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BBEJAEHUE

OpHoii u3 Hanbosee BAKHBIX AUCIUIUIMH B MEAUIIMHCKOM OOpa30BaHUM SIBJISI-
€TCSl MEIMIIMHCKAsI TeHEeTHKa, WM aHTpornoreHeTnka. OHa pacKphIBaeT OWOJIOTHYE-
CKHE OCHOBBI HAaCJIE/ICTBEHHBIX 3a00JIEBaHUI YeJIOBEKAa. 3JHAHUE T'€HETUYECKON Mpu-
POJIbI TIATOJIOTHH YeJIOBEKa MO3BOJISIET MOHSTH ATHOJOTHUIO U MAaTOT€HE3 MHOTHX 3a-
00JIeBaHUM, MOCTABUTh TOYHBIM JUArHO3, MPOTHO3UPOBATH XapaKTep TEUEHHUS, BO-
BpEMsi OCYIIECTBUTh UHAMBHUAYaJIbHOE JeueHue. OyHIaMeHTaIbHBIMU MpoOiieMaMu
AHTPOITOTCHETHKH SIBISIFOTCS: pa3paboTKa HOBBIX BHICOKOA()()EKTUBHBIX METOJIOB JTH-
arHOCTHKH, JICYCHUS U IPO(UIAKTUKN HACIEICTBEHHO 00YCIOBICHHON MaTOJIOTHH.

B nocnennue necsaTuieTus aHTpororeHeTuka OypHo pasuBaetcsi. Hambomb-
U MPOTpecc OTMeUYaeTcs B 00JaCTH MOJIEKYJISIPHON TeHETHKHU YesioBeKka. B HacTto-
diee Bpemsi pa3padaTrbiBatoTcsi HOBbie MeTo bl aHanu3a JIHK, BeIsBisitoTCS nepBUY-
HbIE TeEeKThI TCHOB psifa 3a00JICBaHMM, PENIAIOTCS BOMPOCHI TEHHOW WH)XCHEPUU U
TeHOTEpaInu.

JlocTKeHUSI TEHETUKHU UCIOJIB3YIOTCS TIPU U3YYEHUH MPOOJIeM UMMYHOT€He-
TUKH, TPAHCIUIAHTALIUU OPTaHOB U TKaHEW, OHKOJIOTUM, OMOTEXHOJIOTUU, TUTUEHUY €-
CKOM OIICHKH OKPY>KaIoIle Cpejbl, B ONpPENeICHU WHIUBUIYATbHON peaklud Ha
BBEJ/ICHHE JIEKAPCTB.

3HaHUS aHTPOIMOTCHETUKU HEOOXOAUMBI Bpady JI000M crenralbHOCTH. M3y-
YEeHUE OCHOB aHTPOIIOTCHETUKH TO3BOJIUT NEANATPY JyUIlle MOHATh MPUPOTY MPOUC-
XOKJICHUSI BPOKJIEHHOM MaTOJOTHH, pa3padoTaTh palldOHAIBHBINA MOAXO] K JIUarHO-
CTUKE Y JICUYCHUIO TIOPOKOB PA3BUTHUS Y JICTEH.

JlanHOe ydyeOHOe MocoOue CONEPKUT MHPOPMAITUIO O COBPEMEHHBIX METO/AAX,
WCITOJIB3YEMBIX JIJIS U3YYCHHUS HACJICICTBEHHOCTH U M3MEHUYUBOCTH Y YeJIOBEKa. DTH
3HaHUS OyIyT BOCTpEOOBaHbI B TMPHUOOPETEHUU TMPAKTUYECKUX HABBIKOB TpU
JTMArHOCTUKE T€HETUYECKOM MaTOJIOTUU Y YeJIOBEKa.

YuebHoe mocodue HampaBiIeHO Ha (OPMUPOBAHIE KOMIETEH M

- TOTOBHOCTb K CAMOPa3BUTHIO, CAMOpEATIU3alNK, CaMOOOPa30BAHUIO, UCTIOJb-
30BaHMIO TBOpueckoro noreHimana (OK-1);

- TOTOBHOCTH peliaTh CTaHJAPTHBIC 3a7a4i TPO(PECCHOHATEHOMN NeATeTbHOCTH
C MCIOJIb30BaHKEM UH(OPMALINHU, MeIUKO-0ronorndeckoit Tepmunonoruu (OIMK-1);

- CITIOCOOHOCTH BBISIBJISITH Y MAIIMEHTOB OCHOBHBIC MATOJIOTHYECKUE CUMIITOMBI

u cuaapombl 3a0oseBanuii (ITK-6).



HEJIb U 3AJAYU AHTPOIIOI'EHETUKHA

AHTponoreHeTuka («antropos» — OT TPEYECKOT0 YEJIOBEK) — pa3/ieil FeHETHKH,
M3Y4YaloNui 3aKOHOMEPHOCTH HACIEIACTBEHHOCTH W M3MEHYHMBOCTH, OCOOECHHOCTHU
MIPOSIBJICHUSI IPU3HAKOB Y YEJIOBEKa B HOPME U MX U3MECHECHHE TP JEHCTBUU OUOTH-
YECKUX, aOMOTUYECKUX, aHTPOIOTEHHBIX (PAKTOPOB OKpyXKaromiei cpeabl. OCHOBO-
MOJIOKHUK oTedecTBeHHOM anTponoreHetuku C.H. /laBunenkos, pazpaboTan mnpuH-
UMbl pabOThl MEIUKO-TEHETUYECKUX KOHCYJbTAIMM, MPOBEN aHAIU3 HACJIE/ICTBEH-
HbIX 3a0o0eBaHui YenmoBeka B Poccuu, m3ydan mpoOjaemMbl TUArHOCTUKH W TIPOQU-
JAKTUKU HACJIEICTBEHHBIX 3a00JICBaHUI HEPBHOW CUCTEMBI.

B nHacTosimiee BpeMs reHEeTHKa YeJI0BEKa UMEET PsiJl CAMOCTOSITENbHBIX pa3fe-
JIOB: IUTOTEHETHKA, OMOXUMUYECKas U MOJEKYJIsIpHAsl TeHETHKA, palualluOHHAs Te-
HETHKa, IMMYHOT€HETHKA, (hapMaKOr€HETHKA, IOy IMOHHAS TeHETHUKA.

Leab aHTPONOr€HETUKH - pa3paboTKa METO/I0B IUATHOCTUKH, JIEYEHUS U MPO-
(bUIaKTUKK HACJIEACTBEHHOMN MAaTOJIOTUM YEJIOBEKa.

IIpeamer u3ydeHUst aHTPOIIOTCHETUKH - HACJIEJACTBEHHbIE OOJIE3HU, TEHETHYE-
ckue (paxTopbl, 00YCIOBIMBAIOIINE MTATOJIOTHIO Y YEIOBEKa.

O0beKT U3y4eHUs METUIIMHCKOW T€HETUKU - YEJIOBEK.

Yenosek - crnenudpuyeckuii oOBEKT JJIsi TeHETHYEeCKOro aHanuza. M3yueHue
T€HETUKH YEJIOBEKA CBS3aHO C OOJIBIIMMU TPYIHOCTIMU, KOTOPbIE 00YCIOBIICHBI:

1) COXHBIM KapUOTHUIIOM - OOJIBIIOE YUCIO XpoMocoM (23 mapsl, 46 XpoMo-
coMm) ® Tpynn cuerieHus (23 u 24 y KeHIIUH U MY>KYUH COOTBETCTBEHHO). Yucio
T€HOB IO MOCJIEIHUM JaHHBIM COCTaBIIsIeT MPUMEPHO 25 - 30 ThIC.;

2) mo3HUM MOJIOBBIM co3peBanueM (11-13 net y neBodek u 14-16 net y maiib-
YUKOB);

3) peaxoii cMeHo# mokosieHui (okoo 30 er);

4) Manoro KOJIM4ecTBa MOTOMKOB;

5) HEBO3MOKHOCTBIO IKCIIEPUMEHTUPOBAHUS;

6) HEBO3MOXKHOCTHIO CO3/JaHUS OJIMHAKOBBIX YCIOBUM JKU3HU JJII BCEX UJICHOB
M3y4aeMOU CEMBH.

3amaum aHTPONOTCHETUKH:

1) uzydyeHue TUNOB HACJIEIOBAHMS MPU3HAKOB U CBOMCTB YEJIOBEKA B sy IO-

KOJICHUIA;



2) pa3paboTKa METO/I0B PaHHEW AMArHOCTUKH HACIEICTBEHHOM MaTOIOTUU Y-
TEM COBEPIIICHCTBOBAHUS IPEHATAIBHON U SKCTIPECC-AMarHOCTUKH,

3) MHUPOKOE BHEPECHNE MEIUKO-TEHETHUECKOTO KOHCYJIbTUPOBAHHS,

4) onpeneneHue JOKaIU3allii T€HOB YEJIOBEKa,;

5) coBepIICHCTBOBAaHUE U pa3pa0d0TKa HOBBIX METOJOB TEHHOW TepaItiu
HaCJICJICTBEHHBIX 3a00JICBaHMUIA;

6) BBISIBIICHE TEHETUICCKHU OMACHBIX ()aKTOPOB BHEIIHEH CPEJIbI.

HecmoTpst Ha miepedrciieHHbIe TPYIHOCTH, TeHETHKA YeJI0OBeKa M3y4deHa Ha ce-
TOJHS Jy4Ille, YeM IeHeTHKa MHOTHX JIPYTHX OPraHU3MOB (HAIpUMEp, MICKOMUTAa-
Io1MX) Onaronapsi HOTPEOHOCTSIM MEAMIIMHBI M Pa3HOOOPA3HBIM COBPEMEHHBIM Me-
TOoJaM HccienoBaHus. PazpaboTraHo O0JIbLIOE YMCIIO CHEUAIbHBIX METO/A0B HU3yYe-
HUS HACJIEJCTBEHHOCTH M U3MEHUYMBOCTH Y JIIOJIEH, O3BOJISIOIIMX KOMIIEHCUPOBATH
BBIIICTIPUBEACHHBIE TPYAHOCTU. OCHOBHBIE METO/BI UCCIIEIOBAHUS F€HETUKH Yello-
BeKa, MPUMEHsIEMbIE B HACTOSIIIEE BPEMsI B OTE€UECTBEHHON MEIHUIIUHE:

® T'cHEAJOTHYECKUM,

e OJIM3HELOBBIN;

® TOMYJISAIIMOHHO-CTAaTUCTHUECKUN;

® [IUTOTC€HECTUYCCKUM,

® TCHETUKU COMATHYECKUX KIIETOK;

® OMOXMMHUYCCKHIL;

® MOJIEKYJISIPHO-TEHETHYECKHUE;

® MaTEeMaTHYECKOTO M OMOJIOTUYECKOTO MOJICIIMPOBAHHS;

® JIepMaTOrTU(PUUECKUH;

® MMMYHOI€HETUYECKUU.



TEHEAJIOTUYECKHWH METO/]

['eneanornueckuii MmeTos (OT CJIOBa «TCHE-
aJoTus» - YYEHHE O POJIOCIOBHBIX) OBbLI BBEJICH B
1883 1. copom @. T'agpToHOM (puc. 1). Pomo-
CJIIOBHAsl — 3TO CXeMa, OTpa)KkaroIas poJACTBEHHbIC
CBSI3U MEXIY YJIEHaMH OJHOM ceMbH. I eHeanoru-
YECKHI METOJI OCHOBBIBACTCSl HA TIOCTPOSHUH PO-
JIOCIIOBHBIX W TPOCJIC)KUBAHUM TIEPEIayu OIpe-
JIEJICHHOT'0 MpHU3HaKa WUiu 00Jie3HU cpenu Onu3-

KUX U OJAJbHHUX, IIPAMBIX W HCIIPAMBIX POACTBCH-

HHUKOB, TO €CTh B pAOY IMOKOJICHUI.

Puc. 1. Cap Opoucuc
lanpron (1822 r.-19111.)

IIpaBuia cocraBjieHHus POAOCIOBHBIX

YenoBek, ¢ KOTOPOTO HAYMHAETCS COCTABICHHE POIOCIOBHOW Ha3bIBACTCS
npobanoom. PonHbie OpaThsi U CeCTpbl MpoOaHaa HA3BIBAOTCS cubcamu. Jletu, y Ko-
TOPBIX O0IIasi MaTh, HO Pa3HbIE OTIIbI, HA3BIBAIOTCSA €0UHOYMPOOHBIMU, & Y KOTOPBIX
001 OTell, HO pa3HbIe MATEPU — eOUHOKPOBHbIMU cubcamu. ECn B ceMbe UMEIOTCS
JIETH OT Pa3HbIX OPaKOB, MPUYEM, Y HUX HET KPOBHOTO POJICTBA, TO MX HA3BIBAIOT
c800Hble (HaTIpUMeEp: JIETH OT MEePBOTo Opaka MaTepH U OTIIA).

[TocTpoeHune pomOCIOBHOTO ApeBa HAYMHAKOT C CAaMOI'0 CTapUIEro MOKOJIEHHUS.
Kaxxnoe mokosieHune pacmojiaraioT B OTIEIBHOM CTpOKe, U 0003HAYaIOT PUMCKOU
uudpoii. Bce uneHbl ceMbU JTOJKHBI PacnoyiarathCsl MO MOKOJICHUSIM CTPOTO B OJIMH
psan. B ponocnoBHol apabckumu 1udpamMu HyMEpYIOT ClieBa HalpaBoO BCEX UJICHOB
OJHOTO IOKOJIEHUS.

[ToaTOMy BCE 4JIEHBI POJOCIOBHOM MMEKOT CBOM HOMEP, COCTOSIIHUN U3 PUM-
CKOM M apaOcKoi mudp.

OOBIYHO POJIOCIIOBHASI COCTABJISETCS MO OJTHOMY NMPHU3HAKY WU OJHOMY 3a00-
neBaHuio. PosocnoBHast JOKHA UMETh JIETEHy, T.€. OSICHEHWE WM aHaMHe3. [Ipu

COCTaBJICHHH POJIOCIIOBHBIX UCIOJIb3YIOT CTaHAapTHBIE 0003HAYeHUS (puc. 2).
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Puc. 2. Cucrema cumBosnoB pogocinoBHo# 1o I'. FOcty

Menunko-reHeajJjoru4ecKuii MeTo/ M03B0JIAET YCTAHOBUTD:

1) HaceCTBEHHBIN XapaKTep MPU3HAKa;

2) TUII HACJICOBAHUS;

3) 3UrOTHOCTH JIMI] B POJIOCIOBHOM;

4) neHeTpaHTHOCTh T'€Ha,

5) BEpOSITHOCTh POKJICHUS PEOCHKA C JAHHOW HACJIEACTBEHHOM MaTOIOTUEN.
JTanbl aHAJIN3a TeHeAJIOTH4YeCKOoro JpeBa:

1) cOop JaHHBIX O HAJIMYUH AHATU3UPYEMOTO MPU3HAKA Y KPOBHBIX POJCTBEH-

HUKOB 00CJIElyeMOT0 B TpeX U 00Jiee MOKOJIEHUAX (aHaAMHE3, JIETEHIA);

2) IOCTPOEHKE POJOCIOBHOIO JAPEBA C UCIOIB30BAHUEM CUMBOJIUKHY;
3) aHanus;
4) 3aKJII0YEHUE.

MeToauka cocTaBjeHUs] POAOCITOBHBIX

1. PomocinoBHOE JpeBO HAUMHAIOT COCTABIATH ¢ Mpobanaa. CumBoa nmpobdanja,

B 3aBUCHMOCTH OT T0j1a (KBaJpaTHK WJIN KPY)KOK), 0003Ha4daeTcst ctpeakoi. OT mpo-

6aHz[a Ha4YMHAIOT pacliojaratb OCTaJIbHBIX YJICHOB pOI[OCJ'IOBHOfI.

2. CHavasia pa3MeIarT CUMBOJIBI POJIHBIX OpaTheB M cecTep MpobaHa B MO-

PAAKE UX POXKIACHHA, CJICBA HAIIPAaBO, COCANHAA «I‘paq)I/IquKI/IM KOPOMBICJIOM» .

8
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3. 3aTeM BbIIIE JIMHUK MPOOaHIa YKa3bIBAIOT POAUTENEH, COeANHsS UX rpadu-
4ecKuM 0003HAYCHHEM 3HaKa Opaka, MPOBOIAT JTHHUIO, COSAMHSIONIYIO C KOPOMBIC-
J0M» mpobaHa:

17 18

4. B psiy OKOJIGHUS POJUTENEH pacrlojararoT CUMBOJIBI UX OpaTheB U cecTep

C CYIIpyraMi, poJICTBEHHUKOB CYIIPYTOB B COOTBETCTBUH CO CTENEHBIO POJICTBA:

15 16 17 [ 18 19 20
1 1

5. Beimie poauTteneit n3o0pakaroTcs MOKOJIEHUs 0a0yIek U AeAyllek, ux oOpa-

ThEB U CECTED;

6. Hmwxe nuHMM nmpobaHIa yKa3bIBalOTCS, €CITU €CTh, €0 JIETH U IIEMSHHHKH,
COEJIMHEHHBIE COOTBETCTBYIOIIMM 00pa30M C JUHUEH UX POIUTENCH;

7. Ecnu B ceMbe HECKOJIBKO HE CBSI3aHHBIX MEXKIY COOOM HACIEACTBEHHBIX 3a-
00JIeBaHMUIA, TO COCTABIISIOT POJIOCIOBHBIC ISl KAXKIO0W MATOJIOTHH OTIENBHO;

8. ITocne cocTaBieHHsT pOIOCIOBHOTO APEBA HAUMHAIOT TEHEAJIOTHUYCCKII aHAIIH3.

AHAJIU3 POJ0CIOBHOI BKJIIOYAET:

e OIpE/CIICHUE THUMA HACJCIOBaHUSA TNpH3HAKa (ayTOCOMHO-JOMHHAHTHOE,
ayTOCOMHO-PELIECCUBHOE, CUEINIEHHOE C X-XPOMOCOMON JOMHUHAHTHOE, CLETJIEHHOE
¢ X-XpOMOCOMO# PELeCCUBHOE, FOJIaHAPHUCCKOE);

e 10 BO3MOXHOCTH YKa3bIBaIOT T€HOTHUIIBI BCEX YIEHOB POAOCIOBHOM;

e BBISBISIOT HAJTMYME B3aUMOJEHCTBUS ajliesield T€HOB;

e OMNpEIESIOT BEPOSTHOCTh POXKACHUS pPEOCHKA C HCCIEAYyeMOW HacleI-
CTBEHHOM MMATOJIOTUEH.

Ha ocHOBaHMM MPOBENEHHOTO aHAIU3a MPOTHO3UPYIOT BEPOATHOCTH MPOSIBIIC-

HHJ ITaTOJIOTUH Y IIOTOMCTBA.



[TpuMeHeHre reHeaornuecKoro MEeTO/1a TI0Ka3ayio, YTO MPU KPOBHOPOICTBEH-
HOM Opake 3HAaYUTEIIbHO BO3pacTaeT BEPOATHOCTH MOSBIICHUS B TIOTOMCTBE 3a0o0Je-
BaHUH C PEIICCCHBHBIM THIIOM HACIJICJIOBaHUS, BPOXKICHHBIX aHOMAJIUNA, MEPTBOPOXK-
JCHHA. DTO OMpeessieTcss TeM, YTO y POJCTBEHHUKOB Yallle BCTPEUAIOTCS PEIIECCHB-
HBIC JUICNIM TEHOB OJJHOTO HACIIEJICTBEHHOTO 3a00JIeBaHUs U B Opake HOCUTEIEH 3TO-
'O aJUIETIsl BEPOSITHOCTh TOMO3UTOTHOTO PEIIECCUBHOTO TEHOTHIIA COCTABIISIET 25%.

[Tpumep: HacnenoBanue remModuaun B mapckux nomax Espormsr (puc. 3).

Koponesa BUKTOPWA B AHITIMK

I T S A A

Anwca Neononen Eea‘r]pulcca
(BCBD—A IJ_'I | $ éll:&m*:l ‘ ‘ i
Wpena @®pe-  Anex-|Huko-  Anuca Bukropua-| Ansdow-  Mopuc
AepwE  caHapa | nan |l Esrenus co X
Buneam B McnaHuu
sba b0500 RboO0m
Bonsnemap TeHpu Anexcer BUCKOHT AnkdhoHce
e Mpyccun B Mpyccum B Poccum TpemaraH B WMcnaHuu

Puc. 3. HacnenoBanue remoduinu B apcKux 1oMax EBpoOIbL.

Hcnonb3ysi TeHEAIOrHUeCKUil METO/I, OBLUTA OTPE/IeTICHBI TUITHl HACTIEAOBAHUS
MHOTHX MTPU3HAKOB Y YeJIOBEKA.

AYTOCOMHO-TOMHHAHTHBII THII HACJIEIOBAHMS NPU3HAKOB Yy YeJl0OBeKa:

1) 3a0oneBaHue HAOJIIOIACTCS B KaXKJIOM IMOKOJICHUH, T.C. MPOCIICKUBACTCS B
POJOCIOBHOM O BEPTUKAIH (KpOME CITy4yaeB HOBOUM MyTaIluu);

2) TeH, OTBEYAIOIINH 3a MPU3HAK JIOKAIU3YETCS B ayTOCOMHOU XPOMOCOME;

3) mpu3HAK BCTPEYAETCS B POJOCIOBHON YacTO, MPAKTUYECKH BO BCEX TMOKO-
JICHUSIX, OJJUHAKOBO YacTO U Y MaJIbYMKOB, U Y JIEBOYECK;

4) ecnau MPHU3HAK €CTh Y OJHOTO M3 POAUTENICH, TO TOT MPU3HAK MPOSBUTCS
7100 y BCEro NOTOMCTBA (MPU TOMO3UTOTHOM T€HOTHIIE), TUOO0 y MOJOBUHBI (MpHU Tre-
TEPO3UTOTHOM T'€HOTHIIE);

5) ayTOCOMHO-JOMHHAHTHBIM TMPHU3HAK, MPOSBIAETCS KaK B T'OMO3UTOTHOM,
TaK u reTepo3urotHoM renorure (npu 100% nenerpaHTHOCTH);

6) pHUCK poXKACHHUs OONIBHOTO peOeHKa, MPU HATMYUH OJHOTO OOJBHOTO POJIH-

Tens (W 000MX) ¢ TOMO3UTOTHBIM TeHOTHIIOM cocTasiisieT 100%;
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7) pUCK poKACHHUs OONBHOTO pedeHka cocTaBisieT 75%, ecnu oba poauTens
OOJIbHBI K UMEIOT T€TePO3UTOTHBIN TE€HOTHII;

8) puck poxacHus 60IBHOTO pedeHka coctarisieT 50%, MpU HATUYUH OJTHOTO
OOJILHOTO POJUTEINSI C TETEPO3ZUTOTHBIM T€HOTHUIIOM.

[To ayTOCOMHO-AOMUHAHTHOMY THITY HACJIETYIOTCSI BO3MOXKHOCTh CBEPTHIBATH
A3bIK B TPyOOuky (puc. 4), monunakTuiaus (yBEIWYECHHOE KOJIUYECTBO MAaJIbIIEB)
(puc. 5), OpaxumakTHs (KOPOTKOMAJIOCTh, 0OYCIOBICHHAS OTCYTCTBUEM JBYX (ha-
JIAHT Ha Majblax), paHHee 00JIbICEHHE, CPOCIIUECS TabIlbl, KaTapakTa (IOMyTHEHUE
XpyCTalMKa Tja3), XpPYyHKOCTh KOCTEH, aXOHIpoIuia3us (KapJIMKOBOCTH), TiayKoma
(mOoBBILIIEHWE BHYTPUIJIA3HOTO JaBJieHUs), cuHApoM Mapdana (Heropa3BUTHE CO-
SAMHUTEIIPHON TKaHH ), BPOJKICHHBIN BRIBUX Oepa, mojarpa 1 MHOTHE APYTHE.

J

Puc. 5. HacnenoBanue moauIakTHIIHH.

Puc. 4. JloMUHaHTHBIM NPU3HAK - CIIOCOOHOCTH CBEP- JIOMHUHAHTHBIA PU3HAK — MOJIMIAKTH-
TBHIBaTh SI3bIK B TPYOOuKYy (1) M perieccuBHBIN — OTCYyT- JIUs, PEECCUBHBIN — HOPMAJIbHOE KO-
CTBHE ATOH crTOCOOHOCTH (2) JIMYECTBO MAaJIbLIEB.

[Ipumep po10CTIOBHOM C ayTOCOMHO-IOMUHAHTHBIM TUIIOM HacieAoBaHus (puc. 6):
O—|D—IZI @ |
Shbhdeddn ,
* é i é Il

Puc. 6. AyrocoMHO-TOMUHAHTHBIN THI HACIIEIOBAHUS KAaTapaKThI.
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AYTOCOMHO-pelecCUBHBIH THII HAC/IEJOBAHNS MPU3HAKOB Yy YeJIOBeKa:

1) mpu3HAK MOXET MPOSBUTHCS y IETCH, aXKe €CIIM POJUTEIIN HE UMEIOT 3TO-
ro IpHU3HAKa,

2) eCiH POJUTENIN IeTePO3UTrOTHBIC HOCUTEIN OJHOTO U TOTO K€ MyTaHTHOTO
PEIIECCUBHOTO ajuiens TeHa, To B motoMcTBe: 50% neteil - peHOTUnUIeCKH 310POBHI,
HO SIBJISIFOTCS. HOCHUTEIISIMA MYTaHTHOW ajutenu reHa; 25% - moiydaT perecCUBHYIO
aienb oT oboux poauTened, U OyAyT cTpaaaTh HACIEACTBEHHBIM 3a00JIeBaHHEM
(romo3urothl); 25% - OyayT 370pOBBl (DEHOTUIMUYECKH M TeHOTUITHYCCKU;

3) mpu3HAK BCTpPEUYaeTCs PEIKO, HE BO BCEX MOKOJICHUSIX, OJMHAKOBO YacTO M
y IEBOYCK, U Y MaJIbYUKOB;

4) mpu ayTOCOMHO-PEIIECCHBHOM THIIC HACIICOBaHUS 3a00JICBAHUE MOKET
MPOCIIEKNBATHCS YepPe3 OJHO WIIM HECKOJBKO MOKOJICHUM, B POIOCIOBHON HaOII0/1a-
€TCsl HacTeI0BaHue TI0 TOPU3OHTANIH,

5) B ciay4yae KpOBHOPOJICTBEHHBIX OpakoB MEXIY POAMTEISIMHA TPOOaHIa
Ha0JII0/1aeTCs YBETMUEHHUS YUClia O0JIbHBIX B POJIOCIOBHOM.

[To ayTOCOMHO-pELIECCUBHOMY THITY HACIEAYIOTCS aJlbOMHU3M, PbDKUE BOJIO-
Chbl, TaJIakTO3eMHus (CM MpuiIokeHue 1), MykoBucuuaos, gpenuikeronypus (OKYVY),
rajakTo3eMus, aKaTama3us, albKalTOHypHs, Oone3Hb Buibcona (remarto-

uepedpanbHas quctpodus), tMcTUHYpus, 6one3nb Tes-Cakca, TamacceMus U Apyrue.

[Tpumep poAaOCIOBHOM C ayTOCOMHO-PEIIECCUBHBIM THIIOM HacleAoBaHus (puc. 7):

(}Tm ”)—‘m |
L c oo,

Puc. 7. AyrocoMHO-periecCCUBHOE Hacllel0BaHUE (PEHUIKETOHYPUU

HacaenoBanue, cuenjieHHoOE € IOJ0OM
HacnenoBaHnue, CliEIEHHOE € MOJOM — 3TO HACJI€JOBAaHME I'€HOB, JIOKAJIM30-
BaHHBIX B MOJIOBBIX XPOMOCOMaX.
X-cuenjieHHbI JOMUHAHTHBIN THII HACJIEA0BAHMS PU3HAKOB Y YeJI0OBeKa:
1) HacieqOBaHKE ONPEICIICHO PACIIOIOKEHUEM I'eHa B X-ITOJIOBOM XPOMOCOME;

12



2) TpHU3HAK B JIBa Yallle BCTPEUYACTCS Y JIMII )KEHCKOTO M0JIa;

3) ecnm MaTh 3/10pOBa, a OTel] 0OJIEH, TO y BCEX Jouepelt mpu3HaK OyneT mpo-
SABJISITHCS, a4 Y CBIHOBEHU HET;

4) ecnu MaTh OOJIbHA, a OTEI[ 3JI0POB, TO TPHU3HAK MEPEHACTCS MOTOMCTBY
HE3aBHCHUMO OT 110J1a (OH MOKET MPOSIBIIATHCS U Y IEBOYCK, U Y MAIBUYUKOB).

3aboseBanus, KOTOPbIE HACIENYIOTCS X-TOMUHAHTHO: GocdaTtanader (Heca-
XapHbIH auabder), nedekT 3yOHO# 3Malv, BUTAMUH J[-pe3uCTEHTHBIN paxwuT.

[Tpumep poaocioBHOM ¢ X-JOMUHAHTHBIM THIIOM HacjenoBanus (puc. 8).

O .

ORI

m &iﬁéébf% o

Yoo |

Puc. 8. X-IOMMHAHTHOE HacJI€JJOBaHUE BUTAMUH I[-pe3I/ICTeHTHOFO paxura

X-CuenieHHbIN penecCUBHbIA THII HACTECA0OBAHUSA NPU3HAKOB Y YEJI0BEKA:

1) HacnenoOBaHHE ONPEICIICHO PACIIOJIOKEHHEM I'eHa B X-TI0JIOBOM XPOMOCO-
Me IPU3HAK Yalle BCTpeYaeTcs y JUI My»KCKOTO0 M0Ja;

2) yaile MpU3HAK NPOSIBIISIETCS Yepe3 MOKOJICHHE;

3) ecnu oba poauTeNs 3I0POBBI, HO MaTh F€TEPO3UTOTHA, TO MPU3HAK MPOSB-
nsaercsa y 50% chIHOBEH;

4) ecnu oten OOJICH, a MaTh IETEPO3UTOTHA, TO O0JIAAATEIIIMU PU3HAKA MO-
T'YT OBITH JTUIA MY>KCKOTO M JKEHCKOTO M0J1a C BEPOATHOCTHIO 25%.

[To X-cuemnieHHOMy pelecCUBHOMY THUIYy HACIEAYIOTCS: reMO(HIns, JalbTo-
HU3M, AePUIHT TITI0K030-6-pocdar-aeruaporeHassl (pepmenTa MeTadOIM3UPYIOIIIE-
ro MHOTHE JIEKapCTBa), MbllieyHast Auctpodus romena, nxtuo3 («pblObs» KoXkKa) U
TIpyTHE.

[TpuMep poaOCIOBHOM ¢ X-CIEIIEHHBIM PELECCUBHBIM THUIIOM HACIIEIOBaHUS
(puc. 9).
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Puc. 9. X - cuemieHHoe periecCuBHOE HACIEAOBAHUE TAIbTOHU3MA

Y-cuenieHHbIH (ToJIaHAPUYECKHUii) TUI HACJIEOBAHUSA NPU3HAKOB
Yy YeJI0OBeKa:

1) o00ycoBcH TOKaIU3aIkei reda B Y - IOJOBOH XpOMOCOME;

2) TNpHU3HAK BCTPEYAETCS MCKIIOYUTEIHLHO Y JIUIl MY>KCKOTO T10J1a;

3) orer nepeaacT MpU3HAK BCEM CHIHOBBSIM.

B nHacrosiee BpeMs UIEHTU(DUIIMPOBAHO OKOJIO CTa F€HOB, JIOKAJTU30BAHHBIX B
Y — noj0BoOM XpomMocoMme. BOJIBIIMHCTBO M3 HUX ONPEIENSIOT pa3BUTHE OpraHu3Ma
110 MY>KCKOMY THIIY.

B Y xpomocoMe HaxoJsATCsl Te€Hbl, 1eTEPMUHUPYIOIINE Pa3BUTHE CEMEHHHUKOB,
OTBEYAIOILME 34 CIIEPMATOICHE3, KOHTPOIUPYIOIIUE UHTEHCUBHOCTh POCTa KOHEYHO-
cTell U opMUpPOBaHUE 3yOOB, OMPEACIIAIONINE XapaKTep OBOJIOCEHHUS.

MyTanyuyu HEKOTOPBIX U3 3TUX T'€HOB MPUBOMAAT K Pa3BUTHUIO paKa SIMYEK, MPO-

CTaThl, TIOBBIIICHHON BOJIOCATOCTH Kpas YIIHOW pakoBUHBI (puc. 10), mepenoHvaroi

-
é)iiéi i

Puc. 10. PogocnoBHas Y-clemIeHHOr0 HacaeA0BaHUs TUIEPTPUX03a Kpasl yIIHON PAKOBUHBI
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[uTomiazMaTu4eckoe HacjaeJ0BaHUE

[{uTorna3smMaTiyecKoe HACIeIOBAHUE — 3TO HACIEAOBAHUE JIOKAJTM30BAHHBIX B
JAHK mutoxonapuii reHoB. MUTOXOHAPHUM MEPEAAIOTCS B 3UTOTY C LUTOILIA3MOM Sii-
HEeKIeToK (B Kaxaou siinexnetke — 25 000 MuToxXoHIpui, cojaepxanmx oT 2 1o 4
koJiblieBbix JJHK xpomocom).

Jns nuronnazMaTH4eCKOro HACIEIOBAHUS XapaKTEPHO:

1) npu3HaK nepeaaeTcs MOTOMKAM TOJBKO OT MaTepH;

2) MaTh, Hecylas MpHU3HaK, MEePeacT ero BCEMY MOTOMCTBY (peXe TOJIBKO
YacCTH MOTOMCTBA);

3) mpuU3HAK OJMHAKOBO YaCTO BCTPEYACTCS Y MPEACTABUTEIICH OOOHX TOJIOB.

['ennble mytanuu B MutoxoHapuanbHoi JIHK oOnapyxensl npu arpoduu
3pUTETBLHOTO HepBa Jlebepa, MUTOXOHIPHAIBHBIX MHOIMATHUSX, JOOPOKAYECTBEHHOM
OIMyX0JIn (OHKOIMTOME), MPU MPOTPECCUPYIOMINX OPTATBMOIUIETUIX (HAPYIICHHUIX

3pEeHus).

IleHEeTPAHTHOCTH U IKCNPECCUBHOCTH

[lonsitue nenempanmuocms OTpaxkaeT 4aCTOTy (DEHOTUITMYECKOTO MPOSIBICHUS
reHoTura B nmonyssinuu. [IeHeTpaHTHOCTh BhIpakaeTcs B MPOIIEHTaX 0co0ei, y KOTO-
PBIX aHAUTU3UPYEMBI TEHOTUN (PEHOTUITUYECKHU MPOSIBIISIETCS.

II=IB : TB)x100%,

rae I1 — nenerpanTHOCTh, [IB — npakTrueckast BEposiTHOCTh, TB — TeopeTnue-
CKasi BEpOSITHOCTb.

[TenerpanTHOCTH MOXET ObITH MONTHOM (100%) 1 HenoaHOH (<100%).

Hu3skas nenerpaHTHOCTH 00YCIIOBJIEHA TEM, YTO B MIPOIIECCE OHTOTEeHE3a HE BCE
TEHBbI Pean3yloTCs B Mpu3Hak. Ha HEKOTOpbIe U3 HUX OKAa3bIBAIOT BJIMSHUE JIPYTHUE
aJUieNid TeHOB. Y 4YeJoBEKa 4acTO BCTPEYAIOTCS T'eHBI, peayin3aliusl KOTOPhIX B MPHU-
3HAK, OOYCIJIaBIMBAETCS B3AMMOJECHUCTBUEM aJllesield OAHOTO MM HECKOJIbKHUX T'€HOB.
Hanpumep, npu: KOAOMUHUPOBAHHUM, HEMOJIHOM JIOMUHHPOBAHUU, KOMILJIEMEHTAp-
HOCTH, SIIUCTAa3€e, NOJIUMEPHH.

[Ipu ananu3ze poaOCIOBHOM U OMNpENEIECHUU T€HETHUYECKOT0 MPOrHo3a MOTOM-
CTBa HEOOXOAMMO YUYMTHIBaTh 3HAYCHUE IEHETPAHTHOCTH Npu3Haka. Hampumep:
apaxHoOJaKkTuIus (YKOpOUCHHE TajblieB, puc. 11) Haciemayercs Kak JTOMUHAHTHBIN
ayTOCOMHBIM MpU3HAK € TeHEeTpaHTHOCThIO 30%; MpaBOPYKOCTh — ayTOCOMHO-

JTOMUHAHTHBIN Tipu3HaK ¢ noaHo# (100%) neHeTpaHTHOCTHIO.

15



Puc. 11. ApaxHonakTiius

9KCHpeCCI/IBHOCTB — CTCIICHb BBLIPAKCHHOCTH IIPHU3HAKa B (beHOTI/Il'Ie. Haan-
MCp, apaxXHOAAKTHJINA MOKCT IIPOABHUTBCA HAXKC Y YJICHOB OI[HOI71 CCMbHU B pa3H0y”1

CTCIICHU TAXKCCTH.

CamocrosiTeJIbHAsA paﬁoTa
HpOﬁH&JIHBHpYﬁTG POOOCIOBHEIC, IMPCACTABJICHHBIC HUXKC, U OIIPCACIUTC THII

HaCJICAOBAHUA IIATOJIOTHYCCKOI'O IIPU3HAKA.

3aganue Ne 1

éﬁbﬁz

Yo
o9 o TP Y aun)

14 15 16 17 18 19 20 21 22 23

TuleXelsl

24 25 26 27 28 29
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OTBeTHI HA 3a1aHUA

Zaganme Ne 1 ayTOCOMHO-PELICCCUBHBIN TUIl HACJIEIOBAHUS
3aganue Ne 2 ayTOCOMHO JJOMUHAHTHBIN TUIT HACJIEOBAHUS
3apanue Ne 3 X- CIEIUICHHBIN PEIECCUBHBIA TUI HACIICIOBAHUS.
3aganue Ne 4 X- CIEIUIEHHBI JOMUHAHTHBIA TUI HACJICTOBAHUS.
3aganue Ne 5 VY- cueruieHHBIN THII HACJICIOBAHUS
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IUTOTEHETUYECKH METO/I

[{uToreHeTHYeCKuii METOJ] OCHOBAaH Ha U3YYEHHUH YMCIIA U CTPYKTYpPhI XPOMO-
COM B KJeTKax uenoBeka. Hayan npumensartscs ¢ 1956 r., korma JI. Tuo u JI. JleBan
MUKPOCKOIINMYECKH YCTAHOBUIIM, YTO B KJIETKAX YEJIOBEKA HaX0AUTCA 46 XpOMOCOM.

MeTon BKJIIOYAET KapUOTHIHPOBaHUE U omnpeneneHue X- U Y-MOJIOBOrO Xpo-
MaTuHa. OH MO3BOJISIET U3Y4YaTh HOPMAIbHYIO MOP(OJIOTUIO XPOMOCOM U KapHOTHUIIA
B 1I€JIOM, OMPENENATh T€HETUYECKUN MO OpraHu3Ma, JTUArHOCTUPOBATh XPOMOCOM-
Hble OOJIE3HH, CBSI3aHHBIE C U3MEHEHUEM YHCIIa XPOMOCOM WJIM C HapylICHHEM Iie-
JIOCTHOCTH XPOMOCOM.

MeTtoa KapMOTUIMPOBAHUS BKIIIOYAET TPH OCHOBHBIX dTana:

1) KyJIbTUBUpPOBAHHUE KIIETOK;

2) OKpacka;

3) MUKpPOCKONMYECKUH aHAJIH3.

MatepuanioM 1uisi KapUOTUIIUPOBAHUS YaIlle BCETrO SBIIAIOTCS JUMQPOIMUTHI I1e-
pudepuueckoil kpoBu. KpoBp O6epercst y B3pOCibIX U3 BEHbI, Y HOBOPOXKACHHBIX —
U3 Tayiblla, MOYKU yXa WIH HATKU. JIMMQPOUUTHI KyIbTUBUPYIOTCS B OCOOOW MIHTa-
TEJBLHOM Cpeie, B COCTaB KOTOPOi, 100aBisitoT ¢putoreMarrmoTuHuH (PI'A), ctumy-
JUPYIOIIUA MUTOTHYECKOE JereHne JuMponuToB. Yepes 72 yaca B KylbTypy KJIETOK
N00aBIAIOT KOMXUUMH. KOJIXHMIMH cnocoOeH pas3pyliaTh MUTOTHYECKOE BEPETEHO
JIeJIeHUs, OCTaHaBIIMBasi MUTO3 Ha ypoBHe MeTada3bl. IMeHHO BO BpeMs meTadasbl
XPOMOCOMBI SBIIIIOTCS HanboJiee KOHACHCUPOBaHHBIMU. Jlaniee KIeTKH NepeHOoCsT Ha
IpeIMEeTHbIE CTEKIIa, CyIIaT, PUKCUPYIOT U OKPALIUBAIOT PAa3INYHBIMU KPACUTEISIMHU.

Oxpacka MOKET ObITh CIUIOIIHOM (PyTHHHOI), KOTJja XpOMOCOMBI OKpalIuBa-
I0TCSI pPABHOMEPHO 10 Beel JiinHe. OKpacka Mo3BOJISET BbIIBUTh TEHOMHbBIE MyTallUH,
ONPEIEIUTH IPYNIIOBYIO PUHAIEKHOCTD XPOMOCOM.

Jljis cuctemMaTU3aui XpOMOCOM MCIOJIB3YIOT JABE CTaHJApTHbIE Kiaccuduka-
uun: Mexnaynaponanyto Jlensepckyto (1960 r.) u Ilapmwxkckyto (1971 r.) HOMeHKa-
TYpHI.

B cootBeTcTBUM ¢ MexayHapoaHoil JleHBepckoi kiaccudukaimeit XpoMoco-
MBI Y€JIOBEKa CUCTEMATU3UPOBAHbI B 7 TPpyII, 0003HA4aeMbIX OyKBaMH aHTIHICKOTO
andasuta: A, B, C, D, E, F, G Ha ocHOBaHMH UX pa3MepoB, MOP(OJIOTHH U IIEHTPO-

MepHOTo uHaeKca (tabm. 1, puc. 12).
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Puc. 12. XpomocoMsl uenoBeka

Ta6numa 1
JdenBepckast KiaccupuKanms XpoMOCOM 4YeJI0BEKa
Kanac- dopma XpoMOCOM HenTpomep-
IMapb1 .
Ne | cudm- HbIA HHAEKC
XpOMOCOM
Kanus
Campie KpynHbIE,
1 A 1-3 0,40-0,49
MeraneHrpuyeckue
Kpynnsle,
2 B 4-5 0,24-0,30
CyOMeTatieHTpUYeCKue
6-12 u Cpennue
3 C X - mosoBas METalleHTpUYeCKre U cyOMeTa- 0,28-0,43

XpoMocoMa

HCHTPUYICCKUC
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Cpenuue
4 D 13-15 AKpOLICHTPUUYECKHE, HAJTHIne mo 0,15

CIIYTHHUKOB Ha KOPOTKHUX IIJICHAX

HeGounbime MetaneHTpuieckue
) E 16-18 0,26-0,40
U CyOMeTalleHTPUYECKUE

6 F 19 - 20 Masbie MeTalleHTPUIECKUE 0,36-0,46
Mauitbie MeTaleHTpUIECKHE.
21-22n
7 G Hanname cmyTHUKOB Ha KOPOT- 0,13-0,33

Y - xpomocoma

KHX IIIC4Yax

B HacTosimiee Bpems 1 MIEHTU(GUKALUU XPOMOCOM, B COOTBETCTBHM C Ma-
PYKCKOW HOMEHKIIATypoil, ucnonb3yercs AuddepeHnnaIbHoe OKpallluBaHue, BbIsB-
JAIOIIEE XapaKTEepHbIA MHIMBUAYaAIbHBIM PUCYHOK Ha XpoMocoMmax. PUCYHOK mpen-
CTaBJISIET COOOM MOJIOCHI MOMEPEYHON HCUEPUEHHOCTH Pa3HOro 1BeTa, Onarogaps Ko-
TOPBIM MOKHO 00JI€€ TOUYHO BBISIBUTH XpPOMOCOMHBIE a00epaluu.

Brnepsbie MeTon qudhepeHInpOBaHHOTO OKpaIIMBaHUsI XPOMOCOM ObLI pa3pa-
6otan B 1969 r. T. Kacniepconom (puc. 13).

i’ii‘i ?E
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Puc. 13. JII/I(bcbepeHquOBaHHoe OKpalllMBaHHUE XPOMOCOM
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HuddepenunanbHas okpacka UCIOJIb3YETCs JUIsl BHIABICHUSI CTPYKTYPHOM Tie-
PECTPOIKH XpOMOCOM (XpOMOCOMHBIE MyTaiuu). PacnonoxeHnue u AjiiHa TEMHBIX U
CBETJIBIX TOJIOC CTPOTO MHAMBHUAYaAJIbHA I KAKJI0M XPOMOCOMBI, Oarogaps 3TOMy
MOKHO TPOBECTH 0oJiee TOYHYIO UACHTHU(PHUKAIMIO TOMOJOTUYHBIX Map M BBIABHUTH
NEPECTPOUKHA XPOMOCOM.

HaubGonee a¢pdextuBen G-meroa muddepeHnnanrbHOro OKpamuBaHus, s
KOTOPOr0 MCHOJIB3YIOT Kpacutelb [ 'um3bl. [Ipu 3TOM OKpalliBaHUH TEMHBIE TTOJIOCHI
HA XPOMOCOMax TMOSBISIOTCA B 00JaCTH TeTepOXpPOMaTHHA, a CBETJIBIE — B y4acTKax
syxpoMatuHa. [Ipy TakoM OKpallMBaHWHA KOJIUYECTBO IMOJOC HA XpPOMOCOMax B Me-
tada3Hbix miactuHkax aocturaet 400. R-okpacka - mpotuBononoxHas G-okpacke.
Q-okpacka — Takas xe kak G, HO UCTIOJB3YIOTCS KpacUTENIU coepKaime Quroopo-
XpOMBI, B PE3YJIbTATE MOJ MUKPOCKOIIOM BHJIEH CBETALIMICS rerepoxpomaTud. C —
OKpacKa - [IPOKPAIINBAET TOJIBKO KOHCTUTYTUBHBIN I€TEPOXPOMATHH B OCHOBHOM B
00J1acTH LIEHTPOMED.

Jns nuddepeHnmaibHOM OKpacKu UCMoNb3yloT Takke FISH-meron, npu xo-
TOPON XpOMOCOMBI OKPAIIMBAIOTCA B Pa3HbIE 1[BETA.

Hcnonp30BaHue IIUTON€HETUYECKOTO METOA MO3BOJIMIIO BBIIBUTH Ipymiy 0o0-
JIE3HEH, CBSA3aHHBIX C M3MEHEHHUEM YHCIIa U CTPYKTYpbl XpoMOcoM. Takue 0oJie3HH
MOJIYYWJIA Ha3BaHUE XPOMOCOMHBIX.

Jlns onMcaHMsl KapuOTHIIA YEJIOBEKA MCIOJb3YETCS YHUBEpCAlbHas cXxema U
cnienuaibHbie cuMBOIBL. Hampumep, 3amuch 46,XX — 0003Ha4aeT HOpPMAJIbHBIN Ka-
PHOTHIT XKEHIUHBI, a 46, XY — HOpMaJIbHBIA KAPHUOTHUIT MY>KIHHBI (pHC. 14).

Jlnsi BBISBICHUS aHOMAJIMM KapHOTHUIIA TJI0/A WCIOJIB3YIOT pa3IMYHbIEC Kile-
TOYHBbIE KYJIbTYpbl. X BBIOOp onpenensieTcss CpokoM OepeMeHHOCTH: 10 12 Henenb —
HCIOJIb3YIOT KJIETKM BOPCHH XOpHUOHA, a B 00Jee MO3JAHME CPOKU — KJIETKHU IJI0Ja,
BBIJICJICHHBIE U3 aMHUOTUYECKOH KUJIKOCTH, TyTIOBUHHOW KPOBU U TUIALICHTHI.

CornacHo pexoMenaanuii IV MexayHapoJHOTO KOHIpecca M0 T€HETHKE Yello-
Beka (ITapmwx, 1971 r.), npu onMcaHMM T€HOMHBIX MyTaluid, HOMEp J100aBOYHBIX
XpOMOCOM IMOMEIIAIOT MOocie 00IEro ynciaa ayTocoM U MOJIOBBIX XPOMOCOM CO 3Ha-
KOM «IUTFOC» Wi «MuHYyC». Hampumep, 3anuck 47,XX+21 o003Ha4aeT KapUOTHUII C
TpucoMuen no 21 mape XpoMocoMm y >KeHIIUHbI. KapuoTun myX4uHbI ¢ AByMS X-
XpOMOcoMaMH u300paxkaroT kak 47,XXY.

[Tpumepsbl:

Kapuorun Tun myrauuu
47,XX+13 Cunnpowm Ilaray

47 XY+18 Cungpom DnaBapiaca
47, XX+21 Cunnpom [layna
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Puc. 14. HopMasibHBIil KapUOTHII KEHIIUHKI (CIIEBA), K MY>KYUHEI (CIIPaBa)

HpI/I OIIMCaHUHU XPOMOCOMHBIX MYTaHI/Iﬁ 3HAK «IIJIHOC» HIIM «MHHYC) CTaBAT
IIOCJIC HOMCpPAa XPOMOCOMEI, YTOOBI YKa3aTb YAJIIMHCHHUC HJIM YKOPOUYCHHC CC ILICYA.

bykBa q cuMBOJM3UPYET NITMHHOE TUIEUO, a P — KOPOTKOE (Tad. 2).

Tabmuma 2
O0o3HaueHNe MyTallMii KAPUOTHUIIA YeJI0BEKA
CumBo/IHYeCcKad 3a1IMCh Tun myrauuun Cunapom
46,XY,1q+ dup (myrukanus) JjauH- HE KU3HECIIOCOOEH
HOTO IJIe4a XpOMOCOMBI |
46,XY,15t2* t (TpancIoKanus) JayHa
46,XY,5p- del (menemnus) KOPOTKOTO «KOIITAYbETO KPUKa»
IJI€4a XpOMOCOMBI 5

Coxpatenus — dup (nymaukanus), del (aenemnus), inv (uaBepcusi), r (Kojblie-
BUJIHAsE XpOMOCOMa) H t (TpaHCIOKaIusa) — 0003HAYAIOT XPOMOCOMHBIE abepparuu.
Homepa xpoMocombl MOMENIAIOT MOCIE COKpaIeHnit B ckookax. Hampumep, 3amuch

46,XX,r(18) o603HauaeT, 4YTO KapUOTHII )KEHIITUHBI ¢ 46 XpoMOCOMaMH, BKJIFOYAET -
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xpomocomy 18. Hampumep, 3anuch 46,XY,1q+ yka3slBaeT Ha yBEIUUEHHUE JUIMHHOIO
rieda xpomocoMbl 1 myxunHbl. @opmyna 47,XY+14p+ yka3piBaeT Ha KapUOTHUIL
MY>KUUHBI ¢ 47 XpOMOCOMaMH, BKJIIOYasi U JIONMOJHUTEIBHYIO XpoMocomy 14 u yanu-
HEHHUE €€ KOPOTKOro Iuieya.

Yaie npy U3y4eHUU XpPOMOCOM OOHApyKMBAIOT MOJUMOPGU3M, KOTOPBIA Xa-
paKTepeH I aKpOLEHTPUUECKUX XPOMOCOM M, KaK MPaBWIJIO, OTpa)kaeT Bapuadesb-
HOCTh KOPOTKHUX IUJIEY, pa3MEPOB T'€T€POXPOMATHHOBBIX CETMEHTOB, HAJMYUE CITyT-
HUKOB U UX BEJIMYUHY.

[Ipumepsr:

1 46,XX,9qh+ VYBennuenue pazmepa reTepoXpoMaTHHOBOIO y4acTKa B
JUTMHHOM TTede XpoMocoMbl 9 sxerntunbl (N — heterochromatine)

2 46,XY,Ygh- VYwMeHbleHHE pa3Mepa reTepoXpoOMaTHHOBOTO paiioHa Ha
JUTMHHOM I1JIe4€ Y XPOMOCOMBI Y MY>KUYUHBI

3 46,XX,15pss IlosiBieHne qBOMHBIX CITyTHUKOB Ha KOPOTKOM TIEYE XPO-
MOCOMBI 15 y skeHITUHBI (S — SpuUtnic)

4 46,XX,21ps+ VYBenudeHue pazMepa CIyTHUKOB HA KOPOTKOM ILIede XPo-
MOCOMBI 21 y KEHIIIUHBI.

Y cTaHOBIIEHO, YTO CpeAM CYNPYKECKUX Map, y KOTOPBIX HAOII0JaI0Ch POXKe-
HUE JIETeH C MOPOKaMHU Pa3BUTHSA, a TAKXKE CTPAJAIONINX OCCIUIOANEM U MPUBBIYHBIM
HEBBIHAIIMBaHNEM OEPEMEHHOCTH, Yale OOHAPYKHBACTCSI HOCUTEIBCTBO XPOMOCOM
C KPYIIHBIMH TreTepoXpoMaTHHOBbIMH Onokamu. IIpeoOnananue nuil ¢ yBeIMUEHHBI-
MU FeTepOXPOMATUHOBBIMU CETMEHTAMH B aKPOLICHTPHUUECKUX XPOMOCOMAaX, a TAKXKe

B xpoMocomax 1, 9 u 16 nabmogaeTcs y AeTeil ¢ BpOKIACHHBIMUA MOPOKAMHU PA3BUTHS.

MeTo/ onpejiesieHusi OJIOBOT0 XpOMATHHA

M. Bapp u Y. Beprpam (1949 r.), u3yuyas HEHpPOHBI KOIIKH, OOpATHIN
BHUMaHWE Ha TO, YTO B HMHTEp(A3HOM SAApe KIETOK COACPKUTCS HHTCHCHBHO
OKpAIIIMBaeMO€ TeJIbIle, IIPUYEM OHO MPUCYTCTBYET TOJBKO B SApax KIETOK CAMOK U
OTCYTCTBYET Yy CaMI[OB. 3aMeueHO ObLIO, YTO MEXIy YHCIOM TeJel IMOJOBOTO
XpOMAaTHHA W YHCIOM X-TIOJIOBBIX XPOMOCOM HMMEETCS MpsiMasi CBsI3b. DTO TEIbIIE
MOJIYYHIIO Ha3BaHHUE MOJIOBOTO XpOMAaTHHa, Wik meivye bappa.

VY psifia MO3BOHOYHBIX M Y YeJIOBEKA OHO IMOSBIISIETCS B paHHEM OHTOrEHE3¢ Ha
CTaJuH TacTPy/bl, HO paHbIlEC PA3BUTHSA IMOJIOBBIX jkeie3. I1oJoBOH XpoMaTHH B

uHTEepa3HbIX sApax OOYCIOBIEH CHUpan3aluel 0HON U3 X-MOJOBBIX XPOMOCOM.
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Ha nokanuzamuio, popMy U CTPYKTYypy MOJOBOTO XPOMATHHA HE BIIHSIOT IOJIOBBIC
TOPMOHBI, CJIEA0OBATEIIBHO, OH HE SBJISICTCS BTOPUYHBIM MOJIOBBIM ITPU3HAKOM.

Heckonbko uccienoBaresieil 0JHOBPEMEHHO BBICKA3adu MPEANOJIOKEHUE, YTO
ogHa H3 X-XpOMOCOM y HOPMAJIBHBIX JKEHIIWH OTHOCHUTEIIBHO HE AaKTUBHA B
reHeTH4ecKoM oTHoleHuu. B 1961 rony anrnuiickas uccnenosarensauna M. Jlaiion
BBIJIBUHYJIA TUIIOTE3Y O MEXaHM3MaX MHAKTUBAIMU OJHOM U3 X-TIOJOBBIX XPOMOCOM
y KEHIIH.

OCHOBHBIE MOJIOKEHUS ATOM TUIIOTE3bI CIEAYIOLINE:

1. Onna u3 aByX X-XpOMOCOM KJIETOK KEHIIMHbI HeakTMBHA. HeakTuBHas
XPOMOCOMAa MOET OBITh OTIIOBCKOTO MJIM MaTEPUHCKOTO OpPTraHu3Ma.

2. MuaktuBamus SBISETCS MEXaHU3MOM, BBIPABHHMBAIOIIMM OajlaHC TEHOB
MOJIOBBIX XpPOMOCOM B KJIETKaX MY>KYMH U KCHIIMH.

3. VMHakTuBamusi MPOUCXOAUT B pPaHHEM ASMOPHOTECHE3E¢ M COXpaHSIeTCS BO
BpeMs TAJIbHEUIIIETO PA3MHOKEHHS U PA3BUTHUS KIICTOUHOM JIMHUH.

Ecnmu y XeHIMH B A1p€ KIETKH HECKOJIbKO X-TIOJIOBBIX XPOMOCOM, TO U
HECKOJILKO TeJiel] bappa, akTMBHOM OCTaeTcs JUIlb OJHAa X-XpomocoMa. X-
XpOMOCOMa HE BCSI HHAKTUBUPYETCS, YaCTh KOPOTKOTO IJIEYa OCTACTCS T€HETHYECKHU
akTUBHOW. [IpyM yBemMYeHHM KOJIMYECTBA X-XPOMOCOM B KAapUOTHUIIE OpPraHu3Ma
o0Opa3yroTcs Telblia bappa B KoJMuecTBe Ha €AMHUILY MEHBIIIE YUCa X-XPOMOCOM.

[lo HamMuuiO JUIIHET0 WM OTCYTCTBHIO Teiblla bappa  MOXHO

JMAarHOCTHPOBATh HEKOTOPBIC BU/IbI HACIIEACTBEHHBIX 3200 eBanwmii (Tad. 3).

Tabnuna 3
KosnuecTBo Tesieny bappa npu reHOMHBIX MyTanMsX

Kapuorun Cunapom KouaunyectBo Tesien bappa
45,X0 [Iepemenckoro — Tepuepa 0
47.XXY Knaitngensrepa 1
47, XYY JxeiikoOca 0
47,XXX TpUCOMHUH X 2
48, XXXX TeTpacoMuu X 3

Knerkn He coaepkamue MNOJ0BOM XpOMAaTUH (XPOMATHH-OTPHLIATEIIbHbBIE
KJIETKH) OOHAapy>KHUBAIOTCS y 3J0POBBIX MY)KUYMH M y JKEHIIMH, UMEIOUIMX Habop

xpomocoM 45, XO.
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Hampumep, y my>xxunnbl ¢ kapuotuniom 47,XXY oOHapy UBaeTCsl OJTHO TEJbIIE
bappa (puc. 15), y xapuotuna 48,XXXVY - nBa tensua bappa. Tpu tenvua bappa

BCTpeyaeTcs npu TsokenaoMm curapome Knaitngensrepa ¢ kapuotumnom 49, XXXXY.
r' .I. - ':.. -'- ! 'I 5 ; H ur -- 1

Puc. 15. Tensue bapa

YacTo B siipax KJIETOK HOPMAaJbHOI'O MYXCKOTO OpraHuM3Ma BCTpEUYaeTcs He-
CKOJIbKO  mceBaoTener] bappa (KOHIEGHCHPOBAHHBIX YYaCTKOB ayTOCOM) W
CIIUPAIM30BAHHBIX Y -XpPOMOCOM, HMEIOIIMX MEHbIIHE pa3Mepbl. [loatomy, mnpu
JUAarHOCTUKE Pa3JIMUYHBIX XPOMOCOMHBIX 3a00JICBaHUM HEOOXOJIUMO YMETh OTJIMYAThH

9TH 06pa30BaH1/1;1 OT UCTUHHOTO X-TI0JIOBOT'O XpOMaTrHa.

XpomocoMHBbIe 00JIe3HI

Cunzipombl, 00YCITOBICHHBIE XPOMOCOMHBIMHU a0eppalusiMi, UCKITIOYUTEIIHHO
Pa3HO00Opa3Hbl, HO KaXKJIbI U3 HUX BCTPEUYAETCS CPaBHUTENIBHO penko (1 ciydaii Ha
JIECATKU THICSY HOBOPOXKACHHBIX). ['eHOMHBIE MyTaluu, 00yCIOBICHHbIE U3MEHEHU-
€M YHClia XpOMOCOM MEHEE pa3HO0Opa3Hbl, HO BCTPEUYAIOTCS Yalle.

Hapymienus uncna uiam CTpYKTYypbl XpOMOCOM BO3HHUKAIOT B BpEMsl raMeTore-
He3a y poauteneil. Yamie XxpoMocoMHbIE 00JIE3HU SIBIISIIOTCS PE3yJbTaTOM MYTaIlHi,
MIPOU3OIIE/IINX B MOJOBBIX KJIETKAX OJHOTO U3 poauTeseil. B GonbIInHCTBE cllydaeB
XPOMOCOMHBIE 00JIE3HU HE HACIETYIOTCS.

Cunapom layna

DTO OJlHA U3 CaMbIX YaCTO BCTPEUAIOIIMXCS XPOMOCOMHBIX Oose3Hnel. Jletu ¢
cuHApoMoM JlayHa poKIaroTcs ¢ JOCTAaTOYHO BBICOKOW yacToToM — 1 Ha 750 HOBO-
POXK/ICHHBIX.

bose3Hp Jerko AMarHoCTUpyercs, Tak KaKk MMEET psiJi XapaKTepHBIX MpU3Ha-
KOB: MaJIEHbKHIl Yepen, MI0CKOE U IIUPOKOE MEPEHOCHE, Y3KUE TIIa3HbIe e ¢ KO-
ChIM pa3pe3oM, HAJIMYME CKIIAJIKM BEPXHEro BEKa, YKOPOUEHHbIE KOHEYHOCTH, MCH-
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XUYECKasi OTCTAIOCTh. YacTo HAOIIOMAIOTCS BPOXKICHHBIE TIOPOKU PA3BUTHS BHYT-
PEHHUX OPTraHoOB.

Pa3zBuBaercs npu myranuu - Tpucomus 21 xpomocomsl (puc. 16). B 80% ciy-
YaeB HEIMOCPEICTBEHHOW NPUYMHOM SIBJISIETCS HEPACXOKIAECHUE XPOMOCOM B [-om ne-
JICHUU MEeWo3a.

a

1< Foa M

3 5 :

] ) S T R J |

9 10 11 12

ni

15
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18 19 20 ﬁ

A

XY

Puc. 16. Cungpom layna

['maBHBIM MOP(OJIOTHYECKUM MpHU3HAKOM OoJie3HU J[ayHa MOXKHO CUMTATh Jie-
dbopmaruu Ui, GU3NOIOTHIECKUM - YMCTBEHHYIO OTCTAJIOCTh, MPOSBISIONIYIOCS B
IIMPOKOM JHana3oHe: OT MOJHOM WIWOTHUU A0 CPAaBHUTEIIBHO JIETKUX CTEIECHEH Jie-
OMIBHOCTH.

[Ipu cungpome JlayHa onmucaHbl TOPOKHU CEpJilla U KPYIHBIX COCYAOB, TOPOKHU
OpraHoOB MHUIIEBAPUTEIIBHOTO TPaKTa, YEPThl MPEKIECBPEMEHHOTO CTapeHUs, CHUMKE-
HUE MPOJIOJDKUTEILHOCTH KU3HU B 5-10 pa3, OTKIIOHEHUS B IepMaTorinduke, UMMy-
HOJC(UITUTHBIE COCTOSHUS, HAPYIICHUS penapariyd MOJEKYJISPHBIX MOBPEXKICHUN
JTHK.

Yame aetr ¢ cuHapoMoM JlayHa poOXKIarOTCS y Martepel B BO3pacTe CTaplie
35 ner.

Cunapom Knaiindenantepa

OOycnoBiieH yBEIWYCHHEM 4YHWCIa X-TIOJIOBBIX XPOMOCOM Yy MY)KYHHBI
(puc. 17, 18).
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Puc. 17. Cunnpom Knaitnpensrepa (47,XXY)

OHu xapakTepu3yloTcs HEIOPa3BUTHEM MY>KCKUX IOJIOBBIX OpPraHOB, JAET€HE-

paunel‘/i CCMCHHBIX KaHaJIbLIEB, 4aCTO YMCTBGHHOﬁ OTCTAJIOCTBIO, BBICOKMM POCTOM

(3a cueT HeMpPONMOPIMOHAIBHO JJIMHHBIX HOT), THHEKOoMacTuel (puc. 18).

s feaeagg 1R Y
Jok “ 1t} 7> (Af

S

Puc. 18. 'maexomactust y My4uHbI ¢ cuaapomomM KiralindensTepa

Cunapom llepemesckoro-Tepuepa
Cungpom 45,X0 nposiBisieTcs y *KEHILWH B BUJIE 3aMEJIJICHUsI TI0JIOBOTO CO3pe-
BaHUS, HEIOPA3BUTHS TOJIOBBIX KeJie3, aMeHOper (OTCYTCTBUM MEHCTpyalluii), 0ec-
mwnoauda. JKenmunasl ¢ cuHiapoMoMm [llepemieBckoro-TepHepa MMEIOT Majblil PoOCT,

AUCIIPOIIOPHIUOHAIIBHOC TCJIO!: Oouee pa3BuTasd BCPXHAA YaCThb TCJId, YKOPOYCHHBIC
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HIDKHHE KOHEYHOCTH, IIJICYU IIUPOKME U Y3KHU Ta3, KOPOTKAs 1es ¢ KPbUIOBUIHOU

CKJIaJIKOM U pSJI IPYTHX MPU3HAKOB (puc. 19).
KR 8k Xt An A
1 2 3 4 5 6

MW Kk KA KX AN K&

r
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13 14 15 16 17
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Puc. 19. Cunnpom Tepuepa-1llepemeBckoro

Cunapom tpucomum X
Tpucomust X — reHomHasi MyTtauus, oOycClIOBJI€HHas JMIIHEH X — MOJIOBOM

XPOMOCOMOM, TIPOSIBJIICTCS Y KCHIIMH NapakauHuydecku (puc. 20).
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Puc. 20. Cunnpom Tpucomun X
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CuHIIpOM XapaKTepU3yeTCs HeIOPA3BUTHEM TIOJIOBBIX JKeJe3, OecrioaueM, Ja-
CTO YMCTBEHHOH OTCTaJOCThIO, BBICOKHM POCTOM (32 CYET HENpPONOPLUHUOHATBHO
JUTMHHBIX HOT), TEJIO0 TUCIPOTOPIIMOHAIILHO.

[Tpu Terpacomuu X (48,XXXX) HaOM0Aa10TCS BRIPAKEHHBIC HAPYIICHUS.

CHHIPOM «KOIIAYbero KPUKa»

XpOMOCOMHBIE 0OJIE3HH BO3HUKAIOT U B pe3yJbTaTe M3MEHEHUS CTPYKTYpbI
xpoMocoM. Tak, aenenus p-mieda 5 napsl ayTocOM MPUBOJIUT K Pa3BUTHIO CHHIpOMA
«xomaybero kpuka». Yacrora BcrpeyaeMoctu: 1 Ha 50 000 HOBOpOXKIAEHHBIX. Y Je-
TeW HapyIIAeTCsl CTPOCHUE TOPTAHU, U OHU B PAaHHEM JIETCTBE UMEIOT CBOCOOPA3HBII
«MsyKaromuin»y TeMOp rosoca. Habmromaercst oTcTaBaHue IICHXOMOTOPHOTO Pa3BUTHS
u crnaboymue. ComyTCTBYIONIME MPU3HAKU: JTYHOOOpA3HOE JIUIO, «aHTUMOHTOJIOU/I-

HBIN Pa3pe3 1ias, MHKpO]_IG(baJII/IH, CUHOAKTWUIINA, BPOXKACHHBIC IIOPOKH CEpALA.

CamocrosiTesibHast pabora

Onpenenute HapylIeHWE KapuOTUIa (CUHAPOM) Ha TIPEICTaBICHHBIX HUXKE Ka-

M AC B

k) XK KK KK WE XK
80 A AD XX A AR
Xk Mmoo oa X

puorpammax.

3aganue Ne 1.
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3aganue Ne 4.
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3aganue Ne 5.
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bl 7] Y

OTBeTHI HA 3a1aHUSA
3apanme Ne 1 cunapoMm Kialindensrepa
3apanme Ne 2 CUHIPOM TPUCOMHH X
3aganue Ne 3 cunapom Ilaray
3amanue Ne 4 CHUHJIpOM DJIBapjica
3apanme Ne 5 cunapom JlayHa
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METO/JbI TEHETUKHN COMATHYECKHUX KJIETOK

MeTtoapl T€HETUKM COMATUYECKUX KJIETOK B 3HAYUTEIIBHOW Mepe KOMIICHCHU-
PYIOT HEBO3MOKHOCTh IMPHUMEHEHHUSI K YEJIIOBEKY METO/a TMOPUIOIOTHYECKOTo aHa-
nu3a. biaaronaps pa3paboTke METOIOB FEHETUKM COMAaTHYECKUX KJIETOK YEJIOBEK OKa-
3aJICs BKIIOYEHHBIM B IPYIITYy 0OBEKTOB 3KCIEPUMEHTAIBHON T€HETHKHU.

Cyl11ecTBYIOT CIIEIYIOLIME METOIbI TEHETUKU COMATHYECKUX KIIETOK YEJIOBEKa!

e IPOCTOE KYJIbTUBUPOBAHUE — MCIIOJIB30BAHUE KYJIbTYPHI KIETOK PA3JIMYHbBIX
TKaHEW U OpraHOB JJIA U3y4CHUS HACJIEICTBEHHOCTU U U3MEHYMBOCTU COMATUYECKUX
KJIETOK;

e KJIOHMPOBAHHE — IOJIyYEHHE NMOTOMKOB OJHOM KJIETKH, HalpuMep rudpu-
noM. ['ubpugoma — 3T0 KIAETOUYHBIM TMOPU, TOTYYEHHBIN MyTEM CIHUSHHUS HOPMab-
HOT'O JTUM(OIIUTA U OIyXOJEBOU KJIETKU, CIOCOOHBII MPOU3BOIUTH MOHOKJIOHAJIbHBIE
AHTUTEJIa OAHOTO THUIIA;

e CeJeKIUs — 0TOOp KJIIETOK C 3apaHee 3a/laHHbIMU CBOMCTBaMU;

e rubpunmzanus. g rubpuan3anuu MOTYT UCIIOJIB30BAaThCA KIETKU OT pas-
HBIX JIFOICH, @ TAKXKE OT YEJOBEKAa M JIPYIMX YKUBOTHBIX (MBILIU, KPBICHI, MOPCKOU
CBUHKHU U Jp.). [ MOpuaHbIE KIETKU MPHU JEIE€HUU OOBIYHO «TEPSIIOT» XPOMOCOMBI O/I-
HOro u3 BUJOB. Hampumep, B ruOpuIHBIX KJIETKaX «YEIOBEK-MBIIIb» MOCTEINEHHO
YTPa4uMBAIOTCS BCE XPOMOCOMBI YEJIOBEKA, & B KJIETKAX «YEJIOBEK-KPBICA» - COXPaHsI-
IOTCSL BCE XPOMOCOMBI YEJIOBEKa U OJIHa XpoMocoMa KphIchl. Takum oOpa3zom, MOXKHO
MOJIy4aTh KJIETKH C KeJIaeMbIM HAOOPOM XPOMOCOM, YTO J1a€T BO3MOXKHOCTh M3y4aTh
CLICIIJICHUE T'€HOB U UX JIOKAJIU3AaLHI0, U3y4aTh MEXaHU3MbI IIEPBUYHOIO JECUCTBUS U
B3aMMOJICUCTBUS T€HOB, PETYJISALNIO TEHHON aKTUBHOCTHU.

Meronel cenemuku comamuueckux Kiemoxk OCHOBaHBI HA TOM, YTO COMAaTHYe-
CKHE KJIETKH OBICTPO Pa3MHOMKAIOTCS HA MUTATENbHOW Cpele, OHU YCIEUIHO KJIOHH-
pYIOTCS, MOTYT CIMBaThCsi M 00pa3oBbIBaTh TMOPHUIIHBIE KIIOHBI, JaBas UJIEHTHYHOE
ITOTOMCTBO.

ComaTnueckue KJIETKH IMOJBEPraroTCsl CENEKIMOHHOMY OTOOpY Ha MUTATENb-
HBIX CpeAax U MOTYT JIOJITO COXPAaHATHCA MPU TITyOOKOM 3aMOpaKMBaHUU.

MeTtoapl reHeTUKN COMAaTUYECKUX KJIETOK AAal0T BO3MOKHOCTb CYJIUTh O T€HE-
TUYECKOM TE€TePOTeHHOCTH HACJEICTBEHHbIX OO0JIe3HEH, M3ydaTh WX IaTOreHe3 Ha
MOJIEKYJIIPHOM U KJIETOYHOM YPOBHSX.

JIns 3TUX METOMIOB MCNOJB3YIOT KYJIbTYpbl COMAaTUYECKUX KJIETOK, MOJIyYEH-
HBIX W3 OMONCHIIHOrO Martepuana (Koxka, OMyxoJieBas TKaHb, TKaHb SMOpPHUOHOB,
KJIETKM U3 OKOJIOTUIOAHOW KUAKOCTH) ISl TEHETUYECKUX HCCIIEeIOBAHUN YEJIOBEKa.

OTHn MCTOAbI HPUMCHAIOT OJIA npeHaTaanoﬁ JUAarHOCTHUKH IIaTOJIOTHH I1J10A4A.

33



BJM3HELIOBBII METO/I

Merton npenyoxen @. ['anpToHOM (1875 T.) IepBOHAYATILHO JIJIS1 OLICHKU POJIU
HACJIEICTBEHHOCTH M CpeIbl B PAa3BUTHUU ICHUXUYECKUX IIPU3HAKOB YeJIOBeKa. B
HACTOSIIEe BPeMs OJM3HEIIOBBIM METOJ MMUPOKO MPUMEHSETCS B M3YYECHUU HACTEI-
CTBEHHOCTH W M3MEHYMBOCTH YEJIOBEKA IS OMPEAECICHHUS COOTHOCHUTEIBLHOM PO
HACJICJICTBEHHOCTH U Cpebl B OPMUPOBAHUY MATOJOTUUECKUX MPU3HAKOB U B (hap-
MAaKOT€HETHUKE.

MeTon OCHOBAaH Ha U3Y4YEHUHU CXOCTBA MPU3HAKOB Yy OJIM3HENOB. biusHensl —
3TO JiBa U OoJsiee pedeHKa POKJICHHbIE OJIHOM MaTephblo MOYTH OJHOBpEeMEHHO. Tep-
MUH «OJU3HEIB HMCIOJIB3YETCSl MO OTHOIICHUIO K YEJIOBEKY U TEM MIIEKOIUTAIO-
UM, Y KOTOPBIX B HOPME 4Hallle POKAaeTcsi OJuH peOeHOK. Pa3nuyaroT ogHOsSNII0-

BBIX U Pa3HOSUIIOBBIX OJU3HEIOB (puc. 21).

Puc. 21. Pa3nosiinioBsie Onau3Hens! (A), onHosioBble 6au3Hens! (b)

OpHosioBbIe (MOHO3UTOTHBIC, MJACHTHYHBIE) OJM3HEIBI BO3HUKAIOT Ha ca-
MBIX PaHHMX CTaJUsIX APOOJEHHUS 3UTOTHI, KOT/A JBa WM YEThIpe OsacTomMepa co-
XPaHSIOT CIOCOOHOCTh MPU 000COOJEHUU Pa3BUTHLCA B OTACIBHBIN MOJHOIECHHBIN
opraau3Mm (puc. 21). ITocKoIbKY 3UroTa ASIUTCS MUTO30M, TCHOTHUIIBI OTHOSTHIIOBBIX
OJIM3HEIIOB COBEPIICHHO UCHTUYHBI. OTHOSUIIOBBIE OJIM3HEIBI BCET/Ia OJTHOTO TO0JIa,
B [IEPUO]T BHYTPUYTPOOHOTO Pa3BUTHSI Y HUX OJ[HA TUIAIICHTA.

PazHosiioBeie  (IU3UTOTHBIC, HEWUJCHTUYHBIC) OJIM3HEIBI BO3HUKAIOT TMPHU
OTUIOJIOTBOPEHUHU JIBYX HWJIM HECKOJBKUX OJHOBPEMEHHO CO3PEBIIMX SHUIICKIETOK
(puc. 21). Takum 00Opa30oM, OHU HE MMCIOT OJMHAKOBOIro reHotuma. OHU MOJ00HBI
OOBIYHBIM OpaThsIM U CECTPaM IO CBOCH M'eHETUUYECKOW KOHCTUTYLIMH U MOTYT OBITh

KaK OJHOIIOJIbIMH, TaK 1 Pa3HOIIOJIbIMHU.
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TpyaHocT GJIM3HEOBOTO METO/A CBSI3aHBbI C HU3KOM POXKIa€MOCTBIO OJIM3HE-
IIOB B MONIYJISIUAX yesioBeka (dactoTa 1:86 — 1:88).

Jnst upeHTuUKanul MOHO3UTOTHOCTU MPUMEHSIOT MOJUCUMIITOMHBIM METO
CpaBHEHUsl OJIM3HEIOB MO MHOTMM Mpu3HakaMm. bojee M0CTOBEpHBI KpUTEpUN —
TPaHCIUIAHTAIIMOHHBINA TECT C MPUMEHEHUEM MIEPEKPECTHOM Mepecaku KOKH.

Haubonee pacmpocTpaHeHbl METOJbl OCHOBAaHHbIE Ha HMMYHOJOTHYECKOU
UJCHTUYHOCTU OJHM3HEIOB MO 3puTporuTapHbiM anturenam (ABO, MN, pesyc), mo
CBIBOPOTOYHBIM OeliKaM (y-TJI00yInuHY).

CXO0JCTBO MEXAY OTHOSIMIIOBHIMHU OJHM3HEI[AaMH OMpPEEsIeTCs] OJMHAKOBBIMU
TeHOTUIIAMH U CXOJHBIMH YCIIOBUSIMU BHYTPUYTPOOHOTO pa3BUTHA. CXOICTBO MEXKTY
pPa3HOSIMIIOBBIMU  OJIM3HELIAaMU  ONPENENSIETC TOJNBKO OJUHAKOBBIMU YCIOBUSIMHU
BHYTpUYTpOOHOTO pa3zButus. [103TOMy IIpu CpaBHEHUH OJIHOSIMIIOBBIX U pa3HOSNIO-
BbIX OJIN3HELIOB, BOCIIUTAHHBIX B OJJHOM U TOW K€ Cpesie, MOKHO ClielaTh 3aKiIrye-
HUE O POJIM TEHOB B Pa3BUTHUN MPHU3HAKOB.

[TockoabKy MOHO3UTOTHBIE OJM3HEIbI TEHETHYECKU WACHTUYHBI, CPEIH MOHO-

3UTOTHBIX OJIM3HEIIOB HAOIIOIAeTCsl BRICOKUH MPOIIEHT KOHKOPAHTHBIX Tap (Tabd. 4).

Tabnuna 4
KoHKOpPAAaHTHOCTH HOPMAJILHBIX IPU3HAKOB YeJI0BeKAa
IMpusnaxku KonkopaanTHoCTh KonkopaanTHoCcTh
MOHO3HMTOTHBIX AU3UTOTHBIX
0J1M3HenoB, % 0J1M3HenoB, %
['pynma kposu, ABO 100 46
I{BeT rnas 99 28
L{BeT BOJIOC 97 23
LIBeT KOoXHU 100 45
dopma BoJoC 100 79
dopma HOCa 98 20
dopma rpyaJHON KIETKU 96 60
[TanunisgpHble TMHUN 92 40

Kaxk BHUAHO U3 Ta6J'II/ILH>I 5, CTCIICHb KOHKOPAAHTHOCTH MOHO3HUI'OTHBIX Onu3He-

OB 110 BCEM IMMPUBCACHHLIM IIPU3HAKAM 3HAYUTCIIbHO BbIIIC, YCM Y TU3HUT'OTHBIX.

Cy1ecTBYIOT TaOIHUIbI KOHKOPJAHTHOCTU MOHO3UTOTHBIX (MB) 1 AM3UroTHBIX

(/1Ib) OnM3HEIOB MO pa3IUYHBIM 3a00eBaHuAM (Ta0II. 5, 6).
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Taomuna 5

BCTpe‘{aeMOCTL HEKOTOPbLIX 3a00J1eBaHMii

cpeau map MOHOBUI'OTHBIX U TU3UTOTHBIX 6J1H3HEIIOB

3a0o0JieBaHmne

KonkopaantHocTh MO-
HO3MTOTHBIX
O0Jm3HenoB, %

KoHkopaaHTHOCTH
AM3UTOTHBIX
0JIM3HenoB, %

DHIAEMHUYECKUN 300 71 70
Paxut 88 22
ATIepruyecKuii 1epMaTuT 28 8
Caxapublii nuabder 84 37

Kak BHUJIHO U3 Ta6J'IHLII>I 6, CTCIICHb KOHKOPAAHTHOCTH MOHO3HUI'OTHBIX Onu3He-

OB I1I0 BCEM IIPUBCIACHHBIM MyJ'IBTI/I(l)aKTOpI/IaJ'IBHBIM 3a00JIEBAHHSIM TaKXKe BBIIIIC,

4CM Y IU3HUTI'OTHBIX.

TaGnmia 6
BcerpeyaemocTs MH(EKIMOHHBIX 32a001€eBaHUil Y OJIM3HENIOB
KonkopaantHoctb KonkopaanTHoCcTh
3abojieBaHue MOHO3HUTOTHBIX AM3UTOTHBIX
0Jm3HenoB, % 0Jm3HenoB, %
AHnruna 51 39
Hudrepus 50 37
NH(peKIMOoHHbIHI renaTtut 45 18
Kops 97 95
Koxmromr 97 92
ITHeBMOHMS 32 18
[Tonmuomuenut 35 6
PesmaTuzm 26 10
CkapnatuHa 94 47
TyGepkynes 32 20
[Tapotut 82 74

[To mpu3Hakam, B (hOpMHUPOBAHUN KOTOPBIX BEAYIAsl POJIb TPUHAIICKUT (ak-

TOpaM Cpeibl, MeX 1y OJIM3HEIlaMu Ha0I01aeTCsl TUCKOPAAHTHOCTb.

I[J'IH BBIYHUCJICHUA HACJICAYCMOCTH IIPU3HAKOB CPABHHUBAKOT CTCIICHL CXOJCTBA

(KOHKOPJIAHTHOCTH) WJIM PA3JIMYMs (IUCKOPAAHTHOCTH) MO PSIIY MPU3HAKOB y OJIM3-

HCIIOB Pa3HOI'O THUIIA. I[OJ'IH HaACJICACTBCHHOCTH BBIPpAXKAIOT B IIPOLICHTAX.
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KoJM4ecTBeHHYIO OIICHKY OTHOCHUTEIBHON POJIM HACIIEACTBEHHOCTH M CPEJIbI
MOKHO czenaTh ¢ nomoiusio Gopmyinsl K. XonbluHrepa Ha OCHOBE pacueTra Kodd-
¢buruenta nacnencteennoctd H (heredity) u xoaddunuenra sausaus cpenst E (en-
vironment):

KMB - KAOB
H D —X 100%

100% - KAOB
E=100% - H
rae Kyvs — KoHKOpIaHTHOCTB npu3Haka (B %) mist Mb; Kqg — o ke mnsa [JIb.
Ecimu H = 100%, TO MOXHO CUUTaTh, YTO SKCIPECCHUS MIPU3HAKA OMPENIEISIETCS TOIBKO
reHotunoMm uHauBuayyma. Eciim H = 70% 3nauut, B popmupoBanue mpusnaka /0%
OTBOIUTCS HacieacTBeHHOCTH, a 30% - pakTopam cpensl (E = 100% - 70% = 30%).
bnaronapst 6:113HeI0BOMY METO1y, ObliIa BRIICHEHA HACJIEICTBEHHAS TIpeapac-
MOJIOKEHHOCTh YEJOBEKa K Py MHOTO(AKTOPHBIX 3a00eBaHUM: MH30(PPEHUH,
SMUJICTICUH, caXxapHoOMy auabery, TMnepToHuu u JapyruM. OcoOblii MHTEpec mpe/-
CTaBJIIET HACJIEIOBAaHUE COIMAIIBHO 3HAYMMBIX MMPU3HAKOB: arpeCCUBHOCTHU, aIbTPY-
M3Ma, TBOPUYECKUX, UCCIIEIOBATENLCKUX, OPraHU3aTOPCKUX clocoOHOCTe. CunTaert-
Csl, UTO TMEPEUUCIICHHBIE COIMAJIBLHO 3HAYMMBbIE MpU3HAKU npumepHo Ha 80 % o0y-
CJIOBJICHBI T€HOTHUIIOM.
Kpome TOro ¢ momoripio OJIM3HEIIOBOTO METOAA BBISBISIIOT HACIIEICTBEHHBIN
XapakTep MPHU3HAKA, OMPEACISIIOT MEHETPAHTHOCTh aJljIelis, OIEHUBAIOT d(PhEKTUB-
HOCTh JICHCTBUS Ha OPTraHW3M HEKOTOPHBIX BHEITHUX (DAKTOPOB (JIEKapCTBEHHBIX TIpe-

napaToB, 00y4YeHHs, BOCITUTAHU).

CamocrosiTeibHas padora

3amanue Ne 1.

B TaGauie 6 mpuBeneHbl CTENEHW KOHKOPJAHTHOCTH MOHO3MTOTHBIX (MB) u
Iu3UroTHbIX (/1B) 61M3HEN0B MO pa3aInyHbIM MH(OEKIMOHHBIM 3a00JieBanusIM. Ornpe-
JICIUTE POJIb HACTIEACTBEHHOCTH B 3200JIEBAEMOCTH TyOEpKYIIE30M.

3aganue Ne 2.

B Tabauie 5 mpuBeneHbl CTENEHH KOHKOPAAHTHOCTH MOHO3UTOTHBIX (MB) m
au3UroTHbIX (B) OJIM3HEI0B MO pa3MyYHbIM COMaTHYEeCKUM 3aboneBaHusM. Orpe-
JISIATE POJIb HACTIECACTBEHHOCTH B 3200JIEBAEMOCTH TyOCpPKYIIE30M.

OTBeThbI HA 3aJ1aHUS
3aganue Ne 1 OtsBert: 15%.
3ananue Ne 2 OtBet: 75%.
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NONYJIIIUOHHO-CTATUCTUYECKHAN METO/]

Merton, ucnoap3yeMblii 1Jisl yCTAHOBJIEHUS YaCTOT T€HOB U T€HOTHUIIOB B MOITY-
JSAUUM U JIEMOHCTPUPYIOIIUNA XapaKTep MUX W3MEHEHHMS MO BIUSHUEM Pa3TUYHBIX
(haKTOpOB, HA3BIBAETCS TOMYJISIITMOHHO-CTATUCTUYECKHAM.

C noMoIBbI0 3TOr0 METOAa MOKHO:

® [IPOAHAJIM3UPOBATh TEHETUYECKYIO CTPYKTYPY NOMYJISIUY;

® OIpEICIUTh YaCTOTHI aJIJIEJ el TEHOB U TEHOTUIIOB B MOMYJISIIUSAX;

® OIPEACIUTh CTEIICHb MEKITOMYJISAIIMOHHOTO TEHETUYECKOTO pa3Hoo0pa3us;

® H3yYHUTh TEHETUUYECKHM TPY3;

® BBLISIBUTH PACIpPOCTPAHEHUE HACJIEACTBEHHBIX MPU3HAKOB (HACIIECICTBEHHBIX
3a00s1€BaHUI) B TIOMYJISIUSX.

Ha ocHOBe HM3ydeHHs] pacHpOCTPAHEHUS] T€HOB CPEAM HACEJNEHUS Pa3InYHbIX
reorpa)uyecKux pPeruoHoB (reHoreorpadusi) MOKHO YCTaHOBUTH LEHTPHI IMPOUC-
XOXKJICHUS PA3JIMYHBIX dTHUYECKUX TPYNI U UX MUTPALIUU, ONIPEJETUTh CTETICHb PUC-
Ka MOSIBJICHUS TOW WJIM MHOW HACJIEACTBEHHOM MATOJIOTUH B KOHKPETHOM PETHOHE.

N3y4yeHneM reHeTHYEeCKOM CTPYKTYpbI MOMYJIAINN 3aHUMAETCsl 0COOBIN pasen
TE€HETUKHU — FTEHETHKA MOMYJISIIUNA.

Ilonynsayus - 3T0 COBOKYITHOCTb 0COOEH OHOTO BUAA, JJIUTEIIBHOE BpeMs O0U-
TAIONIUX Ha OMPEICIICHHOW TEePPUTOPUU, CBOOOJHO CKPEIIUBAIOLIUXCSA APYT C APY-
rom (MaHMHUKCUSI — CBOOOJIHOE CKPEIIMBAaHUE), UMEIOIINX OO0Ilee MPOUCXOXKICHUE,
ONPENICICHHYI0 TEHETUYECKYIO CTPYKTYPY U B TOW WJIM MHOW CTENEHU U30JIMPOBAH-
HBIX OT JIPYTUX TaKWX COBOKYMHOCTEW ocoOel maHHOoro Buaa. [lomynsmus sBusercs
HE TOJBKO (POPMOM CYIIECTBOBAHUS BUJA, HO U €IUHUIICH SBOJIOLNH, TTOCKOJILKY B
OCHOBE MHKPOIBOIOIMOHHBIX MPOIECCOB, 3aBEPIIAIONIUXCS O0pa3oBaHUEM BHUJIA,
JIeXKaT TeHETUYECKUe TPeoOpa3oBaHus B MOMYJISIIHUIX.

B peanbHbIX nonyaanusax (peajibHasi NOMYJISLMS — IEHUCTBUTEIBHO CYIIECTBY-
I0I1asi B TIPUPOJIC) YEIOBEKa HAOIIOAACTCS BHICOKUN YPOBEHb I€HETUYECKOTO TMOJTH-
Mopdu3Ma, r1e OAUH U TOT K€ T'eH MOXKET OBITh MPEACTABIICH Pa3HbIMU AJIJICIISIMHU.
DTO NPUBOJUT K CYIIECTBOBAHUIO HECKOJIBKUX T€HOTUIIOB M COOTBETCTBEHHO Pa3HBIX
dbenotuno. brnarogaps nmoauMopdu3My B TONMYJSIIIUM HEBO3MOXKHO HAWTH JaxKe
JIBYX T€HETUYECKH OJJUHAKOBBIX JIFOJICH.

B peaibHBIX MOMyJALUSAX MPOUCXOAUT W3MEHEHUE PABHOBECHUSI T€HOTUIIOB U
ajuiesiel moJi BAUSIHUEM IOCTOSTHHO JIeWCTBYIOMUX (akTopoB. K HUM OTHOCATCS: My-
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TAI[MOHHBIA TPOLIECC, MOMYJISLUOHHBIE BOJIHBI, HM3OJSIMS, €CTECTBEHHBINH OTOOpP,
nperid reHoB, SMUTpaLysi, UMMHTpalust, UHOpUIUHT. FIMeHHo Gnaronapst 3Tux (akto-
POB BO3HUKAET 3JIEMEHTAPHOE IBOJIIOIIMOHHOE SIBIECHUE — U3MEHEHUE F€HETUYECKOTO
cOCTaBa MOMYJISILIUH, SIBIISIONIEECS HAaYaTbHBIM 3TAllOM IIpoIecca BUA00OPA30BaHUSI.

VY yenoBeKa BBIACISAIOT TPU TUIMA PeabHBIX MOMYJIALNNA, KOTOPbIE OTIMYAIOTCS
IpyT OT Japyra YUCJICHHOCTbIO, YACTOTOM BHYTPUTPYIIOBBIX OpakoB, J0Jied UMMHU-
IPaHTOB, MPUPOCTOM HacesjeHus: 1) Oospinue (C YHUCICHHOCTBhIO Oojiee 4 ThIC),
2) nemsl (1,5- 3,5 Thic HaceneHus), 3) U30ATHI (<1,5 ThIC).

[Tomynsituy yenoBeka TakKe MOAPA3ICISIIOT Ha MTAaHMHKCHYECKHE (C BO3MOXK-
HOCTBIO CBOOOJTHOT'O BCTYIUIEHUS B Opak, co cilydailHbIMU Opakamu) U HHOpEIHBIMH
(c BBICOKOM 4acTOTON KpOBHOPOJCTBEHHBIX OpakoB). Hacenenue kpymnHoro ropona
COOTBETCTBYET MAHMUKTHUYECKOU MOIYJISIIHH.

Hoeanvhoii - aBisieTcst 0CTaTOYHO O0JbIas (MaHMUKTHUECKAs) TIOMYJISIIUS, B
KOTOPOM OTCYTCTBYIOT JIaBJIEHME MYTallMOHHOTO MPOIlecca, ECTECTBEHHOTO 0TO0pa U
MUTpaIliy, HapylIaloliue paBHOBecHe reHOB. [I0HATHO, YTO WaCabHBIX MOMYJISIIIHA
B IIPUPOJIE HE CYIIECTBYET.

JIst BBISICHEHHS YacTOT BCTPEYAEMOCTH TE€HOB M TEHOTHUIIOB B OOJBIIMX
(YCIIOBHO TPHUHSATHIX 3a HUJCAIbHBIC) MOMYJAIMIX YeJIOBEKAa HCIOJIb3YeTCS 3aKOH
Xapau-BaiinOepra:

«B uaeaqbHOI MOMYJIAIUM U3 TIOKOJIEHUSI B TOKOJeHHE COXPAHsSIETCS CTPOro
onpe/ieJieHHOe COOTHOLIEHNE YACTOT IOMHHAHTHBIX M PelleCCHBHBIX aJleJiei

I¢HOB, 4 TAK/KC COOTHOIICHUE YaCTOT TCHOTHITNYCCKHUX KJIAaCCOB»

3akon Xapnu-BaiinOepra:
p(A)+q(a)=1(100%)
pP2(AA)+2pa(Aa)+gi(aa)=1(100%)

rZie P - 4aCTOTa BCTPEYAEMOCTH JOMUHAHTHOTO ajuies A;

g - 4acToTa BCTPEUYAEMOCTH PELIECCUBHOTO AJIEIA 4&;

p?- 4acTOTa BCTPEYAEMOCTH TOMO3HIOT 10 JJOMHHAHTE AA;

2p( - 4acToTa BCTPEUAEMOCTH T€TEPO3UTOT Ad;

0 - 4aCTOTa BCTPEYAEMOCTH TOMO3UTOT TI0 PELECCUBY ad.

3akon Xapnau-BaitHOepra ymorpebisiercs st IPUMEPHOTO MOJCYETa HOCHUTE-

Jiel PEIeCCUBHBIX aJljIesiei TeHOB HACJICACTBEHHBIX 3a00JICBaHMIA.
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[Tpumep:
H3eecmno, umo 6 00HOU NONYIAYUU (DEeHUTKEMOHYPUs 8Cmpeyaemcs ¢ 4a-

cmomoti 1:10000. Denunxemonypus Hacieoyemcs no aymoCOMHO-PeYecCu8HOMYy
muny, ciedo8ameibHo, OOlbHble (EeHUTKeMOHYpUell UMEOm 2eHOMUn ad, mo ecmo
0°=0,0001. Omciooa: q=0,01; p=1-0,01=0,99. I emeposuzcomuvle nHocumen peyeccus-
Hoeo eena umerom ecenomun Aa. Yacmoma ecmpeuaemocmu eemeposzucom (2pQ) co-
cmaensgem 2-0,99-0,01=0,02. Bv16oo: 6 danHoti nonynsayuu oxono 2% uacenenus — ¢he-
HOMUNUYECKU 300po8ble Hocumenu 2ena genunkemonypuu. Yacmoma ecmpeuaemocmu

300P0OBbIX T100€li C 20MO3UOMHBIM 2eHoM no domunanme (AA): p?=0,992 = 98%.

B toM cnyuae, eciiu reH B reHOQOHJE MPEICTAaBICH HECKOJBKUMHU aJlJICNIIMU
(manpumep red rpynmsl kKpoBu cuctembl ABO), To mpuanmn Xapau-BaitHOepra ocTa-
€TCs B CUJIE.

CooTHoIlIEHUE pa3InYHbIX T€HOTUIIOB BhIpaxkaeTcs (HOpMyIIoi:

pl* + gl® + r1° = 100%
Hanpumep: Ha bimyxaem BocTtoke rpymmbl kpoBu cucteMbl ABO BeTpeuaroTcs

B CJICAYIOMIEM IMPOICHTHOM COOTHOIMICHUHN

0(l) - 27,3%
A(Il) - 38,5%
B(111) - 25,5%

AB(IV) - 8,7%

Onpenenuts yactory ameneit 14, 1B, 1° u pasHbIX reHoTHIOB B 5TOM mOMmys-

M MO>KEM, BOCTIOJIH30BABIINCH CIEAYIOMIMMHI (POPMYyJIaMH MIPU PEIICHUH 3aa4H
p(I4) =/(A+0)— 0.
(q(fﬂj =,/(B+0)—+0.
r(19) =+/0

rae A —yactota rpynisl kpoBu A(Il); 0 — yacrora rpynmnst kpoBu 0(I); B — ua-
ctota rpynimsl kposu B(III).
r(I°)=+0,273 = 0,52.

(p(!“l) =,/0,385+0,273 -+/0,273 =0,8112 - 0,5225 = {],28;

q(I%)=,/0,255+ 0,273 —,/0,273 = 0,7266 — 0,5225 = 0,20

Taxum obpaszom, yactora amieneit pl* = 52%; ql® = 28%; r1° = 20%.
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Jlst cOopa maTepualia UCTIONIb3yeTCss 0030pHBIN METOJI, C TIOMOIILI0 KOTOPOTO
MO>KHO MCCJIEIOBATh BCIO HACJIEACTBEHHYIO MATOJIOTUIO, WIH OTACIbHYIO TPYMIy 3a-
0OJIeBaHU, UK TOJIBKO OJIHO 3a00J€BaHUE, HO U3y4Yas MIPU STOM BCE HACEJICHUE BhI-
OpaHHOTO pPEeTHOHA.

JIst TIOJTy4eHHsT TOCTOBEPHBIX PE3yJbTATOB IMOIMYJISIHS JOJDKHA OBITH JOCTa-
TOYHO OOJIBIION, JIsl TEHETUYECKUX UCCIIEIOBAHUN ONTUMAIBHBIM SIBJISIETCS pa3Mep
HOMYJISIUU C YUCIIEHHOCTHIO OT 0,5 110 5,0 MIIH. YelloBeK.

HccnenoBanus qokaszaid, YTO paclpeleseHue 4acToT ajlielel U uX HU3MeHe-
HUE B MOMYJISIUAX, 3aBUCAT OT BIUSHUS JBHXKYIIMX CUJI SBOJIOIMU: MYyTareHesa,
npeiida TeHOB, MUTPAIIMOHHOTO TIPOIIecca, U30JISIIUN U €CTECTBEHHOTO 0TOOpA.

Bo3bmeM npumep eHCTBUS €CTECTBEHHOTO OTOOpa Ha MOMYJISIMIO YeIOBEKa.
OT60p neiCTBYET Kak BO BHYTPUYTPOOHOM COCTOSIHHM, TaK U B MOCIEAYIOIINE TIEPH-
ozbl oHTOreHe3a. Hambosiee BhIpaxkeH CTAOMIM3UPYIOMIUNA OTOOp, HANpPaBICHHBIN
MIPOTHUB HEOJATONMPUATHBIX MYyTalMil (HalpuMep, XpOMOCOMHBIX nepectpoek). Kiac-
CUYECKHUI MpuMep oTOOpa B MOJIb3Y IFETEPO3UTOT — PACIPOCTPAHEHUE CEPIOBUIHO-
KJIETOYHOW aHeMHH. Y JtoJiel OOJIbHBIX CEPIIOBUIHOKIETOUHON aHeMuen HalJroja-
€TCSl TETEPO3UTOTHBIN T€HOTHII, TAK KaK TOMO3UTOTHI ITOTHOAIOT €111e B JIETCTBE.

HacnenctBennsie 3a007€BaHUs pacpeiesieHbl M0 Pa3IuYHbIM PETHOHAM 3€M-
HOTO IIapa, CpeJy pa3HbIX pac U HAPOJHOCTEW HEepaBHOMEpPHO. J[aHHBIE O pacmpo-
CTpaHEHUU 3a00JI€BaHUN M KOJIMUECTBE N€TEPO3UTOTHBIX HOCUTEIEH B KOHKPETHOM
pErruoHe UMeeT OOJBIIOe MPAKTHUECKOE 3HAYEHUE, T.K. CIIOCOOCTBYIOT 3P dEKTUBHOMI

OopraHu3aiuu NPOPUIAKTUYECKUX MEPOTIPUSTHH.

CamocrosiTesibHast paboTa
3apanme Ne 1.
AnpOMHU3M y 4YelloBeKa OOYCIIOBIIEH PEIKUM PEIEeCCUBHBIM T'€HOM, PacIpo-
CTpaHeHHBbIM B momyisiuu oaen (EBpomneiickoit wactu) ¢ vyactoroit 1 na 10000.

Onpenenure TeHETUYECKYIO CTPYKTYPY NOMYJISLUH.

3aganue Ne 2.
Yacrota rpyni kpoBu cucteMbl ABO cpenu mrozieit B pa3HbIX HOMYJSLUIX CY-

IIECTBEHHO OTIM4aeTcs (Tabi.7).
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Yacrora rpynn kpoBu cuctembl AB(

Tabmuma 7

I'pynna kpoBu cucrembl AB0
HHonyasuus
0 A B AB
Nuneinsl 77 22 0 0
Hemrbr 36 61 2 0,5
[TonmuHaE3uNIIBI 37 42 15 7
Erunrsuae 27 39 25 8

Onpenenme, B Kakou H3 IMpCaACTAaBJICHHBIX B Ta6JII/IH€ 7 I'PVYIIII HACCICHUA

HauOoJIEe YaCTO BCTpevaeTes auiens plt

3aganue Ne 1

OTBeTHI HA 3a1aHUA

Pewenue. Ecnu annens HOpMELHBHOI?I IIMIMCHTalIu1 0003HAYNTH A, aAJUICIIb aJIb-

OMHU3MA a, TO TEHOTUN AJILOMHOCOB Oy/ET aa, a TEHOTUIIBI HOPMAJIBHO TUTMEHTUPO-

BaHHBIX Jtosiell — AA u Aa. [1o ycnoBHIo 3a1aHHs B MONYJISIUY YaCTOTa aJlbOMHOCOB

coctapinsier 1 Ha 10000. CornacHo 3akony Xapau-BaiinOepra, B TaHHON HOITYJISILIUH

yacToTa roMo3urot q%(aa)=1:10000=0,0001 (0,01%), a 4acTOTa PELIECCUBHOTO AJLIEN

W'quZO,Ol. Yacrora momunantHoro amiens p(A)=1-q(a)=1-0,01=0,99. Yacrora HOp-

MaJIbHO TIMTMEHTHPOBAHHKIX JIIOfiel cocTaBugeT pA(AA)=0,992=0,98(98%), a yacTora

rerepo3urot 2pq(Aa)=2-0,99-0,1=0,198(1,98%).

3aganmne Ne2

Omeem: Y nonunesuiie 38% (unnpeitsl 11%; Hemisr 29%; eruntsiae 29%).
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JTEPMATOTJIMOUYECKUN METO/I

[Mypxunbe . (1823 r.) u3yumnn penabed KOKHBIX y30pOB U pa3pad0Tal OCHOBBI
ux knaccuuianuu. @. ['aabTOH YCTAaHOBUI, YTO KOKHBIE Y30PBI SIBJISIIOTCS WHIUBU-
OyaJlbHOM XapaKTEPUCTUKOW YE€JIOBEKAa M HE U3MEHSIIOTCS B TEUEHUE €r0 YKU3HH.
["anbToH nomoaHMI KiacCU(UKAIMIO KOXKHBIX Y30poB U B 1892 r. mpemsioxu nep-
MaTOTTIU(HUUECKUI METO/I.

OcHOBaH METOJ] Ha M3YYEHUU KOXKHBIX Yy30pOB (MANUJUISIPHBIX JUHUI) Majb-
eB, JIaqoHel (puc. 22) ¥ NOJONIBEHHBIX MOBEPXHOCTEH CTOIM, 0Opa30BaHHBIX JITU-

J€pMaJbHBIMU BBICTYIIAMH (TPEOHSIMH ).

Puc. 22. TTanunnspHblie TUHUM NAJIbIEB U JTaJ0HEH.

Paznensl nepmarornuduku:

e JIAKTUJIOCKOIHUS — U3YYEHUE Y30POB Ha MOJYIICUKaX MaIbIEB;

e MAJIBMOCKOIHUS — U3YUYCHUE PUCYHKA HA JIAJIOHSX;

e IJIAHTOCKOMHS — M3YYECHHE JIePMATOTIU(UKU TOJIONIBEHHON MOBEPXHOCTH
CTOTIBI.

['peOHM Ha KOXKE MaNbIEB PYK COOTBETCTBYIOT COCOUKAM JIEPMBbI, IOITOMY UX
Ha3bIBAIOT MAMWUIIPHBIMUA JTUHUSAMH, peibed dTUX BBICTYNOB IMOBTOPSET IJIACT AMHU-
nepmuca. MexXcoCOUKOBBIE YTITyOJIeHUST 00pa3yroT O0pO3aKHU. 3aKiIajiKa y30pOB Mpo-
ucxonut Mexay 10 u 19 wepensmu BHyTpuyTpoOHOTO pasButus. Y 20 HEACIBbHBIX
IJIOJIOB YK€ XOPOIIO Ppa3muuuMbl (GopMbl y30poB. DopMUpOBaHUE MAMMILIISIPHOTO
penbeda 3aBUCUT OT XapaKTepa BETBJICHUS HEPBHBIX BOJIOKOH. [lomHoe hopmupoBa-
HUE JieTajeldl CTPOCHUSI TAaKTHJIBHBIX Y30pOB OTMEYAETCS K IECTH Mecslam, IMocie

Y€ro OHU OCTAKTCA HCU3MCHHBIMHU 1O KOHIIA XU3HH.
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[ManumisipHble TUHANA TOAYIICYEK MalbleB MOT'YT UMETh BU AyTH, METIIH, 3a-
BUTKA (pHC. 23).

3aBUTOK

Puc. 23. Pa3HOBUIHOCTH NANIBLIEBBIX Y30pPOB: Iyra, METs, 3aBUTOK.

JIaKTUIIOCKONIMYECKHUE MCCIICAOBAaHUS UMEIOT BaKHOE 3HAUCHUE B IMAarHOCTUKE
HEKOTOPBIX HACJIEJACTBEHHBIX 3a00JI€BaHMM, B Cy/leOHOW MEAUIIMHE, B KPUMUHAIH-

CTHKC IJI1 I/IILCHTI/I(bI/IKaHI/II/I JIMYHOCTH.

HanbMockonus

B Hacrosimee Bpems omnpeneneHa HAaclIeACTBEHHAs 00YCIOBICHHOCTh KOKHBIX
y30pOB. DTO I0Ka3aHO MHOTMMH I'€HETUYECKUMHU UCCIEI0BAHUSIMH, B YACTHOCTH, HA
MOHO3MT'OTHBIX OJIM3HELAX.

OO1uMpHBIE HCCIEIOBAaHUS MO M3YyYEHUI0 OCOOEHHOCTEH JepMaTOrIu(pUKu
npoBeneHsl y Hac B crpane T.J1. ['magkoBoi#t (1996 r.), a mo HacieacTBeHHOU 00y-
CJIOBJICHHOCTH KOXKHBIX y30poB — M.C. I'yceBoit (1970 r.). Ha ocHoBaHMM 3THX padboT
ObUT cIenaH BBIBOJ, YTO KOJHMUYECTBEHHBIC MOKAa3aTelNH IrpeOHEBOTO penbeda KOXKU
IPOrpaMMUPYIOTCS MOJIUIeHHO. ['eHbl rpeOHel KoKU MPOSIBIIAIOT CBOW MOpQoreHe-
Th4YecKuit 3G (HEKT, B Ha CTETICHb BETBIICHUSI HEPBHOTO BOJIOKHA, U (DEHOTUTINYE-
CKH OTIPEEIISAIOT IPeOHEBYIO MJIOTHOCT.

Ha xapakTtep nmajabpleBOro u JaJlOHHOTO Y30pPOB TaK)K€ OKa3bIBAET BIMSIHHUE Ma-
TEPUHCKHUI OpPraHu3M 4epe3 MEXaHU3M IIUTOIIa3MaTHUYE€CKOM HaCcaeACTBEHHOCTH.

Ha ¢dopmupoBanue nepmatoriu@uueckux y30pOB MOTYT OKa3bIBaTh BIIUSHHUE
HEKOTOpbIE MOBPEXAarole (PakTopbl Ha paHHUX CTAUSAX YMOPHOHAIBHOTO Pa3BUTHSL.

JlepMaTtornuduueckre UCCleOBaHNs UCTIOIb3YIOTC MPHU UACHTU(UKALIUN 3U-
roTHocTH OJin3HenoB. CXOACTBO y30pOB MEHee ueM Ha 7 manbiax u3 10 - cBumeresnnb-
CTBYET B MOJIb3Y IU3UTOTHOCTH OJM3HELOB, €ciu 0oJiee, TO 3TO YKa3bIBaeT HA MOHO-

3UTI'OTHOCTD.
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B kxadectBe 0000IIEHHOTO MOKa3aTesl MOTEHIMAIBHBIX BO3MOXHOCTEH 4elno-
BeKa CIIOPTCMEHBI UCIOJIb3YIOT TaK Ha3bIBAEMbIN JCIBTOBBINA MHJIEKC, 3aBUCSAILIUN OT
CJIOKHOCTH MaJIbLIEBBIX Y30poB. Hanbomnee npocToil pucyHok — ayra oueHuBaetcs B
OamtoB, neTist — 1 Gaimt, 3aBUTOK — 2 Oaia. MakcHManbHBIN ITOKa3aTeab (MCXOII U3
cymmbl 10 maneiieB) — 20 6amioB. Huskuit nenproBeiii mHAEKC (10 10) XapakTepusy-
€T CKOPOCTHO-CHUJIOBBIE KauecTBa (PEKOMEHIYETCS 3aHUMAThCS JIETKOM aTJICTHUKOMN).
Cpennuit (ot 10 go 13) — mokaszareiab BBIHOCIUBOCTH (PEKOMEHIYETCS JIbLKHBIN
cnopt). Beicokuii (Bbime 13) — moka3pIiBaeT Ha CIOCOOHOCTH K CIOXHOW KOOPAUHU-
POBAHHOW NEATEILHOCTH (3aHATHS OOKCOM).

JlanoHHBIN penbed OYeHb CIOKHBIN, B HEM BBIICISIOT P MOJICH, MOTyIIeYeK
Y JIQJIOHHBIX JIMHUM. Y TpaBiiei 0oJiee CIOKHbIE Y30Pbl BCTPEUYAIOTCA Ha MPaBOU py-
K€, y JIEBLICH — HA JICBOM.

YcranoBieHo, uTo y Jrojiel ¢ cuHapoMoM [layHa HaOmogaroTcs crnenuduye-
CKHE M3MEHEHUSI HE TOJbKO PHUCYHKOB MAJIbIIEB U JIaJIOHEH, HO U JIAJJOHHOTO YTJa,

XapakTepa OCHOBHBIX CTHOATEIbLHBIX 00pO3]] Ha KOXKe JIanoHen (puc. 24).

Puc. 24. IlonepeuHnas ckiajka JaJJOHU U CTOIBI y O0IBHOTO CUHAPOMOM JlayHa.

Habmonatorcs aepmatormuduueckue 0COOCHHOCTH H MPH JPYTHX XPOMOCOM-
HBIX MyTarusx. Hampumep, npu cuHapome DaBapjica 4acTo OOHAPYKUBAIOTCS JTYTH
Ha Bcex nanbuax. [Ipu cunapome IlepmeBckoro-TepHepa — 3aBUTKM HA BCEX MaJlb-
nax. Onucansl cnenuduyecKkue aepMaToraTuduIecKre OTKIOHEHUS MpU Mm3odpe-

HUU, MUACTEHUHU, TUM(POUTHON JIEHKEMUHU.

CamocrosiTeibHas padora

3ananmue. [loncunTaiiTe NeTbTOBBIN HHACKC Y Ce0s U CACIANTE 3aKITIOYCHUE.
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BUOXUMHUWYECKHN METO/I

buoxumuyeckuil METOJ] MPUMEHSIETCS B OCHOBHOM Ipu TuddepeHnnanbHon
JAMArHOCTUKH HACIEICTBEHHBIX HApYIICHU 0OMEHa BEIIECTB.

buoxumuyecknii MeTOJ MO3BOJISIET OOHApYKWUTh HApPYIICHHS B OOMEHE Be-
IIECTB, BbI3BAHHBIC U3MEHEHUEM T'€HOB M, KaK CIEJCTBUE, N3BMEHEHUEM aKTUBHOCTU
paznuuHbix (hepMmeHToB. HacneacTBeHHbIe 00I€3HU 0OMEHA BEIECTB MOAPA3IACIII0T-
cs1 Ha OOJIe3HHU YIVIEBOJHOTO 0OMeHa (caxapHbIi n1uader), oOMeHa aMUHOKHCIOT (de-
HUJIKETOHYpUS ), JTUIHI0B, MUHEPAJIOB U Jp.

MHorue HacienCcTBEHHBbIE 3a00JIeBaHUs, CBSI3aHHBIE C HApYIICHUSMH OOMeHa
BELIECTB, IMArHOCTUPYIOTCS C MOMOLIbI0 OMOXUMUYECKUX METO10B. OHU MO3BOJIAIOT
BBISIBUTH JIMOO aHOMasbHbIE O€IKU-(PEepMEHThI, JTHUO0 MPOMEXKYTOUHBIE IMPOYKTHI
oOMeHa, CBUAETENbCTBYIOIINE O Hanuuuu Oose3Hu. CeronHsa yctaHoBieHO Oonee 1
ThIC. 3a00JIEBaHUN U HapyUIEHUI OOMEHa BEIECTB y YeJIOBEKAa, UMEIOIIUX HACIeI-
CTBEHHYIO ITPUPOY.

Bce Onoxumuyeckue METObI IEIAT HAa KaUECTBEHHbIE, KOJIMYECTBEHHbBIE U T10-
JYKOJM4YECTBEHHbIE. [ nccienoBaHust 6epyTcsi KpOBb, MOYa MJIM aMHUOTHYECKas
&KuaKocTh. KauecTBeHHBIE peaklMK MO3BOJSIOT OOHAPYKUTh M30BITOUHBIE KOHIICH-
Tpauuu cyOcTpaToB OJOKMPOBAHHOW (DEPMEHTHON pEAKUMU WIM UX MPOU3BOIHBIX.
KauecTBeHHbIE TECTHI YYBCTBUTENbHBI, IPOCTHI B MPUMEHEHUHU, OTIUYAIOTCS HUZKOU
ce0ECTOMMOCTBI0O M HE JAl0T JIO)KHOOTPHUILIATEIbHBIX PE3YyJIbTaTOB, a MH(OpMalus,
MOJIy4E€HHAas C UX MOMOIIbIO, TO3BOJISIET C BBICOKOW J1OJIEW BEPOSTHOCTH 3aII0I03PUTh
IIATOJIOTHIO y ManueHTa. KayecTBeHHblE METOJBI MEHEE TPYIAOEMKHE, IO3TOMY IPH-
MEHSIOTCS JIJI1 MaCCOBOI'O CKpUHUHTA (HaIpuMep, UCCIEI0BAHNE HOBOPOK/ICHHBIX B
poaioMe Ha (PEHUIIKETOHYPHIO).

Bce MHOroo0Opasue kaueCTBEHHBIX OMOXMMHYECKHX METO/OB JEIUTCSA Ha JIBE
TPYIIIB:

a) METO/Ibl, OCHOBAHHbIE Ha BBISIBICHUU OINpPEACIICHHBIX OMOXUMHUYECKUX TPO-
IYKTOB, 00YCIIOBJICHHBIX JEUCTBUEM pa3HbIX aiuieneil. Jlerue Bcero BBIABISTH ajljie-
JIM 110 U3MEHEHUIO AKTUBHOCTH (DEPMEHTOB WJIM 1O U3MEHEHHUIO KaKoro-indo OMoxu-
MHYECKOI0 MPU3HAKA;

0) MeTOo/1bl, OCHOBaHHbIE HA HEMOCPEICTBEHHOM BBISIBJICHUN W3MEHEHHBIX HYK-
JICMHOBBIX KUCJIOT U OEJIKOB C IOMOIIBIO T'elib-3JIEKTpOoope3a B COUETAHUH C APYTHU-

MU METOJIUKaMH (OJ0T-TUOpUaU3aINK, aBTOpaarorpadun ).
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OpHako Ha pe3yNbTaThl ATUX TECTOB BIUSAET NMPUMEHEHUE PSJa JEKAPCTBEH-
HBIX MPENapaToB U UX META0OJIMUTOB, a TAKKE HEKOTOPBIX MUIIEBBIX J00aBok. Kaue-
CTBEHHBIE MTPOOBI OBIBAIOT: YHUBEPCAIBHBIMU (TECT JIJISI MYKOIOJIUCAXAPUIOB) U CIIe-
nuuaecKuMu (1Sl OTpeIeTICHUS [IUCTHH-TOMOIIMCTHHA, METUIIMAJIOHOBON KUCIIOTHI
u 1p.). Hanbonee pacnpocTpaHeHbl KaueCTBEHHBIE TECThI C MOYOM, BCIEACTBHE J10-
CTYIHOCTH ¥ IIPOCTOTHI MOJIYYEHHUSI MaTEpHaa Jisi UCCIEI0BaHUS.

YHUBEpCaTbHOCTh 3TUX METO/IOB MO3BOJISIET UX MCIOJIB30BaTh s quddepen-
IHUAJTBHOW IMAarHOCTUKHU C IPYTrOM MOHOTEHHOW IMATOJOTHEW, IPU KOTOPOM M3MEHE-
HUEe OMOXMMMUYECKHUX IOKa3aTeliel sBIseTCsl BTOpUUYHBIM. Hanpumep, npu nporpec-
cupylomieil mpimeuynoi aucrpoduu JlromenHa-bekepa y HOCHUTENBHUIl 3TOTO T€HA
MOBBIIIEH YPOBEHB KpeaTuH-(hochoknHa3sl B KpoBU. To ke Habmo1aeTcs y OOJIbHBIX
MIPU HEKOTOPBIX JAPYTrUX 3a00I€BaHUSX B pa3BEPHYTON CTaMH.

JIisi AMarHOCTUKU psAJla COCTOSTHUM HCIIONIb3YIOT KOMOMHHUPOBAaHHBIE OHOXU-
MHYECKUE METO/AbL. MIMMYHO-THCTOXMMHUYECKAN METOJI MCIOJIB3YETCS Uil BBISIBIIE-
HUs OEJIKOBOM CyOCTaHIIMM B KAKOW-IMOO TKAHU MPHU MOMOIIM CHEIU(DPUYHBIX aHTH-
Ten (MMEHHO Tak MpoBoIAT AuddepeHnnaIbHy0 TUarHOCTUKY MPOrPECCUPYIONTUX
MBIIIEUHBIX JUCTpOodUil W mporpeccupyromieil MpleyHon auctpodun JlromeHHa-
bekepa). UMMyHOTreHeTHUECKOE TECTUPOBAHUE MO3BOJISET MOCTABUTh WJIM YTOUHUTH
JIMarHo3 MpHU BPOXKICHHBIX UMMYHOIS(MUIIMTHBIX COCTOSHUSX, TIPU MOJIO3PEHUHN Ha
AHTUTEHHYIO HECOBMECTUMOCTh MaTEPH M IUIOJA IO TEM WIIM MHBIM CUCTEMAM TPYIIT
KpPOBH.

[TomyKOJIMYECTBEHHBIE M KOJWYECTBEHHBIE TECTHI MPOBOIATCS KAK C MOYOHN
(TecT ¢ MMAHUA-HUTPOIPYCCUIOM — Mpu romouucturypuu, L{IIX-rect - mpu myko-
nojucaxapuao3ax), Tak U ¢ KpoBblO (Ta3bl KPOBH, TIIIOKO03a, MOHBI aMMOHUSI, MOJIOY-
Hasl KUCJIOTa, KETOHOBBIC Tejla U JP.) U MOTYT UMETh Pa3JIMUHYIO CTENEHb CJIOKHO-
ctu. Hanbosee mpocThie U3 HUX, TAKUE KaK U3MEPEHUE KOHIEHTPAINK JIaKTaTa, UiIH
KETOHOBBIX TEJ, WU OINPEACICHUE KHCIOTHO-IIEJIOYHOTO PAaBHOBECHS, MO3BOJIIOT
IUIAHUPOBATh JNAJbHEHIIYI0 TAaKTUKY JUArHOCTHKHU. Tak MeTaboiMuecKkuid anuios
CIIY’KUT TIOKa3aHHUEM JIJIsl IPOBEICHUsI ra30BoM xpomarorpaduu. OnpeneneHre KoH-
IIEHTPALMM KETOHOBBIX TEJI B KPOBH SIBJISIETCS MEPBBIM dTaroM it audepeHimanb-
HOM JUArHOCTUKH MUTOXOHIPHAIBHBIX 00JIC3HCH.

B numarnoctuke HapymieHuil oOMeHa BEIIECTB MPUMEHSIOT CIIOKHBIE U BBICO-
KOTOYHBIE KOJMYECTBCHHBIC METOJbI, TaKWE KaK (IyopUMETpUUYECKHE, CIEeKTpodo-

TOMETpUS, pa3JINYHbIe BUbI XpoMaTOrpauu.
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Hcnonp3oBaHne KOMMYECTBEHHBIX OMOXUMHUYECKUX METOJOB TO3BOJISIET BbI-
SBUTh TETEPO3UTOTHBIX HOCUTENeH 3aboneBanuii. Hampumep, QeHHITKETOHYPHS
(DOKY) otHOCuTCS K 00M€3HAM aMHUHOKHUCIOTHOTO oOMeHa. [Ipu @KV Gnokupyercs
MIPEBpAIICHHE HE3aMEHUMON aMHHOKHUCIOTHI (PEHWIAJIAHWH B THUPO3WH, MPU ITOM
(dbeHunamaHuH mpeBpamniaeTcss B HEHUIMUPOBUHOTPATHYIO KUCIIOTY, KOTOpas BBIBO-
auTcst ¢ Modoid. OmpesiesieHne KoiaudecTBa (PeHMIMUPOBUHOTPATHON KUCIOTHI B MO-
4e MMO3BOJIUT BBISIBUTH TCHOTHIT U TUATHOCTUPOBATH 3a00JICBaHHE.

C KaXXIpIM T0JIOM COBEPLICHCTBYIOTCS OMOXMMUYECKHE METObl U CTAHOBSITCS
Bce 0oJiee CIIOKHBIMH, MHOTOCTYTICHUYATHIMU, a CJIEI0BATEILHO, JOPOTUMH. VCToms-
30BaTh WX JIsl MACCOBOTO CKPUHHWHTA HACIICJICTBEHHBIX OO0JIe3HEH, MHOTHE U3 KOTO-
PBIX BCTPEYAIOTCS B MOMYJISIUAX YEJIOBEKA CO CPABHUTEIHHO HU3KOM 4acTOTOM, He-

BBIT'OJJHO.
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METOJA BUOJIOTUYECKOT'O MOAEJIMPOBAHUSA

buonorudyeckoe MojenupoBaHUE HACIEACTBEHHBIX OOJIE3HEH IMpeacTaBlIsIeT
co00i1 OOJBIION pa3/iesn IKCIEPUMEHTATbHON OMOIOTHH U TeHETUKH. TeopeTHIECKYIO
OCHOBY OHOJIOTUYECKOTO MOJICJIMPOBAHUSI B TEHETUKE JIa€T 3aKOH T'OMOJIOTUYECKUX
PAIOB HACJIEACTBEHHON M3MEHUYMBOCTH, OTKpbIThIH H.M. BaBunoBeiM. CornacHo 3a-
KOHY «T'C€HETUYECKH OJU3KHWE BUIBI U POABbI XaPAKTEPU3YIOTCS CXOIHBIMHU PsJIaMU
HACJICICTBEHHON M3MEHUYHUBOCTH». MICXOMd M3 3TOTO MOJIOXKEHUS, MOXHO IPEIBU-
JI€Th, UTO Y HEKOTOPBIX KUBOTHBIX, MOKHO OOHAPYKUTh MyTalliH, BHI3bIBAIOIIUE Ta-
KM€ K€ U3MEHEHUS (PEHOTUMUYECKUX MPU3HAKOB, KaK U Y YEJIOBEKA.

Jns MonenupoBaHUsl OMPEACICHHBIX HACJIEACTBEHHBIX AHOMAaIUN YeJIOBEKa
MOAOMPAIOT M U3YyYaOT MYTAaHTHBIC JIMHUM KUBOTHBIX, UMEIOIINX CXOJHBIC HapyIIIe-
HUs. BpUIM OmMCaHbl M U3y4YEHBI MHOTHE T€HHbIC MYTAllUM y KHUBOTHBIX, MMEIOIINUX
CXOJICTBO C COOTBETCTBYIOIIMMHU HACIIEICTBEHHBIMU aHOMAJIUsIMU 4yenoBeka. Hampu-
Mep, remoduiaus A u B BcTpeuaeTcst y KpbIC, M 00YCJIOBJICHA KaK U y 4eJOBEKa, pe-
IIECCUBHBIMU T'€HAaMH, JIOKAJIM30BaHHBIMU B X-TIOJIOBOM XpoMocome. Y coOak oOHa-
PY)XEHBI TIATOJIOTHYECKUE MYTalluM, TPOSBISIOMIMECS Kak TeMouIus, caxapHbIH
nuabeT, axOHJPOIUIa3usi, MbIIMICUHAsT JUCTpodHsa. DMIWICNTHYCCKUE MPUITAJKU
BCTPEUAIOTCS Y KPBIC MOJ1 BO3JEHCTBUEM CHUIILHOTO 3BYKOBOTO Pa3apakUTeEsl.

Hcnons3yercss MeTon W JJiS CO3JIaHMsI MOJieNield HacCJeJCTBEHHBIX OoJie3Hel
YEJI0BEKA C MOMOIIbIO TPAHCTEHHBIX KUBOTHBIX.

MyTaHTHBIE JIMHUW KUBOTHBIX IyTEM BO3BPATHOTO CKPEIIMBAHUS MPUBEIN K
F€HETUYECKOMY CXOJICTBY, B PE€3yJIbTaTe MOJIYUYMJIN JTUHUM, PA3IAYaIOIUECs TOJIBKO
M0 ajuieNisiM OJHOTO TeHa. DTO Jajl0 BO3MOXKHOCTh YTOYHUTH MEXAHU3M Pa3BUTHS
MHOTHX HAaCJEJICTBEHHBIX aHOMaiuil. MyTaHTHbIE JIMHUM KUBOTHBIX HE SIBISIOTCS
TOYHBIM BOCTIPOM3BEJICHHEM HACJICICTBEHHBIX Oosie3Hel denoBeka. OmHako, daxke
JaCTUYHOE MOJCIIMPOBAHHUE, TO €CTh BOCIIPOU3BEJICHHE HE BCEro 3a00JICBAHUS B 11e-
JIOM, a TOJBKO IATOJIOTHYSCKOro IpoIecca MM Jake ero ¢parMeHTa, Mo3BOJISET B
psne ciydaeB OOHapPYKUTh MEXaHU3MbI IEPBUYHOTO OTKJIOHEHHUSI OT HOPMBI y Yeso-

BCKa.
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WMMYHOT'EHETUYECKHW METO/]

VMMyHOT€HETUUECKUN METOJ BKJIIOYAET HCIOJIb30BAaHUE CEPOJOTHUYECKUX
npo6 (MDA, PHI'A), ummyHoanekrpodopesa (MDD), KoTOpsie HCMOIB3YIOT IJIs
U3YYEHHUS TPYMI KPOBH, OCNKOB M (PEPMEHTOB CHIBOPOTKH KpOBHU U TKaHeil. C ero
IIOMOIIIbI0 MO’KHO YCTAHOBUTh UMMYHOJIOTUYECKYIO HECOBMECTUMOCTh MHIUBUAYY-
MOB, BBISIBUTb UMMYHOJE(PUILIUTHBIE COCTOSIHUS, 3MTOTHOCTD OJIM3HELIOB.

BaxHpIM pa3zenoM HMMMYHOI€HETHKH SBISIETCS T€HETHKa Ipynn Kposu. B
HacToslee BpeMmsi u3BecTHO Oosiee 200 OCHOBHBIX CHCTEM Tpymi KpoBu. M3 HuX

HanOosee n3ydeHsl cucteMbl ABO u pesyc-dakrop.

Cucrema KpoBH «pe3yc-(pakrop»

B renotume yenoBeka ecth Tpu resa (C, D, E), onpenenstonux oopa3oBaHue B
opraHu3Me ocoOoro Oeika, Ha3piBaeMoro pesyc-hakropom. Hanbonee mMMyHOreH-
HBIM SIBJISICTCS TeH, 00o3Hayaembli D (d).

Yenosek, romo3urotHsiii DD mnm rereposurotHeiii Dd mo maHHOMy reHy, siB-
JSIeTCs pe3yc-ToI0XKHUTEIbHBIM RN+, T.e. MMeeT 3TOT OeJIOK B SPUTPOIUTAX KPOBU. A
B CJIy4ae TOMO3UTOTHOCTH IO perieccuBHoMy ayniento dd (rh-) pesyc-hakrop B kpoBu
oTCyTCTBYET. M ecnm OH momazaeT B KpOBb TaKOTO YesloBeKa (IIPH MEPEIIMBAHUH KPO-
BH), B €T0 OpraHU3ME Pa3BUBACTCS 3alIUTHAS PEAKIMsI — KaK Ha JFO00M Ty KEePOTHBIH
0eoK, 1 00pa3yroTcs crienupruIecKrue aHTUTeIa.

B Opaxax pe3yc-oTpuIaTeIbHBIX KEHITUH C PEe3yC-TIOJI0KUTETLHBIMI TOMO3H-
TOTHBIMU MY>KYUHAMH, BCJICICTBHE JOMUHUPOBAHUS PE3YC-TIOJIOKUTEIBHOCTH, TUIO
SIBJISICTCSI PE3YC-TIOJIOKUTENBHBIM U B KPOBHU TOSIBIsIETCST pe3yc-(akrop. [Ipotur pe-
3yc-(akTopa B OpraHU3ME MaTepy BBIPAOATHIBAIOTCS aHTHTEINA, pa3pyliaronue Kpo-
BETBOPHYIO CUCTEeMY IuI0/ia. B pe3ynbpTaTe pe3yc-KoH(IUKTa CTpagaeT Kak OpraHu3M
MaTepH, TaK U OpraHu3M Iuiofa. Y peOeHKa pa3BUBACTCS T'eMOJIUTHYECKAs KENTyXa
HOBOPOXJICHHBIX.

B Opake pe3yc-oTpUIIaTeIbHOM KEHIIUHBI C PE3yC-TOJIOKUTEILHBIM MYXKYH-
HOHM, TETEePO3UTOTHBIM II0 3TOMY TMPU3HAKY TUIOJ MOJXKET OKa3aThbCs pe3yc-
OTPUIIATEIILHBIM M PE3YC-TIOJIOKUTENbHBIM. B cllydae eciu 1ioJl OKaXeTcsi pe3yc-
OTPUIIATEIBHBIM, TOT/Ia KOH(PJIUKT C OPraHUu3MOM MaTepu HE BOZHHUKAET.

[ToMmuMO BEpOSITHOCTH BO3HWUKHOBEHHS CaMOM CHUTyallMM Pe3yC-KOH(IIHKTA,

OHpCJIGJ'ISICMOfI HCKIIFOUHUTCJIBHO I'CHOTHUIIaMU pO)IHTCJ'ICﬁ, BaXHO€ 3HAYCHUC UMCCT U
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CTETNIEHb TSHKECTH PA3BUBAIOIICHCS PeaKIMi. B HEKOTOPBIX Cydasx pe3yc-KOHMIUKT
POTEKAeT MOYTH HE3aMETHO, B JIPYTUX MOXKET CTaTh MPUYUHON rubenu peOeHKa.
OObIyHO OO0JIee TSHKENbIe TOCHIENCTBUS HAOMI0Ial0TCs IPU BTOPOM M MOCIETYIOIINX
OCpEeMEHHOCTSIX.

CraTtucTtuka MnokasblBaeT, 4YTO CPEAM €BpoIieiiieB npumepHo 85% mrozaeit pe-

3yC-TIOJIOKUTENBbHBIE U TOJBKO 15% pe3yc-oTpuuarenbHbIE.
CamocrosiTeibHas padoTa

3aganue. Onpenenure, Mo BO3MOKHOCTH, HACJIEJOBaHHE pe3yc-paKkTopa B

CBOEH CEMbE U CAEIanTe MIPOTrHO3 MOTOMCTBA.
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MOJIEKYJIAPHO-TEHETUYECKHUE METO/bI

MonekynspHo-renetudeckue Metoasl (MI'M) ananuza JIHK no3BossitoT ycra-
HOBHTb MOJIEKYJIIPHYIO IPUYHMHY HATOJIOTMU YEJIOBEKA WJIU MPOSBICHUS TEHHBIX MYy-
taruii. MI'M HampaBiieHbI Ha onpeeNieHue CTPYKTYPHBIX U (PYHKIIMOHATBHBIX OCO-
OeHHOCTEW OJHOrO WJIM HECKOJBbKMX I€HOB, HJIM BCEro TeHoMa B uenom. Onpenene-
HUE CTPYKTYPHBIX OCOOCHHOCTEW I€HOB OCHOBAHO Ha OIpPEACIICHUU TMOCIIe10BaATEIb-
HOCTH HYKJICOTHIO0B B nHTepecyeMoM ¢parmente [JHK.

IIpumenenune meronos MI'M

Knunuueckasn nabopamopnas ouacnocmuxa:

e omnpezeneHue BUpycHbx nHpexknuil (B1Y, renatur, nosossie u 1p.),

® YCTAaHOBJICHUE IT'€HHBIX 00JIe3HEN (BBISABICHUE MyTallUi)

CyoebHnas meouyuna:

e yaeHTU(UKAIUS JTUYHOCTH,

® OIIpeeIeHUe OTIOBCTBA

DynoamenmanbHas HAYKA U NPAKMUKA.:

® CEKBEHUpPOBaHHE (ONpeeNeHne HyKIEOTUIHOM MOCIeA0BATEIbHOCTH ),

® KJIOHMPOBAHUE I'€HOB,

® TeHHas MHXKEHEpHUs (CO3/IaHNE TPAHCTEHHBIX )KUBOTHBIX U PACTEHHUIA),

® T'CHHAas Tepanus,

® HANPABJIECHHBIN MyTarcHes.

[IepBbIM 3TanoMm JIF060r0 MOJIEKYISIPHO-TEHETUYECKOTO UCCIEI0BAHUS SIBIISIET-
Csl gblOeieHuUe HYKIeUHOBbIX KUCTOM.

BrulaeneHue HyKJIEHHOBBIX KHCIOT

Hns Beinenenus JJHK mpuroane! nro0sie siapocoaepkalire KJISTKH OpraHu3ma.
Yaiie Bcero Ha NpakTUKE MCMOJb3yeTCs nepudeprudeckas KpoBb (JdeikouuTsl). s
Bbiienenns JIHK npumMensercs 00paboTka KpOBU COJIEBBIMU PACTBOPAMHU PA3IMYHOM
KOHIEHTPALUU JJIsl pa3pylIeHUs T1a3MaTHYeCKOil MeMOpaHbl U SIepHON 00O0JIOUKH,
WHKYOMpOBaHUE C MPOTEMHA3aMU I paciieruieHus O0enkoB, cBsizaHHbix ¢ JJHK u

OYHUCTKA TperapaToB, HapuMep, cMechio (heHoa u xjaopodopma (puc. 25).
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Cxema BbIgeneHUs ﬂHK

bythep c
NpoOTEMHaON
MArkoe N JeTepreHToM

ETEpIeHTOM

Bydepc  |uenrpuchyrnpoBanne /
I'Inama X
Neiikouure —
—

TEHTR OLAT B m— | ——
[— |
' NMpoTeonus
,,
nﬁnoMKn Meuﬁpan
W opraHern
R Gamor MAarkoe
Il PeHO M EROpOhOpUY
I ¥nopodopr LEHTPNYYINPOBAHNE
— —

Qpuon'c
thparMeHTaum
DenHomB, Xupoe

YIMEBODILOE

HecTioe Bythep Pacreop JIHK
Franon 70° I LeHTpHGIYTUPOEAHHE \‘
QHK 3ranon 70°
—
IHK 1

I)tpaueuue npu 2I]°C|

U K

|Tpexl¢:paTune noeropesye npoueoyp (1, 11, III)I

Puc. 25. Cxema Boinenenust JJHK.

B OonpmMHCTBE ciay4yaeB IJsl aHainu3a (HarmpuMmep, AJid JUarHOCTUKU OO0JIE3HN)
JOCTAaTOYHO HMCCIEN0BaHMS HEOONbIIOro ¢pparMeHTa reHoma. st 3Toro uccienye-
MBI (pparMeHT HEOOXOJAUMO MOTYYUTh B OOJIBIIOM KOJMYECTBE KOMUWA. AMIUU(U-
nupoBath (pparment JJHK M0XHO mpu mOMOIIM METOAOB MONEKYAAPHO20 KILOHUPO-
saHusi u noaumepasuoul yennotu peaxyuu (I1L[P).

Kaonuposanue IHK
Knonuposanue JJHK - 310 pazmHoxenue oraenbHbix pparmenton JJHK myrem
BKJIFOUEHUS UX Yepe3 OaKkTepuasbHbIe IJIa3MUJIbl B TCHETUYECKUN MaTepuall MUKPO-
OpPraHU3MOB. DTO MO3BOJISIET MOIYy4aTh OOJBIIOE KOJIWYECTBO OMPEIEICHHbIX (ppar-
mentoB JIHK s mpoBenenus ux aHanusza WM MOJTYYEHHs Pa3IUYHbIX (YHKIMO-
HAJIbHO aKTHUBHBIX OEJIKOB YEJIOBEKa U MCIOJB30BaTh UX JJISl TEPANUU HEKOTOPBIX 3a-

0OJIEBaHUM.
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IMoaumepasnas nennas peakuus (ITL[P)

Merton [P — ammumdpukanun (yBenmmdenune konmmdecta konuii) JIHK in vitro
MO3BOJISIET B TEYCHUE HECKOJBKHX YaCOB MOJYUYUTh OOJIBIIOE KOJIMYECTBO KOMUMN HC-
cnenyemon JTHK.

Bo3mosknocTs ocymiectBienus perukanuu JJHK B npobupke naBHO uHTEpE-
coBasia yueHbIX. OCOOEHHO MHTEPECHOM MPEICTaBIIACh BO3MOKHOCTh HAKOILICHUS
oonpioro konuyectBa konui JIHK mis mocnenyromux uccieqoBaHud. ITOT Mpo-
L[ECC CTaJl BO3MOXKHBIM MOCIE OTKPBITHS TepMocTabuinpHON Tag-nommmepassl JJHK
n3 TepMouiIbHBIX OakTepuit Thermis aquaticus. ITpunnun meroaa ITLIP 6wt paspa-
6otan Kopu Mrommucom (CHIA, 1983 r.) u B HacTosiiee BpeMsl UCHOIb3YeTCS Kak
JUTSI HAYYHBIX 1I€JIeH, TaK W JJI JUArHOCTUKHU HACIIEJICTBEHHBIX 0O0JIe3HEH B MpaKTH-
YECKOM 3PaBOOXPAHECHUH.

B ocnoBe meroma IIIP nexur kommuemeHtapHoe noctpauBanue JIHK-
MaTpHUIIbl, OCYIIECTBIIIEMOE B Mpodupke ¢ nomoiupio pepmenta JJHK-nmoaumepassl
(T.e. ocymectBasercs perumkanys). Oosrunas JJHK-nonnmepasa He moxer paborath
IIpU BBICOKUX Temmeparypax. OntumyM padbotsl Tag-nmoaumepasbl HaXOJUTCS B 00-
nactu 70-72°C, 4TO MO3BOJWIO CHENATH IPOLECC PEIUIMKAUUU LUKIndecKuM. IIpu
MHOTOKPAaTHOM NOBTOPEHUM IIUKJIOB CHHTE3a MPOUCXOAUT MHOTOKPATHOE yBEIUYeE-
Hue yucia konui cnenuguyeckoro gpparmenta JJHK, uyto nmo3Bonser u3z neboapuioro
KOJINYECTBA aHAJIM3UPYEMOr0 MaTepUaa MOIYYUTh JOCTATOYHOE KOJIMYECTBO KOMUMI
JIHK ni1s mpeHTHdUKAIIIT KX METOJIOM AJIeKTpodopesa.

KommnemeHntapHoe nocTpauBaHWE IIENM HAYMHAETCS HE B JIFOOOW TOYKE MO-
cinenoBarenbHocTH JIHK, a TonbKo B ompeieIeHHBIX CTApPTOBBIX OJIOKaX — KOPOTKUX
IBYHUTEBBIX ydacTkax. IIpu mnpucoequHeHuM TakuxX OJOKOB K CHEHU(PUYECKUM
yuyactkaMm JIHK MO0XHO HampasisiTh HMpOLIECC CHMHTE3a HOBOW LIENU TOJBKO B 3TOM
y4acTKe, a He 1Mo Bced niuHe mnenu. s co3maHusi cTapTOBBIX OJIOKOB B 3aJIaHHBIX
yuactkax JIHK mcnosb3yroT 1Be OJMTrOHYKICOTHAHBIE 3aTpaBKU — npanMepsl. [Ipan-
Mepbl KOMIUIEMEHTapHBI nocienoBarenbHocTsaM JIHK Ha neBoit m mpaBoi rpaHunax
cnenupuueckoro pparmMeHTa ¥ OPUEHTUPOBAHBI TAKUM 00pa3oM, 4TO JOCTPAaUBaHUE
HoBol 1enu JJHK mpoTekaer ToapKo MEX1y HUMH.

Cocras u napamerpsi IIP peakuun

Jlist mpoBeneHus: aMIu@UKanuu B MpoOUpKy HEOOXOAUMO MOMECTUTH Clie-
AYIOIMEe KOMIIOHEHTHI: JEMOHU3UPOBAHHYIO BOAY, Oydep, conepxaiinii HOHbI Mar-
HUsI, JBa TpaliMepa, CMeCh W3 4YeThIpeX JAe30KcuHyKIeoTuarpudocdaros, Tag-
nosuMmepasy u matpuiy — mosekyny JHK, kotopyto Heo6xoaumMo KonupoBaTh.

Kaxnprii nukn aMmriau@ukanuu BKIOYaeT 3 3Tamna, MPOTEKAaIoUUX B pa3iuy-

HBIX TCMIICPATYPHBIX YCIIOBUSAX.
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1 3ran: lenarypanus JJHK.
[Iporekaet npu 93-95°C B Teuenue 30-40 cek (puc. 26).

PazgenenHsie uend OHK
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Puc. 26. Cxema TP (http://elementy.ru/lib/430350)

2 sran: IIpucoenuHenne npaumMepos (OTHKHUT).

[Ipucoenunenue panMepoB MIPOUCXOIAT KOMILIEMEHTAPHO K
COOTBETCTBYIOIIUM TMOCJIEA0OBATEIBHOCTM Ha TpoTHBOMNONOXKHBIX nensx JIHK Ha
FPaHMUIIaX COOTBETCTBYIOIIETO ydacTka. s KaxaoW mapbl MpaiMepoB CYIIECTBYET
CBOSI TEMIIEpaTypa OTXKHUTra, 3HAUYCHUsI KOTOPOW pacmojiararoTcst B mHTepBajue 50-65
°C. Bpewms omxura cocrapisieT 20-60 cexk.

3 3ram: locTtpanBanue uenu (3J0Hramus).

Kommemenrapuoe poctpamBanue AByx pasHbix neneu JIHK nmpoucxonut B
MIPOTUBOIOJIOKHBIX HAIMpPABJICHUSX, HAUMHASA C YYAaCTKOB MPHUCOCIUHEHUS Mpaiime-
pPOB, OT 5°-KOHLA K 3’-KOoHIy. MareprasioM 1Jii CUHTE3a HOBBIX LIETEH CIy»Kar 10-
OaBisieMble B pacTBOP HyKJI€OTU Ib. CUHTE3 poucXoauT npu temieparype 70-72°C,
BpeMms cunTte3a — 20-40 cex. OGpa3oBaBmIecs B MIEPBOM IUKIIC aMIUTH(PUKAIINN TICTTH
JIHK cayxkat maTpuniamMmu 1Jis HOBOTO IMKJIA aMIUTU(UKAIIUU, B KOTOPOM MPOUCXO-
TuT oOpasoBaHue nckomoro crnerupuueckoro ¢pparmenra JIHK (ammmdukona). B
MOCTEAYIONIUX UKIaX aMIUTMpUKanuy aMinUKOHBI CIIy»aT MaTpUIEH JJis CUH-
Te3a HOBBIX Ienei. Takum 00pa3om, MPOUCXOAUT HAKOTUICHHE aMIUTU(UKOHOB B pac-
TBOpE Mo popmyre 2", rae N- yrcno NUKIoB ammtuukanuu. [loatomy, naxe ecnu B
HCXOJAHOM PacTBOpE MEPBOHAYAIBHO HAXOAWJIACH BCErO OJIHA ABYXIIENOYEYHAsT MO-
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nekyna JIHK, Tto 3a 30-40 uukiioB B pacTBope HakammMBaercs okojo 10 B BocbMOi
crenenn (10%) momexyn ammmmpukoHa. DTOro KOJIMYECTBA JOCTATOYHO IS TOCTO-
BEpPHOI BU3yaJIbHON JIETEKIMHU aMIUT(UKOHA MeTO0M 3JiekTpodopesa B rene. [Ipo-
1ecc aMIUTMGUKAINKY MPOBOJAUTCS B CHCIIHAIBHOM MTPOTPAMMHUPYEMOM TEPMOCTATE -
amrutugukaTope (puc. 27), KOTOPBIH MO 3aJaHHOW MPOTpaMMe OCYIIECTBIISET CMEHY
TEeMITepaTyp COTIACHO YUCITY IIUKJIOB aMIUTA(DUKAIINH.

Puc. 27. Ammudukarop

daexkrpodope3 pparmentoB JHK
DnekTpodope3 NMpuUMeHsieTcs i Buzyanuzanuu pe3ynbratoB [P, ITIPD u

ap. (puc. 28).
HaHeceHHe Npo0bI /

JHK

Kamepa s £ e -
1eKkTpodopesa ——| = — i

aHO

Puc. 28. Kamepa miis anekTpodopesa B MOJIMaKPUITAMHATHOM Telle.
O6pa3uer JIHK HanocsTcst B crieninanbHbIE JIYHKH B resie. B kamepy 3anuBaercs OydepHslid coe-
BOI pacTBOp, YEPE3 KOTOPHIN MPOIMYCKAETCSA SIEKTPUUECKHUMN TOK.
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Onextpodopes PpparmentoB JIHK obecneunmBaeT pasmeneHue pasHbix (par-
mentoB JIHK B araposznom wunu nonuakpwiamugHoMm (ITAAT) rene. dparMeHTHI
JIHK nBm>kyTCs C pa3HOUM CKOPOCTBIO B rejie, IOMEIIEHHOM Ha CTEKJISSHHOW WJIM T1JIa-
CTUKOBOM IOJJIOKKE B IIOCTOSHHOM JIEKTPUYECKOM I0JIE OT OTPULATEIBHOTO ITOJIIO-
ca K MOJOXHUTEIbHOMY, B 3aBUCHUMOCTH OT Pa3MepoB M 3apsiaa (d4em OOJbIlle OTHOCH-
TeJbHAsl MOJIEKYJIsIpHas Macca (hparMeHTa U MEHbIIIE 3apsij], TEM MeIJIEHHEE OH JIBU-
KETcsl B anekTpudyeckoM moise). [locie okoHuaHusi snexTpodopesa kaxablid dpar-
meHT JJHK 3aHuMaeT onpeneneHHOE MOJ0KEHUE B BUAE OTACIBHOM MOJIOCHI B KOH-
KpeTHOM MecTe rens. [[muHy kakmoro (pparmMeHTa MOKHO ONPENETUTh MyTEM CpaB-
HEHUS TPOUJIEHHOTO (ParMEHTOM PACCTOSHUS C PACCTOSIHHEM, MPOUICHHBIM CTaH-
naptabeiMu oopasznamu JIHK wiu mapkepom. [Tocne okonuanus snekrpodopesa JJHK
HEO0OXOJMMO OKPACUTh JIJIsl €€ BU3yanu3anuu. st 3Toro ucnois3yroT GiyopecieHT-
HbIE KpacuTelld, Hampumep, pactBopumbie conu cepedpa (AgNOs3) wim stuauym

opomun (puc. 29).

Puc. 29. Arapo3Hslii Te1b OKpaIeHHBIH STHITYM OPOMHUIOM.

B ynbrpaduoneroBoM cBeTe BUAHBI IOJIOCHI, cOOTBeTCTBYIOMIME pparmenTtam JIHK pa3Hoii AJIMHBI.

[Ipu okpacke »TuUaMyM OpPOMHUIOM TIOJIOCHI, COOTBETCTBYIOIIHE (parMeHTam
JIHK BBISBISAIOTCS TpU YIBTPAPUOIETOBOM OOJyUCHHUH Teis (CBeUeHHE B KPAcHOU
00J1acTH CIIEKTpa).

[Ipu ucnonw3zoBanuu [P ¢ mocnenytomum pasneneHueM GpparMeHTOB MPH IO-
MOIIH 3JeKTpodope3a MOKHO OOHAPYKUTH JIETCIIUU U BCTABKU B UCCIIEAYEMOM T'€HE.
B cnyuae nenenuit mocne TP oOpasyrorcst ¢hparMeHThl MEHBIIIEH JIUHBI TIO CPaB-

HEHUIO C HOPMaJIbHBIM F'€HOM, a B Clly4yae BCTABOK (IYTUIMKAILIHiA) — OOJIbLICH.
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3aMeHbl OCHOBAaHUI HE U3MEHSIOT JUIMHY (ParMeHTOB, MOATOMY JJISl UX OIpeie-
nenus nocie [P MoxHO uCTonb30BaTh Memoo ananuza noaumMoppuma OruHsl pe-
CMPUKYUOHHBIX (PPACMEHMO8 U CeK8EHUPOBAHUE.

OO6muii npunnun real-time PCR

B nacrosimiee Bpemsi B MpakKTUYECKOE 3/IpaBOOXpAHEHUE BHEAPSETCS HOBAs TeX-
Hosorust [P — »to IIIIP B peanbrHom Bpemenu (IIL[P-PB, Real-Time PCR). Ee
MPUHIIUITAATIFHOW 0COOCHHOCTBIO SIBIISICTCS MOHHUTOPHHT M KOJTMYECTBEHHBINA aHAIN3
HAKOIUICHHUS MPOIYKTOB MOJMMEPA3HOH IICTHON PEaKIy, a TakKe aBTOMaTHYeCKast
pEerucTpanys U UHTEPIIPETalUs MMOJIYYeHHBIX pe3ynpTaToB. CylIecTByeT ABa OCHOB-

HBIX MMOAXO0Ja K NOJy4eHHUIo pe3ynpraroB [IIIP B peasbHOM BpeMEHH: C IMOMOUIBIO

KpacuTesel ¥ Ha OCHOBE (DIIyopecIieHTHO-Me4YeHbIX 30H10B (puc. 30, 31).
SYBR Green

Puc. 30. INpunrun pabotsr kpacurenei B real-time PCR.

OTHWI NpaiMepos
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Puc. 31. [Tpunumn padoTel GryopeceHTHBIX 30HA0B THma Tag-Man B real-time PCR.

Merton real-time PCR nHe TpeOyeT cranuu anektpodopesa u B MOCIEIHUE TObI
YCHEIIHO TPUMEHSIETCS B KPYIMHEHIINX CAHUTAPHO-3IHUICMUYECKHUX, TUATHOCTHYC-
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CKHMX M HAyYHO-UCCIIEN0BATEIbCKUX LIEHTPaX pa3BUTHIX CTpaH Mupa, 3amenias [IL{P B
€€ «KJIACCUYECKOM» BapUAHTE.
AHau3 noauMop¢pu3Ma JJIMHBI PeCTPUKIUOHHBIX (parMeHToB
npoaykroB IIIP cunreza JTHK (ITLP-IIAP®D)

Meton ITLP-ITJIP® ocHoBaH Ha CrIOCOOHOCTH (PEPMEHTOB — PECTPUKIIMOHHBIX
SHJIOHYKJIEa3 (peCcTpuKTa3) paciemisaTs apyxiuenodeunyto JJHK B yuactkax c ompe-
JIEJICHHON HYKJICOTHIHOW TMOCJIEA0BAaTEIbHOCTIO — TaK Ha3bIBAEMBIX CalTax pe-
cTpukiuu. M3MeHeHHnsT HyKJICOTHUIHOM MociienoBarebHocTH B aroboi nenu JJHK B
CaliTe PECTPUKIIMU JEIAECT €T0 HEY3HABAEMbBIM JIJI1 PECTPUKTA3HI.

B Hacrosimee Bpemsi u3BectHo Oosee 500 pecTpukTas, 4TO MO3BOJIIET JOCTa-
TOYHO YacCTO HMCIIOJH30BAaTh JAHHBIA METOJ JJIS JTHArHOCTHKU TOYCYHBIX (SNP —
single nucleotide polymorphism) myraruit 1 mosmmopdu3mMoB.

3HAYUTEIHLHOE YMCIIO HYKJICOTHIHBIX 3aMEH MPUBOJIUT K MOSBJICHUIO B MOCIE-
noBarenbHocTd JIHK HOBBIX y4acTKOB y3HaBaHUsS JJIsl Pa3IMYHBIX PECTPUKTA3 WIIU
MCYE3HOBEHUIO CYIIECTBOBaBIIUX. B pesynbrare HOpMmanbHbii Pparment JHK u
(dbparMeHT ¢ 3aMEeHON HyKJIeoTHaa OyAyT pa3pe3aThcsi OJHOM PECTPUKTA30M Ha pas-
HOE YUCII0 (PparMeHTOB, OTIUYAIOIIUXCS 110 JJIUHE.

[IpuMepoM MOXKET CITY>KUTh PECTPUKIIMOHHBIN aHAIN3 MPOMOTOPHON 00JacTH
reHa ofHOTO n3 0enKoB cypdakTanTa jerkux denoseka SFTPB pectpuxTazoit Bsc4l
(puc. 32).

[MAP® wmapkep ACAC CC AC AC AC CC AA AA AC reHorumnsl

200 n.H.
100 n.H.

Puc. 32. Pe3ynbTaTsl a5ekrpodopesa anaimza [1/IP® npomoropHoit ooactu rena SFTPB
(pectpukTasa Bsc4l).

Paznmuunolt AyivHbl hparMeHTHI JIETKO BBISBIISIFOTCS TIPH IIOMOIIH 3JIeKTpodopesa.
OoparHo-Tpanckpuntasuas I[P (RT-PCR)

[Mpuntune: [P ucnonssyrot u s ammmndukanuu PHK. Bemonnenue nan-

HOU peakiuu TpeOyeT TOTOJHUTEIHLHOTO dTana — cuHTe3a koMmruieMentapHoit JIHK

(cDNA) na matpuiie MPHK. JlanHas peakiusi oCcyIiecTBisieTcss 3a cueT (hepMeHTa
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oOpaTHOM TpaHCKpUIITa3bl, oTcoAa U Metoj amiuindukanuu PHK nonyynn nazpanue
HOJIMMEpa3HON LEeMHON peakiuu ¢ oopatHoi Tpanckpunmuend — OT-TILP (RT-PCR -
reverse transcription polymerase chain reaction).

WuxyoupoBanue Onomornyeckoro marepuana ¢ nykieoruaamu (dATP - agenuH,
dTTP - tumun, dGTP - ryanun, dCTP - nuTo3uH) U 00paTHOW TPAHCKPHUIITA30H TPO-
UCXOANT B OyepHOM pacTBope, Kak MmpaBuiio, mpu 37°C B TeyeHHe yaca.

[Mukier OT-PCR npousBonsarcs mo cranaaptaoit metoauke [P, OT-TILP uc-
MOJIB3YIOT JJIsi TUArHOCTUKU Te€HETHMUECKUX 3a00J€BaHUN U KOJUYECTBEHHOTO Orpe-

ACJICHUA HACJICACTBCHHOI'O MaTCpHraJla B KIICTKAX W OIICHKKU YPOBH:A SKCIIPCCCUU I'CHOB.

CexBeHHpOBaHuUe

CeKkBEHHpPOBAaHUE — METO]I ONPEIETIEHUsI HYKJICOTHUIHON MOCIEI0BATEIbHOCTH
JIHK. Meton npumeHseTcs sl U3y4eHUs T€HOMA YeJIOBEKa, Kak B HOPME, TaK U B
natosiornu. [Ipm moMomm CEeKBEHHMpPOBAaHUS ONPENEISAIOT ajule/IbHbIE BapUaHTHI Ie-
HOB, a TAKXE Pa3JIMYHbIC TUIIBI TEHHBIX MyTallui (Yalle 3aMEeHbl OCHOBAHUM ).

Cy1ecTByeT HECKOJIBKO pa3iauuHbIX crnoco0oB cexkBeHupoBanus JIHK. Ilep-
BbIM OBLI MpensiokeH xumuueckuil metog Makcama-I unbepra, 3areM gpepMeHTaTHB-
HbI Memoo Ceneepa, KOTOPBIN B HACTOAILEE BPEMSI B OCHOBHOM M IIPUMEHSIETCSL.

B stoi1 mpouenype omnonenodyeyHas mosekyna JHK, mociemoBaTtenbHOCTH
KOTOpPOM OMpEAeNsieTcs, CIYy>KUT MaTpULEH IJisi CUHTE3a CEpUU KOMIUIEMEHTAapHBIX
neneil, oOppIBAOIIMXCS B MOMEHT MPUCOEIMHEHUS K pacTylled 1enu crenudpuyie-
CKUX HYKJIEOTHAOB. /{151 0OphIBa CHHTE3a UCIIONIBb3YIOT AUI€30KCUHYKICOTUAbl — UC-
KYCCTBEHHO CHUHTE3WPOBAaHHbIC HYKJIEOTHU[bI, JIUIICHHbIE 2' U 3'- THIPOKCHIIBHBIX
TPyl U MO3TOMY HE CIOCOOHBIE MPHUCOEIUHATHh K LIENH CIEIYIOUUNA HYKJICOTHI.
[Ipo6a JIHK nenutcs Ha 4 mpoOupku, B KOTOpble nobOaBisitoT mpaiimep, THK-
MOJIMMEpPasy, CMeCh YeThlpex Auae30KCUHYKICoTU10B (IATD, n T, n”TTD, nlITD)
U HEOONbIIOE KOJMYECTBO OJHOIO0 U3 JAMJIE30KCUPHUOOHYKICOTHIOB (IIATD,
ol TO, inTT®, anlITd). Bo Bpems cunresa JJHK-monumepasza ciayuaiinbim oOpa-
30M BKJIFOYAET B LIENb HOPMaJIbHbIE HYKJICOTHIbl U OUAC30KCUHYKIEOTHABI. [lpn
ATOM B Ka)x0u MpoOupke obpazyercs HaOOp (pparMeHTOB pa3HOW JJIMHBI, 3aKAHYU-
BAIOIIMXCA HAa OJIMH U3 IUJI€30KCUHYKJIEOTHUIOB.

[Tocne 3Toro mpoBOAMTCS 3IEKTPOPOpe3, YTO MO3BOJSET Pa3ACIUTh OTIIMYA-
fomecs Ha oauH Hykieotun ¢parmentsl JIHK. B pesynabraTe B rene oOpasyercs
HabOp Mojoc, HaoMUHarIUX JecTHuly. Hykneorunnas nocnenosarensHocts JJHK

YUTAETCS B I'eJle CHU3Y BBEpX, coryiacHo HampasieHuto 5'-3' nenu JIHK. Jlns onpene-
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JIEHUsI HYKJIEOTHJAHOM MmocienoBarenbHocTH O6onbmnx ¢parmentoB JJHK ucnonb3y-
10TCs aBToMaTu3upoBanHbie MamuHbl (JJHK-cexBenaropst).
CoBpeMeHHbIE METOAbI IOJTHOT€HOMHOI'0 CeKBEHUPOBAHUS

Merton CaHrepa peann3oBaH K HACTOSIIEMY BPEMEHU B PsiIEc COBPEMEHHBIX aB-
TOMAaTUYECKUX CEKBEHATOpOB. [locneqHue oTMyaroTCs Mo TUITY MPOBOJUMOIO JJIECK-
Tpoopesa (Ha resieBbIX MIACTHHAX WIN B KAMWUISIPAX) U MO KOJIUYECTBY JCTEKTHPY-
€MBbIX KpacuTeJeil: OJIMH, 1Ba WK YeThlpe. KannuisipHble CEKBEHATOPBI BBITYCKAIOT
TOJIbKO B BapHaHTE, UCIOIb3YIOUIEM JCTEKIIUIO YeThIpeX (hII0OPECIICHTHBIX KPACOK.

B kadecTBe KpacuTesael MCIOIb3YIOT (GI0OPECIIEHHOBBIE U POIAMHHOBBIC COCIMHE-
uus (puc. 33).

Mipws 3 TERRAGTER T

pwive. ¢ )

| [IHK nomsmepasa |

I
)
TP 4CTP +m dCTe e

far AL 46T + m AL

41T 4 it 4TI m

» (CH) s (R s (A ¢ (7o

o O (e

s (__agooraagy —={) & (" Aeoormr == 5(C_AdCcron ) ¢ AGETOADT =+
5(L_AGCCTGAGT =—+{)

ddh ddt gaG od!
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Puc. 33. Ilpunnmn metoaa cekBerupoBanus mo Cenrepy (Www.dia-m.ru)
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Takum 00pa3oM, MONEKYJISIPHO-TEHETUYECKHE METOJbl YacTO HCIOJIb3YIOTCS
JUIA BBISIBJIEHUS! TeHHbIX MyTanuil. Oxosno 1% HOBOpPOXIEHHBIX 3a00JI€BalOT BCIIE]-
CTBHE I'€HHBIX MyTalUi, U3 KOTOPBIX 4aCThb BHOBb BOZHMKIIME. TeMn MyTHpOBaHUS
Pa3JIMYHBIX T€HOB B T€HOTHIIE YEJIOBEKA HEOJUHAKOB. MI3BECTHBI IeHbI, KOTOPBIE MY-
TUPYIOT ¢ yacToToi 10 Ha rameTy B mokosieHuu. OgHaKo OONBIINHCTBO T€HOB MYTH-

PYIOT C 4aCTOTOM, B COTHH Pa3 MEHbIeH (Tad. 8).

Ta0muria 8.
IIpuMepsbl Hanbo/Iee YACTHIX TeHHbIX MYTALIMi Y Yel0BeKa
Ne Tunbl 1 HA3BaAaHUA MyTAlUN Yacrora myrauui
Aymocommno-oomunanmmusie
1. | [lonukucTo3 movek 65— 120
2. | Heitpopubpomaros 11-100
3. | MHOXXECTBEHHBIN ITOJIUII03 TOJICTOM KUIIKH 10-50
4, AHoManus IEUKOIINTOB 9-27
5. | Cunnpom Mapdana 4-6
Aymocomno-peueccusHule

Muxkponedanus 27

2. | UxTno3 (He CUEeIIEHHBIHN C MOJI0M) 11
Peueccusnvle, cueniennble ¢ nojaom

1. | Mermeunast nuctpodus Jromena 43 - 105
2. | 'emodummms A 3752
3. | 'emodunus B 2-3
4. | UxtHno3 24

B HacTosimiee BpeMsi MyTallMOHHBINM MPOLIECC Yy YEJTOBEKAa XapaKTEPU3YETCS
TEeM, 4YTO MPOTEKaeT Ha (DOHE MOBBIIMICHHON KOHIICHTPAIUU MYTareHHBIX (haKTOPOB,
CO3JIAaHHOM MPOU3BOJICTBEHHOM JIESITEILHOCTBHIO CAMOTO UelioBeKa. BaxHemas 3aa-
4ya CErOAHSIIHEro JHS — BBISBIICHHME MyTareHHbIX CBOMCTB 3arps3HUTENEH, 0COOCHHO
HOBBIX XHMHYECKUX BEIIECTB (JI€KapCTB, MECTUIMIOB, MUIIEBBIX J100aBOK, pas3yiny-
HBIX BHIOB TOIUIMBA M T.1I.), © pa3paboTKa METOJOB TEXHOJIOTHH, ITO3BOJISIOIINX
MPEIOTBPATUTh BOBHUKHOBEHHME OMACHBIX KOHIIEHTPAIIMN 3THX areHTOB.

OnaHuM U3 CUJIBHEWIMX MYTAareHOB SIBJISICTCS paguanus (MOHU3UPYIOIIUE W3-
nydeHust). JlokazaHo, 4TO HE CYIIECTBYET MOPOTrOBOM J103bl HOHU3UPYIOIIUX H3ITyde-

HUM. J[pyrumu ciioBaMu, UHAYKIUS MyTallil MOKET OBbITh JOCTUTHYTA NPU JE€HCTBUU
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MOOBIX 1103, a MPU YBEIWYCHHUH JI03bI MPOMOPIIMOHATEHO PACTeT YHCIO MYTAaIlHil.
MyTareHHbIM JEHCTBUEM Ha KJIETKHU YelOBeKa 00JIajaloT U HEKOTOPhIE BUPYCHI,
npuueM Jaxe B ociiabieHHOM (opMme, KOTOopas MCIOIb3YETCs ISl MPUTOTOBICHUS
BakIuH. V3BeCTHO Takke, 9YTO OOJBITMHCTBO MYTareHOB 00JIaalOT M KaHIIEPOTCH-
HBIMH CBOWCTBAMH, TO €CTh OHU MOTYT HHAYIIMPOBATh Pa3BUTHE 3JI0KAYECTBEHHBIX
OITYXOJIEH.

B 10 e Bpems CyliecTBYIOT BHEHIHUE (AaKTOPhI, KOTOPbIE CHUKAIOT YaCTOTY
MyTalMii — aHTUMyTareHsl. K aHTUMyTareHaM OTHOCSTCS HEKOTOPble BUTAMHHBI —
AHTUOKCUIAHTHI (HarpuMep, BUTaMuH E, HEHACHIINIEHHBIE KKUPHBIC KUCIIOTHI), CEPO-
coJiepKaline aMUHOKHUCIIOTHI, a TaKKe Pa3IMYHbIe OMOJIOTHYECKH AKTUBHBIC BEIIle-

CTBA, KOTOPLIC ITIOBBIIIAIOT AKTUBHOCTD PCIIAPATMOHHBIX CUCTCM.

IIpuMepsl Hanbo1ee PACTIPOCTPAHEHHBIX HACTEACTBEHHBIX
3a00/1eBaHU Ye10BeKa

Ha cerompsamuunii nens onucano okoiao 10 000 HaciaeacTBEHHBIX 3a00IeBaHUI

yenoBeka. Cpei HUX MOHOTEHHBIE U MYJIbTU(AKTOPUATBHBIE.
I'anakrozemus

XapaktepusyeTrcss HEBO3MOKHOCThIO YCBaUBaTh MOJIOYHBIN caxap (rajaakTosy).
AyTOCOMHO-IOMUHAHTHBIN TUIT HacleAoBaHus 3a0oneBaHus. O0yCIOBIEHO HEI0CTa-
TOYHOM aKTUBHOCTBIO (PpepMeHTa, 00eCleyMBaIOMIEr0 IMpPEBpaAlEHUE TrajakTo3bl B
TJIIOKO3Y. Y TeTepo3Uror Aa akTUBHOCTh yKazaHHOTO (epMmeHTa cocraisier 50% ot
HOPMBI, a Y TOoMO3UTOT aa — 10% HopwMsl. [Ipu 3TOM 3a6051€BaHK HAOIIOTAOTCS T10-
paXKEHUE TEUEHH U CEJIE3€HKH, NHUCIENCUYECKUE PACCTPOMCTBA, KaTapakTa U yM-
CTBEHHas oTcrajocTh. Yactora 3a0oneBanus cocrapiger 1:50000 HOBOPOXKIIEHHBIX;
yacToTa reTepo3urotsix Hocurened — 1:100. [umera, He comepikaimias MOJIOYHOTO
caxapa, IpeJIoTBpallaeT pa3BUTUE CUMIITOMOB.

AJIKANITOHYPUA

3aboneBanne pa3BUBACTCS TPU HETMOJHOM OKHUCICHWHW TOMOTEHTH3WHOBOM
KHUCJIOTHl B OpraHusme. AyTOCOMHO-PELIECCUBHBIA THUIT HACJEIOBaHUS 3a00JICBAHMSL.
[IposiBisieTcss B BUAE apTPUTOB KOHEYHOCTEH M MO3BOHOYHMKA. COMYTCTBYIOIIUM
MIPU3HAKOM SIBJISIETCS MOSIBIICHUE «MBIIIIMHOTOY 3araxa MOYH y OOJBHBIX JIIOJICH. DTO
nepBoe 3aboieBaHue, JJIsI KOTOPOTo OblIa JO0Ka3aHa MOJIEKYJISIPHO-T€HETHYeCKast

npupoja Bo3uukHoBeHus (A. 'appon, 1909).

63



MyxkoBHCIHA03

OTtHocuTcs K HanOoJiee TsHKEJIbIM HACIEACTBEHHBIM 3a00JIEBaHUSAM YEJIOBEKA.
XapakTepusyercs ayTOCOMHO-PELECCUBHBIM THUIIOM HacienoBanus. HasbiBaeTcs
TAKXKE KUCMO3HBIU PUOPO3 NOONHCETYOOUHOU JHCele3bl.

B cpennem oauH u3 20 npencraBuTenel €eBpONECOUIOB SBISIETCS T€TEPO3UTOT-
HbIM HOCHUTEJIEM aJlJIedsl T€HAa MYKOBHCLHI03a. YacTtoTa cpeau HOBOPOKICHHBIX —
1:2000. Exeromno poxaaercs okojo 3500 geTeit ¢ 3TUM TSDKENIBIM, 9acTO BEAYIITUM
K JIeTaJbHOMY HCXOAy 3abojieBaHueM. B mocienHee Bpemsi yAeNbHBIA BEC ATUX
OOJBHBIX B MOMYJIAIUAX Bo3pacTaeT. JlepekT rena onpeneneH MHOKECTBOM BapHaH-
TOB MYTaIlUi, OJTHA U3 KOTOPHIX BO3HUKAET B PE3YyJIbTATE JICJICIIUU TPEX HYKICOTUIOB
U MPUBOAUT K yTpaTe OJHOW aMHHOKHCIIOTHI B PEryJsSTOPHOM TpaHCMEMOpaHHOM
6enke. MyKOBHCIIH103 POSIBISIETCS B KUIIIEUYHON (hopMe, JIETOYHOM U CMEIIaHHOM.

I'mnepxoJiecrepunemMus

D10 3a00JieBaHUE CBS3aHHO C HapylleHHEeM oOMeHa xosectepuHa. M30BITOK
XOJIECTEPUHA OTKJIAJIBIBAETCS Ha CTEHKAaX COCYJOB B BHUJE aTEPOCKICPOTHUYECKHUX
OJIAIIIEeK, YTO MPUBOJUT K PA3BUTHUIO UIIIEMHUUECKOM OO0JIE3HHU.

XonectrepuH HeoOxonuM Hamiemy opraHuzmy. OH SBISIETCS KOMIIOHEHTOM
KJIETOYHBIX MEMOpaH, Ha €ro OCHOBE CHHTE3UPYIOTCS CTEPOUJIHBIE TOPMOHBI, JKEIU-
Hble KUCIOThI. B cpennem 1000 Mr xosecteprHa CUHTE3UPYETCS Y YEIOBEKA B KIIET-
Kax ne4yeHu B CcyTkH, a 500 Mr mocTynaer ¢ ;KMBOTHOM nuiieil. Ho npu Hapymenusax
XOJIECTEPUHOBOTO OOMEHA THIA THUIEPXOJIECTEPUHEMUU B KPOBEHOCHBIX COCYIaX
HaKaruBaeTcsi M30BITOK XOJIECTEpUHA, MPUBOJS K aTepockiepo3y. HacinenoBanue
MYJIBbTH(AKTOPHATHHOE.

DeHUJIKETOHYPUS

3aboJsieBaHUE BBI3BIBACT HAPYIIICHUE BBICIICH HEPBHOM JeATEIbHOCTU. Tum
HacJeI0BaHMs 3a00JieBaHMsI - ayTOCOMHO-perieccuBHOe. YacToTra BCcTpeyaeMOCTH
cpear HoBopoXkaAeHHBIX — 1:10000, yacToTa HOCHUTEINEH MAaTOJIOTHYECKOTO aJjIes re-
Ha — 1:50.

OOyCJIOBIIEHO pa3HBIMU MYyTallUsIMA B T€HE, KOHTPOJMPYIOIMIEM MeTab0Iu3M
aMUHOKHUCIIOTH (heHmananuna. [Ipu mytanuu reHa peHunasaHuH npeBpaiacTcs He
B TUPO3WH, a B (DCHUJIMTUPOBUHOTPAAHYIO KUCIOTY. B pe3ynbrare Hapymaercs Mue-
JUHU3AIMS HEHPOHOB TOJIOBHOTO MO3Ta, YTO MPUBOIUT K CIa00yMHUIO0, MUKpoIieda-

JIMH. HpI/I CBOCBPCMCHHOM BBIABJICHHUH 3TOI'O 3a001eBaHKsl U Ha3HAYCHHUU JUCTBI C
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MOHWKEHHBIM COJIepKaHueM (eHUJIATaHWHA CHUMIITOMBI TIATOJIOTUU 3HAYUTEIHHO
OCJIa0JISIOTCA.
I'emorsio0uHONIATHHN

BbI3BIBAIOT HapylIeHUE CTPYKTYpbl TeMorinoOuHa. B pe3ynbrare n3MeHEeHHbIN
reMOTJIOONH HE MOXKET HOPMAJIbHO BBIMOIHATH CBoW (yHKIuH (mepeHocunka O,
COz. K d¢opmam remMorioOMHONATUR OTHOCATCA TajlacCeMusi, CEPIOBHUIHO-
KJIeTOuHas anemusi. Tun HacnegoBaHus 3a00JIeBaHUS — ayTOCOMHO-PEIIECCUBHBIM.

N3BecTHO, UTO B COCTaB MOJIEKYJIbl I€MOINIOOMHA YEJIOBEKa BXOAST JBE O—
Henu U ABe B—Ienu. o — IeMb 3aKOJWPOBaHa T€HOM, JIOKAIM30BAaHHBIM B 16 mape
XpOMOCOM, [—IIeTh 3aKOAMPOBaHA TEHOM, JIOKAJU30BaHHBIM B 11 mape xpomocom. B
COCTaB O—1Ienu BXOAUT 146 aMHUHOKHUCIIOT, IIPU 3TOM B HOPME IIECTOE IMOJOKECHUE
3aHMMAaET TIIyTaMHHOBasl Kuciorta (3akomupoBaHa tpurietom ['AA). Ilpu ydactuu
HOpPMaJIbHOU O—TIeIH 00pasyeTcs HopMalbHbIi reMoriioonn — HbA. B yuyactke THK,
KOJMPYIOUIETO O—1IE€Mb, B PE3YJAbTATE MYTAlMA IIPOUCXOAUT 3aMeHa Tpuiuieta ['AA
Ha tpuruieT ['TA, n Torga Ha MecTe TIIyTaMHHOBOW KHCIIOTBI B MOJIEKYJIE T€MOTJIO-
OuHa MOSBUTCS BaJIMH, B COOTBETCTBUH C TEHETUYECKUM KOJIOM.

Hopmanvuslil cemoenooun HbA: ...ean-euc-nei-mpe-npo-gay-eny-nus-...

uzmenennwlil 2emoznobun HOS: ...ean-euc-neti-mpe-npo-gan-eny-nus-...

B utore Bmecto remornioonna HbA mosiButcst HoBbIN remoriooun — HbS. To
€CTh 3aMEHa BCEro JIUIIIb OJTHOTO HYKJICOTHIA M OJTHOW aMUHOKUCIIOTHI MPUBOAUT K
Pa3BUTHIO TSHKETIOTO 3a00JIEBaHUSI — CEPIOBUIHO-KICTOYHON aHemuH. [laTomorust B
MTOJTHOM MepEe MPOSIBISAETCS Y TOMO3UTOT.

Ha xnerouHoM ypoBHE 3Ta 00JIE3Hb MPOSBIAETCS B TOM, YTO JPUTPOLIUTHI
npuodperaroT GopMy cepra U TEpSOT CIIOCOOHOCTh K HOPMajdbHOMY TPAHCIOPTY

kuciopona (puc. 34).

Puc. 34. HOpMaJ'ILHLIC 1 U3MCHHBIC SpUTPOLHNTEI B KPOBU OO0JIBHOTO CCpHOBHI[HO-KJ'ICTO‘-IHOfI aHC-

MUEH.

65



'omosurorer HOS/HDBS ymuparor B pannem nerctse, rereposurotsl HODA/HDS
XapaKTepu3yroTcs ciabo M3MeHeHHbIMH 3putpormtamu. HDS He ymorpebmstor ma-
JSIPUMHBIE T1a3MOJIMH, [TO3TOMY M3MEHEHUE IeMOrJIOo0MHAa 3HAYUTENBHO MOBBIIIACT
YCTOMYMBOCTD JIMI[ C T€TEPO3UTOTHBIM IF€HOTUIIOM K Maisipud. B permonax 3emun,
r7Ie pacrpocTpaHeHa Maysapusi (Hampumep, B AQpHKe), CEIeKTHBHBIA OTOOp neH-
CTBOBAJI B I0JIb3Y T€TEPO3UTOT U 3Ta MyTallus Yallle BcTpeuyanach. TakuMm oOpazom,
CEPIIOBUIHOKIIETOYHAs] aHEMMsI — 3TO IPHUMEP OTHOCUTEIBHOCTH «IIOJE3HOCTH» U
«BPEIHOCTU» MYTaLlUU.

M3BECTHBI AECATKN MOJEKYJISIPHO-TEHETUUYECKUX MPUYMH, BEIYIIMX K Hapylle-
HUIO CTPYKTYpBI T€MOIJI00MHA: TOYKOBBIE MYTalllH, JEJIEUUU, HAPYIICHHs MpoLec-
cunra MPHK. B ctpanax IOxHoii EBponbl mMpoKko pacnpocTpaHeHbl TeMOTIO0UHO-
NaTUM NOJ OOIMM Ha3BaHMEM TanacceMus. Pa3nuuaror jerkue u Tskelble (GOpMBI

3THX 3a00JIEBAHUH.

CamocrosiTesibHast paboTa
3amanue 1.
@parment JJHK nmeeT cieayroniyro nociea0BaTeaIbHOCTb:
STHUAATTHUTTACTS'

[TonOepute npaiimeps! amns [P storo ¢parmenTa.

3ananme 2.

@®parment JJHK umeer cnenyromiyro nociea0BaTeabHOCTD:
STHUHAATTITUITTCALIL3

Kakas u3 pectpuxras Hindlll (caiitr A/AT'LITT), MSPI (caiit LILI/T'T), RSAI

(cauit I'T/ALL) 6ynet pa3pe3atb ee Ha pparMeHThI IJTUHON 91H U 7TIH?
OTBeTHI HA 3a1aHUA

3apanue 1. 5'AITTTA 3" u 5'T'IHJAI'TC 3'
3aganune 2. MSPI
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MEAUKO-TEHETUYECKOE KOHCYJIbTUPOBAHMUE.
ITPEHATAJIBHAS TUAT'HOCTHUKA
N HACJIEJACTBEHHAA ITATOJIOT WA IIVIOJA

Menuko-TreHeTHueckoe KOHCYJIbTHPOBAHUE — 3TO Npo(decCHoHaIbHas OIICHKA
pUCKa HACJICACTBEHHBIX M BPOXKJICHHBIX OOJIe3HEH y 4YJIEHOB CeMbH. Meauko-
T€HETUYECKOE KOHCYJIHTUPOBAHUE MPU3BAHO M30aBUTH YEJIOBEUECTBO OT CTpaJaHUM,
CBSI3aHHBIX C HACJIEJCTBEHHBIMH (TCHETHUYECKUMH) 3a00sieBaHUSMU. [ JIaBHBIC MM
MEJIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS 3AKIIFOYAIOTCA B YCTAHOBJIEHUH POJIU Te-
HOTHUIIA B Pa3BUTUU JTAHHOTO 3a00JICBaHUSI U MPOTHO3UPOBAHUU PHUCKA POKICHUS
OOJIbHBIX IMOTOMKOB. PexoMeHanum, 1aBaeMple B MEIMKO-TCHETHYECKUX KOHCYJIbTa-
IIASIX B OTHOIIICHUHM 3aKJIFOUCHUsS Opaka MIIM MPOrHO3a M'eHeTUYECKOM MOJTHOLICHHOCTH
ITIOTOMCTBA, HApaBJCHbI HA TO, YTOOBI OHM YUHUTHIBAIIMNCH, HO PEIICHHE KOHCYIbTHU-
pyeMBbIE JIMIa TPUHUMAIOT JOOPOBOIBHO.

Menuko-reHeTH4eCKOe KOHCYJIbTUPOBAHUE BKIIOYAET 2 OCHOBHBIX ATara:

A)  Vmounenue ouacnosa.

JI1s1 5TOM 1eM UCTIOIB3YIOT IeHEeAIOrHYSCKHUM, IIMTOrCHETUYECKUH, OMOXUMHU-
YECKUHN MOJIEKYJISIPHO-TEHETUYECKAN METOJIbI MCCIEAOBAHMUS, KOTOPHIM IOJIBEPraroT-
csl MpOoOaH U €ro poJCTBEHHUKHU. TOYHBIN KIMHUYECKUA M F€HETUYECKUU ITHarHo3
3a0071€BaHus MO3BOJISIET YCTAHOBUTH CTENEHb T€HETUYECKOTO PUCKA U BBIOOD 3 dek-
TUBHBIX METOJIOB MPEHATAIbHOM TUarHOCTUKHU U TPOPUIAKTHUESCKOTO JICUCHUS.

b)  Ilpocnos nomomcmsa.

CyIIHOCTh TE€HETUYECKOTO MPOTHO3a 3aKJIIOYACTCA B ONPEACICHUN BEPOSITHO-
CTU TIOSIBJICHUS HACJICICTBEHHOM MATOJIOTUA B CEMbE. | €HETUUECKUN PUCK MOXKET
OBITH OMpeJeseH 00 MyTeM TEOPETUUYECKUX PACUeTOB, JTMOO C MOMOIILIO IMITUPU-
YECKUX JaHHBIX.

Buabl MeaMKO-TeHETUYE€CKOT0 KOHCYJIbTHPOBAHUA:

o [IpoCreKTHBHOE KOHCYJIBTHPOBAHUE - KOTA CEMbS TOJBKO IUIAHUPYET POXK-
JICHHUE TIEPBEHIIA - JTyYIIIEE BpeMs JJIs MEAMKO-TEHETUYECKOTO KOHCYIbTUPOBAHUS.

e PeTpoCneKTUBHOE KOHCYJBTUPOBAHUE — MEIMKO-TEHETHUYECKOE KOHCYJIbTHU-
pOBaHUE CEMEH, IJIe paHee YKe OTMEYAIOCh POXKICHUE PEOCHKA C HACIEICTBEHHON
WJIA BPOXKJIEHHOM MMATOJIOTHUEM.

o KoncynsTupoBaHue Bo BpeMsi 06peMEHHOCTH.

e JloOpayHO€ KOHCYIBTUPOBAHHUE — 0 BCTYIUIEHUS B Opak.
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B pacnopspkenun Bpaueit Poccun mmeeTcss Bech apceHasl IEPEUHUCICHHBIX BbI-
1€ BUJIOB MEIUKO-TEHETUYECKOTO KOHCYIbTupoBaHus. Hanbonee 3¢ HekTUBHBIM sB-
JSIeTCSl MPOCIEKTUBHOE KOHCYJIBTUPOBAHUE, KOTJ]a PUCK POXKACHHUS O0JIBHOTO peOeH-
Ka OmpenerseTcs 0 HACTYIUICHHs] WM B PaHHHE CPOKU OepeMeHHOcTH. [Ipocrek-
THBHOE KOHCYJIBTHPOBAHHUE YaCTO MPOBOJT B CIydae KPOBHOTO POJICTBA CYIIPYTOB,
OpU OTSATOUICHHOW HACJEICTBEHHOCTH, MPU BO3JACHCTBUU MYyTareHHbBIX (PaKTOpOB
Cpellbl Ha CYIpYyroB HE3aJ0JIr0 O HACTYIUICHUs] OEpEeMEHHOCTH, a TaKXKe 70 POoxKIe-
Husi peObenka. Hanbonee yacTel oOpalieHus 11k KOHCYJIbTUPOBAHMS BO BpeMs Oepe-
MEHHOCTH U JIJIs TPeHATATbHON JUATHOCTHKH.

Pacyer pucka HaciaenCTBEHHOTO 3a00JEBAHUS MOXKET OCIIOKHUTHCS TPHU TTOHU-
KEHHOU SKCIPECCUBHOCTHU WJIM HETIOJHON MEHETPAHTHOCTU TEHA, MO3JHEM IpOosBIie-
HUU TE€HETUYECKOW aHOMAJIMH, MIOJIUT€HHOM XapaKTepe HACIeJ0BaHUs 3a00IeBaHMUs.

[IpenaTanbpHasi TMarHOCTHKA — ATO JUATHOCTHUKA BPOKICHHOW M HACIEICTBEH-
HOH MMaTOJIOTHH TUIOJa Ha dTare BHYTPUYTpoOHOTO pa3BuThs. OCHOBHBIC TTOKA3aHMS
JUTSI HAMpaBIICHUS O€PEeMEHHOM JKEHIITUHBI Ha MMPEHATATBHYIO THarHOCTHKY:

1. Bospacr crapuie 35 net

2. Hanmuume He MeHee JBYX CaMOIPOU3BOJIBHBIX a0OPTOB Ha pPaHHUX CpPOKax
OepeMeHHOCTH

3. Poxxnenne B cembe peOcHKAa OT MpeAbIaylIied OCpeMEHHOCTH C Haclel-
CTBEHHBIM 3a00JICBAHUEM WJIH BPOXKICHHBIM YPOICTBOM

4. TlepeHeceHHble BUPYCHble MHGEKIMU M TMapa3uTo3bl (TEMaTuT, KpacHyxa,
TOKCOIIJIa3MO3 U JIp.)

5. Obnrydyenue 10 3a4aTus

6. MoHOTeHHBIE HACJIeICTBEHHBIC 3a00JICBaHUS Y KPOBHBIX POJACTBEHHUKOB

7. [IpuMeHeHne 1O 3a4aThsi WM BO BpeMs OCPEMEHHOCTH JIEKapCTBEHHBIX
Mpenaparos.

Jlnst mpoBenieHus MpeHaTaIbHOM MUAarHOCTUKK HEO0OXOJUM OTOOp MaTepualia
U1 uccnenoBanuid. Mcmonb3yrot cineayroriue crocobsr (o koutpoieMm Y3UN):

e XOpuOHOMOIICHIO Ha 8- Henene OepeMeHHOCTU (OMOMCHS KIETOK BOPCHH
XOpHOHA);

e [uIanicHTOOMOIICHS Ha 12-1 Henmene (KJISTKH IIaIeHTHI ).

e amHHoOIeHTe3 Ha 15-18-i1 Hepene (aMHHOTHYECKAS JKHIKOCTB ).

e KopporeHTte3 Ha 18-22-i Henene (M3 KPOBEHOCHBIX COCY/IOB ITyTIOBHUHBI).
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XOprUOHOMOTICHST W IIJIAIICHTOOMOICUSI TMO3BOJISIIOT MPOM3BOAUTH Hambosee
PaHHIOIO TMAarHOCTHKY, HO PUCK OcjiokHeHu#l nocturaer 3%. Kopaouenres npous-
BOJIUTCS CIMIIKOM TMO3/IHO, YTO 3aTPYAHSET MOBTOPHBIE UCCIEIOBAHMS B Cllydyae Co-
MHeHMH. [ToaTOMy cpeau MeTo10B, MO3BOJISIONIMX TMAarHOCTHPOBATh 3a00JI€BaHUE J10
poXxieHus peOeHKa, BeyIlee MECTO 3aHUMAEeT aMHUOIIEHTE3 — [OJy4YeHHEe aMHUOTHU-

YECKOM JKHJIKOCTH U KJIETOK IIJI0JIa ¢ TOMOIIBIO MPOKOJIA IIOAHOTO My3bIps (puc. 35).

vanm

% TREHCAGN OMHHAREHBIR
KOpOoUeHTES ¢ AMHHOUNTS %" AMHMOYENTED
| ="

Mavenn@ nyzwps

AMEAOTHYECKER NOAOCTH
BuoncKA

BOpPCKH
KOpKroHa

BOPCWHYETLIA AEHOH

Thynke i GaHaTHe

Kartamap

Anaranige’
Wedka ware Mpaman KHiLsa

Puc. 35. CriocoObl mosryyeHust MaTepuaa Jiisi UCCIIe0BaHU.

OTUM METOJIOM AUArHOCTUPYIOT MHOTHE XPOMOCOMHbBIE 00JIE3HH U HEKOTOPbIE
3a00€BaHusl, B OCHOBE KOTOPBIX JIEKAT T€HHbIE MyTallu. PUCK OCIIOKHEHUI OTHO-
CUTENIbHO HeBENMK — npuMepHO 0,2%.

M3ydeHne KIeTOYHOr0 MaTepuasa pa3BUBAIOIIETOCA IUIOAA BO3MOYKHO LIMTO-
TECHETUYECKUM, OMOXMMHUYECKUM, MMMYHOTE€HETUYECKUM, MOJIEKYJISIPHO-

IT'CHCTUYCCKUM, MCTOJaMH I'CHCTHUKHN COMATHYCCKUX KJICTOK.

69



TECTOBBIE 3AJIAHUSA

Buvibepume ooun npasuvHwilti omeem:
1. KAKMM METO/IOM MOXXHO BBISIBUTH TUIT HACJIEJJOBAHM S
[IPU3HAKA B PAJTY TIOKOJIEHUIA?

1) reHeaIOTUYECKUM;

2) IIUTOTCHETHYECKUM;

3) OJIM3HEIIOBHIM,

4) OMOXUMHUYECKUM.

2. C IOMOLIBIO KAKOI'O METOJIA BBISIBJIAETCA POJIb TEHOTHUIIA 1
CPEJIbI B PABBUTUU ITPU3HAKA?

1) reHeaIOrUYECKOTO;

2) OJIM3HELI0BOTO;

3) LIUTOr€HETUYECKOrO;

4) riOPUI0JIOTHUECKOTO.

3. XPOMOCOMHBIE MYTALUUN NU3YYALIOT, UCIIOJIb3Y A METO/]
1) reHeanoruUeCcKuii;
2) INTOT€HETUYECKUH;
3) GIM3HETOBBII;

4) riOpUIOIOTHUCCKHUH,

4. KAKAS NSMEHUYMBOCTDL OBYCJIOBJIMBAET PASBUTHUE
OGEHUJIKETOHYPUN?

1) renHas;

2) XpOMOCOMHas;

3) Moau(pHKAIIHOHHAS;

4) cnyyaitHasi.
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5. CIIOMOIIBIO METOJA OITPEAEJIEHM A TEJIBIIA BAPA MOXXHO
BBIAICHUTD

1) xapakTep U3MEHEHHsI TCHOB,;

2) 3aKOHOMEPHOCTH HaCJIeJIOBaHUS PU3HAKOB Y YEJIOBEKA,;

3) 10JT YeIOBEKa,;

4) XxapakTep U3MEHCHHUS CTPYKTYPBI XPOMOCOM.

6. METO/I U3YUEHU I HACJIEJICTBEHHOCTU YEJIOBEKA, B OCHOBE
KOTOPOI'O JIEXXUT MCCIEJOBAHUE YNCJIIA XPOMOCOM, OCOBEH-
HOCTEM UX CTPOEHUNS, HA3SBIBAIOT

1) reHeaJIOru4eCcKuM;

2) OJIM3HELIOBHIM;

3) THOPHUTOIOTHUCCKHM;

4) IUTOT€HETUYECKHM.

7. BMOXUMMWYECKHI METO/] ITO3BOJISIET JUATHOCTHUPOBATD:
1) Gone3Hu, 00yCIIOBIICHHBIC TEHHBIMU MYTAIIHSIMH;
2) 6011e3HH, 00YCIIOBICHHBIC XPOMOCOMHBIMHU a0eppaIlisIMH;
3) Oone3HM, 00YCIIOBICHHBIC N3MEHEHUSIMH YHCJIa QyTOCOMHBIX XPOMOCOM B
KapuOTHUIIE;

4) 6071€3HH, 00YCIOBICHHBIC HEPACXOMKACHUEM X-TIOJIOBBIX XPOMOCOM.

8. IJIsI UCCJIEJOBAHUMA KOXHOI'O PUCYHKA TTAJIBLIEB, HAI[OHEfl,
CTOITITPUMEHAETCA METO/:

1) reHeaIOrHYECKHIA;

2) OMOXUMHUYECKHIA;

3) LIUTOr€HETHYUECKHIA;

4) nepMaTorauuIeCKHii.

9. METO/I ITLIP B ITPAKTUYECKOM MEJULIMHE UCTIOJIL3YETCS JIJIS:
1) onpenenenust rpyIbl KPOBH;
2) oTIpeieICHUs] MyTallfii TCHOB,;
3) BBISIBJICHHUS 110J1a OCOOH;
4) TMarHOCTHKU XPOMOCOMHBIX 00JIe3HEH, 00YCIIOBICHHBIX AHOMAIIUSIMU ayTO-

COM.
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10. TIOMYJIALIMOHHO-CTATUCTUYECKHWI METO/] ITO3BOJISET:
1) onpenenuTh 4acTOTHI JOMHUHAHTHBIX, PEIIECCHBHBIX aJUICNICH U 4acTOTY Te-
TEPO3UTOTHOTO HOCUTEIHCTBA MYTAaHTHOT'O T'€HA B MOIYJIALINY,
2) OTIpeNIeUTh 3aBUCUMOCTh Pa3BUTHS MPU3HAKA OT HACIEICTBEHHBIX U CPEJIO-
BbIX (DaKTOPOB;
3) U3y4aTh KOXKHBIA PUCYHOK;

4) IPOBOJIUTH UCCIICIOBAHNUE XPOMOCOM.

11. B OCHOBE MOJIEKYJIAPHO-TEHETUYECKMX METO/10OB JIEXKUT
MN3YYUYEHMUE:

1) CTPYKTYpBI XPOMOCOM;

2) uncia XpOMOCOM B KapHOTHIIE;

3) crpykrypsl JJHK;

4) BIVSIHUS CPE/Ibl Ha Pa3BUTHE MIPU3HAKA.

12. CEKBEHUPOBAHMUE JIHK — OTO:
1) onpesiesieHre HYKJICOTUTHOM TIOCIIEI0BATEIbHOCTH;
2) KomMpoBaHue HeOOJIBIIOro HHTEpecyomero ¢pparmenrta JJHK;
3) MUKPOCKOITMYECKOE MCCIICI0OBAHNE XPOMOCOM;

4) uccrieioBaHUE MOJIOBOTO XPOMATHHA.

OTBeThI HA TECTHI

Ne Bonpoca OTtBeT Ne ponpoca OTBer Ne ponpoca OTtBeT
1 1 ) 3 9 2
2 2 6 4 10 1
3 2 7 1 11 3
4 1 8 4 12 1
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