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YUUTENb OMOJIOTHH,

MBOY COII Ne 50
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BBenenue

Wnes co3nanus 3TOro NpoeKTa BO3HUKIIA B MOEH rojioBe 3aBeZIoMO JaBHO. Elie Ha mepBbIX
Hayaiax U3y4eHus: OMOJIOTUN MEHS BCETIa MHTEPECOBAIO HECKOIBKO BOMpPOCOB: «Iloyemy st moxoska
Ha poauteneit? Uro atomy ciocobctByeT?». M3ydas Mopdonoruio u (U3HOIOTHIO YeI0BEKa B
BOCBMOM KJIacce, s BBISICHHJIA, YTO BCE JIFOAM XPAHAT B ceOe HACIEICTBEHHYIO HH(OpMAIUIO B BHJIE
XPOMOCOM, KOTOPbIE B CBOIO OYepelb 3aKIII0YaloT B ce0e reHbl. Sl cTtana yBiekaThes 3TOH TeMoi Ooee
yrayOnE€HHO U MOHSJIA, YTO T€HbI, 3TO OTPOMHBIE KOTTHMIIKH, IO HUM MOKHO PaccKasaTrh BCIO
nH(pOpPMALIMIO O HAC, HAILIM HACJIeJICTBEHHbIE ()aKTOPbI, IPU3HAKU, KOTOPBIE MBI IIPOSBIISIEM, a CAaMOE
[JIaBHOE, OHU SIBJISIFOTCS] CTPYKTYPHO 3HAYMMOMW €MHUIICH B HAIlIEeM OpraHUu3Me.

AKTyalTbHOCTBIO 3TOTO TPOEKTa SBIAETCS TO, YTO JaHHAs TeMa OOIIMPHO M3Yy4aeTcsl Ha
CeTONHAIIHUN JIeHb. BHOTEXHOJOTH, T€HETHWKH, CEJIEKIIMOHEPHl HCIOJIB3YIOT B CBOEH HayKe BCIO
BO3MOXHYIO HH(pOpMAIMIO, KOTOpass MMEeTcs Ha JaHHBII MOMEHT O TeHe. XoTelnoch Obl Ooinee
opOOHO 3aTPOHYTH CYTh, PACKPBITh CIIEHU(UKY HAYKH TEHETHKH, a TaK )K€, METOJIbI, KOTOPHIMHU OHA
PYKOBOJCTBYETCS Ha IaHHBIM MOMEHT B U3yYEHHH COBPEMEHHON CTPYKTYphI FeHa.

brnarogaps u3y4eHHI0O F€HETHKH HAa CBET POAMUIIACH HOBas HayKa — FeHHas WH)XXEHEpUs. DTH
HAyKH 3aHUMAIOT 0c000€ MOJI0KEHNE B COBPEMEHHON OMOJIOTHH, 3aTparuBas MHOTO APYTUX OTpacieil.

B xonme nBamanaToro Beka ObuT pacundpoBaH T€HOM YEJIOBEKa, KOTOPBIA COAEPKHUT OKOJIO
100000 reHoB, BKJIHOYAIOMIMX OKOJO 3 MUJUIMAPAOB €IMHULl MHPOpPMAIMH, YTO A0 BO3MOKHOCTh
NOHATh TPUYMHBI W MEXAHW3MBl  pA3MYHBIX WHQEKIUOHHBIX, a TaK >Ke, HACJIEICTBEHHBIX
3a0oneBannii. M3ydyeHme TeHa 1mOMOINI0 B (papManeBTUYECKOH  MPOMBIILICHHOCTH, YTO
CIOCOOCTBOBAJIO OTKPBITHIO aHTUOMOTHKOB. He MeHee BaXHO HW3ydeHHE CTPYKTYphl I'eHa | s
pelIeHrss MHOTUX MEIUIIMHCKUX BOMPOCOB. YUEHbIEC T€HETHKU PACCUUTAIIH, YTO HECKOJIBKO JECSITKOB
MUJTH. JIFOJICH Ha MJIaHeTe B KaKIOM IMOKOJIEHUH MOTYT OBITh MMOPa)KEHbI HACTEICTBEHHBIMH OOJIE3HIMH.
K HacnencTBeHHBIM 0OJIE3HSAM OTHOCAT PSI TSDKENBIX 3a00JIeBaHUM HEPBHOM CHCTEMBbI (3MUIIeTncus,
mu30(ppeHns), OONBIIMHCTBO 00Je3He KPOBH — TakHe Kak IeMO(UIINs, HEKOTOpble aHOMAalUU U
npyrue. IlosToMy Uit MEIUIMHBI BaXXHO HMMETh IPEACTaBICHHE O CTPYKType TIeHa, Tak, Kak
HACJIE/ICTBEHHOCTh ¥ BOSHUKHOBEHHSI TTATOJIOTUU YEJIOBEKa, MepeAadd OT MOKOJCHHS K TOKOJICHUIO
HACJIEICTBEHHBIX OO0Je3Hel, pa3padaTbiBaeT METOJbl JUArHOCTUKU JICUEHUS U NMPOPHIAKTHKH BCEX
(G op™M MaToIoTUN.

brnaronaps n3y4uenuto rena ObUIH:

-pa3zpaboTaHbl Mpenaparbl TUArHOCTUKH, JAOLIME BO3MOYKHOCTh OOHApPYKUTh T'€HETHUYECKHE
aHOMAJIUU B MEpHOJ] OEPEMEHHOCTH;

-pa3paboTaHbl METObI U MPOGUIAKTUKA JEUSHHS HACIECTBEHHBIX O0JIe3HeN MyTeM BBEIACHUS
T'eHOB C MIPaBUIbLHON MH(OpMaIei — reHoTepanus;

-KyJIbTHBHPOBAaHUE TEHOB OOJIBHBIX U 3/I0POBBIX JIFOJIEH B KIETKAX IPYTUX C MEITbI0 U3yUCHHS
MOJIEKYJISIPHBIX OCHOB HACIICJICTBEHHBIX 3a00JICBaHHIA YETIOBEKA.

OOBEKTOM U3YYCHHS JAaHHOU paOOTHI CIIY)KUT T€H U €ro CTpyKTypa. B mepeBoje ¢ rpedeckoro
TeH 3BYYHT KaK «IIPOMCXOXKICHHEY, HO JaTCKHUil 60TaHNK BumbrensM MoxaHHCeH BBeN B HAYKy HHOE
nonsatue B 1909 rony. 'eHoM OH Ha3Baj MeIbUaiIIyIO €JMHUILY HACJIEACTBEHHOCTH, KOTOpas
o0ecreynBaeT IPeeMCTBEHHOCTh B IOTOMCTBE TOTO UJIM HHOTO 3JIEMEHTAPHOI'0 MPU3HAKa OpraHu3Ma.
OT cTpyKTYypHI T'€Ha 3aBUCHUT TO, KAK OHU B COBOKYITHOCTH OHH OyJyT YIPaBIIsATh BCEMU XUMUYECKUMHU
peaKIMsIMU OpraHU3Ma U OTPeJIeNIATh BCE €ro MPU3HAKH.

B nanHnoit paboTe s TUIaHUPYIO PACKPHITH CBOMCTBA T€HA, YTOOHI e111e 00JIbIe yriayOuThes B
U3ydeHHe TeHHOW WH)KEHEPUH.



Hemn: M3yunts Gonee moapoOHO CTPYKTYpy I'€Ha M HayKy IeHHas WH)XKeHepus. BbIABUTH
MPUYMHBI HACIICICTBEHHBIX 3a00JIEBAaHUI Ha MPUMEPE CBOCH POJIOCIIOBHOM.

3agauu: [Toka3zaTe 3HaYMMOCTb T'€HA B OPraHU3ME UEJIOBEKa.

CdhopmupoBaTh NpencTaBIeHUs O CTPOSHUH U CTPYKTYpE reHa.

BbIsBUTE OCHOBHYIO paOOTy HayKH F€HHAasi UHKEHEPHUSL.

Y3HaTh OCHOBHBIE METO/IbI U3yYCHHS I'€HA.

BbIICHUTB KaKO€ 3HAaYCHUE UMEET IeHHAsl MH)KEHEPHs U1l COBPEMEHHOIO MUPA.

Cy1miecTByeT OrpoOMHOE KOJIMUYECTBO METOAO0B, Oyiarofapsi KOTOPIM Mbl MOKEM HCCIIE0BATh
redsl. OIHUM W3 TaKHUX SBISIETCS T€HEAIOTMYECKHH METOJ - MCCIECIOBAaHUE POAOCIOBHOM CEMBH B
00JbIIOM uYHuClE€ TOKOJIEHWHM. JlaHHBIM METOJ IOMOraeT YCTaHOBUTb XapaKTep Hacjel0BaHUs
IIPU3HAKOB, @ UMEHHO JOMHWHAHTHBINA MJIM PELECCUBHBIN, ayTOCOMHBIN WIH CLEIUIEHHBIN ¢ 1TOJI0M. Ero
UCTIONB3YIOT ISl BBISIBICHUS! HACJEACTBEHHBIX 3a00JIeBaHMA: reMO(UIINs, TaIbTOHU3M M TaK Jajee.
HmenHo ero st Oy1y UCIOIB30BaTh B CBOCH MCCIIEIOBATEIBCKON paboTe.

3a4acTyio UCMOJIb3YIOT OMOXMMUYECKHHA METOJI, C TIOMOIIbIO €0 MOKHO BBIIBUTH CaXapHBIH
nualeT, CeprOBHIHOKJIETOYHAs aHEMHMIO M MHOTHE Jpyrue 3aboiieBaHus, Iepeiarouiuecs depes
IIOKOJICHUSI.

He mano BakHOE 3HaUYE€HUE UMEET M LIUTOICHETUYECKUI METOJ, KOTOPBI XapaKTEepHU3yeTcs
U3MEHEHUEM B CTPYKTYpE XpOMOCOM, UX 4Hciie U pa3Mmepax. [loaTBepxkieHa XpoMocoMHas Npupoja
cunapomos [layna, Knaiindensrepa, TepHepa u Jpyrux aHOMaIHii.

Bce a3t Meroabl (Hapsily ¢ ApYrMM MHOKECTBOM) I'€HHAsi MH)KEHEPUsI UCHOJIb3YEeT aKTUBHO,
HOMOrasi CTpyKTYpPHUpPOBAaTh BCE 3HAHUS O T€HE B COBPEMEHHOM MHMpE.



I'naBa 1. TeopeTudeckas 4acTb

Hcropusn 1.1

I'en - coBokymHOCTh cermeHToB JIHK, KoTOpBIE KOMIUIEKCHO (DOPMHUPYIOT HACIEICTBEHHYIO
eMHMITY, OTBEYAIOIYIO 32 (PYHKIIMOHATBHYIO IPOAYKTUBHOCTD, IPYTHUMH cJoBaMH, 3a 6enok, T-PHK
i p-PHK.

B cTpykTypy Berymaer: 1) yuacrok mosekysasl JJHK, kotopsiit kogupyer He 3penyio PHK;

2) pasmep rera mMoxer ObITh OT 190-16000 map mykmeorua. Tak, Kak I'eH 3TO €IMHHUIA
GbyHKIMI, TO MOXKHO CKa3aTb, 4To oH kogupyeT PHK nenukom, a e otaensHa ero yactu. Cunraercs
eAMHMIICH MyTallud U PEKOMOWHAIMU MOTYT ObITh pa3Hble HYKJICOTHIbI B T'€HE, Jake 2 COCEeIHUE
HYKJIEOTH/IBI MOTYT pa3beAMHUTHCS C IIOMOLIBIO KPOCCHUHIOBEPA, TaK e, | HYKJIEOTHJ HMEET
CIIOCOOHOCTh MYTHpPOBaTh, MECTO MyTallUU B reHe. B ciyuae ecnu nmogo0Hble MyTallMd IPOUCXOAAT
PEryJIIpHO, TO UX MPHUHSITO Ha3bIBaTh — FOPSYUE TOUKU. Y MPOKAPUOTOB I'€HbI HENPEPBIBHBIE, IOTOMY
B COCTaBE TOJIBKO SK30HBI. Y 3YKOPHMOTOB MHA4€, UX I'€HbI MIPEPHIBUCTBIE, 3TO JAET MOHATH, YTO OHU
COCTOAT HE TOJIBKO M3 SK30HOB, HO 1 HHTPOHOB BKJIFOUUTEIIBHO.

[lepekppiBaroliuii T€H — T€H, KOTOPbIA CYHMTAETCS YacThblO JPYyroro reHa, MNPOUCXOIUT
HaJOKeHHUE paMoK cuuThiBaHus. Korna cozmaercs 3penas u-PHK onuH 3K30H MOXKET IPUCTPOUTHCS K
IPYTUM 3K30HaM, TOTJla OHM 00pa3yloT ceMmencTBo, 6mu3kux no ctpoeHuto u-PHK. I'ensl numeromniue
CIIOCOOHOCTH MepeMEIIaThCs - TPOCHO30HbI. ['éH U ero aHajoru U MceBaoreHsl 00pa3yroT CeMENCTBO.
2 rpymmel [IHK: cTpykTypHBIe - KOmupyroT Oenku u u-PHK; perymsropsl — perymupyioT padboty
CTPYKTYpHBIX TeHOB. Ha 3TH 1Be rpymmsl reHoB npuxoautes oT 15-97% sceit JIHK, a ocranshas JJTHK
— M30BITOYHAS, OHU KOITUPYIOT paHee CYIIECTBYIOIINE TeHBI.

Cunres Oeka B kierke 1.2

CuHre3 Oenka B KJIETKE MPOUCXOIUT B MHTepdaze B MEPHOJ] B JIBa 1Tara: TPAHCKPHUIILIHS,
TpaHcauusa. TpaHckpunuus — nepenucsiBaercss uHpopmanus ¢ JHK na u-PHK.JIro6as nens JJHK
MOXeT OBbITh IepenucaHa, HO 3adacTyio ObiBaeT MarpuuHas. M-PHK crpoutcs u3 cBoOoaHbIX
pUOOHYKIIEaTHI0B si/ipa 10 MPUHLIUITY KOMIUTMMEHTapHOCTH MaTpulbl. OOpa3oBaHue 3(pUPHBIX CBA3EH
Mexay pubonykieotuaamu crocooctyeT pepment PHK — monumepasa. Y npokapruoT U3BECTEH OJUH
Takoi (epMeHT, a y sykapuotoB — Tpu (s u-PHK, T-PHK, p-PHK). PHK nonumepa3sa cBsi3piBacTCst
MIPOMOYTEPOM — CBOEOOpa3Has MOCJIEI0BATEILHOCTh HYKJICOTHAOB JUIMHOW OT 6 10 30 OCHOBaHUI,
KOTOPBIN HaXOJUTCS nepen KaxabpiM reHoMm. Haunmnas ¢ mpomoyrepa, PHK monumepasa pacruieraer
reH Ha 2 nenu 1 Ha MatpuuHoit ctpoutcs PHK. Korna cunteiBanne nnpopmanuu va JIHK noiaér no
0o0paTHBIX MOBTOPOB HyKJIeoTHA0B, Ha 1enu PHK ob6pasyercs meris wnm mmuibka. OHa MemiaeT
npoasmxennio PHK nonmumepasza, nostomy cunte3 PHK ocranaBnuBaercs unum 3amennsercs. M3-3a
coJiepKaHus MHTPOHOB y mpokapuoT U-PHK He Tpebyer co3peBaHus; y 3YKapHOT MOSBISIETCS
He3penblil Tpanckpunt U — PHK, xoTopeiii Bkitouaer B ceOsi 9K30HBI (4acTh, KOTOpas KOAUPYET
AMHUHOKHCIIOTBI); MHTPOHBI — HYKJICOTH]IbI, HE OoTBevaronue 3a uHdopmanuio. Co3peBanne u-PHK
IIPOUCXOUT B siIpE M Ha3bIBaeTcs mpoieccuHr. CyTh €ro COCTOUT B TOM, YTO MHTPOHBI BBIPE3AIOTCS, a
OCTaBILMECS HK30HbBI COETUHSAIOTCA B 1enb — cunaiicuHr. Cienom 3penas u-PHK momudunupyercs: 1)
Ha 5 komume n-PHK obOpazyercs k3m win konmadok — oT 50 mo 200 ocTaTKOB METHIMPOBAHHOTO
ryaHuHa, ¢ ero nomouisbio H-PHK nmpuxpernusercs k Manoit cyduactuiie pudoCoMBl.

2) x 3" koHiy mpukpemusercst 10 200 aJeHUIOBBIX OCTATKOB. OHH CTAOUIH3HUPYIOT IEMb H-
PHK. 3penas u-PHK HanpaBmsisice B 1uTOIUIa3My Ha pUOOCOMBI, NPHUKPEIIISETCs Ha MAalylo
cyOuacruiry.



Tpancnsanus — cOopka Oenka W3 aMHHOKHUCIIOT: 1) mHUIManus — Hadano cuHTe3a. T-PHK-u
y3HAET TpurieT uHumarop cunresa AVYI, crosmee B Havane nenu u-PHK. T-PHK-m y3naer stot xe
TpumuieT B ir006om mecte 1ienu u-PHK. Bomnbimas cyduactuiia pubocomMbl COSTUHSIOTCS ¢ MAJIOH.

2) Omnonramus — ymiuHeHue OenkoBoil menu. T-PHK-u 3anmmaer m-ydactok puOOCOMEBI, a
Bropas T-PHK, aHTHKOI0H KOTOpOH MAeHTHYEH KaloHy, Ha U-PHK nepeHocuT cBor0 aMMHOKHUCIIOTY B
a- y4yacToKk pubocombl. Mexay aMMHOKUCIOTOM HaxOAMTCA M- M a- YYacTKU, NPOUCXOAUT
o0pa3oBaHue MENTUIHON CBSI3U. a- Y4aCTOK OCBOOOXIAeTCsl, HOTOMY YTO PUOOCOMBI MEPEBUTAIOTCS
no u-PHK Ha onuH mar. B Hero nocrynaer TpeTbss aMUHOKUCIIOTa — TPUIENTH — pUOOCOMBI CHOBA
IIPOJBUTAIOTCS HA LIAr.

3) TepmMuHaIMs — MpUOCTaHOBIIeHHWE cuHTe3a. Korga cumrteiBanue mHpopmammu Ha u-PHK
JOMAET 0 OJHOTO TpUILIETa TEPMHHATOPOB, Y4YacTOK HE ocBoOoknaercs, Ha HeM HeT T-PHK,
MIOTOMY KOT COOTBETCTBYET TEPMHHATOPY, OT CIOAA CIEAYET, 4TO cuHTe3 Oenka mpekpamaercs. C
MOMOIIBI0 TPEX OenkoB (akTopoB TepMHUHAIMHU 1Lienb Oenka u 1ens u-PHK otcoemuusiorcs ot
pUOOCOMBI.

Peryasinus cunrte3a u-PHK u 6eaka 1.3

[Iponiecc peannzanuy TIeHETHUECKOM HMH(POPMALMU HA3bIBACTCA SKCIIPEcCUsi TEHOB WIIU
paboroil renoB. OHa perynupyercs Ha ypoBHe TpaHckpunuuun u-PHK — Gumaromaps OGeskam
penpeccopoB W aKTHBATOPOB. Perymsmus paboTbl TEHOB MPOKAPHOT HA3bIBACTCS WHIYKIWEH.
Penpeccun u paccmarpuBaeTcst Ha npuMepe paboThl JAKTO3HOTO ONEpOHA. Y KHUIIEYHOW MaJouyKu 3a
pacmaj JIakTo3bl OTBEHYalOT TpU (pepMeHTa, a 3a CHHTE3 ITHX ()EPMEHTOB TPH CTPYKTYpPHBIX T€Ha,
HaXOJAIIMXCSl TOCNIeIoBaTeNbHO Apyr Apyra. Ha stux renax oOpasyercs onmHa monekyna u3z PHK.
[lepen CTPYKTypHBIMH I€HaMHM HAXOJAIIMMHU OOLIMH s HUX OIepaTop, a MepeiHUuil IpPOMOTD.
OnepoH — caiiT, B KOTOPOM MOJeEKyJbl Oenka penpeccopa. [IpoMoTp — HECKOJIBKO HYKJIEOTUIOB C
koTopbiMu cBsi3biBaeTcss PHK monmmepasa u Haunnaercs tpanckpunuus. Ha HeOonbioM paccTostHUN
OT OllepoHa HaxoAuTcs TeH — penpeccop. Ha HéM cuntesupyercs u-PHK, 6enku penpeccopsl ects B
KJeTke Bcerna. Pempeccust — ocraHoBKa paboThl onepoHa. MHaykius — BkiItoyeHue B paboty. Korna
MOSIBIISIETCS BEIIECTBO MHIYKTA (JIAKTO3a), TO MOJIEKYJIa HHAYKTOpa OCBOOOXKIaeT orepaTop oT Oenka
penpeccopa, TO CTPYKTYpHbIE F€Hbl HAUMHAIOT paboTaTh — 3TO HETaTUBHAs PErysiius paboThl T€HOB.
CymiecTByeT MO3UTHBHAsI PEryisiliusl — CUTHAJI YCUJIEHUS TPaHCKpUIIMU — Komruieke AM®D-cap,
KOTI'J1a TAaKOM KOMIJIEKC CBSI3BIBAETCS C IPOMOTOPOM TPaHCKpUMILIUS ycuinuBaercs B 50 pas.

JuddepeHunaibHast aAKTHBHOCTh T'eHOB B OHTOreHe3e 1.4

JuddepeHurpoBka — pa3nuuus MEXAY KIeTKaMu, TKaHsAMH, opraHamu. Jlo 7 nHs 3urora
TOTUIIOTEHTHA, APYTUMH CJIOBaMH, a0COJIIOTHO U3 JIF00OH €€ KIeTKe MOKHO BBIPACTUTH MOJTHOLICHHBIH
opran unu opraHu3Mm. llocie 7 nHA TOTHIOTEHTHOCTh TepsieTcs H3-3a JuddepeHIpoBku. Bce
CTPYKTYpHBIE KJIETKE YCIIOBHO HAYMHAIOT JEJAT Ha 3 TUIa:

1) renpl “momamHero”  Xxo3diicTBa —  pabOTymOIIET0 BO  BCE  KJIETKM  OpPraHu3Ma;
2) TEHBI, paboTatoriue B TKaHSX;
3) TeHbI, BBITIOJIHSIONINE SAMHUYHYIO Y3KYIO () YHKIIHIO.

MHOXeCTBO T€HOB MHOT'OKJIETOYHOTO OpraHM3Ma MOTYT paboTaTh TOJIBKO Ha ONpeAeaEHHBIX
CTaJUsX OHTOTE€HE3a, BO3MO)KHA padoTa M Ha KOHKPETHBIX TKaHsAX. [IpuMepsl HepaBHOMEPHOM paboThI
TeHOB: HWHAKTHBalUsA “X” XpOMOCOMBI y caMoK. M3HauanbHas cramus smOpuoreHesa uz 2-x “x”
XpOMOCOM CIIydaifHBIM 00pa3oM, BBIOMpaeTcsi OJlHa, 3aTeM OHAa WHAKTHUBUPYETCS MHUTEIMPOBAHUEM —
e HEaKTUBHOE COCTOSIHHE COXPAaHSETCS B TEUEHHE BCEH >KM3HU JaHHOTO opranusma. JIro0oil sxeHCcKuit
OpraHu3M Ma3zaudHblid, Ho3ToMy, 50% oTuoBckux, 50% matepuHckux “X” xpomocoMm. HepaBHOoMepHas
AKTUBHOCTH OTIOBCKUX U MAaTEPUHCKHUX T'€HOB Ha3bIBAETCSI TEHOMHBIM HHUPUHTHUHIOM.



3urora 3yKapuoT 10 CTaJuH MO3/HEH OJacTysibl HAUMHAET pa3BUBAETCS 3a CUET MHPOpPMALUY,
coaepxaiieiics B ”HPOPMOCOMax.

I'ensl sigpa paboOTAIOT CO CTaIUU TaCTPYJIbL.

V3MeHeHne cOCTOSIHUS TeMOTTIO0NHA Y YeJIOBEKa M dKUBOTHBIX C BO3PACTOM.

Bausinne reHoB u cpeabl Ha pa3BuTHe NpU3HaKa 1.5

[loka3aTenbHBIM NPUMEPOM BIHMSIHMS I'eHa Ha oOwWMil Merabosim3M sBiseTca JeicTBue
JIOMUHAHTHOT'O T'€Ha KOPOTKOHOT'OCTH Y KYyp, KOTOPbIIl B TOMO3UI'OTHOM COCTOSIHUM BBI3BIBAET 0OLIME
HapyLIeHUsT Pa3BUTHUS, a TO €CTh, I'MOENb 3apojpllia yepe3 76 4yacoB IOCIE Hayala HMHKyOaluH.
BausiHusa reHoB Ha OTAeNbHbIE OMOXUMHUYECKHE PEAKIIMM MOYKEM PAacCMOTPETh C IMOMOIIBIO IIpuMepa
(UHUIATAaHUHTUPA3HHTHOBA OOMEHA y 4YenoBeKa. VICXOIHBIM BELIECTBOM TYT OylIeT aMHHOKHCIOTa
(deHnnananuH, moj ACUCTBHEM (EPMEHTOB CHHTE3 KOTOPOW KOHTPOJIHMPYETCS COOTBETCTBYIOIIUMH
reHamMu. B HopMe J0ODKHA MpeBpalaThbCsl B aMUHOKHCIOTY THUPO3UH, HO IPU HAIMYUU MyTalUd y
TeHOB HAOJIOZAETCsl HACleACTBEHHAs] HEIO0CTaTOYHOCTh (EPMEHTOB, TEM CaMbIM, (EHHIAIAaHUH
HAKaIllJIMBacTCsl B oOpraHu3Me. MyTanuu OTHEIBHBIX TI€HOB BEAYT K CHW)KEHUIO aKTUBHOCTH
(epMEeHTOB, YTO MOXET MPUBECTH K IOJIHOMY IMpPEKpalleHUI0 UX CcHHTe3a. biaromaps sTomy
JAJIBHEWINNE MPEBpallCHUs] TOTO WM HMHOTO BEIIECTBA IPEKpallaeTcs, a caMO OHO HayMHAeT
HaKaIlUIMBaThCsl, AaBas TOKCUYECKHH 3P DeKT.

[Ipy3Haky OTHOCUTENIBHO JEISAT Ha TpyHmnbl: 1) 3aBUCUT OT I€HOTHIA, HO HE 3aBUCUT OT
yCIIOBUS AKU3HU (310 IpYIIIbI KpOBU , aHOMaJINHU WIH YPOJCTBA);
2) 3aBUCHUT OT I€HOTHUIIA, HO MaJIO OT yCJIOBHH XKM3HU (Ka4eCTBEHHbIE IPU3HAKU (MAacTh Y )KUBOTHBIX);
3) B OOJIBIIMHCTBE CIIy4yaeB 3aBUCUT OT YCIOBUH JKM3HU  (IIOJIE3HBIE NPU3HAKH, HEKOTOpbIE
MyIbTU(AKTOPHBIE 3a00IEBaHMUS ).

@DeHOKONUSA — W3MEHEHHE IPHU3HAKa, NPOXOALIEe IO BIMSIHMEM CpEIbl, KONMPYOIIEEe
NpU3HAK, 00YCIOBIEHHBII T€HOTUIIOM (Kypbl C O€lbIM IIBETOM KOXKH, M3-332 HEJOCTAaTKa KapoTHWHA B
KOpMeE).

@DeHOTHII M TEHOTHII MUKPOOPTAaHU3MOB.

CTpoeHnue renoma y 6aktepuii 1 BUPYCOB M ero peruinkamnus 1.6

['eHOTMII — COBOKYIIHOCTH I'€HOB OaKTepUabHON KiIeTKH. (DEHOTUIl — COBOKYIHOCTH BCEX
IIPU3HAKOB U CBOMCTB, NPOSIBISIEMBIX JaHHOW KyJIbTYypOil. ¥ MUKPOOPraHW3MOB M3Yy4arOTCs IPU3HAKU
U CBOICTBa B II€JIOM Bcero mraMma. KynbTypbl MUKPOOOB MOTYT pa3iandarbcs MOP(OIOrH4eCKUMH,
(U3UOJIOTMUECKUMH , @ TaK K€ OMOXMMUYECKMMHU MPU3HAKaMU.

K Mopdonornueckum mpu3zHakaM OTHOCSTCS. OKpacka, pa3mep, (GopMa OTAETbHO PACTYIIMX
KOJIOHMH; K (PU3MOJIOTMYECKUM U OMOXMMHUYECKHUM — CIHOCOOHOCTh WJIM HECIIOCOOHOCTbh pacTd Hpu
NOHMKEHHOM, TOBBIIIEHHON Temmeparype, yCTOHYMBOCTh K AaHTUOMOTHKAM, sjaM, OOJIY4YEHHIO,
OTHONIEHHE K MUTATeIbHBIM cpefaMm. PeHoTun OakTepuil 0003HAUaIOT TEMH K€ CUMBOJIAMHU, UYTO U
TeHOTHII, HO ¢ nponucHoil OykBel. Tak renotuny his coorBercTByer peHorun His. D10 yka3biBaeT Ha
CIIOCOOHOCTh CHMHTE3WPOBATh TMCTHAWH. ['@HOTHI MHKPOOPTraHU3MOB IPEJICTABIEH COBOKYITHOCTHIO
TeHOB, 00YCIIaBIMBAIOIIUX MMOTEHIIMAIBHYIO BO3MOKHOCTh (pOpMHUpOBaHUS J1t000r0 uX nmpusHaka. Ho
(dbopmMHpoBaHUs PU3HAKA TPOMCXOTUT B OMPEAETIEHHBIX YCIOBHUAX OKPY)KAIOLIeH cpesibl, KOTOpbIe He
BCErJa CIIOCOOCTBYIOT MPOSIBICHUIO T'eHOTHMNA. [laTOreHHBI T'€HOTHII OJHOrO IITaMMa OakTepuit
MOKHO OTJIMYUTH OT APYroro HENAaTOT€HHOro IITaMMa TOJbKO IPU 3apaKEHUU BOCIIPUUMYHMBOIO
KUBOTHOTO. ['€HOM - COBOKYIMHOCTh T'€HOB B TalyIoOMJHOM Habope XpOMOCOM, TO €CTh, B ramerax.
I'enoM BUpPYCOB IpeAcTaBieH AByxuenodyeuyHol wim ogxonenodeyno JJHK u aByxuenodedynon mimm
onHornenoyeunoit PHK. Momnekynbl HYKJIEHHOBBIX KHUCJIOT MOTYT OBITH JIMHEHHBIE U KOJIBbLEBBIE.
I'enom Oaxrtepuit mpencrtaBieH kodblieBoi wmosekynor JIHK. Permmmkamms JAHK y OGaxrtepuit
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MIPOUCXOAUT - TOJYKOHCEPBATUBHBIM criocoboM. B permmkamum yvactByroT ¢depments JJHK —
nonumepasbpl. Kaxzapiii ¢parmMeHT MHHIMUpPYETCSs KOPOTKMM monupubonykiaeotunom. Ot PHK
ABIIAIOTCA 3aTpaBKoi A panpHeimero pocra nenu JJHK. 3arem PHK ynansercs, Opeus 3anonnsercs
npu nomomu JIHK — monmumepasbl U (parMeHThl OKa3akd COCIMHSIOTCS IPU MOMOIIM (epMEHTOB
mura3. K moMmeHTty 3aBepumieHns mukina permmkanuu JHK toukm npukperenus nodepHux JIHK
OTOJIBUr'alOTCS C MOMOUIbIO aKTUBHOI'O pOCTa ydacTKa OakTepuanbHON MeMOpaHbl MeXAy HUMU. B
pe3yibTare CI0KHOTO KOMILUIEKCA IPOLECCOB 00pa3yeTcs MEXKIETO4YHas meperopojka. B mepuon
permmkanuu JIHK u oOpa3oBaHus neperopojiku KieTka HENpepbIBHO pacTéT, UAET (opMupoBaHUe
pubocoM u pyrux coequHeHuil. Ha onHoi U3 ctaauii 1odepHUe KIETKU OTIENAI0TCS IPYT OT Jpyra.
Kaxnass modepHsisi KJIeTKa MMEET TakoW e Habop TreHeTHYecKol wuHpopMaiuu, Kakoil ObL1 B
HCXO/IHOM OaKTepHaIbHOM KIIETKE.

I'enom sykapuor 1.7

Knerkn sykapuor umeror odopmienHoe sapo. MHPOpManMOHHON MaKpOMOJEKYJIOH HX
renoMa 3Hauutcs JJHK, koTopas HEpaBHOMEPHO paclpeneneHa 0 HECKOJIbKUM XpOMOCOMaM B BUE
KOMIIJIEKCOB C MHOTOUMCIIEHHBIMU O€lIKaMH, HO FeHETUYECKYI0 HH(POPMALIMIO B KJIETKaX COZep:KaT He
TOJIbKO XPOMOCOMBI sifipa. JKM3HEHHO BakHas TIeHeTHYeckas HH(OpManus 3aKiIloYeHa U BO
BHeXpoMocoMHbIX Monekynax JIHK. V sykapuor ona B JIHK xyoporiacTtoB, MUTOXOHIPHUI U IPYTUX
mwiactug. ['eHoM sykapuotnyeckoro opraHuzmMa — 310 cymmapsas JIHK raminoungHoro Habopa
XPOMOCOM, TJ€ B KaXKJIOM U3 BHEXPOMOCOMHBIX I'€HETUYECKHMX JJIEMEHTOB, COIAEPIKATCS OTHCIIbHBIC
KJIETKH 3apOJIbIIIEBON JIMHUYA MHOTOKJIIETOYHOTO OPTaHU3Ma.

I'eHOM 2yKapHOT 3HAYUTENBHO OTIMYAETCS OT F'€HOMA MPOKAPUOT MO PNy NPU3HAKOB, CPENH
KOTOPBIX HEOOXOAMMO OTMETUTh €ro M30BITOYHOCTh. DYKApHOTHUECKas KJIETKa COAEPKUT BO MHOIO
pa3 Oousblile TeHOB, 4eM IpokapuoThueckas. IloBeimenHoe coaepkanue JJHK B reHome sykapuot
HENlb3sl OOBACHUTH JIUIIb YBEIUYEHUEM TIOTPEOHOCTH 3TUX OPraHU3MOB B JIOMOJHHUTEIHHON
TeHEeTUYeCKO MH(pOpMalMM B CBSI3U C YCJIOXKHEHHUEM OpraHM3alliy, MOCKOJIbKY OOJbIlas yacTh UX
resoMHoil JIHK, kak mnpaBuino, mpeacTaBileHa HEKOAMPYIOIIMMHU  IIOCJEI0BATEIbHOCTSIMU
HYKJIEOTH]IOB.

DyKapHOTUYECKHI reH — 3TO cOoBOKYNMHOCTh cermMeHToB JIHK, xoTopble BMecTe COCTaBIsOT
AKCIIPECCUPYEMYIO €IUHUILYy, OTBETCTBEHHYIO 3a 00pazoBaHuE crenu(puieckoro (pyHKIIMOHAIBHOIO
npoaykTa (mu6o monekyssl PHK, nubo momunentuaa).

K cermenram JIHK, cocTaBiasionum reH, OTHOCATCS CIIEIYIOIINE HIEMEHTBI:
1)Enununa Tpanckpunuuu — 310 ydactok JIHK, koaumpyrommii mnepBuuHblil TpaHckpunt. OH
BKJIIOYAET: a) I[0CIeI0BaTeIbHOCTh, KOTOpass OOHapy)XMBAaeTCsl B 3peiblX (PYHKIMOHAIBHBIX
monekynax PHK; 6) unrpons! (s MPHK); B) mpomexyTouHble mMocienoBaTebHO-CTH - CHeicepsl
(st pPHK). MHTpOHBI M crieliceps! yAAISIOTCSA B XO€ MPOLIECCUHTa EPBUYHBIX TPAHCKPUIITOB; I') 5'-
u 3'-Hetpanciupyemble nocienoBatenbHocTH (5'-HTII u 3'-HTII).

2) MuHUMasbHBIC MOCISI0BATEILHOCTH, HEOOXOAMMBIC Ui Hadaua TPAHCKPUIIMUA (IPOMOTOP) H
KOHIIa TPAHCKPHUIINH (TEPMUHATOP).

3)IlocnenoBaTeIbHOCTH, PETYIUPYIOMIME YacTOTy WHUIUALUHN TPAHCKPHIILUK, OTBETCTBEHHBIC 3a
UHAYIUOCIBHOCTE M PENpPecCHi0  TPAHCKPUIIMK, KJIETOYHYIO, TKAaHEBYI0O U  BpPEMEHHYIO
cneuu(puIHOCTh TpaHCKpUNuuu. OHU pa3HOOOPA3HbI MO CTPOEHUIO, MOJIOKEHUI0 U GyHKuusaM. K ux
4HCIly OTHOCATCSOHXAHCEPBl U cailleHcepsl - 3To nocnenoBarenbHocTd JHK, pacnonoxenHsie B
ThICSIYaX Iap HYKJIEOTHJIOB OT MPOMOTOpPA DYKApHUOTHYECKOTO N'eHa M OKa3bIBAIOLIUE JAMCTAHIIMOHHOE
BIIMSIHUE HA €0 TPAHCKPHUIILHIO.



B oTinune oT mMpoKapUOTHYECKUX T'€HOB, IMOYTH Bceraa KojummHeapHbix cBouMm PHK, mHorne
TEHbl DYKapUOT UMEIOT MO3au4HOe cTpoeHMe. 1101 MO3anYHOCTBIO B TAHHOM CIIy4ae I0Ipa3yMeBacTCs
Yyepen0-BaHUEe KOAUPYIOIIUX (SK30HbI) U HEKOAUPYIOLIMX (BCTABOYHBIE I10CJIEIOBATEIBbHOCTH, WM
MHTPOHBI) IOCJIEN0BATENILHOCTEN B NpEleNax €IWHUIBl TpPaHCKpUIUUU. VHTpPOHBI wyallie BCEro
BCTPEYAIOTCS B T€HAX, KOAUPYIOLUIUX OCJIKHU.

Baxnyio wacte TrTeHoma aykapuor (10 — 30%) cOCTaBISIIOT MOBTOPSIOLIUECS
IIOCJIEIOBATEIBHOCTH, MMEIOLIME OINpPENEICHHYI0 CTPYKTYPHYKO OpraHU3alUi0 U  CIIOCOOHbBIE
IepeMenaTbCsl B TEHOME KaK B IIpelenax OJHOW XPOMOCOMBI, TaK M MeXAy xpomocomamu. OHu
IIOJIyYMJIM Ha3BaHUE MOJABUKHBIX T€HETUUECKUX DJICMEHTOB.

PasnuuyaroT 1Ba OCHOBHBIX Kjacca ITOJBHMYKHBIX I€HETUYECKHUX 3JIEMEHTOB: TPAHCIIO30HBI U
peTpoTpaHcno30Hbl. Takas kiaccudukamus OCHOBaHA HAa MOJICKYJSAPHBIX MEXaHHU3MaxX, C MOMOILBIO
KOTOPBIX MEPEMEIAIOTCS 3TH DJIEMEHTHI.

I'enombl opranesut 3ykapuot: JJHK mutoxonapuii u xsiopomniacros 1.8

Ecte nBa tuna nuronnazmatudeckux JHK: mepBelii HaxoauTcs B MUTOXOHIPHSX 3YKapHOT,
Jpyrol B XJIOpOIUIACTax 3€JI€HBIX pacTeHuil M Bojopocneill. Kak m Bce nuroruiasmMaruyeckue
3JIEMEHTBI, OHU HACJIEAYIOTCS 110 MAaTEPUHCKOM JMHMM, a HE 10 3akoHaM Mennens! bonpmas dacte
0enKoB 3TUX opraHes, 3akoaupoBaHHas B sjepHoil JJHK, cunresupyercs B muToIiasMe U 3arem
NepexouT B opranemwry. OQHaKO HEKOTOphIe OSJIKM MHTOXOHAPUN M XJoporwiactoB u Bce ux PHK
koqupyercsa B JIHK camux opranenn u B HUX k€ cuHTe3upytoTca. OT croja cleyeT, YTo OpraHesuIbl
— 3TO pe3yabTaT 0ObEIUHEHHBIX YCHJIMN JBYX I'€HOMOB U JIBYX TPaHCISLMOHHBIX anmnaparoB. PHK-
KOMIIOHEHTbI pubocoM oprasesu, a takxke TPHK, ucnonb3yromuecss npu TpaHCIALUU, KOJUPYIOTCS
T€HOMaMU MUTOXOHJIPUH U XJIOPOIUIACTOB.

Pa3mepsl reHoma XJIOpOIUIACTOB y BCEX MCCIENOBAHHBIX OPraHU3MOB CXOJHBI, TOTJa Kak
MHUTOXOH/IpHaJIbHbIE T€HOMBI Y PACTEHUI HAMHOTO OOJIbIIIE, YEM Y HKHUBOTHBIX.

Bce MUTOXOHJpUU M XJIOPOIUIACTHI COJIEPXKAT MO HECKOJIBKO KOMUM COOCTBEHHOM I'€HOMHOM
JHK. Otu monekynsl JIHK o00br4HO pacrpe-fiefieHsl B BHJE OTIENbHBIX TPYNI B MaTpUKCE
MUTOXOHJIPUIM M B CTPOME XJIOPOILJIACTOB, I/I€ OHU MPUKPEIJIEHBI K BHYTpeHHEeH meMmOpane. Crioco0
ynakoBku JIHK neusBecteH. [lo crtpykType reHom Oosiee cXoAeH ¢ OakTepuaibHbIM T'€HOMOM:
HanpuMep, Kak U y 6akTepuid, y HUX HET THCTOHOB.



I'naBa 2. UccaenoBaresbckasi padbora
HN3yyeHne MyTalMOHHBIX Npoueccos 2.1

[lenpro qaHHOW pabOTHI MOCTYKHIJI MOM MHTEPEC B BHISICHCHHH HACJICICTBEHHBIX 3a00JIeBaHUH,
Be/lb Ha YPOKaX OMOJIOTUU MBI OYEHb MHOTO BPEMEHH KacalluCh 3TOU TeMbl. B cBoelt paboTe s permia
YIIyOUThCS B H3yYEHHE MYTALMOHHBIX IPOLIECCOB, KOTOPBHIE BBI3BIBAIOT HACIEACTBEHHBIE
3a00JIeBaHUA.

Tak, kak TeHeTHYeCKHe 3aKOHOMEPHOCTU 3HAyaTcsl YHUBEPCAIBHBIMHM [UIsI BCEX JKHUBBIX
OpraHM3MOB, TO W YEJOBEK HE fABIIAETCSA HcKiIoueHueM. Ho B cuiy wmenoro psjga ocoOeHHOCTeH
UCCJIEIOBAHUE HACIICJCTBEHHOCTH 4YeJIOBEKa 3aTPyAHEHO. ODTO HEBO3MOXHOCTh HAMpaBICHHOIO
CKpEIIMBAHUS UMEHHO TEX IMap, KOTOPhIE HYXXHBI JJI UCCICOBAHMS; OTHOCUTEIHHO OOJBIIOE YHCIIO
xpomocoM (46). 3a0oneBaHusi, B OCHOBE KOTOPBIX JIS)KAT T'€HETHMUYECKHE HAPYIICHUS, BCTPEUYAIOTCS
ropaso yaiie, 4eM Mbl AyMaeM. M3-3a atux HapymeHuit okoio 15-20 % sMOproHOB morubarot ere
0 poxaeHus, 3-5 % nerell mpu poXKIEHUU, U CTOJBKO Xe % JeTell yMHUparoT, HE JOCTUTHYB
B3pocCiioro Bospacta, Oosee 20 % mromeit He BcTymarT B Opak u okoio 10 % OpakoB sSBISIOTCS
Oe3nerHpiMU. Ha nanHblii MOMEHT reHeTrke u3BecTHo Oosiee 2000 Oone3He yenoBeKa, BhI3bIBAEMBIX
FeHEeTUYECKUMHU OTKJIOHEHUSIMH, HO Bcero 500 U3 HUX M3y4EHO MOJIHOCTHIO.

Takue 3a0051eBaHUS SBISIFOTCS CIEICTBUEM XPOMOCOMHBIX M T€HHBIX MyTauuii. [Ipexae yem
MPUCTYIUTh K UCCIIEIOBAHUIO, XOTEJIOCh Obl HATOMHUTH, YTO MYTAILMEH SIBIISIETCS CTOMKOE BHE3AITHOE
BO3HUKHOBEHUE W3MEHEHUsS CTPYKTYPhl HACIECACTBEHHOTO MaTepHalia Ha PA3JIUYHBIX YPOBHSIX €ro
OpraHu3ali, KOTOPOEe MPUBOIUT K WM3MEHEHHUIO TE€X WJIM HMHBIX NMPU3HAKOB opraHu3ma. Eciu k
0OJIe3HM TPUBOJUT MYyTallMsg B ayTOCOMaX, TI'€H KOTOPOW JOMHHHUPYIOIIWNA, TO OH IOJABISET
«HOPMAJIGHBIM»  aJUIeJIbHBIM  TeH, [O03TOMY €ro  Ha3blBalOT ayTOCOMHO-  JOMHUHAHTHBIM
HACJIEICTBEHHBIM 3a0oneBanueM. [IpumepoM Takux 3aboneBaHuii sBIseTcsS: cuHApoM Mapdana,
MONUIAKTHIINSA, ATbOUHU3M, (DEHUITKETOHYPHSI.

[TaTonmorusi reHa MoJaoBOKH X- XpPOMOCOMBI Tak)ke MPUBOAUT K Oone3Hu. Tormapeub HIET O
HACJIEIOBAaHHUH, CIETUICHHOM C TMOJIoM: X-CIIETJICHHOE HaclieoBaHHe- TeMOMINs, JalbTOHU3M; Y-
CIIETIJIEHHOE HACJeJIOBaHWE- TUIMEPTPUXO03 Kpas YITHOW pPaKOBHHBI, MEPENOHYATOCTh MAIBIEB HOT.
NmeeTcss uenbldi psifi TEHOB, JIOKAJIM30BAHHBIX B TOMOJIOTHUYHBIX Yy4YacTKax X- U Y- XpOMOCOM,
HanpuMep o0I111as BETOBAs CJIENOTA.

JlanbTOHUKAMU SBJISIFOTCS TOJIBKO MYKUMHBI, OT CIOJa CJIEIYEeT, 4YTO OTO 3a00JieBaHUE
HacJeAyeTcs CLEIJIEHO C IMOJOM. XapakKTep HacleJIOBAHMS 3aBUCUT OT IPHUHIMIA T€HETHYECKOTO
ompezeNneHuss mona. Y uYenoBeKa JKEHCKHUH TON SIBISETCS ToMoraMeTHbIM (XX), a MY»KCKOM-
rereporaMeTHeIM (XVY). B coMaTtudyeckux KiIeTKax »EHIIUHBI MO JBE X- XPOMOCOMBI, OITOMY 3a
K]l MpU3HAK OTBEYAET IO JIBA I'€Ha, a Yy MYKYMHBI BCEro oJHa X- XpOMOCOMa M BCE I'€HBbI- U
JIOMUHAHTHBIE U PEIIECCUBHBIC,- 0053aTeIbHO MPOSBIOTCS B heHOTHTIE. ECM B opraHn3m Majabyuka
momnajga OT MaTepu X- XpOMOCOMa ¢ KaKUM-HHUOY/b MYTaHTHBIM T€HOM, TIPUBOJSIIUM K Pa3BUTHIO
0ose3Hu, TO OO0JIe3Hb 0053aTENbHO MPOSBHUTCSA, TaK Kak, BTOPOM X- XpOMOCOMBI B €ro KieTKax
HeT(ecTh TOJBKO Y- Xxpomocoma). Ecnm ke Takas X-XpoMocoMa ¢ MYTAaHTHBIM T€HOM Iomana B
SUIIEKIIETKY, M3 KOTOpOH pa3oBBETCS JEBOYKA, TO OHAa He 3aboyieeT, TaK Kak IMOJXYYUT OT OTIa
HOPMaJIbHYIO X-XPOMOCOMY C T€HOM, KOTOPBI MOJaBUT JEHCTBUE MyTaHTHOTO.

BoisiB/IeHUe IPUYMH HACJIEICTBEHHOT0 3a00/1eBaHus 2.2

51 He 3ps 3aTpoHyNa U3yueHue OOJE3HU NANBTOHU3M, TaK, KaK JaHHas MyTalus (purypuposaia
B Moeil ceMbe. 11 4ToOBI HATJISTHO BBIAICHUTH MIPUYMHY HACIIEICTBEHHOTO 3a00JI€BaHUS U MOHATH, YTO
MPUBOAUT K MYTAlldd 3/I0POBOTO T€HA HYKHO: HM3Y4YUTh BCE (DAKTOpPBI, KOTOPHIE MPHUBOIAT K
MyTareHHbIM (akTopaMm. BoNmbIIMHCTBO MyTaruii HEOJArompuUsTHO WM JaKe CMEPTEIbHO s
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OpraHusMa, IOTOMY 4YTO OHH pa3pylIaloT OTPETYJUPOBAHHBIM HA IMPOTSHKEHUH MHIIMOHOB JIET
€CTECTBEHHOTO OTOOpa HENOCTHBIM reHoTUuNl. CTOUT OTMETUTh, YTO MYTAallUd HE BO3HUKAIOT MPOCTO
TakK.

Ha npumepe cBoeii ceMbH s peninia oKas3arb, YTO MOXKET CIYKUTh IPUYMHON MyTauuu. Mos
mama (Hanmexna) monyduiia reH JaJbTOHHM3Ma OT CBOCH MaTepu, KOTopas IepeHsula ero OT CBOCH
MaTepH, IpeArnosaraeMo, IPUIMHON MyTallMM MOCITYKUJI HOXkKap, KOTOPBIN CiIyduscs ¢ npadadymikon
B IOJPOCTKOBOM BO3pacTe. BO3MOKHO, UMEHHO BO3ICHCTBHE BBICOKMX TEMIIEpATyp IOBIIHSIN Ha
(GopMHpOBaHUE MYTareHHOro (akTopa, KOTOPbIM IpUBEN K MyTalUH.

ITocne mokapa Mos npabaOymika BbIIUIA 3aMyX M pOAMIA JABYX JAETEH: OIHY JI€BOUKY
(6a0ymIKy) U OJJHOTO Mallb4MKa, y KOTOPOTO BIIEPBBIC B POy MPOSBUIICS I'€H JabTOHU3MA.

OTtMmetuM Kak ()akT, YTO y MYKUYMH - JAJIBTOHUKOB BCE CHIHOBBS 3/I0OPOBBI. 3HAUUT, I'eH
JAIIbTOHU3Ma CHIHOBBSIM IIEPEJAETCS OT MaTepell U MOXKET HaXOUTHCS TOJIBKO B X-XPOMOCOME.
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Pe3yabTaThl HccaenoBaHusi (pacueTbl M BHIBOIBI) 2.3

[TpocnenuB KOHKPETHBIC CIy4Yau MPOSBICHHS 3TOM HACIEACTBEHHON 00JIe3HH, 51 yOeIuaach B TOM, 4TO
MOH IMPCAIIOJIOKCHHUA 6BIJII/I BCPHEIL. HaHOMHI/IM, YTO CHOCIIZICHHOC C IIOJIOM HACJICAOBAHUEC, I'CH
JaJIbTOHHU3MA HAXOAUTCA B X- XpOMOCOMEC U IEPEAACTCA OT MATCPU K ChbIHY.

S mpenmosnararo, 94To B MOel ceMbe 00JIe3Hb MOSIBIIIACH Y MPaba0yIiku BIEPBBIE, UCXOMAS U3 ITOTO, 5
JIEJIat0 BBIBOJI, YTO MYTallMs CIIYYHJIaCh C HEH B pe3yJibTaTe BO3/IEUCTBUS BHICOKON TEMIIEpaTypHl.

O06o03HaueHnsa: XX- KEHIINHA XV- MmyxunHa
D- HopmaisibHOE 3peHue d- manpTOHM3M
3anuce Opaka npabdadyiika 1 mpaaeayiKa;
P npabalymka XPx¢ X X PV npanenymka
3J10p. HOCHT. 3710D.
G xP X xX° v
Fi XPx¢ xXPy XP xP X'y
JKEH.3JI0P.HOCHT. MYK.3JI0p.  KEH. 3/10p MYK.JaTbTOHUK
Hatanes ITaBen
3anuck Opaka Haranbu u EBrenus
P Haranss XPX° X X PV Esrenuit
3]10p. HOCHT. 3710D.
G xP X XP Y
Fi XPx¢ xXPy XP xP Xy
JKEH.3710P.HOCHT. MYK.3]10D. JKEH. 310D MYK. T TOHUK
Hanexna (mama) Aptem
F, Xy MyX.1anbTOHUK FOpuit
3amuch Opaka Hanexnbl u Hukomnas:
P Hanexna XPx¢ X X PV Huxkonaii
3710p. HOCHT. 3710D.
G xP X X° 'y
Fi XPx¢ Xy XP xP Xy
JKEH.37I0P.HOCUT.  MYK.3JI0D. KEH. 3]10p MYXK.JATBTOHUK
HOnus Anexcanap (Opar)

BepoATHOCTB pokI€HUS NaJbTOHUKA BO BCEX CIIydasx paBHa 25%.
N3 Bceil aToi 6MONOTNYEcKOi 3a/1a4l MOKHO CZAeaTh BBIBOJ, YTO sl HOCUTENb JAHHOTO I'eHa, a MOM
Opat GoJieeT AaTbTOHU3MOM.
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3akiiroueHue

Hayka TeHHas WHXeHEpUs MpUOOpEeTEeT YBEPEHHOCTh M YYBCTBO IIOJIE3HOCTH U
HEOOXOUMOCTH OOIIECTBY, a 3TO HEHM30EKHO IMOBJICUET 3a COOOW POCT HAYYHOTO MOTCHIIMAJA
obmiecTBa u rocynapcrsa. brarogaps eii MbI MOKEM B MOJHOW Mepe B3IVIIHYTh Ha CTPYKTYpY I'€Ha,
ero Ttaitnel u (yHkuuu. Korjga Hayka mporpeccupyer, MOXKHO OXHJIATh BBICOKHX PE3YJIbTATOB,
OTKPBITHSI HOBEUIIIMX HANIPABICHUI HAYYHO-HCCIIEIOBATEIbCKON JACATEIBHOCTU. DTH MPEIOI0KCHHUS,
MIOYKEJIAaHMSI, BCEIIETI0 MOKHO OTHECTH U K TeHETHKE, KaK K MHHOBAIIMOHHOH, IPUKJIAIHON H, B YEM-TO
dbunocodckoit Hayke.

C momomipio 3TOH MCCIenoBaTeIbcKol paboThl 51 CMOTJIA U3YYUTh 00Jiee IOJPOOHO CTPYKTYPY
reHa, ero padory, QyHKIHH, KOTOPhIE OH BBIMIOJHSET, a TAK KE €r0 3HAUYCHUE B COBPEMEHHOM MUDE,
VSICHUJIA BaXKHBIC ACHEKThI CTPYKTYPHI T€HA JUIsl JKUBOTO OpPraHW3Ma, IMOHsJIa 3HAYUMOCTh HAYKU
reHHasi uHxkeHepus. CTOUT OTMETHTb, YTO TeHHASI WHXCHEPUS SBIISICTCS TCOPETHUECKON OCHOBOM ISt
COBEPIIICHCTBOBAHUS TIOPOJl CEIBCKOXO3SMCTBEHHBIX JKUBOTHBIX. OmpeneieHneM TIeHETHYECKOTrO
MOTEHIIMAJIA MPOAYKTUBHOCTH JKUBOTHBIX, KOHTPOJIMPYIOIIETO ero reHoTUnoM. Ee MeTobl n3yueHus
reHa OOIIMPHBI, U OBICTPO PA3BUBAKOTCHA.

[TomMuMoO Bceid TeopuH, YTO 51 BBISICHHIIA OJIaroapsi 3Toi padoTe, Tak K€ CMOIJIA Ha MPAKTHKE
NPUMEHUTh 3HAHHUS B OOJIACTH TEHETHKH, W IPEIIOJOKUTEIHHO BBIIBUTh MPUMEPHBIC MPHYUHBI
MOSIBJICHUST MYyTalldd B MOEH cembe, Oyarojgapst pOJOCIOBHOW. Pe3ynbrarhl BBISBHIH, 4YTO
HACJICJICTBEHHAS TIPEIPACIIONIOKCHHOCTh JTAJICKO HE BCErJa O3HadaeT 3a00JIeBaHUE, MOSI CEMbS TOMY
pUMEp, TaK KaK, BEPOSTHOCTh POXKICHUS JETCH- TATbTOHUKOB paBHA 25%.

ITox xoHem XoOTenoch OBl JO0AaBUTh, YTO YEIIOBEK HE POXKIACTCS C TCHETHYECKH
IpeJONPEICICHHON CyIbOOH, MO3TOMY MYyTaIllMM MbI MOXEM MPHOOPECTH CaMU, BEAsl HE 3II0POBBI
o0pa3 »ku3HU. UTO MOXKET OTpa3UThCS HETATHBHBIM O0pa30oM Ha HAIUX IOTOMKAaxX, B BHJIE
HACJIEICTBEHHBIX 3a00JICBaHHIA.
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Penensus Ha HcciIeI0BaTEILCKY10 paboTy
y4deHuunl 11 «A» knacca
ApmunHosoii FOymu
Tema «CoBpeMeHHbIE PEACTABJIEHNUSI 0 CTPYKTYpe reHa»

Hccnenosatensckast pabora «COBpeMEHHBIE MPEACTABICHUS O CTPYKTYPE TEHa» BHINOJIHEHA
yuerunei 11 «a» ApmrroBoi FOnei.

AKTYalTbHOCTh ITAHHOH TEMBl HE BBI3BIBACT COMHEHHsS. Bce ydeHBle MHpa J0 CHX TOp
TBITAIOTCS PACKPHITh BCE TaWHBI TeHa. POXXIAlOTCS HOBBIC HAyKH, TaKHE KaK — FEHHas MHXKCHEPHUS.
ABTOp mocTaBUII Iepes coboi 1enb yriryOuThes B CTPOSHHE T'eHa, a TaK )K€, Ha IIPUMEPE CBOEH CEMbU
ToKa3aTh O61aroapst 4eMy MOTYT MOSIBUTHCS MYTaIlMH B POy YEJIOBEKA.

M3naraeMblif MaTephal TOCTPOEH HA HAy4HOM OCHOBE, HO OH JOCTYIHO M3JIOXeH, 0e3
JUIOHUX CJIOXHBIX TEPMHUHOB. MeXIy H3jIaraéMbIMH TOHSITHSIMUA CYIIECTBYET JIOTHYECKas CBS3b.
ConepixaHue KaXI0HM YaCTH TEKCTa JIOTHUECKH 3aBEPIICHO.

B pabore ApmmuoBa HO. mposiBuiia uccrienoBaTenbCKue KayecTBA, CaMOCTOSITEIBHOCTE B
HU3yYEHHH CTCIIHATU3UPOBAHHOMN JIUTEPaTypHI.

['maBHas LEHHOCTH B TOM, uro IOmwsi moyiyunsia HOBBIE 3HAHUS M YMEHHsS, HAy4IHusIach
aHaJM3MPOBATh, 0606IIATE, [e/IaTh BEIBOIBI Ha KOHKPETHBIX MPUMEPAX CBOEH HesTeNbHOCTH. PaboTa
TT03BOJIHIA YIUTEITIO 3aMHTEPECOBATh YUEHNKA HCCIIENIOBATENIbCKON ACSTENBHOCTBIO.

Pa6GoTa oTBeYaeT BLIOpDAHHOU TeMe, paclIMpsSeT paMKH IPOrpaMMEl 00meoOpa3oBaTebHON
HIKOJIBI, MOYKET MCITOJIE30BAThCs BO BHEYPOUHOHU IESTSIIBHOCTH.

CuwnTaro, 9To MccienoBatensekas pabora ApmrHoBoH FOnmnu MoxeT OBITh Npe/CTaBIcHa Ha

HAy9HO-TIPAKTHYECKOH KOH(MEPEHIIMH U 3aCIy)KHBACT BEICOKOH OICHKH.

Pykosomutesns MO obpast H.A.

Jupextop MBOY COIII Ne 50 apko 10.B.
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