK, 1. e. cBOEro poma BHYTPHKIETOYHBIM MapasuTH3-
MoM. Tak, y HEeKOTOpBIX JIMHHUI Myx Apo30huI CcyllecTByeT
TIOBBIIEHHAA YYBCTBUTENBHOCTh K YIMIEKHCIOMY Trasy. Ycra-
HOBJIEHO, YTO 3Ta OCOOEHHOCTH OOYC/IOBIEHA nepenal;eﬁ Yye-
PE€3 LUTOILTIA3MY SIi1Ia OCOOBIX BUPYCOB.

Y Mbllle#l ONMUCAHBI JMHUM C <«HACAEICTBEHHOI» npen-
PACIIONIOXEHHOCThIO K DAa3BUTHIO PAaKd MOMOYHON XKEJIe3bl
IIpn metaibHOM H3y4eHHH 9TOro SBRNEHHS YCTAHORIEHO ‘m;
[pEapPacioNioXeHHOCTh NEpeJaeTcsl He Yepe3 MOjIoBble 1’<neT-
KM, @ 4epe3 MOJIOKO, B KOTOPOM CONEPXHTCSt BUpYc ((akTo
MOJIOKa). EcC/iM HOBOPOXIEHHBIX MBIIIAT «PAKOBOfi» nmmg
BCKapMJIMBACT CaMKa <«HOPMATbHOM» JMHHUM, OHU OCTAIOTCH
380pOBbIMHU. Eciu e MBIIaT «HOpMaTbHOIW» JTUHHUH BCKADM-

JIMBAeT CaMKa «paKoBOI» JUHUH, TO Y TOCHEIHUX pasansaﬁ:r-
Cs paK MOJIOYHOM XeJie3bl.

FEHHAS! UHXEHEPUS

Ha ocHoBaHuu mocTixeHuii MOJIEKYJIIpPHOH OHOJIOrUHM
OUOXUMHUY U TEHETUKH B MOCIEIHUE AECATHICTUS HHTCHCI/IB:
HO Da3BUBACTCSl HOBOE HANPaBAEHUE B TEHETUKE — reHHas
HIXKEHEPUs, 1IETbI0 KOTOPOH SBISIETCS KOHCTPYMPOBaHUE re-
HETUYECKUX CTPYKTYP MO 3apaHee HAMEYEHHOMY IUIaHy, CO3-
HaHue OpraHM3MOB C HOBON TIeHeTUYEcKoil nporpaMMO;?l ny-

TEM MepeHoca ICHETUYECKOH MHGpOPMaLUK U3 oxHOro opra-
HU3Ma B IPYIO#.
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MeTonpl TfeHHON MHXeHepuyu ObuiM paspaboTaHbl B 60—
70-x romax Hamero crojeTusi. OHHM BKIIOYAIOT CIEAYIOUIHE
OCHOBHblE 3Manbi.

— monydeHMe TEeHETHYECKOro Marepuaia (BBIAENIEHHE
MPUPOIHBIX TEHOB WIM MX CUHTE3);

— BKJIIOYEHUE BTUX TeHOB B ABTOHOMHO PEIUIMLUPYIO-
LLYIOCS TEHETHHECKYIO CTPYKTYPY (BEKTOPHYIHO MONEKYNY)
cosnanue pekombunantHoit JHK;

— BBeieHMe pekoMOHHaHTHbIX Mosiekyn JHK B knerky-
PELMITMEHT M BKIIOYCHHUE €€ B XPOMOCOMHBIil annapar;

— otbop TpaHCchOPMUPOBAHHBIX KIETOK, B TEHOM KOTO-
PBIX BKJTIOUEH TIEPEHOCHMBIH IEH.

B Hacrosiiee BpeMsl NMPUMEHSIOT HECKOJBKO crocoboB
To/ydeHus TeHOB [Uisl nepecanku. Ecau moaHOoCTbio pacuind-
pOBaHA MOCIENOBATENBHOCTD HYKIEOTHHAOB, TO IEH MOXET
GbITH CHHTE3MPOBAH XMMUYECKMM MyTeM. BriepBhie MCKYCCT-
penHBIil ren ananuHosoit TPHK, cocrosumit u3 77 HyxJeo-
THIOB, GBI CHHTE3UPOBAH HHIHHICKUM YYEHBIM I'. Kopana
(1970). B 1976 r. GbUT CHHTE3MPOBAH TeH tnposuHoBoit TPHK,
COCTOSILLMI U3 CTPYKTYPHOH H PEryasaTopHON yacreii (rmpomo-
TOp X TEPMUHATOP), KOTOPBIH NMpPH BBENCHHU B OakTepuaib-
HYIO KJIETKY HOPMIbHO (QYHKLUHMOHHPOBAIL. OnHako Xumuye-
CKVM CIIOcOGOM YAaeTcsi CHHTE3MPOBATh TOJbKO HeGosbilue
IO pasMepy FeHbl NPOKApHOT.

CHHTE3 CIOXHBIX TEHOB OCYLIECTBISIOT C MOMOLIBIO MpO-
11lecCOB OOPaTHO# TPaHCKPUILIUM, B OCHOBE KOTOPBIX JIEXHUT
MeToll (pepMEHTATUBHOTO CHHTE3a. Bbuiensior uPHK, u Ha
Helf, KaKk Ha Marpulie, ¢ TNOMOIUbI0 (EpPMEHTa pesepmasbl
(06paTHOil TPaHCKPUIITa3bl) CUHTE3UPYETCSl KOMILIEMEHTAp-
wast eit Huth JAHK, KOTOpYIO 3aTeM peruIMuupyloT (MojyyanT
KOMILTEMEHTapHYI0 Lenouky). [eHbl, CHHTe3MpOBaHHbIE ¢ 10~
MOILUBIO PEBEPTa3bl, HE NMEIOT PETYJIATOPHON 4acTu U fpoMo-
TOpa W BCAEACTBUE 3TOTO HE MOIYT QYHKIMOHUPOBATH B XKH-
BOTHBIX KJIeTKax. [1py nmepeHoce B OaKTepHI0 K CTPYKTYPHBIM
reHaM MPUCOEIMHAIOT POMOTOP MUKPOOHOIH KIETKH, Tocie
Yero TPAaHCKPUITOH HauMHAeT paboTars.

B 1974 r. ObIM OTKPbITHI (GEPMEHTBI pecmpuKmasel, Cro-
COGHBIE Y3HABATh OMNPEAENEHHbIE MOCNe10BaTeILHOCTH HYK-
JTEOTMAOB M J€NaTb CMMMETPHUYHBIE, PACIIONOXEHHBIE HaWC-
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§ 3

KOCb IpPYT OT Apyra paspsl-

MAATTY Bol B uemnsix JJHK na pas-
HBIX PacCTOSIHUAX OT II€H-
3 UTTAA|T g Tpa y3HaBaHus. B pesyip-

TaTeé HAa KOHLAX KaXIoro
5 3 dbparmenTa pacuiernieHHoR
JHK obpasyrorcsi Koport-

AATTY
/ KM€ ONHOLENOYeHYHbIE YYa-
Sunive 7 XoHLyi» CTKM, Ha3bIBaeMble «IUNKU-
mu Konyamuw» (puc. 35). K
UTTAA HACTOSIIEMY BPEMEHU BbI-
3 5 npeneHo cBeime 200 pas-

JIMYHBIX PECTPUKTA3, pas-
puiBatoinx Monexynst JHK
C pasHOH nocjenoBareib-
HOCTBIO HyKJeoTHaoB. Mc-
MOJb3Ysl Pa3IMUYHBIE PECTPUKTA3bI, YIAETCS BBLIEIATh HEOOXO-
IOUMBIE IJISl TIepecalikv reHbl.

[TonyyeHHbIE pAa3TUYHBIMU CITOCODAMU TeHBI COEIUHAIOT-
CSl C BEKMOPHBIMU MOAEKYAaMI, KOTOPBIMHU Yallle CJIYXaT Iuia3-
Muabl Oakrepuii. Kpome miasMmul, B KauecTBe BeKTopa HC-
nonp3yroTcsi ¢aru W Bupycsl. OHM NEpPealoT TeHETHYECKYIO
MHGOPMaLIMIO TTOCPEICTBOM TpaHcayKiuu. Kosbliesass Mone-
kyia JAHK rmrasmuael paspbiBaeTcs TOH Xe€ PECTPUKTA3OM,
4ro M BbLIENsAEMBbId reH. B obnacti paspwiBa obpasyrorcs
JIMMKUE KOHi. , KOMIUIEMEHTApHbIE JUNKUM KOHLIAM Iiepeca-
xuBaeMoro reHa. MepMeHT Jurasa CIIMBAET JIUIIKUE KOHIIbI
reHa u ruiasmMuabl. [lomywaercsi pekoMGUHAHTHAs MoJeKyna
JAHK, kotopas obnazaer cnocoGHOCTHIO IIPOHUKATh B KJIET-
Ky-peuunueHT. KoMOMHUPYS pasiuyHbIe pecTpUKTa3bl U JIH-
rasel, MoXHO paspesarb HuTh JJHK B pasHbix Mecrax u moiy-
4yaTh peKOMOWHAHTHBIE MOJIEKY/BI (puc. 36).

Tak kak pexomOuHHpoBaHHBle Monekynabl JHK nomaxa-
10T HE BO BCE KJIETKH, TO C IOMOIIbIO CIIELMATIBbHBIX METOIO0B
(4aue Bcero Ha CeNEeKTUBHBIX MUTATEBHBIX Cpenax) MPOBOIAT
oTbop TpaHCHOPMHUPOBAHHBIX KJIETOK (C [EpPEHECEHHBIM Ie-
HoM). B nanpHeiilieM NpoBoAsiT KIOHMPOBAHUE — pPa3MHO-
XeHue KIeTok ¢ pekomouHantHoi JHK — u nonyqaior kioH
KJIETOK C 3aaHHBLIMKA CBOMCTBAMMU.

Puc. 35. CxeMa neHCTBHS peCTPUKTA3
(obGBSICHEHHUE B TEKCTE)
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;qmau [HK Gaxrepun
Baeaexne pexoMGUHaHTHOR
nana3mugsi 8 E.coli

Nnasmuaa

UyepoaHbli TeH

PeCTPUKLHOHHAR
3Hgouymeasa

Pacwennexnan
nnasMuaa

Puc. 36. Cxema BCTpaHBaHMA TeHa B IUTa3MUAY ¥ BBENEHUsl pekoMbu-
HAHTHOM TU1a3MHIB! B GakTepHio (06BACHEHHE B TEKCTE)

MetogaMi T€HHOM HMHXEHEPUHU B NPOMBILIUICEHHBIX Mac-
1Tabax MOIyYyeHbl KIIOHBI KJIETOK KMILIEYHOH MATO4YKH, CIO-
coBHBlE MPOAYLIMPOBATH COMATOTPONUH U uHCyIuH. OGBIYHO
STH Tpenaparbl IOMYy4aloT W3 COOTBETCTBYIOIIMX XENe3 XH-
BOTHBIX. JIpeMMYyLIECTBO MPENaparos, MOJyYeHHBIX METOAAMHU
FEHHOI MHXEHEPUH, 3aKJII0YAETCA B BO3MOXHOCTA UX CUHTE-
3a B JOCTATOYHBIX KOJIMYECTBAX, B OHOXMMUYECKOH MX YUCTO-
Te ¥ A0COMIOTHOM CTEPWIBHOCTH.

[eHHass WHXeHepUss — MHTEHCHBHO pa3BuBatollcecs Ha-
MpapleHUe TEHETHKU. YXe CO3[aHbl PacTEeHM, CHOCOOHBbIE
ycBauBarb arMocgepHblii a30T, MHUKPOOPraHW3MbI, paspy-
HIalolIMe yrIeBoaoponbl HeTH M CUHTE3MPYIOLME M3 HUX
nuleBble 6eKu, paspadoraHbl METOAbI BHECEHUsI TEHOB I1a-
TOTEHHBIX BUPYCOB B OaKTepHajbHble KJIETKU KW MPUTOTOBJIE-
HMS M3 CHHTE3MPOBAHHBIX MMM O€JKOB MPOTHBOBUPYCHBIX
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CBIBOPOTOK, TIPOXOIAT KIMHUYECKME MCIBITAHUSA MeETO
JICYCHUA HEKOTOPBIX OmyXojedl (HampuMep, paka MoJoy m:l
XKeI€e3bl), UMMYHOAEPHULIUTHBIX COCTOSHMI n 3H314M0nam;0"
OCHOBE KOTOPBIX JIEXHT I€HHas HHXeHepusi. B Gynyuiem [‘f;l-:
Hast MHXEHEPHS ITIOMOXET YeJIOBEYECTBY M30ABHUTHCH OT D
HACIEICTBEHHBIX 3a00/IEBAHMIL MyTEM MeEpecaaKy B 3a op -
HEIOCTAIOUIMX TEHOB MJIM 3aMEHBI MYTAHTHBIX T€HOB pomt
B Hacrosiiee Bpems HakamaupaioTcs KHOHMi)onaHHble
TCHBI YEIOBEKA, HEKOTOPBIX XUBOTHBIX U PACTEHMUIA, T
JaroTcst 6aHKH TEHOB. oo

OGbennHEHNe Yy XepOAHBIX TEHOB B OXHOMN KIIeTKe YypeBa-

TO
ONACHBIMU NOCHEACTBUSIMHU. HJI23MH,£[bl CITOCOGHBI COCou-

:;Id’ll;‘b(:ﬂ B JIOOBIX KOMOMHALIMSAX HE3aBUCHMO OT BMIOBBIX M
pmﬂgﬁgﬁggzgmgén GapbepoB. KOHCTpyMpoBaHWe HOBBIX
€3HETBOPHBIX 0aKrepuif, yCTOKYMBBIX K
JICKapCTBEHHBIM IIpENapaTaM, MOXET IIPUBECTH K BO3HUKH
BCHHWIO CEpPBE3HBIX anuaemuit. B 1973 r. 6buia nponene:r);

e {
PBas MEXAYHAapOIHas KOHQEPEHLNS 10 MpPeAYNPexXIeHUI0 - |

g:;ilﬂzz(nnocnencmgﬁ FeHHOI MHXeHepuH. OUbITH Ha BpeMs
ATIPELLEHDI. 1975 1. P. Kepruc nonyumn -
IICYHOU NANOYKHM, HEXU3HECTOCOOHBIH B CZ:CCTB%Z:::& Kl:-
JIOBUAX B CBSI3H C HAapylIEHHEM CHHTE3a OOOJIOYKH. Besoan-
Hast UIsl YETOBEKA M XXKUBOTHBIX OAKTEPUSI MOXET XHTb TOJIBK
B J1a6OPaTOPHBIX YCJIOBHUSAX. DTO MO3BOIIIO BO300HOBU .
OMNBITHL 110 TEHHOW WMHXeHepuu. Takue ucciefoBaHus 1 08(1:
OSTCH B CIICI.[I/I&{I]:HBIX JrabopaTopusx, cTporo u3onnposal:mmx
OT OKDYXaIOUIEH CPeAbl, ¢ 0043aTebHBIM COOTIONEHUEM O
peRENEeHHBIX MEp 0€30MacHOCTH. .
Bynymee renHoit nnxexepuu 6asupyerca Ha'clenyio
JOCTUXEHHUSAX MOJIEKYISIPHOUI GUOOTHU: Yo
cr[eu]/[(b; :;n;f(zmblo XMMHYECKUX MYTAr¢éHOB MOXHO BbI3bIBATH
CKHE MyTALHMH B ONIPEIENCHHBIX T€HHbIX JIOKYCaXx;
b0 — JOKa3aHa BO3MOXHOCTb TEPEHOCA [eHEeTHYECKOL n;{—
b PI:Mauuu HETIONIOBBIM NMYTEM U Y 9YKapHOT (TpaHcdopmarus
TPAHCAYKUUA), YTO TMO3BOJUT MPOBOAUTH TEHHYIO
NMI0 COMAaTUYECKUX 3a00IEBAHUIA; Yo epa
— He(eKTHbIE T€HBI MOXHO 3aAMEHHTb, UCIIOJIb3YsA B K
YECTBE [TEPEHOCYUKOB TEHOMBI BUPYCOB; -
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— B I'€HOM YeJOBEKA MOXHO BKJIIOYUTbH MCKYCCTBCHHO
CHHTE3MPOBAaHHBIC TEHBIL.

TlepcnekTHBBI TeHHOH TEpanHH YEJIOBCKA. Heobxonumo
pasnuyaTh ABE PA3HBIE LETH FeHHOM Tepanmuu — KOPPEKUUIO
reHeTHueckux AedeKTOB B COMATMYECKUX KIIETKAaX M KOPpEK-
LIMIO B 32POABIIIEBBIX KIETKAX WA HA CaMBIX PAHHUX CTALMAX
Pa3BUTUS 3UTOTHL.

B HacTosililee BpeMsl €IMHCTBEHHBIMH KJIETKaMH 4€J0BC-
Ka, KOTOpbie MOXHO MCTIOIb30BaTh JUIsl MEpPEHOCa ICHOB, B~
JISTIOTCS  KJIETKM KOCTHOro Mo3ra, HiIH ¢ubpobracTel. ITH
OIETKH MOXHO M3BjeYb U3 OpraHu3Ma, KyJIbTWBUPOBATb, ME-
peHecTH B HUX HYXHbIA TeH W CHOBa BBECTH nauuventy. Hau-
Gosiee MEPCIIEKTMBHBIM SIBJSETCS TEPEHOC ; HYXHBIX TCHOB,
CBA3aHHbIN C WCIONB30BAHUEM DPETPOBUPYCOB. YroObl mnpH-
MEHSTb Ha NPAKTHKE TEHHYIO HWHXEHEPHIO, HeobXoaUMO ObITh
yBEpEHHbIM B €¢ 0e30MacHOCTH. Hanpumep, uesnoBedyecKue
OHKOTEHbI 10 CTPYKTYpe OTYACTH CXOJHBI C PETPOBHPYCAMHU U
[IpU 3apaXeHUH MMM KIETOK BO3MOXHA MX Moauduxkauua U
NpeBpaleHNe B OHKOTEHbI. -

B 3KCIlepMMEHTaxX Ha MbllIax MPOBENeHa IeHHas Tepamms
HA ypOBHE 3apObIILIEBLIX KJICTOK: B OTUIOLOTBOPEHHLIC sifLe-
OIETKY MBblIell KapTUKOoBOil JMHUM BBONMJIM T€Hbl FOPMOHA
pocra Kpbic. Ilps 3TOM 4acTb MOTOMKOB (6 u3 41) mocTnIK
FMraHTCKMX pa3MepoB. OYeBMIHO, YTO BHOBb BCTPOCHHbIC
reHbl HE MOABEPraluCh HOPMAIbHOM PETy/IAluy, TakK KaK HE
yIaBaloCh BHENPUTH UX B MeCTa OOBIYHOM JIOKAIN3ALKWU B
xpomocoMe. BcTpauBaHue NPOUCXOMUT B cAy4aiiHoM HopsiKe
U B HEKOTOPBIX CIIy4yasX 3TO BBI3bIBACT Y MBIIIeH-pely-
MUEHTOB Cepbe3Hble HapyLIeHUs (Mytauuu) paboTbl HOp-
MaIbHBIX TEHOB B Y4acTKax BcrpaupaHusi. [1o MHEHHMIO 60Jb-
LIMHCTBA MEIMIMHCKUX TEHETMKOB, METON IEHHOW Tepanuu
He crenyer B 0603pnMOM OynylueM NPUMEHATb K OTIONOTEO-
PEHHBIM KJIEeTKaM 4e/IOBeKa, TaK KaK OMacHOCTb U3MEHEeHMS
reHeTHYEeCKOM KOHCTUTYLIMH YeToBeKa CIMIIKOM BETHKA.

3 3ak. 1204




MnaBa 4

3AKOHOMEPHOCTH
HACJNIEOOBAHUA

OcHOBHbIE 3aKOHOMEPHOCTH HacJeJOBaHUsI ObUTH OTKPHI-
ol I'. MeHaeneM u chopMmynupoBaHet UM B 1865 r. Dti 3a-
KOoHbI ObL1M nepeoTKpbiTsl B 1900 1. I'. ne ®pusom, K. Kop-
peHcoM U 3. YepMakoM. B panpHeituieM ObUIM ONUCAHBI SIB-
Jenua cuerienusi reHoB (T. Mopran u coast., 1911), pas-
JIUYHBIE BHABI UX B3aUMOAEICTBHSA, OKA3bIBAlOIIWE BIUSHHE
Ha MPOLECCH MepeIavyn U peajn3aluy MPU3HAKOB.

Tunbl HacJ€AOBAaHMSI MPH3HAKOB, KOTOPHIE BBbIAEHAIOT B
HacToglllee BpeMsi, ITOKa3aHbl Ha puc. 37.

3AKOHbI MEHAENSA U YCNIOBUSA UX
NPOSIBJIEHUSA

Tubpudusayus — 3T0 CKpeIUBaHHE 0CO0EH, OTIIMYAIOLINX-
cs1 o reHoruny. CKpellHBaHHE, TIPY KOTOPOM Y POIUTENb-
CKMX oco0eil yYUTHIBAETCS ONHA Napa aIbTEPHATHBHBIX FPH-
3HAKOB, HA3bIBAETCH MOHO2UOPUOHbIM, IBE TIApbl NIPU3HAKOB —
Juzubpudnoim, 6onee YeM IBe Napbl — HoAUUOPUCHBIM.

CkpeilliuBaHUEe XUBOTHBIX M pacTeHUd (rubpuausaius)
[IPOBOIMTCS YENOBEKOM C HE3aMaMSTHBIX BpeMeH, OXHAKO
YCTAHOBUTb 33aKOHOMEPHOCTH TMepelayd HacjaeACTBEHHBIX
NpU3HAKOB He ynasajioch. luGpudonozuneckuii memod I'. MeH-
JieNisl, KOTOPBIiA MO3BOJIMJI €MY BBISIBUTH 3TH 3aKOHOMEpPHOCTH,
HMeEeT CIEYIoLMe OCOOEHHOCTH:

— noabop nap Wi CKpelnBaHUs («4UCTHIE JIMHUU»);

— aHaiu3 HAC/IEAOBAaHUsSI OTIEJBHBIX aJbTePHATHBHBIX
(B3aMMOMCKITIOYAIOIMX) TIPM3HAKOB B DSy NOKOJIEHMIA;

— TOYHBII1 KOMTHUYECTBEHHBII YUET IOTOMKOB € Pa3IMYHOMR
KOMOMHALMeNH TNPU3HAKOB (MCMOJb30BAaHHE MaTeMaTHYECKMX
METO/IOB).

Iepsoiii 3akon Mennaens — 3aKoH eqMHOOOpa3us rHOpH-
JoB TiepBoro nokosieHus. I'. MeHnenb CKpelMBal 4YUCThIE
JUHUM PACTEHMH ropoxa C XEJITHIMH U 3eMeHbIMM CeMeHaMM
(anpTepHATUBHbBIC NMPU3HAKHK). Yucmeie AuHUU — 3TO OpPTaHU3-
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r—— HacnenosaHue ———]
r MOHOreHHoe —l nonwurexHoe

£— ayTOCOMH()e ——l rouocomuoe-——-———";

v v

X-cuennexxoe Y-cliefuieHHoe
(cqenneuuenoe € NonoM) (ronaru;\pmecxoe)

' '

AOMHHAHTHOE  peljeccuBHoe

AOMUHAHTHOE peujeccusHoe

Puc. 37. Tumsl Hacje10BaHHsI IPU3HAKOB

Mbl, HE JaiolIUe pacuieniaeHns ITpU CKpeliuBaHNN ¢ TaKUMHU
Xe 1o regorumy, T. €. OHH ABIAIKOTCA TOMO3UTOTHBIMH TIO

NAHHOMY TIPU3HAKY.

[Ipy aHatM3€ Pe3YNbTATOB CKPEILIM- P AA x 2a
BaHUS OKa3aIoCh, YTO BCE TNOTOMKH (ru-
Gpuabl) B MEPBOM IOKONEHUH OJIMHAKO-
Bbl Mo ¢peHoTMNY (BCE PacTeHHs] WMEIH G @
TOPOULIMHBI XKEJITOro [Bera) U 1Mo IeHOTH- . A
1y (reTepO3UTOTHI). TepBbiit 3aKoH MeH- 1

nefisi pOpMYIUpPYETCsl CIENyIOLIHM obpa- )

30M: MpU CKPeususanuu 20MO3USOMHbIX ocobell, anaxzuaupyezvgux
no 00HOl nape aAbMepHaMmueHbsIX NPUHAK08, Habawoaemes edu-
Hoo6pasue 2ubpudoe nepeozo NOKOAEHUR KaK no penomuny, max
’ noﬁiﬁ;ﬁf Zﬁxon Menpens — 32KOH pacilleTUIeHUs. l'IpIUA CKpe-
UIMBaHUM THOPMIOB MEPBOTO IMOKOICHUA MEXIY 5206014 (1. e:
reTepO3UTOTHBIX 0cobeit) nosy4aeTcs creNyIOUIMi pesy/ipTar:
ocobK, COAepXaliue AOMUHAHTHBIM [CH A, MMEIOT XeEJTYI0
OKpACKy CeMsH, a ColepXallne .06a pelecCHBHbIX T€Ha — 3¢-
senyto. CienoBareslbHO, COOT-

HouleHne ocobeil o GEHOTUIY  p (F)  AA x Aa
(oxpacke ceMsIH) — 3:1 (3 yac-

TH C IOMHUHAHTHBIM TpH3HaKoM G @ @ @ @
u 1 4yacTb — C PELECCUBHBIM). E NG
[lo reHotumy. 1 4acTb OCO- 2
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Oeit — XenThie TOMO3UTOTHI (AA), 2 YacTU — XeNTHIE rerepo-
3uroTel (Aa) u 1 yacTp — 3esieHbIe TOMO3HTOTHI (aa). Bropoi
3akoH Menunens ¢opMynupyercs cienyiomum obpa3oM: npu
cKpewjusanuu 2ubpudoé nepeoeo NOKOAeHUs (2emepo3uzomubix
0peanu3Mo8), QHAAUSUPYeMbIX NO OCHOI nape anbmepHAmMuGHbIX
npusnaxos, Habarodaemca pacuwentenue 6 coomuowenuu 3:1 no
genomuny u 1:2:1 no eenomuny.

Anammsupyiomee ckpemmuBanue. [Ipy 3KcriepuMeHTaTbHOIM
U ceJIeKIIMOHHOM paboTe JOBOJIBHO YacTo BO3HHKaeT Heobxo-
OUMOCTb BBISICHUTBH [€HOTHIT OCOOU ¢ MOMMHAHTHBIM NPU3HA-
KoM. I 3TOoro HcciienyeMylo ocolb CKpellIMBAOT ¢ pelec-
CHBHOM romo3uroToifl. Ecin oHa ObUla roMO3HMroTHOM, TO TMO-
PHUIBI TIEPBOTO MOKOJEHUS OYIyT eAMHOOGPA3Hbl — BCE [TOTOM-
Ky Oy#yT ¥MeThb NOMUHAHTHBIM npusHak. Eciau ocobb Gbina
reTepo3UroTHa, TO B PE3YIbTaTe CKPEUIMBAHUSA MPOUCXOIMUT
paclierieHue NMpU3HAKOB Y TTOTOMKOB B COOTHOILIeHUH 1:1:

P AA x aa P Aa x aa
c ®@® ¢ ®BO OO
Fl Aa Fl Aa aa

WHorna (oOblYHO NpH MONYYEHUM YMCTBIX JMHMIA) Npu-
MEHSIIOT 6038PAMHOe CKpeuuganue — CKpelluBaHue MTOTOMKOB
C OOHUM M3 poautesneil. B HekoTopbIx ciyuasx (npu usyye-
HUM CUEIUIEHUSI TE€HOB) TIPOBOMST peyunpoxnoe cKpeujuea-
Hue — CKpELLUBAHUE MEXIY ABYMS POIUTENBCKUMU OCOOSMHU
(nanmpumep, AaBb u aabb), npu kotopoM cHayaia rereposu-
COTHOM fABJSETCS MATEPUHCKAsl OCOOb, a PELIECCUBHON — OT=

LIOBCKasl, a 3aTeM — HaoOopoT (cKpewuBaHue P : AaBb X

aabb u P : aabb X AaBb).

Tpernii 3akon Menmeas — 3aKoH He3aBMCHMOIo KOMOMHHU-
poBaHMA INPU3HAKOB. U3yyuB HacienoBaHWe OIHOI napsl aji-
nenelt, MeHIeNb pPEWIMN TIPOCACNWTh HACIENOBAHME [BYX
NPU3HAKOB ONHOBpeMeHHO. C 3TOM HENbI0 OH HMCIOIb30BAN
FOMO3HTOTHBIE PACTEHHS TOpOXa, OTIMYAIOIHECH [0 JBYM
fapaM albTEPHATUBHBIX MPU3HAKOB. CEMEHA XENThle [aIKHe
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M 3eneHble MoplLUMHHUCTEIE. B pe- P AABB x aabb
3y/IbTaT€ TAKOTO CKpELIUBAHUA B

NEPBOM NOKOJIEHUU OH IOJIYYMI G @
ACTEHMSI C XEJITHIMM [JIAIKUMU

p F, AaBb

ceMeHaMH. DTOT pe3yJNbTar IOKa-
331, 4YTO 3aKOH eAMHOODpa3us
ruOpUIOB TMEPBOTO TOKOJEHWS TPOSIBAsiETCE HE TOJIBKO
[Ip¥ MOHOTMOPUAHOM, HO U NMpPH NMOAUIMOPUAHOM CKpeulnBa-
HHUHM, €CIM poauTeNbckue GOpMbl TOMO3HMIOTHH. 3aTtem
OH CKpecTHJ TMOpuAbI NEPBOTO IOKOJEHUS] MEXIy coboit
(P(F;) AaBb X AaBb). [Ing ananu3a pe3yjbTaToB IOJMTUO-
PMIHOIO CKpellMBaHus OOBIYHO HCMOAB3yloT pewetrky [leH-
Heta:

d Q AB Ab aB ab
AB AABB AABb AaBB AaBb
Ab AABb AADbD AaBb Aabb
aB AaBB AaBb aaBB aaBb
ab AaBb Aabb aaBb aabb

B pesynsrare cBob60OAHOIO KOMOMHUpPOBAHUS FAMET B 3U-
rorax nojy4aioTcd pa3Hble KOMOMHAauuMM reHoB. Jlerko mnon-
CYUTATh, YTO MO (HEHOTUIY MTOTOMCTBO AEJUTCA HAa 4 TPYIIIHL:
9 yacreif pacTeHUI ¢ TOPOILMHAMH XeJNTbIMUA IMagKuMu (A-B-),
3 yacTH — C XEJTBIMH MOPIIMHUCTBIMU (A-bb), 3 yacTn — ¢
3eeHbIMH agxkumu (aaB-) u 1 vacTte — c 3eaeHBIMM MOp-
IIMHUCTBIMU (aabb), T. €. NPOMCXOOUT pacuIEIIEHUE B COOT-
HoweHuu 9:3:3:1, wim (3+1)2. OTcrona MOXHO CIENaTbh Bbl-
BOJ, YTO MPH CKPElIUBAHMHU TETEPO3UTOTHBIX OCOGEN, OTIHU-
YAOIIMXCS 10 HECKOJAbKUM MapaM aJbTepHATUBHBIX MpPU3Ha-
KOB, B IOTOMCTBE HabM0aaeTcs paciueryieHue 1o ¢GeHoTURY B
cooTHouleHuu (3+1)", rae n — 4YuciAO MPU3HAKOB B reTepo-
3UTOTHOM COCTOSHUU. '
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Homﬁlfqezcinuucn %eaym,TaTos CKpCUIMBaHMsl NPUMEHSIIOT ghe-
uu paduxan — KpatKyio

3aMUCh IEeHOTHIA, che-

J}I{izmy}o Ha OCHOBE (eHoTHUMnA. Hanpumep, 3armuce A-}§— 03-

a ;eT, TO €CJIU B FEHOTHUIIE €CThb XOTSA OBl OOMH HOMUHAHT

FEH allIejIM, TO HEe3aBUCUM i )

O OT BTOpPOH amnenu

O -

Hnsnéa NPOSBIISAETCA AOMMHAHTHBIN NpPU3HAK. Yo

o ClIM - NTpOAHANTM3UPOBATh pACLICIUIEHHE 1O KAXIOH M3

P OPU3HAKOB (KENTHIA U 3eieHblii UBET, IJajKasi U Mop-

IIMHHCTAs MOBEPXHOCTD), TO MOMYYHTCS: 9 + 3 XenThix ¥ 3 +.

1
z ;:ﬂg}{mx, coorHouleHue 12:4, unu 3:1. CnexosatenbHo npu
. MOPHIHOM CKpEIUMBAHMM KAXIasi 11apa MPU3HAKOB 1; no
OMCTBE [A€T pacliereH )
Ue HE3aBUCHMO i
Bacrbe AT OT Ipyroil mnapsl.
pe3ybTaToM cay4yaiHor
0 KOMOUHUpO
T€HOB (M COOTBETCTBYIOLL ot €
UX UM IIPU3HAKOB), YT
, YTO MPHUBOOUT K
(PII)ZBE;M BcoquaHnﬂM, KOTOpbIX HE OBUIC Y pOIMTENbCKUX
)Keﬁn,}e m};i[;ga fpuMepe ucxonHble GopMbl ropoxa MMmenn
U 3€/IEHblE MOPIUHUCT
ble CeMeHa, a Bo
© BTO-
EMM TIOKOJICHUH MOJYYEHBI PACTEHUS HE TONBKO C ’coqera}m—
e POIMTETECKUX MPU3HAKOB, HO M C HOBBIMM COYETAHUS
— XEJITBIMH MOpPUIUHUCTE .
IMU U 3€JIEHBIMU
cemMeHamu. Orclo/1a BbiTe i S
Kaet Tpetui 3akoH M :
CKPEWUBAHUL  20M0O3U20M yertart o
HbIX OpPeAHU3MO8, a
A ,  QHQAUIUPYeMbIX NO
ee) napam arsmepnamu
6HbIX NPU3HAKOS, 8
POM nokosenuu Habarodaem arite s
C He3asucumoe Komoéun
0 upoeamnue ze-
HO8 ﬂananbu% AIAENBHLIX NAP U COOMBEMCMEYIOUUX UM NPUIHAKOE
sI OOBSCHEHUS PE3YNbTA .
TOB CKpEIUMBAHMUS, IT
o , TIPOBeNEH-
«W:mg’.ml)\llli};ienem Ey Barcon (1902) npemnoxun 2unomesy
em». Ee MOXHO cBecTH
K CJI
OCHOBHBIM TOJIOXECHUSIM: Pt ey
e :MZ l;gggnnﬂo)ro OpraHu3Ma TeHbl He rUOpUAN3UPYIOTCS
I0TCS), a HaxoOsTcsl B
y
rosmer HCTOM aJIeJIbHOM CO-
o —B—Cnns AUICTIbHON T1apbl B FaMeTy I0MajaeT ToJbKO OZMH
eICTBUE PACXOXACHUS TOMOJIOTHYHBIX XPOMOCOM i
XpOMaTUA Mpu Meiiose. !
3a
o }1:)(;2:1 Me%nenﬂ HOCAT emamucmuteckui xapaxmep (Bbl
Ha OOJIbIIOM KoOJuyecT 9 :
BE 0ocolel) u 5B
YHUBEPCATBHBIMU, T. €. O At
, T. €. OHM IIPUCYILH BCEM XXUBb
mMaM. Jns npostBneHus oo e
3aKOHOB MeHuens He
o0 -
OmoneHue psana yeaosudr: FONING <o
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— reHbl Pa3HbIX AUIEJbHBIX Map IO/DKHBI HAXONMTHCA B
Pa3HbIX NIAPAX TOMOJIOTHYHBIX XPOMOCOM,

— Mex/y TeHaM# He JOJDKHO OBITb CLEIUICHHs! U B3aUMO-
JeACTBHSA, KpOME TTOIHOTO JOMUHUPOBAHUS;

— JoMXHA GbITh paBHas BEPOSTHOCTb 0DPa3oOBaHMsl TAMET
M 3WTOT PasHOro THMA M paBHas BEPOATHOCTH BBHDKMBAHMS
OpTaHHU3MOB C Pa3sHbIMHM TEHOTUIAMH (He [OMXHO ObITb Je-
TaJIbHBIX T€HOB).

B ocHoBe HE3aBUCHMOIO HAC/ielOBaHMA T€HOB PA3HBIX
AICNBHBIX Tap JEXKUT FeHHbA YpOBEHb OpPraHM3ALMH Ha-
C/IENCTBEHHOTO MaTeprana, 3aKIo4alolHiAC B TOM, YTO IeHBI
OTHOCHTEIHbHO HE3aBUCHMBI - APYT OT Apyra.

OmpioHeHus OT OXUIAEMOro paciliefiesusi 1o 3aKoHaM
Mengens BbI3BIBAIOT AeMaabHble 2EHYL.

Hampumep, MpH CKpeuiusa-

HHAW TeTEPO3MTOTHBIX KapaKysb- P Ww x Ww

ckux oper pacueruienue B F
SN NOIOXIO,

coctaBasier 2:1 (BMecTo oxXwujaae-
moro 3:1). SArHsaTa, rOMO3UIOT-
i ’ F, WWWw Ww ww

Hple MO JIOMUHAHTHOM alIenu
cepoit okpacku (W), HexusHe-
COCOOHBI U TOrumdamoT u3-3a

HeJopasBUTHS pydLa XKeayaKa.
V yeJloBeKa aHAJTOTHYHO HAcIeqyeTcss JOMHHAHTHBIA IeH

OpaxuIakTHINK (KOPOTKHE TOJNCTHIC NaIbLibl). ¥ rerepo3uroT
HaGnionaercst OpaxUIAKTHINSA, a TOMO3MIOTHI MO 3TOMY IEHY
nmoru6aloT Ha paHHUX CTAAUAX 3MOpHOreHesa. V¥V yenopeka
uMeeTcsl red HopMaibHoro remorno6uHa (HbA) u ren cepmo-
suaHo-knerounoit aHemuu (HbS). TereposuroTsi no 3THM
reHaM Xu3HecilocoOHBI, a TOMO3UIOTHL MO HbS norubawoT B
paHHeM JETCKOM BO3pAacTe (reMorIobuH S HE CMOCOOEH CBSfi-
3pIBaTh M MEPEHOCUTH KUCJIOPON).

3aTpyJHEHHs] B MHTEPIPETAlM{ PE3YJbTaToB CKpeilluBa-
HUsi (OTKJIOHEHUS OT 3aKOHOB Mennens) MOXET BbI3BATh U
sBJICHUE naeliomponuu, KOTIA OMH TeH OTBEYaeT 3a NpoABIe-
HUe HEeCKOJbKHX MpU3HAKOB. TaK, Y TOMO3UIOTHBIX CEphIX
KapakyabcKnx oBel reH W IeTepMMHUPYET HE TONbKO CEPYIO
OKpacKy WIepcTH, HO M HEAOpasBUTUC MUAUIEBAPUTENBHOK

morudaror 2 : 1
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CHUCTEMBI H u
. Me .
JIoBeKa Cﬂyxlzafr é’;‘MH IIEMOTPONHOIO NEHCTBUS Tena
[pu cunnpome MaHﬂpomm Mapdana u «ony6eix o y de-
K pasBuTHIO <«nia pdana smenennue oHoro rena i ep.
ﬂe(bopanOBaHHogqbﬂx MATbUEB», NOIBHBAXA Xp gTHBoum
COKOTO CBOAA CToN TPYIHOH KNETKH, aHEBPU3MBI aoy TaJmKa,
noBeka Haﬁmonalo;; Hpnﬁcnﬂnpome «TONyBLIX c@é’p:l; Bbi-
' I oJ1yoas o Ye-
' ?I TIOPOKH pasBUTHS cepaua P CKJIED, NTOMKOCTh KOC-
HOCTR q’epMeHTToI;z :u, BEPOATHO, HaGmoaeTcs Henocra
WIK B OHOI H(; KTUBHBIX B HECKOJIBKHX THIIax o TO‘{:
CHUHIpOoMa Mai) q)aﬂaﬂlﬁgoxo PacnpocTpaneHHoil. B ociﬁi‘é
-BUAVMO :
fe g My, Jie
PEKT pasBUTHS COEIMHUTEILHO ¥;<8H :@rr OMH ¥ TOT Xe

B3AUMOAENCTBUE rEHOB

Otxione
HHE OT 3aKOH
oB Me

HBIE BUIHI B3 o HIENS BBI3BIBAK

HoMHE OB ::roﬂeucmm TeHOB (3a HCKJHO‘ICHHZ -

Ten reHOMHZ)‘mBaanMoneﬁCTBMe TEHOB o6ycno:ngojmoro
HO Ha-

Matepuara, YPOBHSI OpraHusauuu Hacneﬂcmem{o:o

Paznnua

10T B3auMozeil

T€HOB. ACUCTBUSL AJIENBHBIX W HeamlebHLL
' X

Bza "
UMOAENCTBUE annenbHbIX reHos

Bsaumorneiictaue renos o i

POl IHOH anneny u: rpa

Baﬂlﬁé) :o'z:gjl:;p::;npoaaﬂue n annen:}oigiHuHcex’mg;:ggﬁgM”HHpo-

e Hpoﬂmeﬂn;:n;mponannn OIUH reH nomocfmo n

Merensys mesme PYFOTO reHa (BBINOMHAIOTCH 3aKOH0—

DononaD; pu Hanpﬂr;mo— U TEeTEPO3UTOTHI Heomwmmf:I

2 nomooe . Hanpig ef, reH xenruoro LBETA CeMsiH ropo-I

BT T 3 s AR CH 3eleHOI OKpacku, req Kapero

) [Ipu nenoauom nommflpr(j)I:::n;e }; o PacKi

OBaHWUU 7 el

Sonanny )pgzggz;:;t:{rorl{brn TeH HENOJNHOCThHIO iﬁ;;i;‘e:acﬂe_

s MG ccHBH O reHa. ¥V rubpunos HEePBOro I o,
POMEXYTOYHOE Hacienosanue, a B(())Kggz—
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pPOM TOKONCHUH
OfAHAKOBO — 1:2:1.

AYLIMCTOTO TOpOUIKA € Kpac
80€ foKoJeHKe OyaeT UMETh

[pu cKpewinBaH

30BbIMUA HBCTKaMVI) MEXRY CO

Ay4MM COOTHOLIEHHME 1O
MO3HroThl (AA) OynyT UMETb K

TEPO3UTOTHI (Aa) —
(aa) — Oenyto.

pacuiefuieHue 1o deroTUn

y W TeHOTHUNY

Hanpumep, €Cld CKpeCcTHTb pacTeHust
HBIMHM ¥ GenpiMy UBETKaMu, Nep-

pO30BbIE UBETKHU.
¥ TUOPUIOB 11€PBOrO TIOKONCHMS (c po-
Goit BO BTOPOM [OKOJEHUU 10~
denoruny 1:2:1. JIOMUHAHTHBIE TO-
pacHylo OKPacKy LBETKOB, re-

PO30BYIO, a peleccUBHBIC TOMO3UTOTH!

Kpacupie benble PosoBbie  Po30BhIE
LUBETKM  1BETKU LBETKM 1{BETKH
P AA x aa P (F() Aa x Aa

c ® @ ¢ OO

F, Aa — Posossie P AA Aa Aa  aa
1BETKU
Po3soBnie
LBETKH
KpacHsie benpie
LBETKU

HBETKH

e MOXHO OOBACHUTH dozoti eenda. JoMu-

Takoe ABICH
T CUHTE3 KPAacHOro MurmMeH-

HAHTHBI reH (A) JeTepMUHUDPY
Ta, 1ipyd HaIUYUK €ro peLeccyBHOTO aniesd (a) MUIMEHT HE

o6pasyercst (TOMO3MIOTHL ad — Genpic). Y ROMMHAHTHBIX 0~
mosurotr (AA) apa aKTHMBHBIX FeHa HeTepMUHUDPYIOT CHHTE3
GOBIIOrO KOMMUECTBa NUrMEHTa M pacTeHnsi UMET SPKO
OKpalieHHbIE KpacHbIE uBeTKY. TeTepo3UrOThi COACPKAT
TONBKO OIUH akTvBHbI TeH (A), y HHUX BLIpabaTbHIBACTCH
BJIBOE MEHbIlE NUIMEHT], YeM Y JOMHHAHTHbIX TOMO3UIOT, U
OKpacka MX 11BeTKOB fyget GreaHO-KpacHas (po3osasi).

[Ipn CBepXAOMHHHPOBAKMH NOMMHAHTHIH TE€H B [ETEPO3N-
FOTHOM COCTOSIHIU nposigser cebs CUabHee, UeM B rOMO3#~
roTHOM. Y MyXu 1po30QHIbl HMEETCs PEeLIECCUBHbI JTETATB-
Wbl red (a) — TOMO3UTOTHI (aa) rioruGaior. Myxu, TOMO3N-
roTHbIE TIO TeHy A (AA), umeiT HOpPMaIbHYIO KM3HECIoco0-
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HOCTB, a reTeposurotsl (A
e, @ a) XHMBYT NOMbIe U
ommngc:;::Sggsfxe TOMO3HIOTHI. Takge”:?;;? o vox
Mmoo I;I)CTBMSM IIPORYKTOB IeHHOI1 amﬁe oomt
pastonaa 0p BAHHH TEHbl OXHOI aJteny B“HOCTW
, [IMH U3 HUX He Moaasjisger ueﬁ;(;:l o
A npy-

Tpymnmsl Kpos
M yesroBeka
ClefoBaHKeM no ABO-cucreme
e . 06
MHoxeCTBeHH;?ox annened onHoro rexa: JO JXCPJ,I (}%Heﬂbl Ha-
IPYnna KpoBu o6 AUIETN3MA, cM. Huxe). [lpy (pumep
resom JA, T11(B) ym?:f{er{a J%GHCCCHBHMM I‘CHCE’M JO3 T(;?{(A;(O)
— TeHOM Y
OIHOBpEMEHH , a IV(AB) — ;
Tes Cﬂeumpuq%c,l:eueccmﬂbm rex JO pe 1)1 ere pF :(HaMH JA 4 JB
JA OMUHaHTex n”X 6es1koB (aHT”FCHoB) B 3pMT"HpreT CHUH-~
CHHTE3 B 3pUTPO O OTHOLIEHHMIO K reny JO y pouutax. I'en
OTHOUIEHHIO K re::”’;%x aHTureHa A. ley JB ﬂlgf;'epMMHupyeT
Tax aHTUreHa B OY Y IETEDMUHUPYET cuHTes BMHaHTeH 1o
Tax reHos JA y jB Hgospemeﬂuoe o SpHUTpoOLH-
AunB @IV l‘pyrma(:( YCJTO)BJMBaeT HalIuYKe B Hux SpUTpOLH-
0BH).Ta aHTHreH
omasnsior 1 P -1aKnuM obpazo OB
pyr napyra. M, TeHbl JA y JB
KOH(Q{"H"‘HTHMMM, Onm sasores paBHoueHan{m e
HUE UMe
YyeJjioBeka €T MECTO U 1
n U H
CIIOBNeH ;paﬁ HZ”IEL;OBH no cucreme MN P 3Taa‘éieﬂoaaﬂuu y
NBYX ajinesnei ) creMa o6y-
CJIOBIIMBAET H eneit — LM N y
a4y 141 L A r‘ M
(rpynna xposu M)”eaBr;: ”Egouurax esoBeka af{};vl[l:eﬂ()ﬁf}\l'i
B4 N). Onn ’ — aHTHUr a
. OBpeM eHa N
Jeneit obyco &?r HBCHHoe NPUCYTCTBHE B FeHoT”I(Il;py"na Kpo-
reHoB M u N AT HaMYue B 3puUTpoLy obeux air-
CBoeob (rpynita kposu MN) Tax 0bOMX aHTH-
Pa3Hble BH :
6101310 YTPHALIE bHb]
TCHA B € B3auMozeii
BEHHBIMH Haabfg:;iﬂx MHONMCeCmeenHbix axme/z:; HT\,TIB“H Ha-
Csl ale, - HOXeCT-
nOHy,IIﬂu“” 6 JIN, KOTOpbje
oniee uyem npecTagse
OHu Bo ABYMs  an Hbl B
3HUKAIOT B CIbHBIMU ¢
PE3yAbTaT OCTOSHUSIMU
OIHOTO U TO € MHOrokpar .
ro xe jnokyca HOro MYTHpoBa
MHMO J10MHU XpOMOCOMBI. B HUS
HaHT - B 3THX C.
HOro M peueccuBHoro reHoB (rilﬂyqaﬂx no-
OABNSIOTCS
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ellie ¥ TIPOMEXYTOUHBIE AJLICTH, KOTOpbie MO OTHOWIEHUIO K
JOMWUHAHTHOMY BENYT cebsi KaK pelieccHBHbIE, @ MO OTHOMIE-
HUIO K PpeLecCHBHOMY — KaK JOMHHAHTHBIE. Y KpOJIMKOB
CILiOUIHAs TeMHAsi OKpacKa 1epeTh 06ycioBneHa JOMUHAHT-
HbIM TeHOM A, XUBOTHBIC C Gesioif 1IepCTbio — [OMO3UIOTHI
peneccuBHBIE (aa). CriowHas cepas okpacka (IIMHUIWILIO-
past) TpOABJSETCSA Y FOMO3MTOTHBIX OPFaHM3MOB IO TEHY ach,
4 ruMmanaiickas (OcHOBHas MacThb Gemasi, @ KOHUMKH yieu,
namn, XBocta M HOCca oxpalieHbl) — Y TOMO3UIOT ah. Ten A
OMWHAHTEH 10 OTHOIWIEHHIO KO BCceEM aUIENAM, TEH ach pe-
{lecciBeH MO OTHOLIEHUIO K reHy A, HO JOMHHAHTCH IO oT-
HolLeHUIo K reHy al u a; TeH ah perieccUBEH 1O OTHOUICHHMIO
K TeHaM A ¥ a®h, HO IOMHHAHTEH IO OTHOLIEHWIO K TeHYy a.
Kpatko 310 MOXHO sanuUcarb  CAeayloluM obpa3oM:

A>ach>ah>a.
K pasHOBUAHOCTSM BHYTpPHUAJLIEIBHOTO B3aUMOJEHCTBUSA
eHOB OTHOCHTCSI M aJl1elbHOe HCKJIIOUeHHe, Korua y IeTepo-
JUrOTHOTO OpraHu3Ma B OIHMX KIeTKax aKTHBHA OJlHA AJUIC]ib,
a B ApYrMX — Jpyras. Hampumep, y uenoBeka H MJIEKOTIH -
KIeTKa CMHTE3UPYeT TOJIBKO

TAIOIIAX KXKIAs 1a3MaTHIecKast
onHy (cBoOr0) 1UeMb MMMYHOL100y/IMHOB (anturen). Hdpyrum

[IpUMEPOM AJIENLHOTO MCKIIOUEHMs SIBIAETCS MHAKTHBALIMS
OIHOM M3 HBYX X-XpOMOCOM Y weHckoro opranusma. Ciy-
qaiHblil XapakTep WHAKTUBALMK PUBOLMT K BBIK/IIOYCHUIO

3 QYHKUMA B OIHUX KJIETKaX mare
APYyTUX — OTLIOBCKOM.

BaaumoaeﬁcraueHeannenbuux reHoB

BsauMozeiicTBie TEHOB pasHbiX
woov. PasmuualoT criefyroume ero BU/IBIL

Mmexcaniend
SMUCcTa3, NOJUMEPUIO

MEHTApHOCTb,

[1py KOMILIEMEHTAPHOCTH
ByX JIOMWHAHTHBIX (pelieccuBHBIX) TEHOB U3 P
HbIX Tap TPWBONMT K MOSBICHAIO HOBOTO 1T

PUHCKO} X-XpOMOCOMBL, B

auiesied  Ha3bIBAETCs
KOMILIE-
1 «3(pPEKT MONTOKEHUA.

TIPUCYTCTBUE B OJHOM T€HOTUIIC
A3HbIX AJIC]b-

pusHaka. Tak,
ACTOrO ropoitika ¢ 0enbiMit

npu CKpelnBaHnu ABYX pac ayul
yMelone KpacHo-Guose-

LBETKAMU floiy4arorcs Wl6lellbI,
TOBbBIE LIBETKUI
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Benpre

UBeTKH liif:(l; V MJIEKONHUTAOIIMX M YENIOBEKA JUIS 3alUThl OT BUPYCOB
. P AAbb BripabarbiBaercst creibuyeckuii 6enok wHTepdepoH. Ero
X aaBB CHHTE3 B OpraHu3Me 4Yejopeka OOYCJIOBJIEH KOMILUIEMEHTap-
G HBIM B3aUMOJEHCTBUEM [OBYX HEAINCIbHBIX [€HOB, JIOKAIU3O0-
BAHHBIX B pa3HBIX XpoMocoMax (OIHH — BO BTODOH, .BTO-
Fi AaBb v poit — B MATOH XpOMOCOME).
KpaCHO‘(bHOJIeToB leMOrnoOHH 4€I0BEKA COIAEPXMT 4YEThipe TMOJUNEeNnTUI-
LBeTky bie Hble HEIMM, KAXIAasl U3 KOTOPbIX KOAUPYETCS OTACAbHBIM HE3a-
BUCHMEIM reHoM. ClenoBaTeNbHO, B CUHTE3€ TeMOIIOOMHA

VYaCTBYIOT 4 KOMIJIEMEHTAPHBIX TEHA.

Ipu anmcraze TOMUHAHTHEBIN (peUeCCUBHBII) TeH U3 OA-
HO#l aieNbHOW Mapbl TONABISET OEHCTBUE NOMMHAHTHOIO
B (peueccUBHOrO) T€HA U3 IPYroi ajulenpHON mapsl. 31O gBiIE-
UpYeTcs renop A (o (D)), cunres KOTon HUE TIPOTUBOMOJIOXHO KoMmruteMeHtapHocT. [Tonapnsioluuit

H a reH HasbiBaeTcst cynpeccopom (MHrUOUTOpOM). Y Kyp JIOMH-
HaHTHBHIA TeH C AeTepMUHUpYeT CMHTE3 MUTMEeHTd, a JOMU-
HaHTHas ajUleNh APYroro reHa I aBasieTcs €ro Cynmpeccopom, u
Kyphl ¢ reHorurnoM C-1- umeror 6enoe onepeHue.

Y yenoBeka onucaH «6oMbelickuii peHoMeH» B HacJen0-
BaHUM rpyrnn Kposu no ABO-cucreme. Y XeHIIUHBI, TTOJTY- ‘
yuBuel or Matepy aeab JB, dpeHoTunuyecky onpenensiach

npeBpanyaer,
€5 B Beuiecry Poxurejs g
0 B elecr
r:HTa D)), Ho BEliecTBo B pe (ectp aKTUBHas dbopma B0 1(0) rpynna xposu. [lpu nmeTanpHOM HCCiEIOBaHUM OBUIO
K HeTr aktupyo P€Bpantaercy g IUTMeHT :;),; YCTAHOBJIEHO, YTO AeiicTBhe reHa JB (cuHTes B spurpoumrax
b

aHTureHa B) ObL10 MONABIEHO peAKMM PELECCUBHBIM IE€HOM,

» HO Her rey KOTOPBI{ B TOMO3WUTOTHOM COCTOSAHMH OKaswl 3nucraruye-

n j ”
PerecTBe HHY Ky ACTEPMUHUpyer CHHTE3 erg CKoe JIeHCTBUE.
B mposiBEHMH HEKOTOPBIX HAaC/EeNCTBEHHbIX OGosesHel

obMeHa BeliecTB (pepMeHTONATHI1) OCHOBHYIO pOJb UIpPaeT
3MUCTATUYECKOE B3aMMOACHCTBHE [EHOB, KOroa HaIU4YUe WU
OTCYTCTBUE IIPOAYKTOB PEANU3ALMU ORZHOTO I'€HA MPENATCTBY-
€T 06pasoBaHnio aKTUBHBIX QEPMEHTOB, KOAUPYEMbBIX IPYTUM

Ba, PMabH
3 B oo (337 PSITIE Ontry
Mt D, dAE- 11 deg gyt 2% HePB. Moz ¢ peppni it Tap YORIABION TPOTAIEHC 04O i Toro K& AN
fi HOTHIIg- -
® VAT Ty, e ka. ITonumepHbie reHbl NMpUHATO 0003HaYarh OJHOW OyKBON
1 o, Pic. 33 ¢ JnaTuHekoro andasuTa ¢ UMGPOBBIMU MHAEKCAMH, HallpHMEp
A —yp g — 7 npnx;g‘:n‘;f:maeucmm reHog AjAjAAsaiay 1 1. . [lpusHaku, OeTepMUHUPYEMBbIE TOMU-
(osb,,cﬂem::f‘&*x;u MEpPHBIMU [eHAMH, Ha3bIBAIOTCSl HoaueeHHbimu. Takum obpa-
) 30M HAacCJelyloTCs MHOTME KOJWYECTBEHHBIE U HEKOTOpbIe

76 )

? : 717




KayecTBeHHbIe ITPU3HAKKM Y XHMBOTHBIX M YEJNOBEKA: pPOCT,
Macca Teja, BeJMYUMHA apTepHaibHOIO NAaBIE€HHUS, LBET KOXHU
u 1ap. CreneHb MPOSIBAEHUS 3TUX MPUIHAKOB 3aBHCUT OT KO-
JIMYecTBa AOMUHAHTHBIX '€HOB B I'eHOTHUIIE (4eM uX Oojblue,
TeM CUJIbHee BBIPAKEH IMPU3HAK) U B 3HAYUTENBHOM Mepe OT
BJIMSHUA YClAOBUH cpedbl. Y 4YeTOBeKa MOXET HAaOIOLaThCs
NIPeAPacIIOOKEHHOCTh K PAa3NUYHbIM 3a00J€BAHUAM: TUIIEP-
TOHUYECKOU OONE3HU, OXUPEHUIO, caxapHoMy nuadeTy, wwiu-
s3oppeHdd u ap. JaHHbie NpPU3HAKK MPH ONAroNpPUSITHBIX
YCIOBUSX CPelbl MOTYT ¥ HE FIPOSIBUTHCS WIM OBITH C1abOBBI-
PaXEHHbBIMM. DTO OTINYAET TOJNUICHHO-HACTEIyeMbie IIpU-
3HAKKA OT MOHOTEHHBIX. 3MeHsiqa ycnoBust cpeabl U IpoBOIst
npodHIaKTHYECKHE MEPOTIPUATHS, MOXHO 3HAYUTENIHHO CHHU-
3UTh YACTOTY U CTeIteHb BBHIPAXEHHOCTA HEKOTOPBIX MYJIBTH-
(dakTopransHbIX 3abojeBaHuii. CyMMHpPOBaHHE «I03» ITONH-
MEpPHBIX I'€HOB (addumueHoe Oelicméue) W BIHMSHUE CpEIbI
obecrieYyuBaloT CyLIECTBOBAaHUE HEINMpPEPbIBHBIX PSAIOB KOJUYE-
CTBEHHBIX u3MeHeHui. [TUrMeHTalusa KoXH y 4elnoBeKa oOli-
penensercd TMATHIO WIA IIECThIO IOJMMEPHBIMU T[eHAMMU.
Y KkopeHHBIX XHUTeael AbpUKM MpeodnaganT JOMUHAHTHBIE
anjenay, y IpejcTaBUTeNe eBpONCOMIHON pachl — peleccuB-
Hble. MymaTthl MMEIOT NPOMEXYTOYHYIO NMUIMEHTALMIO U SiB-
asitotest rereposuroraMu. [Ipu BerymieHun B 6pak MynaToB
BO3MOXHO POXACHUE KaK O€ibiX, TAK ¥ TEMHOKOXHUX HETEH.
MuyHUMaNbpHOE KOJMMYECTBO [OJUMEDPHBIX TEHOB, NPH KOTO-
pPOM TpOSIBISICTCSt NIPU3HAK, HA3bIBACTCHA HOPO2OGbIM Shihek-
mom.

IMon <«3¢pdexTOoM nONOKEHHN» T[OHHUMAIOT B3aUMHOE
BJIMSIHUE TeHOB PasHbIX ajllesiel, 3aHUMAIOILUX ONH3IexKale
JIOKYChI OHOi{T XpoMOCOMbI. OHO MNpPOSIBNAETCS B U3MEHEHUU
ux GYHKIUOHATBHONR aKTUBHOCTU. Pesyc-rnprHHAWIEXHOCTD
YeJIOBCKA OMpenensieTcss TpeMsl TeHaMy, PaclioJOXEHHbIMU B
OIHOI XpOMOCOME Ha OJIM3KOM pacCTOSHUM (TECHO CUEIUIeH-
HbiMU). Kaxablii M3 HMX MMEET NOMHUHAHTHYIO U PeLEecCHUB-
Hyto autenu (C,D,E u c,d,e). Opranusmel ¢ HaGopoMm reHOB
CDE/cDe u CDe/cDE reHetuyecku wnentuunsl (oOmmuit
fanaHc reHoB oaWHakoBbii). ONHAKO y JIML ¢ epBoil KOMOU-
Hauuel revoB oOpasyeTrcst MHOTO aHTUreHa E u mano auture-
Ha C, a y aul co BTopoit KoMOMHauuMeil amieneil — Haobo-
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. Onun3Koe
— C. BeposTHO,
¥ MHOro “ 0 oe
}ItlacEannenbxo C (mepBbId cy4ail) CHIX
CTh nocnenﬂeﬁ.

poT, Majo AHTUTE
cocelCTBO ajuienn

(byHKuI/IOHaJIbHy}O AKTUBHO!
ED.OBAHVIE

chn

CU.EﬂI\EHHOE HA -
wer B 1908 T oDHApYXWIA mmo::{io
GuHUpOBAHUA [IpU3HAKOB COTIA 0
1911—1912 IT. T. Mopran
reqoB — COBMECT-

y. CoTTOH U p. len

uug oT cBOOOAHOr0 KOM

saKoHy MeHnens. B

TpeTbeMy apjieHue cuenienss
eHue.
g Onncanyrllbl redos M3 noxosneHus B MOKOJ

durax ¢ yieToM IBYX
pIiiA M yepHbId LBET
Tipu CKpelBaH1A
HOpMaJIbHBIMHU
1 KpbUIb-
g, ocobu

Hoi1 mepenaiu rpyn o
OnbITH pOBOAMTUCH Ha Myxax Ip

— cep
nap anpTepHaTUBHBIX [IpU3HAKOB ‘
tejia, HOpMAIBHEIC 1 KOpOTKHE KpBUIbA

’

e [epBOTO TOKONEHN
MM TIOJYH

en V3HaKM.
KOTOPOTO umenu Jo p

¢ ocobsMH € yepHBIM TEJI
eHO eInHOOoOpasH
MUHaHTHBI

P BBVV x bbvv

c ® ©

F BbVv

yepHOE TENO
HOpMAJIbHbIC KpbUIbS

KOpOTKYIC Kpbmbﬂ

-
g git 1 noxoine P
ura I']AGPIAJIOB [oKoneHus1 Mo
CHEHMI TEHOT ‘ e ec
H I[pO;:;I aHaJImupy}omee CerH.l]/IBaHPIereT(e)H . KrpT IVIIH
rpa i CCUBHYIO I‘OMOS“I‘OTHY\O CAaMKY (e) u}lgﬂ Hue.])() NTrOTHBIM
ZMelI.OM 3aTeM npoBell peuunpomtoe cKpely a
C s

ap P BV X bbw

c®®OY

bbvv

(1) P bbow X BbVv

« ® OO

F, BbVv bbvv
50% 50%

F, BbW Bbvwv bbVv
41,5% 8,5% 8,5% 41,5%
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25% 25% 25% 25%
PB b
G B B

000

Puc. 3
9. Cxema ¢BoboaHoro KOMOGUHUpOBanyy re
(obbsicHeHue TeKcTe) nor

v

MOXHO nosicHutg Cxemoit (puc. 39)
Hpu neppoym CKPelMBanuy (]
z‘)OHbKO ABYX deHoTHmnop (0 50%)
H TMpuen g BbIBOLY, YTO rey

(I) Mopray nonyyunr myx
C NpHU3HaKamy poouresei;,
bI, ACTEPMUHUPY IO e nBer

Onna us
Napel romonoryy
roma i HbIX XpoMocom cq
IX reHa (BV), a apyrasy — 2 peueccnamf;:p()gl:; ]g
o lipouecce mefiosg OIHa x;;o—
5 R MOCOMa (¢ renamy BV) nomna-

:c?:{oggpasoM, Y nurerepoay-
: o OpraHusma obpasyer-
HE YeThipe, a rtompko Ba

Tana ramer, y NOTOMKM Gyayr '
UMETb Takoe xe coyeranye
gpmﬂaxoa, UTO U poaureny
’ . AaHHOM cyyae cuemreﬂné

Pic. 40. Cxema 06, . T e

TaMET NPH NofHoM g;a;;l;a;{lﬁzu ToB Bpﬂ or0 expenmrt
(o6bsicHenpe 5 Texcre) an 65[?1?)1)(2)? oo
HapyxeHo Hapy-

.

X<
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vis Vs vEe vl v v

Puc. 41. CxeMma o6pa3oBaHMsi raMeT Npy KPOCCUHIoBEpe
(o6bAICHEHHE B TEKCTE)

HleHWe TOJHOro cueryieHus reHos. Eciu B3g9Thb AUreTepo3u-
FOTHYIO CAMKY MYXH APO30QUIBI U CKPECTHTb €€ C PeLecCUB-
HbIM CaMlOM, TO Mojy4yaercss 4 pasHOBUAHOCTU (DEHOTUIIOB
110TOMKOB: 41,5% c cepbiM TE€AOM M IJIMHHBIMU KPBUIbSIMU,
41,5% c 4epHBIM TEJIOM U KOPOTKMMM KpbUibsiMu ¥ 1o 8,5%
ruOpuIHbIX HOPM — C CEPbIM TEJIOM M KOPOTKUMMU KPbUIbSIMU
M C YepHBIM TEJOM M [UIMHHBIMH KpbUIbSIMH. B 3TOM ciyuae
ClieTUIEHUE OKAa3bIBAETCS HEMOMHBIM, T. €. POUCXOQUT Tiepe-
KOMOMHAUMs TeHOB, JIOKATM30BAHHBIX B ONHOIH XPOMOCOME.
9T0 OOBICHSETCA KPOCCUH206epOM — ODMEHOM yyacTKaMH
I'OMOJIOTHYHBIX XPOMOCOM B TIPOLECCE UX KOHBI02AYUU B YIPO-
(paze meiiosa I. Kaxmas U3 XpoMaTHa NMONanaeT B OTACIbHYIO
ramery. OGpasyercsi 4 THIa raMeT, HO B OTJIMYHE OT CBOOOX-
HOTO KOMOWHUPOBAHUSI UX MPOLEHTHOE COOTHOLUEHUE Oyaer
jiepaBHbIM, TaK KaK KPOCCHHIOBEP TNPOMCXOIMT HE BCEraa
(puc. 41). Cuna cuenneHdss Mexay reHamu (JacTora Kpoc-
CHUHTOBepa) 3aBUCHUT OT PACCTOSTHUSI MEXAY HUMHU: yeM Oob-
1le PACCTOSTHUE, TEM MEHbIUE CHJABI CLEIJIEHMSI M TeM yalle
MOXET TIPOMCXOAUTH KpoccuHrosep. PaccrosHue mexay re-
HaM¥ ompeensieTcs Mo MPOLEHTY KPOCCHHIoBepa. 3a eUHU-
1ly PACCTOSIHMSI TIPUHHMMAETCS] OfHA Mopeawuda (B yecThb
Moprana), xotopas paBHa 1% KpoccHHroBepa.
[ameTbl, B KOTOpbIE MOMANM XPOMATHIAbI, HE MpETeprneB-
IIHE KPOCCUHIOBEpa, HA3BIBAIOTCS HEKPOCCOBEPHbIMU, WX
obplyHO Oonbiue. ['amMeTsl, B KOTOphie NODAIM XPOMATHUALI,
nipeTepreBiliNe KPOCCUHTOBED, HA3BIBAIOTCA KPOCCOGEPHBIMU,

UX OOBIYHO MEHBLIE.
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Urak, ecnu uccienyemMeie

Hapax o TeHBb! pacrooxe
napax » gl ang:zor:;)er;zgucxonm MUX CcBODOJHOE KI(;I;IGI?IHpHa:;:BMX
i CermﬂBaH”ﬁy 3aKoHY Mennens. Ilpu aﬂaﬁnaj:
PoToNon o maiit MBIl NOyYMM paBHOE KOMMYECTBO
hoenenyontes Lot M COYeTaHUAMM npusHakos. Ecj
e rte [CHEL OKannaoBabe B ONIHOIi fape r0Mo'nor1/1l{I/I
Py OMOCOM 1 Cp gcxoimr KPOCCHHIOBED, MBI TaKxKe no:
o FoeTOMKOB ¢ ;;1 :TJII/[‘{HLIMH COYETAHUAMU TIPU3IHAKOB
KpOCCOBEPHBIX, 0cobeii 6;21;311?:}1{1\;1@;K(;:M5HH3HTHI>IX, PUIV;
FEHBI JIOKAJTU3 i wotorme
e 8l e o
P , TO THOpHUIHbBIE
ki Kx;Kn;Tpo(r;«Ku 6y1}yT HMETH TaKoe xe ?ggé;:lﬂ:e
RPHSHAKOR Hpomxoﬂﬁmeneu. Kpoccunrosep npH o6pa301zae
o mepoexe T y GonblIMHCTBA PacTeHuit U xus i
o a MckLion MEM camula Myxu Iposodunsl u ca o
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ab PAJLICTIBHBIMU Y€PTOYKAMH 0603HAYAIOT OJIHY
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YTO reH
rth; Aﬂn B naxomsrcs B onnoix XpoMocome
, JJOKAJTN30BaHHbIE ,
B OJIHOII
e W XpoMocome
o Jhect B(cmrmex—mo) M COCTaBJIAIOT OnHY epynn’ caommomn
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K b 1o M;)éxcl);y;ﬂbxx XpoMocomax noxanniosziﬂ;e’i:nﬂ '
, 1y cuemnJie ]
POMBHHE | HMS COCTaRBJILIO
10 Koﬂme:ﬁ?mocomm M KOJIMYeCTBO rpynmn cuenTné[ st oo
e Y 11ap XpOMOCOM (MM rannouaHoMm uHm o,
,Hm, Y o Apo30duabl 8 xpomocom — 4 rpyns;l /e
,O e BeKa 46 xpoMocom — 23 IpYINbI cue s
BHBIE MOJOXEH o o
U Xpomo 7 ’
Iy COMHOH TEOpHH H
) rCH(bI I\;Igpraﬂ C coasr., 1911) cromsgres Kpcneu oty
e Onpellalenlzonoxeﬂm B XpoMocoMmax B nnﬂeﬁﬁzﬁew'
e b omtpe. HHBIX JIOKycaxX. AJieibHble TeHpl 33 ror
oK OKYCBl B FTOMOJIOTHYHBIX XpPOMOCOM, T
HBI, pa o
» PACIIOJIOXEHHBIE B ONHOM XpoMocome obpas3
) YIOT

IPYNNy cuernieHus;
Hsl; "HCTIO Tpym
> nc
HOMY Habopy xpomocom. HETICHHS paBHO rarioma-
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Puc. 42. Cxema
renerudeckoit (4)
u uuronoruyecko (B)
KapT XpOMOCOM
(oObsicHEHHE B TEKCTe)

HbBIMU XpOMOCOMaMI/I BO3MOXCEH 00-

CCUHTOBED).
a MpONOPLMOHANEH paccTod-

Aa — eAuHALa pacCTOAHUSA —

e Mexay roMonorny
\vieH aUTe/IbHBIMH TeHamu (Kpo

e [IpoLeHT KPOCCMHIOBEDP
o Mexjy reHamu. 1 Mopranu
papHa 1% KpOCCHHIOBEpA.

3Has pacCTOSHUE MEXIY reHaMyt, MOXHO oc

Ty XpOMOCOMBI.
[enemuueckasd Kapma XpOMOCOMBI MpencTaBseT cobolt

(OTpPEe30K MpsAMOil, HA2 KOTOPOM cxeMaTuyHo o0o03HaveH Iopsi-
JIOK pacrioOXKEHHsI TEHOB 1 yKasaHo paccTosiHue MeXay HH-
wi B Moprauupax. Oua crpoutcs Ha OCHOBE PpE3YJIbTaTOB
AHATU3NPYIOLEro CKpelMBaHus (puc. 42).

[[umonoeuveckas Kapma XpOMOCOMBI TIPE/ICTABIACT co0oif
(potorpaduio UM TOYHBIl PUCYHOK XPOMOCOMBI, Ha KOTOPOM
oTMeuaeTcs IMociel0oBaTebHOCTD pACTIONIOXEHHST TEHOB. Ee
CTPOSIT HA OCHOBE COTIOCTAaBIEHMS pesyJIbTaToB AHATU3NPYIO-
11(er0 CKpEIMBAaHUs 1 XPOMOCOMHBIX nepecrpoek. Hampumep,
¢CIM XPOMOCOMA € IOMMHAHTHBIMU renamy OyeT Iocenosa-
TelibHO TEPATH OTAENbHBIE JIOKYCI (pu BO3IEHCTBUY HA HEE
MyTareHoB), TO B T€TEPO3UTOTE HAYHYT TPOSIBIATBCS peLec-
cupHble mpusHaku. [lopsloK [OSIBJIeHys] TIpU3HAaKoB OyneT
yKa3bIBaTh Ha [10C/IeIOBATEIbHOCTD PACTIONIOXEHNUS TEHOB.

Kapmuposarue XpoMoCoM HeAo6exa CBSI3aHO C OIpejesieH-
HBIMI TPYIHOCTSIMK U NPOM3BOAUTCA C MCHONL30OBAHHEM ME-
TOIOB TMOPUIN3ALME COMATUCCKUX xierok 1 AHK. B Ha-
crosiliee BpeMsl BO MHOTMX CTpaHax paspabarbiBaercsi e1uHast
MeXIyHapoiHas TMporpamma «[eHOM 4enoBeKa», U yXe BBIAC-
HeHA JTOKATM3alusi MHOTHX COTEH I€HOB (oxono 75% reHoma,
1995 r., cM. NIPUIIOKEHUE). JlanbHeiiliee KapTHPOBAHUE XPO-

TPOUTH Kap-
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MOCOM vyenoBeka O
YAET MMETb H
TeJAbHOE, HO € TOJIBKO BaXxXHOE
UOMOHH:K) M:Tgpakmqecxoe 3HAYEHUE: CTaAHeT Bo3M:;3HaBa_
NAKTHKY ¥ Neve :‘103 TCHHOW WHXEHEPUH IIPOBOAUTH HHMM ¢
M€ MHOTMX HACJIENCTBEHHBIX GOJe3He ] podu-

Cnaga 5
M3MEHYUBOCTb

H3menun
BOCTb — CBOJiCT
BO, IIpoO
CTBEHHOCTYU" > [IPOTUBOMNOJIOXHO
o np”!;;{ a3'ro CMOCODHOCTh XXMBBIX CHUCTEM npiolgacnen-
xMTECRO) ';” (Molédlonomqecx(ue, dusmonoruyecku pt;STaTb
OCOOEHHOCT €, Ono-
(puc. 43). Y WHIMBUMAYaTbHOIO pPa3BUTHS
l'eHeTnye
CKas “Hd)OpMau
. ust on
BHTHSI CBOJICT pesensier norex
oTes B onpe E; 1 TIpM3HAKOB OPraHM3Ma, KOTOphIe uuu pas-
c.vxe,zlc'merma;fl NICHHBIX YENIOBUAX cpenst. Onna u Tapea.uusy-
1MO-pasHoMy. lﬁ}ztszaum 3 PA3HAIX ycroBusX "poﬂgzei? .
HELbI, BOCHHTbIBaeMIl:[(::MBMoryT CIYKHTL ONHOAMUEeBbIe GfmayI
a3HBIX Ce i )
TeMmepaTypbr p Mbsix. [leiicTu it
cuamcxuq)'(yiomﬂa YYacTKH Tela ruMaiaicKux K O(jl B
o G, €K BBI3BIBACT MOSIBIEHUE HA HUX Teaﬂ MKOB U
. T o -
Oﬂpeneneuubm?;bﬂo’ HaCJICAYETCSI HE TIOTOBHBIiA npu;:{ <
Crenerty & T peakiiny Ha BO3NEHCTBHS BHELIHE e
HasB CHOTHNUYECKOTO MpPOSIBACHUS fam CPEZIbL.
paobiact A JKcnpeccugHocmelo. OHa 3aBUCHT araona
o H CPEAbl M BIUSIHUSA OPYrHX [EHOB or dakropoy
CTOTa Ipost )
embio. HeHeTpal:]THiHeH”ﬂ TeHa HasbiBaeTcst newempanm
o CeTPAHTI CTb BBIPAKAETCA B NMPOLEHTHOM OT o~
ocoBelt CH, NMEIOUIMX NaHHbIA NpusH e
o MMEIOIMX JaHHbIN TeH aK, K 4ucmy
a3JIMYHAsA CTele '
Hb NEHeTpaH
TEHOB MMee THOCTH M SKcnpe
o O’mromz Oonbluoe 3Hayenue g Meﬂ"uuﬂcl:«:;cuauocm
. r -
Pacnoxoxenul:g:ﬂ HacIeACTBEHHOCTS, Hacneﬂcrseuuaﬂe:em
; OCTb K 3a00JIeBaAHNI0 He 06, pex-
POSIBUTBCH. . A3ATENILHO JOJIKHBI
Deroxon
U — 3TO gBAEH
ue, Xorma
eM (akTopos o » KOTJla NpU3HaK nox nei
POB BHEWIHEH CpeNbl U3MeHsieTcs 1 Komfp;[::cm"-
npy-
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I———— M3MeHUMBOCTL _——-]

nuueckas reHoTUNHYeCcKan
(onpepeneHHan, (HeonpefeneHHas,
WNW HeHacneacTBeHHas) WK HacNeACTBEHHaR)
MyTaumoHHan xoMGuHaTUBHAA

moauduKkatuoHHan

Puc. 43. Knaccmbuxauuﬂ TUTIOB M3MCHYNBOCTH

yHaKM Apyroro reHOTUIa. HanpyMep, MHOTOKPATHBIl NpHEeM

ANKOroJ8 B TeueHUe OepeMEHHOCTH MOXET NpUBECTH K pas-
BUTHIO AIKOTOJBHOW 3MOpromaTiyt — KOMIUIEKCY Hapyule-
lKif pa3BUTHA 3apOabILLa, KOTUPYIOLLEro HEKOTOpbIE HACIEN-
CTBEHHbIE CHHIPOMbBI MHOXECTBEHHBIX HACJEACTBEHHbBIX MO-
POKOB (CUHAPOM Jly6oBuua, 6one3Hb JlayHa # 1p.).

lenoxonus — STO OIMHAKOBOC (HeHOTUITHYECKOE TTPOSIB-
JleHHe MyTaluil pasHbIX MeHOB. [IpyMePOM TeHOKOTIMH MOTYT
CIYXHUTh PasTUYHBIC BUIbI reMopMIMK, KIMHUYECKH TPOAB-
Jsolecss MOHMXKEHHEM CBEPTHIBACMOCTH KpOBM, KOTOpbIE
CBSi3aHbI C HEIOCTATOYHOCTHIO BOCHMOIO WJIH neparoro ¢dax-
TOpOB CBEPTHIBAIOLLEH CUCTEMBI (remodunus A u B cootBer-

CTBEHHO).

MOANOUKALIMOHHAS U3MEH4YMBOCTb

MoaupHKaumoHHas H3MEHYMBOCTb — 3TO W3MEHYMBOCTD
(enoruna 6e3 M3MEHCHUS regotna. OHa MPOUCXOAMUT IpH

HEroCpeACTBEHHOM po3aeiicTBUM (HaKTOpoB BHELIHENH Cpenbl
Ha epMeHTaTUBHbBIE PEAKIINH, [IpoTEKAIOLME B OPTAHU3ME, U
HOCUT aJANTHBHbIH (npucnocoﬁmenbubm) xapakrep. Ha-
NPUMED, Y OAHOTO pacTeHHUs BOASHOTO JIIOTHKA JTUCTBSE UMEIOT
pazHOOOpa3HYIO ¢opMy: mon BOAOH — CTpeNoBUIHbIE, HA
rpaHuLEe BOIbl U BO31yXa — pacceyeHHble, Hal BONOH — B
gUe CIUIOUIHOM TUIACTUHKH, MOHO3UTOTHbie ONU3HEUBI MOIYT
ymeTh (heHOTHMMYECKUE PAIINinA, ecJy XVBYT B PasinYHbIX
YCJIOBUSIX CPEHbI. Tak Kak npu MOAMGUKAUMAX HE MPOUCXO~
AWT W3MEHEHUs TeHeTU4ecKoro matepvana, To 3Ta Gopma
U3MEHUMBOCTU SIBJISIETCS HenacienctenHoit. JlapBuH Hasbl-
gan ee OTpeleseHHOM (npencxa:&yen«oﬁ, WIW TPYIIOBO#),
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CKoro Marepuana nox Bn

NOTOMY 4ToO o0co6y OIHO

CyliecTBoBaHmus H3MEHSIOTCS OIHOTUTIHO

HUTETBHO (HanpnMep,
[IPU3HAK u3MeHsieTcy
JINYECTBO MOJIOKA).

KOMBMHATMBHAQ M3MEHHMBOCTb
Kom6unarusnag H3MEHYHB

POMOCOM Y XPOMaTUR npu Mmeljoze: 2)
3) cayvaitgoe
pomuteneit 1 u IV rpy
Ju6o 11, nu6o 1] TDYIHIBL.

P JOJO « jajB

N ONOND

F, JA Jo JB jo

MYTAUUOHHAS N3MEH4Y1BOCTRL

Myranns — ‘
3TO CK&‘{KOOﬁpEBHOC HSMCHCHMe I'eHEeTUYe

! e HAHUEeM 7
sriyTeRIE e 4(I)aKTOpOB BHEUIHEH iy
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ro
BUIa B ONHHAKOBBIX YCI0BUsIX

IMpouecc obpazoBaHMg MyTaUWil HA3bIBAETCS MymazeHe-
wat, a (PAKTOpbl, BBI3HIBAIONINE MYTAUUMU, — MYMAa2eHaMU.
MyTareHbl I€pBOHAYAILHO BO3ACHCTBYIOT Ha reHEeTHYeCKUH
Marepual ocodu, BCIAEACTBHE Yero MOXET U3MEHUThCSl HEeHOo-
11n. 3T0 MOTYT OBITh 9k30Mymazerns: (PaKTOPLI BHEUIHEH cpe-
Nty U sHdomymazeHs: (NMPOAYKTHl MeTabonu3Ma caMoro opra-
HU3MA).

MyrareHHbie aKTOphl MOAPA3ALISIOT HAa ¢U3UUEeCKHUE,
XHMUYECKNE U OHOJIOTHYECKHE.

K ¢usuueckum mymaeenam OTHOCSITCS PasiMyHbIe BUABI
wlydyeHni (NMpeMMYylLIeCTBEHHO HOHU3UPYIOIIMX), TeMIilepa-
rypa, BJIAXHOCTb ¥ Ap. MexaHu3Mbi UX JedcTBus: 1) Hapyiie-
ithe CTPYKTYpbl T€HOB M XpOMOcoM; 2) obpa3oBanue CBOOOA-
11BIX PaIMKaa0B, BCTYHAIOIMUX B XMMHYECKOE B3auMoJelicTBUe
¢ AHK; 3) paspeiBbl HUTEH axpOMaTHHOBOIO BEpETEHA JeJie-
nust; 4) obpasoBaHHe OUMEPOB — COCAMHEHHE MexXay coboit
(«CUIMBKA») COCEOHUX NHUPUMUIMHOBBIX OCHOBAHHH OZHOHU
e JHK (T-T, T-11 ) u np.

K xumuueckum mymazenam OTHOCATCSI: ) NPUPOIHBIE Op-
raHUYECKHe W HeOpraHuyecKue BelliecTBa (HUTPUTHI, HUTpA-
Thi, AIKAIOWABI, TOPMOHBI, (PEpMEHTBI M Jp.); 0) NPOAYKTHI
NIPOMBILIJIEHHON MepepaboTKH TMPUPOSHBIX COEOUHEHMH —
yiist, HeTH; B) CHHTETHUYECKUE BEILeCTBA, paHee HE BCTpe-
qaBUIMECS B Npupone (MecTUIUAB, MHCEKTUIUABI, ITHIIEeBbIE
KOHCEPBAHTHI); B) JIEKApCTBEHHBIE INPENapaTrhl, KOTOpLIE MO-
I'YT BbI3BIBATh Y Y€JOBEKA BPOXAECHHBIC MOPOKY DA3BUTHS (UM-
MYHOCYIPECCAHThI, HEKOTOPbIE aHTHOUOTUKHU, HAPKOTHYECKUE
BCLLIECTBA, CUHTETHYECKUE KOPTHKOCTEPOUIBI W Ap.). XUMHYe-
CKWe MyTareHbl o0yanaiT OONbIION MPOHUKAIIEH crocod-
HOCTBIO, BBHI3BIBAIOT TMPEUMYIECTBEHHO TeHHbIE MYTALMU H
jieiicTByloT B nepuon pernkawvin AHK. Mexanusm ux aeii-
crBust: 1) Ae3aMUHUPOBAHME M ATKWIMPOBAHKE HYKIEOTHIOB;
2) 3aMeHa a30THUCTBIX OCHOBAHWM WX aHanoramu; 3) MHrUOH-
11151 CHHTE3a NpelIlecCTBEHHUKOB HYKJIEMHOBBIX KUCIOT U MIp.

K obuoaoeuneckum mymazenam OTHOCATCS: a) HEBUPYCHBIE
fiapasuTapHble areHTbl (MUKOIUIA3MBbl, OaKTepUH, PUKKETCUM);
0) BUpYCHl (KpAaCHYXH, KOpH, I'PHUIINA); B) NMPOIAYKTH MeTabo-
Au3Ma IapasuToB (TOKCOIUIA3MbI, KOWIAYBETO COCANBIUUKA,
TPUXHHEUIBI). MexaHusm uX OeHcTBUs: 1) HEBHUPYCHbiE H
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BUPYCHBIE areHTHI
— NpUYMHA HHDe
oupych KUMOHHOIO MyTar ;
oui i ;;yu;;r:r TCYCHHE MHUTO3a, BBI3BIBAIOT PA3phIBLI xe};eaa’
xoaﬂﬂHa.pz) THL, BcTpamsaior csow JHK B JHK KI))'I rox
6y,[[l/[TeJIéf;I Ggﬁgnyxlrm KM3HENEATEIBHOCTU NIAPA3UTOB ?BZZK
3HEH JNEHCTBYIOT K re .
Cynon o aK XUMHYECKHE MyTareHsl
oy ngBizl " 2eHbl — 3TO (aKTops! (yae XUMUYECKOH IT ‘
Tmcﬂq, AlOLUME HaCTOTY MYTaUHit B COTHYU -
Amr::fu (r’;anpumep, KOJIXMLIMH, 3THAEHUMUH unpui(;cmm
az ’ '
ymazenst (Hanpumep, AHTHOKCHIAHTBI, cyabphaHu

JIAMHZIBI) CHUXAKOT
4acrory MYTaum”[ o)
. OH
PanMONpOTEKTOPHbIE NMpernaparhl Y UCTIONB3YIOTCS Kak

K/TACCUDUKALIMS MYTALUIA

ITo npuyun
aM, BBI3BABILIUM
MyTaluu
Ha CIOHTA oA .
P omonT: :;::;e M MHOYUMpPOBAaHHBIE. Cnoumaﬂﬂsle ﬂ(cgiqu
e o MYTAUMK NIPOMCXONAT NOA AEHCTBUEM ecTe o
DEHHEX quO;{HbIX $axkTOpoB BHemIHEI] cpednl 6e3 BmeufT-
T BemeCTBeK;I, HaNpuMep, HacaelCTBEHHbIE 60ne3HaI;
odmera | penapa.u“”x Egyll;mnaMn SIBISIOTCS OWMOKK periu
IeucTBUe 11 7 )
o p , epeKuceil U aj -
BeH;{bepm)If:;l:::{ﬁc; y Igi%;aHmMos, Pa3JIUYHbIE BUIIBI el::ﬁ?;
. UUPOBAHHbIE :
HarpasJje 7 iy
¢aK$OpOBHf%c;ro BO3JEUCTBUSL  OMNpeReIeHHbIX Mylr):ra*gngaT
Gaxrop n. K, Bnepsbie B 1925 r. I'. A. Hagcon u I, C :I{)Mx
OII . - . . -
i YAUIH MYTaLUMH y APOXXKel mox feif o
r{)ylomen paguauuu. FrReN Ho-
O MYTUPOBaBLIKM
KJIEeTKAM M
v o | yTauuu noxpas
Ha rase: ;Tt;zcnme (reHepaTuBHEIE) 1 comamqecxrv)xe ﬂ;g;}:rcn
e Hacneﬂcmu ITPOUCXOAAT B MOJOBBIX KJIETKAX nepeﬂafomuﬂ
ermnenc Y TpH MOJOBOM pasMHOXEHUH ,(FCMOCbI/I g
enmueT ypust). Comamuueckue MYTAUMU TIPOUCX o
Comamitie :::3 Kg:ﬂ(ax, NPOSBJIAIOTCA Y caMoii oco(ixcdnl?gazxB
, Oenast npsanb Bojoc .
noit o , OIYXOJIN) U Tie
e ?:;:y TOJIBKO IPU BETETATHBHOM pa3MHo>l<e521;14‘%(”0;I
mensnne m”ﬂie%bssgaﬂmma MyTaluuu ObIBAIOT: om;puqa—
— HeCcoBMecCT
et , UMBIE C XU -
" gﬂxa%morcyrcmue FOJIOBHOTO Mo3ra) u noxzy/ze/;:/zbm o
EKare ﬂl;eH ){(M?.l{uecnocoﬁnocm OpraHusma (Hanb};bte*
YHa); Helimpanshble — CYLE€CTBEHHO He BJTl/lp one
S01LHe
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Hil TIPOLIECCHI KM3HEAEATEIbHOCTH (HanpuMmep, BECHYILKH);
Noa0%cumenshble — TOBBILIAIOLINE KU3HECTIOCOOHOCTD (Ha-
(ipuMep, TOSABIEHUEC yeThipeXKaMepHoro cepaua). [locnenHue
BO3HMKAIOT PenKo, HO UMCIOT Gonplloe 3HaueHue It Mpo-
IPECCUBHOM 3BOIOLMH.

o W3MEHEHHUSIM TEHETHYECKOro marepuaia MyTauuu

1H0pa3jensioT Ha reHoMHbIE, XPOMOCOMHBIE M reHHBIE.

FeHOMHbIE MyTauun

Tenomubie mymayuu oOYCNOBIEHBI HW3MEHEHHUsIMU 4Hucia
wpomocoM. K HuM OTHOCATCA [OJUIIONAMS, ramiouaus M
aneyrionans. AHOMAIMK “MCTa XPOMOCOM MOFYT ObITb BbI-
WaHbl Pa3HbIMU TPUUMHAMHU. Haubonee 4acto TeHOMHBIE
MyTallMM SIBJISIOTCSE CEACTBMEM: 1) HepacxoXIeHUs XpoMO-
coM, KOTIA [BE WM HECKOJNbKO TOMONOIMHHbIX XpOMOCOM
oCTAtoTCsl COeNMHEHHBIMM BMECTE M B aHadasy oTxomar K
oiHoMy TIoTocy; 2) aHagasHOTo OTCTaBaHMil, Korza ojHa Win
HICCKOJIBKO XpOMOCOM B TIpolLecce aHada3HOro MBUXEHUS
oLCTAlOT OT APYTMX. Pexe TpUYMHOM T[EHOMHbIX MyTauui
sIeTCs TOMUIUTIOMIN3ALIUL.

[MoHMIOMAMS — OTO KpaTHOE FaryionIHOMY yBelU4eHUe
ancaa xpomocoM (3n, 4n, 5n, ...). Nonunuonausi, KaK npasu-
10, WCTONb3yeTcsl B CENEKLHH pacTeHUil U MPUBOIUT K MO-
HLLLEHWIO YPOXKAHOCTH. Y MJIEKOTMTAIOWMX 1 4eJI0BeKa 3TO
JICTAbHBIE MyTALIMK.

Tanonpus (1n) — ONMHAPHBIA HAbOp XPOMOCOM, Ha-
upuMep y TpYTHe# muen. YKu3HecnocoOHOCTb TaruIouaoB
ClibKaeTcs, TaK KaK B JAHHOM Ciyyae MpOsB/IAIOTCH BCE pe-
|lCCCHBHBIE TEHBI, COAepXauyecs B €AMHCTBEHHOM YHUCHe.
1isi MIEKONUTAIOWIMX U YeI0BeKa — 3TO jeTaibHasi MyTauus.

Aneynjiouaus — HEKpaTHOE raruIoNaHOMY YMEHbLiIEHHE

JUIM yBEJIMYEHHUE YUcIa XpOMOCOM (2n+1, 2n+2, 2n-1 M T. a.).
PA3HOBUAHOCTH AHEYIIOUINH: a) mpucomus — TPU TOMOJIO-
{$14HblE XPOMOCOMBI B KapHOTHUNE, HATIPUMED np¥ CHHAPOME
JlayHa (TpUcOMHMS TIO 21-#t xpomocome);, 0) moHocomusi — B
1abope ofHa M3 Mapbl rOMOJOTHYHbIX XPOMOCOM, HarpuMep
(pU CUHApPOME [llepeweBckoro—TepHepa (MoHocoMusl X).
MOHOCOMMHU TIO TIEPBbIM KPYTTHBIM TiapaM XpoMOCOM SIBJISIIOT-
col IUTS YesToBeKa JEeTUTbHBIMU MYTALMAMH.
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Hyaucomug
— OTCYTCTBHE mapgi
XpPOM
MyTrauus), y yenoseka HEeHM3BecTHa pomocon

BaaLIl/II/I Bcerna NpOSBNgIOTCY (bCHOTHHH‘IeCKPI
I0TCS LMTOR CHETHYECKUMU MeTtomamu

(netanbHag

H JIETKO 06Hapyxu

Xpomocommbie MyTauumu

Xpomocomuni
€ MyTaumu (aGe
He bpaluy) obycios
HHEM CTPYKTYpBI XpoMocom. Oy Moryt %’m JIEHBI H3Me-
MOCOMHBbIMU Y MEXXpoMocoMHbIMy Tb BHYTpHUXpo-

K BHYTPUXPOMOCOMHBIM

Heneyusn (Hexeamxa) —
Beiensior HEXBaTKH Tepmu
(puc. 44). Heneung npakru

OTCYTCTBUE vyacTy XPOMOCOMBL
:IEUIBHHX M CpemHuX yyacrkop
€CKH 060oit yacTy XpOMocoMm

A
8
Lod
D
E
F
G
Hopma
f\ (ucxogHan $opma)
v }
WUnsepcun Beneuua (HexBarka) Bynnuxayus

[1ec
A
c
| | B B D E A
| A E : {8
/D F F 1| C
|l E G . ] o
] F i | E
G ¢ F
PGAHerO TePM“Haano
.
yJacTxa yuacTxa ° S
e

Puc. pou
MC. 44. Cxema BHYTPUXPOMOCOMH bIX abeppaunii
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Y upumep, neneuus yya-

>
(-]
>

MOXET HApyUIUTh 3M-
OPUOHATLHOE Pa3BUTHE
i TIPOSIBUTHCA MHOXe-
CTBEHHBIMH ~ BPOX/IEH-
biMA TIopokamu. Ha-

O w

¢IKa KOPOTKOTO Tuleya
S it (5p-) XpOMOCOMBI
y uejoBeKka [pUBOAUT
K PA3BUTUIO CUHIpOMA
«KOLIaYbero  KpHKa»
(1ic/IOpa3BUTUE TOPTaHH,
pei3Koe CHMXKEHHUE HWH-

1CJUIEKTA, TIOPOKKU Cepli-
v 1 ap.). TIpu meieuvu TepMUHAIBHBIX y4acTKOB O0OUX [UIeY

\POMOCOMBE (YIATSIOTCS TeJoMepbl) 4acTo HaOMomaercs 3d-
MLIKAHUE OCTaBLICHCA CTPYKTYpbl B KOJIBLIO — OOpasoBaHue
no.161eEbIX XpoMocom (puc. 45).

I G MmO
m

(w

Puc. 45. Cxema popMUpOBaHUS KOABHEBbLIX
XpOMOCOM U (PparMeHTOB

Jynauxayus (TOpUMATbHAS TPUCOMMS) — YABOCHHME ydyd-
/' 1Kd XpOMOCOMBI. TIpHMEpOM MOXET CIyXUTh CUHAPOM TPH-~
cOMUN IO KOPOTKOMY TUIEYY JEBATO! XPOMOCOMBI Y YEJIOBEKA,
HPOSIBIIAIOIMIACA YMCTBEHHOH OTCTaIOCThIO, 3alEPXKKOH poc-
1:1, MukpouedanTue v Ipyru¥Mu ITOPoKaMH.

Hneepcusa — OTPHIB YYacTKa XPOMOCOMBI, TIOBOPOT €ro Ha
I80° u npukperuieHne K mecty orpsisa. [1pu stoMm Habmona-
¢1os HapylleHYe MOpsAKa PacioaoXeHUs: TeHOB.

MeXXpPOMOCOMHBIe TEPECTPOHKH MPOUCXOIIT Me-
A/ly HEFOMOJIOTMYHBIMU XPOMOCOMAMM.

Tpancaoxayus — 370 0OMEH CETMEHTAMM MEXIY HEeroMo-
FOIHYHBIME  XpOMOCOMaMHU. PaznuyaloT peyunpoxubie TpaHc-
fORAIMM, KOTJA JBE XPOMOCOMBI OGMEHMBAIOTCS CETMEHTaMU
(puc. 46); HepeyunpokHsie, KOrIa CETMEHTBI OAHOH XpOMOCO-
Ml (lepeHocSTed Ha apyryio (puc. 47), u pobepmconoscKue,
KO JBE AKPOLEHTPUYECKHE XPOMOCOMBlL COEXMHSIOTCS
ciiMi LIeHTpoMepHBbIMU paiioHamy (puc. 48). WHorma Mo-
AC¢ [IPOUCXOMUTH MOMepedHblid, a He NpPOAOJBHBIM, Kak
OLLIMHO, Pas’PLIB XPOMATHN B OOMACTH LIEHTPOMED; B 3TOM
cyuae obpasyloTes 30XpoMocoMbl (puc. 49), npeacTaBnsio-
e coDoii 3epKanbHOe OTOOpaXKEeHUE ABYX OXMHAKOBLIX I1JIeY

{UMHHBIX HTH KOPOTKHX).
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Puc. 46. Cxema PEUMIMIPOKHON TpaHCIOKaLUK

HcxoaHbie XpomMocoMbl
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Cxema HEPELMNPOKHOM TpaHCIoOKauuu
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Puc. 48. Cxema pobGepTCOHOBCKOI TPaHC/JOKALNK
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Puc. 49. Cxema 06pa3oBaHusl H3OXPOMOCOM
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— 00pa3oBaHUIO

K HOHCEHC-Mymayusm 0

O s, onoB (YAA, VAT, VT'A), He KoId
(TepMUHATOpBI,  OIPENCIAIONIHNE

Hexpatku (yacTuumbie MOHOCOMMM) N AyIAUKaluy (4ac
THYIHBIE TPUCOMMM) BCerna MpPOSBIAIOTCH ¢deHoTHIMYECKH,
TaK KaKk M3MEeHsieTcs] Habop reHoB i Hapyuaerest perynsims
MX AKTHBHOCTH B mipolecce aMBpHoreHesa. HHBepeuu u
TPaHCIOKALMH (DEHOTUITUYECKY NPOSBISIOTCS HE BCerna; oHu
MOIYT ObITh cOATAHCUPOBAHHBIMK, Korna He [IPOHCXONUT HU
YBEIMUCHNSA, HH YMEHBLICHUA I'eHETHYEeCKOFo Marepuaga u

HpPVIUX
«OCCCMBICTEHHBIX»  KOX
PYIIINRX AMMHOKMCJIOTH
OROIUAHKE CUMTHIBAHHSA).

UameneHns GyHKUAOHANbHBIX TEHOB .
Hy-OIe~
DeJioK-perpeccop U3MeHeH U «HE [OAXOOUT» K TeHY
3 -

COXpaHSETCA 0bLMil GanaHe TeHOB B TreHOMe. Mpu unpepcusx
M TPaHCITOKAUMSIX 3ATPYNHSETCS KOHBIOra
XPOMOCOM, YTO MOXET CIYXHTh [
HPENENEeHNsT TeHETHYECKOro Mare
KJIeTKaMy.

XpOMOCOMHbIe a6eppaupm BBIABISIOTCH HATOrEHEeTUYE -

CKHMH METONAMM C MOMOILBIO CleHUabHO] apdepeni-
IPHOM OKPacKU XpoMocoM.

LIUST TOMOJIOTUYHEBIX
PHYMHOK HapyuieHuss pac-
pHaNa MexXny XOoYepHUMH

Fennble MyTaynu

Tennnie (ToukoBbie) MYTaUMM, UK TpaHCTeHaunu, cpsza-
HbIL ¢ UBMEHEHWUSIMM CTPYKTYpHI reHa (Monexynut AHK). Ten-

HbI€ MYTAUMU MOTYT 3aTparuBath Kak CTPYKTYPHbIE, Tak u
bYHKLIMOHaNBHBIE reHEY.

HUsMenenns CTPyKTYpHBIX rexos

«Cosue pamru cyumoisanusy — BCTaBKa WIH BblmageHue
Taphl MM HECKONBKUX 11ap HyKIEOTUIOB. Hanpnmep, wexon-
HBI TIOPSIOK  HyKTeoTHaoB — AIT AUTHTA..., a pocne
BCTaBKM HyKiIeoTuma — AAIT AUTUTA..; B 3aBUCHMOCTH OT

MeCTa BCTaBKW uIU BbIITaIeHUS HYKJI€OTHI0B H3MCHseTCs
MEHbUICEe UMU Gonblee YHCII0 KOLOHOB.

Tpansuyus — 3amena OCHOBAHMH: I
HOBOE WM NUPUMUANHOBOLO
AZ2 T, UE2T; npu srom
POM TNPOU3OLINA TPAH3UIIIA.

Tpanceepcus — 3amena NYPHHOBOIG OCHOBAHUS HA M-
PUMUIMHOBOE MU MHUPUMULHHOBOIO Ha NypHHOBOE, Harnpu-
Mepr A2 I, T &2 T; M3MEHSACTCA TOT KONOH, B KOTOpOM
[MPOM30MUIA TPAHCBEPCHS.

Msmenenns crpykryphpix TeHOB 11
MYmMayuam

YPHHOBOTO Ha Iiypy-
Ha MTUPUMUAMHOBOE, HapUMep:
M3MCHSIETCS TOT KOJIOH, B KOTO-

PUBOAAT K Mucyernc-
—— H3MEHCHUI0 cMbicha KOIOHOB U O6p83OBaHPHO
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pprropy — «KAOY HE

gxooum 6 3AMOYHYIO cxeaa;cuny»(:m;;pg;;
(ypitble TeHBl paboOTAIOT MOCTOAHHO (6em<:‘1,3221<;g:fﬂ 5
] M TPAHCKDHIITOHE, CUHTE3UpPYIOTC o). -
" “.“Fl)}eigox-penpeccop [UIOTHO «npncoenuﬂaf;rm K
—
onepatopy M HE CHUMAeTCA '.PIH,I[yKTOpOPI[\:)[e O o
Jum 43 JGMOUHOU CKBANCUHBLY. crpyx?cl;;)
e paboTaroT (6eNKu HE cnmeaupyn::cuu .u —
[{apywaemes uepedosanue penpecc LU U o,
yiey WHAYKTOpa CrHelndrIecKuyt pyerer.
o e AUIMYAN — He cuHTe3upyercsi. BbrueH Hole
:‘l'llll)l):ﬁlCZI(:HHpa6OTbl TPAHCKPHIITOHOB CBA3AHBI C MyTaiy
l“‘u_pewnm;paayxlxﬂu};riﬂg;igl?:;zg:e cliy4aeB npoanngrogf:;
: reHH;I:ecx);xT 1 SBASIOTCS TIPUYMHON HAPYICHHA Tc:) N;X 2
" ”(*)T'”n(reﬂﬂmx Gose3Heii), Yacrora NpOSBACHHA KO ﬁme_
l\:t::xl;;::mﬂx yenoseka 1—2%. OHy BBUIBIAIOTCH Oroxu
U Meioi?::l“.reﬂﬂblx MyTallii y 4enoBeka Morym(‘) Hiz;x;;
1[1('ng?lzxoflypﬂﬂ, CeprMOBUAHOKNETOYHAs: AaHEMHSA, MU

Juowerna (eM. 1. 10).

7 ENAPALIUA
ycTONYnNBOCTb N P
FEHETUYECKOIO MATEPUAJIA

ro MaTepnaia oﬁecneqnaif};clg:
; J{HOH CTIUPATBIO ;
MIUIONIHBIM HA00POM XPOMOCOM, EBOHHOHT(;;; egmm e
(POXKIEHHOCTDIO (N36BITOYHOCTHIO) rene KO o
11 '
HU:KTOpOM HEKOTOPbIX TEHOB; perapatuyen Hapy
e ﬂHK'mm Hana — O5TO BHYTPUKIIE-
ecKore Marep
Penapa reHeTHd : e
1OSTBIR zpouecc, obecreynBaOyii BOCCTAHORN

YCToHYMBOCTbD TEHETHIECKO!

KTy~
HK. Hapywenus cTpy

e Typbl MOJEKYIbl I

AJLCHHON CTPY yé)[( MOTYT GHITH BH3BAHBI MOBPEXACHUAMH

Phi MOJIEKYJIbI A
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MOJIEKYNBI, C i
CTOH». Paahulﬁ?oBTtho/I;e}z};ZTen B
,’ZCI;{K), penauxamusnyro (B npouecce yABOE
mugHyio (rocie YABOCHHST) penapaipio
Briepsrie BOSMOXHOCTS penapaiyy M
YCTaHOBNeHa B 1948 r. A. Kenbhe
1tepr (1962) onucan oguy o008 1

onexkynsl JHK 6ppr

aKTHBHDYeT thepMeHTyr, paspymaiowne gumeppr

TeMHoBa
1 (3Kkcuuisnon
Hag)
H3yYeHa A. e
Yy A. TeppeHom B 50-¢ rogsr. OHa 3am11())q:ergn B6bma
Ha-

¢parmenTa ¢ y4acTHeM yeThipex
Penapanus nporekaer g 4 CTanuu (puc. 50):

Fay §

1 (&2 &3

Puc. 50. Cxema TEMHOBOJ1

4 5

benapaumuy mone :
1 — nospexnenuas Monekyna JHK, 2 K
BPEXIEHHYIO Iiemn ABK, 3 — ;
y4acTok, 4 — IlHK~nonnmepaaa

5 — nurasa ero “BUIHBaeT»
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1) anOoHyKAeaza «y3HAeT» MOBPEXACHHBbIN yJ4acTOK W psi-
noM ¢ HuM paspeiBaeT HUTh JHK;

2) 9K30HYKAEa3a «BBIPE3ACT» NOBPEXICHHBIH YYaCTOK;

3) JHK-noaumepasa no TPUHLUIY KOMIUIEMEHTAPHOCTH
cunresupyer ¢pparment JHK Ha Mecre paspylieHHOro;

4) aueasa «CUIMBAET» KOHIbI PECUHTE3UPOBAHHOIO yYacT-
i ¢ ocHoBHol HuThio JTHK.

MpyHIMIHATBEHO 10KAa3aHA BO3MOXHOCTB perapaiuy Mo-
nexynsl JHK npu nospexneHuu obeux ee Huteit. [Ipy sToM
widopMauust MoxeT 66T nonyyeHa ¢ u-PHK ¢ nomoumibio
JepMeHTa peBepTashbl.

HapyuieHyie npolieccoB penapaiuy MpuBOAUT K pALy 3a-
GoseBaHuil. Y GONBHBIX nuemeHmuol kcepodepmoli TION NeicT-
HICM COJIHEYHOIO CBETA TOSIBISIIOTCS BECHYILKH, HAOMIONAeT-
¢s pacilipeHMe KAaNnWUISIpOB, OPOTOBEHUE 3MMIAEpMHCa, I10-
piKEHHE 17123, Pa3BUTHE 3JIOKAYECTBEHHBIX OIYXOJEW KOXW.
1pn anemuu Dankonu HAGTIOKAETCS HENOCTATOUHOCTH (PYHK-
1141 KOCTHOrO MO3ra, NMPHBOAALIAS K CHUXEHUIO CONEPXaHUs
1CCX KJIETOK KPOBHM M TMIEPIIUITMEHTALNH.

FEHETUYECKUE KOHLIENLUU
KAHUEPOIrEHE3A

B HacTosiiiee BpeMsl YCTaHOBJIEHO, YTO MpH KaHUepore-
neie — 0OpasoBaHHUM OIYXOJNEH M3MEHEHUs MPOUCXONAT Ha
MOJIEKYJISIPHO-TEHETUYECKOM YPOBHE W 3aTpParuBaloT Mexa-
1113Mbl, OTBEYAIOUINE 32 Pa3MHOXEHHUE, pocT U AuddepeHLu-
POBKY KIE€TOK.

XPOHONOTUYECKH MOXHO BbIAEAUTb HECKOJbKO TEOPHH
{ KOHLENUMI) KaHLepOoreHesa.

MyTtanuonnas konuemms. Brnepsoie T. ne @pus (1901)
BHICKA3AT MPENTIONOXKEHHE O TOM, YTO OIYXOMU — 3TO pe-
ivJIbTAT MyTalluil coMaTtuyeckux kierok. 1. bosepu (1914)
¢YMTal, YTO B OCHOBE KaHIIEPOTeHe3a JieXaT reHOMHBbIE WUJIN
\POMOCOMHbBIE MyTaluy. B ganpHeiileM GbUIO OKA3aHO, YTO
1Hpollecc KaHILEpOreHe3a MOXET MpPOUCXOAUTh 6e3 CTPYKTYp-
HbIX U3MEHEHHI B TeHOME, a OOHApY>X1BAeMbI¢ B OIMYXOJIEBBIX
KJIETKAX XPOMOCOMHbBbIE M T[ESHOMHBIE MYTAlMK SIBIFIOTCA

CHEACTBUEM NEPEPOXKIACHUSA KIIETOK.
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Dnurenomn
as  xonuemmms. IO
A o are ; . . M. Oneno (1967 ‘
A 10 ﬁogﬁx::n? (1972) cyuranu, yro B ocuong npe)lspa’,I
OM KJIeTKH B on .
e E YXOneByw Jnexar i
K)pr CHMSL DETYJISIUMN T€HHOM aKTHBHOCTH. T oo
csllg (GYHKLHOHATBHBIE FeHb o roshena-
d u .
Bnepabzyz(:) ::::Hmecxax Konuermmsa. Enie 8 1911 r. ®. Paye
oyF e oK » UTO BUPYCBI SABASAIOTCS NPUYHHOMN cap.Ko ;
o o O ;féz;l }zc):]z;omeﬂa BUpYyCHas npupoxa HCKOTOp]:Ib):
O30B Y KYp, MBILICIH
abyrux o , e U Kpepic, 6 -
Cqma);l B”J:);}Z?I(a u kpomukos). JI. A. 3uns6ep p(194,142€3161§)
oo byt YHHUBEPCANBHOH NPUYMHOMN 37T0KAYECTBEHHO
e HBI M KAHUEPOTeHBbl CTUMYJIMPYIOT aKTUBHO i
B, reHoM Biiovaerca B JJHK aer
oupyoon, ix KJIeTKU U uU3MeHser
Konuen
(1975 oléq,el;g:: H(;In:oreﬂa. P. Xwo6uep (1969) u TI'. Y. Abenes
S SBwen opraHSTopy}o W TpeThi0 KoHuenuuu. JHK ke
a1 3Ma COOEPXUT 0 : .
X K HKO2eHb B Hea
g)pofoogiposaﬂﬂom) COCTOSIHUHM B ¢hopMme npomoo:IZHBHOM
Mporoor I/Iorem;x MOIYT OBbITb MOJMYYEHBI OT NIpeIKoB oeemée.
paccetil BHTeraTPIBHbIM BUDYCOM U JUIMTEJILHOE B el,w ! o
R © HEAKTHBHOM COCTOSIHUHU. M3MeHenune arcfx»m;I o
Koo aKTI‘GHOB MOXET BBI3BaThb UX MYTalUMs, BHece e 5
ey aK uz:oro NpOMOTOpa BUpyca M T. I 61-m npe}:)%e ;
KOT€HBI, KOTOpbIe 1H res
e JETEPMHUHUDYIOT ¢
P dopmupyrouux 0esKoB, npespamaoumux by
T%(y B OILYXOJIEBYIO. HopHaIByIo
aK KaK OIYyXOJIeBH)
e KJIETKU coxe
- NepXar crneuy
o X ;n::, _OHHM TOABEPraloTCs MUMUHALKK d])g{(z)cxue
i npim O cHCTeMOH. PasButie onyxoseis npong(ra-
! -
Ko KaK p Hono, NpY HapywieHNn OyHKUM 3Toif CI/ICTeMI())
ATBEPXKACHUEM 3TOTO B OMNPENEACHHON Me .
pe

SIBISIETCSL  3HAYUT
€JIbHOE YBEJNHYEH

u .

[IOXHIOM BO3pacTe. € YacToThl omyxojeii B

fnaBa 6

BEWMOJIOrUsa U rEHETUKA NOJIA

ONPEAENEHUE NOJIA, NEPBUYHDBIE U
BTOPUYHBIE NONOBbLIE MPU3HAKH

[lox — 270 COBOKYIIHOCTb Mopdonoruyeckux, ¢Gusno-
HOIHUECKMX, OMOXMMHUYECKHX, MOBEIEHIECKUX 1 JOpYruX HpH-
J11AKOB OpraHM3Ma, oOyCIOBIMBAIOLINX penpoayxuuio. [Ipu-
JIIKY TIONA TPUCYIIHM BCEM XHUBBIM OpTaHU3MaM, naxe Oak-
{CpUM MMEIOT TeHETUMYECKHE H 6HoxMMuYecKre MpU3HAKH

Hora.
anIBHaKH nona ronpasfeyAoTCa Ha ABe Ipynmbl: NEp-

itHble 1 BTOPUYHBIE.

[TeppruHble [10JI0BbIE NPH3HAKH MpeACTaBIeHbl OpraHamMH,
HPHHUMAIOIMMU  HETIOCPEACTBEHHO® yyacTHe B Mpoiieccax
{OCHPOM3BENEHHUA, T. €. B TAMETOTeHE3e M OMIOZOTBOPEHHH.
)10 HApyXHbIe ¥ BHYTPEHHUE TOJIOBLIC opraHbl. OHM 3aKna- '
snaloTesl B 9MOpuoreHese u Gosnee WM MEHES chopMHpOBa-
bl K MOMEHTY TIOSIBJIEHHMsl OPTraHHU3Ma Ha CBET.

Bropuunbie MOJIOBbIE MPH3HAKH HE [IPMHKMAIOT Herocpen-
¢ 'BCHHOTrO YYacTusi B PENpOLYKIHH, HO CrocoBCTBYIOT BCTpe-
¢ ocobeit pasnoro mona. OHU 3aBUCAT OT MepBUYHBIX T1OJIO-
X TTPU3HAKOB, DPA3BUBAIOTCS MO BO3ICICTBYEM [TOJIOBBIX
|OPMOHOB U MOABJAIOTCS y OpraHN3MOB B MEPUOA ITOJIOBOrO
cospeBaHus (y 4enoBeka B 12—15 ner). K takum npusHakam
orHocsTesl 0coBEHHOCTU PasBUTHUA KOCTHO-MBILIIEYHOH CHC-
IUMbl, CTENEHb PAa3BUTHUS HONKOXHOM XUPOBOKW KJIETYaTKU U
HOJIOCSTHOTO TTOKpOBa, TeMbp rouoca, 0CODEHHOCTH MOBEHAe-
18, 0COOBIE Maxyyue Xemespl, MCHUE 1 0COOEHHOCTH OTIepe-
(isl y OTHLL M Ap.

Comaruyeckue . Mpu3Haku ocobei, obycJioB/IEHHbIE T10-
1oM, TIOAPA3IENSIOTCA HA TPY KaTeropuu. 1) orpaHM4YeHHBIE
HOJOM, 2) KOHTPOJIMPYEMbIE MOJIOM U 3) cuenyeHHbIe ¢ MO~
HOBBIMM XPOMOCOMAMHU.

PasBUTHE 02PAHUMEHHbIX HOAOM TIPU3HAKOB O0yCIOBAEHO
|CHAMU, PACTIOIOXKEHHBIMM B dyTocoMax oboux TOJIOB, HO
POABITIOTCA OHM TOJBKO Y ocobeit ogHoro moxa. Hampumep,
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TeHbl THLUEHOCKOCTH UMEIOTCS y KYp U NETYXOB, HO INposBiIA-
I0TCA TOJBKO y Kyp. AHATOrHYHO HaCJIEOyIOTCS TeHbI MOJIOY-
HOCTH y KPYIIHOIO POraToro cKota (nakraums y XKEHIUMH) U
HEKOTOphie Gonesnu (Hampumep, ren TIONArpBl MpOSIBIISIETCS
TOJIBKO Y MYXXYHH M NEHETPAaHTHOCTH ero cocrasnser 20%, a y
KEHIUMH OH BOOOLIE He mposensercs). Takoe SIBJIEHUE 00y-
CJIOR/ICHO BO3NEHCTBUEM COOTBETCTBYIOLIMX TIONOBbIX TOPMOHOB.
PasButue KoKmpoaupyemoix nonom npusHakos obycope-
HO TCHAMM, PACIIONOXEHHBIMH TAKXKE B ayrocoMax o6oux
TIOJIOB, HO CTEMEHb M YacTOTa MX MpPOABIEHUS (3Kcrmpeccus-

HOCTb W TEHETPAHTHOCTb) pasHast y ocoGeit pasHoro moja. |

910 0COGEHHO 3amerHO [IPOABIISIETCA Y IETEPO3UTOT, ¥ KOTO-
PEIX NIPOUCXOIUT CABUT NOMHHAHTHOCTH, Halpumep, reH Hop-
MATbHOTO pocta Bonoc (A) U o6nbICeHUs (@) y yenoseka. Ec-
1 BCTYNAIOT B OpaK [IBE reTeposuroTsl, To MOJTYYHM;

HoMHHaHTHEIE TrOMO3UTOTE! ,

(KeHUIMHBI ¥ MYXUYUHBI) HE JIbI-
celoT. T'oMo3urorsr peueccuB-
HbI€ (KEHILIHHBI MO3Xe, MyX-
YMHBI paHbllie — jbiceioT). [e-
TEPO3UTOTHI: XEHIUMHBI HE JIbI-
CEIOT, MYXYHMHBI JIBICEIOT (He-
CKOJIBKO TO03Xe, YeM TOMO3HUIO-
Tol). W3MeHenwue JOMUHAHTHO-
CTH IreHa oByCIOBIEHO BIMSHU-
€M TOJIOBBIX F'OPMOHOB.

P A x A

¢ OO G0

Q HOpMa oGnbiceHye

¢ HOpPM2 o6ablceHue

FOHOCOMHOE HAC/NIEQOBAHUE

[MpusHaku, passurtue KOTOPBIX 06YCI0BIEHO reHamu,
PacCMONOXEHHBIMH B IIOJOBBIX XpOMOCOMaX, Ha3bIBAIOTCA ciye-
RACKHYIMIL C NOA0EBIMU XPOMOCOMAMU (20HOcoMNoe Hacaedosa-
Hue). X-XpoMocoMa 1o CBOMM Pa3MepaM 3HAYMTENBHO 60Jib-
we Y-xpoMocombl. Y X- u Y-xpomocoM umelorcs roMojo-
THYHBIC YYacTKM, ComepXallhe ajleNbHpie rensl. Ho B X-
XPOMOCOME €CThb TaKXe O6OoJbLION YYacToK, KOTOpOMY Her
TOMOJIOTHYHOTO B Y-XpOMOCOMe. AHATOrHYHELi y4acTok, Ho
SHAYUTCIILHO MEHBLIUM, UMEETCS U B Y-xpomocome (puc. 51).
[pusnaku, paszsurue KOTOPBIX AETEPMUHHUPYIOT reHbl, pacrno-
JIOXCHHBIC B HETOMONIOTUYHOM yYyacTKe X-XpOMOCOMBI, Ha3bl-
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HBIX
've. 51. CxeMa roMOJIOTHYHBIX H Herom:));l:l::q .
‘ Y4aCTKOB NOJIOBBIX XPOMOCOM yeo
(obBsicHEHUE B TeKCTE)
A A

X Y

nojyiom). Taxkux

JeHHBIMH C
wotes  X-cuenaennommi  (cuen 200. Hanpumep,

OnucaHo OKOJIO
HUe U JaJTbTOHMU3M, HOPMJIBHOC

bunnsi, HOPMAIbHBIA POCT 3y00B
a3BUTHE TIOTOBBIX

I1PH3HAKOB JUISL qenoaexae
NOpMaIbHOE 1{BETOBOS 3;;[ 5
BM U T
¢iepThIBAHUE KPO !
i ll1X [1OJIHOE OTCYTCTBUE, HOPMAIbHOE P
.cne3 ¥ Ux arpodus U Ip. ——
KL "L;o:auapuftgcxue npusHaKu nerepmuﬂzlger o,
l{ -
€rOMOJIOTUYHOM Y
ACHOJIOKEHHBIMU B H poteoce-
‘)“Ln(gﬂn NIPOSIBIAIOTCS (PEHOTUTIMYCCKU Tonb;)c:T y)‘/o?)ay);OCTa
T‘M X EHOB ONHCAHO LIeCTb. Hanpumep, rex T p’a pocta
d}fgc B HapyXHbIX CJIyXOBbIX MPOXOJaX 1 Ha 'y
1O,

11X, CPENHMX (baTaHrax Malbles YK U Jp.

TEOPWUM ONPEAEJIEHUS NONA

i eJisieT-
V GONBLIMHCTBA XUBOTHbIX ¥ PaCTeHUH nrcIm”or”lgceﬁeHOBa_
9T CKU B MOMEHT OrutofoTBopeHus. 11p crenons:
L eanmor MHOTHMX XMBOTHBIX ObLIO YCTaHOBJICHO, °
o Kapuomno?aﬂuma Kaxmass XpoMocoMma KMeeT nag:z}o
b ey 0pno pasmepam, MopdoJloruu | conepx; o
(WIEHTHYHYIO CKMX OPraHM3MOB MMEIOTCS JBE HEIl ;;[ e
oty Mx)pble Pe3KO OTJMYAOTCH MO Eennquﬂe,aum
e 1 s JOUEHHOM B HUX FEHETUUYECKOHN uadopM :m/;
‘ll;onor;a?xfﬂ:;ﬂem yccaeI0BaHuy Obllo noxa:g;c:{,ﬁ:;: o
“ SIIOT TOJ O .
ot 1 xpOMoZO;;)x::Mrco?wr;szie):mu eemepoxpomocomamu,b [i
e nOﬂOGbTU:anmx — aymocom. bonpiiyio U3 HenapHm-
Mﬂw:)lzzMOT o?ICuHaKOBylo y MyXCKOro M XXEHCKOro opra
XPOM ,
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MOB
TOHI:K:))603HaunIH X-xpomocomodi, a menp
X Y MYXCKUX OPraHU3MOB, — Y-xpom
POMOCOMHAS Teopus mona K. Keoppe ’

3
PXX x xy uil:;;m;iﬂm B TOM, yTto mon Gymy-
TOMKa OIpeen
SIETCS coYe
. Ta-
G OHEM MTOJIOBBIX XPOMOCOM B MOMeEHT
) (:) (:) Tnonorsopennst.  Ion, umeromui
i o
XX Xy ZINHAKOBbIE TOJOBBIE  XPOMOCOMBI
s

Ha3bIBaIOT EOMOZQMEI?ZHMM, TaK KaK OH

NaeT OIuH
pasHe — seom TUIT raMmer, a u i
pasHe qenOB?I?;awemﬁbm, TaK KaKk OH 06pa’3yeT l;f::oumn
oo o » BCEX MJICKONUTAIOIIHNX, MYXH 1 i,
TS nog XKEHCKUI, a reTeporameTan“f o
. o 1 0aboyek 5 o
g — HaoBopoT: ’

o POT: romor: %
(ZZ), reteporamerHprii — XEHCKMI (Zaxf)iﬂ;/bm e
. Y Ky3He-

YMKOB U CapaHy
H XeHCKuH no
" T U )
ANAHCOBAA Teo
pusa noaa K. b
YEHUH HAC/IENoB - bpumkeca (1922). Mpy -
HORJIEHO, qTOHCa;i{IZ;{ I;(;ma Y MyXH Ipo3oduiel )6BIHI(;HyI(;TglI—
YT UMeTh ]
XpoMocom X pasHpie Habo
KOO TToa 3;(’)‘ X0 (camurt ¢ X0 nmeror ee Hpuil;;anomfoxmx
MOCOMe pee OHH CTEPHIIbHBI, TaK KaK TOMbKO BK“YM )
—— Cnep‘; aaT‘”‘ TEHBI, HeobXomuMble I Hopmax o
Y-xpowmocoma y Tl:;:H%a)- M3 atoro 6bin crenan Bimo; "aro
¥ Iposodub » TO
3HAYEHUA 115 ! HE nMeer cymec
ONPENENIEHNs MYXCKOTO Mo Bb)L,IIIIIl/I n?;;HOro
: €HBI

f)}g g: : HOpMasbHbIE caMKii;
3X: 28— cneproavikn, rmens
KM, runeprpodupo
X 3A gilgixzzro fiona, 6ecnng)m?b1?aﬂm TP
Myxcxorouzr, THIEPTPOGUPOBAHBI MpU3HAKK
2X: 3A — unHrepcekc s oLel
bl, UMEIOT 11

U3
Soenpeckes PU3HAKHM 06oux nosos,

Mon B nanHoM ciiyqae on

ener 7
MOCOMaMH, a OTHOEHEM (6p Hcon) A o oA o

ATaHCOM) YHcna X-XpoMocoM u
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UIyI0, HMEILyIoCS |
0COMOI, i

Hea (1907). Cyrb ee

soigecTBa HabopoB ayToOCOM. Ecau 3T0 OTHOLIECHHE DAaBHO
1.1, pa3BUBaIOTCH HOPMAIbHBIC CaMKH, ecnu 1:2 — pasBuBa-
it HOpMAnbHbIE CaMIIbL. Yem Oonplie B KapyUOTHIIC X-
\OMOCOM, TEM GoJjice BHIPAXEHBI MPHIHAKK XEHCKOro mnoja,
aem Hosble HAG0pOB AyTOCOM, TEM pesue NpOsIBIISIOTCS MpH-
NLIKI MYXCKOTO Moja. IIpu oTHOLIEHWH 1:1,5 (2X:3A) pas-
JNENOTCSE TIPU3HAKU O0OUX IIOJI0B. BeposiTHO, T€HBI, AETEP-
MilITMPYIOLIKE Pa3BUTHE XEHCKOTO nona, y Apo3oGhuibl JIOKa-
11 10BAHBL TIPEUMYILECTBEHHO B X-XpOMOCOME, a MYXCKOIo —
n ayrocomax (3a MUCKITIOUEHHEM TEHOB, PETyIHpPYIOLINX crnep-

MitTOICHE3).

ANGOEPEHLMPOBKA NOJA
B NPOL{ECCE PA3BUTHS

[Tpouecc 1 epeHIMPOBKH NPpU3HAKOB MNoJa CBi3aH C
NepPUOLOM  SMOPHOHANBHOTO passutusi. opmupoBaHKe 3a-
WILULOK TOJIOBOM Xeae3bl, BHYTPEHHHX U HapyXHBbIX TOJIOBBIX
op1AlloB TIPOMCXOAHUT A0 4-ii nenenu smGpuoreHesa. Ha Ha-
wAnLHOM 3TAre OHO obecreynBacTcd ofiHO# X-XpOMOCOMOI,
110)TOMy MIET ONMHAKOBO Y 3MOpMOHOB C XPOMOCOMHBIMH
nabopamu 46,XX; 46,XY; 45,X0 u oMOpHOHBI AHATOMMYECKH
neiiTpaibibl.

JapoblilleBble KIETKH BO3HMKAIOT Y paHHero sMOpHoHa
Je 3ayaTKa MepBUYHONM TOHALBI (nionoBoi cxanku). [lep-
nitiiibie 33pOJIbILIEBbIE KIETKH Y yejjopeKa MOXHO OOHapy-
A1, Ha 3-it Hexene SMOpHOHAIBHOTO pasBUTHA B IKTONCPME
ACITOUHOTO MelIKa. 3aTeM MOl BIMAHUEM xeMoTaKkcuca OHHU
MIIIPUPYIOT B TOJIOBYIO CKIANKY, rae yyacTByloT B 00pa3oBa-
T Henuq;(bepeﬂuuposaﬂnoﬁ roHampl, KoTopas BIIOC/IEACT-
it pa3BUBaeTCA B SMMHUKM WIH CeMEeHHUKH.

OcHoBHas duggeperyuposra 3aKkAa00K B TIOJIOBbIE XEJC3bI
I 110JOBble OpraHbl y 3MOpHOHa ¥ TUIOAA npoucxomut ¢ 4-#
o 12-10 HEAEMI0 BHYTPUYTPOOHOTO pa3BUTHA M1 HA 3TOM 3Ta-
¢ MOJHOCTbIO 3ABUCUT OT BTOpOii TMOJIOBOY  XPOMOCOMBIL.
1IpucyTcTBUe BTOpoOit X-XpOMOCOMBI CTUMYJIUPYET Pa3BUTHE
HepPBUYHBIX TIONOBBIX KJICTOK B OOLMTH Y ONpenenseT pa3Bu-

J11c AMYHUKOB 1 BCeli TIONOBOM CUCTEMBL TTO KEHCKOMY THITY.
Pa3BuTHE TIEPBUYHBIX MOJIOBBIX 32KJIANOK B HafpapiIeHUH
MYKCKOTO TI0jIa OMpeieiseTcs pucyTCTBUEM B Habope Y-
xpomocomsl. Tlpu 3TOM repBUYHbIE MOJIOBBIE KIIETKH Hauu-
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I y 2

OpraHMu3Ma Haxoas
T COEAMHUTENBH
OTKaHHbIE TSSXHU. B
- DHYTpEH-

HHE U HapYyXHbIE
NOJIOBbIE OpPraHbl
cox :
HO OCTaIOTCSI HEAOPA3BUTHIMIL. PAHSIOT XEHCKMI Tum,

BAPUALIMM ONPERENEHUS nona

[Ton opran
H3Ma, KakK H J11060j
OH Mpus
s OPF PHM3HaK, pa3BuBa
T et :;xre:;r;nna, TaK u (baKTOpOB,BHSLUHe;ngeE:fI
HH3MOB cTene :
ol st P Hb BIMSAHUSA T'E€HO
bax ypOHHMXe(L)mr{:M CpeAbl Ha onpeneacHue rojna pa;nnrf{a .
R ep HU3MOB (4eNOBeK, GOMBIINHCTBO Miek o
(o) o T;z) ;;jéﬂmmnM ABIISIETCA TE€HOTUN, a y g orrm-
YEpBH) — hakTOphl BHELIHE] cpeablp')l’"a"x
. Tak, |

y uepBst Bonellia viridi
iridis camxa ot
HOCHTENbHO 6o
blIas, a ca- |

MEU MMEET MUKPOCKONMHYEeCKue

o pasmepsl. On

romer B :To::zr:; {:;yr:x caMKu. JInunnka qeps;x 6:::1::);;1:?

or cryaan oML | }im CaMKH M3 TAKOA JNIUYUHKU 33aBHCUT .

SO o o T Ka, Nasaolas B Boxe, BCTPETUT CBO-

PO g el ecﬂ;yﬂn 3auKcupyercs Ha He#l, oHa npe-
WHorpa (paxr,opbr BHCT et epon

};eHHOé BIIUSAHUE Ha onpezf;jl:riﬁecr? N had

oimoe o1a U y MJIeKo

m", gByzyg::;gnionr:m%o CKOTa npu onHOBpeMeH::;ag?;: .

N Homor IX OIIU3HELOB OBbIYKH POXIAOTCH HO :

TN 60“6 al;l/l HacCTO MHTEPCEKCYaNnbHBIMU. Do 06$—

Toporen 0 mmm;;‘ ! HAM  BBIIENEHUEM MYXCKHX [10JIOBBI
Y 4enoseka onncrnlg :nay*?:; :3[T0p0F0 o 2 X

cormae POABACHUS M

ot (ngﬂggii?xe;&un MTOJIOBBIX XpOMOCOM y))(K)Zszxceb::

g — reHOmeog;(p;{ca, TECTHKYNApHOI  beMunusa-

Oprorenese unmer saknanka éeS;:iH”ngspome a8 om-

Toese , HayMHamor

MOHO;; Oﬂﬂ:sgo;bgge Konuqecmoumyxcxnx nonolxja:;; r;goz

DOLEMTTOD. (oo aI;X 34poabIllied He obpasyercs 6en0§—

BT e CoHE: TCHHAs MyTaLus), KoTopslii obeciie-

Mreony ol OCTb KJIETOK pa3BUBAIOLIMXCS OpraHo

OMy ropmoHy. B cuny sroro pa3ssutue Bng
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MV ACKOMY THIY [pekpauaercst M NpOSIBIAETC

P noTHIL

s voii ceiban, Cenbau KHUBYT HEOOIbIIMMU

9 KEHCKUH

¢ noad MOXHO HaOMoOAaTh y aTIaHTH4e-
cTasgMH, B KaXKIOH

Mell ¥ HECKOJIbBKO CaMoOK. Ecnu
KOTOpOE Bpemsi camas KpyrHas

I lepeonpedeneru

i1 KOTOPBIX MMEETCS OIMH Ca
il morubaer, TO Yepe3 HE

.INMKil TPEBPALLAETCH B camia.
lakum obBpasoMm, GUONOrMUECKOM OCHOBOM W3MEHEHHUA U
ABNAETCS UBHAUANLHAA 2eHeMmu4ecKas

nepeolipeaenenn noJja
06. DTO T0O3BOJISIET UBMEHSATD noji B

O1CCRCVANBHOCTb OP2AHUM
(pOIICCCE OHTOTEHE3a.

GOPMWUPOBAHUE MNONIAY YEJIOBEKA

jiero pedeHKa onpefensercs B MOMEHT oI1010-
opeliud B 3aBUCUMOCTH OT COUETaHUs TIOJIOBBIX XPOMOCOM
(\\ ‘- XEHCKUH OpraHusM, XY — wmyxckoit). Ha ocHoBe

|yecKoii MHGpopMauun co 2-i 1o 12-10 HEOeNII0 3M-
i1 mos — COOTBETCTBEHHO

B TIEpUOL [1OJIOBOrO CO-
(3cTporeHbl) WM

Hon Oynoy

FeHeTE
LpioreHe3a pa3BuBaeTC TOHALHD
WIHMKH WIW CEMEHHUKH. ToHanbt
e tlMg  HAYMHAIOT BBUIEATD XKEHCKHE

\yACKME (aHApOreHbi) TMOJMOBbIE FOPMOHbBL — dopMmupyeTcs
tOpPMOHAIBHBIA TIOJT U COOTBETCTBYIOILIME JKEHCKHE (siiue-
WICTKH) WM MYXCKHE (cnepmam:;omm) raMetrsl — raMer-

\ouii 1o, B 9TO Xe Bpems Onpenensiercs Mopdonornye-
Crotii O — KEHCKUHA WK MYXCKOi (peHOTHIIL. Bce 3t0 —
(i sUKANbHBLE (Mop(poc})uwwzoeuwecxue) AETEPMUHAHTDL 104,
obULHE LIS YeTOoBeKa M GONbIIMHCTBA KNBOTHBIX. Ha ocHoBa-
it MOpPodHH3N0AOTHUECKOro Nojia POM3BOUTCA COOTBET-
« 18yIOlLias 3aMIMCh B JOKyMEHTax (nacnopre) — rpaX1aHCKHi
1Ol (MPOMENCYMOYHAA OemepMuHaHma,).
B ¢opMupoBaHUM MOJA y 1EI0BEKA OrpoMHOE 3HaYeHue
AMCIOT  TAKKE  COUUANBHO-NCUXOA0SUHECKUE OdemepMUHGHMbL
(pie. 52). C paHHero AETCKOTO BO3pAcTa Mbl [0-pasHOMY
HOCUUTHIBAEM MaJlbyMKa M IEBOYKY (noa pocriuranusa). Ha
oclioBe BOCIIMTAHUS Y 4YeJIoBeKa hopMUpPYIOTCSL  COOTBETCT-
Jviellie MOJOBOE CAMOCO3HAHME W 110710Bast poib. B 3aBucu-
MOCTH OT FIOSIOBOTO CAMOCO3HAHUA U [pEeACTABIEHUA O M0JI0-
Boil poNU MPOMCXOAUT BbIOOp TOJIOBOTO TNapTHEpPa; B 0oJib-
jimicTBE ciydaeB 3710 POTHUBOIMONIOKHBIN 110]1 (cemepocekcy-

105




: Xy Fevetwieckmi non Mowmewr
onnogor-
8opeHns

n W r—T\*“H 2129

OHagHLI non AMYHUK Hefienn
2 N amGpiore-
‘:nv . pEma Heaa
g i "*"-i
>
& —— ]
2 4
é IV { augporens: { 1 v
8 OPMOHaNbLHLIA nopy 3CTPOreNs: rnepmn
x
o
8 v Co3peBana
V| myxcon | Mopdomommee ]
Wmmmqecm “)”“ KeHCKRu
E \.
éwg
55,? Hwv
cRE
g

Vil

Vil
Nonogoe
Camocoananue

Coumanso-n,
CUXONoMueckue
AeTepmuranty

D Monosas | —p
Buy
pons g b 6°g°°"°)'anb»oro

Puc. 52 ‘
. Cxema ACTEPMUHUpOBanyg Nona y yenopeka

anusn), unora spiGop

nagaer
1ona (zomoc excyausm). Ha NpencraBureei; OJIHOroO

106

bosbliasgs pojib COUUATBHO-TICUXOJOrUYECKUX HETCPMM-
AN TIOATBEPXNAeTCd  SABICHUSAMU  MpancceKcyaauma W
mpanceecmu3ma, KOraa YejoBeK B TeUeHHe XU3HM BeeT cebsd
LAl NPUHAMTEXKALIUI K ApyroMy fioay (oiexna, NnoBeJeHue U
1 1) M OKedaeT M3MEHUTh noi. [Ins peiieHus Bonpoca uc-
HNIOro nojla U BO3MOXHOCTH TNIPOBEJEHUS COOTBETCTBYIO-
NN 1JIACTUYECKUX OTepalyiii HeoOXOAUMO TIIATENbHOE [eHe-
1HCCKOe W ICUXUATPUYEecKoe 0DCIeIOBAHNE.

AHOMANUN COYETAHUA
MosI0BbLIX XPOMOCOM

fipn HapylieHWH TeYEeHHs] MUTO3a MOIYT OOpa3OBLIBATHCSH
NrobLIMHBIE 0CO0N — eunanopomopghut. CoiepXkaHue MMOJOBBIX
\POMOCOM B pasHBIX KJIETKaX Takux ocobeit MoXxeT ObThb pas-
noe (sozauyHocms). Hanpumep, y Myxu Apo3oduiibl B OJHUX
racikax comepxkarca XX-xpomocombl, a B apyrux — X0, B
ViUl ¢ YeM pasHble YAacTM TeNda MOTYT MMeTb COOTBETCTBYIO-
e NPU3HAKY 11oJa. Y yenoBeKa MOryT ObITh pasdHbie ciiyyau
ao snniama: XX/XXX, XY/XXY, X0/XXX, X0/XXY u np.
V psga OpPraHM3MOB BCTPEYAETCS U 2epmagpodumusm
(oooenioaoems). TepMmagpoauTuaM ObiBaeT UCTUHHBIA M JIOXK-
mair. McTHHHBIR repMapoiaut cnocoOeH NpoayuupoBarTh
HounolleHHbIE MyXCKHE U XEeHCKHEe TIOJIOBbIe KIETKY (Hanpu-
AMep. COCANBUIMKM M JIEHTOYHbIE 4epBH). Ilpu soocnom cep-
wapodumusme HabMIONAETCST HECOOTBETCTBUE TNEPBUYHBIX U
WOPHYHBIX TTOMOBBIX TPU3HAKOB. JIoXHBIE repMadpOnNTH]
e OecriogHbl. Y YenoBeKa BCTpevaercsd, Kak MpaBulio,
(oAbt repMadpoauTH3M. Takux J0jeil MOXHO JIEYMTh,
HCHOJIb3YSL TOPMOHANIBHBIE Mpernaparsl HJIM XUpYypruiyeckoe
HACHIATENIBCTBO, M0CE 005S3aTe/IbHOTO BBISICHEHUS! TeHeTUuYe-
oo [oJsa.
Mpy HOPMANBHOM TEYEHUM Mei03a y XKEHCKOro OpraHm3-
s ofpasyercss OMAH TUIl TAMET, COAEpXalUX X-XpOMOCOMY.
CHHIIKO [IPU HEPACXOXKIEHWH TOJIOBBIX XPOMOCOM MOIyT 00-
psosbiBaThed elte asa tuna ramer — XX u 0 (He comepxa-
s 1IOJOBBIX XpOMOCOM). Y MYXCKOrO opraHu3Ma B HOpMeE
OLPAIYIOTCS BBA COPTA TaMeT, collepXalunx X- U Y-XpoMOoCcoMy.
{Ipit HepacXoXIEHUM MOOBBIX XPOMOCOM BO3MOXHBL BapuU-
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i np. PeHOTHIT MYXCKOH. SKeHCKUit TUI TEIOCJIOXEHNH, )

O, 9 X XX 0 ] LitieKoMacTust. BBICOKMI POCT, OTHOCHTEABHO IUTHHHDBIE L
X = pyku u Horu. Cra0o pasBuT BoJiocsiHOit noxpoB. UHTE- .
XXX X0 WeKT CHIDKeH. BcreacTsue HENOpasBUTHA CEMEHHMKOB )
M Xy XXY Yo 1260 PasBHUTHI NEPBUYHBIC U BTOPUYHEIE [OJIOBBIE MPH- ,

xy XXY " iAKW, HapyLlIeHO TedYeHHe criepmaroreHesa. [lonosbie
0 o Xy* peduiekebl  COXPaHEHBL. Huorna >Q¢eKTUBHO paHHES _
xxe 00 HeyEH e MYXCKAMY [ONOBBIMH TOPMOHAMU. Yem Gonblue "
1 Habope X-XpOMOCOM, TEM 3HAYUTEIbHEE CHUXCH MH- !

I¢J1IJIEKT.

VO u 00 — 3UTOThI HEXM3HECTIOCOOHBI.

xoii opraHusMm. Ero ocobeH-
yTO 00€ MOJOBbIE XPOMOCOMBI

Puc. 53. B
. 33. Bosmoxtnie
KOMOMHALUMH MONOBEIX XPOMOCOM B 31
(obbacHeHue B TEKCTe) ore Henoneka

XY* — HOpMAIbHbIA MYXC

aHTHI FaMeT —
XY u 0. CocraBum Ta6ny
LY BO3MOXHEIX KOM-~ HOCTD 3AKITIOYAETCA B TOM,

OnHaLmit
HOJNIOBBIX XpoM
oc
untes 12) n npoaﬂaﬂianpyg:: B SHroTe y yenogeka (ux momy ol TIOAYYWI OT OTHA.
Ka K1 i - . .
XX — HopMaTbHe 11 Bapuanr (puc. 53). XX' — HOpMaIbHbIH XEHCKNN OPTaHM3M, HO obe noJno-
XXX ; bHBI XEHCKHIT opraHu3m jbIE XPOMOCOMBI TIONYYEHBL OT MATEPH.
— cundpom mpu ) : ,
1:800—1:1000. Kapué’T;”’;‘;‘ X. Yacrora Berpeyaemocty Witorna BO3MOXHBI CIy4an YBEINICHUA konuyectsa Y-Xpo-
MYXEeNOoHO6HbIM Teﬂocﬂn XXX. Xencknii OpraHu3M ¢ wocom: XYY, XXYY u ap. O1u GoJIbHbIE MMEIOT IPU3HAKH
OXeHneM. Henopassuter nepeuy- cunpoma KnaitHdenrepa, BBICOKMIT pOCT (B CPEAHEM 186 c™m)
Moryr 6BITb aHOMATHHU 3y60B U

HbI€ M BTOpUYH
bI€ NOMOBEIE
I , .
Habmogaercs YMCTBEHHAs o pusHaku. B 75% cryyaes it A'pPECCUBHOC fIOBEACHUE.
Hapymena ¢ TCTAIOCTb. Y TakMX Xe wocrioit cuctembl. Tlonosble Kejie3pl pasBUTbl HOPMAIBHO.
YHKIHMSA SUYHUKOB. U HILMH
- ‘lem Gosiblie B Habope Y-xpoMOCOM, TEM 3HayuTeNbHEe CHU-

MOTYT MMeTh v HOTJA Takue xe
30t °Tb peteit. IlosbiueH puck 3a6 B
PEHUEH. A00JIeBAaHUA WU~

oo
Derror Tpet{aeM?cm 1:2000
135 Il XeHckuit. Comaru
3aTb;11<£;5KCM’ KPLUIOBMIIHAY KO
BHH, Hexo ;g::}rh;fd)é }]{‘[PBKOC PACIONIOXEHUE YIIHBIX paKo-
NIPU3HAKOB, MepBUY CPBHUHBIX M BTOPUYHBIX NONOBbIX
10TCH nopo;(u ce Hast aMmenopes. B 15% cnyuaes ume
Ko. Heﬂop&Bmﬁgua u nosek. Hiresinext crpanaer pex-
B¢dexrusro pann AMHUKOB TIPHBOINT K Gecmmompo, v
€€ FOPMOHANBHOE NeyeH AMIO. s .

XY — HopMatbHbiit MYXCKOIi ue. LcnbHBIA 3apsiil (AfiLiexieTKa HeceT I
Kou OpraHu3M. e CﬂCpMaTOZ‘lOY(Hb[, conep)xaume X

XXY u XXXY
Cunopom Knaiingermepa. Yacrora Betpe Y comepxalije CepMaro3ouinl Hae o

yaemoctu |1:400—1: «
u 1:400—1:500. ' Kapuorun — 47, XXY, 48.XXXY RACTKY.

AC11HE UHTEJUIEKTA.

COOTHOLLEHWE NOJNI0B
ye TOoJIOB B MOMEHT ONJIOAO-

| HOPCHUS JOJDKHO 6uiTh OnM3kuM 1:1, TaK KaK BCTpeyad qiue-
L CTKH CO CIEPMATO30MIOM, CONEpXKalUM X- win Y-xpo-
MOCOMY, PaBHOBEPOSATHA. Mpu obcrenopaHnu y 4eroBeKa
obIPYXKEHO, UTO Ha 100 KEHCKHMX 3MroT 00pasyeTcs 140—160
MVAKCKUX  (nepeuynoe CcoomHoulenue noaos). OOBACHUTH 3TO
\OKIO TEM, UTO CIIEPMATO30MIBI, COLEPXKALIME Y-xpomoco-

jlerye, MOIBMXHEE M K TOMY K€ UMEIOT GoJIbLLUMIH OTPHIA-
ONOXUTENBHBIA 3apsi),

Tepuepa (MonocoMus X)
—1:3000. Kaprorun 45.X.
YECKHE MPU3HAKY: pécf
KHAs CKTajka Ha iee (ot

TeopeTMYeCKH COOTHOUIEH

-xpoMocoMy. TlosTomy
[IONOTBOPAIOT sifitle-

1
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K
MOMCHTY poxnenus Ha 100 neBoyek npuxomurcs 103—]

105 MAJIbYNKOB (6mopuuroe COOmHowernue noaog). drto MOXHO
( .,p )

OOBACHUTHL OOJIBbLUEH )KH3HCC]OﬁKOCTb]O XKEHCKHX 3UroT re

O 0 . -

MHU3
HTOTHOCTBIO MYXXCKHUX 3UIOT U YYXEPOIHOCTHIO IS Ma
T~

PHUHCKOro i
OprdHU3Ma MYXCKOH 3Hrotsl (6enkoB MYXCKHX ]

3apo, i
p I,Z_III;IHICI/I, KOOUPYEMBIX IONIaHAPUYECKUMU reHaMH)
BTOPUYHOE COOTHOLUEHHUE ITOJIOB BIMSET p;m' daxkro

poB. Tak, y Monomex xeHmuu (18—20 ser) Ha 100 peBouex

poxzuaercs
i 01226;%{11;{141(0;6 Y TOXWIBIX poxeHuu (38—40
— MaNpYUKOB. Y
e . MepBOPO
IIMH vaiue 6bIBaloT Manbyuku. IMpu HaHHHHHpTOXI()CIdHIS(l(l)IIIi];:

OPraHU3M Yallle poxXIarTcs JA€BOYKHU.

K 1B
mHomeg T%%Tﬁoggﬁah& :; 1(1)(())0 AEByLIEK npuxoautcsa 100 {
s - XEHILUUH — 85 MyX4H ‘
H, a K

85 romam —
o oRM - nf;; 100 xeHwmn — 50 MYXYHH (mpemuunoe co-
omeolerie 003). Orcrona Hanpammsaercs BBIBOI O Gon
el Ko cranxocm XEHCKOI'O OPraHU3Ma, 4YTO MOXeT 651;:
» Hapamy c Apyrumu m
o PU4YHMHAMU, MO
€HCKOI'o OpraHu3Ma Mo MoJOBbIM XpOMOCOMZ;M HHon

FTMNOTE3A M. NAWOH O
. XEHCK
MO3AULIU3ME NO nonoabw? "
XPOMOCOMAM

B 1949 r. M
02X Heba m.e bapp u Y. Beprpam YCTaHOBMJIM, YTO B SIjI-
e ;mepHoTzOK Mﬂ6e1<onmaloumx, B3SITBIX OT KEHCKUX
, MeMOpaHbl 06Ha J
ocobe PYXHUBAETCS [ITh) -
ngmiﬂoo OKpallMBaIOUIETOCs XpoOMaTHHA. B Hﬂpaxlblgli ok
> 0 .
BbIHBHﬂeTCHMy())KCKI/éX ocobel, Takas IJIbIbKa, Kak npaBnnoTo}f ’
. OHa Obu1a HasBaHa oo
meavyem ba
omercs. | ppa U noaoe
e . B nmanbheiiem 6nu10 YCTAHOBJIEHO, YTO Tenbbm
PEACTaBNsieT cobOi ONHY WMHAKTUB ’ X
e e UPOBaHHyIO X-
B Havan
ok KﬂeTKé)HOM Mepuoae 3MOPUOHANTBHOIO PA3BUTHS B Ka
e KCHCKHUX 3apOoablied hyHKUMOHUPYIOT ofe X
D oco I, T. €. BbIpadarthiBaeTcs BABOE Gojblie. ye .
MKeKin 3aponbliiei, OeNKoB U (hepMeHTOB 3aKOII,I/I e
- 0 i
o amu XuXpOMOCOMbI. DTO 01HO U3 06'b,HCH€H ”p6BaH
KU3HECTOMKOCTH KEHCKUX IMOPHOHOB o
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Cme D
@ [DpoGnetive

L

I, 54. CxeMa WHAKTUBALMH ONHOH X-XpOMOCOMBI Y X€HCKOIO 3apoblilia
(oObsicHeHHE B TEKCTE)

B 1962 r. M. JlailoH BbICKa3aja THIIOTE3Y MHAKTUBALUU
oi11oii X-XpOMOCOMBI Y XEHCKOro OpraHusMa MJIEKOMUTAIO-
nnx Ha 16-# meHb 3MOpHoreHesa ¢ o6pasoBaHUeM IJBIOKH
nonoporo xpomaruHa. IIpouecc HWHaKTUBAlLMH cly4auHbIi,
1oyroMy TIpUMEPHO B TOJIOBUHE KIIETOK aKTHMBHOM COXpaHsi-
cresi MaTepuHCEKas X-XxpoMocoma (XM), a oTuoBCKas MHAKTU-
wipyeTcs, @ B JPYroil MOJOBHHE KJIETOK aKTUBHOM ocTaercst
ori1oBckasg X-xpoMocoMa (X©), a MHAKTUBHMpYeTCsS MaTepuH-
ckast (puc. 54). B nanbHeilieM «repeakTuBauu» X-Xpomo-
coM He TIPOUCXOIMT, T. €. BCE TMOTOMKH KIIETKH ¢ aKTWBHOM
MATEPHHCKOM XPOMOCOMOM GyIyT MMeTh HEAKTHBHOM OTLOB-
¢Kyio. MarepuHcKas M OTLIOBCKAs X-XpOMOCOMBI COZIEpXaT
AULIeJIbHBIE, HO He aGCONIOTHO ONMHAKOBBIC ICHBI, T. e. B o~
1Ol XpOMOCOME MOXET JIOKaIM30BaThCs JOMUHAHTHas aJi-
jieib, @ B OpYroit — peueccuBHast. Kaxnaplif reH AeTEpMUHH-
pyeT CHHTE3 OMpeleeHHOTO Genka-gpepMeHTa, M, CJIEI0Ba-

rc/IbHO, HaIM4Yue IBYX BapHaHTOB ¢depMeHTa, KOTOpBIE He-
CKOJIbKO pasiuyaioTcs Mo CBOMM TemmnepaTypHbiM wiu pH-
onTuMymam Jubo Mo CpoaCTBY K cybecTpary WK pernpeccop-
1IbIM BeEllleCTBaM, paclliupseT TIPUCIIOCOBUTENBHBIE BO3MOX-
{OCTH KEHCKOro OpraHu3Ma, OCOOEHHO IpH Harpyskax M

OCTOSAHHUSIX, OTPABJICHHUSX, HEeJA0CTATOYHOM
CYyTb MoO3auuusMa

MaM, OOBSICHSIO-

11aTOJOTHYECKUX C
lHMTaHUH, Xape WIH xojone U T. II. B stom

JKEHCKOrO OpraHu3Ma o MOJIOBbIM XpOMOCO
(L1ero ero GONblYI0 KUIHECTOHKOCTD.
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10
PYIOUIUM  M3JIyYEHUSM, SMOUMOHANBHBIM HArpyskaM. JKe- |

LIMHBbI Ya
1€ MYX4YUH I1ayvyyr. OKHSBIB&CTCH, BMECTE cO cJie-

3aMH

MaeTC;b}Ig?moTc;x AKTUBHBIE AMUHBI, B PE3YJIbTATE YErO CHU- |

pacTo H: pSXKEeHUe UL[HC U CHUXACTCH KPOBSIHOE AaBJ/ICHUE. ]
Y10 KM3HECTOMKOCTb XKEHCKOIO OpraHu3Ma onpeneml' '

10T " :
Apyrue GakTophbl: SHIOKPHHHBIE, COLUATbHbBIE (xeHuu-

HbI MEH
bUI€ KypAT, yHOTpeGJ'IH}OT MEHBUIC AJIKOroas pexe |
b

cnmgx:;; CGEI)I;EJ:())pr;aH ;pf:ﬂHHMn YCIOBMAMM Tpyna) v mp.
OrPaHUYCHUH, TO He 6531120%1: I&f?:;gﬁ;eﬂbﬂocm N
on UYECKHX pa3THyuil
6ojﬁyblﬁ1§iozlzxrﬁx§gﬂmnﬂaMn C ABYMst X-XpOMOCI:)MaMI/IHII:II
e ¢ OO -Xpomocomoit (X0), Mexay 3noposbiMu
oo OquHﬂHooanHMH ¢ cuHiapomoM KiaitHdenrepa
e Onepit H,eﬁBTé)(l)aaa X-xpoMocoma HHAKTUBYpyeTcs
rooocTY };axoﬂm - XPAHSIOTCS TEHETHYECKH aKTUBHBIE
KCTIEPUMEHTAIBHOE TOJTBEPXACHHUE.

NPOBJIEMA PETYNSILUN C
OOTHOLUE
nonos s

Ipo6.
BpeMgpnMHeM% PETYJISINM COOTHOLUCHHUS TOJIOB B HACTOSIIEE
Dot i €T DOJIBLIOE 3HAYEHHUE, M B ATOM HaNpaBIeHUN yXxe
o é’TbI ONPENENICHHBIE yCTIeXH. DTO CBA3AHO C LIHPOKUM
ot ECHII{/IHEM B XHMBOTHOBOACTBE HMCKYCCTBEHHOIO OCEMEHe
noné o Hpogf:g;mb CNICPMY B MOCTOSIHHOE 3IEKTPUYECKOE

, UT pasfeyieHue, XOTs

U HEIToJIHO
TO30UJI0B ’ aps oy
o éIH H,ocouep)xamnx X- 1 Y-xpoMocoMmsr, 6ﬂaroz£apﬂ ‘I{)eM
. TYSUTD 10 80% MOTOMKOB HYXHOTO Mo I/IMCIOTy
o i ypigl[z CIIOCOOBL PEUIEHUST ITOM IPOGIEMBI Perynauns
BEKa COINpSIKEHA CO :
MHOTMUMHU MO -

CKHMH M NPABOBBIMU OTPAHUYEHUAMU prbHomame-

POJib N0/108 B 3BOJIIOLIUOHHOM NMPOLUECCE

Pon
e ;a?&)::; II;OIC:BOJHOLU/IOHHOM fpolecce HEOLUHAKOBA.
eIt BOKHbIM I a3aTe/IeM TMPOLBETAHUS MM BHIMUpPAHHS |
puaa_ Api ﬂaﬂﬂoenuqecmo ITOTOMKOB, KOTOPOE€ OCTABJISIET
e o I nokoneHue. Ecian nmoroMkoB Gotpiie, yem
Oro IOKOJIEHHMS, apean pacnpocTpaHeHUs ’Buna
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paclIMpsieTcss — BUI TPOLBETACT; €Ciu [IOTOMKOB MEHblIIE,
apeas BUAa COKpalaercs, 4To MOXET B KOHEYHOM HUTOTre IpHU-
weeTd K ero BoMupaHuio. Mcxons M3 3TO# TOYKM 3pEHMU,
MOKHO TIPEANOJIOXHUTD, YTO Haubojee BbIFOLHBIM ABsieTCA
icpmacdbponuTusM. B aroM ciyyae MOTOMETBO ocTaBisieTcsl B
pesyIbTaTe MEPeKPECTHOrO OIIONOTBOPEHHUS WY CaMOOILIO-
jorBopeHus. B ciydyae pasaenbHOMOIOCTH HEMOCPEACTBEHHO
OCTABISIOT OTOMCTBO TOJIBKO CaMKH, T. €. MOJIOBAHA ocobeil
nonytsiuun. OIHAKO OONBIIMHCTBO KMBOTHBIX (ocobeHHo
11, ICOKOOPraHU30BaHHbIX) — PA3/IETbHOMOJBL. Tlouemy Xe 3TO
piroaHo s Buaa?

[pencraBuM cebe TaKylo CUTYaLHIO. B pasHbIX 4acTsX
\cMHOTO 1Iapa OCTAIOCh TpU MONYJISALUNH PEAKUX KUBOTHBIX
(ilanpuMep, 3yOpoB) Mo 50 ocobeit B Kaxmoit. B cuiy ciy-
JAiHbBIX OBCTOSITENILCTB B TMEPBOM MOMYJIALIMH 6bl10 49 caMoK
i 1 camel, BO BTOpOd — 25 CaMOK 25 caMmMUOB 4 B
iperbeit — 1 camka H 49 camuos. Bocnpoussenenue ceode
nogobHoro (Kak ¥ BCAKOE IPOU3BOJCTBO) XapaKTepu3yeTcs
rpeMsi OCHOBHBIMM  TIOKA3aTeIsIMU: KOJNYECTBOM, KaueCTBOM
i1 pa3HOOOpasueM NpPONYKLMH (B HawieM ciyyae [TOTOMKOB).
‘Icpe3 rof MpH YCIOBUHM, YTO Kaxnias camka laet OIHOro I10-
oMKa, B TEpBOi momynsaunu Oyrer 49 1OTOMKOB, BO BTO-
poit — 25, a B TpeTbeit — 1. Cpasy MOXHO CHEJarh BbIBOL,
TO CAMKH OTBEYAIOT 32 KOJIUYECTBO MOTOMKOB.

KayecTBO MOTOMKOB B IMEPBOM [MONMYJISALIMK Oyaer 3aBH-
ceTh OT KayecTsa efuHCTBeHHOro camua. bonpuioro pa3Hoo6-
pasusi He Oyler, Tak KakK y BCeX MOTOMKOB onuH oteil. Bo
sTOpOit TIONYIALUK 25 CaMLOB 6yzyT 60opoTbes 3a obsagaHue
caMKaMil M, CJIefoBaTeNbHO, OyayT modexnars W OCTaBidATh
[IOTOMCTBO GoJiee NpUcrocoONeHHbie; 31ECh MOXET OBITb U
Gonbliee pasHoooOpasue (25 X 25 = 625) BO3MOXHBIX BapH-
AHTOB CKpellnBaHus. B TpeTbeil TONyJIsLUH 49 camIiioB OyoyT
GopoThes 3a obnagaHue eIMHCTBEHHOI CAMKOH, cieloBaTesib-
HO, TIOTOMOK OYHeT camblit KauyecTBEHHBI, NpaBaa, B yuepo
pasHoobpasuio. Temepb MOXHO cAenars H BTOPOH BBIBOL:
caMiibl OTBEYAlOT 3a KayecTBO 1 paszHooGpa3ue MoTOMCTBA.

TMepeseast 3TM PACCYXJEHUS HA A3BIK TEHETHKH, MOXHO
OTMETMTb, YTO CAMKM ONMLETBOPSIOT HACKEACTBEHHOCTD, a

W3MEHUYMBOCT. DOJIBIIMHCTBO HOBBIX MPHU3HAKOB

caMubl —
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MNOABIISIETCI CHavyaia y cam-

XMBAIOTCH
CIIYCTS HECKOJbKO ITOKOJIe-
S HUH TOSIBJISIIOTCA U Y CaMOK.
Ha ocHoBanuu atux paccyx-

XON 3BOJIOUMH Yy HEKOTOPBIX
BUAOB. Tak, B mnonmy/siumsix
YEJIOBEKA MYXYUHLI UMEIOT B

PPOHT 3pEAHOrO BOIREWCTBNR

Puc. S5. P TEHACHUMA K YBENMYEHHIO
- JJ. PacripeneneHue ocobeit pocta mwoaei (o
MYXCKOTO M XEHCKOTO 110ja (onHa u3 MnpH-

MO YYBCTBUTENBHOCTH K KOB —
¢hakTopaM BHewHell cpeap HaO60p0T, CaMLbt

(obbsicHeHMe B TexcTe)
TCHOCHUHUSA K YMCHBUICHH IO

Pa3MepoB UX Tena.
mMeI;I{I:; I:;cl)n&) a!{TOGbI NIOMYJIALMA MOCTOSAHHO peardpoBaia Ha
KTOPOB BHEWIHEW cpenp
I, HeoDXommmo
4acte ee ocobeil conpux ’ bl
acanach ¢ ¢ppoHTOM H
] ebnaron -
HOro JAEHCTBUSI (haKTOpo -
B. B nporusHom
ClIyyae W3MEHUB-
recs: (pakTophbl BHEIIHEH pac
W Cpebl 3aCTaHyT momn
TUIOX ¥ OHa MOXET I AaTopan o
rubHyTe. Takumu
. UHAHKATOpa
m MM B
. :dxzi}‘({)eccl)(qepeub ABISIOTCA camubl. Ecau srto nsogpa:wm)
U, TO MOJAYYUTCH, YTO
, KpUBas pacripenen
MOK Kak Obl HaxomuTcsi « g
MO KOJIMaKOM» i
JIEHUs1 caMLIoB (puc. 55). FPUROR paciipene-
6Har’(l)‘aKuM 00pasoM, camipl NepBbHIMU KOHTaKTHPYIOT ¢ He-
ona nlgngmbmn BO3NCHCTBUAMM BHELIHEW CPEIbl U TOTU
T. 1 ¥0ENb caMUoB, KaK I )
, OKa3aHO paHee, He
o2 , NMPUBOJIUT K
noﬁggf{}::;l(}o OCHOBHOTO TIOKA3arelisi BOCHPOM3BEACHUA cele
— KOJIMYECTBA IMOTOMKOB
OCTaBJIIEMOTO na
MOKOJIEHUEM, U, CJIEL0BA ’ oxpane.
TEIbHO, MEHEE OMacHa
HUSI BUIA B LIEJIOM, YeM : 1 S
, noreps camok. Bdnpm
LU CaMLIOB U3 MONYAALK : ot peeaa
U B CHJly 0OpaTHOI
o CaMIOD Ol CBSI3M BBI3BIBACT
ocnpounsseneHue. Crneno
. BaTEJIbHO, 3a I
HOe mnonyyeHue wuHbop ; Topon
MallH o0 u3MeHeH
J uax  daxr
" opo
HEUIHEN CPEIbI MMOMYJISLUUS «ILIATUT AaHb» )KI/I3Hb}Oq():aML[§B ’
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nasa 7

9 HOB, a €ciM OHM nopaep- |
orbopom, TO

A€HUN MOXHO MpeacKa3arh |

/ CpeliHeM GonbLInit pocT, yeM |
XKEHIIMHBI, W OTMEeyaercs |

YMH akcenepauuu). Y mnay- |

MEHBLIE CAMOK ©U HMeeTcs

OCHOBblI OHTONEHETUKU

OHTOTeHe3 — MHIMBHUAYATbHOE pasBUTUE OpraHu3Ma OT

OIJIOIOTBOPEHUA SAALEKIETKA U 10 CMEPTH.

OHTOreHe3 MOIpA3NENsieTcs Ha Cleoylolmune NepuoIbL
(pe13MOPUOHATBHBIN (NpeA3uroTHBIN), 3MOpUOHATBHBIH
(NpeHaTaIbHBIA) M 1OCTIMOpUOHANIBHBIN (MOCTHATATBHBI)
(puc. 56).

MpensM6puoHalbHBIA MEPUOL (nniporeHes) — 3TO
llepHol 0Opa3oBaHMA M CO3PEBAHMS TOJNOBBIX xierok. OH
secbMa BAXEH, TAK KAK OT COAEPXaHWs B IOJIOBBIX KIIETKaX
HOPMAIbHBIX M MYTaHTHBIX T€HOB M HX KOMOWHALMU TIPU
OTJIONOTBOPEHHU BO MHOMOM 3aBMCHUT KadyecTBO OyayILUX
1IOTOMKOB.

DMO6pHOHANbHBIH TEpUOA HAaYUHACTCA C MOMEHTa
OTUIOOTBOPEHHUSI M 3aKAHUYMBAETCS POXAECHUEM WK BbIXONOM
u3 gitua. [lociae OIUIOZOTBOPEHHUS] 3UroTa HaYMHACT JpOOHTH-
cs1, Gaacmomepbi TIOCTENIEHHO BbICTPAMBAIOTCA 110 nepudepny,
0bpasys OIHOCIIOMHBIA 3apOIbILL — éaacmyay. 3ateM obpasy-
eTCS JBYXCJIOMHBINA 3apOIbILI — eacmpyaa, WMEIOWas IKmo-
depmy W 3HMOoOepMmY, NepBUYHBll poT — Oaacmonop W TO-
nocTh — eacmpoyens. Ha ciefyomem 3rane 3aKJIAMIbIBAETCSH

TpETUi CJIOM KIETOK — mesodepma. Jlasiee U3 3THUX TUIACTOB

Twvnbi oHTOreHesa

HeripsiMoe passuThe
{c MeTaMopcho3oM)

¢

a) C HenomHbIM MeTaMopcho3oM:
ALY —> NUUNHKa —> B3pocnas
ocobb;

6) C nonHLiM MeTaMopdo3om:
AWLO —> NU4MHKA — KYKO/iKa —
Bapocnas ocobb

MpAmoe pasBuTHe

a) oTknaaKa sk ¢ 6onbummM
KONW4eCTBOM XenTka
(mTvLs); .

6) BHyTpUYTpOGHOe passuTue
{MnexonuTaioume)

Puc. 56. TuIbl OHTOTEHE3a
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KJIETOK 00pa3syloTCi TKAaHH M OpraHbl, T. €. HAET 2ucmo- Wj

Op2aHOo2ceres.

B 3M6pHOHa}IbHOM PA3BUTHH YENOBCKA BBLICISIOT Clle-

IYIOIHE TIEPHOIBL:

1) ecepmunamuenvili, VI Ha4arvhulll, — 1-1 HeHeas 1mocie
OIUIOIOTBOPEHHMS; 3aPOXAbIII PAa3BUBAETCA 33 CYET IUTATE]D-
HBIX BELIECTB STHLEKIECTKH, UIET ApOoONeHNUEe 3UTOTH;

2) 3auamkoebiii, WiV 3mOpuonasbhbil (3apONbILI HA3BIBAET- |

csi IMOpHOHOM), — 2-91 — 3-s1 Hedess Iocje OIION0TBOpe-
HHS; TATaHWE 33 cyeT TpodobnacTta; UueT oOpa3oBaHye 3apo-
IBIUEBBIX TUCTKOB M 3aKJIafKa OCEBbIX OPraHOB;

3) npednaoonsii (3apoIblll Ha3bIBaeTCsl 3MOPHOHOM) — C

4-i mo 8-10 Heneso; NMUTAaHUE Yepe3 MIIALEHTY; UAET OpraHo- |

TeHes;
4) naooneui (3apoAbill Ha3bIBAETCS IUIOAOM) — C 9-i1 He-

IeMu O POXIEHHMS, MUTAHME Yepe3 IUIANEHTY, WNET pPOCT |

IU104a ¥ pa3BUTHUC OPraHOB U CUCTEM.

PEANM3ALIUS JENCTBUS TEHOB
B OHTOrEHE3E

Bo 2-if maBe oOlMHMCaHa «UEHTPANbHAS IOIMa MOJEKYHsp-
HOU  GuoNoruvM» U €€ COBPEMEHHOE COCTOSIHHE. DTy CXEMy
HEOOXOAMMO AOMOMHUTL JaHHBIMU, IPUBEACHHBIMU B MPEIbI-
JylMX 1aBax. Bo-nepBeIX, TEHOMHBIH YpOBEHb OpraHU3a1yu
TeHETHYECKOTO Marepuana obecrieuuBaeT KaK BHYTpHAIE)b-
HOE, TaK ¥ MeXaielibHOe B3auMojeiictsie reHoB. Cienosa-
TEJIBHO, TIPOSIBIEHUE NEHUCTBUSI KOHKPETHOTO I'€Ha 3aBUCUT OT
Apyrux reHoB. OHU MOIYT BIUATL HETOCPEACTBEHHO HA HaH-
HBIA TE€H Yyepe3 B3aUMOIECHCTBUE OENKOB-(PEpPMEHTOB, KOIH-
PYEMBIX 3TUMM T€HAMH, U3MEHSTh TeyeHHe OUOXMMUYECKUX
peakuMii U TeM caMbIM BIUATH HA NPOSIBICHUE JAHHOIO MpH-
3Haka (puc. 57). B cBolo ovepenb JaHHbIM T'eH MOXET BJIMSTH
Ha pealn3aluio AeHCTBUS Opyrux reHoB. Bo-Bropbix, Ha pea-
JIM3aLUI0 JEACTBUSA JIIOOOrO reHa BAUSIOT (akTopbl BHEHIHEH
Cpenibl, KOTOpbie MOLYT M3MEHSTb CTpYKTYpy Monekyn JTHK,
UPHK, GenxoB-pepMeHTOB, TeyeHHe OUOXUMHUYECKUX peak-
UUH U, CJIEIOBATENIbHO, PEHOTUMMYECKOE MPOSIBJIEHHE TeHa.

. Wt

Groxumnseckan —p Npu3Hak
ed (IHK) —» WPHK —» (WW'“) —> peaxLymA

M ] /u/;m

r daKTophi BHetHed cpenle

Puc. 57. CxeMa peaTd3aluy reHernyeckoit HHdopMaLnu

rEHETU4ECKME OCHOBbDI ANOOEPEHUUPOBKHA

KIeTKa SBISETCS YHUKAIBHOU KJIETKOH, pasmﬁe
il UMeloT pa3HbIH XUMHYECKU
uu. B oOnacTd aHUMAJIBHOIO
usMU 3KmMooepmbl, B
Oepmbl, @ Ha IKBATO-

slitue
yYacTKH LIMTOILIA3MBl KOTOPO
COCTAB U Ppa3NUyHbIe IMOTEHIL
ojloca IMTOIUIa3Ma o0nanaeT nomery
06/IaCTH BEreTaTHBHOTO MOJI0CA — IHMO

58).
pe — me300epmbi (PUC.
[TocenoBaTeIbHOCTD 3TANOB nnddepeHUMPOBKH MOXHO

MpeaCTaBUTD ciaeayouM oOpasom:
AHNUManNbLHLIA NOITOC

NoTeHLMH KTOAEPME
NoTeHuMn Me30AepMbi

MoTeHLuun IHTOREPMbI

BereTaTUBHbil NONIOC

Puc. 58. CxeMa HeOQHOPOAHOCTH LUTOMIA3MBI STALEKICTKH )
(pa3nuuHble 3HaUKK 06O3HAAIOT PasHbII XMMUUYECKHIA COCTAB LUMTONIA3MD
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— NEpBONPUYHHON AN(BEPEHIUPOBKE KIIeTOK SIBIseTes
XMMHYECKAsA  DASHOPOAHOCTb  UMTOMIA3MBl  SIHIEKTETKH
(puc. 58), Koropas ycwmmBaercs nocie OMIONOTBOPEeHHS (ce-
rperaums);

— XUMHKYCCKas paSHOPONHOCTDH LHTONIA3MBI SHIEKTETKH
ODECreYnBaeT XMMMYECKYIO Pa3HOPOAHOCTb  UHMTOILIA3MbI
6nacromepos (puc. 59), CNIEAOBATENILHO, B PAa3HBIX 6RacTOMe-
PaX MMEIOTCS PA3HbIe WHIYKTOPSI;

— DAa3HbIC MHIYKTODPHI BKIIOYAIOT B pPaboTy pasiuuHble
TPAHCKPUNTOHBIL;

— CHHTE3UPYIOTCS pasHble BeNKM-(bepMeHTSI; .

— Pa3HBIE OeNIKH-(bePMEHTHI KATATU3HPYIOT PasHBIE THITHE
OMOXUMUYECKUX PEaKLMIA;

— B pa3HbIX bracToMepax MIET CHHTE3 PasHBIX THIIO- M
TKaHecneuuduyeckux GenKoB, BCIEACTBHE Yero ofpasylores
Pa3HBIE TUTIBI KJIETOK {MOpdonoruyeckas DPa3HOPONHOCTD);

— Pa3MYHBIC THIIBI KJIETOK O6Pa3yIOT pasHble TKAHM

— U3 PA3HBIX TKaHEe GOPMUPYIOTCS pa3Hble OpraHsl.

[Tonoxenue o ToM, yro uuromnasma SIALEKIIETKH Cozep-
KUT TIOJIHBIA Habop MHAYKTOPOB, CIOCOGHBIX BKIJO4YaTh B
paboty Bce HeoGXomMMBbIE GIOKH T€HOB, TMOATBEPXKIAIOT OIbI-
Tol JIx. Fepnona (1964—1966). B AAUEKIIETKY JIATYUIKH C
YAIEHHBIM  IPOM  OH [EPECAXUBAT SAAPO COMATHYECKOM
KIIETKU (SMUTENNST KUIIEYHHKA MU KOXH rojsoBacruka). B
OONMbUIMHCTBE CyyaeB M3 TaKoil SIALIEKIETKH pasBUBANUCH
HOPMANbHBIC TONOBACTHKM M JaXe B3POCIbIE JISITYLUKKI
(puc. 60). B 1996 r. 8 ILlor-
JTARAMM aHAJIOTMYHBLIMU METOo-

++ ++ HaMHU  (KA0HUPOGaHUe) TIOMyYe-
; _: N Y \ HbI B3POCIIbIE OBLbL. DTH OIbI-
Thl [IOKA3BIBAIOT, 4YTO snpa

Vv v\ Vv NV vy
v T COMAaTUHECKHX KIETOK Cofep-
XAT MONHYI0 TeHeTUYecKyio

Y v v v Vv vy

MH)OPMAUMIO o  passBuTUM
LeIoro opraHmMaMa, a UuuTo-
fUTasMa - IMHEKIETKU —  [10JI-
HbIA Habop WHAYKTOpOB s
BKITIOYEHHUST  BCEX  HYXHBIX
6710KOB reHOB.

Puc. 59. Cxema apo6nerus surors
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ﬂﬁq::nem:,. Knetku anuTenus
:::om KMLUEYHHXA FONOBACTHKE

| EEL(D Aapo
e

3wrota

[fpoGneuue
He nner

[laTonorudyeckui E”‘ @

amBpuoH

l [onoBacTuk

B3apocnan NaArylwka

cTe
Puc. 60. Cxema onbitos T'epiona (06bACHEHNE B TCK )

JTyY 04~
OnbiThl TepioHa OTKpHUIY BO3MOXHOCTE I1Q e}zlly(lmz "
HbIX T€HOKOIHUil TI060ro OpraHn3Ma, B TOM YUCIE U qq eBaTbi
OIHAKO TAKWE MAHMITYISIMM C TeHOMOM UYeIoBeKad f[n waml
C;)bCSHbIMM MOPAIbHO-3THYECKUMHU nomr[e)xcrmm1vn/rémmbﬂaﬂ
ast 3aKOHOL,
GXOIMMa COOTBETCTBYIOLL
i mocnen CTBO CTpaH M MHOTHE
BpeMsi GOMBIINH
asza. B mnocienHee orne
?"ICHMC OTHOCSITCSL OTPMIIATENIPHO K OMBITaM HO KJIOHHP
HUIO YeloBeKa. -
VYCIIOBHO TEHbI MOXHO MOAPA3ACAUTh Ha T[zl;xlaré)gfgmp .
€ BO BCEX KJIeTKax ,
1) GHYHKUMOHUPYIOLU <l
Hbl K)onupyloume (epMeHTB! IHEPTETHYECKOTO ?((;1;{4;11(}){; nou-
b
B KJIETKAX OJHOW T
2) pyHKUMOHHUpYOLIUE .
cex KJIETKaX MbIIIeYHO _
CHHTE3 MUO3UHA BO B
Mep,?,) crnieunduuHble A1 OLHOMO THMA KIETOK (HampumMmep,

reHbl TEMOIOBMHA B 3pUTPOOAACTAX).
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I'naBHbL1 |
MexaHnu3M A depenunporky — 610KHpOBKa U -
a KaxJoM 3Tame

ﬁiigiisg{;mza Pa3HBIX TPAHCKPUIITOHOB H
3a (cxema leopruesa). Tak, n
CKUX XpoMoc ! xencs nacorem ]
cKinx ngKagarqul:z ll:nerox CHIIOHHBIX Xeje3 HaceKOMblxr?;:;—
floce BBﬂym;; (ny¢;zgenbﬂblx MECTaX XpOMOCOMBI 06pa3y-
0 B o e D . ,[[6301((:]4[)1460HyKJICOHpOTCH,{leIe
ThIBAaHHE uH@opMauuuﬂel;:Ig;Ei}::liaoc? T o1 ora T CUk-
poeaie . CTH OT CTaAMU pa
mg:g; | y(;zsjllg(};zcgns Pa3HBIX YYacTKax HUTElL. Taifl;";l:i’-]
XPOMOCOM B KOHIIe T;leb;bzﬁKyliTl;(:}):ocjl‘olem it toen
Xpomacon YHOW CTamuud UM
Kyio_m( ;,Hggnnici):ii Korna nuyunka NpeBpataercs zerTlp?zﬁ
e o Heie al0T, HO BMECTO HMX B Ipyrom JIOKyce
' oemiocold a:j[ EOHBnﬂeTc;l XapaKTepHbIii nydd.
oMY CTal :x ,{{pOGJIE:Hl/IS] GnactoMmepnl sIBIsIIOTCS
oy mermoL , B - KaXNbld U3 HUX MOXET JaTh HAyallo
oo Gonwmm);. TaKUX KJIETKaX MOXET BKITIOYATHCH B
B A osIie BO OJIOKOB I'€HOB. YcTaHoBIeHO 4yTO
Cromenon g :THOCTb COXpaHsIETCS O CTamuu ’16 6}133-/
Temﬂocn; 6naCTOM:OB — 10 4. O cylmecTBoBaHuu TOTHIIO-~
hocTH OacT Mpos Y {e/I0OBEKA rOBOPAT Cly4au poxie-
e SXOTBKIX (;)Hosnrommx Gmmsnenos. TMocrenenno
e SraroBAT 3§mepmaﬁupoeaagbwa, T. €. Pa3sBUTHE MX
Hayajo TOJILKO merxgimg?:;z;gziwo o, m
Has HOro THIna
o :f:ﬁﬁiﬁ?ﬁ; HEPBHBIM U Ap. B atux Knen(a’x :i?gf M?-)
oA, TO PElICICHHbIE OJIOKHM TeHOB, a Apyrue 1 " -

? 010K :{/I)pOBaHbI (BBIKITIOYEHBI U3 paboTnr) oo
o & HewB;{)ﬁieK()baEm AN deEPEHUUPOBKHU: 3aBHCH-
barmci oo y 6 Hayane sMmOpuorenesa (mo cramuu

Habnionaercst 3aeucumas oupepenyuposra
s

Korga kKjier
KN €1U€ OTHOCHTEJILHO TOTUTIOTEHTHBI U HX ,ZIM(i)

depenunpoBka 3as
UCUT OT UH
Hanpuwmep, NYKTOPOB ¥ COCEAHUX KIIETOK.

KJIETKH 3KTOmepM

bl CHUHHOM
o ) 4acTu 3apo,
xopront! AAI0T HAvYalo HEpBHOI TpybKe, a 6pfome”ﬂblma
: uaepmucy koxu. Ecnn saar o
PIOIIHOM CTOPOHBI 3apoAbliia U Iie
OHM 00pasyioT HEPBHYIO TpYyOKYy.

b KJICTKH 3KTOAEPMbI ¢
pecanuth Ha cnuHHyIO
b
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Ha Gojiee MO3AHUX CTaausX sMOpuorexesa (craausa nosi-
jielt racTpy/ibl) KIETKM CTRHOBATCHA JIEeTEpMUHUPOBAHHBIMH,
11X pa3sBUTHE TPENOTPENCICHO 1 HE3aBHUCHUMO OT JIOKAJIN3aUUU
onu muddepeHIMpYIOTCs 0 HAMEYEHHOMY nJIaHy (He3asucu-
sas OughdepenyuposKa). HanpuMep, eciu Ha CTaliuK no3nHen
acCTpYJIBl KIETKA pepxHeii ryObl Gnacrornopa nepecamutb Ha
HIKHIONO ry6y, To Ha OPIOLLIHOM CTOPOHE obpasyeTcs HepBHas
TpyoKa.

BaxHy!o pojib B Pa3BUTHU OpraHu3mMa UrpaeT ambpuoHatb-
yas unOyKyus — BIMSHUE TPYIIIBL KNETOX sMbpuoHa Ha aud-
(pepeHLMPOBKY PAIOM pACIONIOKEHHBIX KJIETOK. SAsnenue
yMOPHOHATIbHOM WHIYKLUH obuto orkpbito . llInemaHoM M
[ Maurosbiom B 1924 r. [epeuynvlii unOykmop BBI3bIBACT
|{eMb TIOC/IENOBATEIbHBIX 8MOPUHHbIX undyryui. TlepBUYHBIM
{HAYKTOPOM SIBJISIOTCA KJIETKU BepxHeil rybpl OnacTonopa,
sbi3pIBatoie AnddepeHIMPOBKY KIETOK CIIMHHOM CTOPOHBI
JKTOIEPMbI U 00pa3oBaHUE HepBHOI TPYOKM, KOTOpas B CBOIO
ouepefib MHAYLHPYET obpa3oBaHM€ XOpAbl M3 LOPCATBHOIA
qACTH SHTONEPMBI, a8 Xopaa — 00pa3oBaHMe NULIEBApUTEb-
HO#1 TPYOKM M3 KJIETOK BEHTPAIbHON YacTH SHTONCPMBI. Tax
ugeT mopgozenes — TIPHOOPETEHHE 3apoJibilieM OIpEIeNeH-
HBIX MOPQOTOTHIECKUX CTPYKTYP.

B HacTosllee BpeMs CUUTAIOT, 4TO 3MOpHOHAIbHAA HH-

NyKHIAA OGYCHOBHCHQ BbIJIEJICHUEM CHCL{M@H‘!CCKMX XUMHYEC-

CKHUX BelecT
yaloT ONpeNeJICHHbBIC 060K T€HOB B onusn

B — WHIYKTOPOB, KOTOpBbI€ BKJTIOYAIOT U BBIKJIIO-
eXxanux KJIeTKax.

B 30-e ronst A. I'. T'ypsuuem 1 H. K. KonplioBbIM pa3pa-
GoTaHa KOHICTILUA MOpQPO2eHemu4eckux noaeti, XOTopbie WH-

TerprpyloT MPOLECCh PasBUTHsS B amGpuorenese. [pupona ux
TouHO He ycTaHoBieHa. OHa MOXeT ObITh Pa3sHOODOPA3HOIA:
J7eKTpUYecKas, rpaBUTaluoOHHAas, TepMuyeckas v T. 1.

B 510 xe Bpemst Y. Yaiinn paspaborai npeicTaBieHue o
epaduenme usu0a02UHeCKOU AKMUBHOCMIL Y 3aponpiila, MoKa-
3aB, YTO MWHTEHCUBHOCTDH OGMEHHBIX TPOLECCOB MOCTENEHHO
[agaeT oT FOAOBHOTO OTIENA K XBOCTOBOMY. BTO XOpOoLIOo 3a-
METHO Y HOBOPOXJICHHBIX! Y HHX OTHOCHUTENIbHO OoJibliasg 1
XOPOLIO pa3BTasi rojoBa, HECKOIbKO XyXe pa3BUThl BEPXHUE
KOHEUHOCTM M TYJIOBMIIE W €llie XyXe — HIKHIE KOHEUYHO-

CTH.
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KPUTUYECKUE NEPUOAbI SMBPUOFEHE3A

Kpuriuec ’
pI/IOl]blI) Hauﬁozmn NepHOJAMH IMOpHOreHe3a Ha3bIBAIOTCS ITe- |
€M YYBCTBUTEJILHOCTH 3apOfblllia K BO3JeH '

JieKa
pcrea). Crienyer UMeTh B BHAy, 4TO YYBCTBUTENBHOCTD K |

y

Y y4eno :
BEKA BBIICJAKT TPU OCHOBHBIX KPUTHYECKHX Iie-

pHona sMbproreHesa:

1) um
) naarmayus — BHEAPEHHe SMOpHOHA B CITU3UCTYIO |

obosoy . 34!
Ky Matku (6—7-e cyTKH nocne OIJIOXOTBODPEHUS ),
’

2) naayenmayus — obpazosanue nnaueHTs (14—15-e cyr- |

KI1 TI0CJIEe ONJIONOTBOPEHHUS);
3) pooet (39—40-g uenens).

Bcecr
ro, e ggﬁﬂ};gemlzy;qeﬂne Kpnmqecvknx MEPHOIOB MoKa3a-
RNy I0T € aKTUBHON AupdepeHLnpOBKOH
TN, epexoloM J;)T OIHOTO TEPHUOJA PAa3BUTHS K APYro-
Ipu  apoGreHnu 314)1]‘01"2:3 H: gcl:urf)cj;(maﬂm e o
izjrx[(:fm B3aUMOIEHCTBHS KIETOK 1}3, enlilﬂﬂnoﬁcziﬂci}g;? ;{(;ZIHC
xon K;a:doalil:;( )I(/IaMI;JIaHTauHH GractoumcTsl B causnctyio 062-
poKY MATKH r§>3 Krgpmyemﬂ [EPEXOAOM K HOBBIM YC/IOBH-
e 12 oobMeHa. Pa3Burue miuaneHTs u nepexon K
PIaLICHTApHO Homaﬂmo " ra:iooﬁmeuy TPEOYIOT HOBBIX MpH-
erocofy npn.cnocigpomeﬂﬂbm (mepuon nosiBnenus Ha CBeT)
e ampHcnoc UTbCSI K PE3KUM HM3MEHEHHSIM YCIOBHIA
e gCPCCTPOHTb AESITEIBHOCTb BCEX CHCTEM
ppramoMa Cnocog PAIICHNUE, Ta3000MeH, NMUTaHWE M 1p.)
comerieHie crlo ODOB IIHTaHUA, MOABJICHUE <«HOBBIX» W u.c—.
HesHonere « aglblx» MHAYKTOPOB NPUBOIUT K BKIIOYEHUIO U
PEIKITIO el Pa3INYHBIX GJIOKOB I€HOB U TOBBIILIAET YyBCTBU -
POIBILIA K HEOMArONpUATHBIM (akTopam cpenbl

BJINAHUE YCNOBUIA XXU3
HU MATEP
PA3BUTUE SMBPUOHA U nnom:'1 HA
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JTumanue 6epeMEHHO! XEHIUMHBI JOJIKHO ObITb YyMEpPEH-
{bIM, HO Pa3HOOOpasHbIM, € JOCTATOYHBIM KOJTUUECTBOM HE-
JAMEHUMBIX AMMHOKHUCJIOT, BUTAMWHOB, MUHEpaTbHbIX conelt
it T.T., HEJOCTAaTOK KOTOPbIX MOXET HeONAronpusTHO CKa-
JaTbcsl HA PasBUTHH Miona. Temnepamypa meid JIoJKHA OBbITh
ropMasibHoii. OCOOEHHO OMACHBI BBICOKA temneparypa (Bbl-
iie 40°C), BbI3bIBAIOILAS CHUKEHHE aKTHBHOCTH dhepMEHTHBIX
CUCTEM, UH(eKyuoHHble U UHBA3UOHHbIE 3a601e6anus, TaK KaK
LipoAyKTbl OOMEHA BEUECTB MHOTUX [apasuToB SBISIOTCA
OUOMOTMYECKUMM MYTareHaMd ¥ MOTYT BBI3BIBATD ¢deHoKoO-~
nuu. KpaiiHe HexenaTeslbHO B MEPHOL GepeMEHHOCTY ynom-
pefaenue MANOU3EECMHbIX AeKApcme, TAK KaK HEKOTOpbIe H3
{IMX MOTyT o0iafath TEPaTOreHHbIM neitictBueM. Hanpumep,
jperapar XJIOpUAKH, TIpYMeHsieMBIi JUIst IEYEHNs 1 rpodH-
JAKTUKHA Maispud Yy uelioBeka, Mpu BBEACHUH 6epeMeHHbIM
KpbICAM BbI3bIBACT MEKpoLEeQTHIO TI0J0B, MO3rOBBIC FPBI-
KM, AHOM&IMU KOHEYHOCTEH. OcobGeHHO BpenHs! LUl pa3BU-
satollerocsl TUIONA HAPKOMUKU, aAK0204b U HUKOMUH. Eciu
KJIETKH B3pOCIOro OpraHu3mMa OTHOCHTEIBHO PE3UCTEHTHBL K
JeHCTBUIO OTHX BEWECTB, TO KJIETKHM 33POABILIA BBICOKO YyB-
cTBUTENBHBI K HUM. TTojl IeiiCTBMEM AIKOTOJIl MOTYT IOBpE-
KIIATHCS PAIUYHbBIE CUCTEMBI OPTAaHOB U B TEPBYIO ouepelb
pepBHas cucteMa. Honusupyrowue uyienui 0COBEHHO CHJIb-
HO BO3JAEHCTBYIOT HAa 9MOpHOHATIbHbIE KIETKH, BBISHIBAS My-
tanuu ¥ HapyuieHue Au¢GepeHIMPOBKU, HTO IPUBOIUT K
Pa3BUTHIO BPOXIEHHBIX [OPOKOB. Ha sM6puoreHes BIMAIT
tacke M GakTopsl BHYTPEHHEN Cpellbl, HAllpUMEP Hapyuterue
20PMOHANBHO20 POHA. HenocraroqyHocTh QYHKLIMH Kakoii-nubo
Jesne3bl BHYTpEHHEH CeKpeuuu y Marepyd MOXET BBI3BIBATh
runepTpoduio (Ype3mMepHoe pa3BUTHE) COOTBETCTBYIOLLEN Xe-
ne3ul Y IMOpUOHA.

TakuM 06pa3oM, OPraHH3M DasBMBAETCA KaK HEJIOCTHAA
CHCTEMA B eIMHCTBE € YCJIOBUSMU CPelbl M €T0 pasBUTHUC OIl-
PENeNnsIioT: reHeTHYecKne dakTOpbl, B3AUMOAEHCTBHE yacreit
3apojibiilia U GaKTophl BHEILHEeH! cpenibl.

NOCTOMBPUOHAJIbHbBI OHTOTEHE3

[Mocse poXAeHNs WM BbIXOda U3 aituesblx 060704eK Ha-
YUHAETCS MOCTIMOPHOHANBHBIH (NOCTHATAJIbHBIHA) OHTOreHE3, B
TeyeHMe KOTOPOTO MPOMCXONUT JIATbHEHIIee pasBUTUC opra-
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Hu3Ma. IIpomomKuTeNnbHOCTD €ro y OpraHM3MoOB pasHbIX BH-
JIOB KOJIEOIEeTCSE OT HECKONBKUX OHEH N0 HECKOJBbKUX NECSIT-
KOB JIET U SIBJISIETCS BUAOBHIM MPH3HAKOM, HE 3aBUCSIUUM OT
YPOBHS OpraHM3alluu.

IlocTHaTanpHBIE OHTOr€HE3 BKIIOYAET CHIENYIOLIME I1€-

pUOIHL: dopenpodykmuenbiii (OBEHWIBHBIN), penpodyKkmueHsii

(3pensiit) U nocmpenpodyxmusHbiii (CTapeHHe).

B 3aBUCMMOCTHM OT THMNA OHTOIeHE3a IOBEHUJIbHBIH nepu- :

O IIPOTEKAET C NPAMBIM WIH HENpsMbIM pa3putem. [lpu
npAMOM pa3eumuu TIOSIBUBILUECS HA CBET OPraHM3MBl OTIMYa-
J0OTCA OT B3pOCHbIX GOPM NPEUMMYIIECTBEHHO pa3MepaMi,
NpONOpUMAMHU Teja U HEAOPa3BUTHUEM DPSla CHUCTEM OPraHOB
(Harpumep, nonoBoit). Henpamoe pazeumue (c metamopdo-
30M) BKJIIOY3ET ONHY WJIU HECKOJBKO TPOMEXYTOYHBIX CTa-
auit. Ecim uMeeTcs TONBKO cTaaust IMUYMHKU (SHLO~—>TUYMH-
Ka—>B3pOCJIBI OPTaHM3M), TO TAKOW THIT Pa3BUTUS HA3BIBAET-
Cst HenoaHvim memamopgosom. Pazsutne ¢ HECKONBKMMHU IIpO-
MEXYTOUHBIMU CTAIUSIMU (SHLO—>TUYMHKA—KYKOJIKa—B3pOC-
JIbI OpPraHW3M), Ha3bIBACTCS NOAHbIM Memamopgosom. Pa3su-
THE ¢ METaMop(o30M MOSIBUIOCH KaK OIHO U3 MpMcIocobie-
HUHA K YCIOBHSIM OOMTaHUSI M YACTO CBSA3AHO C IEPEXOHOM
JMYMHOYHBIX CTaaMif M3 OAHOM cpeldbl OGUTaHUA B JPYIYIO
(pa3sBUTHE HACEKOMBIX M 36MHOBOJIHBIX).

NEPNOAU3ALIUS NOCTHATANTbBHOI'O
OHTOrEHES3A Y HYEJTOBEKA

Yenopek oTaMYaeTCs OT APYrUX BUAOB, B TOM YHCIE U OT
MPUMATOB, OoJiee NIUTEILHBIM MEPUOIOM JETCTBA. DTO UMEET
OoJTbLIIOE 3HAYEHHE, TAK KAK B 3TOT IEPUOI MPOUCXOAUT HE
TOJIBKO H3nyecKoe U GU3MONOTHYECKOE PA3BUTHE OPraHU3Ma,
HO ¥ CTaHOBJIEHHE JIMYHOCTU (COLIMATBHOE HAc/ledOBaHUeE).

[TocTHaTabHBIA OHTOTEHE3 y YeloBeKa MOAPas3fessaIoT Ha
CJIEAYIOLIUE TTEPHOMIbL:

— nepuod Hoeopocdenus — 1—28 THE: CIOXHBIN nepros
afganTalldy K COBEPLIEHHO HOBbIM YCJIOBUSIM CYLIECTBOBAHMUS;

— 2pyonoii nepuod — 29 nHeit — 11 mecsiues 29 nHeit: pe-
OCHOK BCKAPMJIMBAETCA MOJIOKOM Marep, B KOTOPOM colep-
Xarcsi, TOMUMO ITUTATEJIbHBIX BELIECTB, COJEH M BUTAMUHOB,
FOTOBBIE AHTUTEJA; UAET UHTEHCUBHBIH pOCT;
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— nepuod pannezo demcmeéa — 1—3 rofa: pebEHOK yYUTCH
HOPMaJIbHO XOAUTh, TOBOPMTb, HAYMHAET MO3HABATH OKpY-
XKAIWKHA MUP; HHTEHCUBHOCTb POCTA CHUXKAETCH,

— nepebiii nepuod demcmeéa — 4—6 JeT: pebeHKa MHTEpe-
CyeT BCe OKpYXalollee U OH CTPEMMTCS €ro IOHSTb; HIET
OCBOEHME TPYIOBBIX HABbIKOB,

— emopoil hepuod demcmeéa, WIW WIKOJNbHBIA MEPHOL A0
[1OJIOBOTO CO3pEBaHMsl, — AeBOYKH 7—11 jer, Manpyukn 7—
12 5er: poct 3aMemuIseTcs, HO YCWIMBAETCA pa3BUTHE Mbl-
UIEYHOH CHCTEMBI;

— nodpocmkoewili nepuod — N€BOYKM 12—15 ner, Manb4u-
k¥ 13—16 ser: HayaIo T0JOBOrO CO3peBaHUs; UHTEHCUBHOCTh
pocTa yBeJIMuMUBaeTcs;

— Jonoweckull ospacm — ReByWIKM 16—20 jer, 10HOWH
17—21 rog: oxoH4yaHue pocta, GUIMYECKOro pasBUTHSA U IO-
JIOBOFO CO3pEBAHUS;

— cpednuii eozpacm (I nepuod) — xeHuuHbl 21—35 jer,
MYXUMHBI 22—35 neT: HaWwIydlIMi IepHol Ui AETOpPOXIe-
HUS;

— cpeonuii sozpacm (Il nepuod) — XeHWMHbI 36—55 JeT,
MYX4YMHBI 36—60 sieT: mepuon Haubojiee aKTUBHOW TPYAOBOMH
JeSTeIbHOCTH M MakCHMalbHOro npodeccHoHanM3Ma, mocie
35 NeT HAYMHAIOTCA M3MEHEHMS HEKOTOPBbIX OMOXHMHUYECKHX
peakumit ¥ GU3HONOrHYecKUX (YHKLHi, KOTOpbIE MPEALIecT-
BYIOT WHBOJIOLMM; K KOHIY 3TOTO MEPUOAA MPOMCXOIST M3~
MEHEHMS, OMpelesiolllue HAyalo I[IPOLECCOB CTAapeHus, U
BKJIIOYAIOTCS MEXaHW3Mbl, OOECHEeUYUBAIOLINE [EPECTPOHKY
OpraHM3Ma M ero afanTauuio;

— noxcuaoli 603pacm — XEHIUMHBL 56—75 JieT, MyX4MUHbBL
61—75 ner: B 3TOT IEepUHON MHOTUE JIIOAW €lle COXpaHAoT
JIOCTATOYHYI0 NPOGECCHOHAIBHYIO TPYAOCHOCOOHOCTb, XOTS
MPOLECCHI CTAPEHUsI IPOLOJIXKAIOT Pa3BUBATHCSH;

— cmapueckuii 6ospacm — 76—90 J€T: 3aMeTHO BbIpaxe-
Hbl CTapyeckKhe H3MEHEeHHMsl, ONHAKO W B 3TOM BO3pacTe
MHOTUE JIIOAY COXPAaHSIOT SICHOCTb YMa M CIIOCODHOCTb K
TBOpYECKOMY TPYLY;

— @ospacm doaeoxcumeneii — cBbilie 90 net: 10 3TOrO NO-
CNIEIHETO TEPUOAA OHTOTEHE3a NOXHBAIOT MPEUMYLIECTBEHHO
KEHILHMHBbIL.
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B nocrHarainHOM nepuone, Kak U B IIPCHATATbHOM, BhI-
OETAKT HECKOADBKO Kpumu4ecKux nepuoaoe:

1) nepuod noeoposOenus — TepBble AHU TOC/HE POXIE-
HUA: NPOUCXOIUT MEPECTPOMKA BCEX MPOIECCOB XU3HEAeS-

TeNbHOCTU (ITUTAHUA, IBIXAHWSI, BBLIENEHUS, KpoBooOpalie-
HUS U JIP.);

2) nepuod nonoeoeo cospesanus — 12—~16 neT: NPOUCXOIUT |

FOPMOHAJbHAsA MepecTpoiiKa;
3) nepuod noaosozo yésdanus — okono 50 jeT: MpoHcxo-

IUT yracaHue yHKUHI 3HAOKPMHHBIX Xeje3 (0coGeHHOo TMo-
JIOBBIX).

HpI/I‘{HHbI KPUTHYECCKHX TEPUOAOB INOCTHATAIBHOIO OH-
TOI€HE3a NPUHUMMUANBHO T€ X€, YTO U NMPEHATANbHOTO. U3-
MEHCHUSA T'OPMOHAJIIBHOI'O (I)OH&, ITOSIBJICHUE HOBBIX M UCYE3-

HOBCHUEC CTapbiX HHAYKTOPOB, BKIIOYEHWE U BBIKIIOYEHUE
Pa3HbIX GJIOKOB IreHOB.

POCT OPTAHU3MOB

Poct — 3710 yBenuueHue pasmepoB M Macchl Tena. Pocr
OPraHu3Ma ONpelessieTCsl TeHOTUIIOM (TIOJIMTEHHOE HACEHO-
BaHue) M (QaxropaMu BHeUIHe# cpexbl. Pasznimualor onpene-
JEHHBIA M HeonpejeSeHHbl pocT opranusmos. [pu onpede-
/€HHOM pocme OPraHW3MBbl MPEKPALIAIOT POCT K ONpPeNEIeHHO-
My BO3DACTY (HAceKOMbIe, ITHUIIbI, MJIEKONUTAIOIUE, YeNo-
BeK). Tlpu wecnpedenennom pocme opraHM3MBL pacTyT B Teue-
HUe BCeW XU3HU (pacTeHusi, pbibbl, 3eMHOBOIHBIE) (puc. 61).

[polece pocra yesoBeKa NMPOTEKAET HEPABHOMEPHO, Iie-
PHOIBI OBICTPOTO POCTA CMEHSIIOTCS MEPUONAMHU €ro 3aMelle-
Hua (puc. 62). CaMmblii HHTEHCUBHBIH pocT HabmogaeTcsi Ha
MEePBOM TOAY XM3HHU, KOTAd JJIMHA Tena peGeHKa yBeJUYMBa-

i Poct l

HeonpeAeneH LI onpeaenerHbiil Puc. 61. Cxema tunos pocra
(HeorpaHU4eHHbIR): {orpaHnYeHHbI): OpraHU3MOB
MOMNIOCKY, HaceKombie,
poibbl, UL,
penTunmm MriekonuTaome
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Puc. 62. CxopocTs pocTa JTHHBI Tejla YeaoBeKa

eTcsl mpUMepHO Ha 25 cM. [lanee TeMrbl pocTa 3aMEUIAIOTCS:
3a BTOpOIi rof XU3HM pebeHOK BBIPAcTaeT Ha 10—11 cMm, 3a
TpeTHit — Ha 8 cM, oT 4 1o 7 ieT — Ha 5—7 cMm exeroaHo. Bo
BTOPOM [€pHOfie IETCTBA (MIamirun LIKOJIBHBIA BO3pacT)
TEMITBl pOCTa 3amemisiioress o 4—5 cm B rog. B moapocrko-
BOM BO3pacTe (Nepuojl MONOBOro CO3peBaHus) HabyonaeTcs
nyGepTaTHblii ckayok pocta (7—8 cm B ron). AHAIOTHYHO
HapacTaer ¥ Macca tena. Ilpumepro o 10 ner Temnel pocta 1
HApPACTAHME MACChl T€a Y MAILYHKOB U [NEBOYEK ONUHAKOBBI,
a ¢ 11—12 ner y nesouex onu yckopsiotea. IMocie 15 mer
MATBYUKU YKE ONEPEXAIOT AEBOYEK 10 ITUM NOKA3aTeIsIM, U
3T TIpeBbIIIEHHE BEMYMHBI POCTA M MAcchl Tea B JalbHEM-
1eM coxpaHsercs.

TakuM oOpa3oM, HaMOOJbIIAA MHTEHCHBHOCTh pOCTa Ha-
GmopaeTcss Ha TEPBOM TOAY KM3HM M B TIEPHO] [TOJOBOrO
CO3peBaHus.

He Bce TKAaHW W CHUCTEMbI OPraHOB pacTyT y 4YenoBeKa
O[MHAKOBO. BBIIENSIOT YeThipe OCHOBHBIX THIA POCTa TKAHEH
1 opraHoB (puc. 63).
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180 1
Puc. 63. Kpusble pocra

PasIHYHbBIX OPraHOB
M TKaHeil Tejia YyenoBeka:

160 J

140 |

1 — nmumonanbit THIT, 2 — MO3-
FOBOH THN, J3— ofwmit THn,
4 — PenpoLyKTHBHBI THIT

T™—r—TT

L
01214 16 18 20 Boapacr, ner

a
o
o
= 4

O6wmuit Tun pocra. Teno B LeJIOM, MBILILBI, CKEJIET,
OPTaHbl NBIXaHMS, TEYEHb IOBTOPSIOT XOX KPUBOW pocTa
AIMHBI TeJla X UMEIOT NIBA ITMKA WHTEHCHMBHOCTH POCTAa — B
TIEPBbIA IO/l XU3HHU U B IIEPHOJ IOIOBOTO CO3PEBAHMUSL.

MosroBoit ¥ ronoBHON THI pocra. lonoBHOIt u
CIIMHHOM MO3I, [V1a3a, IOJ0BA pPa3BHBAIOTCH paHblue 1060t
Apyroit yactu Ttena. X WHTEHCHUBHBIL pocT HabsironaeTcs
Cpasy mnocie poxaeHus u K 10—12 rogam oHM HOCTHralOT
PasMepoB, XapaKTEPHBIX U B3POCIOro YeJIOBEKA.

Jumdbouaunit Tun pocra. Tumyc, numdaruyeckue |

Y37bl, JTMMQOMAHAA TKaHb KUILIEYHUKA, CeJIE3eHKH, MUHAA-
JIAH MHTEHCHBHO PACTYT K JOCTUTAIOT MAKCMMANBHOIO PA3BH-
TUs (6osiblie, YeM y B3pocnoro) ao HACTYIUIEHUS MOLPOCTKO-
Boro pospacra (11—12 ner), a 3arem, BEPOSITHO, TTOJ BIAUSIHU-
€M TOJIOBBIX TOPMOHOB, NOABEPralOTCH MHBOJIOLMM [0 YPOB-
HSI, XapakTepHOTO I B3pOCIIOro.

PenpoaykTuBHblii Tum pocra. Avyky, npencra-
TEJIBHAS Ke/e3a, CEMEHHBIC My3bIPbKH, SIMYHUKH, (hauTonme-
Bbl TpYOBI ITOYTH HE YBEIMUYMBAIOTCS B pasmepax Jo nepuoza
TNI0JIOBOTO CO3pEBAaHMs, a 3aTeM OBICTPO NOCTUIAIOT pasMepoB
OpraHoOB Pa3MHOXEHHS B3POCIOTrO OpraHHU3Ma.

3HauUTENBHYIO POJIb B PEryIsAuuu pocTa opraHusma Hr-
PAIOT BHYTPEHHHE (TOPMOHABHbBIE) M CpeIoBbie axkTopsI.
Ocoboe 3HaYeHHE B rOPMOHATBHOI PETyAsiLUM pocTa MMeeT
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rOpMOH runodusa comamomponun: TpU €ro HeAOCTATKE pas-
BUBAIOTCA KApIMKHU, @ TIPU HM30BITKE — FUIAHTHI (POCT BbILIE
2 M). OOBIYHO TmpeKpalleHWe CeKpeuun COMaTOTPOITHOro
ropMOHa COBMANAET C HACTYIIEHHEM I10JIOBOTO CO3PEBAHUA.
BrigesieHye ropMOHA B 3pejioM BO3pacTe BEAET K YBEJIMUEHUIO
pa3MEpPOB OTHEJNbHBIX YacTeil Tena — KUCTEH, cTOM, 4YacTted
nuua (3abonesaHue HasbiBaeTcs akpomezanys). OnpeneneHHoe
BIMAHUE HAa POCT OpraHM3Ma OKa3blBaIOT FOPMOHBI IMTOBUI-
HOH XeJjie3bl ¥ MOJOBbIX Xejie3. FOpMOHBI UIMTOBUIHOM Xe-
JIe3bl 3HAYUTENBHO YCHIMBAIOT OKMCIHTENbHBIE MPOLIECCH B
MUTOXOHIPHUSAX, YTO BEJET K MMOBBILICHUIO IHEPreTHYECKOTO
oomena. TlojioBbie TOPMOHBI BIMSIOT HA BEJIMYMHY OCHOBHOTO
0oOMeHa, CUHTE3 M OTJIOXKEHUE Xupa u Ip.

Ha pocrt opranuama cylIeCTBEHHO BAUSIOT U ¢akTophl
BHELIHEN cpelbl — CBET, TeMIieparypa, MUTaHue, B TOM YHCIIe
BUTAMUHBI, MUKPOITEMeHTH! U Ap. CBET UrpaeT BAXHYIO poJib
B cuHTe3de kKanbuudeponos (BuramuHa D). 3HauurespHoe
[NOBBILIEHUE WM TOHMXEHHE TeMIIeparypbl CYLIECTBEHHO
HU3MEHSAET CKOPOCTh (PepPMEHTATUBHBIX peakluii, YTO CKa3bIBa-
eTcs Ha pocTe opraHusMa. JUiss HOpMalbHOro pocTa OpraHu3m
pebeHKa HYXAAeTCA B IOJHOLUEHHOM H COLTaHCHPOBAHHOM
(KaK KayecTBEHHO, TAK U KOJTMYECTBEHHO) MHTaHMM. BaxHas
pOJIb MPUHALIEXUT BUTAMUHAM, ocobeHHo A, D u rpynnsr B,
MUHEPATbHBIM BEIECTBAM M MMKpO3jJeMeHTaM (COMM Kajlb-
Mg, Kaaud, Xeje3a ¥ Ip.). BaxHoe 3HayeHUe UMEET U BeCh
KOMIUIEKC COUUATbHO-3KOHOMHYECKHUX (aKTOPOB.

ITocaenrue CTO JIET OTMEYaeTcsl yeKOpeHHe PU3NYECKOoTo
¥ PU3MOTOTMYECKOTO PA3BUTUSI NETE M MOAPOCTKOB — axce-
Aepayus. AKcenepauusl NMposiBiasieTcs yXKe Ha CTaauu BHYTpPU-
yIpOOHOTO pa3BUTUS, O YE€M CBUIETENbCTBYET YBEJIUYEHUE
JUIMHBI Tejla HoBopoxaeH:pix Ha 0,5—1,0 cM u yBennyeHue
Maccel Ha 50—100 r o cpaBHeHHIO ¢ MOKA3aTeNsIMU TpUALA-
THIEeTHell naBHOcTU. B Hactosuiee BpeMst y OOJbIIMHCTBA
JeBylleK pocT mpekpaiuaercs B 16—17 ner, y oHoueil — B
18—19 ner. HecMoTpst Ha Gosee paHHee MpeKpalleHUe pocTa,
3a nocnenHue 30 NeT OH OKa3bIBAETCSl YBEJIUUYEHHBIM Y B3pOC-
JIBIX JIIOJEH MMPUMEPHO Ha 8 CM.

CylecTByeT MHOIO TUIOTE3, OOBACHSIOUIMX aKcejepa-
umio. eHeTUKHU npennosaraor, YTo ogHa U3 TIABHBIX MPUYMH
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AKcoJiepauMy —  MOBBIILEHUE TETEPO3UTOTHOCTH MOJIOAOIO

IHOKOJIEHUS BCIEACTBUE CMEIIAHHLIX OpaKoB (SIBICHUE FreTepo-~
quea). Csi3bIBAIOT 3TO SABJCHHME W C COUMANbHBIMU (akropa-
MUu:  ynydluleHHeM TIUTaHUS, CHUXEHHEeM 3a00JIeBaeMOCTH
aereil, ypbaHusauueil, yCKOpeHUeM TeMmna Xu3Hu u ap. Om-
peiic/ieHHOe 3HAUYEHUE, BEPOSITHO, UMEIOT MOBBILIEHUE pagua-
uHoliHoro goHa, U3MEHEeHMs] MarHUTHOTO 110J1s1 3eMJIU, 3JIeK~
TPOMATHUTHBIE BOJHBI MpU paboTe Tele- U paguoyCTaHOBOK U
ap. SABneHHe akcenepauuu, NO-BHAMMOMY, NPEACTABISET CO-
Ooit pesyabTar OeicTBUsST MHOTHX (akTopoB M TpedyeT Aaib-
HCHINEro U3y4yeHus.

XPOHOJIOMMYECKWIA 1 BUONIOTUYECKUNA
BO3PACT

XPpoHOJIOIHYECKHI BO3PACT — S5TO KOJUYECTBO JIET, MpPO-
KUTBIX YeJJOBEKOM {MCTHHHBIA BO3pacT, BO3pACT I10 MACHOpPTY).

Buojornyeckuii BO3pacT IOKAa3blBaeT, Ha CKOJBKO JieT
BHINIAAMT uyenoseK. Ans onpeneneHus GMONIOrMYECKOTO BO3-
pacTa UCTOJb3YIOT ClEeAYIOUIUE KPUTEPUHM:

-— CTeNeHb Pa3BUTHUSI BTOPUUYHBIX MTOJIOBBIX MTPU3HAKOB;

— 3pejiocTh ckeyiera (OKOCTEHEHWe pas3iMyHBbIX 4YacTeli
CKeJleTa MPOUCXOOUT B PA3HOM BO3pacTe);

~— 3yOHas 3penocTb (MOABIEHME MOJIOYHBIX 3y0OB M 3a-
MeHa MX MMOCTOSHHBIMHA NPOUCXOAMT B ONPEACICHHOE BpeMsl).

XpoHonoruyeckuit U OUONOrUYEeCKUl BO3pacT COBMNAAeT
He BCerna.

KOHCTUTYLIUSt U TABUTYC YEJIOBEKA

KoneTuryn|si — 3T0 CTOHKHE, M€HETHYECKH O0YCIOB/IEH-
Hble ocobeHHOCTH Mopodoaoruu, GHUIHOIOTHU W TOBEICHUS
yenosBexa. B MoHATUE KOHCTUTYUHMH BKITIOYAIOTCS HE TOMBKO
Mopdonoruueckue, Ho H GUMONIOTHYECKHE OCOOGEHHOCTH
OpraHu3Ma, ero peakKTUBHOCTb, OCOOEHHOCTH OGMEHHBIX MpPo-
LUECCOB M TIOBEIEHUS, CONPOTUBIAEMOCTh OONE3HETBOPHBIM
areHTaM.

[pencrasneHne 0 KOHCTUTYLIMOHANBHBIX OCOOEHHOCTSIX
moae# (KOHCTUTYLUHMOHAJNBHBIX THIAX) 3apoiuoCh JABHO.
CyuiecTByeT MHOTO pas3fM4HbiX kiaccuduxkauuil. Mbl ocra-
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1 2 3

Puc. 64. Cxema KOHCTHTYIIMOHANBHBIX THTIOB mone#
: (no M. B. YepHOPYLIKOMY):

] — acreHuyeckHi, 2 — HopMocTeHuqecxuﬁ, 3 — rUnepcTeBUUECKUN

HOBMMCS Ha OIHOHW M3 HUX, NIpEATOXEHHON B 1927 r.
M. B. UepHOpYylUKHM, KOTOpad [IOMHAMO Mopcbono6mqec12p;;[(
KpUTEpHEB ONMMCHIBACT H (GYHKUMOHATbHBIE  0CO eHHoo '
turioB. CornacHo 3Toi wraccuUKAUUy BBUICNAOT TpU OC
HOBHBIX KOHCTUTYLMOHAMBHBIX TUIIA: ACTEHMKU, HOPMOCTEHH-
KU ¥ TUNepCTeHuKu (puc. 64). Crieqyer cpasy OTMETUTD, 4To
GONBLUMHCTBO JIIOAEH HE yK/TanblBaeTCsl B MAapaMeTphl 3TOM
wiaccuduxauy 1 3aHUMacT HpOMC)KYTO‘UIHOB HOJTOU)KCHPIC. )
ACTEHUKHU XapaKTepu3ylTcsa Y3KOH IpyAHON KIIETKOM,
HU3KUM TOJIOXEHHUEM nnadparMsl, yUIMHEHHBIMHA JIETKUMM,
HeGONBIIMMY  pasMepaMy  Cepaud VYMHHCHHO—KB.HCJIBHZI/I
¢dOopMBbl, OTHOCUTENIBHO MQUIOH JUTHHOM KHlIEYHMKA C HOHH
KEHHOW BCACHIBATEIbHOM CIIOCOBHOCTHIO, TOHKMMM KOCTAMMU,
JUTMHHBIMM  KOHEYHOCTSAMHU, MAIBIM KOJIMYECTBOM XHUPOBBIX
OTIOKEHHIA. ApTepuaipHOe JaBICHUE Huzkoe. B KpOBH CHHU-
KEHO COJIEpXKaHue XOJleCcTeprHa. WHreHCcHBHO UAYT Npouec-
chi avccnmunsuu. st aCTeHUKOB XapakTepHbl CKOBAHHOCTD
JIBMKEHUN, TIOBbILUIEHHAA BO30YAUMOCTb, TSlA K onuﬂoqecm)i
B TSIKesbie Tepuoabl XU3HU. OHMU CKJIOHHBI K HEBPO3aM, pac
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IO . .
ngﬁﬁc;};n;ﬂizreramsﬂou HEPBHOH CHCTEMBI, SI3BEHHOI 60
U IBEHAAUATUIEPCTHOM )
H KMIUKH, TYO
o , TYOepKyne3y.
" PMOCTEHHKH HMEIT NMPONOPLUOHATBEHOE Tenocnz-
et m, YMEPEHHOE OTIOXeHMe XMpa. OHM TNOXBMKHEL
ycngm;l{;mé Kimcrpo U yMeJIO ZIEHCTBYIOT B SKCTpeMaJIbeI);
, OHHBI K 3a00JIeBaHUSIM
; BEPXHUX HObIXa
v TeJNIbH
YTCII:I;I II-::BpEUII‘PIHM, YacTo BCTPEYAeTCs aTepOCKAepo3 .
wpora ;I{L;:;;Hf;gxérn XapakTepU3YIOTCH TOJCTBIMU KOCTSIMU
€TKOM, BBICOKMM pacn ’
OJIOKEHHEM -
(61)01);:1\41)11 OOBEMHUCTBIM XEJTYIKOM U JUTMHHBIM Knmeqﬂnxgzac
oo :.(I)Oi BCaChIBATENILHON CIOCOGHOCTBIO. Ceprue OTHOCH
PYHHBIX pasMepoB, pacn 3
OJIOXEHO TOpU3
KPOBH OTMEYaeTcsi MOBb ’ oo b
[IUEHHOE COAEpXaHUe
MOYEBO# KUCIOTHI, 3pH a. Trimeoere.
R TPOLIMTOB U IeMOIIO0HU
mote Ha. I'unepcre-
Hpouecc;r;mmb{ K OXHPEHHUIO, TaK KaK y HUX npeo6nalz)1a}or
npouecckl aCCHUMMJISILMM, aTepocKiieposy, auabery, runepro-
ypaB,H SHAM NOYEK M XKen4yHoro myssips. JIoau 3Toro THna
ypas ‘(I)BCH.ICHI:,I, CIIOKOMHBI, JIETKO OOIUIAIOTCS M BBIPAXKAIOT
VYBCTBA, B TSDKE/ble MEepUONBl XKU3HU H36e
coou 1 rafpoT OIUHO-
Tao —
npOMexHy:gi Bpe::;o CO(C)TOSIHI/IC 4EJIO0BEKAa B ONpedesICHHBI
eHn. OH BKIII0YAEeT: oc
. 0OCOOEHHOCTH
poM Te0CIOo-
ruqec?(’o OCAaHKH, IMOXONKH, ITOBEAEHHSI; COOTBETCTBUE OHOJIO-
e _ro ¥ XpPOHOJIOTHYECKOTO BO3PACTA; LIBET KOXHBIX 110
pr;e ;)B, BLIDLKCHUE JMUA U T. 1. [abutyc orpaxaer cocros
e Hu}\?po‘szﬂ M CaMOYYBCTBHE YENOBEKA B AAHHBI MOMEHT
Han I};H ep: habitus adenoides (coctosinue 3aTPYIHEHHOIo 1b :
HEPE3 HOC BCIEACTBUE YBENUYEHUS aNEHOMIOB) faci:zs
b

abdominalis (ctpan
AJTBYECKOE BBIPAXE
6ONSX B KHBOTE). PAXEHHME JIMLA NPH OCTPhIX

CTAPEHUE U CMEPTb

Cr — '
ﬂaﬂm»apenne 061e6HOIOruYecKas 3aKOHOMEPHOCTD «yBSl
Crapoc OPTAN3IMA, CBOHCTBCHHAS BCEM XWBBIM CyllecTBaM
Th — 3TO 3aKJIIOYUTESX i :
bHBIN €CTECTBEHHbIIA

TOF(?;{CI&&, 3aKAHYMBAIOWHICSA CMEPTHIO Pl oTan on-

2 o .
- gg:moxzozm Hayka o cTapoctd. OHa M3y4aeT OCHOB-
OHOMEDHOCTH CTApeHMs], NPOSBISIOIUMECS HA BCex

YPOBHSIX OpraHMU3aluu
OT MO
HOTO. ’ JIEKYISIPHOTO 10 OpraHU3MeH-
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Tepuampus n3y4aeT 0CODEHHOCTH PA3BUTHA, TeyeHus1, Jie-
yeHUs Y [OpenynpexacHusd 3a0oNieBaHUI Yy JlIodei cTape-
CKOTO BO3pacra.

3anaua repOHTONIOTHH COCTOMT HE TONBKO B TOM, 4YT100BI
[IPOILIUTb XU3Hb YENOBEKa, HO U B TOM, yro0bl 1aTh BO3MOX-
HOCTb JIOASAM CTapILiMX BO3PACTHBIX IPYII AKTHBHO y4acTBO-
BaTh B TPYIOBOH ¥ OOILIECTBEHHON NEATCABHOCTH.

B mpouecce crapeHus 3aKOHOMEpPHO NPOSIBISIOTCS 603-
pacmuvie U3MeHeHus, KOTOpbIe HAYMHAKIOTCS 3aJ0Jr0 IO CTa-
pOCTH M TIOCTENEHHO TPUBOIAT K orpaHuyeHu1o GyHKUKO-
HATBHBIX [TPUCIIOCOOUTETBHBIX BO3MOXHOCTEN OpraHu3Ma.
CrapocTh — 3TO He 00/e3Hb, KOTOPYI0 MOXHO JIEYHTH, a 3Tal
WHIVBUIYyUIbHOTO pa3BUTHUS. BO3HUKHOBEHUE CTAPYECKUX
M3MEeHEHMUii CBS3aHO HE TOJNBKO C KAICHIAPHBIM BO3PACTOM,
HO U C COLManbHBIMHU (aKTopamMu (axostoruyeckas o0CTaHoB-
Ka, 06pa3 XU3HH, CTPECCHI U T. ).

Crapyeckue u3MeHeHHsi OOHApYXnBalOTCA npexiue BCero
BO BHELIHMX MPU3HAKAX: MU3MEHSIOTCA OCaHKa H ¢opma Tena,
ogBIsSeTCA  CeAuHa,  TepaeTcs  JACTHYHOCTH  KOXH
(TostBNEHUE MOPILMH), oCiabNsIOTCA 3peHUe U CIyX, YXyAlla-
eTcsl aMsITh.

Ha opraHHOM YpOBHE Yy MOXHIIbIX Joneil yMeHbliaercs
KU3HEHHAs eMKOCTb JIErKHX, MOBbIIAETCA apTepUaIbHOC
JapieHue, pa3BUBAETCs ATEPOCKIIEPO3, HabaoqaoTCd UHBO-
JOLMSI MOJOBBIX XKeJe3, CHHXeHNe MPOAyKUMH MOJNOBbIX
TOPMOHOB W T[OPMOHOB LIMTOBUMHON XeNe3bl, CHUXACTCA
OCHOBHOI OBMeH, yXyluIaeTcsi pabora opraHoB MHILEBAPEHNA.

B KieTKax yMEHbBIIACTCH KOJNMYECTBO BOZBI, CHUXACTCH
AKTUBHBII TPAHCTOPT MOHOB, AKTUBHOCTb ({epPMEHTHBIX CHC-
TeM OKMCAMTenbHoro gocdopunuposativs, —PperivKalnu
JHK, cunTtesa uPHK, penapauuu JAHK, BcnescTsue 4ero
HAKaTUIMBalTCs MYyTaluU.

TepoHTONOTUA ~ PAclosiaraéT  OrpoMHbBIM KOJIM4YeCTBOM
(akTOB 06 M3MEHEHUU Pa3UYHBIX CTPYKTYP n byHKumit op-
ranusMa B nipouecce crapenus. [eponrosnoramu BHUIBMHYTO
CBBILIE TPEXCOT TMMOTE3 CTAPEHMS. Hexoropble U3 HUX Npel-
CTABISIIOT YHCTO UCTOPUUYECKUI MHTEPEC.

Dnepeemuveckas eunomesa (M. Py6rep, 1908): kaxubiit
BUL MMeET omnpeneneHHbii JHEpreTUYecKUil POHI, pacTpaTus
KOTOPbI, OPraHu3M crapeet 1 normobaer.
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o (f;;)pﬂfi(;f;if;bﬂa}l eunomesa (1. Bpoyn-Cexap, 1889, C. Bo-
, ! TMIPUYHUHA CTAPEHUS — CH '
[1OJIOBBIX TOPMOHOB. rrene fipotyim
o meOKCLlIC(wIIOHHQﬂ eunomesa (M. U. Meunukos, 1903):
HHa CTapeHHs — CcaMoo ’ -
TPABJIIEHUE B PE3YJIbT:
JIEHHS MPOAYKTOB A30TH Viron Mo
CTOro obMeHa u mpo
B TOJICTOM KHILEYHHUKE. POIYITOR Tiers
Tu
wn nﬁzsflté :e[;;};cénplgafcceﬂuﬂ UEHMPAAbHOU HEPEHOT cucmeMbl
I , , 1. Cestbe, 1936): HepBHbI
: € MOTPSICEHU
1 NIEPEHANPSXEHNUS BbI3bIBAIOT NPEXAEBPEMEHHOE CTZIE)CHHE g
1922 Coedunumenvnomrkannas  2unomesa '
g ): M3MEHEHHSI B COEIMHUTENLHON TKAHU HAPYHIAIOT MeX
o a:erlssble B3aUMONCHUCTBUS M TNpPUBONAT K  CTApeHHIO
BéK - DOroMoJiblly NMPUHALIEXUT METKOE BBIpaXeHMUeE: «‘leno-'
;_/[IMCCT BO3pACT CBOEH COENMHUTENbHON TKAHU»
. )
o MHEHUIO IPYrHX UCCENoBATENEHR, K CTAPEHHIO NpH-
o ;l;];efz%ﬂupﬂ KOAM0UOHbIX c80LCME UUmMORAaIMBl KITETOK
- Pyxunuyka, M. Mapunec
, M. Ky, 1922), u
° , 3MEHEHU
H:}r)r}z}z;f::cmu eunomanamuueckux sdep (B. M. HI/UH;MaH 1958‘)}1
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o 021aCHO 2CHEMUMECKUM 2UNOMe3aM, B OCHOBE CTapeHUs
‘reHeP;T HAKOIUIEHME «OIIUBOK» U HOBPEXICHUI (Mytauuit) B
rete m;;t;ecgorr\;[ anmapare, cayyaiHo (CToXacTUyecKu) BO3HU
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. ITO MpPENoJOXEHHE B IT
HaXoAUT 3IKCHepuMeHTal Muore
bHOE ToaTBepxkaeHue. M
Ho K HUe. MHorue uu-
JIOTH YCTAHOBUIIHM, YTO TEJTOMEPSI CTAGMAU3UDPYIOT KOHuleI

(A. A. Boromonet,
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XpOMOCOM 1 MPEAOXPAHAIOT X OT CIMTIaHUS W paspyHieHust.
Bo BpeMsi MUTOTHYECKOTO LHMKJIA NPH perukauuu JIHK Ha
OHOM M3 KOHIOB XPOMOCOM TEPSETCsl HECKONBKO cyobenu-
Hui (Hykieoruaos). C KaXIbIM MHTO30M IUIMHA TEeIoMep
ymenbinaerca. Korna juiMHa TeJoMep JIOCTUIaeT KPUTHUECKON
BeJIMUMHBI, KJIETKU TEPSIOT CIIOCOOHOCTD ACTUTHCA.

B cepenune 80-X romoB ObUT BBUICACH ¢epMeHT TENIOME-
pasa, MO3BONAOLMA COXPAHATh IHHY TeJIOMEpPHL 32 CYeT
NIpUCOEIMHEHHS HYKIIEOTHIOB. KJieTKy 4enoBeKa UMeIOT TeHbl
TenoMepas, HO B OCHOBHOM 3TH TCHBI HE akTHBHBL. B 1993 T.
Xapnu ¥ I'pefinep YCTAHOBWIM, YTO B OMYyXOJNEBBIX KJIETKAX
TeJloMepa3Hble TEHBI aKTUBHBL. DTOT (AKT OTKPBIBAET MEP-
CIIeKTHBHI JIeUeHHMsT Onyxoneil myTeM MoaBIeHnst aKTHBHOCTH
TeJIOMepasHbIX TEHOB M MPEAYNPEXICHUS CTapeHHs KJIETOK
[IyTeM aKTHBAlUMK TEJIOMEPA3HbIX TCHOB.

EnuHol TeOpUH CTapeHHUs! HET. Tpoiecc crapeHust cliedy-
er paccMaTpuBaTh Kak COBOKYIHOCTb B3alMOCBA3aHHbIX [eHEe-
THYECKUX, PETYIATOPHBIX U TPOGUYECKUX HM3MEHEHU, BeLy-
1asg posib B KOTOPBIX MPUHAIEXUT MEHETHIECKUM MEXaHHU3-
MaM. \ :

Tt mpoluieHus aKTUBHOI XM3HH YeJoBeKy HeoOXOAMMO
BECTH 3]0pOBBIN 00pa3 XU3HH, TPYAHUTHCH, 3aHuMathbest Gu-
IMYECKMMM YPOKHEHHSAMH, PAlMOHANbHO TMUTATHCAH. Bax-
HYIO pOJIb MIPAeT HOPMAJIBHBIH [ICUXOOTHYEeCKU KIIMMaT B
TPYAOBOM KOJIEKTUBE U B CEMBE. Hayka, uayyamomas 310po-
BbIii 00pa3 XU3HU, HAa3bIBACTCH saneonoeuell.

YKu3Hp MI0OOro OpraHM3Ma 3aKaH4YMBaeTCs CMEPTHIO. y
BBICIIMX OPraHNU3MOB CMEPTh — COOBITHE HE OAHOMOMEHTHOE.
B sToM npoliecce pasIMyaoT Apa 3Tand — KIMHHUYECKYIO U
OUOJIOTHYECKYIO CMEPTh.

[Ipu3HaKamu KAUHU4eCKoU cmepmu  CIYXAT OCTaHOBKA
BaXHEHIIMX XKU3HEHHBIX (DYHKUMH: 1OTEpst CO3HAHMA, npe-
KpauleHue AbIXaHus U cepauebuerus. Hekoropoe Bpems 10-
cile KIMHUYECKOM CMEPTH €llie COXPaHAeTcH yIOPSIIOYEHHbIH
MeTaGoMM3M KIETOK W OpraHoB W BO3MOXHO BO3BDAlICHHE
yenopeka K xu3Hu. [locTeneHHO HACTyNaeTt buonozuyeckas
cMepmb, CBA3AHHAs C NPEKPALIEHMEM NPOLECCOB CcaMOOGHOB-
JeHusi B KIETKaX ¥ TKaHsX, ¢ HapylUeHUeM yrnopsaoieHHOCTH
XMMHUYECKHX DEaKUMii, MPUBOAIMM K ayTONU3y U [POLec-
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CaM pasioxeHus B opraHusme. Haubonee uypcTBUTENBHBI K
HEOCTAaTKY KHUCJIOPOAA KJIETKU KOPHI T'OJIOBHOTO MO3ra, Hek-
POTHYECKHE HM3MEHEHHSI B KOTOPHIX HAYMHAIOTCS yx(e’qepe3
5—6 muHyT [I0CIe NMPEKPALUEHHs TTOCTYILIEHUs KHcIopona. B
9TOT KOPOTKHH TMEPUO[, KOTHA NMPU3HAKH XU3HU m‘cyrcﬁay-
10T, HO TKaHHU €lUe XUBBI, BOSMOXHO BO3BPAIEHHE OPraHu3-
Ma 5( XKHM3HM (peanumayus). BeIxod U3 COCTOSHUS KIUHHNYe-
CKOM CMEPTH BO3MOXEH JIMIIb B TEX CIyyasix, KOIa He MO-
BPEXICHBI XKU3HEHHO BaXHbIE OpraHbl. PeaHumauus mupoko
NPUMEHSIETCS B Pa3IMYHBIX OBMACTIX MEIMIMHEL

[(nhaBa 8
FEHETUKA nonyndauuvn

NONYNALUNOHHAS CTPYKTYPA BUOA

Buonoruyeckmii BHg — 570 COBOKYTIHOCTb OCOD€lf, 3aHu-
MaoILUX ONpEeNCNEHHBIA apeal, HUMEIIINX MOpd)OJ;OI‘I/I‘Ie-
CKoe, GU3NONOTHYECKOE, TI'eHETHYEeCKoe U MOBEIEHYECKOE
CXOJCTBO, CBOGOMHO CKPEUIMBAIOIIUXCS Mexay coboii U naro-
WX MIOAOBUTOE MOTOMCTRBO.

OcHoBHEBIE KPUTEPUU BUaA clIenylolue:

— DenpooyKmuseHas u e2eHemuueckas uzorayua — ocobu
OQHOTO BHJA CBOOOZHO CKPEIIMBAIOTCH APYT ¢ IpYroM M He
cxpemnaax;c;{ € 0cO0GAMM APYTHX BUIIOB;

~— Mopgoaoeunecxuli — 7
vora o ;ﬁ CXOIICTBO B CTPOEHUM Ocobeil ofi-

— ¢u3u0ﬂ0€uuecxuﬁ — CXOJCTBO (PM3UOJOTHYECKUX TPO-
HeccoB y ocobeil oqHoro Buaa;
— Guoxumuxeckuli — crneunduxa GeJKoB U depMeHTOB U
CXOACTBO OOMEHHBIX MTPOUECCOB Yy 0cOBeil ORHOro BHIA;
— 3MmonoauMecKuii — CXOACTBO IO i
BEIEHHUST Y OC -
HOI'O BUJA; Y oconett on

— 9Kon02uMecKuli — CXOICTBO YCJIOBHIA
! OBHMI1 CYIIECTBOBAHU
ocobeil omHoro BUAA, Y i

— 2eozpauveckuil — ONMHAKOBOE pacceneHHe o0cobeit
BU]Ia Ha ONpeeNeHHO TePPUTOPHH.
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Jing Toro YyroObl OTHECTH NAHHYIO 0cobb K TOMY WIH
MHOMY BUJy, HEOOXOIMMO MCIOIB30BATh COBOKYMHOCTb KPH-
TepueB, TaK KaK HM O[UH W3 HUX HE SBIACTCS a0CONIOTHBIM.
Mop¢oiorH4ecKoe CXOACTBO HMEIOT BUIBI-IBONHUKU. DPH-
3HOJNIOTMYECKHE W OMOXMMHUUECKHUE TPOLECCHl Y CXONHBIX BH-
OB MOTYT OBITb BechbMa OIM3KUMHU. Pasnble BUOBI MOTYT
MIMETh CXONHbIE ODKOJMOTMYECKHE HHUUIM M Teorpaduyeckoe
pacrpocTpaHeHue. Jlaxe HeCKpelnBaeMocTb U EHETHICCKas
M30/LUs 0co0eil pasHbIX BUIOB HAOII0aeTCs HE BCErna.

Ocobu BUIA paccelieHbl HA 3aHMMaeMoil UMU TEPPUTOPHH
HepaBHOMepHo. BenencTsue 3Toro BUI pacnafaeTcs Ha Gonee
MeJIKME eIUHMIIBI, OTHOCUTENBHO W30JIMPOBAHHBIC NpYr OT
apyra. OHY Ha3bIBAIOTCH MOMYNALUNAMU.

TlonyasiuMs — 3TO COBOKYMHOCTb ocobeit oIHOTO BHIA,
JUIMTEIHHO HACENSIOIMX OAHY TEPPUTOPHIO, UMEIOLIUX CXOA-
Hblil reHOOH BC/IEACTBUE CBOOOIHOIO CKPEIMBAHMS MEXIY
coboit. OGHIMPHOCTh apeaja, 3aHWMaeMoro nonyasiiuen,
33BUCHT OT MHOTMX NpuuuH. OnHUM M3 akropos, onpene-
JSIOIMX pa3Mep apeaia NMPUPOMHBIX NOMYIALNH, ABIAETCH
MoNBUXHOCTb ocobeit. TToHATHO, YTo Nomy/AuMss BUHOIPAL-
HOM YJIMTKH He MOXET 3aHMMAaTh 60/bIIO# apeas, NoMy/IsILHH
MTUL, — Hao0OpOT.

COBOKYIHOCTb T€HOB TIONY/SIMM HA3bIBACTCA €€ 2eHO-
gondom. TenHoboHAbl TONMYJISIIMA COCTABNSIIOT TeHOGOHI BH-
na. Ocoby OIHOM TMOMYNSLUHN MMEIOT Pa3HbIC T€HOTUIIbI (AA,
Aa, aa), T. €. obJagaloT TeHETHYECKUM nojuMoppu3MomM B
OTJIMYME OT HUCMbIX AUHUL, TIPEACTABIAIOUIMX COBOKYITHOCTD
OJIHOPOIHbBIX TOMO3UTOTHBIX 0cObeil (TEHOTHIT nubo AA, 6o
aa). OT60Op HE MOXET MATH B YUCTBIX JIMHHUSX, OH MAET TOJb-
KO B MOMYJISLUSIX.

To uucieHHOCTH Ocobeil Bce MONYIAUMM MOPa3AeIdIOTCs
Ha OoipLIUE U MAJIBIE.

OTJ/INYUTESIbHBIE NPK3HAKH
nonynauun YENOBEKA

Tlo YMCIEHHOCTH TONYIAIMK JIIOfeH Takxke OblBaloT
Gonpne U Manble. boavlue uenogeweckue NOnYAAyUu BKITIO-
vatoT 6osee 4 Thic. yenoBeK. Maavie uenogeueckue NORyAAUUU
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N0pasfeNsIoTCd Ha JeMbl U U30NATHL. JIeMbl UMEIOT YMCIIEeH-
HocTh oT 1,5 1o 4 Tbic. YenoBek. BHyTpurpynnossle 6paku B
HUX cocTapisiioT 80—90%, NMPUTOK reHoB U3 APYruX rpymm —
1—2%. H3zoaamet — camble Majible NMOMYASUMM JIOLeHl Yuc-
JIeHHOCTBIO 10 1,5 Thic. yenoBeK. BHyrpurpymmosbie Opaku
cocTaBasAloT B HUX cBbie 90%, a MPUTOK T€HOB M3 APYTUX
rpynn — meHee 1%.

[Honyaaunu 4enoBeKa MMEIOT PSA OTIMYMTENBHBIX NpH-
3HAKOB: 3TO MOMYJAUMU C BO3PACTAIOILEH YUCIEHHOCTHIO, B
HUX CHUXaeTcst AeHCTBHE eCTECTBEHHOTO OTOOpa, [IPOUCXOOUT
paspyuieHne U30NATOB, HAOIIOLAETCSl CXOACTBO YC/IOBHM XU3-
HY Jofiell B pasHbIX KIMMAaTHYECKUX YCIOBHSX, BCJEICTBUE
YEro YCTPaHsAITCSA MPUYHHBI PACOBBIX Pa3NMUMil, TPOUCXOIUT
3aMeHa OHUX 3a00NEBAHUI OPYIMMH (MeHblie MHOEKIMOH-
HbIX, 6OJIblIE CEPAEYHO-COCYIUCTBIX, HACIENCTBEHHBIX U OH-
KOJIOTUYECKUX).

YenoBeueckue MOMYMALUMN XaPAKTEPUIYIOTCS CEAYIOMIH -
MU deMozpaguyecKumu nOKA3amensmu: pa3smepaMu; poXiaeMo-
CTbIO U CMEPTHOCTBIO, Pa3HULA MEXIY KOTOPBIMH COCTABISIET
MPHPOCT HACETEHHUS; BO3PACTHOM CTPYKTYpOWH; poOOOM 3aHg-
THH; IKONOTMYECKUM COCTOSIHMUEM Cpenbl; 3KOHOMHYECKHUM
TIOJIOXEHUEM ODLIECTBA; KIMMATHYECKUMH YCIOBUSAMU M Ip.

IMonynsauuyu Ha3bIBAIOTCS NAHMUKCHBIMU, ECTIM B HUX IPO-
NCXOIMT CJIyyaifiHOe, HUYEM HE OrpPaHUYEHHOE CKpEeLIMBAHUE
Mexay ocobsamu, cBoGoablii BeiOOp naprHepa. Eciau ckpe-
LIMBAHME MeXNy ocobsaMM (BBIGOD MapTHEpa) UMEET OrpaHM-
YEHHs], TO TAKWe MOMYJSLUUU Ha3bIBAlOTCA HENAHMHUKCHBIMHU.
BONBIUMHCTBO €CTECTBEHHBIX MOMYAAUMIA SIBISIIOTCS Henau-
MUKCHbIMU, TaK Kak MHorue dakrtopbl (cmabocTb camia,
OONbILOE pacCTOAHME MEXIY OCOOSMHM M JIp.) MPENSATCTBYIOT
CBOOOIHOMY CKPELIMBAHUIO.

[lon udeaasoli nonyasyuerd TOHUMAIOT GECKOHEYHO
OONBLIYIO MO YUCAEHHOCTH MOMYJSLMIO, KOTopas XapaKTepH-
3yeTcs I0JHOI NAaHMMKCHER, OTCYTCTBUEM MyTauUi U ecte-
crBeHHoro orbopa. IloHATHO, YTO B mpupoae TakuUX Momys-
UMK HE CYWECTBYeT, HO Oo/bllIME MO YUCIEHHOCTH NOMyJs-
LMK 10 CBOMM XapaKTEPUCTUKAM NMPUOTMXKAIOTCH K UACATBHOI.
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FEHETUMECKWE NPOLIECChI B BOJTBLLNX
nonynsuusx
(3AKOH XAPAN—BANHEBEPTA)

WUneanbhble (OoNblire) MOMYISLUAK MOJYUHSAIOTCA 3aKOHY
Xapnn—Baitn6epra. B nonyjasiiiuoOHHOMA reHeTHKEe OCHOBHBIMU
SIBJISIIOTCS TIOHSITHUSI MACMOMbl 2€HO6 W 4ACHOMbl 2eHOMUNOSE.
YacToTy BCTPEYaEeMOCTH HOMUHAHTHOIO reHa OO0O3HAYaoT
JIATUHCKOM OYKBOU P, 4 4acTOTy BCTpeYaeMOCTH PELECCHB-
Horo resa — OykBoit q. Ecny ajulesIbHBIX F€HOB TOJIBKO B4,
TO CyMMA YacTOT IOMUHAHTHOTO W pelieccMBHOrO rexa (p + q)
paBHa 1 (100%). Ilpu cKpemMBaHUM [OBYX [ETEPO3UTOTHBIX
OpPraHu3MOB B 1 IOKOJIEHMH ITONYYUM:

Eciau BMECTO I'eHOB IOCTaBUTb 00GO3Ha-

P Aa x Aa
yenus ux vactot (pp, 2pq, qq) ¥ nMpeob-
paszoBaTh BTO BHPAKEHME, TO TIOMYIUM: G @@ @@
p%, 2pa, q2, tae p? — vacTora JIOMH- F, AA 2Aa aa
HAHTHBIX TOMO3UIOT, 2pq — Yacrora
TeTepo3nuToT W G2 — YacToTa PeLeccus-
HbIX romosuror. CyMMa yacToT TOMO- ¥ TE€TEPO3UIOT MOXET
6bITh mpHHsTa 32 1 (Mu 100%): p2 + 2pq + @2 = 1 (100%).

IIpu ycnoBuM MONHON MAHMHUKCHH JaNbHeilIee CKpeIlu-
BaHue ocobeit momyaauuu (AA, 2Aa, aa) Agaer cienyloume
pe3yNbTATHI:

T AAXAA S AA
2°(AA x Aa) — 2AA + 2Aa
2"(AA x aa) — 2Aa
2*(Aa x Aa) — 2AA + 4Aa + 2aa
2'(Aa xaa) — 2Aa+ 2aa
aaxaa  —aa

5AA + 10Aa + Saa

Mpumeyanue. 2" — ¢ y4eTOM PELIUNIPOKHOTO CKPELIMBAHHUS.

IMofcunTaB pe3yabTaThli CKpellUBaHUsA, MONy4uM: SAA +
+ 10Aa + Saa, uiu AA + 2Aa + aa, T. €. COOTHOLIEHHWE rOMO-
M reTepO3UroT He uaMeHwroch (1:2:1). DTo COOTHOLIEHNE HE
U3MEHHMTCH U B CIENVIOLIMX MOKOJEHHMSIX, TAK KaK UCXOAHBIE
fanHble oMMHaKoBbl. OTCIOfA BbITEKAeT 3aKOH Xapau—Baiin-
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Oepra, KOTODBIA IJIACUT: 6 UOeAAbHOU HORYAAUUU HACHOMbL
2CHO8 U ceHomunoes HaxooamcA 8 DABHOBECUU U He UIMEHAIOMCA 6
pady nokosenuii. MareMaTMyecKoe BBIpAKEHHE 3aKOHa Xap-
nu—BaiiHbepra NpUMEHSIIOT U PacyeToB YacTOT T€HOB M
TeHOTHIIOB B OONBIINX MOMYJISIIMSX YeN0BEKA.

FEHETUYECKHUE NPOLLECCHI
B MAJIbIX MONYyAsUUAX

Pa6oramu C. C. Yersepnkosa u T. JdoGpXkaHcKoro cos-
JlAaHA COBPEMEHHAA (CUHMmemu4eckas) meopus 360A0UUl, KOTO-
pasg oObenuHUNA OCHOBHEIE MonoxeHus teopuun Y. Jdapsuna
u cuoapeMeHbee JlaHHbBIe OMOJNIOrMH, OOLIEd Y TMOMYISIHOH-
HOIf TEHETHKH M Teopud MHGOpMAaUUU. DileMEHTapHbIE 3BO-
JIIOLIMOHHBIE (HAKTOPHI, COMNIACHO AAHHOM TEOPUH, — 3TO MYy-
TALMM, Apeild TeHOB, MOMYJISILUOHHBIE BOJHBI, U3OMSALMS il
€CTECTBEHHBbI OTOOp, M3MEHSIOLME YaCTOThl [€HOB B IOIY-
JALUAX. OTH IpOHecchl MHTEHCUBHO IIPOTEKAIOT B MAaIbIX
nomynsiuusx. OHN HaOMoONaTCss ¥ B OONBINUX TMOIMYAALMAX
OHAKO Npu 60JbUIOH BHIOOPKE OYEHB MANO BIUAIOT Ha us—’
MEHEHHME YACTOT TEeHOB, IMO3TOMY B OOJBIUMX TOMYTSLHUIX
coxpaHsiercs IeicTBHe 3aKoHa Xapau—BaitH6epra.

MyTausu M3MEHSIIOT YacTOTY I'€HOB B MONyIALMax. Yac-
ToTa MyTupoBaHusi reHa — 10—5—10—7 na nokonenue. Yuu-
ThIBasi OOJIBLIOE KOJNMYECTBO T[E€HOB Y 4esoBeka (rmopsaxa
100 000), no 10% ero ramer HecyT MyTaHTHbIE FeHbl. JloMU-
HAHTHbIE MYTAUUM MPOSIBISAIOTCS YK€ B IEPBOM ITOKOJIEHUU U
cpasy Xe IOABEPralTcs JeiCTBUIO ecTeCTBEHHOro orbopa.
PeuieccuBHBIE MyTaUMHU (BO3HUKAIOT HECKOJIBKO Yallle) CHAya-
Jia AOJDKHBI HAKOMUTBCSI B NMONYISIIMM M TOJIBKO C TIOSIBIEHM -
€M PELECCHBHBIX T'OMO3UIOT HAYMHAIOT MPOSIBIATHCS (HEHO-
TUIMMYECKU ¥ TIOABEPraThCsl AEHCTBUIO €CTECTBEHHOrO OTGOPA.
HachllileHHOCTb MPUPOAHBIX MONYJSIMI PELIECCUBHBIMU My-
TaUUsIMM HMMeeT OOoNnbllloe 3HAYCHHWE U BbLKMBAHUS BMIA
(C. C. YerBepukos, 1926). HanpuMep, ¢ HayajaoM NpuMeHe-
HM$ TIEPBBIX aHTUOMOTHUKOB YacTh 6ONME3HETBOPHBIX OaKTepuii
yXe ¥MMeJla MYTaHTHble (OpMbI, HEUYBCTBUTEJIBHBIE K HUM
O6naromapsi YeMy OHH BbDKMJIM B U3MEHHUBLIUXCH ycnoamnz
cpensl. HakoruieHHe MyTaHTHBIX ajuteneil criocoBCTBYET KOM-
OUHATUBHOU M3MEHUYMBOCTU, MMPUBOMSIIUEH K TIE€HETUYECKOM
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reTepOTeHHOCTH (TEHETHUECKOMY  HHOJIMMOTHIN
HbIx Tomy/asiuit. CpeIHsAs CTenekb rerepoiniof
Tennit cocrapnsger 17%, y 0ecro3BoHOUIMX AR,
3BOHOYHBIX — 6,6%, y 4ejoBeKa — OKOJIO 6,7%. Mymet
HbIll Tpoliecc obecieunBaeT PazHOOOPA3UC MONONHINNHE
Marepuaia.

TN MyTaUU¥ ONPpEnesieT Xapakrep IBOMIOUHMK. Hunpu
Mep, TIPOM30LIIA MyTALUsl JIOKYCa PeLECCUBHONO reHa oo
psifly ¢ TEHOTHIIOM aa MOoABUICH CHOTAT Aa: aa — Aa. Boy-
MOXHBIE€ BapyaHTbl CKPEILMBAHMS:

P aa x Aa P Aa x Aa
Fi Aa Aa F; AA 2Aa aa

B pe3ysibTare B onyJssunu MOSIBJISIIOTCS. JOMUHAHTHbBIE TOMO-

3UTOTHI.
Bropoif npuMep: Mpousounia MyTalus JOKycad JIOMH -
HAHTHOTO TeHa ¥ 3TO MPUBEJIO K MOABJICHUIO reTepO3UTOTHOM

ocobut Aa: AA — Aa. Bo3MOXHbIE BADUAHTBI CKPEIMBAHUA:

P AA x Aa P Aa x Aa
F, AA Aa F; AA 2Aa aa

Taxas MyTaius NPUBOIUT K TMOSBIEHNIO PEUECCHBHDIX TOMO=
3UTOT.

HacpllieHHOCTh  MOMYJSIIMA  peLieCCUBHBIMM - TEHAMM,
CHIDKAIOIIUMY  [IPUCTTOCOOJIEHHOCTD  OTACJIbHBIX ocobeil K
YCJIOBHMSIM CYLIECTBOBAHMSA, KOTOPbIC IAUMUHUAPYIOTCS €CTECT-
BEHHBbIM OTOGOPOM, HA3bIBACTCS 2EHEMUHMECKUM 2pPY30M. Hanu-
YpeM FeHEeTUYEeCcKOro py3a B UEJIOBEYSCKUX MOMyJIAlnAX 00B-
qcusieTcs rospieHue 10 5% MOTOMKOB C TeHETHYECKUMHU e~
dekTaMH.

IMomy 1sMOHHBIE BOJHBI, WK BOIHDBL KU3HH (C. C. Yerse-
puKoB, 1905), — 9T0 NepUOANIECKUE KosebaHusg YUCIeHHO-
CTH TIPUPOIHbIX MOMYJSAUKHA B CBA3N € KosnebaHuamMu Paxro-
pOB BHELIHEW Cpebl (cMeHa BpeMeH Troaa, ypoxaiiHble ¥
HEypOXailHbie TOAbl U T. M., PUC. 65). OHu ABIAIOTCSA PE3YIIb-
TatoM GOPHOBI 32 CYLIECTBOBAHME W M3MEHSIOT TEHETHIECKYIO
CTPYKTYpY MOMYIAUUA, SMUMUHMPYS U3 HEE MEHES npucrmo-
cobJeHHble 0CODH.
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Puc. 65. Cxema Tony/IsiLIMOHHBIX BONH (OOBSICHEHHE B PEKCTE)

Hpeiid renos (H. I1. Ay6unun, 1. J1. Pomawos, C. Paiir,
P. ®uuep, 1931—1932) — sr10 cayyaiiHbie KoAeGAHUSA 4aCTOT
reHOB B Majipix nomynsiuusx. Ilpenmonoxum, 4yTo Ha Heobu-
TaeMbIii OCTPOB MOMNAIO 3€PHO TETEPO3ZUIOTHOIO CAMOOTIBL-
JisseMoro pacteHusi. UcxonHast monyasuus 6yJeT cocTosTh Ha
100% u3 rereposuroTHbix ocobeit (Aa). B mepBom mokoneHUM
yXe 6yner coaepxarbcs Tonbko 50% retepo3urorHbix ocodeil:

P Aa x Aa
F, AA+ 2Aa+aa

FoMo3uroTsl (AA U aa) ganyT TOJBKO FOMO3MIOTHBIX MOTOM-
KOB, a TeTepO3UTOThl AanyT paciuemyienue 1:1 (mopoBHy romo-
u rereposuror), noaromy B F» yxe Oyner 25% rereposuror.
TakuM 00pa3oM, NPU CAMOOINBUIEHUH ¢ KaXIbIM IOKOJEHUEM
KOJIMYECTBO TETEPO3UTOT YMEHDLIIAETCSl BABOE, YTO B KOHEY-
HOM WTOre MPUBOIMT K FOMO3UTOTH3auuu mnonyasudud. Ecan
peleccuBHbIe (MW AOMUHAHTHBIE) 'OMO3UIOTHI OYAYT WMETDH
MPEUMYILIECTBO B BbUKMBAHHM, TO CO BpPEMEHEM oOpasyeTcs
yycTast JUHUS.

«MmocTtpauneit» apeitdga reHoB MOXET CIyXKUTh 10Teps
damMuIuu B ceMbsX, [A€ POXIAETCH HECKOJIbKO AEBOYEK, KO-
TOpbIe, BLIXOAA 3aMyX, Oepyt damunuio myxa. Teoperuyecku
pOXIeHUe MalbuMKa WIK NeBOYKU PABHOBEPOSTHO, HO B Ma-
Jioit BpIOOpKE (CeMbe) B CHIlY CAYYAUHBIX IPUYHH 3TO paBHO-
BeCHe MOXET HapylUaTbCs.

H3oasuusa — 370 orpaHuveHue CBOOOABI CKpeLlHBaHUS.
OHa crnocofbCcTBYeT OMBEPIeHUMH — PA3AENEHHIO MOMYIsALMii
Ha OTAECJbHBIC TPYIIILI U U3BMEHEHHUIO YacTOT reHOTUIoB. Pas-
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JINYAIOT reorpaduyeckyo (ropHeie XpeOTsl, peKH, NPOJUBLI U
T. I.), TeHETUYECKYI0 (HEMOJHOLEHHOCThL MMOPUIOB, Pa3any-
Hble Habopbl XpOMOCOM), SKOJOTHYECKY!0 (pasjuyHbIE 3KO-
JIOTHYeCKHe HULIM, Pa3MHOXEHUE MPH PasHbIX TeMIleparypax)
U MopdobH3UOIOTHUECKYIO (Pa3Iuyus B CTPOEHHU IIONOBBIX
OpPraHoB) U3OJSILHUIO.

B denoBeueckux nonyaauuax Oosnee cylecTBeHHOH sIBJIA-
ercs 3KOJOrO-3TONIOTHYECKass M30JSLMSI, BKIIOYaloliast pe-
JINTHO3HBIE M MOPaibHO~-3THYECKHE orpaHuuyeHust 6pakos. B
MATBIX YEJOBEUECKMX TOMYMSUMAX (IeMax, U30MaTax) Habmo-
paotcs unbpudune (Opaku MexXny TeHETHMYECKMMU pPOACTBEH-
HUKaMHu) U Jpeiid reHos. PoncTseHHble Gpaky MOApasIessioT
Ha: 1) unyecmnote (3anpeTHbie) — Opaku MeEXAY PONCTBEHHU-
KaMH TIepBoif cTeneHu poAcTea (poAHbe 6par M cecTpa, OTel
¥ I0Yb, MaTh M CBIH), OHU 3aMpelleHbl 3aKOHOIATENbCTBAMU
MHOTMX CTpaH M pelurueit; 2) xposnopoocmeennvie — O6paku
MeXIy POICTBEHHUKAaMHU BTOpON-TpPEeTbeil CTENEHHM POACTBA
(IBOIOpOIHBIE M TPOIOPOIHBIE OpaTbsi U CecTphl). DTH Opaku
HeXeJaTelbHbl, OHM TMPUBOIAT K MHOpEAHOM Nempeccuu, Tak
KaK y POACTBEHHHKOB BBICOKA CTENEHb BEPOATHOCTU IETEPO-
3UTOTHOCTU N0 ONHOMY M TOMY X€ PEeleCCMBHOMY NAaTOJOTH-
yeckoMy reHy. Hampumep, yacrora nposiBiieHus: GeHWIKETO-
HypHH TIpd HEPOACTBEHHBIX Opakax cocrapiser 1:15000, a
npu poractBeHHbix — 1:7 000, ansbunuama — 1:40 000 wu
1:3 000 coOTBETCTBEHHO.

Mepoii reHeTHYeCKUX TIOCAENCTBUH WHOPHAMHIA CIIyXUT
Koapuyuenm unbpudurza — 3TO BEPOSITHOCTb' TOTO, 4YTO Y
KaKoi-mubo ocoOM B JAHHOM JIOKYCE OKAaXyTcsl [ABe auieu,
WIEHTUYHBIE 1O MPOUCXOXIEHUIO. Y NeTeil OgHOM cympyxe-
CKO} TMapbl BEPOSITHOCTh OJWHAKOBBIX aJUIeNeil B OMHOM JIOKY-
ce paBHa 1/2. ¥ ux geTedl 3Ta BEpOATHOCTH CTaHOBUTCS 1/4
(1/2 x 1/2). Tlpu BeryluieHuu B O6pak ABOIOPOIHBIX CHOCOB
Koo duumeHT HHOpuaMHra paseH 1/16 (1/4 x 1/4).

B uenoBeuecknx M3oiATaX OOMBLIAS POAD MPUHAMIEKUT
TaK Has3biBaeMOMY «3ghgekmy podoHauansuka», T. €. OCOOEH-
HOCTSIM TeHOTHUMOB Jilolleil, ocHoBaBIMX u3onAT. Ecan y oc-
HoBaTejeN M30ATa UMEXHCh PELIECCUBHbIE JIETANbHbIC T€HBI,
TO B YCJIOBUSIX MHOPUAMHIA 3TU TeHbI MOTYT MOMY4YMUThH LIUPO-
KOE paclpocTpaHeHre W MPUBECTH U30JAT K BbIMUPAHUIO.

W30a4Tbl H3BECTHBI AaXKe B COBPEMEHHBIX 0OJBIIMX TOpPO-
gax. B cexkre MopmoHoB-MeHoHMTOB B CHIA, HacuuThiBaIo-
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1ieid HECKOJIBKO ThICAY YelloBeK — BbixoileB u3 losutaHauu,
BBICOKA 4acToTa IEHOB KapiIiKOBOil XoHApomucTpoduu. B
onHou nepesHe B IlIBeiiapuu cpemu 2200 xuteneii uMeeTcd
50 rayxoHembix ¥ 200 yenoBeK C reHETHMYECKH OOYCJIOBIEH-
HbiMU Iedekramu ciayxa. B JOxHo-Adpukanckoit Pecniy6nu-
Ke cpefiu 0ejoro HacejleHHsT YacTO BCTPEYaeTCs HACJEICTBEH-
Hoe 3aboneBanue nopdupus. IIpennonaraior, yro 3TMM 3a60-
JIEBAHUEM CTpajajia ceMbsl IepeceneHueB u3 loaHauu
npufibmmaﬂ ciona B XVII Beke. BcreactBue H30asLUM n’
Ipeiida reHoB y CeBEPOAMEPUKAHCKMX MHACHUEB OTCYTCTBYET
red 111 rpynns kposu (JB) u npeo6nanaer 1(0) rpynna kposu
(rer J9). B ofHOM M3 MHIEHCKHUX MUIEMEH KOHLUEHTPALMS reHa
rpynnbl  KpoBu II(A) cocraBnser 80%. Yacrora pesyc-
orpuuareabHbIX Jofeit B EBpone — 14%, a B Anonuu — 1%,
YTO, BEPOSATHO, TAKXKE SBJISIETCS CJIEACTBUEM M3ONSILMU U
aperida reHos.

Aymbpudunz — HEpOACTBEHHBIE Opakd; NpPU 3TOM MOM-
JEPXUBAETCST BBICOKUM YPOBEHb IeTepOo3UroTHocTH. TToBbilIe-
HHUIO Te€TEPO3UTOTHOCTH YEJIOBEYECKUX MONYJIALMIA CHOCOBCT-
BYeT Muepayus, MacluTabbl KOTOpPOil OIpOMHBI, OCOOEHHO B
[IOCNIEAHNE AECATUNETUSI. MMmuzpayus MOCTABISET HOBBIE ajl-
JIETd WX HOBbIE KOMOMHALMM TE€HOTUIIOB, A IMUSPALUA W3-
MEHSIET COOTHOIICHHE PA3JMYHBIX €HOTHIIOB B IOMYISALMH.
IMoBblIEHNE YPOBHSI TeTEPO3UTOTHOCTU SIBJISIETCSI ONHON W3
NIPUYMH aKCelIepaluy.

EcrecTBennblii 0TOOp 21MMUHMPYET U3 MOMYJISILMU MEHee
yJayHble KOMOMHAaUMM TeHOB M M30HMpATesIbHO COXpaHSeT
Gosnee ynayHble NEeHOTUIBI, TEM CAMBIM HU3MEHSAS YacTOTY re-
HOB B MOMYJIALIUSIX.

Hnst coxpaHeHusi MOCTOsSHCTBA 3aKoHa Xapau— BaitH6epra
HEeoOXOAUMO, YTOOBI Kaxnas oco6p BHOCHJIA CBOM BKJIam B
reHoGoHA Oynymux nokoneHuil. MHTeHCHBHOCTL ecTecTBeH-
HOro 0TOOpa JaXe B COBPEMEHHBIX UENTOBEYECKUX IOMYISLM-
SIX JIOBOJIHO BBICOKA: CIIOHTaHHBIE abOPTHI COCTABNSIOT NPH-
MepHO 45% Bcex 3avaruil (30% — rubenp 3uror u 15% —
rubenb SMOPHOHOB U TUIONOB), MEPTBOPOXAEHUS — 3%, paH-
HASl JeTCKas CMEPTHOCTh — 2%, He BCTymaeT B 6pak OKOJIO
10% moneit, npuMepto 10% Gpaxkos 6ecruionHbl. Takum 06-
pasoM, okoso 70% NOTeHUMATbHBIX MWHBECTOPOB HE BHOCST
CBOEro BKJIafa B reHO(OH I OyayliuX TOKOAEHHMIA.

Pasnuyaror Tpu ocHOBHbBIE HOPMBI ECTECTBEHHOIO OTHOpPA:
JBVKYIUMHM, CTAOMIU3UPYIOIUUI U TU3PYTITHBHBIN.
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Hopma peakuuun

Jleuxcyusuti om6op MPOUCXOAUT NMPU TOCTENECHHOM U3ME-
HeHuM (aKTOPOB BHEWIHEH Cpexbl WM UX KonebaHusx. OH
yCTpaHseT HENpUCrocobaeHHble GOPMbl U COXPAHAET OTKIO-
HeHus, obecleyuBalolle npucrocodjieHre OpraHu3MoB K
U3MEHSIIOLIMMCS YCIOBUSIM; NPOUCXOAMT CMEHA HOPMbI peaK-
UMM win ee pacimpeHue (puc. 66). B xasectBe TMITHYHOTO
pyMepa MOXHO MPUBECTH MOCTENEHHOE BHITECHEHWE TEMHO-
OKpaleHHo# (hopMoit 6aboyku 6epe3oBoi MANCHULbI HCXOM-
HOM cBeTIoi (POPMBI, TIPOUCXOISLIEE BCISACTBUE NMOTEMHEHUS
CTBOJIOB Gepe3 OT caxu M KOIOTH.

Cmabuausupyrowuii omoop HabIOAAETCS TIPU OTHOCUTE/Ib-
HOM IOCTOSTHCTBE YCJOBUM OKDYXAIOLIEH Cpellbl U HAIpaB/eH
Ha COXpaHeHME B TIOMYJAIMYU CPEeIHEro 3HauyeHWs TpU3HaKa.
[TpOUCXOOUT CyXeHHe HOPMBI peakuuH (puc. 67). Hanpumep,
Bo BpeMsi Oypu mnoru6aioT
(IPEUMYLIECTBEHHO MTHLBI
¢ JUIMHHBIMU U KOPOTKUMU
KpbIIbAMH, A BbDKMBAIOT
ocobu CcO CpegHuMM pas-
MEPAMU KPBUIbEB.

JMuspynmusHbiil (paspoi-
sarouuil) oTbOp TPOTEKAET
na ¢oHe pe3Koro U3MeHe-
HUg YCJIOBUU CYLIECTBOBA-
Hus. OH HanpasJ€H Npo-

fasnerue asnexne

TUB CpEIHETO 3HAuyeHUus
MpuM3HaKa W OJIaronpusir-
CTBYET ABYM WJIM HECKOJIb-
KUM HAIpaBlIeHUsIM U3-

Hopma peakunu

Puc. 67. CxeMa geiicTBus
crabuimsupyollero otéopa
(0OBSICHEHHE B TEKCTE)
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Rasnenue ot60pa MEHYUBOCTU; MPU STOM
l 3HAYUTENBHO W3MEHS-
eTcsl HOpMa peakuuu
(puc. 68). Tunuyxsiil
npuMep — COXpaHeHue
Ha OTKPBITBIX OKEaHW-
YECKNX OCTpPOBax JIMOO
OECKpbUIBIX HACEKOMBIX,
JU60  HACEKOMBIX C
Puc. 68, C ) Hopua "e"‘““"“; MOILHBIMU  KPBUIBSIMH,
o 6 Crows elcroin MDA pgsponsiouin 1po-
THBOCTOSITb  NOPBIBAM
BETpa.

MoMUMO ecTecTBEHHOro orbopa, B MOMyIduUsiX (B TOM
qyyclie U YenOBeYECKUX) MOXeT NeiiCTBOBATh U KOHmMpombop —
oT0Op NPU3HAKOB, HEONArONPUSTHBIX B OOBIYHBIX YCIOBHUSX
cpenbl. Hanpumep, B crpaHax 3anapgHoi AdpuUKU 4YacToTa
MIATONIOTMYECKOr0 IeHA CEepIIOBHIHO~KJIETOYHOM aHeMUH HO-
BOJIBHO BHICOKA, B TO BpeMs KaK B CTpaHaX YMEPEHHOIO K-
Mara OH He Bcrpeyaercsl. Takas pacrpocTpaHEHHOCTh HaH-
HOIo reHa oObICHAETCS YCTOWYMBOCTBIO TE€TEPO3UTOT K TPO-
nuyeckoy Mansipuu. [OMO3UTOTHL MO reMorio6uHy A (AA)
UMEIOT HOPMANBHBIA reMOIIOOMH A, XOpOIUO MepeHOCSLIMiA
KHMCJIOPOA, HO OHM GOJEI0T U MOTrubaI0T OT TPOIMUYECKOH Ma-
aspuu. PeleccuBHbBlE TOMO3UIOTHL (aa) OOJCIOT CEPHOBUAHO-
KJIETOYHO(1 aHeMuel, MX reMOmIOOMH S MJIOXO MepeHOCHT
KMCJIOpOL ¥ OHM TMOruMOaloT B paHHEM NETCKOM BO3pacte OT
ero Henocrarka. ['eTepo3uroTst (Ad) cogepkar ¥ reMOoIJTIOOHH
A (XOpOlIO NMEPEHOCUT KHCAOPOA), U reMornobuH S (obecre-
4YUBAET YCTOMYUBOCTh K TPOIMHYECKOH MAIAPHU), MOITOMY
BbUKUBAIOT B SHAEMUYHBIX IO TPOMUYECKOH MAIAPUH 30HAX.

CHHTETHYECKYIO TEOPHIO 3BOJIOUHH KPAaTKO MOXHO cdop-
MYJIMPOBAaTh CJAEAYIOLIUM 00pa3oM: eAMHULCH 3BOMIOUUH fB-
JsieTcs MONYISUM; MYTAUUW AaiOT 3JIEMEHTAPHbBIH Marepua
Ul ecTecTBeHHOro or0opa; naaizee BCTyNalT B JACHCTBHE
JIpyrue 3BOJIIOLMOHHBbIE (GAaKTOpbl — Apeiicd reHoB, MOMys-
LUOHHBIE BOJHBI, U3OASUHUA, ECTECTBEHHBIH 0T6OP.

146

Pas,u.eh I

Masa 9
FEHETUKA UENOBEKA
148

asa 10

MOHOFEHHO HACNEAYEMbIE BONE3HW YENOBEKA

169

'maea 11
XPOMOCOMHbIE BONE3HN UENOBEKA
182

nasa 12

BPOXEHHBIE NOPOKW PA3BUTUA W BONE3HU
C HACNENCTBEHHbLIM NPEAPACNONOXEHUEM

188

Mmaea 13

MEAQWKO-rEHETUYECKOE KOHCYNbTUPOBAHUE.
NPUHLIAMbI TEPAMAW HACNEQCTBEHHOW
NATONOT K YENOBEKA
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fnasa 9

FTEHETUKA YEJIOBEKA

YENOBEK KAK CNEUNMO®UYECKUA OBBEKT
FEHETUYECKOIO AHANTU3A

I'eneTnKa 4en0BeKa M3yyaeT 3aKOHOMEPHOCTU HAC/NENOBa-
HHS HOPMA&IbHBIX U TNATOJOTHYECKUX TPU3HAKOB U 3aBUCH-
MOCTb MX TNPOABIEHUS OT TeHOTUNA U (AKTOPOB BHELUHEMH
Cpenel.

3adavamu MEMUIIMHCKON FeHETUKY SABASIOTCS:

— W3y4YeHHe MATOreHe3a, KIMHMKU, NTHATHOCTHUKH, Jeue-
HHUS ¥ MPoQUIAKTUKMY HACTEACTBEHHBIX BOIe3HEl Yenosexa;

— WUCCNIeJOBaHME MEXAHM3MOB HAC/IEACTBEHHOM mIpepac-
NOJIOXEHHOCTH M BPOXIEHHOH DPE3UCTEHTHOCTH X MYJIBTH-
axTopranbHbIM 3a00JIeBAHHAM;

— pa3paboTKa TeHeTUYECKUX ACMEeKTOB MMMYHMUTETA, ai-
JIEPTYHU, TPAHCIUVIGHTONIOTHM, KAaHLEpOTeHe3a, TeHHOIl WHXe-
HEPUHU U Op.

N3yuenune reHETHKM YeJIOBEKA CBSI3AaHO C PSiOM OCOOEH-
HOCTEN U OOBEKTUBHBIX TPYAHOCTEI]:

1) CTOXHbI KAPUOTHNT — MHOTO XPOMOCOM M IPYIII CHE-
IUIEHU; 3Ta MpobyieMa B KaKOM-TO Mepe pa3pellaeTcs 3a CYET
BO3MOXHOCTH MIEHTH(MUIIMPOBATE XPOMOCOMBI  Y€JIOBEKa
nocne ux auddepeHUHATBHON OKPacKu;

2) 1o3fHee NOJOBOE CO3peBaHUWE W PENKAs CMEHa MOKO-
JIEHUH;

3) Manoe KOJNMYECTBO MOTOMKOB; 3TO TPEMSTCTBUE MOXET
OBbITH IpEOnOIEHO NOAGOPOM B BOIBLIMX YETOBEYECKUX TIOIIY-
JIALMAX MHOTUX CXOMHBIX OpayHbiX fap ¥ aHaIU30M Hacjeno-
BaHMA TTPU3HAKOB Ha OOJIBIIOM MaTepuaje;

4) HEBO3MOXHOCTb 3KCIIEPUMEHTHPOBAHNS; Bpay HE HUME-
€T TpaBa BMEIIMBAThcs B (POpMUPOBAHME GpayHBIX Map, HO,
€CIIM MHTEepPEeCyIOLMe Bpaya MOJIOIBIE JIOAU yXe BCTYNWIH B
Opak, OH MOXeT HabJ0JaTh 3a HACAEIOBAHHEM OIPEACICH-
HbIX IPU3HAKOB;

5) HEBO3MOXHOCTh CO3MaHMA OAMHAKOBBIX YCJIOBUIl XU3HMU.
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HecMoTpst Ha TEpeyUCIeHHbIE CIIOXHOCTH, M'EHETUKA Ye-
JIOBeKa M3ydeHa Ha CErofHs Jy4yule, YyeM FEeHETMKa MHOIUX
IPYIUX OpraHW3MOB (HampuMep, MJIEKOIIUTAIOHUX). DTOMY
CroCcOBCTBOBAIM pacTylive MOTpeOHOCTH MEIVLMHBL U pa3-
HOOOpa3ue COBPEMEHHBIX METOIOB UCC/IEAOBAHMUA.

s obcenoBaHusi GOJIBHBIX W PELICHMsT BOMPOCOB Ma-
TOreHe3a HAacJeACTBEHHBIX 3a00/€BaHUH B MEIMLMHCKON re-
HETHKE IIMPOKO MPUMEHSIOTCA OOLIEKTMHUYECKHUE METOMLBL
anekTpoKapauorpadusi, aexTposHuedanorpadus, NMEKTPO-
muorpadgusi, GUOXMMHYECKHE AHATU3BI OHMOMOTHYECKUX XM~
KocTeit, Guoncusi TKanei u Ap. OXHAKO MMeeTCsl UeIblil psill
crielpHUIECKUX METOIOB, C NOMOIIbIO KOTOPBIX MOXHO M3y-
YUTH BOIPOCH BOSHUKHOBEHUS, PA3BUTHS, PACTPOCTPAHEHHA,
MEXaHU3MBI [EPENaYd M3 ITOKOJIEHHUsI B TIOKOJICHUE HACIEACT~
BEHHBIX GoJie3Hell M posib reHoTHNa M (PaKTOPOB CPelbl B UX
NPOSIBNICHUH.

METOAbl UCCNIEAOBAHUSA
FEHETUKU YENTOBEKA

KNnuHKUKO-reHeanoru4eckuit Meton

K/ IMMAKO-TeHeAIOTHYECKHii MeTod ObLI NpPELIOXEH B KOH-
e XIX B. ®. TasroHoM. OH OCHOBaH Ha NMOCTPOCHUH POLO-
C/IOBHBIX ¥ TMPOCTAEXHMBAHHM B Ppsily TOKOJEHUM mepenayu
OIpeneieHHOro NpU3HaKa.

Meron 11o3BosieT YCTAHOBUTS!

1) siBjsieTcsl M JAHHBIA MPU3HAK HACJIEACTBEHHBIM (o
TPOSIBJAEHUIO €T0 Y POACTBEHHUKOB),

2) TN ¥ XapakTep HacleloBaHMs (IOMWUHAHTHBIA WIH
pELIECCUBHBIH, ayTOCOMHBIA MU FOHOCOMHBIi1);

3) 3UTOTHOCTH JHUL POAOCIOBHOMN (FOMO- WIM [€TepO3UTO-
TbI);

4) TeHEeTPaHTHOCTh TeHa (YacToTa ero NposiBNeHus);

5) BEpOATHOCTb POXICHUs pefeHKa ¢ HacneACTBEHHOM
natojorneit (reHeTHYeckuii puck).

DTanpl reHeajoruyeckoro aHanusa:
1) cBGop mauHbIX 000 BCEX POACTBEHHHMKAX 0OOC/IEAyeMOro

(anamHnes);
2) noctTpoeHue poaOCIOBHOM,
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[:l - MyXYWHa D—‘O - 6pax

O - XeHLUWHa D::O -~ POACTBEHHbLIN
</ 6pak
- UMeOLUA fanHbIA .
' npY3HaK poauTeny
O - NoN Heu3eecTeH - geTv
A - OfHoRNLEBble
- BbIKUAbIL JA 6nuameyp!
@ - FETEPO3NFOTHbLIE )
HocUTenu - pa3HosnLieBLle
PEeUeCcCUBHOTO Snuaneyt
reHa

Puc. 69. YcioBHbie 0003HaYeHHMSI ITPU TIOCTPOEHUM POJOCIOBHBIX

3) aHaIU3 POAOCTOBHOM U BbIBO/BI.

CiloXHOCTh cOopa aHaMHe3a 3aKI04acTcad B TOM, YTO
npoGaHl JO/DKEH XOPOUIO 3HaTh POACTBEHHUKOB 1O JMHWU
MaTepy ¥ OTLA HE MEHEE Tpex MOKOJCHHU U COCTOAHHUE HX
3710POBBA.

s nocTpoeHUs POHOCTOBHBIX MPHUMEHSIOT YCIOBHBIE
o6osnavyenus (puc. 69).

OCHOBOI PONOC/IOBHON ABASETCH Npoland — IULO, C KO-
TOpPOrc HayMHAETCsi UCCheoBaHue ceMbU. B ponocnosHBIX
npobanja rnoMeyaeTcsl 3HaKoM /.

Tunbl HacheAOBaHUS

AyTOCOMHO-XOMHHAHTHBIH THI HACJIENOBAHHS XapaKTepH-
3yeTcst CNENYIOLUIMMHU MPU3HAKAMMU:

1) GonbHBIE B KAXAOM NMOKOJEHUM;

2) GonpHOI pebeHOK y OONBHBIX pONUTeNeH;

3) 60s1€10T B PABHOU CTENEHU MYXUMHBI U KeHILHHHBDL;

4) nposiBreHUe Npu3Haka (6one3HH) HAOMIONAETCs B BEp-
TUKAJIbHOW U TOPU3OHTANBHOM YaCTH POAOCIOBHOIA;
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5) BepositTHOCTH HacemoBaHusi 100% (ecnu xorst 661 onuH
poauTenb romo3uroren), 75% (ecnu oba poauTens reteposu-
roTHbl) U 50% (ecnu ofMH PORUTENH retepo3uroteH) (puc. 70).

CrnegyeT NOAYEPKHYTb, YTO BbIIENEPEYUCIICHHBIE IPHU-
3HAKM ayTOCOMHO-IOMHMHAHTHOTO TUIA HacleHOoBaHUA OyayT
NPOSIBAATECA TOJMBKO NpH MOJHOM JOMMHUPOBaHMM. Tak Ha-
CHAENYIOTCSL y 4YeloBeKa MOJMUAAKTUINS ([IeCTUNaIoCTh), BEC-
HYLIKH, KypuyaBble BOJIOCHI, Kapuii LBeT ria3 ¥ ap. [lpu He-
MOJHOM [IOMUHMPOBAHHM Y IOTOMKOB OyHeT NOpOABIATHCA
npoMexytoyHas ¢opma HacnenosaHus. Ilpy HemonHo me-
HETPAaHTHOCTU reHa GOJIbHBIE MOTYT ObITh HE B KaXIOM ITOKO-
JIEHUU.

AyToCOMHO-pENeCCUBHBIH THIT HACTEROBAHKA XapaKTEpU3y-
€TCH CAEHYIOIHMHU IPU3HAKAMU:

1) B BocxoZslieil YaCTH POJOCIOBHON OOBIYHO HET 60Jb-
HbIX C aHATOTHYHOM MaToN0THel,;

2) GonpHOIt peOGeHOK (POMO3UIOTA) POXIAETCA Y 3HOPO-
BBIX poauTesieil (TeTepO3UroT);

3) 6oJeI0T B paBHOM CTENEHU MYXYMHB! U XCHIIHHBI,

4) nposiBreHue npusHaka (Ooye3HM) HabmogaeTcs B ro-
PHM30HTATBHON YacTH POXOCIOBHOM (puc. 71);

5) BepoATHOCTb HaciegoBaunus 25% (ecnv oba pomuTes
reTepo3uroTHol), 50% (eciu oOUH POAUTEND IETEPO3UIOTEH, A
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Puc. 70. PogocnoBHasi ¢ ayTOCOMHO-IOMHUHAHTHBIM TUIIOM HacleA0BaHHS
(OBBACHEHHE B TEKCTE)
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Puc. 71. PoxocioBHast ¢ ayTOCOMHO-pelleCCUBHBIM TUIIOM Hac/Iefi0BaHUs
(0oOBsICHEHHE B TEKCTE)

BTOpPOl TOMO3UTOTEH [0 pellecCUBHOMY MNpu3Haky) u 100%
(ecnu oba ponutesid PeLECCUBHBIE TOMO3HIOTHI). Yalle Bcero
BEPOSTHOCTb HAclefoBaHUst GONE3HU ayTOCOMHO-PELECCUB-
Horo Tuma cocrasaser 25%, Tak XaK BCJEOCTBUE TSIXKECTH
3abosleBaHUsT Takue OONbHBIE JUOO HE MOXUBAIOT OO IETO-
poziHOro Bo3pacra, Jubo He BcTynawT B Opak. Tak Haciemy-
IOTCS ¥ YenoBeKa (PeHWIKETOHYpUsi, CEPIIOBUIHO-KIECTOYHAS
aHeMus, rojyooi LBeT IMa3 U Ip.

X-cuenyiennbiii pelecCHBHBbIH THI HACJENOBAHHA XapakTe-
pU3yeTcsi CIenyIoLMMHI IPU3HAKaMU:

1) GonbHBIE MOSABIKIOTCS HE B KAXKIOM MOKOJEHUH;

2) 6osbHOl peGEHOK POXKAAETCA Y 3MOPOBBIX PONUTENEH;

3) GoneIoT NPEUMYLLECTBEHHO MYXYHHBI;

4) nposBieHue npusHaka (OonesHu) Habmomaercs mnpe-
UMYILECTBEHHO B T[OPU3OHTIBHOM YacTH POHOCIOBHOIA
(puc. 72);

5) BepOSITHOCTb HacjaenoBaHus — y 25% Bcex nereii, B
TOM yucie y 50% ManburKoB.

Tax HacnmenyioTcs y 4eiqoBeKa reMOMHINs, HaTbTOHU3M,
HAC/IeICTBEHHAs! aHEMHUS!, MbIILIEYHAs1 AMCTPODUS U Ip.

X-cuenjieHHbll JOMHHAHTHbIA THII HACJICAOBAHHA CXOICH C
AyTOCOMHO-IOMMHAHTHBIM, 33 MUCKJIIOYEHHUEM TOrO, 4YTO MYX-
YHHA TepejaeT 3TOT MPHU3HAK TONBKO H0YepAM (CBHIHOBbS MO-
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Puc. 72. PonocjioBHast cLEMIEHHOIO ¢ X-XpPOMOCOMOM peLieCCUBHOTO
TUMa HacaenaoBaHus (OObSCHEHUE B TEKCTE)

SeCie0e

9 10 11 12 13 14
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8

Puc. 73. PonociioBHasi CLEMIEHHOTO ¢ X-XpOMOCOMOH JOMHHAHTHOTO
TUNA HacjenoBaHus (OOBsSICHEHUE B TEKCTe)

Jy4awT or orua Y-xpoMocomy) (puc. 73). Ilpumepom takoro
3abosnieBaHus fABJIsIeTCs ocobasl hopMa paxura, ycToiluMBasi K
JleyeHu10 BUTaMuHoM D.

T'onanapuyecknii THN HACJIEAO0BAHMA XAPAKTEPU3YETCs Clie-
AYIOLIMMHU TIPU3HAKAMMU:

1) GonbHBIE BO BCEX MOKOJCHUMX;

2) OOMNEIOT TONBKO MYXUYUHBL,
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Puc. 74. PopocioBHasi rolaHAPUYECKOro THHA HACACAOBAHUA
(0bBbsICHEHNE B TEKCTE)
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3) y 6onbHOTO OTHA DOJIBHBI Bee €ro CchiHoBbLA (puc. 74);
4) BepOSTHOCTb HACNE€AOBAHUA Y ManbyuKkoB 100%.

Tak HacjaenyioTcsl Y YeloBeKa HEKoTopble (OPMBI HXTHO-
33, OOBOJIOLIEHHOCTb HAPYXHBIX CIAYXOBBIX MPOXOAOB U Cpell-
HuX dagaHr najaeleB, HEKOTOpbie (GOPMBI CUHJAAKTIWINY (Ie-
PENOHKH MEXIY NaIbliaMH HOT) U Ip.

BnuaHeuoBbiii metopn

Bau3HennoBbIii MeTON M3YYeHUS] TEHETHKH YelloBEeKa BBe-
JEH B MeAUUMHCKY0 npaktuky . Fanbronom B 1876 r. OH
MTO3BOJISIET OMNpPENeIuTh POJNb TEHOTHNA KW CpeAbl B MpPOsIBiE-
HUU [TPU3HAKOB.

PaznnvaloT MOHO- UM IU3UTOTHBIX OnausHeuoB. Mowozu-
2omubie (00HOAlYeble) GAUHEeYb! PA3BUBAIOTCS W3 ONHOI OI-
JIOMOTBOPEHHOM  SIALCKICTKU. MOHO3UTOTHBIE  OJIM3HELIbI
MMEIOT COBEPLIEHHO OJMHAKOBLIM T'€HOTUI, HO MOTYT OTJIM-
yartbcs 1o GEeHOTUIy, 4To OOYCIOBIEHO Bo3neicTBreM ¢ax-
TOPOB BHEILHEH Cpesbl.

Huzuecomuste (Osyaiiyeswie) OausHeybl PasBUBAIOTCSA IIOCIE
OIUIOAOTBOPEHHS CIIEPMATO30MAaMH  HECKOJIbKMX OJHOBpE-
MEHHO CO3peBIIMX siuekneToK. Takue OauU3HeUbl WMEIOT
Pas3HbIX TeHOTUN, U MX (EHOTHUMHYECKUE OTIUYUS OBYCIOB-
JIeHbl KaK TeHOTHIOM, TaK ¥ GAKTOPaMy BHENIHEH cpelbl.
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Tabauya 3. KOHKOPIAHTHOCTh HEKOTOPHIX MPU3HAKOB Y MOHO3uroTHLX (MB)
u ausurorsix (JIB) Gim3nenos

KounxopnautHocts, %
[Mpuinax

MB ab
I'pynna kposu (ABO) 100 46
IBet rnas 99,5 25
Hset Bonoc 97 23
TManuuisipHble y30pbi 92 40
Koconanocts 32 3
BpoxieHHbIH BbIBUX Beapa 41 3
BpoHxuanbHast actMa 19 4,8
Tuniepronuyecxasi 60ae3Hb 20,2 10
1uzo¢ppenns 70 13

MOoHO3UTOTHBIE GAU3HELUB! HMMEIT OOoNbIyI0 CTENEHD
CXOICTBA 110 IIPU3HAKAM, KOTOpbIE OIIPEIENSIOTCS B OCHOB-
HOM reHoTunoM. Hanpumep, oHM Bcerga ORHOMOMBL, ¥ HUX
O/IMHAKOBLIE TPYMIBI KPOBM MO PA3HBIM CHCTEMAaM (ABO Rh
MN wu ap.), OOMHAKOBBIH LBET IVIa3, OJHOTUIIHBI AEPMATO-
raudpuyecKue y30phl Ha NMATbLAX ¥ JANOHAX U Ap. OTU ¢eHo-
THIIWYECKHE TIPU3HAKY M UCTIOAB3YIOTCS B KaueCTBE Kpumepu-
€6 JUAeHOCIMUKU 3U20MHOCMU OAUSHEUOE.

IMpoueHT cxoncTBa O6IM3HELOB 110 U3Yy4aEMOMY MPU3HAKY
HA3bIBAETCS KOHKOPOAHMHOCMbIO, & TIPOLIGHT PA3TUYust — ouc-
kopdanmuocmoro. Tak KaK MOHO3UTOTHbBIE OJIM3HEUbI WMEIOT
OJMHAKOBBII Te€HOTHI, TO KOHKOPNAHTHOCTb Yy HUX BBIIIE,
yeM Y IM3UTOTHBIX (Tabi. 3).

Jnsg olLieHKN poJid HACAEACTBEHHOCTH M Cpelbl B Pa3sBH-
THH TOTO WIH WHOIO NPU3HAKA MCTIONB3YIOT (hopmyay Xoav-
yuneepa:

KMb% — K/1b%
H= )
100% — KJAbB%

rne H — gons HacnencrBedHoctd, KMbB — KOoHKopmaHTHOCTD
MOHO3MroTHbIX 6ausnenos, Kb — KoOHKOpIaHTHOCTb OU3U-
TOTHBIX 6au3Heuos. EcjiM pesyabTar pacyeroB 1o Gopmyne
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XosnbiyHrepa npubnuxaercs K eIMHULE, TO OCHOBHAs1 pojib B
Pa3BUTHM MPU3HAKA MPHUHAVIEXUT HACIEICTBEHHOCTH, U Ha-
obopor, ueM OJMXE pe3ylrbTarT K HYJII0, TeM Ooibuie pojib
CcpenoBbix GHAaKTOpOB.

CrnenyeT NOAYEPKHYTh, YTO MOPGOIOrHYECKUEe MPU3HAKU
yejoBeKa B OONbUICH CTENMEHM TOABEPXEHBI TN€HETHUYECKOMY
KOHTPOJII0, YeM ocoOeHHOCTH NMCUXUKK. O6 3TOM CBHUAETEND-
cTByeT aHaiu3 Ko3(PGULIMEHTA UHTEIUIEKTYAIbHOCTA Y MOHO-
3UTOTHBIX Oam3Henos. JIpM COBMECTHOM BOCHHTAHHM €rO
KOHKOPIAHTHOCTh cocTtaBiser 91%, a y Gau3HenoB, BHIPOC-
HIMX B Pa3HBIX YCIOBUSIX, — 67% (y AM3UIOTHBIX — 64%).

MonynAauMoHHO-CTaTUCTUHECKUA MeTOoA

Tony IAMHOHHO-CTATHCTHYECKHA METOR H3YYCHHUs TEHETH-
KM 4YejlOBEKAa OCHOBAaH HA MCIOJNB30BAHMU 3aKOoHA Xapau—
BaitnGepra (cM. DI. 8) ¥ NO3BONSET ONMPENENATh YACTOTY re-
HOB M TeHOTHNOB B nomyasiuusax Jwozaed. Hanpumep, romo-
surotel o reHy HbS B Pecnybiuke Bemapyce npakruyecku
He BCTpedaloTcs, a B crpaHax 3ananHoil AGpuku yacTtora ux
sapbupyet ot 25% B Kamepyne no 40% B Tansanuu (®. ®o-
renb, A. Morynbecku, 1990). HayuenHue pacnpocTpaHeHHst
T€HOB Cpely HaCeJeHMs] Ppa3IuYHbIX reorpaduyecKux 30H
(reHoreorpadusi) AaeT BO3MOXHOCTb YCTAHOBUTH IIEHTPBI
NPOUCXOXACHHUS Pa3IMYHBIX STHUYECKUX TPYINI U UX MUTpa-
LUIO, ONpPENETNTH CTENeHb PHCKA IOSIBIEHHUS HACHeINCTBEH-
HbIX GoJIe3Hel y OTASTbHBIX MHAUBULYYMOB.

UuToreHeruyeckuii meton

IIuroreneTHYECKHi METOX OCHOBAaH HA MHKpPOCKOIIMYE-
CKOM MCCJIENOBAaHUM KapuoTHHa.

Dranpl UcciaenoBaHUM: 1) KylIbTUBUPOBAHHE KJIEIOK
yejioBeka (Yamie TMMQOUUTOB) Ha UCKYCCTBEHHBIX NMUTATENb-
HBIX CpeAax; 2) CTUMYISLIUS MUTO30B (PUTOTEMAITIIOTHHHHOM
(®rA); 3) nobasneHue KOAXUIMHA (pPaspyliaeT HUTH BepeTe-
Ha JeleHUs) JIs OCTAHOBKM MMTO3a Ha craiuu MeTadasbl; 4)
00paboTKa KIETOK TMIOTOHUYECKHM pacTBOPOM, BCJIEICTBHE
Yero XPOMOCOMBI «PacChIMAIOTCA» U JIeXaT cBOOOAHO; 5) OK-
pali¥BaHie XpoMocoM; 6) HM3ydeHHE TOI MHMKPOCKONOM M
dororpadupoBaHue; 7) BBIPE3aHUE OTAEHBHBIX XPOMOCOM W
NOCTPOEHNE UAUOIPAMMBL.
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B 70-e ronst Obutv paspaboTaHbpl MeToAbl nuddepeHuu-
IBHOTO OKPALIWBAaHMS XPOMOCOM 4E€JIOBEKAa, KOTOpbiE IOKa-
314, YTO KaXnas Iapa XpoMOCOM MMeeT ¢BoH crneuunduye-
CKHMil XapaKTep 4YepeHoBaHMsl HEOKPALUEHHDbIX, CBETIO- U TeM-
HookpauleHHbIX auckoB (ITaprxckas kiaccudukauus).

MeTton no3BOJSIET BBISIBASTH [EHOMHBIE (Harnpumep, 60-
ne3ub JlayHa) M XpOMOCOMHBIE (HanmpuMep, CUHAPOM <«KO-
IaYpero KpuKa») MyTauuMud. B Takux ciayyasx KapHOTHI
60bHOTO  00O03HAYAIOT CEAYIOIMM 0OPA3OM:’ KONUYECTBO
XpoMOCOM, Habop reTepOXpOMOCOM, HOMED XPOMOCOMBI, KO-
POTKOTO WM VIMHHOrO IUieYyd M M3OBITOK (+) MM HexpaTka
(~) renernyeckoro marepuana. Hanpumep, 6onesnn [JayHa y
manbunka: 47,XY,214; CHMHAPOM «KOLIAYbETo KpUKa» y je-
Bouku: 46,XX,5p—.

Buoxummuyeckue MeToRbl

BuoxuMuyeckHe MeToJpl OCHOBAHBI HA W3YYEHUM aKTHUB-
HOCTH (EepMEHTHBIX cucTeM JMOO MO aKTUBHOCTH CaMoOro
(bepMmenTa, MO0 MO KOMHUYECTBY KOHEYHBIX NMPOAYKTOB POAK-
U1U, KaTaIu3upyemoil naHHbIM depMeHTOM. [IpuMeHsoT
xpomarorpapuyeckue, (aroopoMETPUYECKUE, PATUOMMMYHO-
JIOTHYECKHE U HEKOTOpble Apyrue meroAbl. OHH TO3BONSIOT
BBISIBJISTh T€HHBIE MyTalUMW — TPUYUHBI Ooje3Heil obmena
BewtecTs (Hanpumep, (QEeHWIKETOHYPHS, CEPIOBHAHOKIETOY-
Hag aHemus). OHU MOFYT HPUMEHSTbCS M KaK IKCHpecc-
METOIBI (CM. HUXKE).

C noMouibl0 OUOXUMUYECKUX HASPY30UHbIX MECmOo8 MOX-
HO BbIABISATH T€TEPO3UTOTHBIX HOCUTENEH IMaTONOTUYECKUX
reHoB, HanpuMep GeHnIKeToRypuun. MccnenyeMoMy 4eaoBeKy
BBOAAT BHYTPUBEHHO OINpENENIEHHOE KOMUYECTBO aMHUHOKMC-
JIOTht (peHHJIAIAHMHA W Yepe3 PaBHbIE MPOMEXYTKU BPEMEHU
ONPEAENAIOT ero KOHLIEHTPAaUUio B KpoBH. Eciu uenoBek ro-
MO3HTOTEH NO JTOMUHAHTHOMY reHy (AA), TO KOHIEHTpauus
¢eHHUNAIAHMHA B KPOBM NOBOJILHO OBICTPO BO3Bpauliaercs K
KOHTPOJIBHOMY YPOBHIO (ONpENENAeTCs 10 BBEACHHUS (peHUNa-
JIAaHWHA), 4 ecld OH TeTepo3uroteH (Aa), TO CHUXEHHUE KOH-
UEHTpauuK GeHMNanaHuHa MACT B [Ba pasza MelIeHHee
(puc. 75). B
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Puc. 75. CxemMa BBIIBJICHUSI TE€TCPO3UTOTHOTO HOCMUTESI TeHa
¢dheHUWIKETOHYpUU (OOBSICHEHUE B TEKCTE)

AHaJIOTUYHO NPOBOAATCSI TECTbI, BBIIBISAIONIME Ipejpac-
MOJIOXEHHOCTb K CaXapHOMY AUAbeTy, TMIEPTOHUH H APYTHM
0oJIe3HAM.

MeTtopapbt pekoMbuHanTHoM JHK

OTH MeTolbl IO3BOJSIOT aHAJIU3UPOBATh (hparMeHTsI
AHK, HaxomuTb ¥ M30MMpOBaTh OTHEJIbHBIE I'eHbl U HUX CeET-
MEHTBl Y YCTAHABAMBATH B HUX TMOCIEAOBATEIIBHOCTh HYKJIEO-
THJOB.

Meron knonnposanusi JIHK mnossosisier usonuposath or-
JeNbHBIE TE€HBI WJIM MX YacTH, CO3[aBaTh HEOrPaHUYEHHOE
KOJIMYECTBO MX KOMWM, TPAHCKPUOUPOBATH U TPAHCIHUPOBATH
M30JIMPOBAHHbIE [EHBI, YTO CTAJO0 BO3MOXHBLIM Gnaromaps
OTKPBITHIO (DEPMEHTOB-PECTPUKTA3. BTU DEPMEHTHI «y3HAIOT»
cneundUIecKy0 OJUTOHYKICOTUIHYIO MTOC/IEN0BATENbHOCTD B
nsyxuuteBoit JJTHK u paspe3aioT ee B JaHHOM MecTe — caiTe
(cM. 1. 2). PasHble pecTpUKTasbl pacrmo3HAIOT pasin4Hble 110-
CeNoBATENIbHOCTH HYKIeoTHA0B U paspesaor JHK B pashbix
caiitax.

Merton ruOpHAM3AUMH HYKJIEHHOBBIX KHCJOT II03BOJISIET
OOHAPYXUTh €JMHCTBEHHbIH TeH Cpeay AecAaTKoB Thicsay. Jlu-
Heifible oTpesku aByxuenoueuHoii JIHK moasepraor temno-
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BOil 00paboTKe U IONYYalOT OAHOLENnOYeYHble (parMeHTHI
(zeHarypupoBaHue). [Nanee menarypuposaHHyio JHK wuHky-
OUpYIOT MpM TaKuX ycioBusax (t = 37°C), xorna NpoUCXOJUT
rMOpUIM3aLHs, T. €. B3AHMHOE PacliO3HaBaHUE ABYX KOMILle-
MEHTAPHbIX HUTEH MOCPEACTBOM CMapUBaHUs a30TUCTBIX OC-
HoBaHuil. Yacro misi uaeHTUDUKALIMKM MOpsAIKa HYKJIEOTHAOB
UCIIONB3YIOT B KAauecTBe 30HIA OAHY palUOaKTUBHYIO HUTb
JHK ¢ u3BecTHOI 1noOCAEIOBATENBHOCTDIO HYKIeOTHHOB. ['o-
MOJIOTHYHbIE TTOCEN0BATEIbHOCTH MOXHO MAEHTHIUIMPO-
BaThb KaK IOJHOCTBIO, TaK M YacTW4Ho. Pasanynsle Momudu-
KallM¥ 3TOTO METoJA HO3BOJSIOT B KIMHUKE aHAIU3HPOBATh
oueHb Manble KonnyectBa JHK, B3sThIE Y GoNBHOTO.

Jns ycrnemHoro NpHMEHEHUS B IPAKTUYECKOM 3IpaBO-
oxpaHeHun wMerogoB pexoMOuHaHTHOi JHK Heobxomumo
co3llaHue GUOIMOTEK PanvOAKTHUBHBIX 30HIOB BCEX ITOC/IEI0-
BatenbHocTei JJHK reHoma yeoBeka, U B 3TOM HalpaBleHUU
yXe HeMaJIO CIENaHO.

METOAH reéHeTUKM COMaTUu4YeCKUX KneTokK
oo i
MeTO}lbl FCHETHKM COMATHYECKMX KJIETOK ITAIOT BO3MOX-

HOCTb M3Y4aTh MHOIUE BOTIPOCHI T€HETUKHU Ye€IOBeKa B JKCIIE-
pumeHte. Ui KyAbTMBMPOBaHMs 4allle MCHOJIB3YIOT KIETKH
COENMHUTETbHOM TKaHM (bUGPOBIacThl) M AMMQOLKTE KPOBH.

Ha nckyccTBEeHHBIX IUTATEIbHBIX cpellaX MOXHO OCyIle-
CTBIATh KTOHMPOBaHUE, T. €. NOIy4aThb [IOTOMCTBO OJHOMH
kieTku. Bce moroMku O6yIyT HMMeThb ONMHAKOBBIN TEHOTHII
(Xax MOHO3MTOTHBIE OJM3HELBI), YTO TIO3BOJIAET Ha KIIETOY-
HOM YPOBHE H3y4yaTh poJib T€HOTUIIA U Cpelbl B NPOSBICHUU
MPU3HAKOB. -

MoXHO MPOBOAUThL TaAKXKe'ceNeKI o (0Tbop) KIETOK C
3apaHee 3afaHHBIMM CBOMCTBaMHM. [l 3TOro MCIONB3YIOT
CeJICKTUBHBIE MMUTaTeNbHbIe cpenbl. HampuMep, ecau B nura-
TEIbHYIO Cpely 100aBUTh HE JIAKTO3y, a APYIME €axapa, TO M3
OONBLIOrO YMCIA KIETOK HaHAeTcsi HECKOJbKO, KOTOpBIE
CMOTYT CYIIECTBOBaTh 0e3 JIaKTO3bl, U B INAJIbHEHIIEM MOXHO
MOJIYYUTh KJIOH TAKUX KJIETOK.

HauGonpuinit uHTEpPEC VISt TEHETUKU YeJIOBEKA IMpeNcTaB-
aseT MeTod rubGpuiamsanuu kierok. B 1960 r. ¢panuys-
ckuit yuennlii XK. bapckuii, Beipaiiiupasi B KyJbType KIETKHU
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JIBYX JTHWHUN MblIeid, OOHAPYXWI, YTO HEKOTOpPbIE U3 HUX IO
cBOMM MOpPGOJIOTUYECKUM W OHOXMMWUYECKUM CBOMCTBaM
OKA3INCh MPOMEXYTOYHBIMU MEXIY MCXOOHBIMH DOIMTENb-
CKMMU KJIeTKaMi. BTo ObulM TMOpUAHBIE KIETKU. Takoe
CIIOHTaHHOE CJAUSHUE COMAaTHYECKUX KJIETOK B KYyJIbTYype TKa-
HU TIPOMCXOOUT AOBOJBHO peiko. B mampHeiiieM 6buto ycTa-
HOBJIEHO, YTO IMpU BBeINCHUH B KyIbTypy Kiaerok PHK-
cozepxauiero Bupyca maparpunna CeHnail, WHaKTMBHPOBaH-
Horo ynpipaduosieToM, yacTota TMOpUAM3ALMM KJIETOK 3Ha-
YUTEJIbHO TOBBILIAETCS. B CMEINAHHOM KyJbType pa3HbIX TH-
[I0OB KJIETOK O00Opa3yloTcs ‘eemepokapuoHs. — KIETKH, CONep-
Xauiue ABa spa pasHbIX KJIETOK B OZHOH LuToriasMe. YacTtb
TaKMX KJIeTOK CIocoOHa pa3MHOXAarbcsi MUTO30M. [locie Mu-
TO3a M3 ABYSJAEPHOIO reTepoKapuoHa obpa3yloTcs JIBe ONHO-
AEepHbIE KIETKH, KaXaas M3 KOTOPBIX MpeAcTaBisieT coboil
CUHKAPUOH — HACTOSIILYI0 TUOPHAHYIO KIETKY, COAEPXallyio
XpOMOCOMBI OOEHX POMUTEIBCKHX KJIETOK, T. €. MPOUCXONUT
obbenHeHne IByX reHoMoB (puc. 76).

I'uOpuau3anus BO3MOXHA MEXAY KIETKaMU He TOJbKO
OpPTraHU3MOB Pa3HbIX BHIOB (YENOBEK—MBIIUB), HO M Pa3HBIX
TinnoB (uenoBeK—komap). CHHKapUOHBI OOBIYHO YyAAeTcs
nojyyarb IpH TMOpUAM3aLMU B npedenax kiacca. Hanpumep,
rubpraHble KIETKH YeJOoBEKa M MBIIKM MMEIOT 43 mapsi Xpo-
mocoM: 23 — ot uejoseka U 20 — or mbiliM. B panpHeiiuem
APOMCXOOUT HOCTEIIEHHOE YIAJeHUe XpOMOCOM TOIo opra-
HU3MA, KJIETKM KOTOPOro UMeEIT OoJjiee MEIUIEHHBI TEeMII
pasMHOXeHHUsA. Y TMOPUIHBIX KJIETOK YeJOBeKa—MBILK yaa-
JIGIOTCH XpOMOCOMBI 4€JIOBEKA.

B rubpuaHpix KieTKax GYHKIUOHUPYIOT XPOMOCOMBI KaK
yesioBeKa, TaK M MBIIIN, TeHbl KOTOPBIX ACTEPMUHUPYIOT CUH-
Te3 COOTBETCTBYIOIIMX 6enkoB. Mopdosoruyecku MOXHO
OTJIMYMTh KAXKIYI0 U3 XpoMocoM (AuddepeHUunaIbHOe OKpa-
mupaHue). Eciau B rubpuIHOM KIIETKE OTCYTCTBYeT Kakas-
1160 XpOMOCOMa ¥ HE TMPOMCXOIUT CUHTE3 KaKUX-TO OEJIKOB,
TO MOXHO IPEANOJOXUTb, YTO TE€HBbI, NETEPMHHUPYIOLINE
CHUHTE3 3TUX OENIKOB, JIOKAIN30BaHbl B Hel. TakuM obpazoMm,
3TOT METOJ MO3BOJIAET YCTAHABIUBATH IPYNIBLI CLEIIEHUS Y
yeJjoBeKa, a UCIONB3Yys HEXBATKU M TPAHCIOKALWU — BbISAC-
HATh M IIOCAENOBaTENIbHOCTh PACHOJOXEHUsS TI€HOB, T. €.
CTPOUTh TEHETHUYECKHE KAapThl XPOMOCOM YEJIOBEKA.
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OnHonpepHuie
rubpuaHbie kneTku
(CUHKAPUOHBY)

ANpbILLKK

Puc. 76. Tubpuarzaumsi COMaTUUECKUX KJIETOK
¢ obpa3oBaHWEM CUHKApUOHOB

Buonoruiyeckoe mogenuposaHue

Buonornueckoe MOAEIHPOBAHHE OINPEACICHHbIX HACIEACT-
BEHHBIX AHOMAJIUH YejloBeKa MOXHO MPOBOAUTH HA MYTaHT-
HBLIX JIMHUAX XUBOTHBIX, WUMEIOIIMX CXOMHBIE HapyLIEHUSI.
Hanpumep, y cobak BcTpevaercs: reModpuius, odycloBieHHas
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pEeLECCUBHBIM CLETUIEHHBIM € [IOJIOM TE€HOM, Y MBIIIEH —
He3apallieHue Tryopl U Heba, CXOAHOE C aHAJOrMYHBIMU aHO-
MAJTUSIMH YeJIOBEKA, Y XOMSIKOB U KpbIC — caxapHblil 1Uaber,
AXOHJpPOILIA3Ms, MbIlleyHas nuctpodust u Ap. XOTs MYTaHT-
Hble JTUHHU XUBOTHBIX HE [AIOT TOYHOM KAapTUHbI HACJEACT-
BEHHbIX OOJIe3HEHl YeoBeKa, JaXe YacTUYHOE BOCIpOU3Bene-
HHe uX (QParMEeHTOB B PSE CAy4YaeB IO3BOJAET M3Y4YUTh Me-
XaHU3Mbl MEPBUYHOIO OTKJIOHEHHS! OT HOPMBL.

TeopeTUYeCKyI0 OCHOBY OMOJIOTMYECKOTO MOIEIMPOBAHUSA
B TE€HETHKE YeJOBEKa JaeT 3aKOH FOMOJIOTHYHBIX PSIOB Ha-
cneacTBeHHoit m3menumsoctd H. W. BaBuiosa, coriacHo
KOTOpPOMY TeHeTHuecKu OJM3Kue BUIbl U pONbl XapaKTEpU3y-
I0TCSA CXOLHBIMK PSIIAMM HAC/IEACTBEHHONW M3MEHYHUBOCTH.

B Hacrosiiiee BpeMsi MeTOX OUONOTHYECKOTO MOIENUPO-
BAHUSA NPUMEHSETCS B OCHOBHOM ISl U3YYEHMSI MYTareHHOro
M TEepATOreHHOTO NEHCTBHUS HOBBIX JIEKAPCTBEHHBIX Mpernapa-
TOB Mepel UX KIMHUYECKUMHM HCNBbITAHWSMHU U Ul pelIeHUs
BOIMPOCOB FEHHOM MHXKEHEPUU.

MaTtemaTnyeckoe moaenmposaHue

MareMaTHYECKOE€ MOAEJHPOBAHHE — 3TO METOJ CO3JaHUs
M U3yyeHus MaTreMaTHYecKux monened. Ero npumeHsiorT wis
pacyeToB YAacTOT TEHOB B MOMYJSLMSAX NPU PaA3TUYHBIX BO3-
HIEeNCTBUSIX U MU3MEHEHUSIX OKpYyxXarwlleil cpeabl. Matemaruye-
CKMEe MEeTOIbl LIMPOKO TPUMEHSIOTCA B TEX Cayd4asx, Koraa
HEBO3MOXHO MHCII0/1b30BAHUE 3IKCIIEPUMEHTAIBHBIX METOAOB
(HanpuMep, aHaau3 OOJBLIOFO KOJUYECTBA CLUEMJICHHBIX Ie-
HOB Y Ue/lOoBeKa).

Akcnpecc-MeToAbl

DKcnpecc-Meroasl — 3T0 ObICTPbIE IPEABAPUTENBHbBIE Me-
TOABI U3YYEHHS TeHETUKU venoBeka. OHM 4acTo UCHOb3YIOT-
¢ Ui uccienoBaHusi GoJbLIMX KOHTUHIEHTOB JIIOACH C Lie-
JIbIO BbISIBJIEHWS1 HACJEACTBEHHO! MNATOJNIOTUN KAaK CKPUHUHZ-
Memoobl, TIpUMeHseMble TpPH [POBEACHUU MPOCEHUBAIOIINX
niperpamM; Hanpumep, CKpMHMHI HOBOPOXIEHHBIX Ha de-
HWIKETOHYPUIO, = TMIIOTUPEO3, OepeMeHHbIX Ha anbda-
deronpoTenH, MpH NOMOIUM KOTOPOro MOXHO TpeHaralbHO
OMNpeNeNTh Y TUIOJA HEKOTOPblE MOPOKU pPa3sBUTUS (HalpH-
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Mep, aH3Huedanuo, OTKPHIThIE (OPMbI CIIMHHOMO3LOBBIX
IPbIK, CHHApOM [JayHa).

K 3tum Merozam npenbsiBisSIIOTCS Onpe/eseHHble Tpe6o-
BaHMsI.

1. Merog gonxeH ObITh AMATHOCTHYECKH 3HAYUMEBIM, T. €.
MOJIOKUTENbHBIE U OTPULIATEJIbHBIC PE3Y/IbTaThl AOJIKHBL CO-
OTBETCTBOBATH HAJIUYHMIO MJIM OTCYTCTBUIO 3a00JIEBAHHS.

2. Meton noyxeH 6bITb HAEXHBIM: OOMH U TOT Xe obpa-
3el NpY HE3aBUCUMO IBYKPATHOIH MpOBEpKe MOJIKeH OIMHA-
KOBO OLIEHMBATbCA.

3. HccnenoBaHuio OOMKEH MOIBEPraThCsl JIETKOMOCTYII-
HpI Marepuaj (KpoBb, MOY2) B MAaJBIX KOJMYECTBAX (IISITHA
KaluUUISIPHOW KPOBHU, BbICYLIEHHOW HAa GUIBTPOBATbHON Oy-
Mmare).

4. Meton no/keH OBbITh NMPUEMIIEMbIM UTS OOCIELyeMbIX,
UCIIOJIHUTEEH U Bpayel.

5. Meron gosxeH ObITb 9KOHOMHYHbIM.

Mukpobuonoruyeckuit UHTUOUTOPHBIN TecT
laTpn mo3Bonsiet BBISBIATH HEKOTOPHIE OUOXUMUUYECKUE
HapylLeH!sl Y HOBOPOXAEHHbIX. M3 MATKM HOBOPOXIEHHOro
OepyT KaIull0 KPOBM Ha IUCKU (DUIBTPOBATLHON Oymaru, Ko-
TOpblE MOMEWIAIOT HA arapoByto KyinbTypy B. subtillis. Tlocnen-
HIOIO BBIPAIUMBAIOT HA MMHUMAIbHOU MUTATEIbHOM cpele,
cozepxated  aHTUMETa0OAUT  UCKOMOM  aMWHOKMCJOTBI
(Hanpumep, dbeHuIaIaHMHA). AHTUMETA0OUT LOMKEH OMHO-
BPEMEHHO TOPMO3UTbL POCT MUKpoba. [Ipu Hanmuuuu B Kposu
MiIaleHLa OOJBLIOro KOJMYeCcTBa (DeHWNIATaHMHA aHTUMeETa-
0OJIMT pPa3pylIaeTcsi M MUKpPOOBI HAYMHAIOT OYPHO pacTH.
MeHsig aHTUMETaboNUThl, MOXHO AMArHOCTUPOBATh HATUYHE
B KPOBU ONpPEAEEHHBIX aMUHOKHCIIOT U YINIeBOAOB (Jiei1nHa,
TMCTUAMHA, GPYKTO3bI, TATAKTO3bL M IP.).

buoxumMuueckue U MUKPpOOMONOrMUYECKHE DKC-
npecc-mMeToabl ((uoopomeTpuyeckue, xpomarorpagpuue-
CKHE, PaiHOMMMYHONIOIHYECKUE W IP.) LIHPOKO KCIONb3YIOT
JUst OBICTPOH TPENBAPUTENbHON AMATHOCTUKHM HACAENCTBEH-
HbIX Oojle3Heit oOMeHa BelllecTB.

BoisiBnerne X- 1 Y-xpoMaTuHa yaule ocyllecTsis-
€TCA MOCPENCTBOM COCKODA KIETOK CIM3UCTON 060N0UKHU Lile-
KM (OYKKanbHbIH onuTennit). nsa BbisiBnieHus X-xpoMaTuHa
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Ma3Ky OKpAalIMBAIOT aueTopceMHoM (Wi ool Apyrou
SJIepHON KPAcKOif) U Mnpenapars! MpocMarpiBaiOT B OOBIYHOM
CBETOBOM MMKPOCKONE. DTOT METON IO3BOJSET ONPENSIUTh
KOJINYECTBO X-XPOMOCOM B KApUOTHIIE MO KOJUYECTBY TENELl
-Bappa (ux Ha ogHy Gosblie, YeM KOIMYeCcTBO IMIBIGOK X-Xpo-
MaTuHa).

Ilia  BbIABMEHMS Y-XpOMarMHAa MasKy  OKpallUBaloT
0,005% pacTBOpOM aKpUXMH-UIMIPUTA U MPOCMATPUBAIOT B
JUOMUHECLIEHTHBI MHKPOCKON — Y-XpOMOCOMa [aeT SApKoe
3eJieHOe cBeYeHue. DTOT METOJ MO3BOJISIET YCTAHOBUTH KOJIH-
YeCTBO Y-XPOMOCOM B KapUOTHIIE. _

" epMaToranduUEeCcKil aHanW3 — 23TO M3ydeHHe
ManwuUISpHbIX y30pOB IalbleB, JagoHed u cron. Ha 3tHx
YYacTKax KOXW HMMEIOTCS KPYNHbIE JepMalibHble COCOYKH, a
TMOKPHIBAIOUIMI UX 3MUAEpMHUC obpasyeT rpebHu U GOpO3MbI.
Jepmaroruduyeckue y3opbl 007afaioT BBICOKOH CTENEHBIO
WHIMBUAYAIBHOCTY M OCTAlOTCSI HEU3IMEHHBIMH B TEYeHHUE
Bcell Xu3HU. ITo3TOMY HX MCIONB3YIOT Uil OMNpEAeNeHUs
3UFOTHOCTH OJU3HELOB, WA UACHTUGUKAUMH JUYHOCTH B
KPUMHUHAJIUCTHKE (JAaKTUJIOCKOMUSA) U Ap.

Tanunnapuvie 2pebru Ha Pa3nUYHBIX ydyacTKax rpebelko-
BOil KOXHM OOpasyioT y30pbl pa3HOro TUIA U OPHUEHTALVH.
V30psl M3y4aIOT Ha OTIEYaTKax, CAeAaHHbIX Ha OyMare, rmocJje
HaHEeCeHMs Ha KoXy Tunorpagckoit Kpacku. Ha manmpuesbix
TMoAyIIeYKax MUMEIOTCS y30pbl Tpex TUmos: dyeu (A — arch),
nemau (L — loop) u zasumku (W — whorl). [11s 601blUMHCT-
BA' Y30pOB XapakrepHa deasma (mpupaduyc) — MECTO CXOXJe-
HHUA TpeX pa3HOHANPABIEHHBIX NaNWUIAPHBIX JUHUNA.

HOyra npeacraBiseT coOO{ OTKpBITBbINA, Oe3AenbTOBbIN
y30p; MeTIsi — 3aMKHYTBIl C OZHOH CTOPOHBI, OIHOIEIBLTO-
BbIii Yy30p; 3aBUTOK — MOJIHOCTBIO 3aMKHYTBIA, ABYXIEJIHTO-
BbIif y3op. MHOrma BerpeyaloTesi KOMOMHUPOBAHHbBIE CJIOXKHbBIE
y3opbl. KonuuecTBeHHBIM MoOKa3zaTejeM y3opa siBjIseTcs rped-
HEBOI CYET — YKCJIO MaNWUISIPHBIX JUHUM MEXOy AENTbTON U
UeHTpoM y30pa. I'peGHEBOH cyeT AyroBOro y3opa paBeH HYyIo
(puc. 77).

[TerneBobie y30pbl B 3aBUCHMOCTH OT PACHOJIOXECHUS AE/b-
Thl U OTKPBITOro (parMeHTa pasneisiorT Ha yabHapHeie (LV),
OTKpbITBIE B CTOPOHY MM3UHLA, U paguaibHble (LF), oTKphI-
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Puc. 77. OcHoBHbIE THMbI IANMWLIAPHBIX Y30POB MOAYyLIEYeK NaNbLEB PyK:
1 — ayra, 2 — netas, 3 — 3aBUTOK, 4 — LEHTp y30pa, 5 — AebTa

Thle B CTOPOHY Gosiblioro nmanbua. Yacrora pammasbHbIX Me-
TeJb Y 3/0POBBIX Jiionel Hesenuka (0,2—10%).

Y30pbl, aHaJIOTMYHblE NAIBIEBLIM, UMEIOTCA U HA JIAZO-
HsIX — B obsactu TeHapa 4 runoteHapa u Ha II, III, IVu V
MEXTNAIbLUEBbIX MPOMEXYTKaX. B MexXnanbleBbix MpoMexyT-
Kax MMelTcs Tpupaauychl (a,b,c,d), a BOIM3M OpacieTHoik
CKJIAJIK¥ PACIOJNOXEH INIaBHBIA J1afoHHbIH Tpupanmyc t. Eciu
COCAMHUTb TPUPAAUYCHL 2, d U t, TO MOJIYYUM 21a6HbII AA00H-
notil yeon atd, KOTOPSIK B HOPME He mpeBbliaer 57°.

Ha nanonu pasnuyaior tpu
rnaBHble duiekcopHbie (cruba-
TebHBIE) Oopo3nbl: 6oposda
60/Ibw020 haasvia, Kocasa u no-
nepeunas. WHorma kocast 6o-
po3na ciauBaeTcs C Iomnepey-
HOH B OIHY 4emulpexnaibiesyro
6opozdy (YIlb). Yacrora ee
BCTPEYAEMOCTH B HOpME He
npesbiaer 5% (puc. 78).

CoyeraHue  paaManbHbIX
nerenp Ha IV u V nanbuax,
YeThIPEXIaIbLUEBOI OOPO3abl U
[JIaBHOTO JIAJIOHHOTO YIJia B
60°—86° maet ocHOBaHWE I1O-
J103pEeBaTh HacneICTBEHHOE
MIPOUCXOXIEeHUE 3a00IeBaHUS.

TpynHocTH HCTIONB3OBAHUS
aepMaroriduyecKoro aHau-
3a B MEIMUMHE 3aKIIYAITCS

Puc. 78. Cxema ¢nekcopHbix
60p031 ¥ FIaBHOTO JANOHHOro
yraa (atd):

b — 6onbworo nansua,

K — kocas, T1 — nonepeutas
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B OTCYTCTBMM cHelM(pUUecKuX U3MEHEHUH JEepMaToOrIuduKu
JUlsl TIONABISIOIET0 OONBIIMHCTBA HACHEACTBEHHBIX 3abode-
BaHUMA.

MeToab! NperaTansHon BUarHoCTUKU
HacnencTBeHHbIX Oonesnen

TipenaranbHas AMATHOCTHKA CBA33HA C pelieHUEM psna
GUHONOTMYECKUX M DTHUECKUX [pobieM A0 PoXAeHus: pebeH-
Ka, TaK KaK Npy 3TOM peyb MAET He 00 uanedeHuu 6one3nu, a
0 MpelyNpexneHU poXAeHnsi pebeHKa C Marojoruei, He
nonnaolieicsa neyerHuo (o0bIYHO TNyTeM IpepbiBaHus Oepe-
MEHHOCTH C COIMiacusi XeHiuuHb). Ha coBpeMenHOM ypoBHe
pa3BUTHsI TIPEHATAJbHOW JOMArHOCTHKU MOXHO YCTaHOBUTH
AMATHO3 BCEX XPOMOCOMHBIX Oone3Heil, 6OMbUIMHCTBA BPOX-
AEHHBIX [MOPOKOB DAa3BUTHS, IH3UMOMNATHH, NPU KOTOPHIX
Wu3BecTeH OuoxuMuyeckuil pedekr. Yactb M3 HUX MOXHO
YCTAHOBMTb NPAaKTHYeCKU B JIOOOM CPOKe OepeMEHHOCTH
(xpoMocoMmHble OonesHu), uyacTh — nocne 12-i  Henean
(peNyKLMOHHBIE MOPOKM KOHEYHOCTedl, arpesun, aHaHieda-
AMI0), YACTb — TOJBKO BO BTOPOi 1OJIOBMHE OepeMeHHOCTH
(nopoxu cepaua, mo4Yex).

[lokazanua 042 nperamanrvioll OUAeHOCMUKY:

— Haluyue B CEMbE TOYHO YCTAHOBJIEHHOIO HAaCHEenCT-
BEHHOTO 3a00JIeBaHUS;

— BoapacT mMatepu crapuwe 37 Jer,

— HOCHMTENBbCTBO MaTepblo reHa X-CUEIUIEHHOro peuec-
CUBHOIO 3a00eBaHNS;

— HalMyue B aHaMHe3e y OEpEeMEHHbIX CIOHTaHHbIX
abopTOB B paHHUE CPOKM OEPEMEHHOCTH, MEPTBOPOXACHUH
HEsICHOTO IeHesa, HeTeil ¢ MHOXECTBEHHBIMU [OpOKaMHu pas-
BUTHS W ¢ XPOMOCOMHOM f1aTOJIOTHEN,

—  HWIMYME  CTPYKTYPHBIX  TIEPECTPOEK  XPOMOCOM
(ocoBeHHO TPAHCIOKALMII M WHBEPCHIA) Y OXHOTO U3 pomuTe-
JIeH;

— reTepO3UTrOTHOCTL OOOUX POAUTENEH MO ONHON TNape
aiesiedl NpH NATOJOMMK ¢ aYyTOCOMHO-PELECCUBHBIM THITOM
Hacaea0BaHNUS, 4

— OepeMEeHHbIC W3 30Hbl MOBLIMIEHHOTO pagaloOHHOro
dona.
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B nacrosiuiee BpeMsA NPUMEHSIOT HENPSIMBIE U MIPAMbIE
METOMB MPEeHATAIbHOM JUarHocTMKu. IIpu HenpaMbIX MeTO-
Jax UCCACHYIOT GEPEMEHHYIO (AKYILIepCKO-THHEKONOTMYECKHE
METO/bI, ChIBOPOTKY KpOBM Ha anbda-deronporeun). Ilpu
NpSIMBIX METONAax Mcchenytor miod. K npsiMbIM HeuHBa3HB-
HbiM (0€3 XUpPYprHYecKOro BMEWIATENbCTBA) METONdM OTHO-
cuTcst ynbrpacoHorpadus. K npaMbeiM MHBa3uBHbIM (¢ Hapy-
[I€HUEM LEJOCTHOCTH TKaHEH) — XOpHOHOMOIICHs, aMHHO-
HeHTe3 1 peTocKonust. e

Onpenenenne anbda-deronporenna (API) B
AMHUOTHYECKON XHAKOCTH M CBHIBOPOTKE KPOBH GepeMeHHOI
XEHILMHBI TO3BOJIAET NHArHOCTUPOBATH HEKOTOPHIE CEPhE3-
HbI€ TOPOKM PA3BUTHUS TUIOAA (OTKPHIThIE Ae(EKTH HEBPATh-
HoOW TpyOKM, aHOHUedanusA, BPOXACHHbIE NedeKTh! KOXH U
Jp.), TpU KOTOPBIX €r0 COAEPXAHME 3HAYNTEIHHO IMOBBILLIAET-
csi. B ciyuasx XpoMOCOMHBIX Gone3Heil, HarpoTUB, KOHLEH-
tpauun ADPII cnnxaercsa. Konuentpauuio ADIT onpenensior
panvouMMyHHBIMH Mertonamu. ADIT obHapyxuBaercsi B aM-
HUOTHYECKOH XUAKOCTU yXe Ha 6-if Hemene 6epeMEHHOCTH
(1,5 Mxr/mn); Hanbosee BBICOKAst €ro KOHUEHTpauus Habio-
paercss Ha 12—14-ii Henmene OepemenHoctH (oxono 30
MKT/MJ1), 3aTeM OHA PE3KO CHirKaercs u Ha 20-if Hemene co-
crapiser quib 10 Mxr/Ma. Xopouine pesynbraTel aeT onpe-
neneHue yposHa ADII B chiBopotke KpoBu Marepu. Ero mno-
BbILICHHE OOYCNIOBIEHO NOCTYIIEHUEM 3TOIrO OEJIKA U3 ChIBO-
POTKH KPOBU [JIO[A YEPE3 ITALEHTY MIPU HEKOTOPHIX MOpPOKax
Pa3BUTHS. -

Yabvrpaconorpadusa (axorpadus) — 3T0 HCIONB30BA-
HUe yabTPa3ByKa Ut f0AYYEHUS WU300paKeHUs IuIioja U ero
obonoyek. [lo obiieMy MHeHMIO, MeTON Ge30maceH, MOITOMY
TIPONOJIKMTENBHOCTh MCCAEAOBAHUS HE OrpaHWyeHa ¥ B Cly-
uae HEOOXOAMMOCTH €10 MOXHO MPUMEHATb MOBTOPHO. DXO-
rpagus OCHOBaHA HA TOM, YTO BBLICOKOYACTOTHBIE 3BYKOBbIE
BOJIHbI TIPOHMKAIOT Y€pe3 TKAHH OPraHu3Ma M OTPaxaloTcs OT
rPaHUU CPEX € PA3NUYHBIMK aKYCTHUYECKUMU CBOICTBAMMU.
YiabTpasByK He NPOHMKAET Yepe3 KOCTHYIO TKAHb U MOJble
OpraHbl, 3arojiHeHHble BodnyxoM. HauuHas ¢ 5-if Hegenu
OepeMEHHOCTH  MOXHO [IOYy4UTb U300paxeHue o0osoyex
sMOpyoHa, a ¢ 7-it Hepenu — u ero camoro. K koHuy 6-i
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Puc. 79. Cxema TpaHCBarMHaJlbHOH XOpUOHOHOMCHU
W TpaHCaOIOMMHAILHOTO aMHUOLICHTE3a:

1 — xopuoHGuoncus, 2 — aMHuoueHTe3, 3 — kKoHTpons Y3U

Heaean 6epeMEHHOCTH MOXHO 3aperucTpUpPOBATb CEPAECYHYIO
nesTesbHOCTL MOpUoHa. B mepBrle nBa Mecsilia 6epeMeHHO-
CTM yJbTPa3BYKOBOE KCCJIEOBAHUE €llie HE BBISBISIET aHOMa-
JIMI pasBUTHA TUIOJA, HO MOXET OMNPEAECIUTb €ro XU3HECIHOo-
cobHocTh. Ha 2-M TpuMecTpe BO3MOXHOCTH YJIBTPa3ByKOBOiA
MarHOCTUKKM 3HauuTeabHO Bospactaior. Ha 12—20-it Henene
OepeMEHHOCTH YyXe BO3MOXHA [IMarHocTuka OJH3HELOBOM
GepeMeHHOCTH, JTOKAIM3aUMMU TUTAUEHThl, aHdHuehamu, ae-
(EKTOB KOCTHOW CHCTEMbl M 3aKPhITHsA HEBPAIbHOM TPYyOKH,
aTpe3HH XeJTyIOYHO-KMILEYHOTO TPaKTa.

‘XopuoHOHONCHS — B3SITHE 3NUTEIUSI BOPCUHOK XO-
pUOHA Ul MCCIIEOBAHMSI — MPOBOAUTCS TPAHCUEPBUKAIBHO
(4epe3 KaHaj WEWKH MATKU) MO KOHTPOJIEM YJIbTPAaCOHOTpa-
dun mexay 8-it u 10-it Henensamu GepemeHHocTu. Tlonyyen-
HYIO0 TKaHb UCIOJB3YIOT J1s LUTOTEHETUYECKUX W OHOXMMH-
yeckux uccnenoBaHuili u aHanuza JHK. C nomouibio 3TOrO
METOA MOXHO BbIABIATH BCE BHAbI MyTauuid (reHHbiE, Xpo-
MOCOMHbIE U FeHOMHBIE) (puc. 79).

AMHMOLIEHTE3 — INOJyYeHHE AMHUOTHYECKON XUIKO-
CTH M KIETOK fIoAa MLis mocieaytouiero aHanusa. [lyHkuuio
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NpoBOMSIT B HAyaJie BTOPOro TpuMmectpa OepemeHHoctu (15—
17 Hemenp) uepe3 OpIOLIMHY B aMOy/JaTOPHBIX YCJIOBHUAX TNOJ
KOHTPOJIEM YJIbTPa3BYKoBOro oocnenoBaHusi. CTepUIbHBIM
OJHOPa30BbIM LINPULOM Habupaor 10—20 Ma1 amHuoTHYe-
CKOM XUAKOCTH. ZKHIKOCTb UCMONB3YIOT M1 OUOXUMHUYECKUX
UCCNICNOBAHUI (BBISIBASIOT TEHHbIE MyTalUKM), a KIETKU —
s ananuza JHK (BbIsBASAIOT reHHble MyTaluH), LUTOreHe-
TUYECKOTO aHAIU3a M BbIIBJIEHUS X- U Y-XpoMmMaTHHa (nuar-
HOCTUPYIOT FT€HOMHbBIE U XPOMOCOMHbBIE MyTalilu). OCioXHe-
HUS TIPHU 3TOM METOAE UCCIIelOBaHUSI He npesbillialoT 1%.

Detockonusa — ocMoTp noaa GUGPOONTHYECKUM SH-
JIOCKOIMOM, BBEAEHHBIM B aMHMOTHYECKYIO [MOJOCTh uepes
OPIOUIHYIO CTEHKY MaTKU. MeTon no3posisieT 0OCMOTpPETh IO/,
NYNOBUHY, TUIALEHTY W NPOMU3BecTHM Ouorncuio. Petockonus
COMNPOBOX/IAETCSI BBICOKUM PHUCKOM MpepbIBaHUS OepeMeHHO-
CTM ¥ TEXHUYECKU CJIOXKHA, MO3TOMY HMMEET OrpaHuyeHHoe
MpUMEHEHME.

JanbHeiee pasBUTUE U PACNPOCTPAHEHHE METOIOB
[pEeHATaIbHON [IWArHOCTUKK HACAEACTBEHHbIX 3a00JieBaHU I
MO3BOJIMT 3HAYMUTENbHO CHU3UTh YACTOTY HACAEACTBEHHOM
MAaTOJIOTUY HOBOPOXIEHHbIX.

["nasa 10

MOHOrEHHO HACJIEAYEMbIE
BOJIE3HU YEJIOBEKA

[eHHble MyTauMM Yy uYejloBeKa SBISAIOTCA TNPUYMHAMM
MHorux ¢opm HacieacTBeHHOM mnarojornu. OCHOBHbIE W3
HUX: FeHHble OOJIE3HU, BPOXAECHHBIE MOPOKU PasBUTUS U 3d-
0oJieBaHUSI C HACJIEACTBEHHON TpeapaclofioXeHHOCTbI0. B
HacTosiliee BpeMSl ONMCAHO Gojee 3 ThiC. HAC/IEIACTBEHHBIX
OonesHeil, O0YCIOBAEHHbBIX TEHHBIMU MYTALUAMMU.

lennvie bone3nu NPOSABASIIOTCA HACAEACTBEHHBIMU aedek-
TaMU OOMEHa BEUIECTB — (hepmMeHmonamusimil.

bonesnu ¢ Hacaedcmeennbim npedpacnosoxcenuem OTIAYA-
I0TCSl OT MOHOTEHHBIX OOJNIE3HEN TeM, YTO AN UX MPOSABIEHHUS
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HelHei
HIeOOXOAMMO  AEHCTBUE OTPENETEHHbIX ¢akTOpoB B
CPCbl. i N
l iion TEPMUHOM <«GPONCAEHHbIU NOPOK PA3GUMUR> n;::u;;a~
0T cToliKue MopdOoNOorHyecKue N3MEHEHNS OpraHa U
{i/. BbIXOSIIME 33 Mpefebl Bapuauuy ux CTDOZI;:;S;. .
3
OBJICHbI ABYMSI BU
lentbie Gone3Hu 0oOyCH . 3 ;
ojie3Hei CBsA3aH
i kros. [leppas rpymnna
t1il BENKOBBIX NPOAY 2
MoJjeKyi, T. €.
MEHEHUAMU OENKOBBIX
¢ KayeCTBeHHbIMU M3 N
HaauuueM y COJbHbIX AHOMAJIbHBIX 6enkoB (Hanpumep, a:MM
u
ManbHble TeMOIIOOMHbBI), YTO obycIoBlIEHO 5 ;A:T:ETepu-
CTPYKTYpHBIX reHoB. [lpyraa rpynna 3860]1622};:;4*3“2 Krepn
AMU
BEHHbIMH U3MEHEHH
3yeTcsl KOMM4eCT O o
eTke (NOBBILLEHHOE, s
MajibHoro 0enka B Ki ), e
KUHOHANbHb
BCero MyTauusMu OyH
06ycnoBlEHO Yalle IBHBIX Te-
eryJistuMu pa
C HapyleHUsSIMU P
HOB, T. €. CBSI3aHO O e on:
OCYILLIECTBISITHCA HA P
DTH HAPYLICHUS MOIYT o5
WA YMEHbI
: woHHOM (yBEJIUYEHUE
HAX: NpempancKkpuny ( tetne
TeHETHUYECKH
i MPAHCKPUNYUOHHOM
yucna KOmuil resa), e ne-
‘ OHax, peryasTop
i TPOHAX, TPAHCIIO3 R
(ekThi B crieiicepax, UH PHRX
CKPUIILUH
K HapyWEeHUIO TpaH
KaxX MOTYT MpUBOIUTH
6e£a 7 Kr)l:lZ}MeHSHMlO o0beMa CHHTE3A COOTBCTCTBY!OU.IE!‘(;
iy i U He
Genka), npoyeccurnea U CnAaUCUHeq npo-uPHK (Hapyu:;ﬂ oo
X -
YPOBHE  «BbIPE3AHMUSD> HeH(OPMATHBHbBIX  YYaCTK _Ipo-
WPHK u «cuiyBaHus» MHGOPMATUBHBIX YYacTKOB), Umi&) Kﬁ
yuonrom (HapyleHUst Ha YPOBHE Henocpencmengsﬂnﬂ WOH;}){OM
’ ocmmpa
i B pubocome) U n M
eJIKOBOW MOJIEKYJIb] a o
?Hapymenuﬂ Ha ypoBHE 00pa3oBaHusi BTOPUYHOM, TPETUIHO
W YeTBEPTUYHOI CTPYKTYD 6es1KoBOU MOJéeﬁJ;:;)T.e oreyrerai
mivecst B pes
BeuiecTsa, HaKaruiMBalo "
ubo caMu OKaspl
BHOCTH (PEpMEHTOB, JI
WM CHUXEHUA aKTH b1
i TCS B LENU
ficTBue, TMOO BKIIOYAID
BAIOT TOKCHYECKOE 1€  Bro-
TE KOTOpPBIX 0ODOp
011eCCOB, B PE3YyJbTa
WYHBIX OOMEHHBIX TP ba-
Sylorcg rokcuueckue npoaykTei. Obuwast qacz(;m TeHHBIX
fie3Hel B MONYJAAUSX JloaeH cocTaBiser 2— ' ;;;amepy e
UGUUUPYIOT 1O
leHHble Oone3Hy Kiacc era-
Gonuyeckoro nedekrta: 60se3Hy, CBA3AHHBIC C Hapymebﬂom
AMUHOKUCAOTHOTO, YIIEBOJHOTO, JIMITUAHOTO, MUHEPAT

06MeHOoB, 0OMEHA HYKJIEUHOBBIX KACAOT U IP.
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CamocrosiTeIbHY10 [pynny COCTaBAAIOT HaCAeNCTBEHHO
obyclioBneHHbIe 3a601€BaHNs, BO3HUKAIOLIAE NpU HECOBMEC~
[HMOCTH MaTepy W TNOAA MO aHTUIeHaM Ipynn Kposu. B
DIOM  cilydae HabTIONAeTesl TeMONMTUYECKAsh GONE3Hb HOBO-
POXKICHHDBIX.

TunuyHbIM  npuMepoM  aHTUTEeHHOMK HECOBMECTUMOCTH
MATCPpU M TIOAQ  SIBASIETCSL HECOBMECTUMOCTbL IO pesyc-
(hakropy. Hacnenosauue pesyc-gakropa obycaosieHo TpeMsg
IIPpaMi TECHO CUETUIEHHBIX TeHOB, PAclONOXEHHbIX B KOpOT-
Kkom 1utede 1-it xpomocomsl (1p36.2—p34) — C, D, K, umu-
FHPYIOLIMX MOHOTEHHOE HacnenoBaHMe. Pesyc-noaoxuren-
it dakrop (Rh+) obycrnoBneH goMUHAHTHBIMU reHaMu
(TaKnx Joneil cpenu esponeiilen 85%), a peayc-oTpuuETeTb-
wiii (Rh—) — peueccususivMu (15%). Ilpu 6pake xeHiuuHsl,
imciotiteit Rh— rpynny kposu, ¢ MyX4uHOit Rh+ rpynner
KpOBU JIMOO BCE JETH (ECAM MYyXK4YMHA TOMO3UTOTEH), NGO
50% (ecnu Myx4uHa [eTEpOSUTOTeH) okaxyrest ¢ Rh+ rpyn-
1ol xposu. g opranmsma marepu Oenku, aeTepMUHHpYIO-
nuie Rh+ rpynny kposu, sBASIOTCH reHeTHYecky yXepoa-
HHIMHU, M B OTBET HA MAPEHTEPATbHOE MX MOMAZAHUE y Hee
BLIPAOATHIBAIOTCSL aHTUTENA. Tak Kak SPUTPOLUTHI TUIONA Ya-
HIC BCETO MOCTYMAIOT B OPraHU3M MaTepu B MOCHEAHUE Hele-
/i1 BEpEMEHHOCTH MJIM TIPH Poaax, To nepsasi 6epeMeHHOCTD
OObIMHO 33KAHYHBAETCH Grarononyuno. Hpu [IOBTOPHOI Oe-
PCMEHHOCTH CeHCUOMNMM3UPOBAHHbI MATEePUHCKUN OpraHuam
BbIPA0ATHIBAET AHTUTENA, MPOHUKAIOLIUE 4epes3 I1aLeHTy B
KpOBb M0ha ¥ paspyuiaowme Rh+ sputpouutsl. V takmx
JieTell HAb/IIONACTCS TEMONMTHYECKAS GOJE3HD HOBOPOXIEH-
HBIX, WIS TEYEHUS KOTOPON MPOU3BOMAT OOMEHHOE nepesiu-
BaHue Kposn. C Kaxnoit HoBol BepeMeHHOCTBIO Rh+ n1010M
KOJIMHYECTBO AHTUTEN HAPACTALT, B PE3Y/ILTATE YETO FEMOMUTH-
‘eCKast BOoJIe3Hb MOXET pasBUBATHCS B PaHHUE cpoku Gepe-
MECHHOCTH M MHAYUMPOBATH THGENb SMOPHOHOB MM IJIONOB.
Orcrona MOHSITHO, YTO AEBOYKAM U KEHUIMHAM, HMEIOLUM
Rh~ rpynmy xpoBu, HU B Koem cllyyae Hesb3si Mepeiusarh
Rh+ KpoBb, Tak Kak 3T0 MOXeT nmomjieyp 3a coboit Gecrio-
/me. HecoBMecTumocTh Matepu u mrona BO3MOXHA U 110
ABO-cucreme rpynmn xposu.

171

I




HAPYLLUEHUS AMUWHOKUCNIOTHOIO OBMEHA

Haubosee 4acTo BCTpevaoluMUcsS OONe3HAMY, csﬂaeTlZ{;-I
HbIMH ¢ HapylleHHEM aMMHOKUCIOTHOIO obmeHa, ABJIAI0
OUHU3M.
SHIJIKETOHYpUS U aJlb
b B HOpME aMUHOKHCIOTA (eHnNaNaHiH (DA) ¢ HOMOUS,;O
depMeHTa PeHuIaranuHU0poKCUNassl npeBpamaeTcsin :ﬁ CaTBM
b NOX -
oTopas B CBOIO ouepel
HOKUCJOTY THPO3HUH, K 1 elictou-
a3sl MOXET TIpeBpallarbcs
eM depMeHTa MuUpo3uUH
Meng)}{gﬂ [lpu HapylIEHMH AKTHBHOCTH OTHX q)epMeHTO;
pa3BUBAIOTCA JBA HACHENCTBCHHBIX 3aBoneBaHUs YesoBeKa:
UHU3M.
eHUJIKETOHYPUS 1 b0 ) ]
b Dennnxeronypus (PKY) Berpevaercs B pa3jgmﬂbrx no
% noi: — enapycu —
totoii 1:6 000—10 000, B
OYRAUUSX JIOIEH ¢ Yac -
1'y6 000. Ona Haciemyercs no ay*rocozviao-peueccy;/t{sm;u:{iﬂgﬁ
ny; GONbHBIE — PELECCHBHBIE TOMO3UIOTHI (aa). Myt o
re;i KOTOpPBIHi OTBEYAET 32 CHHTE3 Q)epi/;ema d)qu};g[ﬂ?)};BaH
: — UNEeHTH
nposad (12q22—q24),
TMIPOKCWIA3kl, KapT i
u c]zKBeHuposaH (ompeneneHa MOCIEN0BATEIbHOCTD HYKICO
TUIOB).
g (D)eﬂunananwn NPUHAIUIEKUT K UYUCTY Heaameﬂu:[:sl;
amuHoxuciaor. Tonbko yacTs A UCTIONL3YETCH JUIS c::cm
. i Thl O -
: YeCTBO ITOM AMUHOKUCIO
6e1KOB, OCHOBHOE KOJNU )
ercst no’ tuposuHa. Ecau bepMeHT cbeﬂmanaﬂuﬂmnpoxzigi-
3a HeakTupeH, To (PA He mpeBpauiaetTcsi B TAPO3UH, a H :
9
JXBAETCA B CbIBOPOTKE KPOBU B 6onbgyﬁ(B1§))frnqecraz>; BB::;zé
% TOP -
oif KucaoTsl ( , KO
eHWINBPOBUHOIPANIHO )
J?HGTCH ¢ MOYOI{ M TIOTOM, BCJEACTBHE YEro oT GOHE:HBIX n::)i
IMT «MbILIMHBI» 3an1ax. JeTu ¢ GeHWIKeToHypUeH pom;l ot
csi 3MOPOBBIMHU, HO B NEPBbI€ XK€ HEAETN KU3HU Y HUX pas u-
patotes kinHuueckue nposisrenus. GIIBK ﬂBﬂ;{eTCHOf;ggM
g B -
NBTATE 4ero IMOBbILAIOTC
TPOMHBIM fIOM, B Ppe3y. -
M%CTb M TOHYC MBI, Pa3BUBAIOTCA mneppeq)ﬂe1<c1/mr,I Tp;e
ku. [los
snuienTUgopMHbie MpuUnan
MOp, CYIOPOXHBIC : Y i
npgzsoenuﬂﬂmrca HapylleHUsi BbICIUEW HEPBHOU ﬂefg‘eﬂb}{(:x
CTH, YMCTBEHHas OTCTalIOCTb, mukpouedanus. Y onm:{; X
HaG,JHOJIaeTCﬂ cnabasi MUIMEHTauMsl BCAEACTBUE Hapyuie
cuHTe3a MejJaHHUHa. .’ ]
Jlparnoctika 3a00J1eBaHUsT OCYIUECTBAACTCA ?uoxumuqu
CKMMM METOIaMU: elife 10 Pa3sBUTUS KIMHUYECKON KapTHHBI
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Mot aupeacasicres (PTIBK, B kpoBH — Bhicokoe coiepxaHue
X TR RIITIIE

oo wpekTMBHBIM MeTonoM Jedenus DKV spis-

Flotnctotepainnl — KopMiieHue pebeHkKa NMULEH ¢ HU3KUM
P e pelnuiaianiba. Ins npenotepainenys Heobpa-
IR Hopask et Mo3ra edeHue HeobXoauMo HaYMHAaTh C
HEPHLS Teneinh K13HH M MOCTOSIHHO (OGBIYHO B TeYeHUe 7—

HE o) cacmnnn sa conepxanueM (beHunanaHuHa B KpPOBI.
Heso e te obst srrelipHo NIPOBOJUTL B TEYEHME BCEil XM3HM,
F4E Kok MO IPOCITIOTO YeloBeKa YCTOMYUB K BBICOKMM KOH-
tep s (h1BK.

Aniimun M neTpetdeTes B pasHpix MONyJSILMAX C Pa3HOU
tacveen o 15000 go 1:25 000. Haubonee pacnpoctpa-
Hepm 1o hopmit — MIA30KOXKHBIA TUPO3MHA3OHEraTH BHbIH
HAROEIME ciesyeTest TTO ayTOCOMHO-PELIECCHBHOMY THIY.

Pletonininin KIMHUYECKUMH IPOSBREHUAME anbOUHU3MA
BAWIBONM 10 SpICIC SIRISIIOTCS. OTCYTCTBUE MENTAaHMHA B KJIeTKAX
Rt (ntouno - OCIbid ee UBET), OYEHbL CBET/Ibie BOJIOCHI,
HELt cepast Ut CBCT0-ToNy6ast panyxHast 060/0uKa rias,
Fisae 10adl paiox, HOBbIIEHHAsT YyBCTBUTEILHOCTh K YP-06-
ENNO (HLLIBACT  BOCTIAJIUTENbHBIE 336016 BAHUS KOXH).
VoOniuiiay 160 KOXKC OTCYTCTBYIOT KakKue-in6o TUTMEHTHbIE
L Cnn ke ocTpoTa 3penus. Juarnoctuka 3aboneBanus
HE P A Lunsie T S TpYIHEHU A,

Aukanionypus — 1epBoe ONNUCaHHOE HACHedCTBEHHOE 3a-
W nane 0OMCHA BELIECTB — BCTpeYaeTcs JI0BOJABLHO penko
tY 5000 000y Hacneayerest no AYTOCOMHO-PELIECCUBHOMY
sy ben wapiposan — 3q2. 3aboneBaHue sBseTcCs caen-
FIRHEM TENe TINCCKOTO TeheKTa OKCHAA3HI, KaTanusupylouei
TP e e {OMOICHTH3UHOBOM KHCAOTHI B alleTOYKCYCHYIO
HOPVALIPOIYID KHCJIOTBI.

I ocione KINHMIECKUX  MPOSIBACHUIH  3TO naroyjoruu
PO GOACTHIC TOMOTEHTH3KHOBONH KUCIOTBI B COEMMHU-
PR TR, BCNCICTBUE MEro HabMIoAAeTCsl NUTMeHTalms
ticrr ovpie honinoe  KoMTMYecTBO  KMCTOTH BBIBOANTCS C
MU O IPHBOIT K €€ TTOTEMHEHMIO [IPU CONPUKOCHO-
st o unon. KoiHuyeckie nposiBieHus 3a601eBanus
e sopospacre 40 ser u CTApII€ U XapaKTepU3YIOTCs
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Iopax
HOSTHIS:I/ICgI ITIO3BOHOYHUKA U CYCTaBOB KOHEYHOCTEH ,[[Mar-
3a00JIeBaHUS He npencrasiugaer 3aTpyaHEeHU ‘

HAPYWIEHNUSA OBMEHA YrNEBOAOB

Hau

cnomeHg:ﬁ;}i qﬁ:;;x;{::;nengmeﬂﬂbmn nedexramu, oby-
ralakTo3eMHUs U MyKOHOJII/Icaanth)/[If)};:I. YHIEROnon, Rtmotc
1‘10(I)‘a.namoaermm BCTPEYAETCS €  YaCTOTOIf

: 000. B ocHoBe 3tOr0 3abosneBanus JIEXKUT
HOCTb ¢pepMeHTa y
(TDPT), nepesomsur
(bocdoraiakrosy.
(JrakTo30i1).

NpUMEPHO
€10CTaToy-
ran -1-

er aKT030-1] q)occbaTypHﬂnﬂTpchcbepa3m
! 0 ranakroso-1-dochar B ypuamn-gu-
QIaKTO32 MOCTYNAET B OPraHM3M ¢ nuuleii

XOHMB; ::%?Eea;ﬁ HexocratouHoctH cepmenra ['PT OpOHUC-
T Ko He TATaKTO3bl M ranakTo3o-1-gocdara B Kpo-
XpyCTATIKE rasakTitons (mpowssonnos et S
?g)nooncxonm HapylleHHe obMeHa rml(l)iziblrzﬂiggiﬁ? P
o ;:C(ziy)wo lr\;o3re BCJCJICTBUC YTHETCHUS! aKTUBHOCTH bepMeH-

lokoMmyTassl. B kposu cHuxaerch conepxaHue

[IIOKO3bI, @ B MOYe 11
OABISIIOTCA am
LHCTeMH 1 1p.). MHOKHMCIOTBI (METHOHUH,

, TIOYKax,

HHBS:S;H;?IzZIngI;a33HBHCTCH IOCJIE POXIEHUS MpU BCKapM-
B Moo HeMeTOaJI6OKOM, C KE)TOprM ITOCTyMNaer Jilakro-
CHMITOMAMI 3360 OJINPDYEMOU Ta1AKTO3HI. OcHoBHBIMU
HBIX, pBOTE H HOm, HUA SIBAAIOTCAH: Xearyxa HOBOpOXeH-

» HPUBOISILIUE K 06C3BO)KI/1BaHI/I}O opra-

HU3
Ma, TOCTENECHHOE PA3BUTUE YMCTBEHHOH OTCTANOC

JIM4YEeHUE 1 TH, yBe-

eqyeHHu
S Hn CENe3CHKH, obwas aucrpodus, KaTrapakra
PHOM MCCNEJOBAHUU OGHAPYKUBAIOT I‘EUIaKTO3);

u 6enok B Moue
> CHUXEHME aKTHUBHOC
THU Trajlakro3o-1-doc-
CbaT);}l)I/UIMHTpaHC(DCpa3bI B 3PUTPOLUTAX ort-doc
en :
o e ::eHHble GosIbHBIE noOruGaioT B TIEPBBIE MECSIILDl KU3
YTCTBYIOUIMX MH(pEKLUI] i
MW WIN NeYeHo i
e o ¢ YHOM HelnocTa-
ot och:;;ﬂ)(I) BbI)KI/}I)BUJI/IX Pa3sBUBAIOTCA KaTapakTa U ymcrBeH
CTb. PaHHee seyen 2 ;
ue aueron (uc
n KJlioueHue
U_[I\l//IIHI?:TO?»bI) obecreynBaer HopMaIbHOE pasBuTHE ueTel?IM3
noa .
i 33; MMHOl:j?axapnnocsu — rIpynna aedekroB Katabonausma
ukanos (I'AT) ¢ pasanunbiv THOM Hacreno-
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wowt Tk, cutiapombl Typrep u Mapkuo HaciaenyloTes Tio

Ay TOEONMITTO -PCILCCCUBHOMY TUIY, CUHIPOM XaHrtepa — 1o X-
C e ICTIIOMY PELIECCUBHOMY THITY. MonynsuxoHHadg 4acTora
wy ne yerantowieHa. Tlpy 3TOM HabofaeTcss MOBBLILICHHAA

W PUTTIDE WL BHYTPUKJIETOHOE nakonnenue AT Beaenct-
WHe TEIpYIICHTASE X pacIlleUIeHUs, 06ycIIOBIEHHOTO fedeK-
Laatit (pepMCeHTOB — JIM30COMHBIX  THAPOJIA3. BrlgensioT He-
Vpotlk0 FHLHOB  MYKOTIONIMCAXapuao30B. Haubonee pacmnpo-
¢ EuIell MYKOTTOJIMCAXapU03 . TIepBOTOo tana (cunapom Typ-
AP OOVCHOWICHHDIA JeUIATOM ¢depmeHTa L-nHaypoHunia-
Wi O1RCTCTBCIIIOTO 33 KaTabonu3M KUCIBIX MyKormonaucaxa-
pnrlnn

ern ¢ crpoMoM T'ypiep poxnaiooTes 6e3 BUAUMBIX Ha-
prie it Boepsbie MecsLbl XKUIHK 4epThl JIMLA CTAHOBATCH
PPYOLINTL, BIRYLACT [epeHocula, Pa3BUBAIOTCA MOMYTHEHUC
{a O, TYTOHOABIXKHOCTD CyCTABOB, VICKpUBJIEHUE [1O3BO-
e VICIMUWBAIOTCS MIEUCHb U CEJIe3CHKa. N3-32 O0Nb-
Wit ki poT OTKpbIT. Ha BTOPOM TOLY XKM3HK BbISABIISIIOT-
LW b opeteast 1es, BOPOHKOODOpasHast rpyaHad KIeTKa, Mmaxo-

w1 VHOMTIBIC TPbIKH, YBETMUEHME TOJNOBERI, ryb6, Menkue
Pt i oL, OrpaHKYeHNE TIONBHXHOCTH OOJIBIIMHCTBA CyC-
Lapon 1ol PCCCHpYIOLIas  YMCTBEHHAsd  OTCTAIOCTb. To3zxe
Hop A acTon ceplie, pasBUBaIOTCS TIyXoTa M cnenora. boib-

e noriaior 00bIYHO B BO3pacTe A0 10 ner. JluarHocTHKa
vn oL 11 1A60PATOPHOM NCCIIEI0BAHUH aKTHBHOCTH dep-
i non nneone TAT Moud.

HAPYLLEHUS OBMEHA IMNVWAOB

Mo rencrnernibie aedexTsl oOMeHa JIMNUOB noapasae-
Ao 1Lt e DOJILITKRE TPYTITBL COUHTONMUITUAO3DL U Hapylue-
Fea ob e IoB TH1a3Mbl KpOBH.

ot 0m1MI03bL TTPEICTABISTIOT co6oit Oojie3HW HaKoIl-
peonitn i onno8 (opHoOi M3 pa3HOBUAHOCTEN TIIMKOIU-
o) obyeonerinble AedexTamMu GpepMeHToB, KaTatnsi-
GRUITTANTR pacuieiyicHue. DTN 60JIE3HU BCTpEYalroTcs peiKo
(1 1000 000) w1 ekiiodeHneM OiHONH — 00e3Hu Tea—Cak-
C4 v oepast HAOINOIGETCST TPEMMYIECTBEHHO CPELHt €BpEeB-
Ao o ctoroii 1:5 000 HOBOPOXKIEHHBIX. Bce chuHro-
P i RINCI0] :lyl‘()COMHO-peU.ECCI/IBHbIﬁ TUIT HacJienoBa-

pl T T LHO PUKE — CHETUIEHHBIM € X-XpOMOCOMOHM.
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ChUHrOMUIMABL ABIAIOTCS BaXHEHILIMMU CTPYKTYPHBIMU
KOMITOHEHTAMM MeMOpaH KJIETOK, B YACTHOCTH MHEINHOBBIX
0007104eK HEPBHBIX BOJOKOH, MO3TOMY NpHM HAPYLIEHHU HX
obMeHa nopaxaercss GONBIIMHCTBO XU3HEHHO BAXHBIX opra-
HOB, B TOM YMHCJIE cepoe U Oejloe BeleCTBO T'OJIOBHOIO MO3ra.

[lpu chuHronMnuao3ax HabMoONAETCs BHIPAKEHHBIA KITH-
HUYECKUI NMOMUMOP(]HU3M, KAcAIOIHUACS KaK BpeMEHM Hayana
GOJIE3HM, TAK U TAXKECTU €€ TeYCHUS. DT 6ONe3HU Xapakre-
PU3YIOTCS NPOTPECCHUPYIOIUMMU YMCTBEHHBIMM W JBHUIATENb-
HBIMU pPAacCTpPOCTBAMM BCJIEJCTBHE U3MEHEHHWIH B TOJOBHOM
mosre. Habmopalotest mopaxeHus Kocrei, NApEeHXUMATO3HbIX
OpraHoB (Ile4eHb, CENe3eHKa, MOYKU), KOXH M CETYyaToil 060-
JIOYKH IJIa3.

pu 6onesnn Tes—Cakca MCUXOMOTOPHbIE HapyuieH!s
HAYMHAIOT pa3sBUBAThCA y Jeteit ¢ 4—6 MecsiueB. JeTu craHo-
BATCS aNaTHYHBIMM, NEPECTAIOT HMHTEPECOBATHCH OKPYXaio-
KM, Y HUX Habmomaercss MbllleyHas rurnoronus. K kouuy
TEPBOTO rofia pa3BUBACTCS CIIEIIOTa, obycyioBieHHas aTpodu-
€M 3PUTENbHBIX HEPBOB; MHTE/UIEKT CHUXAETCA [0 YPOBHS
unMoTuu. IlocTeneHHO pa3BUBaeTcsi NOJHAA OOE3IBUXEH-
HOCTb, HAOJIOAAIOTCS CYNOPOTH, He MOMNAIOUIMECS Teparuu
CwMmepTb 0ObIYHO HacTymaer B 3—4 roga. ‘

T'unepimnonporennemMus 0GYCIOBNIEHE! HAPYLICHUAMYU 06-
MEHa JIMMUIOB TUIAa3Mbl KPOBU BCIIEACTBUE 1€PEKTOB (hepMeH-
TOB WJIM KJIETOYHBIX peuenTopoB. JIMMMmbl miasmbl KpoBu
NpEeICTABISIOT cOO0M Gonbllylo TPYNMy COeAMHEHMIl, B Oc-
HOBHOM XWPHBIX KHCJIOT, TPULIMUEPHIOB M XOJNECTEPUHA.
IToBblLIEHHOE COxEpXaHMe NUMUIOB B ILIAa3Me KPOBU MOXET
ObITe MYJTBTU(hAKTOPHATBEHBIM WIH MOHOIEHHO olycaoBiieH-
HbIM ZedekToM. YacTora reteposuror MOHOreHHO OGYCIOB-
JIEHHBIX TMIEPIUITONPOTEUHEMMIA B PAINUYHBIX MOMYISLMSIX
cocrasnsier ot 1:100 (B KsebGeke) no 1:500 (B GosblurHCTBE
€BPOIIEHCKUX CTPaH).

3HaYeHHe TUNEPIUNIONPOTEMHEMUI M MX MOHOIEHHBIX
(opM onpenenseTcss TeM, 4YTO METAOOJU3M AUMHUAOB TECHO
CBA3aH C MATOreHEe30M aTEpOCKIepo3a M HILeMUYecKoil 6o-
JIe3H cepaua. I'eHeTHYecKoli O0COBEHHOCTbIO TMIepxosecTe-
PUHEMUH C NePEKTOM PEeLEeNnToOpoB SIBNSETCS TO, YTO MOBbI-
WEHHBIA YPOBEHb XOJIECTEPMHA OTMEYAECTCS M Y TeTepO3UIOT
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(' Uit BLIIC HOPMBI) M OHM TOBEPXEHbI paHHEMY (B

Vs ner) pasBUTHIO UH$APKTOB MHOKapAa. MoHoOreHHbIe
e ol poTeHEMUHU BCTPEYAKOTCA Y HeOOoNbLIOW YacTH
vy CPOCKIICPO3OM.

HAPYLLEHUS OBMEHA NYPUHOB
n NMPUMUANHOB

ha sencisetibie gedexThl oOMeHa NypuHOB U MIUPUMU-
AN paceMoTpiM Ha TIpumepe cunapoma Jlema—Huxana.

Cunnpon Jlema—Huxana  ofycnoBiieH  HEIOCTaTOYHO-
Vv epaentra rUnoKcaHTUH-docoputo3nnTpaHcdepasbl
(b 1), kotophlil KAaTATM3UPYET MPUCOeIUHEHUE CcBOOOIHBIX
Py piiiony oclioBaHMid (TyaHnHa ¢ TMIIOKCAHTUHA) K HYK-
aeointant Ciigipom Betpedaercs peako (1:300 000 poxae-
W) i TACeIoBAHNSL — X-CLETUIEHHbIH peleCCUBHBIH.

Hpn nenocrarouoct depmenta [OPT koHEYHBIM NpO-
AVk LOAC CRPINICHAUS TTYPUHOBBIX OCHOBaHHMM SIBISETCA MO-
de it v noni. Dosie3Hb pa3BUBaeTcs B IPyAHOM BO3paCTe,
bt L MBHTICTHBIM THEPTOHYCOM, MOBbILIEHHON ped-

Ao oprof B030YMMOCTBIO,  ONMrodpeHuei, CKIOHHOCTHIO
o ik canonospexaeHusM. Beicokoe colepxanie Mode-
Woft # oo 11 Ce cosieil, HeCMOTps Ha YCWJIEHHOE BblICIe-
e WA MOtORT, TTPUBOAMT K GOPMHPOBAHUIO KaMHEH B MO-

AEpLIOIINS 1YTSIX, OTJIOXEHHIO coJleii MOYEBO# KUCIIOTHI B

IS RINAY

HAPYLLEHUS METABOJIU3MA METAJIJIOB

Hpaepost japylieHuss MeTaboii3Ma METalioB MOXeT
v Iy 4 11 1 IMeHICHHe OOMEeHa MeU.

banewn  Buabscona—Konosanosa  (remaroLepebpaibHast
e rpenst) obyciopieHa  TeHHOH MyTaliieii, B pesynbTare
Foanpon passisacrest 1e@UUAT - pepMeHTa, TOPMO3SILIEro
Conne 1 benka nepysuioniasmuHa. TlocneaHuid, B CBOK ove-
o1 obeCHeTBACT TPAHCTIOPT MEAM B OpraHMU3Me. Tun Ha-
ETRRTRIRTIIILL ayrocoMHo-pelieccuBHblii.  [lonynsunoxHas
TR Y 100 000 HOBOPOXIEHHBIX.

Coc el MC/Ud MIpatoT 00siblLyI0 posib B OOMEHHbIX
gy ccas Honbt MCIM BXOASIT B COCTaB MHOTHUX ¢depMeHTOB
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MHUTOXOHAPUH, yYacTBYIOUIMX B PEaKUMAX OKUCTEeHHs. [Ipu
HEJ0CTaTKe UEepYUIOIUIA3MUHA TMOBBILLIAETCS Konuem.paufm
MEIW B KPOBH U MPOMUCXOAMT HAKOIJIEHHE ee B TKaHIX Meye-
HU M MO3ra € mocieayloled ux aereHepauueir. 3aboneBaHue

Yale MposABISeTCS B LLIKOJIbHOM BO3pacre. nepBbIMPI CuUMIn- 1

TOMaMU MOTYT ObITh YBETUYEHUE MMEYEHU H CENEICHKH Hapy-
wenne ¢ynxumit nevenu, LJHC, mHorma mowex CHI/;)KGHPIC
KOJIMYECTBA IPUTPOLIUTOB, TPOMOOLIUTOR M neﬁxou,mOB B KpoO-
Bu. [Mopaxenune neueHu conpoBoxnaercs KENATYXoii pBOTgﬁ
AMCHIENCHEH, TTOCTENEHHO Pa3BUBAETCA LMPPOS. Hc;paxeﬂué
LHHC nposiBnsiercss cHuxennem UHTEJUIEKTA, W3MEHEHUEM
NIOBEACHUSI, NPOXaHWEM PYK, HapylIEHKEM TJIOTAHUS, MOBbI-
WEHHEM TOHYca Mbllil. JMarHoCTHKa OCHOBAHA Ha é)npeue-
JIEHUM KOHUEHTPAIMHU UEPYIIONIA3MIHA B CBIBOPOTKE KPOBH

HAPYLLEHUSR! CBEPTbIBAIOLLEN
CUCTEMbI KPOBU

Femopumma A — rtaxenoe 3a00/1eBaHue, OOYCIOBIEHHOE
HCQ)CKTOUM VIII ¢akropa cBepTbiBaHusi KpoBu. Berpevaercs
yacToToi 1:2 500 HOBOPOXAEHHBIX MATLYUKOB. THN Hacnenof
BaHUsSt — X-CLEIUIEHHbIA peneccuBHbIl. TeH PacrnoyioXeH B

JUIMHHOM 1uleye X-XpoMocoMbl (X
o (Xq28), crpykrypa ero ycra-

3aboneBanne pacrnosHaeTcsi OGBHIMHO HAa 2—3-M roay f

KU3HHU, & B TSXKENBIX Cy4asiX — MPH POXIEHUM (KPOBOTeye-
HUA U3 MYMOYHOIO KAHATHKA, BHYTPMKOXHbBIE KPOBOM3/IHSI-
HUA). [ Hero XapakrepHbl MHOXECTBEHHbe reMaToMbl
Hp?OGHaﬂa}OT KPOBOM3JIMSIHMS B KPYITHBIE CYCTABBI KOHEYH ‘
CTeil (KOJEHHbBIE, JIOKTEBbIE, rOJIEHOCTOTHbIE) HOI[KO)KHBI(:
BHYTPM- W MEXMBILIEYHBIE T€MAaTOMBI, KpOB(’)Tﬁ‘{CHI/lH n v;
TPaBMax M XUPYPFUYECKUX BMEILATENBCTBAX, HAINYUE K ogn
B Moye. KpoBousnusinus B nomocts CyCTa’BOB HpI/IBO}lgT K
PA3BUTHIO CTOMKOH MX TYTOTOABMXHOCTH U3-3a OCTEOADT
30B (Pa3BUTHE COEAMHUTENbHOIN TKAHU B CycTaBax) PPe”

T'emodumusa B oGyciosieHa cHuxeHuem aKTI/iBHOCTH IX
daktopa ceprbiBaHHs KpoBH. BerTpeuaercs B 10 pa3s pexe
yeM remo¢uaus A. Tun HacienoBaHus — X-CLLCIUICHHbﬁ'
peueccuBHbli. T'en KapTuposan — Xq27. I

Knunuyeckue nposisnenus 3a6oseBaHus cxomHsl ¢ TAKO-
BBIMM IIpU reMopusinu A.
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rEMOrJIOBUHONATUU

| emouobunonaTin — 3a007IeBaHUs, CBSI3aHHBIC C Hapy-
WORTEAL G IPYRTYPBE MOJIEKYJTBY remoriobuHa. HopMaibHbIi
prann qooin aenoncka (HbA) cocToMT U3 ABYX O-Liened U
anis |V nenen BOJIbLIYIO 4acTh CTPYKTYPHBIX BapUAHTOB Hb
Cen Lot ONHMHOMHBIE 3aMEeHbl  aMUHOKMCIIOT, B OCHOBE
Fonpiias e RIS JAMCHA ORHOTO a30THCTOrO OCHOBAHHMA IPY-
PIAL 0 TOMCHCHITITICM Ko TPUTUIETA.

ffanboinee 1BCCTHOM (opMoit aHOMATMKM TEMOIJIOONHOB
WP 1y CCPuoOBHIO-KIIeTOYHAA anemus, 11pu KOT0p017[ B 6-M
e ot [b e reMortobuHa  NIyTaMUHOBas  KMCJIOTA
vt et naniiom (HbS). Dra 3ameHa o0ycioBlIMBaeT Mo-
LA 0 DICTBOPUMOCTG  FeMOrIoOMHa, Uy TOMOSHUTOT
WO EPHOOPETAIOT CePIOBUIHYIO dopmy. Tereposu-
vt nocineitn HbS B OBBIYHBIX YCJIOBUSIX KIMHUYECKU
pirpoma N TOMO3HIOT € PaHHETo BO3pacTa pa3BMBACTCA Xa-
Jeib 1 prLiE RapTINTd XPOHUYECKOW TMIOKCHM M aHeMUH, YTO
e a0 pnBoanT K CMEPTHU. an/I‘II/IHa aHeMun — INpexie-
@i AL TCMOJIMS M PACTIAZL S3PUTPOLIMTOB, 00YCIOBACHHBII
W o CnoeobnocTsio HbS cBsi3bIBaTh U NEPEHOCUTD KUCIIO-
pien LIS cto OGHAPYXMBAETCS Y HACe/ICHUs PETHOHOB c
WP A PICHPOCTPAHEHNEM TpOHH‘{eCKOﬁ MaJsipyuy, Tak
par pereposnornn no HbS neBocnpuuMYMBBL K MATAPUK.

Laanceemin 0OYCTIOBIEHBl MyTaUMAMU [JIOOMHOBBIX [e-
o Hp oM K YMEHBIHCHHOMY COACPXKAHUIO robu-
el 1 HOHOMY HX OTCYTCTBUIO. TIDHUMHON O-TanacceMuit
Oy 4 HomIne Jlenelu reMornoOuHOBbIX O-TEHOB. Taxkux
fvion e Tepe, 1 OT KOJMYECTBa OTCYTCTBYIOMIMX TEHOB 3aBU-
Cin et mboesanist. OHM pacniofloXeHbl B 16-it Xxpomo-
Coen Lop 133, Tlpu B-TanacceMusix HMeeTcst ICPUUUT CHH-
v [ oo FeneTndeckne nedeKTbl MOTYT ObITb PasHO-
e o Cleteiiti, TOYeYHble MyTalnu U ap.). Tlpu BbIpa-
s LenacceMisix HabmionaeTea reMOJIUTHIECKaa aHeMHUs.
S0 bopo oL HOCHTENeH TeHa B-TanacceMuil BbIPAXEH-
b e D R ICMIAY OOBIMHO HE OOHApYXUBAIOTCS.




APYr'ME MOHOIMEHHbIE SABOJIEBAHUA

Mykosucuuno3 (xuctodubpo3 MOMKETYIOYHON XKeje3bl)
obycnopieH myrauueir B 7-i xpomocome (7q21—q31). Tun
HacneA0BaHusd — ayTOCOMHO-pelleccuBHBIA. TlonmynamuorHHas
gacrora — 1:2 500.

MykoBHCHHMAO3 NPEACTABAAECT cOOOIl MHOXECTBEHHbIE
MopaxeHWs MXejle3 BHEWIHEH CEKpelUHH, MposBIgIoecs
BBIAEJEHHEM CEKDPETOB ITOBBIIIEHHOH BSI3KOCTH, 4TO BEleT K
3aCTOMHBIM SBIECHHAM H 33KyNOpPKe IPOTOKOB B COOTBETCT-
BYIOHIMX OpraHax (JIerKuX, MOMLKEAYNOYHOM XKejleze H KULIey-
HHUKE) C TOCHAENYIOIIMMH BOCHATUTENbHBIMHA [POLECCAMU H
CKJIEpOTHYECKMMM H3MEHEHUAMH. 3aboneBaHuWe MOXeET Ma-
Hudectuposarh B J060M Bo3pacre. Y IUIOHOB M HOBOPOX-
JEHHBIX OHO TIPOSIBNISIETCS MEKOHHAIBHOW HEMPOXOAUMOCTHIO.
HaubGonee 4actas ¢opmMa MYKOBHUCLMIO3d — JIE[OYHO-
kuiueyHas. Ilpu artoit ¢popMme JerouHnie NMposiBIeHUs BO3HHU-
KAIOT Ha 1—2-M rojly XU3HU U XapaKTepU3YIOTCH pPeLMIKBH-
PYIOILUMHM ITHEBMOHMSIMH U OpOHXUTAMM C MOC/AEAYIOLIUM
passuTueM 3MdbuseMbl Jerkux. KullieyHble NposiBEHUs CBSI-
3aHBl C HApyLIEHHEM aKTHBHOCTU (hepMEHTOB MOMKENYI0Y-
HO# Xene3bl. [HUIOCTHBIE MPOLECCH B KUIUEYHMKE TIPUBOSAT
K B3IYTHIO XUBOTA, TIOSBAEHUIO OOMJIBHOTO XHPHOTO CTYJA C
pPEe3KMM THWJIOCTHBIM 3anaxoM. B HekoTophiX ciaydasix pa3BH-
BaeTcs LUppPO3 neyeHu. JIuarHocTMka OCHOBaHA HA KIMHUYeE-
cKoit kapTuHe U BbisiBNeHHU reHa CFTR B notosoMm Tecre.

Axouaporiasua (xoHOpoaucrpodus) obycrnosieHa MyTa-
uuel resa peuenropa axkropa pocra ¢GpubpodnacToB, BbI3bI-
BaIOlIEH OTKJIOHEHUS B AKTUBHOCTH HEKOTOPHIX (GEPMEHTOB
(5-HyxseoTuaassl, rokKo30-6-gocdatasbl), B pe3yabTaTe 4ero
HapyLuIaeTcsi pocT M Pa3BUTHE XPALIEBOM TKAaHU B snudu3ax
TpybuaThIX KOCTell M B OocHOBaHMMU 4Yepena. Tum Haciezosa-
HHUS — QAYTOCOMHO-IOMMHAHTHBIN. [TonynsuuonHas dvacro-
ta — 1:100 000. He menee 80% cayuyaes GonesHu obyciosie-
Ho Hosoit mytauueit reHa EGFR3, nokanusosarnHoro Ha 4p.

XapakTepHbiMH TIpU3HAKaMu 3a00JIEBAHUS  SBJISIIOTCS
Hu3kuit poct (120—130 cM y B3pochbIX) NMPH COXpPaHEHUU
HOPMaIbHO# [UIMHBI TyJOBHILA, OOJbLIOH uepen ¢ BBICTY-
NaIlUM 3aTBUIKOM, 3anaBilas MepeHocuua. KoHeyHocTu
YKOpOYEHbi B OCHOBHOM 33 CYET MPOKCHMMAaJIbHbIX OTIAEJIOB
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OeApeHHON U TUIeYEeBOI KOCTeW, KUCTH IIMPOKHE U KOPOTKUE.
JleTH OTCTaloT B MOTOPHOM Pa3BUTHMH, MHTEJUIEKT, KaK IpaBU-
JI0, HE CTpajaer.

Muomuctpopns Miomenna (M) — taxenoe 3zabosena-
1ue, MpoABIMIONIeecs MbIlIEUHOW clabocThi0 M MOBBILIEH-
HBIM cOEepXaHueM B IlazMe KpoBU KpeaTHH(POCHOKUHA3DL.
Berpevaercs ¢ yactoroii 1:3 500 HOBOPOXAEHHBIX MAJbBYUKOB.
Tun HacnenoBaHus — X-CUEILIEHHBIH peueccHBHbId. [eH
M/l kapTupoBaH B obnacti Xp2l U JETAIBHO H3YYEH, YTO
{103BOJIAET TIPOBOIUTE MOJIEKYISIPHO-TEHETHUYECKYIO AMAarHo-
CTHKY.

It M]I xapakTepHo paHHee, B Bo3pacTe 3—5 JeT, Haya-
710 3ab60JIEBAHMA: HapacTawllas ciabocth B MblluLax Oenep u
T43a ¢ ITOCTEMEHHBIM MEPEXONOM INpoUecca Ha UKPOHOXHbIE
MbILUILBI, MBILILBI BEPXHETO TUIEYEBOTO I10sca, CIIUHBI, XUBO-
ta u ap. [NogsiuseTcas yruHas noxonka. 3aboneBaHHe HEYyK-
JIOHHO [IPOrPecCUpyeT, AETH OKa3blBAIOTCS NPUKOBAHHBIMU K
nocrenn ¢ 10—11-netHero Bospacra. Habmonaercss ncesgo-
runepTpodusi MKPOHOXHBIX M SATOAMYHBIX MBI 33 CYET
JAMEILIEHUS MbIIIeYHOU TKaHW COSAMHUTEIBHOR KW XHUPOBOIL.
Bo MHOrMxX c/Jydasix pa3BvBaeTcsi crubarejibHas MbILEYHAas]
KOHTpakTypa OeApPeHHBIX M KOJIECHHBIX CYCTABOB U CYCTaBOB
BCPXHUX KOHEYHOCTel BciencTsde arpoduu Mbiniy. Pano
cHuXaTes  Thyookue cyxoxunbHbie peduekcsl. Mmeercs
TCHAEHIUHUS K HEKOTOPOMY CHHXEHHIO YMCTBEHHBIX CIOCOO-
procreii. ITponokuTeNbHOCTh XKU3HU 60abHbIX — 20—35 nerT.

Cunapom dparunbHoii (ToMKoif) X-XpomMocoMbl — 3a6oJie-
BaHUE, XapaKTepU3YIoLeecsl YMEPEHHON WK MyboKo# yMcT-
BCHHOI OTCTANIOCTBIO U PSIIOM (U3UUYECKHX [TOPOKOB pas3Bu-
rist (BoJIbLIME SUUKHY, OOJIBIIME OTTOIBIPEHHDIE YILIHBIE PAKO-
BUHBI, BBIMYKIBIA J1o0 W BeICTyMmawiuve yemoctd). Yacrora
serpedaeMoctd — 1:2 0060 HOBOPOXIEHHBIX MATBYUKOB. ITUM
ciHapoMoM obbsicHs0T N0 20% Bcex ClyyaeB TSKENOH WU
yMEPEHHONH YMCTBEHHOM oTcrasiocT. Cpeau reTepo3UroTHbIX
ACHILMH npumepHo B 30% ciyyaeB HabGnI0JAlOTCS Hapylle-
1A MCUXUKU. MyTaHTHBIA red KapTuposaH. OH PacrnonoxeH
n Xq28. B 3TOM y4acTke NMPOMCXOAMT CHUXEHWE KOHIEHCa-
MM XpOMAaTMHA MpY KYAbTUBMPOBAHWU HA CHELHUATbHBIX
1IMTATENIbHBIX CPEAaAX.




naBsa 11

XPOMOCOMHbBIE BOJIE3HWU
YEJTIOBEKA

XpoMocoMHbIME §0J1€3HAMH (XPOMOCOMHDBIMU CHHIPOMA-
MM) HA3BIBAIOT KOMIIIEKCHI MHOXECTBEHHBIX BPOXIECHHBIX
MIOPOKOB Pa3BUTHS, BbI3BIBAEMBIX UMWCJIOBLIMU (FEHOMHbIE
MYTalli¥) WM CTPYKTYPHBIMU (XPOMOCOMHBIE abeppaumnm)
U3MEHEHUAMU XPOMOCOM, BHIHMBIMU B CBETOBOH MHKpPO-
CKOTI.

XpoMocoMHble abeppal¥ W H3MEHEHHs KOJUYeCTBa
XPOMOCOM MOFYT BO3HUKAThb HA PA3HBIX ITANax pasBUTUS Op-
raHu3ma. Ecau OHM BO3HMKAIOT B raMeTax pOOUTENEH, TO
aHoMaiusl OyleT HaOMIONAThCsl BO BCEX KJIETKAX Pa3BUBAIO-
[erocs opranusma (noansii mymaum). Ecnn aHomanus Bo3-
HUKaeT B Ipolecce IMOPUOHAILHOIO Pa3BUTHS TNPH Ipobie-
HUU 3MTOTHI, KAPUOTHUII Ttoaa Gynetr Mo3anuyHbiM. PopMupy-
eTcsl Takasg Mo3aHKa cjenyiomuM obpasom. B Hopme Bce Gna-
CTOMEPBI COMEPXaT ONMHAKOBLI HAbOp XpOMOCOM, MIAEHTHY-
Hbllf HaOopy 3urorbl. ONHAKO B OTAENBHBIX CIy4asiX BO3MOX-
HO HapylleHMe pacXOXIEHHMs] XpOMOCOM, BCJIEACTBME YEro B
pasHble ©JacTOMEpB! TMONAeT HEONMHAKOBOE MX KOJIUYECTBO
(onuH 61acToMep ¢ MOHOCOMHEM, @ IpYroil — ¢ TPUCOMUEIT).
[Tpu nocnepyoieM IpoOJEHUN BO3ZHUKAIOT [BE KIETOYHbIE
JUHUU (KAOHbL), COXPAHSIIOUIME OCOOEHHOCTH AHOMAJIBHOTO
Kapuotuna. B 3aBUCMMOCTM OT CTagMM, Ha KOTOpOH Ipo-
M30LUIO HApyLIEHWE, U UHTEHCUBHOCTUA Pa3MHOXEHHS! KIEeTOK
YKCJIO0 3TUX KIETOYHbBIX MOMYISALIMA MOXeT ObITh Pa3iMuHbIM.
Krnerku, Oepyuiue Hasano OT HOPM@IbHBIX O6JaCTOMEDOB,
OyayT MMETb HEM3MEHEHHbId KapuoTun. Takoe sBieHHe Ha-
3bIBACTCS 2eHemuueckum mozauyuzmom. Mo3anuHbie OpraHus-
MBI MOIYT COIEPXaTh HecKoibko (2,3,4 u Gonee) KIETOYHBIX
KJIOHOB C Pa3sii4HbIMUA KapuOTUMAMHU. DTO SIBJIEHHUE MOXET
COTPOBOXIAATLCS MO3aULIM3MOM BO BCEX JIMOO B OTAEIbHbIX
opraHax ¥ cucreMax. [Ipu He3HauMTeIbHOM KOJIMYECTBE aHO-
MTbHBIX KJIETOK (DEHOTUMUYECKUE MPOSIBICHUsST MOTYT He
00OHApPYXUBATHCS.
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B ocHoBe XpoMOCOMHBIX 0OJIE3HEil JeXaT MyTaluH, CBS-
3aHHBIE ¢ OO ¢ HapylUleHHEeM [UIOMIHOCTH U U3MEHEHMEM
yucHa XpoMocoM (YHMCIeHHble HapylleHus), Ju6o ¢ M3MeHe-
HIHEM CTPYKTYPBI XpoMocoM (abeppalivyi, WIM CTPYKTYpHBIE
napyurenus). HapyuieHue NnoMAHOCTU NPEACTABIEHO JIUILD
OIHUM 3a00JieBAHUEM — CUHOPOMOM Mpuniouduu. ITo Je-
IiUibHAs MyTalMsi — JETH YMHPAKOT 10 POXIEHUS WIH B Tep-
Bbie vachl rocne poxuaeHus. Cundpomb mpucomuii — Haubo-
nee vactas ¢opMma YHUCIEHHBIX U3MeHeHHit xpomocoM. [loi-
Hasi MOHOCOMMSI, COBMECTHMAsi C XW3HbIO, Habmomaercs
ropko o X-xpomocoMme. B ocHoBe cHHIPOMOB, 00ycioOB-
ACHHBIX CTPYKTYPHBIMU HApYUIEHUSIMU XpPOMOCOM, JieXar
MO0 YacTUYHBIE TPUCOMUU (TIPU AYTUIMKALMSIX U TPAHCJIOKA-
1s1X), JTU00 YacTUYHbie MOHOCOMHUM (TpU neneiusix), Jubo

11X COYETAHHS.

XpoMOCOMHBIe OOE3HU Y HOBOPOXIEHHBIX AeTeil BCTpe-
“I0TCH ¢ yacToToit mpuMepHo 2, 4 cnyyas Ha 1 000 ponus-
tinxcsl. BONBIIMHCTBO XPOMOCOMHBIX aHOMAIUH (ITOAMILION-
JIMM, TAIOWAMYU, TPUCOMHM NO KPYMHBIM XPOMOCOMaM, MO-
1HOCOMHH) HECOBMECTHMBI C XHU3HBIO — 3MOPHUOHBI U TLTOABI

JIMMUHHPYIOTCS U3 OPraHU3Ma MAarepd B OCHOBHOM B PaHHME
CpPOKU OEpEMEHHOCTH.

OKoHYaTeNbHBIA JHAarHO3 XpOMOCOMHBIX Oojie3Heil ycra-
IABIWBAETCS LMTOTEHETHYECKUMU METONAMH.

TPUCOMMUU

Haunbosiee yacto y 4esoBeka BCTPEYAIOTCS TPUCOMUM [0
21-it, 13-#t 1 18-11 mape XpoMOCOM.

Cunapom Ilatay (cunapom TpucoMmuu 13) BcTpeyaercs ¢
sacroroit 1: 6 000.

WMerorest iBa LMTOreHETUYECKUMX BapuaHTa cuHapoma [la-
tity: 1pocTas TPHCOMUS H POOEPTCOHOBCKASI TPAHCIOKALIMS.

Jdetn ¢ cunapomoM [latay poxpaircs ¢ maccoil Tena
ke HopMbl (2500 r). ¥ Hux HabalopaloTcst yMepeHHast MUK-
poueganus, HapylieHue pa3BuTus pasiudHbix otaenoB LJTHC,
IN3KKUI CKOLUEHHBbIM J100, CyXXeHHBbIE TIJa3Hble Ieau, pac-
CTOSIHUME MEXIDY KOTOPBIMU YMEHbBIUEHO, MHUKPODTUIbMUS,
1IOMyTHEHUE POTOBHMLIbI, 3aMaBliee NEPeHOChe, LIMPOKOoe OC-
HOBAHUE HOCA, NE(POPMUPOBAHHBIE YLIHbIE PAKOBUHBI, pac-
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IIeJMHa BEpXHeH ryObl U Heba, MONUAAKTHIHS, (PIEKCOpHOE
NOJOXEHHWE KHcTel, KopoTkad uiess. ¥ 80% HOBOpOXIEHHBIX
BCTPEYaloTCs TIOPOKU PA3BUTHA cepiua: nedekTh MexXKeay-
JIOYKOBOM M MEXIIpENCEPAHON NEeperopoaoK, TPaHCIO3NLIUU
cocynoB M np. Habmoxalorcss GuOpoKHCTO3HBIE U3MEHEHUS
MOKETYAOYHOM Kejie3bl, No0aBoyHble cejie3eHKH. [1oYKu
YBEJTUYEHDI, MMEIOT MOBBIUEHHYIO JIOJBYATOCTh U KUCTH B
KOPKOBOM cJioe. boslbiiMHCTBO GONBHBIX ¢ cuHapoMoM [laray
(98%) ymuparor B Bo3pacTe IO roma, OCTaBIIHECS B XMBBIX
CTPanaoT IMy0oKUM MAMOTHIMOM.

Cunapom Dasapaca (cuHIpoM TpucoMuu 18) BcTpeuaercs
¢ vacroroit npuMepHo 1:7 000. Hetu ¢ Tpucomueii 18 wame
POXIAIOTCA Y MOXWIbIX MaTeped. s xeHwuH crapiue 45
JIET PUCK POIUTEL GonbHOro peberka cocrasiser 0,7%.

uroreneTnyeckn CMHAPOM DiBapica NMpPeACTaBieH Mpo-
croi TpucoMueil 18. Y neBoyek BcTpeyaeTcsi 3HAYUTEIBHO
yaliie, YeM Y MAJIbYMKOB, YTO CBSA3aHO, BO3MOXHO, C OO/IbLUEH
JKH3HECTOMKOCTBIO XEHCKOro opraHusma. [etu ¢ tpucoMueii
18 poxparorcs ¢ HM3KMM BecoM (B cpemHeM 2177 r), Xors
CPOKHM 0OepeMEHHOCTH HOpMANbHBIE WNU [JAXe MNpeBHIaIoT
HopMmy. deHoTunuyeckue MPOSBIEHMST CHHApPOMa Dsapiaca
MHoroo6pasHsl. Haubonee Yacto oOTMEYaroTCsl aHOMAJIUU
MO3TOBOro M JIMLEBOTO yeperna. MoO3roBoil uepen Jonuxole-
dannyeckoit GopMbl. HUXHSSA 4eNTOCTh U POTOBOE OTBEPCTHE
ManeHbkue. [TTa3HbIE WENH y3KUEe U KOPOTKHE. YHIHBIE PaKo-
BUHBI NeDOPMHUPOBAHK H B MOAABIAIONIEM OOMBIIMHCTBE
CJIy4aeB PacHOJOXKEHBl HU3KO, HECKOIBKO BBITAHYTHI B FOpH-
3OHTAIbHOM TUIOCKOCTH. MOUKA, @ YacTo M KO3eJI0K OTCYTCT-
By1oT. HapyXHBbIi ciIyxoBoil MPOXoa CyXeH, UHOTAA OTCYTCT-
ByeT. I'pyinHa KOpoTKas, M3-3a Yero MexpeOepHble MpoMe-
XYTKM YMEHBIIEHB! W IPyAHas KIEeTKa LIMpe W Kopoye HOp-
ManbHOi. B 80% cnyuaeB Habmopaercs aHOManbHOE pPa3BUTHE
CTOMbBI: IIATKA PE3KO BBICTYNAET, CBOA MpoBHCaer (cTona-
Kavajka), 6osibiIoif nmajel yToiaiueH U ykopoueH. U3 pedek-
TOB BHYTPEHHUX OpPraHOB HauboJiee YacTo OTMEYAIOTCs MOpO-
KA CepALA M KPYIHBIX COCYIOB: AedheKT MEXKENYIOUKOBOM
NEePEroposiKy, amjasMu OXHOW CTBOPKM KJIallaHOB da0pThi M
AETOYHOM aprepuu. Y Bcex OOJbHBIX HAONIOHAITCS TUITOMJIA-
3Us MO3XEYKAa M MO3OJMCTOrO TeNa, U3MEHEHUS CTPYKTYp
OJIMB.
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Ipono/XKUTEIBHOCTh XU3HHU JeTell ¢ CMHIPOMOM DiBap-
nca HeseauKa: 60% nereil yMHPAIOT B BO3pacTe 10 3 Mecsles,
0O TONA AOXHUBAET JUIUb ONUH peOEHOK W3 AECATH, OCTaB-
IIHECs B XUBBIX — CyOOKUE ONUTODPEHBL.

Cunppom dayna (cuHApOM TpucoMuM 21) — camast yacras
¢dopMa XpOMOCOMHOI# naronoruu y yenoseka — 1:750. Jocto-
BEPHO YCTAHOBJIEHO, UTO NETH C CHUHApPOMOM JlayHa vaue
pOXJAIOTCA YV MOXWIbIX poauteneit. Ecmu Bospact wmarepu
41—46 5ner, TO BEPOATHOCTb POXAEHUS OOJNLHOrO pebeHKa
so3pacraer 1o 4,1%.

Uutorenetnuecky cuHapoM [layHa npeacTaBieH MpocToit
Tprcomueit (94% ciy4aes), TPAHCTOKAUUOHHOW GOpPMO Uiu
moszaulusMoM (4% u 2% cooTBETCTBEHHO). 32 BO3HHUKHOBE-
Hye PeHOTUITHYECKHX MpOsIBIeHUI cuHapoMa JlayHa orBeya-
&T JWlb HeOOMbIION YYacTOK MJIMHHOro mnjeya 21-id xpomo-
combl (21q+), ¥ He3aBUCHMO OT MEXAaHU3Ma YABOCHUS Pa3BU-
BaeTcd THIHYHAS KJIMHWYECKasi KapTHHa.

Macca HOBOPOXIEHHBIX ¢ cMHIpoMoM JlayHa B cpeiHeM
3167 r. Jlns GonbHBIX XapaKTepHBI OKPYIJoil (bOpPMbI rosoBa ¢
YIUIOLIEHHBIM 3aTBUIKOM, Y3KUH JI00, IIHUpPOKOE, TUIOCKOE
auyo. TUMUYHBl STMKAHT, 3anaBlias CIMHKA HOca, KOCoW
(MOHTOJIOMIHBIA) paspe3 FIa3HbIX Wenel, naTtHa bpymduns-
na (cBeTibie MSITHA Ha PamyXKe), TONCThIE TyObl, YTOMILIEHHBIN
A3bIK ¢ IIyOOKMMHM Gopo3faMu, BBICTYMAIOLUMIA U30 pra, Ma-
JIEHbKHE, OKPYIJIoil (OpMBI, HU3KO DACIIOJOXKEHHBIE YILIHBIE
PAKOBHUHBI CO CBHCAIOLUMM 3aBUTKOM, HEJOPA3BUTAsl BEPXHsAS
YeJI0CTb, BHICOKOE He®Oo, HenpaBWIbHbBII pOCT 3yOOB, KOpOT-
kas ures. M3 1nopokoB BHYTPEHHHUX . OpraHOB Haubojiee TH-
IIMYHB! 1edeKThl CepAeYHO-COCYIUCTOH CUCTEMBI (MEXCKEIy-
JIOYKOBOHM MJIM MeXMpelcepIHON MeperopoioK U Ap.) M opra-
HOB MUILEBApEHUs (aTpe3ny ¥ CTEHO3bl PA3JINYHBIX OTAEIIOB).
YV MajleHbKMX HAEeTeil pe3KOo BbIPAKEHA MbILIECYHAS] TMTOTOHMS,
a4y Jereil cTaplliero BO3pacTd YacTo OOHApYXMBAKOTCH Kara-
pPAKTHI. XapakTepHa YMCTBEHHAs OTCTAIOCTb, MPEMMYILECT-
peHHO uMOewIbHOCTD (65—90%); AeOUAbHOCTL W MAWOTUS
JIMATHOCTUPYIOTCS IPUMEPHO B PABHOM COOTHOLLEHUH.

Cpentsid  NPOZOKUTENBHOCTb XH3HKW TIPUA CHHIPOME
JlayHa 3HayuTenbHO HUXe (36 JeT), YeM B MOMYJSILIMM.
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HYACTUHHLIE TPUCOMUN

[ToMMMO TIOHBIX TPUCOMMIA, M3BECTHBI CHHAPOMbI, CBS-
3aHHBIE C YACTUYHBIMU TPUCOMUAMU MPAKTUYECKH MO M0G0
xpomocome. OIHAKO 3TH CHHOPOMBI BCTPEYAIOTCS PEXe Ofi-
Horo cayyast Ha 100 000 poxaeHnii.

Cunapom TpHCOMHH O KOpOTKOMY miedy 9-if XPOMOCOMBI
(9p+) — naubonee yactas GopMa YACTHIHBIX TPUCOMHUIA.

Mist 6obHBIX ¢ TpUCOMHUEH Ip+ XapaKTepHbl YMCTBEHHAs
OTCTA/IOCTD, 3AEPKKA POCTa, MUKpouedanus, aHTUMOHTOO-
WIHDbIH paspe3 MasHbIX Leneif, Iy6oKo MOCAXEHHbIE I71a3a,
ONYLIEHHBIE YTOJIKN PTa, HOC C XapaKTePHBIM OKPYLJIbIM KOH-
YMKOM, HU3KO PACHOJIOXKEHHBIE OTTONBIPEHHBIE YIIHbIE PAKO-
BMHbI, HEIOPA3BUTUE HOITEH W AUCTAIBHBIX (aNaHT NalbLEB
pyk. YacTo HabGnionaioTcs BBICTYMAIOLIYE NOGHBIE KOCTH, Io-
BbILICHHAsl ODOBOJMOLIEHHOCTb, NMATHA UBETa «Kode ¢ MONo-
KOM» Ha KOXe€, SNUKAHT, KOCOINasne, BbICOKOE AyrooGpasHoe
Hebo, KopoTkasi Iiesi, CKOJIMO3, YACTMYHAS CHHIAKTHINS
nanpueB cromn. [IpuMepHO B ueTBepTH CiyyaeB OGHApyXHBa-
I0TCSl BPOXKIEHHBIE MOPOKH CepiLa.

IporHos 1A XU3HM CPaBHUTEBHO ONATONPUATHBIH —
ONUCAHEL BOJIbHBIE, TOCTHUTILME PEKIOHHOIO BO3PacTa.

HACTUHHbLIE MOHOCOMUU

CHHIPOMBI  YACTHYHBIX MOHOCOMHMIT PacnpOCTPaHEHb
NPUMEPHO C TAaKOW X€ YACTOTON, KAK M CMHIAPOMBI YacTHy-
HbIX TpUCOMHUil. Haubonee u3BecTHblE M3 HUX CHHIPOMBI
Bosibha—XupIuxopHa 1 «KOUIaYbero Kpukan.

flnnnpom Boabgpa—Xupurxopua (4p-) obyciosien aene-
L1en KOPOTKOTo mieya XpomocoMsbl 4. IMonyasiumnonHas yac-
TOTa 320oneBaHust — okono 1 cayyas Ha 100 000.

Heru ¢ cungpomom Bonbda—XupiuxopHa o6buHO pOX-
[A10TCS y MOJIONBIX pOIMTENei, NOHOUEHHBIE, HO CO 3HAYU-
TEbHO CHUXEHHBIM BecoM (okoso 2000 r). /lnst Takux npereif
XApaKTepHa pes3Kas 3anepkKa (PU3HYECKOTO U ICHXOMOTOp-
HOTO Pa3BUTHs. Y HUX HABMIONAIOTCS YMEPEHHO BBIPLKEHHAS
MUKpouedaius, KITIOBOBUAHBIA HOC, BbICTYNAIOLIEe Haanepe-
HOCbE, NEePOPMHPOBAHHBIE HM3KO PACTIONOXCHHBIE YIHbIE
PaKOBHHBI, BEPTUKATbHBIC CKAAAKH KOXM BNEPENM YLIHBIX
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|WKOBMH, THIIOTOHMSI MBillll{, 3HAYMTEIPHOE CHMXEHMWE peak-
(i HA BHEWHUE pA3APAKEHUS, CYAOPOXHBIC MPUMNAIKU.
()rMeyaloTCs TAKKe pacliefIMHbBl BepxHed ryObl WM Heba, ne-
(pOpMALIAM CTOMN, AHOMAJIMH I71a3HBIX SOMOK, SMUKAHT U Ma-
1CHBKHE POT C OIYUIEHHBIMM yronkamu. W3 BHYTpeHHHX
OPIAHOB yallle MOpaxaercsi cepilie (MOPOKM PasBUTHsH), NPU-
MCPHO B NOOBUHE CIIYYaeB — MOYKH (TUMOTUIA3US M KUCTBI).
hoabUIMHCTBO AeTell ¢ CMHIPOMOM 4p- YMHUpAeT Ha MepBOM
rony XU3HMA. MakcMMallbHO M3BECTHBIA BO3pacT MAaLMEHTa C
'I'IM CHHIPOMOM — 25 JieT.

CHHIPOM <«KOINAubero KpHKa» (5p—) OOyCNIOBJICH neneuu-
¢1i KOpOTKoro mueda 5-it xpomocomsl. flonynsumonnas yac-
(ora cMHIpoMa — npuMepHo 1:45 000.

Jlnst faHHOTo CHHIpOMa HauGosee XapaKTepHbl creungu-
qeCKMI TUIAY, HATIOMMHAIOLIMIA Kolliaybe MSYKaHbe, JIYHO0O-
pit3HOE JTULIO, MbllIeYHas TUTIOTOHMS, YMCTBEHHOE U pusnye-
¢ROC HelopasBuTHe, MUKpouchaTus, HU3KO PACMTONOKEHHBIC,
inroraa geopMUpPOBAHHBIE YUIHBIE PAKOBUHBI, SMUKAHT, aH-
[UMOHTOJIOMIHBIA pa3pe3 [Na3HbIX lUeseif, Kocorasue.
Hioraa HabmoaalTed aHOMaIMU 1143 (aTpogust 3pUTEILHOTO
nepsa, odyarM AenurmeHtaumu ceryarku). HauGosee mocro-
AULIH TPU3HAK CUHAPOMA — «KOLIAYMi» KpUK 0OyCIOBIEH
IMEHEHUsMU TOPTAHM. CYXEHUeM, MATKOCTBIO XpslIeH,
OICUHOCTBIO MM HEOOBIYHOH CKIAIYaToOCThI) CIU3UCTOMH,
vMeHbIIEHHEM HaaropraHHuka. VIsMeHeHUs1 IpYyruX OpraHoB
11 CHCTEM HeCTeHUPUUHBDI.

[TponO/KUTENBHOCTh  KM3HM  3HAUUTENBHO CHMXEHA,
{IbKO 0KOJIO 14% GoNbHBIX TepexuBaioT Bospact 10 ser.

Cunapom Opbean (13q—) obycnopiieH Aeneuneit JNTHHHOTO
micua 13-it xpomocombl cermeHtoB 13g22—q31. IMonynsun-
oiHas 4acToTa CHHIPOMA HE yCTaHOBJIEHA. :

[letu ¢ cunapoMoM OpGeny poXIROTCS C HU3KUM BECOM
(2200 1). K1iuHnvyecku CUHIPOM COMPOBOXAAETCA aHOMaINs-
A Pa3BUTHUs BCEX CHCTEM OpPraHoB. XapakTepHbl MUKpOLE-
()U1KsT, OTCYTCTBUE HOCOBOIA BBIPE3KU (JIOO HEMocpencTBEHHO
(CPEXONUT B HOC), SMUKAHT, aHTMMOHTOJOMIHBIA pa3pes
1143, HIApoKas CIMHKA Hoca, BbICOKOE HeDOo, HU3KO pacrno-
10KeHHble NedOopMUPOBAHHbIE YHIHBIE DakoBUHBL. OrTMmeya-
I0TCS NOPaXEHUs a3 (MUKpodTaTbMusl, HHOTAA aHOGTATb-
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MHd, KOocorjasue, KarapakTa, peTHHOOJacToMa), OMOpHO-
ABUTATENBHOTO afiapara (KOpoTKas Iuesi, U0~ WIKM arnasus
MEPBOre najibld KUCTH U MNATOYHOM KOCTH, CHHIAKTWINH
KUCTEH 1 CTOIN), aTPE3HHU NPSIMOM KHIIKU U 3aAHENPOXOLHOIO

orBepcTHs. YacThl MOPOKM pasBUTHA cepAlld, MOYEK, rojoB- -

Horo mosra. [ns Beex nereit ¢ cunapomom Opbeiu xapakrTep-
Ha r1yboKas oJUrodpeHHs, BO3MOXHBI NOTEPH CO3ZHAHMUSI,
CYIIOPOTH.

bonbmnHeTBO 60BHBIX ¢ cuHApoMOM 13g— moruGaior Ha
MIEPBOM Oy XM3HH.

naBa 12

BPOX/IEHHbIE MOPOKU PASBUTUSA
N BOJNIE3HU C HACNEACTBEHHbLIM
NPEAPACNONTIOXEHUEM

BPOXXAEHHbIE NOPOKU PA3SBUTUA

Hon tepMuHoM <«spoxcdennvie nopoxu pazsumus» TOHU-
MalT cTofkue MOpQOTOTHYECKHE M3MEHEHHUS TKaHeld WIH
OPraHoB, BBIXOASUIME 33 Npefeabl BApHALMH HUX CTPOECHMS.
PopmupoBaHye BPOXAEHHBIX MOPOKOB PA3BUTHS B PE3y/NbTa-
T€ HAPYLIeHUsA HOPMAJIBHOTO TeyeHUs1 3MOpHUOreHesa Ha3bIBa-
eTcst mepamozene3som (feras, teratos — ypon, yynosuiie). Hayka
00 3THOJIOTHHM, MATOTEHE3E U IMPOSBIEHMAX BPOXKACHHBIX I1O-
POKOB Da3BUTHsI Ha3bIBaeTCA mepamoaoacueti. Yacrora rpy6bix
BPOXIEHHBIX NOPOKOB Pa3BUTHSA, CONPOBOXAAIOILMXCA Hapy-
HIeHWeM (QyHKUHH, B IOMYJSIUAX YeJ0BeKa cocTarsgeT 2—3%.

@opMyUpoBaHUE BPOXAEHHBIX NOPOKOB — pE3YJIbTaT OT-
KJIOHEHUH OT HOPMATBHOIO Pa3BUTUS OCOOH.

Enunbiil npolecc oHTOreHesa cnaraercst M3 CHEAYIOIUX
31an0B: 1) rameToreHes, 2) oIuIONOTBOPeHKE, 3) SMOpHOHANb-
HBIA MopdoreHes, 4) TOCTIMOPHOHATILHOE PA3BUTHE.

B pesysnbrare rameroreHesa o6pasyioTcs NOAOBbIE KIETKH,
HecymMe B cebe reHeTHuecKylo MHGbOpMaudio, B mpoiecce
peanu3aluy KOTOPO! U3 OXHOMN KJIETKH (3UrOThI) pa3BUBAETCS
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MHOTOKJIETOYHBI opraHuaM. [Ipu oMmIOAOTBOPEHUM MNpOHC-
XOOUT OOBeAMHEHHE TIeHeTHYecKoi HHGopMaLMKM MaTepHH-
CKOTO M OTLOBCKOIO OPTaHU3MOB, YTO OOYCJOBIMBAET KOM-
OWHATUBHYIO U3MEHYUBOCTb.

®opmuposanne MopdosOruyecKux CTPYKTYp SMOpHoHa
()MOpUOHANBHBIA MopdoreHes) BKIOUYAET 3MOPUOHANBHBIN
rMcroreHes (BO3HMKHOBEHHE CIELUUAIM3UPOBAHHBIX TKAHEH
113 Manoand@epeHUMpOBaHHbIX KJIETOK 3MOPHOHAIBHBIX 3a-
‘LITKOB) M OpraHoreHe3 (pa3sBUTHEe OpPTaHOB M CHUCTEM Opra-
1HOB).

DMOPUOHANBHBIH  MOPQOreHe3  OCYLIECTBIIETCH  TIPH
133AUMOIEMCTBUM TeHOTHUNA 3apOJbILIa U OPraHMW3Ma MaTepu U
CBSI3aH C TIpoLIECCaMyM pPasMHOXEHMs, pocTa, AubdepeHun-
POBKY, MUIpPaLiM¥ U OTMUPAHUS KJIETOK. DTU NPOLECCHI KOH-
IPONIUPYIOTCA CIOXHBIMU B3aUMOAEHCTBUAMM TFEHETUYECKMX,
JTUTEHOMHBIX M BHEIIHHMX (PAKTOpOB, ONPEIEAIOLIHUX B KO-
1ICTHOM MTOre BPEMEHHYIO H IMPOCTPAHCTBEHHYIO IOCeN0Ba-
IeJIbHOCTD IKCIPECCHU (BKITIOYEHUSI U BBIKIIOYEHMS) T€HOB U
TeM cambIM — IuddepeHLMPOBKY KIETOK U MopgoreHes.
lapyienue B Mmpoliecce 3MOpUOreHesa J000ro M3 Beiliene-
PCMMCIEHHBIX MEXaHM3MOB BBI3bIBAET OTKJIIOHEHHME OT HOp-
MAILHOTO PA3BUTHUS, YTO MOXKET Peasr30oBaThbCd BPOXAECHHBIM
HHOPOKOM.

Ha BHYTpMKJIETOYHOM YDOBHE K <«ITYCKOBBIM» MEXaHWU3-
MAM HapyIUeHHWs] Pa3BUTUSI OTHOCATCA M3MEHEHHs MOJIEKY-
ssipHBIX TpoueccoB perukaunu JHK, 6nocunTesa 6enkos-
(pepMEHTOB M 1p.

K OCHOBHBIM KJIETOYHBIM MEXAaHU3MAM TEepaToreHe3a oT-
1HOCSITCS HapylleHUs] pa3MHOXEHMs, MUTpaunu n auddepeH-
IKPOBKM KJIeToK. PesynbraroM CHUXEHUS MHUTOTHYECKON
AKTUBHOCTH KJIETOK MOTUYT OBbITb TUIOIUIA3MU WU Aa3uu
opraHa WJIM €ro yacTu. B pesynbrate HapylwleHMs MUIpauuu
KJIETOK MOTYT Pa3BMBAThCsi TETEPOTONMM U IPYTHE TTOPOKMU.

IuddepeHUMpoBKa, T. €. 00pa3oBaHUE pPasHOPOIHBIX
KJIETOK, TKAHEH H OPraHoB U3 OJHOPOXHOIO SMOPHOHAIBHOTO
Ja4aTKa, TIPOUCXOMUT I1OC/AEOBaTeNbHO B TEUEHUE BCETO 3M-
OpuoreHesa. OCHOBHOH MEXaHU3M CIIELMATU3ALUU KIETOK —
nddepeHnanbias aKTHBHOCTb T€HOB, B Pe3yabTaTe KOTO-
poit 8 pasHeie ¢aspl dIMOpUOreHesa CUHTE3UPYIOTCS CHeuu-
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buueckue 11 KaKION CTaiun GepMeHT, KOTOpbIE B OCHOB-
HOM U oO0ecneynBaloT cHelMaIu3aunio KieToK. Eciu Hapy-
uiaeTcsi MeXaHu3M BKJINOYEHUS M BBIKTIOYEHHUS OTHE]bHbBIX
0JI0KOB [€HOB, TO 3TO MPUBOAUT K Pa3BUTHIO PA3TUYHBIX [MO-
POKOB.

K 0oCHOBHBIM MexaHM3MaM TepaTorenesa Ha TKAHEBOM
YPOBHE OTHOCSTCSI TMOENb OTAENBHBIX KIETOYHBIX Macc, 3a-
MEUIEHUE PACIaia M paccachlBaHUsl KIETOK, OTMUPAIOILMX B
XOle HOPMAJIbHOTO 3MOpyoOreHesa, W HapyulIeHMe aare3uu
TKaHeH. ®uznonoruyeckast ruGenb KIeToK NPOUCXOAUT nox
ACUCTBUEM JIM30COMABbHBIX (DEPMEHTOB B NpOLEcce OKOHYA-
TeNbHOro GopMmupopanusi opraHos. Takas nepsuyHas ruGenb
KJIETOK HabMiofaeTcst Npu CAUSHUM HEBHBIX OTPOCTKOB, OT-
KPbITUU E€CTECTBEHHBIX OTBEPCTUM, (POPMHUPOBAHHU MNabLICB.
3anepxka win sameuicHHe GU3UOIOTUYECKOrO pacnana Kie-
TOK MOTyT NPUBOAUTE K CHMHIAKTHIIMH, aTPE3UAM U Jp. NOpo-
KaMm pa3BUTHA.

K BPOXIEHHBIM INOPOKAM PAa3BUTHUS OTHOCATCH caeayro-
HIUEC HapyuIeHHs:

Aeenesus — BPOXIEHHOE OTCYTCTBUE OpraHa (HarpuMmep
najblua, KUCTH). ,

Anaa3us — BPOXIEHHOE OTCYTCTBHE OpraHa ¢ COXpaHEeHU-
€M ero COCYAUCTOH HOXKHU (HaNmpumep, TOYKH).

Ampe3us — TIONHOE OTCYTCTBHME KaHANA WIM ECTECTBEH-
HOIo OTBEPCTUSt (HANpUMeEP, aHAbHOTO).

Tunonaas.. — wvemopaspuTHe OpraHa, yMmedblIEHHE ero
Macchl WM Pa3MepoB (Hanpumep, pyku).

Temepomonus — HamMuMe KIETOK, TKAHEH WAM HENbIX
Y4aCcTKOB OpraHa B JAPYIOM OpraHe WM B HETUIIHYHOM JUis
HUX MecTe (HalPUMEp, YYacTKH KJIETOK MOMLKETYI0UHOM Xe-
JIe3bl B AMBEPTHKY/Ie Mekkens).

Cmenos — cyxeHue KaHala WIM OTBEpCTUS (Hanpumep
NPUBPAaTHUKA). ’

Yoeoenue — ysenuyenue B uMcie TOro WIM UHOLO oprasa
WK HacTH ero (HanmpuMep, yABOSHHE MATKU, NOJNIAKTHIIHST).

DKmonus — pacnojioXeHHe OpraHa B HeoObIYHOM MecTe
(HanpuMep, MOYKH B Tasy).

BpoxaeHHble MOPOKM pasBUTHS MOTYT MPOABIATLCA 4
ApYTUMU M3MEHEHUSIMU opraHoB. Tak Kak oHM UYpesBbIYaiHO
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muoroo6pasHel, Kiaccubukaums ux sarpynHexa. HauGonee
PACTIPOCTPAHEHBL  KIAacCHPUKALMKU IO 3THOJOTHYECKOMY
IPHHLMITY Y TI0 JOKATH3aLHH.

Mo >THOJIOTUYECKOMY MMPU3HAKY pasTuyaloT TpU
IPYITbl MOPOKOB: HACKEACTBEHHbIE, 3K30TEHHbIe M MYIbTA-
(paKTOpUANBHBIE.

K nacredcmeéeHHbiM OTHOCAT TNOPOKH, BO3HMKUIME B pe-
lybTaTe MyTaluii. B 3aBMCHMOCTH OT BUIA U3MEHEHHUM TeHe-
'MY4ecKOro MaTepuaja HacieICTBEHHO OOyCIOBJIEHHBIE NOpO-
K MOApPa3/le/STIOT Ha TEHHbIE U XPOMOCOMHBIE.

B rpynny 2k302exHbx OOBEIMHSIOT TIOPOKH, OOYCIOBNEH-
iible NEeCTBUEM TEpaTOreHHBIX (DAKTOPOB HENOCPEACTBEHHO
1a 9MOPUOH UIH TLIOMN.

[Topoku  MyasmugaxkmopuaabHou (xoMBUHHUPOBAHHOI)
YFMOJIOTMM SIBJISIIOTCS PE3YJILTATOM COBMECTHOTO BO3NEUCTBHUS
|CHETHYECKUX U BK30TeHHBIX GaKTOpoB.

YCIOBHOCTh TIPUBEIEHHON ITUONOTHYECKON Kiaccudu-
KaUMKM OYeBHAHA. BMecre ¢ TeM A MEAMKO-IEHETHYECKOro
1IPOFHO32 BAXHO 3HATb, KakKo# U3 (AaKTOpOB sIBISETCA BELY-
MM (TEHETUHECKUIA WIN CpenoBoit).

o 06beKTy BO3HNEHCTBUS TepaToreHHbIX ¢ak-
rOpOB BPOXIEHHBIE OPOKH MOTYT OBITH pasieneHbl Ha: ra-
MeTonatiu, Gractonartiu, 3MOpHONaTuy U derornaruy.

Tamemonamuu — HAcAeICTBEHHO 0O0YCIOBNEHHBIE BpPOX-
JICHHBIE TIOPOKM, B OCHOBE KOTOPBIX JIeXXaT MyTalMH B I0JO-
BbIX KIeTKax pomuTeneit (wampmmep, cuniapoM [ayna, oOy-
CJIOBJIEHHBIH CBOGOIHON TPHCOMMEN; BCE BPOXIEHHBIE TOPO-
KH, OBYCJIOBIEHHbIE HOBO JOMHHAHTHON MyTauueit).

Eaacmonamuamy  HasbIBAIOT TIOpaXeEHUsl OraCTOLMCTHI,
7. €. 3apo;bllia MepBbIX 15 jgHER mnocne OMIONOTBOPEHYS.
CnencTBueM OnacTonaruii sBISOTCA JBOMHUKOBBIE MOPOKH,
UUKJIONUS U Ip.

Ombpuonamuu — BPOXKIEHHbIE TOPOKH, BOSHUKILNE B pe-
3y/bTaTe MOBPEXACHHUS IMOpUoHa (¢ 16-ro aHs mocnie omnjo-
JIOTBOpEHMst 1O KoHI@ 8-if Hexenw). K nocnegcTBUAM 3IM-
Gpuonaruii OTHOCHTCS AHAGETHYECKHE, AIKOrOJIbHBIE, MEIU-
KAMEHTO3HbIE 1 MHOTHE ApYyre TMOPOKH.

Gemonamuu — noppexaeHus mioxa (ot 9-ii Hepenuw KO
poxaenus). Tlopoku 3Toil Ipymmbl CPaBHUTENBHO PEAKH. K
HUM MOXHO OTHECTH KPUIITOPXM3M, THIIOIJIA3UU U Ap.
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[To nokanusauuu "
B 3
: OpPraHU3Me BPOXIEHHBIE MO- | TMonurennple 60Me3HH C HACAEACTBEHHBIM IPENPAcnoNo-

0
;I:MI;XB:};):S?TH:ETO;aogigf;;p O(?TZ’;”C’; (I‘I)HII/I’I:"“HHC), noka- KCHUEM [IETEPMHHMpYIOTCS MHOTMMHU TE€HaMH, "Kaxibld U3
memHble — B TIPEIENax OMHON CHCTEMb opII‘)ch?BaT(:gKa)’ cuc- | KOTOPBIX SBIAETCS CKOpee HOPMAIBHBIM, YEM U3MEHEHHbIM.
TIA3HA) M MHOXKECBEHH e — B OPIaHAX ABYX H GOJ efglponuc- H}leHTl/l(bMIEaLII/IH TaKUX FeHOB BECbMa 3aTpyAHEHa. ul/lx naro-
(coyeTanue paciUEMHBI ry6bl, KOCOJIANIOCTH M NOPOKA o) | cuHOE ACHCTEME OCYIMECTBIACIER 30 BIANMONCHCTEHN &
HanGontee pacnpocTpaHeHa Kiacci b p cepaua). KOMIIEKCOM (DaKTOPOB BHELIHEH cpenbl. ITO Mmyavmugpaxmo-
BAHHBIX BPOXIEHHBIX MOPOKO MKal1s  U30JIMpO- puaibHbie 60aesHU.

aHaTOMO'd)I/BI/IOJIOI‘PI‘leCKI/Ig Hpﬁﬂﬂifg(TP;i}leS{;}:loiaHHaﬂ o MynbTHaKTopHaIbHbIe Doestt COCTARIAIOT 90% xpo-
BeKa Ha CHCTeMbl opraros (opoxu ITHC 1 opran :;IE:{ li}eno— HituecKNX HeMHMEKIIMOHHBIX OoNe3HEH pasIUYHbIX CUCTEM U
CepIeYHO-COCYNMCTON CHCTEMBI M T. I1.). MHO)KecTBgH;TB’ ; OpraHoB YeJIoBeKa (runepTS)HuquKaﬂ Gosie3Hb, UILIEMUYECKAS
MOPOKH vallle KIaccHGULMPYIOT 10 3THOTOTHYECKOMY 1l Hble ‘ {Hule3Hb CEpILia, CaxapHblii aAuader, s3BEHHAs 6ose3Hp, WK~
LMIY (XPOMOCOMHBIE CHHAPOMbI, [eHHbIE CPIHleOMgI EH:{{: | woppenus U ap.). OTHocHTENbHAsE PONIb TEHETUIECKMX U CPe-
APOMBI, 00YC/IOB/IEHHBIE SK30TEHHBIMU (BaKTOPaMH, U .El,P.). | 1:(:;;:11;( ?—I)SKII ﬁZBKE;ﬁI:r‘{oﬂze:gBeng bko s KoRKperof bo-

i 5 .
BOJIE3HU C HACNEACTBEHHbIM ‘ [pu MyHbTH(baKquMaﬂbeIX 32160.TI€B3HVI${X" BCcerma Mpu-
CYTCTBYET IOJNMIEHHBI KOMIIOHEHT, COCTOSILUMA U3 B3aUMO-

NPEOPACMONIOXE .
HVEM < /CIICTBYIOILMX APYr € APYTOM MYTaHTHBIX T€HOB. WUnausui,

qamizﬂafl?“gnlj{i;:élehl{lggiiﬂﬂbm NpeapacToNOXEHUEM OTIIH- V11AC/IENOBABILMI COOTBETCTBYIOLLYIO KOMOMHALMIO ITHX re-
IPOABTEHIA HEOBROMMY lelf{blx 6oJ1e3Hell TeM, YTO MM UX : HCB, MEPEXOLUT «TIOPOF PUCKa»; C 3TOro MOMEHTa (haKTophl
BreLteH Cpet, Hx I'CHCTJII/I HACTBUE ONPEACTEHHbIX daxropos OKpYXXaIoIeH Cpellbl olpenessioT, PasoBbETCA JIM Y JAHHOTO
Monoreum.lé i qucxafx NpHPOJA IBOHCTBEHHA. 1A U B KAKOif CTENEHU KIMHUYECKoe NposiBIeHUEe OOJIE3HHU.
KeHHOCTRIO  TeTepATH IOT(I:-IaCJIeﬂCTBeHHOM Hpeapacroio- Juta TOro ytobbl aHaJIOTHYHBIH CUHAPOM MpPOSBUICA Y HpY-
FeHOM. HO Wi PYIOTCA TakXe ONHUM MYTAHTHBIM | JOT0 WieHa AAHHOM ceMbH, OH IOJIKEH yHacienosarb WACH-
) MU X NPOSIBJIEHUs TpebyeTcst obg3aTelibHOe [eii- [MMHYKO WM TMOJOOHYI0 KOMOMHALMIO OTUX T[CHOB. Tak kak

g;iz;gg;gp?g:}r:mgaggﬁgjﬂEﬂemﬂeﬁ cpedbl, KOTophiil mo | KaKIBIA M3 GIM3KUX POJCTBEHHUKOB GOJIBLHOTO (PONMTEH,
crienmubHyecKii. MOXEeT paccMaTpUBaThCH Kak ponHble CHOCHI, NETH) MMEIOT MOJOBMHY €ro reHoB, TO BCE
BTU 3360MCBAHHS OTHOCHTOIE Ol PUCKYIOT TPHOOPECTH TOT Xe IMOJUTEHHBIH CHHIAPOM.

HO HEMHOTOYMCIEHHBI, OHU - Yem OTIANIEHHEE CTENEHDb POJICTBA, TEM MEHBLIE BEPOATHOCTH

HacleayioTes n "
y 0 3akoHaM MeHuens, ux npodurakTMka u llac/IeOBAHMS TaKoit Xe KoMOGuHauuu reHoB. Kpowme Toro,

g;;};’g Sg;iig::;;g&%ggs:gﬂgn adekTBHBL Yuntoipas | HCPOSTHOCTh  HACTEN0BAHUSl  «PUCKOBAHHOMH»  KOMOMHAUUHU
fesaHmit, ux crenyer paccmapr ! :a NPOSIBIEHUU 3TUX 3360- [CHOB YMEHBILLIAETCSI 10 MEPE YBEINYCHHUST YUC/IA TEHOB, HeoO-
OBYCTOBNCHHbE  MaTOTorMack I/ﬁa T: KaK HacNIeICTBEHHO XOAUMBIX [UIs TIPOSIBJICHHUA NAHHOTO IpU3HaKa.
BHELUHHX (baKTOPOB. DT0 MOXET 6;; aKlIMM  Ha [eicTtBue | [ToCcKOAbKY TOYHOE UMCIO [IEHOB, OTBETCTBCHHbIX 32
pOBaHMe Ha (hAPMAKOTOIHUECKHE nbe :;BpaHICHHOC pearu- \yJIbTUGAKTOPUATIBHBIE  TIPU3HAKHK, HEU3BECTHO, TO PacHeT
AMHIIbI, (DCHALETHH  NPHMAXMH H 1 )p o parel (cynbdanun- | PUCKA HACHEIOBAHUSA Ml POACTBEHHUKOB OOJIbHOTO WHIMBU-
cdepbi (noﬂmmm’u deeKie ymesgﬁc’) ¢ 3arpsA3HeHHEe aTMo- | /ld OCHOBBIBACTCS HA SMITHPUUYECKUX OLIEHKAX, T. €. MPSMbIM
BeleCTBa U 106aBKM (1aKT03a moxongﬂﬂzz’ Ha nuiuesbe | |LOJCYETOM COOTHOLLIEHHUI OOJIBHBIX U 3[0POBbIX POACTBEHHHU-
3UYECKHE (XOTOL, YIKTpadi ’ , JIKOrojib), Ha pu- KOB B paHee 3aperMCTPUPOBAHHBIX CEMbAX (tabn. 4). Puck
) p OJICTOBbIE JIY4H) M OGuosoruye- 1IOBTOPEHUSI MHOTO(MAKTOPHbIX YCJIOBUIM MEHSIETCS OT CEMbU K

CcKMe (BaKUMHBI, ajuiepre i
, preHbr) $axTopsl. ! ¢ceMbe, U Ero OlleHKa B 3HAYUTEIbHOW CTENEHM 3aBUCHT OT
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o Tabauya 4. DMnupaueckue ouenku PHCKA JJI1 HEKOTOPbIX
YALTROAKTOPHANLHBIX GOnesneli i BPOXAEHHBIX NOPOKOB PA3BHTHA

Bonesun
Ouenka pucka wst Gamkajtumx pon-
CTBEHHHUKOB, %
PacwenyHa ry6ul 1 HeGa 3
BpoxuneHHsle nopoku cepaua 4
Huemnyeckas 6o,
JIe3Hb cepaua 8
° VISt MYXYUH, 3
CaxapHblit auaber 5 lOLLIm e
Snunerncus 5—
—10
I'unepronuyeckan Gonesup 10
MannakaabHo-aenpeccHBHbI NcHXo3 10—15
Mcopuas 10
—15
liu3odpenns 15

K
3:0{2:;{::::21 yxlcle H%pa)l(ﬁﬂﬂblx YWIEHOB CEMbU U OT THAXECTH
¥g. Yem Gonbllie yucixo
NOPaXXEHHDBIX POIC
KOB U 4eM Taxesiee 3360 ok na o
JIEBAHUE, TEM Bbiiile
TATbHBIX POACTBEHHUKOB. ’ pHci oA oc-
B
ey gg;neraﬁue TOIbl YCTAHOBJEHO, YTO MO KpaitHeit Mepe
€HHBIX JIOKYCOB COHEPX
UT nonumMopdHIe
JH, pasnMyairouiMecs y pa S
3HBIX UHAUBHUAOB. CToO
. b GOnb
?:gnaunﬂ TCHOB CO3JAET OCHOBY WISl PaITHUYHOIN CTCH?::
Haﬂzfgqecxon _TIpEpacrioNnoXeHHOCTH, Ha KOTOPYI0 MOryT
oqeamtgﬂa cuce:cmm dAKTOPOB BHeEIlHe cpennl. HanGonee
UHHPYIOTCS C npeapact
ONIOXEHHOCThIO
unpuyeckuM 3aboseBaHu P
SIM T€HETHYECKHE JIo
g : H Kychl, obpa-
C)(;B h%z:”;l(;ﬁngnc[gwy (TnaBHBI reHHbIH KOMHJIEKC’ I‘MC'II‘)0~
. KOPOTKOM TIjledye XpoM
OCOMBI 6 (6p23
HaXOINTCS 4eThIpe TECHO ; p23)
CUENJIEHHBIX, HO
e , Pa3JIn4HbIX JIOKYyCA
» D), cazannbie ¢ HLA-xoMn
- JiekcoM. Mx r
TEPMUHUDPYIOT CUHTES OeNK g
OB, PACTIONIOXEHHBIX H
e a NToBepXHO-~
oppiar:;ﬂ)au KJETOK ¥ MNO3BOJSIOUIMX MMMYHHOI cngTeme
OTJIHYATh COBCTBEHHBIE
T KJIETKH OT YyXEpPOMHbIX
‘r:ggg::gix moneir xaxasit HLA-noxyc cocrour 53 MHOI.‘OB
; anneneu, Harpume )
ducner , pumep nokyc HLA-B umeer 20 an-
HbleMaﬁﬁmmu”nccneuosaremmu NOKa3aHo, YTO ornpeneseH-
Hble oeJm LA-nokycoB orsevaior 3a MpeAPaCoNoXeH-
PraHM3Ma 4enoBeKa K HEKOTOPBIM creundudeckum
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LbhoncBaHMIM. HampyuMep, €ciyl yenoBeK Hacaeayer alieib
I )7 s nokyce HLA-B, To BepOsTHOCTb pasBUTHA Y Hero aH-
J IO BUPYIOILETO CITOHAWINTA B 121 pas BpllIE, YEM Y UETOBE-
L1 1C UMeolero faHHoro reHa. Tem He MeHee aHKUIO3M-
PYVIOHHEI CITOHMIHT OCTAeTCA MyJIbTU(AKTOPUATBHBIM 3a00-
enatiieM, TOCKOAbKY JUIA €ro pa3BUTUA HeoOXOAUMbI TTOMH-
o B-27 u npyrue awienu. Ilo aToit NpuynHe 00J1e3Hb Pa3Bu-
wictes He bonee yeM y 15% monel, yHacnaenoBaBLIMX ITY.
LS b,

VeTaHOB/IEHA 3aBUCMMOCTb YACTOThI HEKOTOPBIX 3abone-
wuntii oT rpynn kposd mo ABO-cucreme. Tak, obnanarenu
(1)) rpynNbl KPOBY YaLUue APYTHX 60/1e10T SI3BEHHOI 00JIe3HbIO
ACIyIKA U JABEHAILATHIIEPCTHOM KHILKH, obaanarenn 11(A)
{pViLTBl KPOBU — MIHEMMYECKOH GOIE3HbIO Cepila, peBMa-
(11 sMOM, PAKOM XKETyIKa.

J1yisi COBpEMEHHOTO 3Tana pa3BUTHs MEIMUMHCKON TreHe-
|11Kk)1 XapaKTepHO ONUCAaHUE GOJBLIOTO YUC/IA HOBBIX Hachnen-
CInelHbIX GosesHell W cMHApoMoB. Tlpakriyeckue Bpatiu BCE
(e BLISIBISIOT 3HAYMTENbHBIE PA3THUYUSA B TCUCHUU ceMeit-
i (popm 3abosieBaHuil, HE yKJIabIBAIOIINXCA B KjlaccH4Ye-
Croc onucaHue GojesHu. DTH HabMoAeHNs! CBUACTEIBCTBYIOT
o nojauMopdusme 1 Hac/JeICTBEHHOH FeTEpOreHHOCTH, cBoll~
CIBCHHBIM HACNEICTBEHHOM MAarojJoruy 4ejloBeKa. B ocHoBe
olo ABIEHWST YacTo JIEXHUT B3aUMOLEHCTBME TEHOB, MPH
1O 1OPOM MHOTHE TIPH3HAKH 1€TEPMMHUPYIOTCH HECKONBKUMU
tenamy. B oapyrux ciydasx OOMH TeH crocoGeH OKa3biBaTh
nlsHye  Ha  pa3sBUTHE HECKONBKMX  TNPU3HAKOB (siBICHUE

1 1CHOTpONNNY).

naBa 13

MEAUKO-TEHETUYECKOE
KOHCYJIbTUPOBAHUE

MeaHKo-TeHeTHUECKOe  KOHCYJIbTHPOBaHHE —  OTpacib
npo@UAAKTUYECKOoi  MEIUIUHbI, [JIaBHOM LEJbI0  KOTOPOM
SiisieTesl CHIDKEHHE KOJIMYeCTBa TFeHETHYEeCKU o0yCIOBIEH-
\ihIx Gosie3Hedl W BpOXIEHHbIX TOPOKOB pasBUTHSL. [losiBe-
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HUE TEHETUYECKOH KOHCYNBTALMM KAK CaMOCTOSTENbHOLO
YIPEXICHHUsT OOBIYHO CBA3BIBAIOT C uMeHeM S. C. Reed
(1947), omnako eme B 30-x romax PYCCKMH KJIMHHLUCT-
nesponaronor C. H. /IaBuIeHKOB TNpOBOIMJI TeHETHYECKOe
KOHCYJIBTUPOBaHHE U CHOPMYTHUPOBAT OCHOBHBIE MOJIOXKEHHS
110 METONMKE KOHCYJIBTUPOBAHHUS CEMEN C HAC/eNCTBEHHBIMU
3a00/1eBAHUSAMM HEPBHOIl CHUCTEMBI (1934). CospemenHas
TEHETHYECKasA KOHCYNBTALMS NPU3BAHA CIYXUTh WHTEpecam
CEeMbH U oliiecTsa.

Lleav 2enemuueckoil koncyrsmayuu — YCTAHOBJIEHHE CTe-
IIEHY TEHETUYECKOTO PHUCKA B O0CIeIyeMoii ceMbe M pazbsic-

HEHHE CYNpyraM B JOCTYNHOM (o
pPME MEQUKO-TEHET
3aKITIOYEHMS. ieeKoro

3adauu meduxo-zenemuueckozo KOHCYAbMuUpoganus:

1) perpo- U npocnekTUBHOE KOHCYJIBTHPOBaHUE CEMEH U
OOJIBHBIX C HACNIENCTBEHHOM MM BPOXAEHHOMN MATOIOMMEN:

2) mpeHartanbHasi QUArHOCTHKA BPOXIEHHBIX W Hacneu’cr-
BEHHBIX 3a00JIeBaAHUIL;

3) momolIb BpauaM pasiUYHbIX CIEUMATBHOCTEN B rnocra-
HOBKE JHarHo3a 3abosieBaHWs, €clU IS 35TOTO TpedyroTcs
CICUHAIbHBIE TEHETUYECKUE METONBI UCCICIOBAHUS

4) noBeeHNE MALMEHTY M €r0 CEMBE B zIOCTynH’oﬁ dopme
MHGOPMALUK O CTENEHH PUCKA UMETh GObHBIX nereid U oKa-
3aHME UM MOMOILH B NIPHHATHU PELIEHHUS;

5) BeleHHe TeppPUTOPHAIBHOTO peructpa cemeil M 60Jb-
HBIX C HAaCINEACTBEHHOW M BPOXICHHON NaToMOrvel M ux
IUCTIAaHCEPHOE HaOMoAeHHeE;

6) nponaranaa
MEINKO-TEHETHYECKUX 3HAHMU A
CeNleHus. : u P

HMHaye roBops, samaueii reHeTHYecKoii KOHCY/IbTallUH SIB-
JISIETCS COCTABIEHUE [EHETHYECKOTO IPOTHO3a B CEMbe MHIMU-
BUAyyMa C aHOMaiuei (GU3MYECKOro, NCHUXUYECKOTO JU6O
M0JI0BOTO pasBUTHS U BBIGOP NMPOGUNAKTHYECKUX MEPONpHs-
THH IO NMPEAYNPEXNEHUIO POXAEHHUST GONBHOTO peGeHKa.

1. Onpedenenue cmenenu eenemuueckozo pucka. Ton reye-
TUUECKUM PUCKOM NOHMMAIOT BeposTHOCTH (0T 0 1o 100%)
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{pOSIBJIEHHMS OTIPE/eSIEeHHOl aHOMANIMM y CaMoro mMaluenTa
(npobanaa) WIM ero poICTBEHHUKOB. O6LIMil pucK NposiBAE-
111sl reHeTUYeckH OOYCIOBIEHHOM aHOMATuU LIt MONYJIsILUHA
cuporneiites cocrasisieT 3—5% (reHeTUYECKUit Ipy3s), NOITO-
Ay PMCK, KOTOpbI He NpEeBbIIIACT 5%, pacueHHBAETCS Kak
lnakuii. Tenetnyeckuil puck 1o 10% HasplBalOT MOBBILIEH-
LM B JIeTKoit crernenu, 1o 20% — MOBbILIEHHBIM B CpelHel
crerieHn u cblie 20% — BbIcOKMM. C reHeTnyeckoi TOYKU
\PCHHSI MOXHO TIpeHeOpeub PUCKOM, HE BBIXOALIMM 3a Tpe-
neabl TOBBILIEHHOTO B JIETKOM CTENEeHW, W He CUMTATh €TI0
l|POTHBONIOKA3aHNEM K JETOPOXICHHIO JIaXe TOTAa, KOraa HeT
1103MOXKHOCTY TIPEHATATBHON [MATHOCTUKM MpEnosaraeMoi
AnoManuu. B 11060M ciyyae ceMbsl JO/DKHA 3HATh O CTENCHH
| CHETMYECKOTO PUCKa [UIsl PEHIEHMs] BOIpOCa O IUIaHUPOBa-
\iny GepeMEHHOCTH WK ee MpepbiBaHuy. Bpau-reHeTux Jauilb
OKA3BIBAET TTOMOLLb B IPUHATUH TAKOIO PELICHUA.

2. Ouyenka maxcecmu MEOUYUHCKUX U COUUANbHBIX nocaeo-
cmeuil  npednoaazaemoi anomaauy. CTENEHb TEHETHYECKOTO
pucKa JaleKo He BCEeraa COOTBETCTBYET CTENMEHM THKECTH
OKHIAEMOTO  CTPaJaHMsi. Hanpumep,  OOAUIAKTUINSA
(4yTOCOMHO-JIOMHHAHTHBI# TUII HACICIOBAHUS, BHICOKAS CTC-
llelb TEHETHYECKOro prcka — He MeHee 50%) Moxer OBITb
§CPKO YCTpaHeHa COOTBEeTCTBYIOLLeH KOppUrupylouieii ornepa-
e, 1 YeTOBEK MOXET BECTH HOpMAaJIbHBI 00pa3 XU3HU, B
ro BpeMsi Kak GeHUIKETOHYPHsI, PUCK OBTOPCHNUA KOTOpoil y
JCTEH TETEPO3UTOTHBIX POAUTENEN COCTABNAET 25%, 310 TH-
«er0e 3aGoNeBaHue, rioxo nompawLieecs seyenuto. CreneHp
¢rpaiaHMs BO BTOPOM CJlydae C TOUYKM 3PEHUS MELULMHBL 1
COLNANBHBIX TOCTEACTBUI 1151 GONBHOTO U €ro CeMbU pacue-
HMBAETCH KakK Tsixesad.

3. [lepcnexmuea npumenerus u dpgpexmusnocmy Memoodos
npenamanvioil  Ouacrocmuxy. Ha TpeTbem ortane MEIMKo-
| CHETHUYECKOrO KOHCYJAbTHPOBAHUS BpAuY-TEHETUK IOJDKEH
OlLEHUTH TEPCIIEKTUBbI IPUMEHEHUSA 1 3¢ PEKTHBHOCTb METO-
/l0B TIpeHaTaAbHOIl guarHocTky. JlocTikenuns B aTOl obnac-
1Y MO3BOJISIOT MJAHUPOBATh JETOPOXAECHUE B CEMbSX C BbICO-
KAM DPHCKOM HAC/eOBaHUsA TSIXKENOH MaToJOoTHU (6os1e3Hb
/layHa, MyKOTOJMCAXapuIo3, reMopuins, MyKOBUCUMAO03 H
ip.), TaK Kak 3Ti 3a6oMeBaHuss MOTYT ObITh BbIABICHbI METO-
JAMM TpeHaTalbHOM IMarHOCTHKHM.
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llokazanus Ona Hanpaenenusn cemvu 6 meduxo-cenemuye- | DA3BATHS IIMPOKO TPUMEHAETCS XMPYPrHyecKoe JiCHeHH

CKYI0 KOKCYADMAUUIO: (ylaTeHHe JOTIONHUTENbHBIX NaIbLEB, YCTPaHEHUE CTCHO30B
— HaJMyue CXOAHBIX 3200/IeBaHUl V HECKONBKUX WICHOB (t aTpe3uil, OPOKOB PA3BUTHS Ceplla, MIACTUYECKHUE ornepa-
CEMbH, ] 1y 1py TedeKTax JULa U Ap.).
— MEePBUYHOE OECIIOfUE CYITPYTOB; [TaToreneTyeckoe Jiedenue B Hacrosuiee BpeMs MHT%H:
— TIEPBUYHOE HEBBIHAIIMBAHUE OEPEMEHHOCTY; ? C1iBHO paspabarbiBaeTcst WA Gonestel oOMena BEILECTB, O zﬂ
— OTCcTaBaHHe pebeHKa B YMCTBEHHOM M (DU3MYECKOM JIOBJJEHHBIX TeHHBIMUA MyTalssMy. OHO MOXET NPOBOOUTH
Pa3BUTUH, ; 110 CREAYIOUIMM HApaBleHUsIM:
— poxneHue pebeHKa ¢ BPOXICHHBIMU MOPOKAMM Pa3BhU- | — KOppeKIHs oOMeHa: OrpaH’YeHUe WK UCKIIIOYEHHUE U3
THS; nuiM HeMeTabonMpyeMoro BellecTBa ( HampuMep, ¢eHuna-
— MNepBUYHAS aMeHoppess (OTCYTCTBHE MECHYHBIX), 0CO- | 11HKHA), OcBODOXAEHWE OT NpPOAYKTOB oOMeHa TyTeM 6ycy1—
GeHHO ¢ HeA0pa3BUTHEM BTOPHYHBIX TIOMOBBIX IPH3HAKOB; ICHHOTO MX BBIBEACHNS, nnaamoq)e:peaa Wi 'FCMOCOP jateed)
— KPOBHOE PONCTBO MEXIY CYNPYTaMy. _ ] (narpumep, GEeHUINUPOBUHOIPALHON KUCJIOTHI); )
[Tpy MEIMKO-TeHETHYECKOM KOHCY/JIBTUPOBAHUKM BO3HU- — wmerabonuyeckas WHIMOULMAS — TII)V11\4‘3P151<°«T051q BaE—
KaeT psill mpyoHOCMel MopaabHO-3MUecK020 Xapakmepa: ] cllyyasix, KOra Haao CHU3UTh WHTEHCHBHOCTb CHHTE3A H

HBaEMOTo MpH  HacledCTBeHHoN Oonesnn cyberpara
(11aripMep, MOYEBOH KHCJIOTBI TIPHU TI0AArpe);

— Bo3MellleHHE TIPOAYKTa (3aMecTUTeNbHas Tepanus) —
LpHMeHsieTcss TIPH HAIMYMK Yy GONBHOTO aHOMAIbHBIX dep-
MCHTOB, He o0ecrieudBalolUMX BbipaBoTKy npoiaykra (Hanpu-
\ep, BBefeHMe THPOKCHHA TIPU TMIOTHPEo3e, TOPMOHA POCTa
(pH KapAUKOBOCTH, MHCYJIMHA MpU jnabeTe, HEKOTOPbIX KO-
JepMeHTOB 1 epMeHTOB MPU (BEPMEHTONATHUSIX);

— yrHeTeHHe cuHTe3a (PepMEHTOB IIpM MX MBIMLIKAX
(nanpuMep, KpeatuHpochOKNHa3bl MpU muoaucrpodun 1o~

1) BMElATEILCTBO B CEMEHHYIO TaiiHy Npy cOope AAHHBIX
VISl IIOCTPOEHMSA POJOCIIOBHBIX, NMpPH BbISIBICHUM HOCHTEIell
NaTONIOTMUYECKOTO T€HA, NMPU HECOBNAJeHMU MACHOPTHOIO W
buonornyeckoro oruoscrsa u ap. IlpoGaema paspelaercs
KOPPEKTHBIM OTHOLIEHMEM Bpaya K MailUeHTy;

2) OTBETCTBEHHOCTh Bpaya-reHeTHKAa 3a Jady cOBETa Ha
OCHOBaHMM BEPOATHOCTHOIO NporHosza. HeobGxomumo, utobsl
NAUKMEHT NPABWIBHO IMOHSJ MEAMKO-TEHETUYECKYI0 HHPOop-
mauuio. KoHCyl1bTaHT He HOMXEH 1aBarh KaTeropuuyeckux
coeToB. OKOHuYareIbHOE PELICHUE NMPUHUMAlOT CaMH KOH-

: HIeHHA) U Ip.
RHpIOHee DTHOJOrHYECKOe JeyeHne sBsieTcss Haudoliee ONTUMAaNb-
MPUHUNIBI TEPAMWUWN HACNEACTBEHHON {ibiM, MOCKObKY YCTPaHsSIET MpPUUMHY 3a0oneBaHus U paiau-

NALHO €ro uajieunsaer. s 9THOJOTM4eCKOro NeUeHus rnpu-
MCHAIOTCSI METOABI TEHHOW HHXEHEPUH, KOTOphbie B HACTOH-
MOXHO BBIIENTHTH TPU MOIXONA K TEPANNM HACICICTBEH- | iliee BpeEMsl YK€ BBIXOIAT 33 PaMKH DKCTNEPHMEHTOB.
HBIX DosIe3Hel M bosesHeil ¢ HAcTeACTBEHHOIH Npeapacono-
KEHHOCTBIO — 3TO CHUMIITOMATHYECKOE, NaTOreHEeTHYECKoe U
STUOJIOTHYECKOE JIeYEHUE.
CumnromMaTHYecKoe JiedeHMe TPUMEHSIOT NP BCeX Ha-
CIEACTBEHHBIX OOse3HsX: Mpu GOAX — AHATBIETUKH, NPU
BO3OYXIEHUM — YCMOKAHBAIOUIUE, [PH MYKOBUCIHUIO3E —
BCUIECTBA, PA3XUKAIOUIME CIU3b, NMPU BOCHANHTENbHBIX [IPO-
ueccax — aHTuOnotuku M T. n. [lpu BpoxkmeHHBIX Mopokax

NATONIOrUN YEIOBEKA
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iy

MPUNOXEHUE
FEHOM YENOBEKA®

Xpomocoma 1

1p36.3
1p36.3
1p36.2
1p36.2-p34
1p36.2-p34
Ip36.2-p34
1p36.13
1p36.1-p35

1p36.1-p34

1p36
Ip36

1p36-p35
1p35

1p35
1p35-p34.3

1p34
1p34

1p34

NB, NBS
TNFR2
FGR, SRC2
EKV

RH

SC
DIS1733E
LAPI18, SMN

ALPL, HOPS

BRCD2
CMM, MLM

CMT2
EBVSI
PLA2B, PLA
CSF3R

EDN2
HUD, PNEM

MPL

Heltpobnacromsl cynpeccop
Hexkposa onyxonu dakrop, Pu
Onkoren FGR
DpHTPOKePaTONiepPMH BapUABe/bHAS
PE3YC KJIACTEP

I'pynna kposwm Scianna
HeiipoGnacroma, abeppanTHslii rett

Jleiiko3, ¢ocdobenok pl8
(craTMuH)

@ocdarasa wienoyHas, neyeHs/
KOCTb/TIOYKa

Pak nporokoB rpyaHoit xeJieanl

KoxHas 3nokauyectBeHHas mena-
HOMAa / IUCIUTACTHUYECKMIA HeByC

Ulapko—Mapu—Tyra Gomestn,
™I 2

AncraitHa—bapp Bupyca caift
HMHTErpanmum *

®ocdonnnaza AZ CHHOBHaILHAS
KUIKOCTD)

Kononuecrumynnpyioumero dak-
Topa — 3 Pu (TpaHynoLUTH)
BHIOTENINH -2

HU-Ar D (napaneonnactuueckuit
Ar sHuehanomuennTa)

Muenoneiikosa Mpliueit BHpYC,
romonor (R, *159530)

* o Mendelian Inheritance in Man McKusik V.A. Baltimore, Johns
Hopkins University Press, Aries System Corporation, 1995.

[Mpumevanue. Ciesa HampaBo: 10Kyc, HazBaHUe reHa, KOAMPYEMBIii
GeNoK UM MATONOTHsI, CBA3AHHAS ¢ 9TUM reHoM. TloMuMo OBLLENPUHATDIX,
BBENCHb a60peBHaTypbl: N — noaunenTva, Pu — peuentop.
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1p32
1p32
1p32

1p32
1p32
1p32-p31

1p22-p21
1p21-p13.3

1p21-pl13
1p21-p13

1p21-p13.3
1p13

ipl3
1pi3

Ip13
Ipit-qll

Ip

1q2

1g21

1921
1q21-q22
1q21-q23
1g21-q23
1g21-q23
1g21-g31
1g21.3-q22

1¢23

BLYM
DFNA2
EDM2

MYCLI, LMY
TALI1, TCL5
VCAMI1

F3, TFA
CD53, MOX4

STGD, FFM
CSF1, MCSF

WS2B
CD2

CDS58, LFA
NRAS

TSHB
CDCD

PCHC

CAE|l

MCLI
RCCPI

FY, GPD
CDIA, D-E
CRP

PEI

GLCIA, POA
CD48, BCMI

F5

Onkoren BLYM
['nyxoTa HeipoceHCOpHas1, TUI 2

OnudmnsapHasd MHOXECTBEHHas
JUcCnaasug, Tan 2

OnxoreH MYC, Kapu1MHOMa JIEFKOTOo
T-knerouHsiit OJUT

Monekyna aare3uu COCYAUCThIX
KieToK 1

®akrop cBepThiBaHus 111

CD53 Ar (nannei#KoUUTapHbIA
Mapkep)
[lraprapara 6osne3ub

KOJ]OHMCCTMMynMpleMMﬂV(baK—
Top — 1 (MakpodaranbHbiit)

Bapnen6ypra cunapoM, TMn 2B

CD2 Ar (p50), sputpouuTos 6a-
paHa Pu

CD58 Ar (nuMdountos Ar 3) ‘

HeiipoGnactomsl RAS (v-ras)
OHKOT€H, TOMOJIOT

TTT, B-nn (BpoXIAcHHbBIA TMIIOTH-
peos, p, 1p22, “188540)

Uavnonatuueckas ceMeitHas Kap-
JIMOMHOTIATHS

deoxpoMounTOMa

BposknenHas karapakta (R, "116200)
Muenouatas inmdoma (R, “159552)
CocoukoBasi KapLUHHOMa MMOYKH

I'pynna kposu Duffy

Tumountos Ar CDI (A, B, C, D, E)
C-peakTuBHbIi 0e10K

OxkoreH PE-1

Inaykoma 1, OTKPLITOYro/ibHAas

CD48 Ar (B-knetok MeMOpaHHbLH
6e/10K)

®dakTop cBepTbhiBaHUs V
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1923-q24  TRK

1g31 EBR2A
1q31 SSA2
1q31-q32.1 RPI12
1932 RCAC
1g32 CD34
1932 CR2, C3DR
1q32 HFI, CFH
132 REN

1932 VWS, LPS
141 TGFB2
1g42-q43 AGT
1q42-q43 RAB4

Xp.1 HKR3

Xpomocoma 2

2p25.3 D2S448, MG
2p25 POMC

2p24.1 MYCN, NMYC
2p24 APOB

2p24-p21 SPG4

2p23 ALK

2p23-p21 MPV17

2p21 HPE2, HPC
2p2i LHCGR
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Onkoren TRK

DMuaepMonn3 BpoXIeHHbIN Gy
Ne3Hbtit (Xepnuua)

Cunapoma Lllerpena Ar A2 (60 k],
PUOOHYKJICONPOTEUAHbIf
Ar SS-A/Ro)

PeTunuT nurmenthmit 12 (p)

KOMIUTEMEHTA AKTUBALIMH
KJIACTEP

CD34 Ar

Komnjiementa komnonent (3d/3n-
craitna—bapp Bupyc) peuenrop-2

H daxTop-1 (KomnnemeHT)
PeHun

Ban nep Byaa cunapowm
(HOCHTEBLCTBO reHa, pasHoil cre-
IeHK paculeruienve rvoul M HEDGa)

TpanchopMupyiowuit baktop
pocrta, B-2

AHIMOTEH3UHOTEH
Ouxkoren RAB4
Ounkoren HKR3

MC,’I&HOMH, ACCOUMMPOBAHHBIN reH

IpoonHomenaHoKopTHH (AKTT/
B-nunoTponu)

OnHkoren NMYC

Anonunonpoteun B [piotouasn
Ag(x) Ar]

Crnactuyeckast napannerus-4 (R)

AHannactuueckoi 1mmbombl
kuHaza (Ki-1)

F'omostor rnomepynockneposa u
HEMPOTHYECKOTO CHHAPOMA MBILLU
lononposanuedanus-2

Jlioreunusupyowumit ropmon/
XOpHATbHBII TOHanoTpodun, Pu

2pl6-pls
2p16-p13
2pl3

2pl13-pl2
2pl2
2pi2

2pl2

2pil.2
2cen-qi3
2q

2q12-g21
2q13
2q13-ql4

2ql4-q21

2ql4-q21
2q14-q21
2q23
2q24-q31
2q31

2q32
2q33

2q33-q34
2g33-q34

2q33-q35
2q34
2g35

COCAL, FCC
LGMD2B
TGFA

REL
CDSA CD8B

IGK

PAP

LIS2
RALB
TBS, BCG

DBI
NPHI
PROC

GYPC, GE

LCO

RAB6

DPP4, CD26
LRP2
IDDM7

WSS
PLCL

CD28
CHRND, ACH

ALS2
TCL4
PAX3, WS1
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Pak TOJICTOI KMIUKH, CEMEIHbIH,
aroJIMIO3HBINA, THI 1

TasoBo-ieueBas MblllieuHasi ANC-
Tpodust (P)

TpancdopmupyoUi dakrop
pocra, o

Onkored REL
CDS8 Ar, o nn (p32, p37)

UMMYHOTIJIOBYJIMHA KAIIIA
JIEFKUX HEITEN KJIACTEP

TTaHKpeaTHT-acCOLIMMPOBaHHBIH
OeJloK

JInccanuedanny rex 2
RAS-nogo6ubiit 6enok B

MukobGakrepuanbHble UHPEKLUUH,
MOABEPXKEHHOCTD

MHrubutop CBs3bIBAHUA AMa3enama
HedporodT13 10OBEHUIBHBIA

Benok C (uHaktuBaTop GakTopoB
ceeprbiBaHus Va u VIlla)

I'muxogopun C (rpyna KpoBH
Gerbich)

Paxa neyeH” OHKOIeH

Onkored RAB6
Munenmuawinentuaasza [V (CD26)
Otxocsauuiica Kk JIHIT 6enok 2

WHcynuHo3aBUCUMBIA diabetes
mellitus 7

CMOpLIEeHHOH KOXH CHHIPOM

TNlenervposaHHas ¢ocdomunasa C
[P KapilMHOME JIETKOTO

CD28 Ar (Tp44)

XonMHepruyeckui peuerrop,
HUKOTHHOBBIH

BAC-2 (1oBeHunbHas ¢popma)
T-KieTouHbli neikos/aumboma-4
Bapnenbypra cMHapoM, THmet 1 1 3




H

il

2936

2q36-q37
2q37

2q37
2q37.1

Xp.2

Xp.2

Xp.2
Xp.2
3pter-p21

3p26-p25
3p25.3

3p25
3p25
3p24.3

3p23-p21
3p22
3p22

3p22

COL4A3

GCG
BDE, BMDR

HDLBP
SAG

GL12

SRD5A2

UGTIALI

Uv24

Xpomocoma 3

CCK
VHL
PHS

RAF1
XPC, XPCC
THRB, ERBA

SCLCI
HHT2
TGFBR2

VIPR1

Kosmnaren IV, a-3 mn (I'yanacuepa

Ar)
I'mokaros

bBpaxunakrinuns tuna E u ymer-
BEHHOTO OTCTaBaHUS CHMHIPOM
JIBIT-cBsizbiBaoLmii 6e10K

S-Ar; ceTyaTka M IWUMINKOBUIHASA
xenesa (appectus), 6omne3Hb Oryiu

Cewmetictra reqos GLI-Kruppel
red GLI2 (Oukoren GLI2) [oT
gliomas; nipy rmMomax Mos3ra Haii-
IeHa aMITHGUKALUST STHX TeHOB)
Crepounos-S-o-peaykrasa [K®
1.3.99.5], a-mi-2, MyXcKoit TiceB-
norepMadponnTU3M U3-3a HEAOC-
TaTOYHOCTH (epMeHTa
YA®-rmokyporunrpancdepasa-1,
Kpurnepa—Heiisipa cunapom

Y®-nospexnenue, penapauus

XONeHUCTOKUHWUH
Jluupay Gonesun

Mammucrepa—Xonna cuHapoM (ru-
moTalaMudeckas ramaprodnacro-
Ma, TUNIONUTYUTAPU3M, NOAMAAK~
TWINA, aTpe3us aHyca)

OnkoreH RAFI
IMurmenrtHag kceponepma

Tupeounusix ropmonos Pu,
(v-erb-a oHkoreHa romosior 2)

MenkokneroyHas KapLuMHOMaA Jier-
KOro

HacnencrBeHHas remopparudeckas
TeJeaHTUIKTa3ud, THIT 11

TpaHcdopmupyoiuii gaktop
pocta, B, Pu (70—80 k)

Ba30akTHBHBI HHTECTUHATBbHBIH
nentun, Pu 1
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3p22-p21.1
3p21.1
3p2l.1-pl2

3p2i
3p21

3p2i-pl4
3pl4.2
3pl4.1-p12.3

3pl3-pi2
3pl2
3pli.l
3p

3q

3ql3

3q2

3g21
3q21-q23
3q21-q24

3g21-q25
3q21-q25

3q22-q23
3q26

3q26
3q26.2
3q26.3
3q26.3-q27
3q27

3q28

PTHR
ALASI
SCA7, OPCA

ARHI12, RHO
DAG1, DAG

HRH1
RCALl, HRCA
MITF, WS2A

BBS3

GBE!1
PROSI

TRH

HHD

FIH

AKU

TF

ACPP
HHC1, FHH

AGTRI, AGT
USH3

BPES

EVHH
MDSI
TFRC
CDL
SOX2 SRY
BCL6

SST

1T Pu
AMMHOJICBYJIHHAT, ©, CHHTeTa3a- |

CrniuHouepebemisipHas arakcust 7
(onuBoTOHTOLIEPEOEIUISIDHAS aTpoO-
¢us ¢ nereHepalMeil ceTyaTKH)

Ouxored RHO H12

ductpodyH-accoUMMpPOBaHHBIA
IJIHKOIPOTEUH- 1

Tucramuna Pu, Hi
INoyeyHas KapuMHOMa, ceMeiHas

ACCOUVUPOBAHHBI ¢ MUKpodTAIb-
MHeH HAKTOP TPAaHCKPHUIILIUH;
Bapaenbypra cunapom, T 2A

bapne—buana cunapom 3
Bersuiunii (rnuxoreH) GpepmMeHT
benok S, a

Tuponubepun

Xeinu—Xeinu Gone3ns
I'mnonapaTMpeoran3mM
ANKanToHypus

Tpancdeppnn

Kucnaa docdarasza, npocrara

IunoxanbuyypyyecKasi THIep-
KanplueMust 1

AHrvoreH3uHa peuenrop |

Aunepa—bapHu cuHIpoM (ry3sIp-
yaTka spuTeMaTto3Has, CeHupa —
Alllepa CHHAPOM)

bnedapodrmos, anMKaHT, NMTO3
Onkoren EVI1
Mueonncriiasmu cuaapoM |
TpaxcdeppuHa Pu

Kopxenun ae JlaHre cHHIpPOM
Onpenesnsiioiias noj o6mactb Y
B-knetounbiit OJIJ1/numdoma-6
ComaTtocTathH
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3q28-qgter OPA1l

3929 MFI12, MAP9
Xp.3 HV1S
Xpomocoma 4
4pl6.3 HD, IT15
4pl6.3 IDUA, IDA
4p16.3 WHCR
4pl6 CRSA, CRS3
4pl6-pl4 CDPR
4p WERS
4qli-qi3 AFP, HPAFP
4q11-ql3 JPD
4q12 GC, DBP
4q12 KIT, PBT
4q12-q13.3 CENPC

4q13-q21 DGI1

421 FGF5

4q21 GRO, MIP2
4q21 MLLT2, AF4
4q21-q23 P KD2, P KD4
4q21.2 GNRHR
4q24-q25  CENPE

4q25 EGF

4q25-q26 RGS

4q25-q27  FGF2, FGFB

3purenbHas.arpopus 1 (R)

MenaHoMa-accolIMMPOBaHHBI AT
p97

YyBCTBUTENLHOCTh K BUPYCY repreca

XaHTUHITHH
Unypounnasa, a-L

Cunapom Bonbsda (HU3KMIA pocr,
MUKpoledansi, CyTIopOXHbIe
NPUNAAKUA, MHOXECTBEHHbIE aHO-
MaJIUH pa3BUTH)

KpaHuocuHocTos, Tin Anenavaa
XOoHApoaUCIUIasusa
DIiDMOAD-cunapom
o-eTonporenH

[TepromoHTHT 10BEHHIBHBI
Butamun D-caseiBaoumii 6enok
OHKoreH v-kit

HenTtpoMepubiii ayroanturen C

(140 x11)
HecoBeplleHHbI JEHTUHOTEHES
®ubpobnacros (pakrop pocra

Onkorenbl GRO (cTMynsuust
poCTa MENaHOMBI)

MuenonnHbiit/nuMpOUNHEIl MM
CMELIaHHbIHA NIeHKOo3

IMonukucrosHag 60J€3Hb MoYeK 2
(R)

Tonanonu6epuna Pu
LentpoMeph! ayToaHTHTeH E

(312 k1)
®axTop pocra anuaepMuca

Cunzpom Purepa (*180500, mMHo-
KECTBEHHbIE aHOMAIMU PA3BUTHS
rJ1a3a)

®axrop pocra HpubpodaacTon
(OCHOBHBIIT)
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4928
4q28-q31

4q28-31

4q28-q31
4q28-q31
4q28-q31

4q28.2

4q31.1
4q32.1

4q35
4935

4935

5pls

Spl4-pi2
5p13-p12
5p13-pl2

5p13-pl2
5qll.2
5ql1.2
5qi1.2

5q11.28
5q12-932

5ql12.2

FGC
ASMD

GYPB, E, SS

HCL2, RHC
SF
TYS

GYPA, MN

MLR, MCR
HVBS6

F11
FSHMDIA, F

KLK3

Xpomocoma 5

SRDS5AL
NPR3, ANPR
GHR

BBBG

PRLR
KFS
DHFR
CRHBP

CZDl

MAR

OUBPUHOT'EHA KJIACTEP

JlcreHes3ust TIEpEHEro CerMeHTa
rnasza [7107250]

I'nukodopun B u E (Bxniouas Ss
rpynmy KpoBH)

KpacHpie BoIOCH!

Stoltzfus (Sf) rpynna xposu

Cxiepotunos ['181600, BpoxaeH-
Hasi KepPaTOAePMMS, TUIIONIIa3us
HOTTel]

Inuxkodopun A (Bkmouas MN
Tpyrniy KpoBH)
AJIBIOCTEPOHA pELENTOP

Tenatura B BUpyca caiT nHTerpa-
uum 6

®axkrop cBeprhiBanusa X1

JInue-n0naroyHo-1JIeYeBast Mbl-
weyHas nucrpodus 1A

KannukpeuH 1wiasMbl (daxTop
®neTuepa)

CreponnoB S5-o-pefiyKrasa
Hartpuypetnyeckoro nentuaa Pu
Topmona pocra P

Tunocnagny-aucdaruy CHHAPOM
(Onmuua BBBG cunnpom)

Pu nponakTuHa
Knunneng—®eing cuHapom
Juruapodonarpenykrasa

KoprikonnbeprH-CBA3bIBAIOIMHA
6enok

IlIn3odpeHHYECKOro paccTpoiicTBa
caitt 1

MaxpouuTapHas pedpakrepHas
aHeMHUs

CnuHanbHasg MblleyHast aTpodus




-~ — o =

5q13

5ql13.3
5q21

5q21-q22
5922-q33.3

5q22.3
5q23

5q23-q31

5q31
5q31-q32

5q31-q33
5q31.1
5q31.1

5q31.1
5q31.1

5932
5q32-q33.1
5q33-qter

5q33.2

F2R

CKMT2
MCC

APC, GS, F
CDGG1

LGMD1
DTS, HBEGF

ITGA2, CD4

FGF1, FGFA
PDGFRB, PD

DFNAL, LFH
CDl14
CSF2, GMCS

IL3, IL4, IL5, TL9
IL12B, NKS

CD74, DHLA
TCOF1, MFD
F12, HAF

CSFIR, FMS

Xpomocoma 6

6pter-p22
6p24.3

6p25-p24

SCZD3

OFCI, CL

F13A1, F13

®axrop ceeproiBanus 11 (TpoM6uH),
Pu

K®K mutoxoHapuanbHas

MyTauus npu KoJopeKTANBLHOM
KapLUHOME

ANEHOMAaTO3HBIH TOUNO3 KUY~
Huka (cuHapoMm Tiopko)

Porosuun auctpodus, Groenouw
™I [

TaszoBo-mieuenas mpiieynas (R)

YyBCTBUTENBHOCTD K OUQTEPHItHO-
MY TOKCHHY

WUnterpun, o-2 (CD49B; o-2
cyoreannuua VLA-2 Pu, tpom6o-
HUTOB Ar, Br)

Pakrop pocra pubpobiactos |
(KMCaIblif)

®PakTop pocTa U3 TPOMOBOLIMTOB,
B-nn

I'nyxota (R)
CDI14 Ar

Kononunectumynupyiommii pax-
Top-2 (TPaHyJIOLUTBI-MaKpodary)

W3, U4, UIS, U9

HJT12B (ecrecTBEeHHBIX KUIUIEPOB
CTUMYJIMPYIOUIMIA dakTop 2, p40)

CD74 Ar
Tpudepa—KonnnHsa cunapom

@axrop cepreiBanus XII (Xare-
MaHa ¢axrop)

Kononnecrumynupyouero ¢akro-
pa-1 Pu; onkoren FMS

IlIusodpenunueckoro paccrpoiicta
caiit 3

Paciiennenue rybol ¢ unu 6e3
pacluerieHus Heba

®axkrop cepreiBanua X1, i A
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6p24-p23
6p23

6p22.2
6p21.3
6p21.3

6p21.3
6p21.3

6p21.3
6p21.3
6p21.3

6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.3

6p21.3

6p21.3
6p21.3
6p21.3

EDNI1 DHOoTeMuH-1

SCAL CrinHouepebeuiapHasl arakcus |
(onuBomnoOHTOLEPEGE/ISIpHAs aTaK-
cua I, R)

PRL [IponakTun
AS, ANS

ASD?2 JedexT MexrpeacepaHoii nepero-
POIKH

AHKHMIO3UPYIOLIMAI CTIOHIUINUT

DYLX2, DLX
EIJMI1, IME

Juciekcus crieudbnyeckas, 2

SNnUIerncHs 10BeHUJIbHasi MUOKIIO-
HHyeckas 1

GLYSI I'mioxo3ypus
HFE - l'eMoxpomaro3s

MHC I'TTABHBIV KOMITIEKC TUC-
TOCOBMECTHUMOCTH

HLA-A

HLA-B

HLA-C

MHC, xnacc I (HLA-F)
MHC, xnacc I, DMa
MHC, xnacc 11, DMB
MHC, xnacc 11, DOB
HLA-DP

MHC, xnacc II, DP -1
MHC, xnacc i1, DQ o-1
MHC, xaacc II, DQ B-1
HLA-DR

HLA-DZ

HLA-E

HLA-G rucrocoBmecTUMOCTH AT,
kiacc |

HLA-H rucrocoBMecTUMOCTH Ar,
xiace 1

HLA-A
HLA-B
HLA-C
HLA-CDAI2
HLA-DMA, R
HLA-DMB, R
HLA-DOB
HLA-DPAI
HLA-DPBI
HLA-DQAI
HLA-DQBI
HLA-DRA
HLA-DNA
HLA-E
HLA-G

HLA-H

HMAA, HMAB  MoHouutos Ar A u B
IDDMI

OLFR2

CaxapHblii amaber Tuna 1
O6GoHaTeNbHBIN Piy
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6p21.3
6p21.3
6p21.3
6p21.3
6p21.3
6p21.2
6p21.1-pl2
6p21.1-cen
6p21-qter

6pl2-pll
6pl2-pil
6p 1

6cen-ql4
6q13-ql5
6ql4-ql5
6ql4-q15
6q14-q15

6ql4-q16.2

6q21
6q21-q23.2
6q22
6q24-q25
6q24-q27

6q24-q27
6925-q26
6q25.1

6q26-q27
6q26-q27

Xp.6
Xp.6

PDB

RP14

RWS

TNFA, TNFB
LAP

PIMI
PKHDI, ARP
RDS, RP7
TPX1

BPAG1
KRAS1P
CSl1

STGD3
OA3, OAR
CNR
HTRIE
SIASD, SLD

MCDRI

CD24

GJAI, CX43
MYB
OPRM1
IDDMS

MASI
RCD!
ESR
OVCS
VIP

FEA F9
PBCA

[MTexxera GonesHp KOCTH

PeTuHUT nurMenTHsIi-14 (p)
YyBCTBUTENBHOCTD K aMOGPO3MU
Hexpo3sa onyxonu ¢axrop
[Mapanuu agaykropa roptTaHu
OnkoreH PIMI1

[TonukucTtos nouku (p)
JereHepauusa ceTyaTky MeAJIeHHast

TecrukynsapHo-cnetnpuyHbIA
6enox TPX1

Bynnesnoro nemguronaa Ar 1
OmnkoreH v-Ki-ras 1
HenonsuXHbIX pecHMYEK CHHIPOM
HOucrpodusa xenroro nsarHa
I'nasHoit ansbunusM (p)
KanHabuHouzos Pu

CepoTonuHa P

CHanoBbix KUCIOT 60JIE3Hb HAKO-
MJIEHUs

HOucrpodus xenroro narHa (North
Carolina Turm)

CD24 Ar

KonHekcnn-43

Tomornor onkoreHa v-myb
PeuenTop onvongos

HHcynvH3aBUCHMBIN caxapHBblii
nuabet

OnkoreH MAS1
Huctpodus konbouek
AcTtporeHa Pu

Pak anunnka

Ba3oakTUBHbBIN WHTECTMHANBLHBIN
MEeNnTHR

OMOpPUOHANBHMIH Ar

B-Kraetku nmomxenynodxoii xene-
3bl, areHe3us
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Xpomocoma 7

Tp22-pl5
7p21.3
Tp21
Tp21-pl5
Tpis.1
7p15.1-p13
TplS-pl4
Tpls-pl4
7pl4-cen
Tpl3
Tpl12.3

Tpil.4-cen
7pl1-q11.2
Tp

1q
7q11-q22
7ql1.2
7ql1.2

7q21
7921.1

7q22
7q22-qter
7q31

7q31

7q31
7q31-q35
7q31.2

7931.3-q32
7q932-q36

RALA
CRS, CSO
ACS3, SCS
MDDC
NPY

RP9
GHRHR
TCRG
BLVR
GLI3
EGFR

ARAF2, PKS
PKSI1
GHS

HRX
CAM
CD36
EEC

EPO
MDRI1(1,3)

CALCR, CRT
NM, GP130
CLD

MET

OBS

RP10

CFTR, CF

BCP, CBT
EPHT EPH

RAS-nono6Hbiit 6eok A

KpanunocuHoctos thna |
AxpouedanocHHIaKTUINA-3
JucTpodust xenroro niaTHa
Heiiponentun V

PeTUHUT NUIMEHTHBIH
Comatonubepuna Pu
T-xnerox Ar P, y-nn
BunuBepnuH penykrasa
OnkoreH GLI3

BrugepManbHoro Gakropa pocra
Pu

Ounxored ARAF2
Onkored PKSI1

TonneHapa CUHAPOM, OKYJIO-aypu-
KyJI0-BepTeOpabHasi AUCILIa3HsA

Tuneppediexcust
KaBepHO3HbBIH aHTMOMATO3
CD36 Ar (xosutares tuna 1)
DKToaepMaibHash AUCIIIA3Ws,

ryba/ne6o
DpUTPONO3TUH

P-rnuxonporeunsl 1 U 3 (pesuc-
TEHTHOCTb K JIEKAPCTBaM)

Kanpuutonunna Pu

Murpauus Helitpoduson
XJiopuaHas auapest BpoXXIAeHHast
OnkoreH MET

OXupeHHe

Petunut nurmeHtHbii (R)

Kucrossoro ¢pubposa TpaHcMeM-
OpaHHBIN perynsTop

CUHUI NMHIMEHT KOJO0UYEK
Onkored EPH
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7q32.1 SLOS, SLO

7q33 KEL

7q35-q36 CHRM2

7q35-936 HERG, LQT2

7q36 HPE3,HLP3

7936 HPFH2

7q36 NOS3

7q36 TPT!

Xp.7 ZP3A,ZP3B
Xpomocoma 8

8pter-p22 EPMR

8p22 LPL, LIPD

8p21-pl11.2 LHRH, GNRH

8pl2 PLAT, TPA

8pl2-p11.2 FGFRI, FLT

8pl2-pll WRN

8pl2-q13  SPGS5A
8pll-q2l  RPI

8q EBN2
8ql1 MOS
8q11.2 OPRKI1
8q12 SGPA,PSA
8q13 CRH
8g13-g21.1 CMT4A
8g13.3 BOR
8q21.3 PMP2
8q22 CAC

Cmura—Jlemmn—OnNHLa CUHAPOM
KELL rpynma KpoBu

Xonunepriuueckuii Pu, myckapu-
HOBBIN

YnenHoro uHTepBaia QT cuH-
IpoM

TononpossHuedanus-3

HacnencreenHas akcnpeccus HbF

OkucH a30Ta cMHTeTa3a 3 (3HIoTE-
JIMANbHbIE KJIETKH)

ITonucuHAaKTHINS

BrecTsiiteit 0607109KH TJIMKONpPO-
TenH 3A u B (Pu ciepMaTto3ouioB)

Bnunencus Mporpeccupyrolas,
YMCTBEHHOE OTCTaBaHUE

JlunionpoTenH aunasa
TonanonuGepHH
AKTUBATOp IUIA3MUHOTEHA TKaHEBOMH

dubpobiacToB dakropa pocra Pu-1
(fms-TUpo3uHKKHA3A 2)

BepHepa cuHIpoM

Cnactuyeckas napanierus 5SA (p)
PeTvHUT UrMeHTHRIN- 1
Dnusencus HeoHaTalbHas
Onkored MOS

Onuaros Pu, kappa 1

IneoMopgHas ajeHoMa CIIOHHBIX
Xernes

KoprukonubepuH

Ilapko—Mapu—TyTa HeBponatus
4A (p)

BpanxnooTopeHaNbHbII CHHAPOM

Mepudepuueckoro muenuna Ge-
JIoK 2

KAPBOAHTI'UIPA3bl KJIACTEP
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8q22-q23 CSH1

$q23 TRHR
$q23-q24 PENK

8q24 EBS1

$q24 PDS

8q24 PVT1

8q24.11 EXTI
$q24.2-q243 TG

Xp.8 GLI4, HKR4
Xp.8 RTS

Xpomocoma 9

9pter-q12  RLN1, RLN2
9p24 ovC

9p24 VLDLR
9p22-p2l LALL

9p21 MLM, CMM2
9p21-q21 AMCDI, DAl
9pl1l MROS

9p CD72, LYB2
9q13-q21.1 FRDA
9q22-q31 CSMF
9q22.3 FACC

9931 ESS1

KoaHa cunapoM (216550, oxupe-
HUe, YMCTBEHHOE OTCTaBaHHE, MHO-
KeCTBEHHbIE AHOMAJIMU Pa3BUTHSI)

Tuposnuodepus
[TpoankedannH
DnuaepMonu3 Oy/UIe3HbIA npocToit

eHapena CHHAPOM (TUTIOTUPEO-
WIHBIA 306, IIyXxoHeMOTa, BECTH-
OynsipHbIE paccTpoiicTsa)

OnkoreH PVT-1
MHOXEeCTBEHHbIH 9K30CTO3
TupornobynuH

Oukoren HKR4

Potmynaa—ToMcoHa CHHIPOM
(TeNeaHTHIKTATUIECKMH 1epMaTO3
C KaTapaxToit)

PenakcrH

OnkoreH OVC

JIOHIT Pu
Tiumdomarosuprit OJIT
MenaHoMa

ApTpOTpHIINO3 MHOXKeCTBEHHbIH
HacJieCTBEHHbIN, AUCTATbHBIN

Mesbkepcona—Po3eHTIs CHHAPOM
(*155900, R, peluuaMBUpYIOLLMA na-
paIMy JIALIEBOTO HEPBA, NPUITYXAHHME
JMLIA M TY0, CKJIanyaThii A3bIK)

CD72 Ar

BerosHas MaibhOpMaLlus, KOXHasA
1 CJIM3UCTBIX 000/I0UeK

Ppunpeiixa araxcus
XoHapocapxoMa
Anemust ®aHKOHH

Snureavoma (Pepriocon—Cmuta
TUN)
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P

9q31

9q31
9931-q33

9931-g33
9q32

9q32-q34
9933-q34

9q33-gter
9q34
9q34
9q34
9q34
9q34
9q34.1

NBCCS, BCN

TAL2
DYS

FCMD
AFDN

DYT1
PBX3

ITO

ABO

DBH

LCN2, NGAL
TSCl1

VAV2

XPA

Xpomocoma 10

10p13
10p12-g23.2
10p11.2

10q
10q

10q11.2
10g11.2

10g21
10q22-q23
10g23-q24

BMI1
GBM
ITGBI, FNR

EPT
PEO

CHAT
RET

ANK3
SFTP1B
DNTT, TDT

HesBounaHoit 6a3aibHOKIETOYHOH
KApUUHOMBI CUHIPOM

T-knerounsrit OJ1

JuzaBroHoMus (Puneit—[ss cun-
IpOM, HAacleACTBEHHAs! CEHCOpHAs
HeBponartus tumna I1I)

BpoxieHHas MBIlIeYHas AUCTPO-
dust (Pykysimbi)

AkpodatlMaibHbIi JU30CTO3, THIT
Harepa

Top3auonnas nucronuns (R)

ITpe-B-xnetouHoro neiikosa dak-
TOp TpaHCKpHILHHK 3

I'unomenanos HUto

ABO rpynmnel KpoBu
HodamMuH-B-runpokcnnaza
OnkoreH 24p3
TybeposHblii cxiepos
OmnkoreH Vay 2

[TurmenTHas kcepoaepma

Onkoredn BMI-1
MHnorodopmuas ramobiaacroma

Hurerpun, B-1 (Pu ¢pubpoHexTyHa,
B-nm;Ar CD29)

Snunencus napuuaibHas

[porpeccupyroman odransmornie-
rus (R, nenequn MUTOXOHApHAIIb-
Hoit THK)

XonuHanetunTpaHcdepasa

CHDSA Il (Cunnna cuHapom); oH-
koreH RET

AHKMpPHH 3, nepexsatsl Pansbe
Cypdakranra 6enok A-I1

TepMUHATbHAS AE30KCHHYKIEOTH -
auiarpaHcgepasa
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1024 NFKB2, LYT
10q24.3 BPAG?2
10g26.1 PNLIP
Xpomocoma 11

{1pter-p15.4 BWS, WBS
I1pter-pl3  CD44,MDU2
llpter-pl1.2 TP250

11pl5.5 IDDM2
11pl15.5 NAGC, HBB -
11pl1s.5 HBB, HBD
1iplS.5 HBG1, HBG2
i1pls.5 HBEI

11plsS.5 IGF2

1ipl5.5 INS

ilpl5.3 LQT!

11pl5.5 LSP!

11pl5.5 MTACRI, WT
11pl5.5 RMSI

11pl55 ROS52

{ip15.4 LDHA, LDH1
{1p15.3 PTH

11pl5.2 CALCA, CALCB
1iplS.1 USHIC
{1pl15.1-pl4 PHHI

i1pl3 CD59

11pl3 FSHB

11pi3 TCL2

11pl3 WTI
1ip13-ql13 CMH4

11p12 SPI
{Ipli-qll EXT2

Onxoren Lyt-10
BysnnesHoro neméuronna Ar2
INaukpearnyeckas Juinasa

BexyutTta—BuaeManHa CHHAPOM
CD44 Ar (xoMMHT TUMQOLUTOB)
T-KJTeToK aKTuBauuu Ar p250

W HCcynMH3aBUCUMBIIL caxapHbii
janaber

He-a-IJTIOBUHOB KJIACTEP
Hbp Hbo

Hby A YG

Hbe

ComaToMeuH A

Wucynuu

AKTI ymnunennoro QT uHTepBwia
CHHAPOM

JumdounTapHbii Ar pp52
MHoXecTBeHHBIE OTTYXOJIH
PabnomMuocapkoMa 3MOproHaIbHAs
Ro/SSA ayroantureH, 52 xll
nar A

nTr

KansuntoHnH

Aluepa—Yapib3a cHrapoM (p)
He3uanobnactos

CD39 Ar (p18—20)

OCT, B-mn

T-kaerouHblit sieiikos/nuMdoma
Onyxonb Buwibmca

Tuneprpoduyeckasi KapiMOMHO-
naTus

Onxoren SPII
MHOXeCcTBEeHHbIH 1H30CTO3
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11pli-qll
11pil-ql12
11q

11q12-q13
1iql3
11q13
11q13
1iql3
11q13
11q13
1igi3
11q13

11ql3

11q13
11q13
11q13.3
11q13.5
11ql3.5
11ql4-q21
11922
11q22-gter
11g22.3
11g22.3
11g23

1123
11q23

11g23.1
11g23.3

SCAS
F2
JBS

FTHI1, FTHL
BBSI

CD5, LEUI
CD20

EMSI
FCERIB
FGF4, HSTF
FGF3, INT2
IDDM4

MENI

SEA
SMTN
BCL1
DFNB2, NSR
USHIB
CLAl

PGR

ANC

ATA, AT!
PGL, CBTI
APOLP!

BRCA3
TCPT

PORC
CBL2

CnuHouepebevisspHas aTakCus
®axrop ceepreiBanus Il (TpoM6uH)

SxobceHa cuHapom (#147791,
TPOMOOIINTONEHUS, MHOXECTBEH -
Hble fedeKThl pa3BUTHS)

®eppuTtun

bapne—buana cunapom
CDS5 Ar (p56—62)

CD20 Ar

Onkoren EMS1
Fc-dparment IgE, Pu
Capkomnbi Kanomun oHkoreH
Onkoren INT2

HHcynuH3aBMCHMBIH caXapHblii
nunaber

CIIDA1(Bepmepa cuHapoM, 307-
JIMHrepa—3OJIMCOHA CUHAPOM)

Onkoren SEA

CoMarotrpoduHoma (akpoMeranus)
B-xnerouynstit XJIJI/numdpoma
HeiipoceHncopHas rnyxora (p)
Auepa—Yape3a curapom (p)
Uepe6enngpHas arakcus
Hporecrepona Pu

KapuuHoMa aHanbHOTrO KaHana
ATakcHs-TeNIeaHTMaKTa3us
[laparanrinoma

ATIOJTUIIOTTPOTENHA
KJIACTEP 1

Pax MonouHoii xenesnbt (11;22
TPaHCJIOKaLMs)

TpoMmbouuTonenus (CMHAPOM
aeneunu 11g23)

IMopdupus ocrpas
Onkoren CBL2
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11923.3 THY]I

Xp.11 CD6, TP120
Xp.11 CD57, LEU7
Xp.11 GIF

Xpomocoma 12
12pter-pl2  CD4

12p13.3 VWF, F8VWF
12p13.3 ACLS

12p13 CD9, MIC3
12p13 MPE

12p13-p12  CD69

12p12.3 IAPP

12p12.2 LDHB
{2pi2.1 PTHLH
12p11-p12  ORWS3, HHT3
12ql1-q13 KRT
12q12-q13  CD63, MLA}

12q12-q14 = VDR

12q13 ERBB3
12q13-q14 MDM2
12q13.2 FEOM, CFEO
12q15 BABL, LIPO
12q21.3-q22 HOS

12q22 MGCT

12q22-q24.1 1GF1

12g22-gter  NSI
12q23-q24.1 DAR

Thy-1 T-kneToK Ar
CD6 Ar

CD57 Ar (LEU7)
BryTpennuit paxkrop

CD4 Ar(p55)

®axtop cseprhiBadus VI (don
Bunnebpanna dakrop)

AKpOKaJLTO3IbHBI CUHAPOM
CD9 Ar (p24)

3nokauecTBeHHasa nponudepanus
303uHOGUIbHAA

CD 69 Ar (p60)

AMMINMH (aCCOUMUPOBAaHHbBIHA C
AuabeToM NenTmn)

JIAT B

T -nono6Hblii rOpMOH, THIIEp-
Ka/bLIUEMMUS TIPH 3710KAUYECTBEH-
HBIX OIyXOJsiX

Panpio—Bebepa—Ocnepa cuHIpoM
KepaTuHsl
CD63 Ar (MenaHoMbl Ar)

Butamuna D (1,25-aurvapokcu-
BuTamMuH Ds) Pig

TpaHcdopmupyroimit reH ERBB-3
OnxoreH MDM?2

BpoxaeHHbti GUOPo3 HapyXHbIX
r71a3HbIX MBILLLL

Jlunoma
Xonta—Opama cMHAPOM
CeMuHoMa

HncynuHonono6Helii dakrop poc-
Ta-1, comaromenun C

HyHan cunapom 1
®onnuKynsapHbI KepaTo3

217




12q24 SCA2

12924.31-q24 RSN

Xpomocoma 13

13q12 DFNBI
13q12-q13  DMDAI

13g12.2-q13 MBS

13q12.3 BRCA2
13q13-q14.3 ENURI
13q14-q31 LESD
13q14.1 RBI1
13q21.1-q32 CLNS5
13922 EDNRB, HSC
13q34 ATP4B
13q34 DJS
13934 F7
1334 F10
13934 HHH
1334 STGD2
Xp.13 CX46, CX206
Xpomocoma 14
14q MPDI
l4q SPG3A
14q11.1-q13 HPE4
14q11.2 ICR2, LI
14q13 SSTRI
14q24 TGFB3
14g24-gter CTAAI

CnuHouepeGennsapHas atakcus 2
(onMBoOMOHTOLIEpeGENNSAPHAA ATaK-
cug, R)

Pectun (3kcnpeccupyemblii kiet-
xamu Pun—1lrepHbepra Genok
NPOMEXYTOYHBIX (PUIAMEHTOB)

HeitpoceHcopHasn riyxora, p
Tuna /lolmienHa MplleyHas auc-
Tpodus, p

Mebuyca cuHapom

Pak Moso4yHo# Xxenesbl

BHype3

Jletrepepa—Cune 60ne3HbL
PetnHobnacroma

UHepounublit annodycuunnos

SunoteanHa Pu tuna B, Bapaen-
Oypra CHHAPOM

AT®aza, H+, K+, B -
AyouHa—X0oHCOHA CUHAPOM
®Paxkrop cvepruianus VIl
dakTop cBepruiBaHUs X

I'nepopHUTUHEMH U -THIIEPAMMO-
HHEMUHU-TOMOLMTPY,LTMHEMHU
CHHIIPOM

Huctpohus xerroro nsaTHa
KonHekcutn 46 u 26

MuonaTtusi ancranbHas
Cnactuueckas naparierus
[ononpo3ssnuedanusa
BpoxaeHHbI1 UxTHO3
Comatoctatuna Pu
Tpanchopmupyrownii dakrop pocra
Karapaxra
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14q24.3 AD3

14q24.3 FOS FBJ

14924.3-q31 MID

14q24.3-qter  SCA3

14931 TSHR

14q32 BDKRB2

14q32 CHGA

14q32 CKB, CKBB

14932 DNECL

14q32 N\

14932 USHI1A, USH

14q32 VP, PPOX

14g32.1 CBG

14g32.1 PCI, PLANH

14932.1 PI, AAT

14q32.1 TCLI

14932.3 BST1

14g32.3 ELK2

14g32.33 IGH

Xp.14 MPS3C

Xp.14 RNSI1
Xpomocoma 15

15ql11 PWCR, PWS

15g11-q13  AHO2

15¢11-q13  ANCR

15q11-q13  ITO

15g11-q13  D15S226(7)E

AublireitMepa 60s1€3Hb
Onkores FOS
Mauano—>Ko3eda 60s1€e3HbL

CnuHouepebeuapHas atakchs 3
(onuBoOnoHTOUEpeOE/UISIPHAA aTaK-
cuga, 3 R)

TTT Pu
bpanukuHuHa Pu

XpomorpaHuH A (cekpeTopHbIA
6€/10K MapallMTOBUIHOM XeJe3bl)

K®K, B-tun

JvHeuH

Situs viscerum inversus
Yapnb3a—Auiepa CUHAPOM

[Mopdupusa (aedekr nporornopdn-
PHUHOI€HOKCUAA3bI)

CBs13b1BaIOIIHI1 KOPTUKOCTEPOUIbI
IJ100YNUH

Wuruburop 6enka C (akTuBaTopa
TUIa3MUHOTEHA HHTUONTOD)

0l -AaHTUTPUIICUH

T-xuerounas naumcboma

KoctHoro mo3ra ctpombl Ar |
Onkoren ELK-2

TSDKEJIBIX LIETEN Ig KJIACTEP
Candununmno CHHAPOM
ITankpeatnyeckasi puboHyKiIeasa

[Mpagep—Buaiu cuHApoM
Osn6paitTa Hac/ieACTBEHHAs OCTEO-
nucTpodus
DHXenMaHa CHHAPOM
I'unomenano3 Uto

[Tpanep—Buwin cunapom /
DHXeEJIMaHa CUHAPOM

219



b
!
v

f/‘

15q11.1
15q12

15q15

15q15.1

15q21

15q21.1
15q22

15922.3-q23
15q23-q25
15q24-q25

15q25-q26
15926

15g26.1
15q26.1
Xp.15

SPG6
SNRPN

CKMTI
LGMD2A

CDAN3, CDA

FBN1, MFSI
PML, MYL

BBS4
CSK
THBP!

IGFIR
IDDM3

BLM, BS
FES
XPF

Xpomocoma 16

lépter-p13.3 HBAC
lépter-p13.3 HBHR, ATRI

16p13.31
16p13.3

16p13.3

16p13.3

16pl13.3
16p13.3

P K1
CATM

P KATS

RSTS

SSTRS
TSC2

Cnactuyeckas naparvierus

Manwix simepHbIX puGOHYKIeonpo-
TerHOB nnm N

K®K muroxoHapHaibHas

TaaoBo—nnequaﬂ MbllI€YHas JUc-
Tpodus 2A (p)

BpoxaeHHas qU33pUTPONOITHYE-
cxas aHemud, tan 111

PubpUIIMH

IMpomuenouurapHoro seiiko3a
HHIAYKTOD

Bapne—bumna cunngpom
C-SIC THPO3MHKHMHA3a

TupeonaHOro ropMoHa CBI3bIBAIO-

M 6enok uuTosons (p58)
Peuentop comaromennna

HHCcynuH3aBUCUMBINA caxapHbili
nuaber

bnayma cunapom
OnkoreH FES
ITurMeHTHas KceponepMma

a-IJTOBMHOB KJIACTEP

O-TaJTaCCEMMS/YMCTBEHHOE OTCTa-
BaHde, TUN 1

[Monukucros mouku (R)

Kartapaxra BpoxmeHHass, MUKpo-
dbransmus

[TonMKKMCTO3 NOYKK ¢ TyOEPO3HBIM
CKJIEPO3OM

Pybuncraitna—Teitbu cuHapom
(R, "180849, KoMIIeKC HACTEACT-
BEHHBIX aHOM&IHI MO3ra, KOCT-
HOIt CHCTEMBI, KOXH, I/1a3)

Pu comarocratuna
Ty6epo3Hbiii ckiepos
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l6pl13.1 BCMA B-xneTok ¢akrop co3peBaHMst

tepl3 MEF, FMF CpennseMHOMOpcKasi ceMeiiHas
JIMXOpajKa

JInnodycLuHO3 HEHPOHaNbHBIN
(barrexa 60Je3Hb)

Wnrerpun, oL (Ar CD 11A
(p180))

Unterpus, oM (Pu komnoneHTa
KoMmIuieMenTa, o; Ar CD11B; Ar
Maxpoaros, o-ir)

Wnrerpun, oX (Ar CD11C (p150),
O-TII)

IMporeunkuHasa C

16p12.1 CLN3, BTS
16pl1.2 ITGAL, CDI1

16p11.2 ITGAM, CR3

16pl1.2 ITGAX, CDI

16p11.2 PRKCBI, PK
16q SCA4

CrniuHouepebeapHas arakcus,
™I 4

BunbMca omnyxonib

TayHca—bpokca cunapom
(*107480)

Bapne—buana cusnpom

Karapakra Tvna MapHepa
(*116800)

I'napoxcucrepoun (17-B ) nernn-
poreHasa

MenaHokoptiHa Pu

16q WT3
16q12.1 TBS

16921 BBS2
16g22.1 CTM

16q24.1 HSD17B2, E

16q24.3 MCIR
Xpomocoma 17

17p13.3 MDCR, MDS
17p13.3 OLFR1
17p13.1 TP53 Onkobesok p53
17p13.1-p12 MDB Meaynnobnacroma
17p12-q12 DFNB3 I'nyxoTta (p)

17pl1.2 PMP22, CMT Mepudepuyeckoro MuennHa de-
JioK 22

17p11.2 SMCR Cmuta—MeiiaxeH1uca CHHAPOM
(#182290, nedexrnl passurusi LHHC
C MHOXECTBEHHOW CUMNTOMAaTUKOMN)

Mumnepa—/ukepa CHHAPOM
OOGoHsTeIbHBIA peLenTop

17p RP13 PeTHHHUT NUIMEHTHBIN



17q

17q11.2
17ql1.2

17q11.2
17q11.2-q12

17q11.2-q24
17q12-q21
17q12-q21
17q21

17q21
17q21-q22
17q21-q22
17q21.1
17q21.32

17q21.32

17q22
17g22-q24

17q23
17q23-qgter
1724
17q24
17q24.3
17925
17925
17925.2

PSS1

NFI, VRNF
SLS

THRAI, ERB
CSF3, GCSF

MHS2
PCHCI
WDI
BRCALI
GAS

DI

NGFR
M17S2, CAl
ITGA2B, GP

ITGB3, GP3

BCL5
GHC

DCPI, ACEI
TOC, TEC
CCAl
SSTR2
CMDI, SOX9
GCGR

RSS

CD7
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Icopuas ceMeitHbiii, mogBepXeH-

HOCTb
Heiipodubpomaros tuna 1
Hlerpena Topcrena—Jlapccona

cunapoM (p, 270200, BpoxaeHHBIN |

UXTHO3, CIIACTHKA, OJMrodpeHus,
HEIOCTATOUYHOCTb XXHUPHBIX CIUp-
ToB: HAJl-0oKCHpopeaykTasbl)

Onxkored ERBALI

Kononunectumynupytouuit daxkrop

3 (rpaHynOLMTAPHBI)
3n0KayecTBeHHas TMNEPTEPMHS
BpoxneHHas naxuonuxus
Waldner rpynna kposu

Pak MoiouHo# xene3pl

Tactpun

Diego rpynmna kposu

®axropa pocra Hepsos P
Kapunnomsr siuynuka Ar CA 125

Huterpun, o2b (tpoMboLnTOB
mkonporeuH IIb koMmiekca
Ib/11Ia, Ar CD41B)

Wurerpun, B-3 (tpoMbouuTon
imkonporerna Illa, Ar CD61)

B-knetounnit XJIJI/numdoma

OPMOHA POCTA/TIIAUEH-
E?IEHOFO JJAKTOTEHA KJIA-
|

ATl®

Keparonepmus u pak nuuieBona
BpoxnenHas karapakra
ComarocraruHa Pu
Kamnomuenuyeckas aucnnasus
I'mokarona Pu

CunbBepa—Paccena cunapom
CD7 Ar (p4])

Xpomocoma 18

I§pter-pi1 ~ ERVI1
18pter-q11  HPEI

18p11.32 MCL

18pll.3 YES!

18q TGFBRE, TG
18qll-q12 JK

18ql1-q12 LCFS2

18ql1-q12 NPC
18q21.1-q22 FEO

18q21.3 BCL2

18¢q21.3 SCCAl, SCCA2
18q22-gter  MBP

18g22-gter  MSI

18q22.1 GTS

18q23.3 DCC

Xpomocoma 19
19pter-p13.2 OK

19p13.3 FCER2, FCE
19p13.3 HHC2, FHH2
19p13.3 PRTN3, AGP
19p13.3 EPOR
19p13.3 VAV

19p13.2 INSR
19p13.2 JUNB
19p13.2 LDLR, FHC

19p13.2-cen  MEL

OnxoreH ERV1
Tononpoastuedanus atobapHas

MHoxecrBeHHas HacleACTBEHHAs
KOXHas J1eiioMHuoMa

OnkoreHn YES-1

TpauchopMupyoluil akTop
pocrta, P

Kidd rpynna kpoBH

JIunya ceMeifHOro paka CHHAPOM
I1 (#114400)

Humanna—ITuka 6ose3Hb
CeMeiHBIN OCTEOIU3
B-knerounsiit XJUJ1/mum¢oma
KapuuHomst Ar 1 v 2
OcHoOBHO# 0eloK MHUEJIMHA
MHOXECTBEHHBIH CKIIEpO3
Kb ge sa TypeTTa CMHAPOM

Jlenewysi MpU KONOPEKTANbHON
KapLIMHOME :

Ipynna xpoeu OK
Fc-¢parment IgE, Pu CD23A

Tunoxkanbuuilypudeckasi runep-
KaJIbLIUEMUS

AyYTOaHTHreH rpaHyiemarosa Bere-
Hepa

Dpurponoatuna P1]
OnkoreH VAV
Hncynuna Pu
jun B apoTOOHKOreH

CeMeitHast THIIEPXOJIECTEPUHEMUS
(JIHOI Pu)

Onkored MEL




19p13.1

19p13.1-p12
19p13.1-cen
19p13.1
19p13.1
19p13.1
19p13-qi3.4
19p13

19p

19p
19cen-ql3

19¢cen-q13.2
19q12

19q12-q13.1
19q13
19q13
19913
19q13.1
19q13.1

19q13.1
19q13.1
19q13.2

19q13.2
19q13.3
19q13.3

19q13.3

COMP, EDMI

JUND

LW

FUT3, LE
GEY

HCLI, BRHC
CD37

MHPI

APCA, CAPA
EXT3

LU, AU

AD2
CADASIL

NPHSI1, CNF
APS

BCL3

CKM, CKMM
CD22

CLC

MAG, GMA
TGFBI
CEA

DM
FOSB
SNRP70, Ul

CD33

OnuroMepHblii 6e10K XpSILIEBOTO
MaTpPHKCa, MHOXECTBEHHAsI 3MHU-
¢du3apHas aucrnasus tuna |

jun D nipotooHKoreH

Landsteiner—Weiner rpymnmna KpoBu

Lewis rpynna KpoBu
3eneHslii/CHHUAR UBET 13
KopuuHeBble BOJIOCH

CD37 Ar B-nmumdpouuTos
MurpeHs reMuIIernyeckas
Mo3sxeukoBas araxcus
MHOXeCTBEHHBIE 3K30CTO3bI

Lutheran rpynna kpoBu; Auberger
rpynra KpoBu

AnbureiimMepa 60yie3Hb

liepeOpanbHas apTepUoOnaTh ¢
MOAKOPKOBLIMK MH(pAPKTAMU U
neifkosnuedanonarueii

Hedpos BpoxmeHHbI
[pocratocneunduyneiii Ar
B-xnerounnnit XJIJI/numdoma
K®K, MbiLIeYHBIHA THIT
CD22 Ar

Iilapko—Jleiinexa xpucTaion
oeok

MuenMH-accoMUpOBaHHbIN M-
KOMNPOTEUH

Tpanchopmupyioumii daktop
pocta, B

KapuuHo3MOpHoHaibHbI Ar
(KD2Ar)

MuoToiHnyeckas aucrpodust
Ouxored FOS-R

Manbix siaepHbIX pHOOHYKJIIEOTIPO-
TeuHoB N (RNP Ar)

CD33 Ar (gp67)
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i i

9q13.3 FTL
19q13.32 CGB
19q13.32 LHB
19q13.4 FCAR
19q13.4 RP11
Xp.19 HKR1, HKR2
Xp.19 RRAS
Xpomocoma 20
20pl12.21 PDYN
20pter-pl2  PRNP, PRIP
20p13 AVP, AVRP
20p13 OXT
20pl1.2 AGS, AHD
20pl1.2 SSTR4
20q11.2 GHRF
20q12-q13  SRC, ASV
20q12-q13.2 CD40
20q13 MODY1
20q13.2 GNASHt
20q13.2 CYP24
20q13.2 EDN3
20q13.2 FAIL, FA
Xpomocoma 21
21ql1.2 MST
21922.2 S100B
21922.3 APECED
21¢22.3 DSCR
21g22.3 EPMI
219223 ETS2
8 3ax. 1204

®eppuTHH, Nerkas Lenb

ToHagoTpoUH XOPMOHHMYECKHUIA,
B-nn

JhotponuH, B-nn
Fc-¢parment IgA, Pu
Petvnut nurmMeHTtHblii (R)
Onkoren HKR! 1 HKR2
OnkoreH RRAS

[MponunopduH

IpuoHoswii 6enok (p27—30)
AAl

OxkcuTounH-HehpodusuH 1
AJU1aXXUAS CUHOPOM
ComatocraruHa Pu
ComaTtonubepun (COMaTOKPUHUH)
Mporoonkoren SRC

CD40 Ar

HOBeHUbHBINM nHabeT

G-6enok, Mak-Knrona—O i6paiita
CHUHIIPOM

Buramuna D 24-runpokcunasa

DHpotenuH-3, Bapaenbypra cun-
JApOoM

DaHKOHHU aHeMUs

MuesnonponudgepaTUBHbIH CUHAPOM
besok S-100

AYTOMMMYHHbBIH MOJUTIAHAYAAD-
HbI cMHApOM THMA |

JlayHa cMHIpOM

SNUAENCHUs, NIPOrpeccUpyroLLas
MMOKJIOHUYECKAS

Oukoren ETS-2
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21q22.3

ITGB2, CD1

Xpomocoma 22

22qll CECR, CES
22qll DGCR, DGS
22qil-ql3  G22PI
22q1i.2-qter Pl
22ql1.2-gter TCN2, TC2
22q12 EWSCR, EWS
22q12.2 NF2
22qi12.3 PDGFB, SIS
Xpomocoma X
X-p22.32 XG
Xpter-p22.2 CFND
Xp22.32 CSF2RA
Xp22.31 DHOF, FODH
Xp22.3 KAL1, KMS
Xp22.3 OAl
Xp22.3 OASD
Xp22.2 CMTX2
Xp22.2 HOMG, HSH
Xp22.2 MLS, MITF
Xp22.2 KFSD
Xp22.2 CLS
Xp22.2 CND
Xp22.2 HYP, HPDRI

Wnrerpun, B-2 (Ar CD18 (p99),
makpodaros Ar, B-nn)

(*115470 cMHAPOM «KOLIAYBLETO
riasa», Konodoma, MUKpodTaIb-
MHuSA)

Iu JIxxopaxe CHHAPOM

HluToBUOHOIM Xene3sl ayTOaHTH-
red (Ku Ar)

Pl rpynna kposu
Tpanckobanamun [1
IOunra capkoma
Heitpodubpomaros tuna 2
Oukoren SIS

Xg rpymnna KpoBu
Kpanuonucnnasus

Kononuectrumynupyiotuero dakro- -

pa 2 Pu (rpanynolmTbi-Makpogaru)
HepMmanbHas runomnasus
KonMeHa cuHapom

['nasHoit anbOUHU3M

I'nasHoit anb6MHM3M U HellpoceH-
COpHas TilyxoTa

[Hapkxo-—Mapu—Tyta 6onesHs, N

Funomamuemm, BTOpHYHas ry-
MOK&JIbLIHEMH S

Muxkpodranpmus
Keparo3 donnukynspHblii

lgmbq)uﬂa——ﬂoypn CUHAPOM
(7303600, ymcTBeHHAas OTCTAIOCTD,
«KYpHHas rpylib», «HOC Bokcepa»,
TUNEPTETOPU3M)

JlepMounHbie KHCTBI POroBHilbl

l'unodocdaremus, suramna D-pe-
3UCTEHTHBIA paxuT
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Xp22.2

Xp22.2-p22.1

Xp22.2
Xp22.11
Xp22

Xp22

Xp22
Xp22
Xp21.3
Xp21.2
Xp21.2

Xp21.1
Xp21.1-q22

Xp21
Xp2l

Xplt4
Xpll.4

Xpll4
Xpil.3
Xpl1.3
Xpl1.3

PHK, PHKA2

PRTS, MRXS

SEDL, SEDT
GDXY, TDFX
AGMX2Z, XLA

AIC

-GY, HYP2

MRXI1

RP6

DFN4
DMD, BMD

RP3
WTS, MRXS6

GTD
SRS, MRSR

NDP, ND
AIED, OA2

ARAFI, RAF
COD1, PCDX
CSNBI

RP2

HenocTaTouHOCTb KMHa3bl docdo-
punasbl, IMKoreHos tuna IX

TMaprunrTona cuHapom (7309510,
YMCTBEHHOE OTCTaBaHHeE, AUCTO-
HHSI, aTAKCUS, CYLOPOXHBIE TIPU-
0anKH)

Cnommnoanmbmapnaﬂ Jaucnna-
3Uf, NO30HsAA

NucreHesusi roHan, XY XEHCKOToO
THNA

ArammarnoGynuHeMus (C HEROCTa-
Tounoctbio CTT)

Dxapayu cusnpom (“304050, areHe-
3L MO3OJIMCTOYO TEJIa, TOJNBKO Y
[IEBOYEK) ’

Hacnencrsenunas runodocdareMust
VMCTBEHHOE OTCTaBaHHe

PeTMHUT MUIMEHTHBIA

I'nyxota

Nuctpodun (ricepnornneprpoduye-
cKasi [IPOrPECCHPYIOLIAst MbllLevHast

mmerpodus tura JiowenHa u bek-
Kepa)

PeTHHHUT NMUTMEHTHbIA

Yuncona—TepHepa CUHIPOM
(*309585, ymcTBEeHHOE OTCTaBaHMeE,
FHHEKOMACTHUS, OXHUPEHNE)

Fonanorpoduta geduuuT

Craitnepa—PobuHcoHa cBsA3aHHbIA
€ XpOMOCOMOH X CHHIPOM YMCT-
BeHHoro orcraBanusa (309583)

[lcesnornnoma

AJIaHICKUX OCTpOBOB BONE3Hb 17143
(*300600, rnasHoil anpOGMHU3M)

Onkoren ARAFI

Inctpodus Konboyek
BpoxaeHHast Kyp1Has crernora
PeTHMHUT NUTMEHTHBIN (P)




Xpl11.23
Xpl11.23

Xp11.23
Xpl1.22
Xp11.21
Xpll.21
Xpll.2
Xpll
Xpll-g21

Xpl11-q21.3

Xp

Xp

Xp
Xqll-ql2
Xql2-qi3.1

Xql2.2
Xql3
Xql3-q21

Xql3-q22

Xq21

Xq21.3-q22

MAOA, MAOB
NPHL2, DEN

WAS, IMD2
NPHLI1, XRN
ALAS2, ASB
FGDY, AAS
RCCP2
MRXA

PRS, MRXS2

SHS, MRXS3

CCT
RTT, RTS
SMAX2

AR, DHTR

DYT3

EDA, HED

ASAT

WWS

MCS, MRXS4

AHDS

BTK, AGMX1

MoHoaMHHOOKCHAa3a

Hedponutnas Tuna 2 (JdeHTa cuH-
npom)

Buckorra—Osoprya cHHIpOM
Hedponuras tumna 1

d-aMMHOJIEBYTMHATCUHTETAa3a 2
(cunepobnacTuyeckas HacieqCT-
BeHHas aHeMHs)

JInue-nanple-reHUTaNBHAS JAHUC-
nnasus

IToyeyHas KapuuHOMa, NaNMWIISAp-
Has

YMcTBeHHOE OTcTaBaHue ¢ adasueit

Mpuero cunapom (*309610, ymcr-
BECHHOE OTCTaBaHWE, NUCMOPhU3M,
artpodust KOpsl Mo3ra)

CasepneHn—XaaH cHHAPOM

*

("309470, ymcTBeHHOE OTCTaBaHMUe,
criacTuyeckasi umerus)

BpoxnenHas xarapakrta

Perra cunapom (*312750)
CriMHAIbHAs MbIleYHAs artpodusa
AnzporeHos Pu

TOPCMOHHaﬂ IOVUCTOHNA-TNTapKUHCO-
HU3M

AHI"HleUI’I/I‘ICCKaﬂ JKToAEpMaJIbHasA
AUCIIa3us

AHeMHust cuepobnacTuyeckas,
CMHHOUEpeOeIUIApHAasg aTakCHs

Bukepa—Bonbda cunapom
(°314580)

I\{[afmca—KapncHTepa CUHAPOM
(7309605, yMcTBEeHHOE OTCTaBaHHE,
BPOXIEHHbIE KOHTPAKTYPhI)

Amanq—l‘ epHaoHa—/laui CHH-
apoM (7309600, ymcTBeHHOE OT-
CTaBaHHUE)

Tupo3uHkuHAa3a araMMarnoGyiu-
HeMuu bpyroHa
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Xq21.3-q22
Xg22

Xq22
Xq22-q23
Xq22-q28
Xg25
Xq25-q27

Xq26

Xq26

Xqg26

Xq26-q27

Xq26-q27
Xq26-q27

Xq26.3
Xq27
Xq27-q28
Xg27.1
Xq27.3

Xq28
Xq28

Xq28
Xq28

PHP, GHDX
PLP, PMD
TBG

AGTR2
AIH3

LYP, IMD5
PGS, MRXS5

CD40LG, HI

GUST

SDYS, SGB

BFLS

HPT, HPTX
SOX3 SRY

ADFN, ALDS
MCF2, DBL
ANOPI

F9, HEMB
FMRI1, FRAX

ALD
AVPR2, DIR

CBBM, BCM

CDPX2, CPX

[MaHrMIIOMTUTYUTapU3M
emueyca—Mepubaxepa 6os1e3Hb
CBA3bIBAIOIIMI TMPOKCUH II0DYNUH
AHTHOTeH3MHa Py

AMeJIoTeHe3 HeCOBEePIIEHHBIH
JinmdonponudepaTUBHBIA CHHIPOM

Merturpro cunapom (“304340,
YMCTBEHHOE OTCTaBaHME, Cy[0-
pOXHble NPUTANKH, COYETAHUE C
Henmu—Yokepa 6oNe3HbIO)

CD40 Ar nvrana (runiep-IgM cunn-
poM, MMMYyHoneduLuT THRA 3)
T'ycraBcoHa cunapoM (“309555,
YMCTBEHHOE OTCTaBaHUE, MUKPO-
uedanug, atpodus 3pUTEILHOTO
HepBa, TyX0Ta)

Cumicosa aucmopdus (7312870,
I'MraHTU3M, MHOXECTBEHHbBIE JIUC-
MopdHH)
Boprecona—®opcmana—Jlemana
cunapom (*301900, tsaxenas 3a-
JEPXKa YMCTBEHHOIO Pa3sBUTHS,
SMUIENCHSA, TMIIOTOHAAN3M, MOCT-
nybepraibHasi THHEKOMAcTHS)

T'unonapatupeonanim

Onpeaensitowiasi noj oonactb,
WHTPOH 3

ANBOMHU3M—TAYXOTa

Onkored MCF2 (Ounxkored DBL)
AHodTaibMUs

®daxrop cBepThiBaHus X

JlomMkoit X-XpOMOCOMbl YMCTBEH-
HOE OTCTaBaHUE

AlnipeHoneiikoauctpodus

ApruHmuH-BasonpeccuH, Pu-2
(HedporeHHbI diabefes insipidus)

LiBeToBasi cnenora K CHHEMY

XoHapoavcnaasus (Xa3nmia cuH-
ApOM)
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Xq28
Xq28

Xq28
Xq28

Xq28
Xq28
Xq28
Xq28
Xq28

Xq28
Xq28

Xq28

Xq28

Xq28
Xq28
Xq28

DKC
EFE2, BTHS

EMD, EDMD
F8C, HEMA

G6PD

HMSI, GAY1
GCP, CBD
1DS, MPS2
MAFD2, MDX

MAGEI
MRSD, CHRS

MRX3

MYP!, BED

RCP, CBP
TKC, TKCR
WSN, BGMR

Xpomocoma Y

ther—pl 1.2 TSPY

Ypter-pl1.2 XGY

Ypll.3
Yqll
Yqll

TDF, SRY
AZF, SP3
HY, HYA

JuckepaTo3 BpoXnaeHHbIH

DnaoKapananbHbiil Gubposna-
cro3-2 (bapra cuHapoMm)

Oiimepu—Ipeiidyca MblileyHas
avcTpodus

®akrop ceepreiBaHus Vilic |
MTPOKOAryNSIHTHBIA KOMITOHEHT

red

TomocekcyanbHOCTh MyXCKas

3esneHbI MUrMenT Konbouek

XaHTepa CHHIPOM

MaHuakanbHo-1enpecCUBHbII
MICHX03

Menanowmsl Ar 1 (Ar MZ2-E)

YMCTBEHHOE OTCTaBaHUE U THC-
riasus ckenera [*309620]

3aaepxKa YMCTBEHHOTO Pa3BUTHS,
CBSI3aHHas ¢ X-XpOMOCOMO1, Tvn 3
.

[7309541}

Muonus (*310460, 60pHXOAbLM-
ckast 60J1e3Hb TJ1a3)

KpacHbl#t mUrMeHT Kosibouek
TKCR-cuHapom

BaiicmMaHoBcKoro 1leHTpa CMHApPOM
(nuchyHKLUMS GazaNbHbLIX FAHTIHEB
C YMCTBEHHBIM OTCTaBaHHEM)

CrienudbuyHbI 1S TECTUKY
6es10k

I'pynna kposu XG (Y)

PaxTop AETEPMUHALIMH TECTUKYN
A3soocniepMuu daktop 3
IuctocoBmecTuMocT Y-Ar

KPATKUN
TEPMWUHOJIOTMYECKUIA
CNNOBAPb

A

Adenosunmpugpocgpopras xucroma (ATD) — HywieoTus, conep-
Xawuid ageHH, pubo3y H Tpu octaTka GocOpHON KHUCIIOTHI; YHHU-
BEPCATBHBIN aKKYMYJIATOP XMMHUYECKOH SHEPIHM B XUBBIX KJIETKAX.

Axceaepayus — ycKopeHHOe (GU3HYECKOE M (PU3HONOTHUECKOE
pa3sBUTHE [eTeil U MTOIPOCTKOB.

Ankanmonypus —  reHHoe  3abojieBaHME C  ayTOCOMHO-
PELECCUBHBIM TUITOM HacJiel0BaHMs, ODYCNOBJICHHOE HapylicHUEM
cuHTe3a (epMeHTa OKCUAa3bl, KATAJU3HPYIOILErO MpeBpalieHHe
I'OMOTEHTHU3MHOBOM KHMCJIOTH B MAJIEUJIALIETOYKCYCHYIO.

Ansess — BO3HHKIIME B pe3ylbTaTe MYTallMM pasivuHble CO-
CTOSIHMSI OJHOrO F€HHOTO JIOKYCa; a/Ule/IbHbi€ T€Hbl Paclionaraiorcs
B OAMHAKOBBLIX JIOKycaX TOMOJIOTMYHBIX XPOMOCOM U OMNpPEHeNsioT
aIbTepHaTHBHbIE (B3aMMOUCKITIOYAIOLIME) TIPU3HAKH.

Anseau muoxcecmeenrivie — 0Gonee ABYX COCTOSHWH aJUIe/IbHBIX
r€HOB, BO3HUKILIMKX B Pe3yNbTaTe MyTalMi OJHOTO F€HHOTO JOKyca.

Ansenshoe uckaw4enue — BHYTPUAILIETBHOE B3aMMOEHCTBUE
reHOB, MpYd KOTOPOM y FeTEPO3UIOTHOTO OPraHM3Ma B OQHHMX KJeT-
Kax aKTHBHA OJIHA lieib TeHa, a B APYTUX — Apyrasl.

Anvburuzm — reHHoe 3a0osieBaHME C ayTOCOMHO-PELIECCHBHBIM
TUIIOM HacjieJoBaHUs, OOYCJOBJIEHHOE HapylieHWMeM CcHHTe3a dep-
MEHTA THPO3WHAa3bl, KATAIM3UPYIOLLETO IpeBpalllcHUEe TUPO3UHA B
MEJIaHMH.

AMHuOUeHmMe3 — MeTod TIPEHATaNbHON JAWAarHOCTMKM, 3aKJIO-
yaolmiics BO B3SITHM HeOONBILIOTO KOJAMYECTBA AMHHUOTUYECKOM
XHAKOCTH M B3BEIHECHHBIX KJIETOK IJIOAA ISt TTOCNEAYIOHIMX TeHETU -
YeCKHMX MCCIEAOBaHMI.

Amnauuxayus eenoé — peskoe yBeIMUEHHE YMCIA TEHOB, KO-
aupyowmux pubocomanshyio PHK B ki1eTkax ¢ akTUBHBIM CHHTE30M
Oenka (OOLUMTBI 3€MHOBOAHBIX M HAceKOMBIX); YBENMUEHHE KONHUMH
FEHOB UAET METOJOM OOpaTHOI TPAHCKPHMITLIMH.

AHemusa cepnosuoHoKaemo4rHas — TeHHoe 3aboneBaHue, 00ycnoB-
JIEHHOE 3aMeHOH B OMHON K3 B-Uernell reMonIo6HHa aMHUHOKUCIOTDI
rIyTaMMHa Ha BaJIMH.
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Aneynaoudus (reTeporIoMIUs) — TeHOMHAst MYTAUMsl, U3MeHe-
HHUE Habopa XPOMOCOM, HE KPaTHOE TarlIOMIAHOMY, BCIEACTBHE yTpa-
THl WK JODABIEHNS ONHOM MM HECKOJILKHMX XPOMOCOM.

vAHmulcoaOH (antutpnnner) — tpumier TPHK, xomnnementap-
Hblil Kogony MPHK; ux B3auMoneiicteue onpenelisier Mecto aMHuHoO-
KHCIOTHl B MMOAUTIENTUIHON LEMy.

Anmumymazensr — (HaKTOpbl, CHUXAIOIME YACTOTY CIIOHTIHHDBIX
U HHAYUUPOBAHHBIX MYTaLIMH.

Apaxnodakmunus —  TE€HHOE  3a60NeBaHHE C  AYTOCOMHO-
JIOMMHAHTHBIM THUIIOM HACJIENOBAaHMS, OJAHMM W3 NMPHU3HAKOB KOTO-
pOro SIBASIIOTCS «[ayYybU» NajbLbl.

Aymbpudune — CKpeuIMBaHHE HEPOACTBEHHBIX ocobeil; nomnep-
JXMBaeT BBICOKMI1 YPOBEHb FeTEPO3UTOTHOCTH.

Aymocombt — XpOMOCOMBI, OAMHAKOBbIE Y MYXCKOH M XEHCKOMH
ocobu (y yenoseka 22 maphi).

Axondponnasus —  reHnoe  3aboieBaHME ¢ ayTOCOMHO-
ANOMHHAHTHBIM THITOM HAC/IENOBaHMs, oOYCIOBNEHHOE HApYLLIEHMSI-
MM  aKTUBHOCTH (EPMEHTOB S-HYKIIEOTHAA3bl M [J1IOK030-6-
¢ocdarasbl, YTO NPUBOIUT K HAPYLICHHMIO POCTA XPSILEBOH TKAHH B
snudu3sax TpyOUyaThIX KOCTeEiA.

'

B

busanenm — pBe KOHBIOTHPYIOLIHE TOMOJNIOTHYHBIE XPOMOCOMBL;
YHCIO GUBAIEHTOB PABHO TArIOMAHOMY HaGopy XpOMOCOM; Ka)KIlblif;
M3 OMBaJIEHTOB CONEPXKUT 4 XPOMATHABI, IO3TOMY GHBAICHTHI Ha3bl-
BAIOT TETpaiaMH.

Bonesns Bunscona— Konosanroéa — rensoe 3abosesaHue ¢ ayro-
COMHO-PENECCHBHLIM THIIOM HACNENOBaHNS, OBYCNIOBNEHHOE Hapy-
IUEHHEM CHHTe3a Oefka UEpPYJOMIa3MHHA, 06GCCIIeYUBAIOIErO
TPAHCIIOPT MEAM B OpPraHU3IMeE.

boaesnu xpomocomubie — KOMIUIEKCH MHOXECTBEHHbIX BpOX-~
NEHHBIX MOPOKOB DPa3BUTHSA, BbI3BIBAEMBIX YUCIOBLIMU WIM HecbHa-
JIAHCUPOBAHHBIMU CTPYKTYPHBIMM M3MEHMSMH XPOMOCOM, BUAHMBI-
MH B CBETOBOX MHUKPOCKOI.

bpak unyecmuvii — 6pak Mexny poicTBEHHMKAMM [epBOM cTe-
NEHH POICTBA (pOIHble OPaT W CecTpa, MaTh M CbiH, OTEL U [OYb);
3aKOHONATENbCTBOM GOJIBIUMHCTBA CTPAH M PEJIUTHI 3aNpelieH. ’

Baneonocus — nayxa o snoposse.

Bepemeno Oenenus (axpOMaTHHOBOE) — CHCTeMa MHKpPOTPYGO-
ueK, oGeCrieynBaoIas pacxoXaeHHe XpoMocoM B aHadasze MUTO3a 1
Meio3a; popMupyetca B npodase H paspyluaetcs B Tenodase.
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Bud 6uosoeuueckuli — cOBOKYITHOCTb ocobeil, 3aHHMAIoWKX o1l-
peleNeHHBI apeas, MMEIOLIMX TFeHeTH4EeCKOE, MopdonoruiecKoe,
UIMONOTHUECKOE H MOBEACHYECKOE CXOACTBO, cBOOOJHO CKpeUin-
BaLIMXCS MEXY co00i ¥ JAIOLUMX TJICA0BMTOE MOTOMCTBO.

Boaner nonyasyuoHHsle — OJMH M3 3JIEMEHTAPHbBIX 3BOJIIOLIMOH-
HbiX (DAKTOPOB; MEPHOAUYECKHE KoJieDaHUs YUCIEHHOCTH NpUpoa-
HBIX HOMYMSLMIA B 3aBMCUMOCTH OT KoneGaHuil ¢aKkTopoB BHellHeN
cpelbl.

Bpems deticmeun 2ena — NepUOL (BYHKUMOHNPOBAHHSA TEHA.

r

[abumyc 4ea06eKa — BHEUIHUI BUI YEJOBEKA B OMNpPEAC/ICHHBIN
NPOMEXYTOK BPEMEHH, 3aBUCALLHA OT COCTOSHUA €TCQ 3A0POBDAL.

Tasaxmoszemus —  reHHoe  3aboJjieBaHME € AQYTOCOMHO-
pelieCCMBHBIM THITOM HacieoBaHusi, OOyC/OBJICHHOE HApYWICHAEM
cunte3a depmeHTa ranakro3o- 1-docdarypuannrpancdepasbl, Kara-
JIM3UPYIOLLETO TipeBpalleHHe Tranaktos3o-l-gocdara B ypUAMHAHM-
docdoranaxkrosy.

Tamemoeenez — mipouecc oOpa3oBaHKA U CO3pEBAHUS IMOJIOBBIX
KJIETOK.

Tamemst KpoccogepHsie — raMeThl, obpasyioliecs B pesybTare
KPOCCUHIOBepa.

Tamemst HeKpoccosepHsie — TaMeThl, obpasywoiuecs 6e3 Kpoc-
CUHIOBEpA.

Tanaoudus — reHoMHass MyTauusi, ipH KOTOpPOil COMaTHYecKHe
KJIETKY CcolepXar oguHapHbiii (1n) HaGop xpoMocoM.

Temuzuzomuocme — ABIeHNE GEHOTUITHYECKOIO TMPOSABICHHUA
pELIECCHBHOrO T€HA Y MYXJYMH, HaxOAsillerocs B EAMHCTBEHHOM
YHCJle B HEFOMOJIOTHYHBIX yuacTkax X- WK Y-XpOMOCOM.

Temoznobunonamuu — Tpylina TeHHBIX 3aboneBaHuii, olycnos-
JEHHBIX HapYLICHUAMK CTPYKTYPBl MOJIEKY/IbI TEMOTJIOOHHA.

Temopuaus (A u B) — renHble 3a00yeBaHUsl C PELIECCHBHBIM
THIIOM HAcNeJOBAHUS, CUEIUIEHHOro ¢ X-XpOMOCOMOl, 00YyCnoB-
neHHble cooTBeTcTBeHHO nedektamu VIII u IX ¢dakropos csepThiBa-
HMS KPOBH.

Ten — yuactok Monekyisl JHK, netepmunupyomnii cuntes
OMnpee/IeHHOTO MONUNENTHIA UK HYKICHHOBOH KHCIOTBI.

Jen Oomunanmubili — TeH, TpeobNajaloliMii B nape amwenei;
(bEHOTMIIMYECKU TIPOSIBNISIETCA B FOMO- W FETEPO3UTOTHOM COCTOS-
HUU.

Ten peyeccugnvii — TCH, TIOAABASAEMBIH CBOCH aNENblo; deHo-
TUMMYECKHU NPOSIBAAETCS TOJIBKO B FOMO3UTOTHOM COCTOSHUM.
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lenemuxa — Hayka O 3aKOHOMEPHOCTSIX HAC/EACTBEHHOCTH M
WU3MEHYMBOCTH.

lennan unxcenepua — pasieNl MONEKYNSPHON GHOOTMHM U TeHe-
THKH, TIpEMETOM KOTOPOii ABJISETCS CO3NAHME OPraHHW3MOB M
CTPYKTYP C ONPEAE/ICHHO! e HETHUECKOM NporpaMMoi.

lenoxonuu — cxoaHble U3MeHeHHA deHOTHNA, 00ycNnoB/IeHHbIE
MYTaUUsIMK Pa3HbIX HeaJlIeNbHBIX FEHOB.

Tenom — COBOKYNHOCTL TeHOB B TarJIOMIHOM Habope xpoMmo-
CcoM.

[ernomun — COBOKYNMHOCTb HAaCAEACTBEHHDBIX dakropos (Habop
TEHOB), MOJIYYAEMbIX MOTOMKOM OT POAMTENEH B MOMEHT OIUIOO-
TBOPEHUSI.

Ienogord — cOBOKYNHOCTb FeHOB Nonyasunu (Buaa).

Tepuampus — pasgen KIMHWUYECKOH MERWLIMHBI, M3YyYyalolu it
GonesHun moaeit MOXHUIOTO U CTAPYECKOro BO3PACTA.

lepmagpodumusm — Hanuume y onHOTO MHIAMBMAYYMA NpH13Ha-
KOB 000MX 1M0J10B.

leponmonoeus — pasnen GUONOrUK U MEIULMHDBI, HU3yyalouui
3aKOHOMEPHOCTH CTAPEHUS XKMUBBIX CYLLECTB, B TOM YMUCJIE M YeOBe-
Ka.

l"emepo:fueoma“— 0Cco0b, colepxallasgs B COMAaTUYECKHMX KJIETKaxX
pasHble reHbl ONHOMK amienu (Aa).

Temepo3suc — sBlieHUE MOBBILIEHUS XU3HECTTOCOGHOCTH M npo-
AYKTMBHOCTH Y ruOpHIOB NEpBOro MOKOJEHHS] MO CPaBHEHUIO C
POAHTENSIMM.

Temepokapuon — comatuyeckas KjeTKa, coaepxauias Apa sapa
Pa3HbIX KJIETOK.

Temepoxpomocombs — 1onOBBIE XPOMOCOMBL.

l‘:nlépuduzauuﬂ — CKpEelIMBAHME OTIMYAIOIMXCA NO TeHOTUNY
0CcobeH.

Tunandpomopusm — comepXaHHe B PasHBIX COMATUYECKHUX
KJIETKaX pa3HbIX HAOOPOB MOJIOBBIX XPOMOCOM.

Tunepaunonpomeunemuu — rpynna reHHbIX 3a60/EBaHUIl C ayTo-
COMHO-IOMWHAHTHbIM TUIIOM HACJIEAOBAHUA MM MYNbTH(AKTOPH-
Q/IbHOH NIPUPO/bl, NIPY KOTOPBIX HAalGNIONAETCs NOBBILIEHHOE COAEP-
XaHMe JIMNUIOB B NJa3Me KPOBH.

Tunomesa Mapu Jlaiion — runote3a o XeHCKOM MO3aHLIM3ME TIO
TOJIOBLIM XPOMOCOMaM, OBGLACHAWIAA 6OJIbIIYI0O XHU3HECTOHKOCTD
JKEHCKOTO OpraHmM3ma.

Tomosueoma — ocobb, comepxaluas B COMaTHYECKHX KIETKAX
OMHAKOBbIE BADUAHTLI OJHOU ayutenu (AA, aa).

Tpy3 eewemuueckuii — HaxkomyeHHe B NONY/ISUMAX MyTauui
CHUXKAIOLUHMX MPUCTIOCOBIEHHOCTD OPraHU3MOB K YCJIOBUSIM cymecr-,
BOBaHMSI.
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[pynna cyenrerus — TPYNTia FEHOB. OMHOM Tapbli TOMOIOTHYHBIX
XPOMOCOM.

a

Jlansmonusm — TeHHoe 3abojieBaHME C PELECCHBHbIM THIOM
Hac/eOBaHMs, CLETUIEHHOTO ¢ X-XpOMOCOMO#, TpOSBIAIOLIEeCs
HapYLIEHUEM LIBETOBOTO BOCIIPUATHUA.

Jleneyus — abeppauusi, CBA3aHHas C TOTEPEH y4acTKa Xpomo-
COMBI.

Jlembt — CYOTIOINYSLMHA IOAEA YNCIEHHOCTBIO OT 1500 mo 4000.

Juakunes — 3aKJNIOYMTENbHas CTalus npodassl  Meitosza I:
OKAHUMBAETCA CIMPATM3aUNsd XPOMOCOM, GHBANIEHTH 060CO0SIOTCA
M pa3MeLiaioTcs 1o nepudepuy suapa.

Jlunaoud — OPTaHW3M, COJEPXAILMA JBOHHOK (2n) Habop xpo-
MOCOM B COMATHYECKHUX KJIETKaX.

Junaomena — 4eTBEPTas CTaNusA npodasbl Meiioza I: Mexay
KOHBIOTHPYIOIUMMH  TOMOJIOTHYHBIMH  XPOMOCOMAMH  MOSABJISIOTCS
CHJIbl OTTAJIKMBAHUSI, XPOMATHABl PACXOAATCH, OCTaBasiCh COCAMHEH-
HBIMH JIMLIH B HEKOTOPBLIX TOYKAX — XHA3Max.

Nuckopoarmrocms — CIENEHb PasIMyusl OIH3HELOB MO H3yyae-
MOMY [PH3HAKY.

Nugppepenyuposka — o6pa3oBaHMe M3 MACCHI OMHOPORHBIX KJlC-
TOK ClelLMaNTM3NpOBAHHBIX KIETOK M TKaHed B pe3yjabTare peaiusa-
LUK TeHETHUECKOH UH(bOPMaUMH.

J1HK-nonumepasa — GEPMEHT, OCYLUECTBIIAIOLINN PETIMKALMIO
IOHK; pasmensieT ABOIHYIO CMPaIb JHK Ha npe NMOJMHYKIEOTHUI-
HBIE LENHU.

JloMunupoeanue noaHoe — BHYTPHALIENbHOE B3aMMONEHCTBHE,
NpU KOTOPOM TOMUHAHTHBIH Ie€H IOJHOCTBIO TOAABISACT AeiCcTBUE
pPELECCHBHOTO IeHa.

Jlomunupoeanue HenoiHoe — BHYTPHALIENIbHOE B3aUMOICHCTBHE,
TIpH KOTOPOM JOMMHAHTHBIH IEH HEMOJHOCTbIO NONABJISCT IeHCTBUE
peLECCHBHOrO reHa (MpoMeXyToyHoe HacJie/IOBaHUE).

Jlpeiip 2eHo¢ — cnydailHple KOjeOaHUST YACTOT TEHOB B MAJIBIX
TIONy/ISALMAX (TEHETHKO-aBTOMATHUECKHE IIPOLIECCH).

Hynauxayua — abeppauus B BUAE YABOCHHA KakKoro-ibo yua-
CTKa XpOMOCOMBI.

3

3akon «uucmomol» eamem: y FMGDMHHOFO OopraHusMa IreHbl HE-
I‘M6pl/111Hbl W HaXOATCs B YACTOM aJlJieJIbHOM COCTOSIHUHU; B ITPOLEC-
ce Meito3a M3 KaX/l0# napel B FaMETy TONanaeT OauH ICH.
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3ucomena — BTOpas cragusa npodasbl Meifo3a I: FOMOJOTHYHbIE
XPOMOCOMBI CONIMXAIOTCA M HAYMHAIOT KOHBIOTMPOBATh, 06pasys K
KOHIly cTaguy OUBAJIEHTHI (TeTpaibl).

n

Houozpamma — cHCTEMaTU3MPOBaHHBI KapHOTHII, pacrnosoxe-
HHE XPOMOCOM MO Mepe YOLIBAHUS MX BEJIMYMHBL.

H3amenyueocms — CBOIICTBO XMBBIX CHCTEM NpUoOOpeTaTH HOBBIE
NPU3HAKH, OTIUYAIOLINE UX OT POAUTENBCKUX (POPM.

Hamenuugocme xombunamuernan — HU3MEHYUBOCTb, OOYC/IOBJIEH-
Hag nepekoMOMHaUMeN TeHOB poauTeliell y TOTOMKOB.

Hamenuueocms moduguxayuonnas — W3MeHUYUBOCTD ¢deHOTHNA
6e3 U3MEHEHHS FeHOTHIA.

H3zoaanenvnbie 2enbt — annenbHBE [EHBI, KOAMPYIOLIHE MO~
NenTuabl ¢ OIMHAKOBOH (YHKUMEH WU oTBEYalouIe 33 ONMHAKOBBII
:fliuaHT NPU3HAKA; OTJIMYAIOTCS HOPSNKOM PACTIONOXEHHMS HYKIEO-

OB.

H3zoaamei (denoBeKa) — CyGHOMYNSALHUN C YHCIEHHOCTHIO 10 1.5
ThIC. YEJIOBEK. ,

H30n34us — OrpaHHYeHME WIM HCKIOYEHHE CBOGOIHOrO CKpe-
IMMBAHUSA (TAHMMKCHHM) MEXIY OCOGAMH MONMY/ISIUMN MAN BUIA.

Hubpudure — GIN3KOPOACTBEHHOE CKPELIMBAHME OPraHU3MOB

b
BCJIEACTBHE YETO YBEIUMMBACTCA BEPOATHOCTb TPOABIEHMSI peliec-
CUBHBIX MPU3HAKOB.

HHgepcus — abeppauys, NPy KOTOPOii MPOMCXOINT OTPBIB y4ya-
CTKa XpOMOCOMBI, TIOBOPOT ero Ha 180° u mpucoeanHeHue Ha mpex-
Hee MecTo.

Hndexc yenmpomeprviii — oTHowenue (%) KOPOTKOTo nJjeya
XPOMOCOMEI KO BCel ee JUIMHe.

Hrlyxmop — BelllecTBO, CBA3bIBAlOLLECE 6enok-penpeccop u
BKJTIOYalolilee B paboTy OMepoH MM TPaHCKPHITOH.

HHOyKuus IMOpuOHaAbHAA — BIIMSHUE OHOM TIPYMMBI. KIETOK
3M6pV£OHa Ha AHWGQEPEHIIMPOBKY PAaCNONOXEHHBIX PSIOM KIETOK
Ipyroif rpynnei.

Hhuyuayus — HadanbHbIA 3Tall TPAHCHAUMH, NpH KOTOpOM
NPOUCXOMUT CBA3bIBaHME pubocombl ¢ MPHK u nocrynnenue nep-
Boit TPHK ¢ aMHHOKHCI0TOl B aMHHOAUMIBbHBII LIEHTP PUBOCOMBI.

) Humepkunes — KODOTKMI TNPOMEXYTOK MeXIy [eNCHHAMU
M€H03a, BO BpPeMs KOTOPOrO HE NPOMCXONMT YIBOCHHMS TeHETHYE-
CKOT0O MaTrepuana.

Humponbt — HenH)OPMATHBHBIE YYAaCTKM CTPYKTYPHBIX TeHOB
3YKapHOT, PacliolOXEHHbIE MEXAY SK30HAMM.
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Humepgpaza — TiepHOA Mexny [AByMsi MMTOTHYECKUMM NeJic-
HHUAMH KJIETKH.

K

Kapuomun — COBOKYITHOCTb XPOMOCOM. COMATHYECKO# KIETKH
(2n), XapaKTepu3yioLias OpraHM3M JaHHOTO BMAA.

Kapuoaumgpa — AnepHblii COK, 3aNOJIHSIOLMA MPOCTPAHCTBO
MEXIY CTPYKTYpPaMH siipa, COAEpXallni Genku, HYKJIeOoTUbl, ATO,
JHK u pasznuunbie Buas PHK.

Kapma xpomocoms: 2enemuseckas — rpaduieckoe M300paxeHHe
XpOMOCOMBI B BMAE MpPSIMOH, Ha KOTOPOW 0003HAYEH MOPANOK pac-
MOJOXEHUS TEHOB M YKA3aHO pacCTOSTHUE MeXIY HUMM B MOPraHH-
Jax.

Kapma xpomocomvi yumonoeuteckas — ¢ororpadpus UM pucy-
HOK XPOMOCOMEI, Ha KOTOPOH T€Hbl OTOXAECTBJCHB C ONpPEAE/ICH-
HBIMM CTPYKTypamH.

Knaccugpuxauus xpomocom venoeexa lensepckad — Knaccuduka-
uMst, yydThIBalOLIass pasMephbl, ¢GopMy, MNMOJNOXKEHHE LEHTPOMEDHI,
HaJIMYHe BTOPHYHBIX MEPETAXEK W CIYTHUKOB Y XPOMOCOM.

Kraccuguxayus xpomocom. uenosexa [lapusxcexan — Kknaccudu-
Kallus, OCHOBaHHas Ha nuddepenunanbHONR OKPaCcKe XpPOMOCOM.

Kion xaemok — 4HACTasi IMHUA KIETOK, MoynydeHHas B jabopa-
TOPHBIX YCOBUAX B DE3YNbTaTe MHUTOTHYECKOTO IejIeHUs OHO
HCXOBHOH KJIETKH.

Koo senemumeckuti — cUCTeMa 3allMCH TeHeTHYecKoi MHpopMa-
uun B monexyne JHK (PHK) B Buae onpee/ieHHOil nocnenosa-
TeJIbHOCTH HYKJIEOTUAOB.

Kodomunuposanue — BHYTPHAJUIEILHOE B3aMMOAEHCTBHE TCHOB,
[pH KOTOPOM y TETEPO3UIOTHOTO OpraHHW3Ma (eHOTHITMUYECKH MpoO-
SBNAIOTCS 06e auteny (aUie/ibHble TEHB PaBHO3HAYHBbI).

Kodor (TpumneT) — HamMeHblasi (YHKUMOHAIbHAA €IMHHLA
reHa, cocrosilas M3 TPeX DsIOM PAacloOXEHHBIX HYKIEOTHAOB,
KOOMpYIollast NIPUCOENMHEHUE ONHONW AaMUHOKHCIOTHI.

Koauneaprnocms — COOTBETCTBUE HYKJIEOTHIOB MOJEKYJIbI JAHK
MOPSAAKY aMHHOKHC/IOT MOJIEKY/IbI MOJIMINENTHAR.

Komnaemenmaprocms — MeXajLleJbHOE B3aUMO/CHCTBUE, MPH
KOTOPOM OIHOBPEMEHHOE NPUCYTCTBHE B TEHOTHNE NBYX NOMUHAHT-
HBIX (PELECCUBHBIX) TEHOB Pa3HBIX ALICABHBIX Map MPUBOAUT K
NOSIBJIEHMIO HOBOTO IMPHU3HAKa.

Koniopdanmnocms — cTeneHb CXOACTBA OJM3HELOB MO M3yvae-
MOMY NIPU3HAKY.

Koncmumyuus (4enoBeka) — CTOWKHE, TE€HETUUECKH 00ycoB-
JeHHble 0COOEHHOCTH MOP(OJOTHH, (PU3NOIOTUH M TMOBEACHHA
4eJI0BEKa.
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Konmpombop — oT160p NPH3HAKOB OpPraHM3Ma, HebIaronpusT-
HbIX B OOBIYHBIX YCTIOBUSAX CPEAbI.

Kongioeayus xpomocom — coeIMHEHUE XPOMATHIL rOMOJIOTHYHBIX
XPOMOCOM 110 BCeil UIMHE B npodasze Meiiosa 1.

Kopenpeccop — BewlecTso, OCTYIUIEHNE KOTOPOTO B KIETKY Bbi-
KITIOYAeT COOTBETCTBYIOLLUMII ONIEPOH WJIM TPAHCKPUIITOH.

Kpoccunzoeep — mepekpect u 0OMeH y4acTKaMH XpOMAaTHI B [a-
xuTeHe nmpodassl Meitosa I.

n

Jlenmomena — nepBasi cragns npodasbl Meitosa [: HaumHaeTcs
CIUPANU3aUMST U CONVKEHUE TOMOJIOTUUHBIX XPOMOCOM, MpeICTaB-
JIEHHbIX TOHKUMH HUTSIMH C YTOJILUEHMSAMU — XpOMOMEPAMH,

Hueaza — dhepMmeHT, «cumBaoumit> GparMeHTh MOJIEKYJI HYK-
JIEMHOBBIX KUCJIOT.

Junus yucmas — rpynmna ocoGeil, TOMO3HIOTHBIX MO AAHHOMY
MIPU3HAKY. :

Jokye — MecTo pacnosoxeHus reHa B XpoMocoMe.

Meiio3 — crnioco6 neneHust coMaTHUECKUX KJIETOK MOJIOBBIX Xe-
Jie3, B pe3yibTaTe KOTOPOTO M3 AWIUIOMIHON MATEPMHCKOW KIIETKM
06pasyioTcst YTHIPE rAUIOUIHbBIE J0YEPHUE KIETKU (ITONOBbIE).

Muepayus — OIMH M3 3NEMEHTAPHBIX 3BOMIOUMOHHBIX (BAKTO-
DOB: BKJIIOYEHHC HOBBIX TC€HOTHIIOB M3 APYroil MOMYJISALMM, MPHBO-
asiiee K UBMEHEHHMIO €e TEHETUUYECKOM CTPYKTYpHI.

Muoducmpogua Jiowenna — rerHoe 3a6ojieBaHHe C pelueccuB-
HbIM THIIOM HACNENOBAHMS, CUEIIEHHOTO ¢ X-XpOMOCOMOM; o0y-
CJIOBJIEHO MOBBLIIIEHHONW AKTUBHOCTBIO B IUIa3Me€ KPOBU (bepMeHTA
KPeaTHHKWUHA3bI.

Mumos — crioco6 NeneHus COMaTHYeCKMX KIETOK, MPH KOTO-
POM 13 OAHOM AMIUIOMAHON MaTepHHCKOW KJIETKM 0GpasyloTcs aBe
OUTUUIOUAHBIC JOYEPHUE KIETKH.

Monocomus — pa3HOBUAHOCTb aHEYIUIOUAMU, OTCYTCTBHE B Ka-
PHOTHIIC OAHOH U3 NMapbl FOMOMOTHYHBIX XPOMOCOM.

Myxosucyudos —  reHHoe  3aGoneBaHME C  AyTOCOMHO-
PELIECCUBHBIM TUIIOM HAC/AEOBAHUS, TIPOABISIONICECS MHOXECT-
BEHHbIM TIOPaXXEHUEM XeJle3 BHELIHeH CeKPeUUH, B Pe3yabTaTe yero
BbIAEASAIOTCA CEKPETH! MOBbIIEHHON! BA3KOCTH.

Mykonoaucaxapudosst — rpynna reHHbIX 3abosieBaHMi npeumy-
UIECTBEHHO € AYTOCOMHO-PELECCUBHBIM THIIOM HAaC/eAOBaHHUs, oby-
CNOBJICHHBIX HEJOCTATOYHOCTHIO (PEPMEHTOB KaTaboJM3Ma  [IMKO3-
aMHUHOTIMKAHOB.
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Mymazene3 — TpoLecC BO3HMKHOBEHUA MYTALHM.

Mymazenn: (MyTareHHble dakTophi) — akTops, crocoOHble
BbI3BIBATb MyTaLKUH.

Mymauuu 2enepamugnble — MYTalliM, NPOMCXONSALIME B MOJO-
BBIX KJIETKaX.

Mymayuu eennvie (TpPaHCTEHALMM) — MyTaUuH, 00yCNIOBNIEHHbIE
WU3MEHEHUsIMU CTPYKTYph! reHa (Monekyast JHK).

Mymayuu zenomusie — MyTaluM, OoBYCIOBICHHBIE H3MEHEHHEM
Yyucia XpOMOCOM B KapHOTHIIE.

Mymayuu undyyuposannbie — MYTalMy, BbI3BAHHbIE HaMpaB-
JIEHHBLIM IEICTBMEM MYTareHHBIX (aKkTopoB.

Mymauuu semansnsie — MYTAUMH, HECOBMECTHMBIE C XM3HBIO.

Mymayuu nosysemanbible — MYTALMK, CHUXKAIONINE XU3HECTIO-
cOBGHOCThL OpraHu3Ma.

Mymayuu comamuvecKue — MYTaLiM¥, [IPOVCXONSLINE B coMa-
THYECKUX KIICTKAX. }

Mymauuu cnonmannsie — MyTallMK, NPOUCXONAIIHUE MOX NCHCT-
BHEM eCTeCTBEHHBIX MyTareHHBIX (GaxTopop cpelbl 6e3 BMeularesb-
CTBa Y€JIOBEKA.

Mymayuu xpomocomuote (abeppauuu) — CTPYKTYPHbIE TlEpe-
CTPOHKH XpOMOCOM MOA BO31e#CTBUEM MYTareHOB.

Mymayua — cxadkoo6pazHOe U3MEHEHUE I€HCTHYECKOro Mare-
puana.

Mymon — eIMHHUA MyTallMK; MUHMMaJIbHas €ro BETHYMHA — 1
mapa HyK/ICOTHIOB.

H

Hacaedosanue — mpoliecc Tepesaud reHeTudeckod MHbopMa-
LMH.
Hacredemeennas npedpacnosoxceHnocms K 3a601e6aHUAM — TeHe-
THYECK! OGYCIIOBIAEHHbIE OCOOEHHOCTH KOHCTUTYLIMH, KOTOpHIE B
COUYETAHMU C OTNpedeEHHBIMH GAKTOpPaMu Cpedbl MOTYT APMBECTH K
pasBuTHIO 3a60NeBaHKs; HACIENIOBAHNE, KaK NPABUIIO, MOJUICHHOE.

Hacaedcmeennocms — CIIOCODHOCTh XHUBBIX CHCTEM IepeRaBaTh
W3 TIOKOJIeHHMs B TOKOJeHHE OcoBGeHHOCTH Mopdonoruy, ¢usnono-
TMM M HHIMBUAYATLHOTO Pa3sBUTHS B ONpPEEICHHbIX YCIOBUSAX CPE/IbL.

HacnedcmeeHHoCmb YUMONAAZMAMU4ECKAs — HACIENCTBEHHOCTD,
0GYCNOB/IEHHAS BHESAICPHBIMU T€HETHUECKHMH JIeMEHTAMM.

Hacaedyemocmps — CTeNieHb COOTHOLUEHHSI HAC/IEACTBEHHOCTH M
HU3MEHYUBOCTH.

Heaanensnpie 2enbl — TEHBl, ACTEPMHUHUPYIOUINE PasBUTHE pas-
HbIX TIPU3HAKOB; PACIIONAraloTcs B HEOAWHAKOBBIX JIOKYCAaX TOMO-
OTHYHBIX XPOMOCOM WJIN B Pa3HBIX XPOMOCOMAX.
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Hopma peakyuu — onpenensieMble F€HOTHIIOM TPAHMUBI MOJM-
pUKaALLHOHHON U3MEHYUBOCTH.

Hyraeocoma — nMAMHAPHYECKOE Tenblie U3 8 MOJNEKYT GelKOB-
THCTOHOB, BOKPYI' KoToporo asotiHas crimpans JHK o6pasyer okono
JBYX BUTKOB.

Hyxneoud — reHeTHYeCKHil annapar NpoKapHor.

(o)

5 Oaozene3 (0OTeHe3) — mpouecc o6GpasoBaHUA W CO3peBaHUA

AULIEKTETOK.

OHKo2eHbl — TeHbl, KOAMPYIOIUME GENKH, CIIOCOGHBE BbI3BIBATH
3/10KaY€CTBEHHOE NEepepOXIcHUE KIESTKH.,

Onmoeeuef — WHOMBUAYAJIBHOE DPA3BUTHE OpraHM3Ma OT OILiO-
JOTBOPEHMA SHUEKIETKU H JI0 CMEPTH.

Onepor — €NMHULA CUUTBHIBAHUS FEHETHYECKOH MHPOPMALIHH y
MPOKAPHOT.

Ombop e€mecmeeﬂuuﬁ — Ppe3yn»TaT 6opLOBI 33 CYLIeCTBOBAHUE,
COXpPaHAIUA B NMOMYyAsAUMK HauboNee MPUCTIOCOGIEHHBIE 0COBH.

n

Hcvzwuulccwz —~ OTCYTCTBME OIPAHWYECHMIA AN CKpelUBAHUSA
HaHHO 0COGH ¢ APYrUMH OCOBAMH nONYASUUM (CBOGOTHBIA BBIOOD
MapTHepa).

llaxumena — Tpetbst cragusi npodaskl Meiiosa I, B KOTOpOit
TIPOMCXGAUT 06pa3oBaHKe GUBAIEHTOB, XUA3M U KPOCCUHTORBep.

Ilenempanmuocms — 4actota QEHOTUNMYECKOTO NIPOSIB/ICHUS
reHa; NPOLCHTHOE OTHOWIEHHE YUCAZ 0cobeil, MMEIOWNX RaHHbIH
TPHU3HAK, K YUCIY ocoleli, MMEIOLUMX JaHHBIA TeH.

llepuodsi kpumuueckue — nepuonbl HaMBONBILCH YYBCTBUTEIb-
HOCTH OpraHM3Ma K BO3JACHCTBMIO HeGNATOMPHSTHBIX (aKTOpOB
cpelibl.

Ihazmtids: (Na3sMoreHbl) — ABTOHOMHBIE TE€HETHYECKHE 3iie-
MEHTbI, PACITOJIOXEHHBIC B LIMTOILIA3ME KJIETOK.

[lnedfomponusi — cnocoGHOCTb TeHa AETEPMUHHPOBATH nposs-
JIEHHE HECKOJIBKUX MPU3HAKOB.

floa — copokynHoCTh MOPGOAOTHYECKHX, ¢usnonornyeckux,
GMOXMMMYECKHX, NMOBENEHYECKMX W APYIMX TMPU3HAKOB OPraHu3Ma
0becneuHBaIOIHX PENIPOAYKIIHIO. ’

Hon 2emepozamemusiii — 10j1, MWLM PA3HBIE NONOBBIE Xpo-
MOCOMBI M JAIOILIMI 4Ba THIIA ramer.

[Ion 20mo2amemubii — 10N, UMEIOWIUH OAMHAKOBBIC [OJOBbIE
XPOMOCOMBI ¥ JAXOUIMii OAWH THUIl I'AMET.
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one Oeiicmeus 2ena — 061RaCTb MPOABJICHUS AEHCTBUSE JAHHOTO
reHa.

[Moaumepust (NOMUTEHHOE HACNEAOBAHUE) —  MEXalleNbHOe
B3aMMOJIEHCTBME, NIPYU KOTOPOM TeHBI Pa3HbIX AJUTEJIbHBIX Map oTBe-
YaloT 32 NMpPOsSIBJIEHHE OJHOIO NPH3HAKa.

Hoaunsoudus — reHoMHasg MyTauusi, NpY KOTOpPO# TNPOUCXORNT
KPAaTHOE TaluIONAHOMY YBEIMYEHHE YMCTIA XPOMOCOM B KapUOTHIIC.

Tloaumenus — Pa3HOBMAHOCTh MUTO3a: YBEJMUEHUE YHC/IA XPO-
Matui 8 uHTepdase 6e3 UX PacXOoXIeHHus, YTo TMPUBOIUT K o0Opa3o-
BAHMIO MOJTUTEHHBIX (TMTAHTCKUX) XPOMOCOM.

[onyasuus — COBOKYITHOCTb 0COOE! OXHOrO BUAQA, MIUTENBHO
HACENSIOWNX JAHHYIO TEPPHTOPHIO, MMEIOUIHMX CXOAHBIH TeHOpOHI
BCAeACTBHE CBODOAHOTO CKPEHIMBaHMA.

[Topoeosuuii 3@@exm — MHUHUMAIPHOE KOJMYECTBO JIOTUMEPHBIX
[€HOB, NMPH KOTOPOM BBISIBASETCS TIPU3HAK.

[penamanvhan (dopodoeas) OuazHOCmMuKa — KOMILIEKC METOLOB
I BHISBJIEHNS BO3MOXHOM NATONOTMM IUIOAA B pasHble CPOKH
GepeMEHHOCTH.

Ipusnaxu asbmeépHamugHsie — B3AUMOUCKITIOHAIOWINE [IDU3HA-
KM, Pa3BUTHE KOTOPHIX OMPENENSETCS PasHbIMUM BapHaHTaAMM onHo
awieny.

[Tpusnaxu 2onaudpuneckue — TIPU3HAKM, KOTOPbIE NCTCPMUHH-
pYIOTCsl TEHAMU HEFOMOJIOTHYHOTO Y4acTKa Y -XpOMOCOMBI.

Ipusnaxu menderupyrouue — TIPUSHAKH, ACTCPMUHUPYEMbIC ail-
flebHBIMM FeHAMM; HACJICHOBAHME WX FIOJYMHsieTCs 3aKoHam MeH-
Hensi.

[pusnaku, cuentennste ¢ X-xpomocomoli (¢ noaom) — NPU3HAKH,
KOTOpbIE NETEPMUHUPYIOTCS T€HaMM HEroMOJIOTHYHOTO y4acTKa X-
XPOMOCOMBI.

ITpoband — YeNOBEK, C KOTOPOro HayMHACTCA T¢HETHYECKOe 006-
ClleloBaHME CEMbH M COCTABJICHIE POJIOC/IOBHOM.

[Tpokapuoms: — ONHOKIETOYHbIC OPTaHM3IMbI, KOTOpbie HE
UMEIOT OQOPMIECHHOrO S1pa.

[Ipomomop — y4actok AHK, K KoTopoMy npHUCOCAMHSCTCA
PHK-nonvumepasa 4 ¢ KOTOPOre HAYWHAETCSl TPAHCKPUITLMA.

[Tpouecc noaosoii — mobon oBMeH reHeTHyeckoii nHdopmanuen
MeXy 0coDsIMU OIHOrO BHUIA.

[Tpoueccune — COBOKYMHOCTb PEaKLMi, B PE3YJIbTATe KOTOPIX
13 npo-uPHK Bbipesaiorca HeMHOPMATHBHBIE YHACTKH, COOTBETCT-
BYIOLIME UHTPOHAM, M OCTaOTCSi WHGOPMATUBHBIE y4acTKH, COOT-
BETCTBYIOILME IK30HAM.




P

Peanumayus — BO3BpAllEHUE OPraHM3Ma K XHU3HU W3 COCTOSA-
HUS KJIMHUYECKON CMepTH.

Pexon — ennHuua peKoMOMHALMY; MUHUMAJbHAS €r0 BEIUYM-
Ha — | mapa HyKJIeOTHIOB.

Penapayus  eenemuueckozo  mamepuasa —-  BOCCTAHOBICHHE
CTPYKTYphI MoBpexneHHoi Monexynsl JJHK ¢ yyactveM pasnuunbix
rpynn ¢pepMeHTOB.

Pennauxayuonnas eutka — y4acToOK Hayasa perUIMKaLldH.

Penauxayua JTHK — cuntes nouepuei uenu JAHK Ha mexomxsoi
(MaTpuyHO) ee uenmu.

Penaukon — eannnua pennukaumyu monekyasl JHK; yuacrok
monekynst IHK oT Touku Havana oaHOH penyMKauuM A0 TOMKH
Hayana apyroi.

Penpeccop — ©6eNoK, KOAMPYEMBIN T€HOM-PETYISTOPOM, CIIO-
COOHbIH B10KMPOBATh reH-ONEPaTOoP.

Pecmpuxma3ssr — GepMEHTBI, ClIOCOGHbIE y3HABaThb ONMpeneNcH-
HBl€ NOC/IENOBATENIbHOCTH HYKJIEOTHAOB B MOJiEKylle HyKIEMHOBOI
KUCIIOThl U pa3pe3aTh €€ B 3TYX YYacTKaX Ha OTAeNibHble PpParMeHTHL.

Podocroenas — reneanornyeckasi Xapra, Ha KOTOpoil CMMBOJa-
MM 0003HaUYEHb BCE POACTBEHHUKH NMpobanaa W poACTBEHHbIE CBA3M
MEXIY HHMHU.

Cc

Ceepxdomunuposanue — BHYTpHAINETbHOE B3aMMOMNECHCTBHE Te-
HOB, NIDH KOTOPOM NOMUHAHTHBIH T€H B T€TEPO3UTOTHOM COCTOSIHUM
NpoABAAECT CBOE AEHCTBHUE CUJIbBHEE, YEM B TOMO3UTOTHOM.

Cdsuz pamku cuumeleanus — pPazHOBHAHOCTb MYTALMHU CTPYK-
TYPHBIX FEHOB, NpH KOTOPO#H MPOUCXONMT BCTABKA WIM BBIMAJACHHE
OJHOH MY HECKOJIBKMX Map HYKJICOTHIOB.

Cubcet — 6patbs u cecTpbl (poaHbie, ABOIOPOAHbIE).

Cundpom — YCTOMYUBOE COYETAHHE KOMILIEKCA MATONOrMYECKHX
TIPU3HAKOB.

Cundpom  Boasgpa—Xupuixopha — CUHAPOM MHOXECTBEHHBIX
BPOXAEHHBIX MMOPOKOB Pa3BUTHs, OOYCIOBNEHHBIN JeNeuueil KopoT-
KOTO fineva 4-i XpoMOoCoMB!.

Cundpom Jlayna — CUHAPOM MHOXECTBEHHBIX BPOXICHHBIX O-
POKOB pa3BUTHs, 0OyCIOBIEHHBIH TpMcOMueil 1o 21-it xpoMocoMe.

Cundpom  Knaiingheamepa — XpomocomHas 6onesHb, 06yCIOB-
JIEHHasi HAIMYMEM B KIETKAX MYXCKOIO OpraHvM3Ma HOMOJHMWTE -
HO¥ X-XpOMOCOMDbI.
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Cunopom <«Kouiaupe20 Kpuka» — KOMIUIEKC MHOXECTBEHHBIX
BPOXAEHHBIX IOPOKOB Pa3BHTHs, OOyCIOBNEHHBIA YaCTUYHON nese-
LUei KOPOTKOro Iieda S-if XpOMOCOMBI.

Cundpom Jlewa—Huxana — reHHoe 3abojieBaHHE C PELECCHB-
HbIM TUIIOM HAC/e[OBaHUs, CLEIJIEHHOTO ¢ X-XPOMOCOMOH, MposiB-
JISIOLEECH THIEPYPEKEMUEH.

Cundpom Mopuca — GOPMHUPOBAHUE KEHCKOTO (EHOTHNA NpH
renorune XY B pe3ynbraTe HeuyBCTBUTEIbHOCTH PELENTOPOB coMa-
THYECKHUX KIIETOK K MYXXCKOMY TNOJIOBOMY TOPMOHY.

Cundpom Opbesu — KOMIUIEKC MHOXECTBEHHBIX BPOXACHHBIX
TOPOKOB Pa3sBHUTHUsI, OOYCIOBICHHBIH YaCcTHYHOI aeneuueint IIMH~
HOro 1ieya 13- XpoOMOCOMBI.

Cundpom Ilamay — KOMIUIEKC MHOXECTBCHHBIX BPOXIEHHBIX
[IOPOKOB Pa3BUTHs, 0OYC/IOBIEHBHBIH TPUCOMHEH NO 13-i4 xpomMocoMe.

Cundpom  mpucomuu 1o KOPOMKOMy nae4y 9-ii xpomocomel —
KOMIUTEKC MHOXECTBEHHbIX BPOXICHHBIX [OPOKOB pasBuTHs, oOy-
C/IOBJIEHHBI 4aCTMYHOW TPUCOMMEN TI0 KOPOTKOMY ruiedy 9-if xpo-
MOCOMBI.

Cundpom mpucomuu X — XpoMocomHas 6onesHb, 0OycnoBiieH-
Hag HaIMuMeM Yy JKEHCKOTO OpraHu3Ma [OTIOJHMTENbHOW X-Xpo-
MOCOMB!.

Cundpom @pazunvholi (10MKOL) X-xpomocomsl — YMCTBEHHAs OT-
CTAJIOCTh, COYETAIOWAsAcs ¢ OCOOEHHOCTAMMN Pa3sBUTUSI OPraHU3Ma,
obycnosnenHas myraumeit Xq28. Tun HacneaoBanus — X-cuemneH-
HBIA peleCCUBHBIA.

Cundpom Illepemesckoco—Tepuepa — XPOMOCOMHAsST GONIE3Hb,
0GYC/IOBNEHHAsA OTCYTCTBHEM Y XEHCKOTO OpraHM3Ma OAHO¥M X-
XPOMOCOMBDL.

Cundpom Ddeapoca — KOMIUIEKC MHOXECTBCHHbIX BPOXACHHbBIX
MIOPOKOB Pa3BUTHsi, OOYCIIOBNEHHBI TpUcOMuUEi No 18-i1 xpomocome.

Cunxapuon — THOpUAHAS COMaTMYecKasi KIIETKA, COACpXauias
XPOMOCOMBI [IBYX POAHTENbCKUX KJIETOK.

Ckpewgusanue aHaausupyroyee — CKpeluBaHue ocobu, Hecyuiei
JOMMHAHTHBIA MPU3HAK, C PELIECCUBHON TOMO3UIOTON Ui BbIACHE-
HHA reHoTMna NePBOi.

Ckpewjusanue 6036pamnoe — cKpelmupanue rubpuaa riepsoro
NOKOJEHUSI ¢ ONHOW W3 POAUTENBCKUX (OpM (PELECCUBHOW TOMO-
3UTOTOM) ANS BbIACHEHUs T€HOTHIIA THOPHAA.

Cxpeuueanue peyunpokHoe — CKPEIMBaHNE ABYX PONUTEJIbCKUX
ocoGeii, TP KOTOPOM CHayala reTepO3UTOTHOW ABAAETCA MATEPUH-
cKasi 0cObb, a PelleCCUBHOI — OTLOBCKas, a 3aTEM — HaobOPOT.

Cmepmb 6Guonoeuueckas — HEOBPATUMOE MPEKPAIUEHUE KH3HE-
[EATEILHOCTH OpraHM3ma.
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Cmepmo KauHuveckan — MpPEKPalleHHE BaKHEHIIHX XU3HEHHDBIX
¢yHkuuit (moTeps CO3HAHMA, OCTAHOBKAa CEpALA, TNpeKpalicHUe
IbIXaHUS). :
~ Cneilicepu — nebonbiune yyactku THK asyxapuor, oTnensiomme
IPYT OT Apyra CTPYKTYPHbIE I'€HBI.

Cnepmamozenes — mpouecc obpasoBaHHg M CO3peBaHMA cIiep-
MaTO30HMAOB.

Cnaaticune — COBOKYITHOCTb PEaKUMi «CLUMBAHWUS» OTAEAbHBIX
uHdopmaTuBHBIX pparmenTos nipo-uPHK ¢ o6pazosanuem nPHK.

Cnymnux — CerMeHT Tuledya XPOMOCOMEI, OTAeNSIeMbili BTOpHY-
HOW NEPEeTSDKKON.

Cmapocms — 3aKIIIOUMTENBHBI  3Tan OHTOreHesa, 3aKaHYM-
BAIOLLHICST CMEPTHIO.

Cynepmymaeenst — MyTareHnl (4alle XHMHYECKOH MpHUPOIBI),
MOBHIILAIOIIE YACTOTY MYTallMif B COTHH—IECATKH ThICSY pas.

Cynpeccop (VHTMOUTOp) — reH, TONABAAIOUWIMI NEHCTBHE OpY-
rOro HeaUIeIbHOTO TeHa.

Cpuenonunudosst — TPYNINA TEHHBIX 33BONEBAHMI C ayTOCOM-
HbHIM WM CUEIUICHHBIM ¢ X-XpOMOCOMOM pELECCUBHBIM THIIOM
HacjiefioBaHus, OOYCIOBJICHHBIX ‘HApPYLUEHHEM CHHTE3a (GEpPMEHTOB,
KaTaJIM3UPYIOUIUX pacileryieHue cOUrHOMMUMUOB.

Cuyensenue 2en06 — COBMECTHAsI Nepelaya IeHOB ONHON XpOMO-
COMBI.

Cuennenue Henonnoe — SIBIEHHE, TIPU KOTOPOM TIPOMCXOIMT
KPOCCHUHIOBED M IEHBl, JIOKAIN30BAHHBIE B ONHOM XpOMOCOME, Me-
pelaioTcs BMECTE He BCeTaa.

Cyennenue noanoe — sIBJIEHME, TIPH KOTOPOM KPOCCHHIOBEpa He
NPOUCXONMT ¥ IEHbI, JIOKAIM30BAHHbIE B OXHOW XPOMOCOME, Nepe-
JAIOTCSl BMECTe BCErna.

T

Tanaccemuu — Tpynna TeHHBIX 3a00JieBaHMiA, CBS3AHHBLIX C
YMEHBUIEHHBIM CONEPXaHUEM ITIOOMHOB WM MX OTCYTCTBHMEM.

Teaomep — KOHLIEBOH y4acTOK MJieYa XPOMOCOMBI,

Tepamonocusa — HayKa, H3Y4yalollas BPOXIEHHbIE MOPOKH H
aHOMAJIMU PA3BUTUSA XHUBOTHBIX U YEJOBEKA.

Tepmunayua — KOHeELl TPAHCKPHITLUK U TPAHCISLMH.

Tomunomenmuocmos — GYHKUMOHANBHAS PABHOLEHHOCTh 6na-
CTOMEPOB Ha PaHHMX CTaaMsIX 3MOpuoOreHes3a, Korna Kaxiblii M3 HUX
crocobeH aarb Hayalo LieJIOMY OpTaHU3MY.

Tpansuyus — MyTauMsl CTPYKTYPHBIX T€HOB, TpM KOTOPO# Mpo-
UCXOAUT 3aMeHa OJHOFO MYPMHOBOTO OCHORAHMS Ha APYroe nypH-
HOBOE€ WJIM ONHOro MHPHMMIANHOBOTO Ha ApPYroe NUPHUMHUINHOBOE.
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Tpanceepcus — MyTallMsl CTPYKTYPHBIX TEHOB, TNPH KOTOPO#
MPOUCXOANT 3aMeHa MyPUHOBOIO OCHOBAHUSI HA MMPUMUIMHOBOE
WIM MMPUMHINHOBOTO Ha MypUHOBOE.

Tpanceecmusm — IOJIOBOE U3BPALICHHME, MPH KOTOPOM BO3OYX-
IeHMe W YIOBNETBOPEHHE JOCTUIAIOTCA NMPH MEPEOAEBAHNY B OACKIY
TPOTHUBOTIOIOXKHOTO MMOJIa.

Tpancdykyus — mepeHoc yyactka Monekynbl JAHK ot oaxoro
wrTamma GakTepuit K Apyromy rocpeiactsoM Gakrepuodara.

Tpanckpunmon — €IMHULA CYMTHIBAHUA TeHETHYECKOW MHGOp-
MaLMHU Y 3YKapHOT.

Tpanckpunyus — TePeNMCiBAHUE TEHETHUYECKON MHGbopMalUK
¢ JHK na nPHK.

Tpanckpunyus obpamuas — Tepefaya TeHeTHYeCKoi uHopma-
unu or PHK Ha JHK ¢ momoubio ocoboro ¢epMeHTa peBepTashl
(oBpaTHas TPaHCKPUIITa3a).

Tpancaokayusa — abeppauysi, MPU KOTOPOH (PPArMEHT XPOMO-
COMBI BKJIIOYAETCS B JPYroe MECTO TOM XK€ XpOMOCOMbI MM B ApY-
[YIO TOMOJIOIMYHYIO WJIN HETOMOJIOTUUHYIO XPOMOCOMY.

Tpancaauus — «NepeBol» IOPSAKA HYKJICOTHAOB MOJIEKYbl
uPHK B onpejieHHYIO MOCJE10BATENIBHOCTD AMMHOKHMC/IOT TOIMNeN-
TUHA.

Tpancnosons: («IPBIralollide» TeHbl) — TOBTOPAIOLIMECS TIOCe-
noBatenbHOCTH Hykieotuaos Mmonekyasl HHK ¢ HermocrosHHo#M
JIoKau3aumen.

Tpanccexcyarusm — CTOMKOE HECOOTBETCTBHE TMOJIOBOTO CaMo-
CO3HAHMSA 4YeOoBEKa €ro MCTUHHOMY TeHETHUYECKOMY H TOHAJHOMY
nofy (outyiienue IPHHAANEKHOCTH K APYroMy noJy).

Tpancopmayuss — CNOCOGHOCTb PA3HBIX WITAMMOB GakTephuii
obMeHuBarbesl yuactkamu monekyn JHK, MaMeHsst npd 3ToM CcBOM
cBoiicTBa. ,

Tpucomus — Pa3HOBUIHOCTb AHEYTUIOUANM, TIPH KOTOPOH K ma-
pe TOMOJIOTHYHBIX XPOMOCOM J00ABISAETCS TPETbS.

Yy

Yavmpacorozpagus — MCIONB3OBAHUE YIbTPa3ByKa JUIsl Mony4de-
HUSt U306paxKeHus Mmiona U ero obosouex.

>

Qen — MopdonorHueckuii WM GU3HOIOTHYECKHI NMPU3HAK,
$OpMHUpOBAHHE KOTOPOTo JETEPMMHUPYETCS TE€HOM W 3aBUCHUT OT
yCNOBHI{ BHEUIHEH CPERBL. :
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QDenunkemonypus — reHHoe 3aboseBaHME ¢ ayTOCOMHO-
PCLECCUMBHBIM THITOM Hac/cAOBaHMsi, oOycloBieHHOe HapymieHWeM
cuHTe3a depMeHTa (PeHWTATAHHHTHAPOKCUIIA3bI, KAaTaU3UPYIOLLETO
npespalleHue GeHUIATaHHHA B THPO3UH.

Denoxonuu — U3MeHeHUs! GEeHOTHIIA MOJ BIUSHHEM (DAKTOPOB
cpelbl, KONUPYIOLIME NMPU3HAKU APYroro reHOTHIIA.

@Denomun — COBOKYMHOCTb TIPU3HAKOB M CBOMCTB OpPraHM3Ma,
Pa3BUBAIOILUXCS MPH B3aUMOJEHCTBHU T€HOTHNA ¢ GaKTOpaMH cpe-
Il

Depmenmonamuu — HapYUWIEHUS] AKTUBHOCTH HEPMEHTOB BCle -
CTBUE TeHHBIX MYTAllMi{, PUBOASILIIKE K HACJIEACTBEHHBIM OOJIE3HAM
oOMeHa BeElleCTB. )

DemocKonus — BHYTPHYTPOOHbLIH OcMOTp TUlofa ¢GubpoonTHye-
CKUM 3HIOCKOTIOM,

Qusuxanenste demepmunanme: noaa — MopdhohH3NoIOrHyecKue
LNETEPMUHAHTHI, OMpPECNSIOINE NON ¥ YEJIOBEKA U XUBOTHBIX.

X

Xuasma — nepexpecT XpOMaTHA OMBANCHTOB BO BPEMSI KOHBIO-
raiuy B npodase Meiiosa L.

Xopuonbuoncus — B3ITUE SMUTETUS BOPCUHOK XOPUOHA VIS LiU-
TOT€HETHUYECKUX Y OHOXMMHUYECKMX MCCIIEJOBAHHUH.

Xpomamun — pe3okcupubonykieonporens, kommuieke JHK u
TMCTOHOBBIX OENIKOB.

Xpomocomer eomoao2uunble — OTVMHAKOBBIE 110 (HOPME, BEIIMYUHE
M TEHETUYECKOH CTPYKTYpe XPOMOCOMBI, B ORMHAKOBBHIX JIOKYCAax
KOTOPbLIX Pacrofaraiorcs ajielbHbie reHbl.

L

Ilenmpomepa — TiepBUYHAS MEepPETAXKKA XPOMOCOMBI.

Lukn Knemounwvili — TIEPHOA B XM3HENESATENBHOCTH KIETKH OT
MOMEHTA €€ TIOSIBJIEHUs] 10 Tubenn WiM ofpa3oBaHUsd NOYEPHUX
KJIETOK.

Huxn mumomuyeckuii — nepuos B XUIHEACATEILHOCTH KIIETKU
OT MOMEHTA €€ 00pa30BaHUs 10 pa3fe/IEHUsI HAa TOYEPHUE KIIETKH.

Lucmpon — envHuua GYHKUMM T€HA; LUMCTPOH TPUMEDPHO pa-
BEH TEHY.

3

JK30H6l — MHOOPMATUBHBIE YYACTKH CTPYKTYPHBIX FEHOB 3yKa-
PHOT.
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Jrcenpecc-memodsr (CKDUHHHT-METOAB) — OBICTphle, NpeaBapu-
TeJIbHbIE METOABI NUATHOCTMKM HACJIEACTBEHHOW TIATONIOTHUH YEJiOBE-
Ka.

Jrcenpeccuenocms — creneHb (beHOTHIIMUYECKOIO IPOSBIEHUS
resa.

Daoneayua — NpoLecc TPaHCIALHH.

Indomumos — pa3HOBUAHOCTb MHUTO32; YIABOEHHE XpOoMOCOM 6e3
JefleHUs Aapa, YTo NPHUBOAUT K OOpas’OBAHUIO MOJUIUIOMAHBIX Kile-
TOK.

Bnucmaz — MeXaJUleIbHOE B3aUMOJCHCTBUE, NIPH KOTOPOM [O-
MUHAHTHBIA (PEUECCUBHBIA) reH OQHOI aUIe/IbHOM Naphbi MOAABNSIET
IeWCTBUE NOMMHAHTHOIO (PELECCUBHOrO) reHa IpYroil ajulejbHOM
naphl.

Bykapuomsi — OPTAaHWU3MbI, KJIETKH KOTOPBIX MMEIOT odopM-
JIEHHOE SApO.

Ipexm noaoxcenus — B3IAUMHOE BAUSHUE FEHOB PasHBIX ajUie-
Jieil, 3aHUMAaIOLWMX OM3Nexalye JOKyCchl OHOW XPOMOCOMBI.

Spgexm podonauanvhuka — SBIAEHHE LIMPOKOIO pacipocTpaHe-
HUS B M30JIATaX PEAKOTO FeHa, ecM Monyasuus Oeper Hayano oT
HeOGOBbLIOH IPYNHbI JTIOAEH.

fa

Slopo — o0s3aTenibHBlE CTPYKTYPHBIII KOMIIOHEHT 3YKapuoTHYe-
CKOM KJIETKH, B KOTOPOM XpaHMTCSI OCHOBHAasl T€HETW4ecKasi WH-
dbopMaums.

Sdpbiutko — COCTABHOW KOMMOHEHT siipa 3yKAapuoT, B KOTOPOM
CHHTE3MPYIOTCS CyOBeIMHULIBI pHOOCOM.
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