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BBE/JEHHE

OO6bexToM HM3yueHU sl KOPPEKIIMOHHOM TIEAaroruKy U CIIeNUaIbHOM
TICUXOJIOTHH SIBJISIFOTCS pa3InYHbIC BUABI aHOMAJBHOTO PA3BUTHUS: YM-
CTBEHHAs OTCTaJlOCTh, CCHCOPHBIE HAapPYyIIEHHUs, PACCTPONCTBA peUH,
MOBEIEHUS M SMOLIMOHAIBHO-BOMIEBOI cpepbl, HAPYILIEHUS OIIOPHO-/IBU-
raTeJIbHOTO anmnapara, ICUXMYeCKHe pacCTpOUCTBa U Jp.

[loHnMaHVie TPUYUH ¥ MEXaHU3MOB (POPMHPOBAHUS Pa3THIHBIX
MAaTONOrHH — 00s3aTeNbHOE YCIIOBHE a1eKBATHOM OLIEHKH (PYHKIIMOHAIb-
HBIX BO3MOXXHOCTEH aHOMalbHOro opranusma. [lostomy u3ydenue re-
HETUKH HEOOXOANMO AJISl YCIIEITHOTO OCBOCHUS psiia TUCLHUIUINH TICH-
XOJIOTO-TIEarOTMYECKOT0 IIUKJIA: OIUTO(PPEHOIENarOTUKH, JIOTOTICTUH;
JUTSL TPABUIILHON OpraHu3auu 3QQeKTHBHOTO KOPPEKIIMOHHO-BOCIIH-
TaTeNLHOro mporiecca, paspadoTku Mep MPOGUIAKTUKH OTKIOHCHUH B
pa3BUTHH.

ITocobue HamMcaHO B COOTBETCTBUH C MTPOrPAMMON TUCIIUTITHHBI
«MenHKko-OMOoNTOrnIecKue OCHOBBI KOPPEKIIMOHHOW TIEaroriKH U CIie-
nuanbHOU meuxonorun (pasnen «OCHOBBI TEHETHKN»)» U CONEPIKUT
MaTepHal 1Mo BCEM TeMaM: METOJIbI UCCIIC/IOBAHU I TEHETHKHU YelIOBEKA;
OCHOBBI MOJIEKYJIIPHOIM T'€HETUKH; [UTOJIOTHYECKHE OCHOBBI HACIel-
CTBEHHOCTH;, 3aKOHOMEPHOCTH HACJICIOBAHKS MPU3HAKOB, U3MEHYU-
BOCTh; HACIIEJICTBEHHBIC OOJIE3HU; TeHHBbIC OOJIE3HU; XPOMOCOMHbBIC
OONe3HU; MTUATHOCTHKA, JICYCHUE U MPOPUIAKTHKA HACIICACTBEHHBIX
Ooe3Hen.

ITo xaxzioi1 TeMe mpejiaraloTcsi BOIPOCHl M 3alaHusl I caMo-
koHTponsi. [locoOre comepKUT CIoBaph OCHOBHBIX TEPMHHOB, B KOTO-
POM TaKXe JaHa KpaTkas XapaKTeprCTHKa MOHSATHI Mo Bompocam, He
BKITIOUEHHBIM B TIPOTrPaMMy JaHHOTO Kypca, HO HEOOXOIMUMBIM TS I10-
HUMaHHS W3J1araeMoro Marepuania 1mo TeMaM, KacalolMMCsl HaCIeI-
CTBEHHOM MaTOJIOTH, JUATHOCTHKH, JICICHUS ¥ TPODUIIAKTHKY HACIIE]-
CTBEHHBIX OONE3HEH.

[TocoOue MokeT OBITh MCIOIB30BAHO IS CAaMOCTOSATEILHON pa-
OOTBI CTYIEHTOB U I pa0OThl HA MPAKTHUECKUX 3aHATHSAX.
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I'AABA 1

[AABA 1

METO/Ibl HCCAEJJOBAHUM 'rEHETUKU
YEAOBEKA

UenoBek kak B 00JIaJaeT MEIbIM PsIIOM OCOOCHHOCTEH, HE T10-
3BOJISIFOIIUX MPUMEHSTH ITPU U3YUYSHUH €T0 HACIEICTBEHHOCTH THOPH-
JOJIOTHYECKHIA METOJI TeHETUUYECKOTO aHalln3a, Oyiaromaps KOTOPOMY
OBUTH OTKPBITHI OCHOBHBIE 3aKOHOMEPHOCTU HACJCACTBEHHOCTH U W3-
MEHYUBOCTH KUBBIX OPTaHU3MOB. Y YellOBeKa HEBO3MOXHO IPOBOIUTH
HaIlpaBlIEHHbIE CKPEILIMBAHUS B MUHTEPECAaX UCCICIOBAHUS, Y HETO HU3-
Kas TIJI0I0BUTOCTh, PEIKasi CMEHA IMOKOJIEHUH, B TEHOME OONBIIIOE YHC-
JI0 XpOMOCOM U JIp.

Ho, HecMoTps Ha CyIIECTBYIOLIHUE CIIOKHOCTH, K HACTOSIIIIEMY Bpe-
MEHH TeHETHKa YeI0BeKa n3ydeHa B OombIlei Mepe, 4eM reHeTHKa MHO-
TUX APYTHX opraHu3MoB. [IpuunHa — moTpeOHOCTH MENHUIIMHBI U pa3-
HOOOpa3HbIE COBPEMEHHBIE METO/BI UCCIICIOBAHMM.

l'eHeTn4eckre nccienoBaHms U TUArHOCTHKA OTKIIOHEHUH B pas-
BHUTHH YEIIOBEKAa OCHOBBIBAIOTCS HA KOMIUIEKCHOM MTPUMEHEHUHN TaKHX
METOJIOB TEHCTUKH, KakK:

— IATOTCHETHYCCKHIA;

— OJIM3HELOBBIN;

TeHeaJIOTHYESCKHIA;

MMM YHOJIOTUYECKHIA;
OHMOXMMHYECKUI;
MOJIEKYJISIPHO-T€H ETUUECKUI;
— HNOMYJIALUOHHBIH;

— IIUTOJIOTUYSCKUM.

OObeKkTaMU JTAHHBIX METOJIOB MICCIIGIOBAHHUN SIBISIFOTCS: XPOMO-
COMBI, ONTM3HEUbI, CeMbH, (pakTopsl UMMyHHTETa, depmerTsl, JHK,
TOMYJISIIIAY, KIIETKU TKaHEeH, COOTBETCTBEHHO.

1. 1 . KJ\PIHPIKO-I‘CHC&U\OI‘H'-[CCKHﬁ METOJA

O}_'[HI/IM u3 Hauboree pacopoCTpaHCHHBIX METOAOB M3Yy4YCHUA HaA-
CJICACTBCHHOCTH YCIIOBCKA ABJILACTCA MCTOA aHAJIM3a POAOCIOBHBIX, T.C.
K]ZI/IHuKO-ZeHeaJZOZMHeCKMﬁ, KUI‘OpBIfI CIIYXXUT OCHOBOM JJI TPOBCACHU AL
MCOUKO-TCHCTUYCCKOI'O KOHCYJIIBTUPOBAHUSA U 3aKJIFOYACTCA B IMPOCITIC-
JKUBAHUU TIATOJIOTHUYCCKOI'O NPHU3HAKA WA caMmoii 0OIe3HU B CEMBbE.
HaHHBIﬁ MCTO/I BKITHOYACT aHAJIM3 HACIICAOBAHU A MOHOI'CHHBIX ITPHU3HAKOB.
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Merozp!l HccAeZOBAHUH TeHETHKH YEAOBEKA

C nOMOIIBIO TEHEATOTHYECKOTO aHAIN3a MOXKHO YCTAHOBUTB:

— SIBIIICTCS JIU IPU3HAK HACTICICTBEHHBIM;

— XapakTep HACIIEOBAHNUS PU3HAKA (JIOMUHAHTHBIHN HITH PEIIECCHB-
HBIH, ayTOCOMHBIH, CLIETUICHHBIH C MTOJIOM, 3aBUCHUMBIH OT mofa U T.1.);

— FEHOTHUIIBI YWIEHOB POJOCIOBHOM;

— BEPOSTHOCTH MPOSBIICHUSA MIPU3HAKA Y TOTOMKOB.

I'eneanornyeckuii METO BKJIIOUAET JBA ATaIa:

1) cocraBieHre PONOCIOBHON U €€ Tparuieckoe H300paKCHHE;

2) TCHETUYECKUN aHAJIN3 MOMyYCHHBIX TAaHHBIX.

1.1.1. IlpaBuaa cocraBrenust pogocroBHOM

HJISI aHaJInu3a pOZ[OCJ'IOBHOﬁ JOJIDKHBI 6LITI> co6paH51 CBCACHUA HEC
MeHee, YeM O Tpex MokoneHusx. COop cBeeHU HaYMHAETCS C npobaH-
da, T.. TUIA. TI0 OTHOLIEHHIO K KOTOPOMY COCTaBJISIETCSl POIOCIIOBHASI.
Jlet ogHOW POAMTENBCKOM Maphl (OpaThsi, CECTpbl) Ha3BIBAIOTCS cuOCa-
MU. O6I:I‘{HO pOI[OCJ'IOBHaﬂ COCTABJIACTCA 110 OIIHOMy NJIN HECKOJIBKUM
HpI/I3HaKaM. qu 60J'II:HIC HOKOJ'IGHI/II71 npocnemeﬂo B pOZIOCJ'IOBHOﬁ, TEM
Oonble BEPOSITHOCTH MOMYYEHHs TOCTOBEPHBIX cBefeHuit. COop reHe-
TI/I‘ICCKOﬁ I/IH(l)OpMaLII/II/I HpOI/IBBOI[I/ITCSI HyTeM onpoca, aHKeTHpOBaHI/IH.

[Tocne cbopa cBefeHU COCTABISIOT rpadudeckoe n300pakeHue
POMOCIIOBHOW, UCHIONB3YS CUCTEMY YCIOBHBIX 0003HAUCHHH.

O0o3HAYEeHH A:

O memmunsa o
CHOCBI
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Win podaH OyM3HeLbl
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Opak
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I'AABA 1

Cocrasmsis rpadudeckoe n300paskeHHe POAOCIOBHOM, COOI0OIa-
10T CJICAYIOIIME MPpaBHia;

— HAYMHAIOT POAOCIOBHYIO C MpoOaHaa; MpodaH] OTMEYaeTCs
CTPEJIKOM, CHMBOJIBI YJICHOB CEMbH, HECYIIIUX MCCIICNYyEeMbIN MPU3HAK,
BBIJICTISIIOT ITPU TIOMOIIH IITPUXOBKY HITH I[BETA;

— KaXXJOMY TIOKOJICHHIO CEMbH OTBOJUTCS OJHA CTPOKA, Ha Heil
CJIeBa HAIIPaBO B PsIJI paCIIONaratoTCss CHMBOIIBI YWICHOB CEMBU B ITOPSIJI-
K€ POXKICHUS U COSMUHSIOTCS C MPOBEACHHON HaJl HUMU TOPU30HTAIb-
HOH JIMHHEH;

— CUMBOJIBI JINII, COCTOSIIINX B OpakKe, COCNUHSIOTCS JIMHUCH;

— puMcKUME UQpamMu 0003HAYAIOT TOCIIEA0BaTEIbHbIC TIOKOIe-
HUs, apaOCKUMH — MTOTOMKOB OJTHOTO TTOKOJICHHSI.

1.1.2. Anaaus poaocrosHoil

1. Ilpupona mpu3Haka HacleACTBEHHAsI, €CIH B POIOCIOBHOM
BCTPEYAETCs OAMH U TOT e MPU3HAK HECKONBKO pa3. st onpeneneHus
TUTIA HACJIENOBAHM NPU3HAKA AaHANU3UPYIOT CIICAYIOIINE MOMEHTHI:

— BCTpEYaeTCs JIM U3ydaeMblii IPU3HAK BO BCEX MOKOICHUSX;

— MHOTHE JIM YJICHBI POAOCIOBHON 00J1a1at0T 3TUM IPU3HAKOM;

— OIIMHAKOBA JIX YaCTOTa y JHI 00OUX TOJIOB;

— Yy JMII KaKOro Iojia mepefaercsl Ipru3HaK oT OONBHOTO OTLA U
OonbHOM MaTtepu;

— €CThb JIM B POAOCIIOBHOM CEMbH, Ie Y 000X OONBbHBIX pOAHTE-
Jiel poKJanucy OONbHBIC IETH;

— €CThb JIM B POAOCIIOBHOM CEMbH, Ie Y 000X OONBbHBIX pOAHTE-
Jel poKIANIHUCh 3M0POBBIE JETH;

— KaKas 4yacTh IIOTOMCTBA MMEET HACIEAYeMbIl MPH3HAK B CEMb-
X, TAe OOJICH OAMH U3 POAUTENCH.

2. Yto0Obl yCTaHOBUTDH THII HACJIEIOBAHUS IPHU3HAKA, IOIB3YIOTCS
CJICOYIOLIMMHU KPUTEPUSIMU:

a) U1 ayTOCOMHO-JOMHHAHTHOTO TUIIA HACJICAOBaHUS:

— 3a005eBaHKe MPOSBISIETCS B KaX/I0M MOKOIEHUH Oe3 MpoIyc-
KOB (BepPTUKAIILHBIN THII);

— KaXKIbIH peOCHOK OT poIuTeNst, 00IbHOr0 ayTOCOMHO-JOMHHAH-
THBIM 3a0oneBanuem, umeer 50 %-i puck yHacienoBarb 310 3aboe-
BaHUE;

— 3[I0pOBBIE JETU OONBHBIX PONUTEICH NMEIOT 300POBBIX ACTEH;

— 3a00JIeBaHNSI HACIEOYIOTCS JIMLAMU MYXCKOTO WM JKEHCKOTO
oJjia OAMHAKOBO YaCTO U CO CXOAHOW KIMHUYECKON KapTHUHOM;

-6-



Merozp!l HccAeZOBAHUH TeHETHKH YEAOBEKA

0) 17151 ayTOCOMHO-PELIECCUBHOTO HACJIGIOBaHUS:

— poauTenu pebeHKa, Kak IpaBHiIo, 3A0POBEI U ABJISIOTCS TETEPO-
3UTOTHBIMH HOCHUTEISIMU MATOJIOTMYECKOT0 aJIens;

— MaJIMMKH U J€BOYKH 3a00JIEBAIOT OANHAKOBO YaCTO;

— pHUCK poXIIeHHs peOeHKa ¢ ayTOCOMHO-PELIECCUBHBIM 3a00eBa-
HHEM cocTasiisgeT 25 %;

— «TOPH30HTANIbHOE» pacrpeneneHne OOMbHBIX, T.€. MalllueHTHI
qalre BCTPEYaroTcs B Mpeenax MoToMcTBa OJHOM POTUTENbCKON Maphl;

— YBEITMUEHHE YaCTOTHI OONBHBIX B POACTBEHHBIX Opakax, MpuyeM,
9YeM pexe ayTOCOMHO-pPELeCCHBHbIE 3a00IeBaHus, TeM Yalle OONbHBIC
MPOUCXOISAT U3 KPOBHOPOJACTBEHHBIX OPaKOB;

— B Opakax JByX OONBHBIX POIUTEINEH BCE AETH OOIbHBIE;

B) U151 X-CLEIJICHHOI'O PELlECCUBHOIO HACJIEIOBAHUS:

— 3a00eBaH1e BCTPEYAETCS], B OCHOBHOM, Yy JIMII MYXCKOI'O 110J1a;

— IPHU3HAK Mepenaercst or OOIBHOTO OTHA Yepe3 ero (peHOTHIH-
YECKU 300POBBIX BHYKOB;

— 3a00NeBaHNEe HUKOTIA HE MepefaeTcs OT OTLA K ChIHY;

— B Opaxe >KeHIIIUHBI-HOCUTETBHHUIIEI C OOBHBIM MYy»4auHOU 50 %
nouepeii OynyT 60mbHEL, 50 % nouepeii Oynyt HocuTenbHUIAMu, S0 %
chIHOBEH Takxe OyayT OonbHBI, 50 % ChIHOBEN — 310pPOBHI;

r) Ay X-CLEIUIEHOTO IOMHUHAHTHOTO HACJIENOBAHUS:

— 00JI€3Hb y JKCHIIMH BCTPEYAETCs Yallle, YeM Yy MYXKUHUH;

— OOJIBHOM MY)KUMHA NIEpEeAaeT MyTaHTHBIHN aJulellb BCEM 04epIM
U HE IIePEeNacT CHIHOBBSM;

— OONbHBIE KEHIIMHBI IEPEAaOT MyTaHTHBIN amens 50 % mereit
HE3aBHUCUMO OT I10J1a;

1) 111 Y -CIIEIUIEHHOTO (TONIAHIPHUICCKOT0) HACISIOBAHUS:

— MPU3HAK [IEepeJaeTcs OT OTLA BCEM ChIHOBBSIM.

3. UTtoO0B!I ONnpeneauTh I'eHOTUIl WICHOB POIOCIIOBHOM, MOICUUTHI-
BalOT IIOTOMKOB, HECYILUX IPU3HAK WM HE UMEIOIIMX €r0 B OJHOM I10-
KOJICHWH, T.€. YCTAaHABJIMBAIOT pacIleluieHne o (eHOTHITy; KpoMe TOro,
aHAJIU3UPYIOT (PEHOTUIIBI U F€HOTUIIBI POAUTENEH NaHHOTO IOTOMCTBA.

4. BeposaTHOCTD MIPOSIBIIEHUS TPH3HAKA Y WHINBUyyMa yCTaHAB-
JIMBAIOT, 3HAA THUII HACJICAOBaAHUA ITPU3HAKAa U TCHOTHUIIbI pOHHTeHeﬁ.

Obpasey cocmagienus u ananusa pooocio8Hol

Ne 203. [Ipobana cTpagaet HOYHO# cienoroi. Ero qsa 6para Tak-
e 0onbpHBL. [To TuHNH oTIa TpobaHIa CTPalaloIMX HOYHOU CIIeMOTOM
He ObU10. MaTh mpobana OonbHa. J[Be cecTpsl W JBa OpaTa MaTepH

7.



I'AABA 1

npobanaa 310poBbl. OHU MMEIOT TONBKO 310pOBHIX aerel. [lo mate-
PHHCKOH JIMHHUH JJAJIbIIIEe U3BECTHO, UTO Oady1ika O0nbHa, JeAyIKa 3/10-
poB, cectpa 6abymku 6onbHa, a Opat 3n0poB. [Ipanenymka (oren Oa-
OyIIKH) CTpaJall HOYHOH CllenoTol, a mpabalyllka 370poBa, cecTpa u
Opar npazgenymku O0butn GonbHEL [Ipanpanenyiika 6omneH, nmpamnpaba-
Oymika 3mopoBa, Opar mparpaaeayliku O0olleH, OH UMeeT OONBHYIO 10Yb
1 AByX OONBbHBIX ChiHOBEH. JKeHa nmpobaHia, ee poauTean U POICTBEH-
HUKH 370POBBHI.

[TocTpoiiTe pomOCIOBHYIO U ONPENETUTE BEPOITHOCTh POXKACHUS
OONBHBIX JIeTel B ceMbe MpoOaHa.

Pewenue: cocraBisieM poIOCIOBHYIO.

O—m O
EEO O —Eeonm
7r® @&
00 OO0 @10
H N
el

AHaM3 poJOCIOBHOW MOKA3bIBAET, YTO JaHHAs (opMa HOYHOM
CIIETIOTHI HACJIEyeTCsl KaK JIOMHHAHTHBIH ayTOCOMHBIH MpU3HaK (Ipu-
3HAK BCTPEYAETCS BO BCEX MOKOIEHUSX M MPHUCYTCTBYET Y MYXCKOTO U
JKEHCKOT'O TT0JTa).

CrenoBarenbHO, MpoOaH I MMEeT FeHOTHIT Aa (ero oTerl 370poB, Y
HEro TeHOTHT aa, a MaTh OonbHA). JKena mpobana 3mopoBa. Ee reHo-
THIT — aa. 3Hasi TEHOTHITBI CYIIPYTOB, ONPEAEIISeM BEPOITHOCTD POK/Ie-
HUs OOIMBHBIX JeTe B CeMbe MpodaHa:

P: Qaa X d Aa

G a A a

F, AA aa

BeposatHocTs poxaenust 6onbHBIX nereit — 50 %.

-8-



Merozp!l HccAeZOBAHUH TeHETHKH YEAOBEKA

1. 2 . ul/lTOl‘eHeTl/lquKl/lﬁ METOJA

JlaHHBIH METOJ OCHOBaH Ha MHKPOCKOIMYECKOM HCCIIEIOBAaHUH
XpOMOCOM B KJIeTKaX 4enoBeka. C MOMOIIBIO0 IIUTOIEHETUYECKOTO Me-
TOZIa U3Y4alOT KAPUOTHUII YEIOBEKa B HOPME U MaToNOrui. MeTon cTanu
npuMeHsTh ¢ 1956 roxa, a ¢ 1969 roga B HeM HCIIONB3YIOT pa3paboTaH-
ueiii T.Kacnepconom meron nuddepeHnanbHOro OKpamnBaHus Xpo-
MocoM (cM. 3.1), 9TO MO3BONISIET TOUHO HACHTU(HUIIUPOBATE XPOMOCO-
MBI 110 XapaKTepy pachpeneieHns B HUX OKPAIeHHBIX CErMEHTOB.

MarepuanaoM Ajsl UTOTEHETUIECKUX HCCIIENOBAaHUH Yalle BCero
ciyxat TMM(OUUTH epedepruueckoil KpoBU (MOKHO UCIIONB30BATh U
KJIETKU APYTHX TKaHel yenoBeka; HampuMep, KOCTHOro Mo3ra, aMOpu-
OHAJIbHBIX TKaHEH, OMyXOoJeH H T.1I.)

XpoMOCOMBI U3y4aloT B Jessuxcs kieTkax. dororpadupoBanue
Merada3HbIX ITACTUHOK U MOCIeaytomias 00paborka dhoTtorpadwii ¢ co-
CTaBJICHHEM KapHOIrpaMM, B KOTOPBIX XPOMOCOMBI BBICTPOEHBI TapaMH 1
pacrpeneneHsl o IrpymnaM, o3BOJSIOT YCTAHOBUTH O0LIee KOTMYECTBO
XpOMOCOM, OOHAPYKUTh U3MEHEHUS UX KOIMYECTBA U CTPYKTYPHIL.

[{uToreHeTHYECKMM METOIOM MOXKHO M3yYUTh HOPMAaJIbHYIO MOp-
(hoJIOTHI0 XPOMOCOM M XPOMOCOMHOTO HaOopa KJIETKH B IIETIOM, OTpe-
JETUTh TeHETUYECKUI TIOJI OpraHU3Ma, U3yIHUTh IIPOLIECChl MyTareHes3a
Ha ypOBHE KapuoTHIa u xpomocoM. Kpome Toro, u 310 04eHb BaXKHO, C
MOMOLIBIO [IUTOTEHETHYECKOI'0 METO/Ia MOXKHO AMArHOCTHUPOBATh XPO-
MOCOMHBIE OONE3HH, TPUIMHON KOTOPBIX ABJISIETCS HAPYIIEHUE CTPYK-
TYpBl XPOMOCOM (XpPOMOCOMHBIE MyTalluM) U W3MEHEHHE KOJIMYEeCTBa
XpOMOCOM (reHOMHbIe MyTanuu). [103ToMy HUTOreHeTH4ecKuii MeTox
HPUMEHSIOT B MEIMKO-TE€HETHYECKOM KOHCYIBTHPOBAHUM AJIA Lenei
MIpeHATaTLHOW JUATHOCTHKU XPOMOCOMHEBIX OONIE3HEH.

1.3. BJ\HBHCQOBbIﬁ METOJ

W3BecTHO, 4TO OCHOBHAs POJib B HOpMHUPOBaHUH (PEHOTUTIA TIPU-
HaJUIEKHUT TEeHOTUILYy OpTaHU3Ma, HO IIPOSIBJIEHNE IPU3HAKOB U CBONCTB
BO MHOTOM 3aBUCHUT OT YCJIOBUI €ro pa3BUTHA H KU3HEAECATEIBHOCTH.

Jla pasrpaHUYeHHs pOIM HACIEACTBEHHOCTH U CPEAbl B pa3BH-
THU Pa3IMYHBIX IPU3HAKOB Y YEJIOBEKA, KAK HOPMAJbHBIX, TaK U MaTo-
norndeckux, @.I'anpron B 1876 roqy mpeanoxu1 HCIOIb30BaTh METO
aHaJn3a ONM3HEIOB.

Merton N03BOJISIET BEISIBUTH HACJIEACTBEHHBIA XapakTep MpU3Ha-
Ka, MPepacloloKEHHOCTh K 3a00JIeBaHUSIM, ONPEACIUTh IIEHETPaHT-
HOCTb aJuielisl, OUEHUTh 3()(HEKTUBHOCTD ACHCTBHS HA OPraHU3M BHe-
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I'AABA 1

IHUX (HaKTOpPOB (B TOM YHCIIE IEKAPCTBEHHBIX MPENapaToB), BOCIIUTA-
HUS, 00ydYeHusI.

Paznuuator MOHO- ¥ TU3UTOTHBIX OJM3HEIIOB, Y KOTOPBIX H3y4YaroT
HaJMYKE U CTENICHb BHIPAXKEHHOCTH MHTEPECYIOIIETO MPU3HAKA.

Biu3HEoBEI METO BKIIOYACT:

— 1o700p OMM3HEIOBEIX Map (MOHO- ¥ JU3UTOTHBIX);

— ONpe/eNeHre 3UTOTHOCTH OJIM3HEIIOB;

— COITOCTABIIEHHUE TPYIII MOHO- M JIM3UTOTHEIX OJIM3HEIOB 110 U3Y-
4aeMOMY TIPU3HAKY.

[Ipu ucrions30BaHUK OMU3HEIIOBOTO METOAA MPOBOAMUTCS COIO-
CTaBJICHUE:

— MOHO3UTOTHBIX (OHOSHIIEBEIX) OJIM3HEIOB C TU3UTOTHBIMU (JIBY-
STUIICBBIMH ) ;

— MapTHEPOB B MOHO3UTOTHBIX Mapax MEXIY COOOMH;

— aHHBIX aHAJN3a OJIM3HEIOBON BRIOOPKHU C OOIIEH MOy sSIUeH.

MOHO3UTOTHBIE OITM3HEIBI PA3BUBAIOTCS U3 OTHOM OILIOIOTBOPEH-
HOU siineknerkd. OHU OHOrO MOJa, UMEIOT COBEPILICHHO OIMHAKOBBIN
reHoturt (100 % oOImMx TeHOB) M, €CITH OHHU OTIINYArOTCS (PeHOTHITIYEC-
KW, 3HA4YUT 3TO 00YCIIOBIEHO BO3AEUCTBIEM (DaKTOPOB BHEIIHEH CPEMpI.

Ju3urorHBIe OMU3HEIBI Pa3BUBAIOTCS B TOM CIydae, €CIi OHO-
BPEMEHHO J[BE STUIEKIETKN OTLTOJOTBOPEHBI IByMs CIIEpMaTO30MIaMHU.
brusnens!r Oynyt uMers passelil renotun (50 % oOLmMX I'eHOB), OHU
MOTYT OBITh OJHOTO FUIM Pa3HOTO Moja U UX (PEHOTUITHIECKUE pa3in-
9isi 00yCIIOBJIEHBI KaK TEHOTUIIOM, TaK M (JaKTOpaMH BHEITHEW Cpebl.

[Ipenmonaraercs, 9TO MHOTOIUIOAME JIJIST TU3UTOTHRIX OJTM3HEIIOB
00yCIIOBIIEHO TEHETUYECKH, BEPOSTHOCTH X POXKICHHS TTOBBIIIAETCSI C
BO3pPACTOM MaTepH, 4TO CBA3aHO C MTOBBINICHUEM YPOBHS TOHAIOTPOITH-
Ha, YJaIlaroIIero MOJTHOBYIISITHIO.

I'eneTnueckas 0OYCIIOBIEHHOCTh MOHO3HIOTHBIX OJIM3HEIIOB HE
ToKa3aHa; (haKTOPbI, BEI3BIBAIOIINE Y YEIOBEKA JETICHIE 3UTOTHI Ha paH-
HUX CTaJUSAX Pa3BUTH, HEACHbI. OOIIas 4acToTa POXKICHHS ONHM3HE-
IIOB COCTABJISIET IPUMEPHO 1 %, U3 HUX TPEThIO YaCTh COCTABIISIOT MO-
HO3UTOTHBIC OJM3HEIbl. YNUCIIO POKICHUIT MOHO3UTOTHBIX OJIM3HEIIOB
CXOIIHO B pa3HBIX MOMYJISIIMIX, a JJIs TU3UTOTHRIX — 3Ta nudpa cyre-
CTBEHHO pa3InyacTcsl.

JIJiss AMarHOCTUKHM 3MTOTHOCTH OJIM3HELIOB B HACTOSIEE BPEMS
MPUMEHSIOT CJICAYIOIINE METOIbI:

— RONUCUMNMOMHbBLIT METOJ] CPABHEHMSI OJTM3HEIOB TI0 PSAIY MOpP-
(honornyeckux NPU3HAKOB (HAIpUMEp, MTUTMEHTAIUH TJ1a3, BOJIOC, KOXKH,
¢dopme HOCa, TYO, yIeH, Tena, NaiableBbIM y30paM U T.]1.);
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Merozp!l HccAeZOBAHUH TeHETHKH YEAOBEKA

— METO/Ibl, OCHOBaHHbIE HA UMMYHOIO2UYECKOU UOEHMUYHOCTU
OJIM3HELOB 10 SPUTPOLUTHBIM aHTUreHaMm (cuctemsl ABO, pesycy, MN),
MO CHIBOPOTOYHBIM OeKam;

— MPAHCRAAHMAYUOHHBIL mecH C IPUMEHEHUEM M1EPEKPECTHON
MepecajKu KOXKH.

[Ipu conocTaBieHMH MOHO- 1 TU3UTOTHBIX OJIM3HELOB OIMPEAEIs-
10T K03ghguyuenm naproii xonkopoanmuocmu (K), ykazpiBaronmii Ha
JOITI0 OJM3HEOBBIX Map, B KOTOPBIX UCCIAEAYEMBIN MPU3HAK MIPOSIBIII-
csl'y 00OHMX MapTHEPOB (KOHKOPOAHMHOCMb — CTEIIEHb CXOACTBA; Ouc-
KOpOaumMHOCMb — CTEIIEHb HECXOCTBA):

_ C
C+1°

rac C —4ucio KOHKOpJAaHTHBIX Iap, ,H— YUCIO AUCKOPAAHTHBIX IIap.

Kos¢pduuument K BblpakatoT B MPOLEHTAX WX JOJSIX CIUHUIIBI.
Beicokoe 3Hauenne ko3 dunnenta K B mapax MOHO3UTOTHBIX OIHM3HE-
LIOB, a B Iapax AU3UTOTHBIX — HU3KOE, CBUJETEILCTBYET O JOMUHHUPYIO-
1ieil poM HaCJIENCTBEHHBIX (PaKTOPOB B ONpeAEIeHNH pu3Haka. [lpu
OnMM3KMX 3HAUYEeHUAX Kod(PumrenTa K'y MOHO- M TU3UTOTHBIX ONTM3HE-
LIOB CUUTAIOT, YTO IIPU3HAK PAa3BUBAETCS, B OCHOBHOM, IIOA ACHCTBHEM
BHEILIHEH Cpeabl, a POJIb FCHETUYECKUX Pa3Iudyuil He3HauuTenbHa. Jlo-
CTOBEPHO Pa3IUYAIOLINECcs], HO JOCTATOYHO HU3KHE ITOKa3aTenu Kod¢-
(uIMeHTa MapHo KOHKOPIAHTHOCTH B 000HX TpyIIaxX OJM3HEIIOB Tal0T
BO3MOXHOCTh CYIUTh O HACJEICTBEHHOM HpPEapacloioKEHHOCTH K
(hopMUpPOBaHUIO TTPU3HAKA, PA3BUBAOIIETOCS MO JelcTBHEM (aKTo-
POB cpenpbl.

Jn1s1 0OOBEKTUBHOCTH CY)KICHHUS O POJIM CPeIbl M HACJIENCTBEHHOC-
TH B Pa3BUTHH MPU3HAKA UCHONB3YIOT K03hhuyuenm Haciedyemocmu
(H), KOTOPBIN BEIYHCIISIOT TTO0 opMyIe:

1 - KMB ~ KJT5
100 - K[
rae H — xoaddurnment Hacnenyemoctn; KMB — ko3 dumment napHoi
KOHKOPAAHTHOCTH Y MOHO3UTOTHBIX Onu3HeNoB; K/{b — xoa¢ddumment
MapHOW KOHKOPJIAHTHOCTH B TPYIITIE JM3UTOTHBIX OU3HEIIOB.
B 3aBucumocTH 0T 3HaYeHUs1 H CyAsT O BIUSHAY TEHETHUECKUX U
cpenoBbIX (hakTOpoB Ha pa3BuTHE Npu3HaKa. [Ipu 3HaYeHUsX H Onu3-

KHX K 0, CYUTAIOT, YTO Pa3BUTHE MPHU3HAKA O0YCIOBICHO TOIBKO (hak-
Topamu BHemHeH cpenbl. [1pu 3nadenusx H ot 1 mo 0,7 — mpu3Hak pas-

(6 npoyenmax) ,
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I'AABA 1

BHBAETCsI MO/ JEHCTBHEM IeHeTHYeCKuX (akropoB. CpenHee 3HaUCHNE
H—or 0,4 no 0,7 cBUAETENBCTBYET O TOM, YTO IPU3HAK Pa3BUBACTCS
nox aericTBueM (aKTOPOB BHEIIHEH cpenbl MPH HAJIWYUHU TeHETHYe-
CKOH MpeapacroNoXeHHOCTH.

1. 4. HOHy.I\ﬂgPIOHHO ~CTATHCTHYECKHH METOJA

OnHUM U3 BaXXHBIX HAIMPABJICHUN B COBPEMEHHOM I'€HETHKE SBJISI-
eTCSl NONYIAYUOHHAS 2eHemuKa, KOTopasi UCCIeAyeT TeHEeTHUECKYIO
CTPYKTYpY MOMYJISILHM, T.€. 3aKOHOMEPHOCTH PacHpene/ieHNs B HUX Te-
HOB, T€HOTHITOB, (DEHOTUTIOB; TeHO(MOH, I MOMYISALIUI; B3aUMOJICHCTBUC
(akTOpoB, 0OYCIOBIMBAIOIIMX OCTOSHCTBO M M3MEHEHUE TeHETHYeC-
KOW CTPYKTYpBI NOMYJISALU.

[NomynAmoHHO-CTaTUCTUYECKUH METOJ] ITUPOKO IMPUMEHSETCS B
MEIHUIIMHCKOW TeHETHUKE NI OINpPENeNeHHUs YacTOThl HOPMAIbHBIX U
MATOJIOTUYECKUX TEHOB, TEHOTUIIOB U (DEHOTUIIOB B TIOMYIIALIUAX Pa3-
HBIX MECTHOCTEH, TOPOIOB M cTpaH. PaccunTap 4acToTy BCTpe4aeMoc-
TH PEIEeCCHBHOTO ajuieNsi B TeHO(OH/E NaHHOTO TMOKOJICHUS, MOXHO
MpeCcKa3aTh YacTOTY MOSIBIEHUS B OMMKANIINX TTOKONEHUSX JIFONEH ¢
PElleCCUBHBIM MTPU3HAKOM, a TAKKE TeTePO3UTOTHBIX HOCUTENEH perec-
CHUBHOTO aJUIeNs, T.e. MPOTHO3UPOBATH YACTOTy HACIENCTBEHHBIX 00-
TIe3HEH, OMpenenseMbIX PEleCCUBHBIMH aJUICIISIMIL.

Kpome Toro, monynmsmuoHHO-CTaTUCTUIECKII METO/ UCTIONB3YIOT
JUTS BBISICHEHUSI 3HAYCHUS TeHETUYeCKnX (PaKTOPOB B aHTPOIIOTEHE3E,
B YaCTHOCTH, B pacooOpa3oBaHHM.

Takum 00pa3oM, C MOMOIIBIO MOMYISIIMOHHO-CTATHCTUYECKOTO
METO/Ia B METUITUHCKON TeHEeTHKE U3y4aroT:

— YacTOTy T€HOB B MOMYJIAIUAX, BKIIFOYasl YaCTOTy HACJIEACTBEH-
HBIX OOJIE3HEN;

— pOJIb HACTIENCTBEHHOCTH M CPEIBI B BOSHUKHOBEHHH OO0JIe3HEH C
HACJIEZICTBEHHOI IMPeapacioioKeHHOCTHIO;

— BIIMSIHUE HACIIEAICTBEHHBIX U CPEZOBBIX ()aKTOPOB B CO3aHNH (e-
HOTHITHYECKOTO MoNMMMOp(hr3Ma deroBeka Mo HOpMaTbHBIM TPH3HAKAM.

B ocHOBe mOmynmAIMOHHO-CTATUCTUYECKOTO METOAA JIKUT 3d-
KoH Xapou-Batinbepea unu 3axon eenemuyeckozo pasnosecusi. CMBICT
3TOTO 3aKOHA 3aKJII0YAETCS B TOM, YTO MPHU OMPEAETICHHBIX YCIOBUAX
COOTHOIIICHH € aJIJIeNiell TEHOB U TEHOTUIIOB B TeHO(OHE TMOMYIISIAH
COXpaHSETCS HEM3MEHHBIM B PANY MOKOJISHHH 3TOW MOMYIISIINH, T.€.
HacJeJ0BaHHWE KaK TAKOBOE HE M3MEHSET YaCTOThl T€HOB B IOMYIIsi-
nuu. Eciin 0603HauuTh YacToTy amiens 4 4epes3 p, 4acTOTy ajliels d
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Merozp!l HccAeZOBAHUH TeHETHKH YEAOBEKA

4epe3 ¢, TO MPpHU HAJIMYHNHU 110 JAHHOMY JIOKYCY TOJIBKO ABYX aJlIcici B
MOIYJIAI NN :

pA+qa=1.
CooOTHOIIICHHE TEHOTUIIOB B TAKOM Clly4ae OyJer:
p’AA +2pgAa + gfaa = 1.

Eciu B onyJIsinuu AJid JaHHOT'O I'CHa NPUCYTCTBYCT TPHU aJUICIIA C
4aCTOTaMu p, g U V, TO YaCTOTbI TCHOTUIIOB TAKXKC COOTBECTCTBYIOT (l)Op-
MyIe OMHOMUATILHOTO pacopeaciacHus:

(Pptq+v)=p’+q+Vv+2pq+2pv+2qv=1,

W Tak jganee npu OomblueM umcie aiened. 3akoH Xapau-BaiinOepra
MPUMEHHM K OSCKOHEYHO OONBIIMM MOMY/SIIUAM, B KOTOPBIX OCYILE-
CTBJISIETCS TAHMUKCHUS U Ha KOTOPBIE HE EHCTBYIOT HUKAKHE BHEIIHNE
(akTOphl, CIOCOOHBIE U3MEHATH YAaCTOTHI T€HOB B MOMYJSLIUH (MyTa-
UM, 0TOOp, Apeti¢) TeHOB, OTOK F'EHOB, U3OMSLMS U T.A.). TOIBKO PH
9THX YCIOBHSX MOMYNSLHS HAXOIUTCS B paBHOBECUH, T.€. YACTOTHI aJl-
JIesied ¥ TEHOTUIIOB B HEW MOCTOSTHHBI.

[TonynAMOHHO-CTaTUCTUYECKUN METO, BKIIFOYAET:

— IPaBUJIBHBIA BBIOOD OMYJISLIUY;

— cOop maTepuana;

— CTaTUCTUYECKUN aHAJIN3 MOITYYEHHBIX PE3yIbTaTOB.

1. 5 . Bnoxnmnqecmle METOJAbl

Buoxumuyeckne MeTopl OCHOBaHBI Ha M3yYEHHH aKTHBHOCTH
¢depmenTHBIX crucTeM. OHU ONMPEAENIIOT aKTUBHOCTh CaMoro (epMeH-
Ta WM KOJTMYECTBO KOHEYHBIX MPOAYKTOB PEaKIH, KOTOPYIO TaHHBIN
(epMEeHT KaTaJH3UPYeT, BBIABISASA TeHHbIE MYTAallMH, KOTOPBIE CIYKaT
npuYuHON Oose3Hell oOMeHa BellecTB (Hampumep, QeHUIKETOHYpus,
rajJakTo3eMusl, alKalTOHypus U Ip.)

CoBpeMeHHBIE OMOXMMUYECKHE METOABI (JIEKTPOQope3, CIEKT-
pockonusi, Xxpomarorpagus u Ap.) MO3BOJSIIOT ONPEAENIATH JI0ObIe Me-
Ta0OoNUTHI, crienuUIHbIE 11 KOHKPETHOH HacleqCTBEHHOI OONe3HH.
Bruoxumnyeckre mokaszarenu 0osee TOYHO OTPAXKAIOT CYIIHOCTh Oone3-
HU 110 CPAaBHEHUIO C KIIMHUYECKUMU M [T03TOMY Ba)KHBI B IMATHOCTHKE
HACJICIICTBEHHBIX OONe3HeH.

BroxuMmuyeckre MEeTonbl MPUMEHSIOTCS U ISl IUATHOCTUKU Te-
TEPO3UTOTHOI'O HOCUTENBCTBA NATOIOTMYECKUX TeHOB. OOBeKTaMu OHo-
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XMMHYECKOTO aHAaJIM3a MOTYT CIYKUTb IJIa3Ma M ChIBOPOTKa KPOBH,
(hOpMEHHBIE IIEMEHTBI KPOBH, KYIBTYPBI KJIeToK ((puOpobdnacTsl, TUM-
¢douuThI), MOYA, MOT.

1.6. MOJ\CKYJ\HPHO-I‘CHCTH‘-ICCKHC METOJAbl

B ocHOBe MONEKyNSIpHO-TEHETUUECKUX, MOIEKYISPHO-IIUTOT€He-
TUYECKUX M MOJICKYJIIPHO-OMOJIOTHYECKUX METOJIOB JISKAT COBPEMEH-
Hbie MeTonuku padorsl ¢ JJHK u PHK. O1r Meronst cBOIsATCS K BBISB-
JICHWIO0 U3MEHEeHnH (MyTanuii) B onpeneneHHbix ydactkax JHK, rena
WM XPOMOCOMBI, YTO BBIBOAMT HAa KAYECTBEHHO HOBBIN YPOBEHB JHar-
HOCTHKY HacJeACTBEHHBIX OONE3HEH, B TOM UHCIIE NPEHAMATbHYIO OU-
acHOCmuKy, B YaCTHOCTH, NpeuMniaHmayuoHHy!o, T0 €CTb B NIEPHOL,
KorJa Opo0siIasics 3urora eiie He BHEAPUIIACh B CTEGHKY MaTkd. Bosz-
MoxkHa JIHK-auarnoctuka BUPYCHBIX U OakrepuaibHBIX HMH(EKUUH,
OHKOJIOTMUECKHX 3a00JIeBaHMIA, OLIEHKA pUCKa OONe3Hel ¢ HacaeACTBEH-
HOW NPeapacroiokeHHOCTHIO.

3TO NO3BOJISIET BHISIBUTH O0JI€3Hb B TOKJIMHUYECKOW CTaJnH, KOT-
Jla ee CUMIITOMBI €Ill¢ OTCYTCTBYIOT, YTO OYE€Hb BaXKHO AJISI MpOQHIIaK-
TUKH OOJNIEe3HU.

1.7. MeTOll,bl F€EHETHKH COMATHYECKHX KAETOK

C moMouIbio JaHHBIX METOAOB U3Y4aroT HACIEICTBEHHOCTh U U3~
MEHYUBOCTh COMAaTHYECKHUX KIJIETOK, YTO AaeT BO3MOKHOCTH HCCIIENO-
BaTb MHOTHE BOIIPOCHI TEHETHUKHU YENOBEKa B KCIICPUMEHTE.

Brnaromapst Tomy, 4TO 3TH KJIETKH COAEpXaT Bech HaOOp reHeru-
4yeckol MH(opManuy, Ha HUIX MOKHO M3y4aTh F€HETHYECKHUE 0COOEH-
HOCTH IIEJIOCTHOTO OpraHK3Ma.

Jnst KyABTUBUPOBAaHUSI HAauOoJee YacTo UCIONB3YIOT KIETKH CO-
eqUHUTENBHON TKaHU ((HhuOpoOaacTsl) M TMMEPOLUTEI KPOBU. JTO TakK-
e MOXeT ObITh MaTepuan Ouorcuii U ap. braronaps OsicTpoMy pasz-
MHO)KEHHIO COMaTHUECKHX KJIETOK Ha MUTATENbHBIX Cperax uX MOKHO
MOTy4aTh B KOJINYECTBAaX, HEOOXOOUMBIX Ui uccienosanuii. Comaru-
YeCKHe KIJIETKH YCIICITHO KIOHUPYIOTCS, 1aBasi TeHETUUECKH WACHTHY-
HOE TIOTOMCTBO. Pa3Hble KJIETKH MOT'YT, CIIMBasiCh, 00pPa30BBIBATH THO-
punHble KIOHBL. COMaTHYeCKHe KJICTKH JIETKO TTOJBEPraloTcs Celek-
IIMH Ha CTICNUATBHBIX MUTATENBHBIX CPEIAX M COXPAHSIOTCS J0NITO IPU
[TyOOKOM 3aMOpaKMBaHHH.

B Hacrosimee BpeMs B TEHETHYECKHX HCCIENOBAHHAX KYIbTYpHI
COMATHYECKUX KJIETOK TPHMEHSIOT:

-14-



Merozp!l HccAeZOBAHUH TeHETHKH YEAOBEKA

— KyIbmusupogatue, T.6. pa3MHOXKEHUE KJIETOK C LIENbI0 ToayYe-
HUS UX B JJOCTATOYHOM KOJIHMYECTBE /i1 OMOXMMHUYECKUX, UMMYHOIIO-
THYECKUX, IUTOTCHETUUECKUX U JPYTUX UCCICNOBAHUNL;

— KJIOHUposaHue, T.€. MONyYeHHEe TOTOMKOB OIHOM KIIETKHU, B3s-
TOW M3 00IIel KIETOYHON MacChl; BCE BO3HHKIINE B 3TOM CITy4ae KIIeT-
KH OymyT TeHeTHYECKH WUIACHTUYHBL;

— CelleKyuro comamudecKkux Kniemokxk C IIOMOIIbIO CCICKTUBHBIX
Cpef1, 4To MO3BOJISET OTOUPATh MyTaHTHBIE KJICTKH C ONPEIeTICHHBIMU
CBOMCTBaMH;

— 2ubpUOU3AYUIO COMAMUYECKUX KTIeMOK, T.€. CIIUIHAE COBMECT-
HO KYJIBTUBUPYEMBIX KJIETOK Pa3HBIX THUIIOB C O0Opa3oBaHUEM THOPHI-
HBIX KJIETOK CO CBOMCTBAMH O0OWX PONMTENBCKUX BUIOB (VI THOPH-
JU3aIMHA MOTYT MCIIOJIb30BAThHCS KIIETKU OT Pa3HBIX JIIOJIEH, a TaKKe OT
YeJloBeKa U JPYTUX KHUBOTHBIX: 00€3bsTHBI, MOPCKON CBUHKH, KYpPHIIBI,
MBIIIHY, KPBICHI U JP.).

1. 8 . l/IMMYHOI‘EHeTl/I'-leCKPIﬁ METOJA

HMMyHOTeHETHYECKHI METOI IIO3BOJISIET TOCTABUTD MIIH YTOYHUTD
JMarHos:

— IpU BPOXKACHHBIX UIMMYHOIE()UIUTHBIX COCTOSHUSAX (CHHIPOM
Bbrnyma, arammarnoOyauHeMust 1 ap.);

— NIPU TOJ03PEHUHN HA aHTUTEHHYI0O HECOBMECTHMOCTh MaTepH U
U101 110 Pa3JIMYHBIM CHCTEMaM TPYIIT KPOBH.

C moMomIs10 UMMYHOT€HETHYECKOTO METOAa AUArHOCTHPYIOT 3U-
TOTHOCTH ONM3HEIOB, PEelIaoT BOIPOCH! CIIOPHOTO OTLIOBCTBA, H3yda-
0T TEHETHYECKHUE MapKEPhl, aCCOLMUPYIOIIMECS ¢ OOME3HAMH C HaCTea-
CTBEHHOH MPEApacroiokKeHHOCTBIO.

1.9. Meroa aepmarorauguxu

Merton aepMaTOrTH(UKH MPEACTABISCT COO0U U3yUCHUE MATTHII-
JISIPHBIX Y30POB MAJbIICB (OQKMULOCKORUS), TANOHEH (nanbmockonus)
U CTOII (MIAHMOCKONUSL).

WNuauBuayanbHbIe 0COOCHHOCTH KOKHBIX Y30POB HACIEACTBEHHO
JeTepMUHUpOBaHbI. [IpennonaraeTcs ayTOCOMHBIN MOMUTCHHBIN THIT KX
HACJICIOBaHUL.

Jepmatormpuyeckre y30pbl 00J1aat0T BBICOKON CTEMEHbIO MH-
JIMBHIYaTbHOCTH U OCTAIOTCSI HEM3MEHHBIMU B TCUCHHE BCCH JKU3HHU.

Jepmatornuduueckuii aHaTNU3 UCIIONB3YeTCs IS ONpeAeieHus
3UTOTHOCTH OJTU3HEIIOB, TETEPO3UTOTHOTO HOCUTENBLCTBA psija 3adome-
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BaHUI HEPBHOW CHUCTEMBI HACIIENCTBEHHON MPUPOABI (HAIIpUMeEp, IIH-
30()peHNH), AMATHOCTHUKH HEKOTOPBIX TEHOMHBIX U XPOMOCOMHBIX MY-
Tauuii (Hanpumep, npu 6onesnn [ayna, [laray), s naenrndukanum
JUYHOCTH B KPUMHUHAJIUCTHKE.

BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. KakoBbl 0COOCHHOCTH YElIOBEKa, KaK OOBEKTa I'€HETHUYECKHX
HCCIICNOBAaHUM?

2. [lepeuncnute METONBI UCCIICNOBAHUS TEHETHKHU YETIOBEKA.

3. B uem 3akmrodaercs CynHocTh OIM3HEOBOro MeTona?

4. YTto Takoe KOHKOPAAHTHOCTh U JTUCKOPJAHTHOCTH?

5. Kakue 3ayiaun permarorcst momyasiiuOHHO-CTaATUCTUISCKAM Me-
ToaoM?

6. [l xakux Leiel MCmonb3yeTcsl KIMHUKO-TEHEaJI0TnueCKuil
Meton?

7. Kakum MeTomoM MOXKHO OMpPEIeTUTh HAIHYHUE XPOMOCOMHBIX
MyTauun?

8. Jlnst gero wicmionp3yeTcs: a) IMUTOreHeTHIeCKHit MeTo; 0) Omo-
XUMUYECKHA METOJ; B) METOJ AePMATOMTU(UKH; T) METOJ] TeHETHKH
COMATHYECKUX KIJIETOK; 1) MOJEKYISIPHO-TEHETHIECKIE METOIBI?

9. Hetn, OonpHBIE (EHUITKETOHYPHEH, POKIAIOTCA C YaCTOTON
1:10 000 HOBOpOXAEHHBIX. ONpenenuTe NPOLEHT IT'eTEPO3UTOTHBIX HO-
CUTENeH TeHa, KOHTPOJIHMPYIOIIEro TaHHOe 3a00IeBaHue.

10. OnnHaKoB 1 cocTaB OENKOB: a) Yy ABYX MOHO3UTOTHBIX OJIH3-
HEIOB; 0) y IBYX IU3UTOTHHIX OJIM3HENOB (€CIM MyTaIliy B X KIETKaX
OTCYTCTBOBAJH)?

11. KoHKOpIaHTHOCTh MOHO3WTOTHBIX OJIM3HEINIOB 10 Macce Terna
coctasiser 80 %, a mu3nuroTHbIX — 30 %. KakoBo COOTHOIIICHHE HACET-
CTBEHHBIX M CPEIOBBIX (PakTOpoB B (hOPMHUPOBAHUH ITpHU3HAKA?

12. Kaknie 3 nepedrciIeHHbIX MPU3HAKOB XapaKTePHU3YIOT ayTo-
COMHO-ZIOMHHAHTHBIN THIT HACIIEIOBAHUS: a) 3a00I€BaHNE OMUHAKOBO
9acTO BCTPEYAETCS Y JKEHIIMH M Y MY>KIHH; 0) 3a00neBaHme mepenacT-
sl OT poAMTENed AeTAM B KaXKIOM MOKOJICHHH; B) Y OOIBHOTO OTIIa BCE
nmodepy OONMBHBI; T) CBIH HUKOTTIA HE HAcIemyeT 3a00IeBaHue OT OTIA;
1) pOOUTENH OOTEHOTO peOeHKa 3OPOBBI?

13. Kakune TUTBI HaCTECTBEHHOMN MaTONOIHH AUATHOCTHPYIOTCS
C IPUMEHEHHEM ITUTOr€HEeTHYECKOTO METO/a: a) HACIEACTBEHHbIE 00-
JIe3HU 0OMEHa BEIECTB; 0) MyNbTHU( aKTOpHaIbHbIE O0IE3HHU; B) O0Ne3-
HH, 00YCJIOBJICHHBIC M3MEHEHUEM YK ClIa U CTPYKTYPBI XpOMOCOM?
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Merozp!l HccAeZOBAHUH TeHETHKH YEAOBEKA

14. MyKoBHCLIM03 — HACIIENCTBEHHAs: OONE3Hb, 00YCIOBICHHAS
penieccuBHBIM TeHoM. Cpenu HOBOPOXAEHHBIX MYKOBUCIUIO3 BCTpeE-
yaercs, B cpenHeM, y 4 Ha 10 000. Ecniu B jaHHOM MOMYJIALUN COXpaHi-
erca paBHOBecue Xapau-BaiiHOepra, To KakOBBI Y4acTOTHI BCEX TpeX
reHoTHIOB (AA, Aa, aa) y HOBOPOKAECHHBIX?

15. Hanbonee pacnpocTpaHeHHYIO popMy reMo(UINN BBI3bIBAET
CLIETUIEHHBIN C TIOJIOM PeleCCHBHBIN ajuieNnb, 4acToTa KOTOPOro B IO-
nyasiuuu cocrasisier 0,0001. KakoBbl TeopeTHUUeCcKH OKUAAEMbIE Yac-
TOTBI IByX BO3MOXXHBIX T€HOTHIIOB Y MY)KUHH H TPeX — Y KEHIIUH?

16. Arupuaus HacneqyeTcs Kak ayToCOMHBINA JOMUHAHTHBIN ITPH-
3HaK U BcTpedaercs ¢ yactorod 1:20 000. Ompenenute 4acToTy reHa
AHUPUINH U TEHOTUIIUYECKYIO0 CTPYKTYpY MOMYJSLHH, B KOTOPOH CO-
XpaHsieTcsl paBHOBecHe Xapau-BaitnbOepra.

17. Hexoropsie (hopMBbl YMCTBEHHOW OTCTAJOCTH MPH CHHIPOME
Jlopenna — MyHa — bapzae — buuis nmMerot neHeTpanTHOCTh 86 %. Omn-
penenuTe reHeTHYECKYI0 CTPYKTYpPY HOMYJISLIUH, €CIH B TOPOIE C MUII-
JTUOHHBIM HaceJeHneM 3apeructpupoBano 200 OGONBHBIX C TaHHBIM
curaapomoM. [lormymsius moguuHseTcs 3akony Xapau-Baitabepra.

18. bomesnp Teit — Cakca, 00ycloOBIeHHas ayTOCOMHBIM peIiec-
CHBHBIM I'€HOM, Hemsneuuma. Jlronu, cTpajgaromue 3TuM 3a001eBaHu-
€M, YMUPAIOT B JeTCTBE. B oqHON M3 OONBIIMX MOMYISIUN dacToTa
poxnenuss OompHBIX gereit cocrapuser 1:5 000. M3ameHuTCs M1 KOH-
LEHTpaLHsI IaTOIOTMIECKOro IeHa M 4acToTa 3TOro 3a00IeBaHus B clie-
JYIOILEM ITOKOJIEHHH JaHHOM NOMYJISLUH, €CIU B Hel COXpaHseTCsl paB-
HoBecue Xapau-Baitabepra?

19. MononoxeHbl HOPMAaJIbHO BIAJCIOT MPaBOi pyKoil. B cembe
KEHILMHBI ObUIO 2 CeCTphl, HOPMAJIBHO BIAJACIOIINE [IPABOM PYKOH, U
Tpu Oparta — JeBmy. MaThb JKEHIITMHBI TIpaBIia, OTell — JeBIIa. Y oTma
€CTh CecTpa M Opat — JICBIIIM M CeCTpa U JaBa Opara — mpaBmm. e mo
JMHUU OTHA — NpaBiia, 6alymika — neBma. Y MaTepy >KeHIINHBI eCTh
nBa Opara 1 cecTpa — Bce IpaBmIi. MaTh My)ka — IIpaBIiia, OTel] — JICB-
ma. balymkn u IeayKy co CTOpOHBI MaTepH My)ka HOPMaJbHO BIIa-
JEI0T TpaBoi pykoi. OmpenenuTe BEPOSITHOCTh POXKIICHHUS B OTOH Ce-
Mb€E JIETEH, BIIAJICIONINX JIEBOU PYKOH.

20. ITpobanx — 3mopoBast xeHIUHA. Ee cectpa Taxke 310poBa, a
JIBa Opara CTpajaroT JaIBTOHU3MOM. MaTh 1 oTel] podaHa 370pOBHI.
YetbIpe cecTpbl MaTepH MpodaHIa 30POBBI, MYXbsl HX TOXE 3[0POBBIL.
O ABOIOPOIHBIX cHOCax CO CTOPOHBI MaTtepu MpodaHlla M3BECTHO: B
OJTHOM ceMbe ONTUH OOJIbHOH Opar, JBe cecTphl M OpaT 310pOBHI; B IBYX
JPYTUX CEMbSIX IO OJIHOMY OOJIBHOMY OpaTy U 110 OJHOM 37I0pOBOM cec-
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Tpe; B YETBEPTOW ceMbe — OfIHA 3710poBas cectpa. babymika npobanna
CO CTOPOHBI MaTepy 340pOBa, AENyLIKa CTpaan AansroHu3mMoM. Co cTo-
POHBI oTIa pobaHAa OONBHBIX JalbTOHU3MOM He oTMedeHo. Onperne-
JIUTE BEPOSITHOCTD POXKACHHS y TPoOaH1a OOMBHBIX JTAIETOHU3MOM Jie-
TeH MPH YCIOBHH, €CITH OHA BBIMJET 3aMYX 3a 3I0POBOI0 MYXUUHY.

21. IIpobann 6oneH BposkaeHHOH KaTapakToil. OH COCTOHT B Opa-
K€ CO 3I0POBOM JKEHIIUHON 1 MMeeT O0IbHYIO 10Yb U 30POBOr0 ChIHA.
Oten mpobana 6oJieH KaTapakToi, a MaTh 310poBa. MaTh npobaHaa
HMEET 30pOBYIO CECTPY M 3A0POBBIX poauTenel. Jleqymnka no IMHUN
orua OoneH, a 6alyka 3goposa. [Ipobang nMeeT o IMHUH OTLA 310-
POBBIX TeTIO U Asmi0. [saas skeHaT Ha 310poBOH keHumHe. X Tpu
CBhIHA (JIBOIOPOAHBIE OpaThs MpoOaH/Ia MO JTWHUH OTIa) 310poBHI. Ka-
KOBa BEPOSITHOCTH IOSIBIICHUSI B CEMbE A0YepH IpodaHna OOIbHBIX
BHYKOB, €CIIM OHa BBIMJIET 3aMy)X 3a T€TEpO3UTOTHOTO 110 KaTapakre
9TOr0 THUIA MYXIHHY?

22. Ilpobang crpamaer nedeKToM HOT'TEH M KOMCHHOM YaIledKH, a
ero Opat HopMaseH. DTOT CHHIPOM ObLI y OTIIa MpoOaHaa, a MaTh ObLIa
3moposa. Jlemymika mpobaHaa 1Mo JMHUH OTHa OBLIT C CHHAPOMOM, a 0a-
Oymika — 3mopoBa. Oter mpoOaH a UMEET Tpex OpaTheB U YETHIPEX ce-
cTep, U3 HUX ABa Oparta U ABE CECTPbI C CHHIPOMOM JieeKTa HOI'Ted U
KOJICHHOM Yaledky. boinbHON AsAs 110 TMHUM OTLA JKEHAT Ha 310pOBOU
KEHILMHE W UMeeT IByX Jouepeil u ceiHa. Bee onu 310poBel. Onpene-
JINTE BEPOSTHOCTH AeTel ¢ 3a001eBaHUEM B CeMbe IIPO0aHIa, €CIIN ero
cynpyra He OyieT cTpaaaTh AeeKTOM HOTTeHW M KOJIEHHOW YalledKH.



OCHOBbI MOAEKYASIPHOH TEeHETHKH

I'ANABA 2
OCHOBbI MOAEKYASIPHOM TEHETHUKH

2.1. Crpoenne u (pyHKUMH HYKAEHMHOBBIX KHCAOT

XpaHeHue, epeaada u peann3alis HaclaeACTBeHHOW nHpopManun
B KMBBIX OpraHU3Max 00ecleYrBaeTCsl HYKJICHHOBBIMU KUCTIOTAMH.

Hyknennossle kucaorsl Obiii oTKpeITE M.D. Mumiepom B sapax
nerixorToB B 1869 rony. J1.Yorcon n ®@.Kpuk B 1953 rony ycranosu-
T cTpyKTypy Monekynsl JTHK.

Cy1miecTByeT /1Ba TUIA HYKJIEWHOBBIX KHCIIOT:

— ne3okcupubonykienHoBas kuciora (JJHK);

— pubonyknenHoBas kucinora (PHK).

VY GONBIIMHCTBA >KUBBIX OPraHU3MOB T'€HETHUYECKYIO (DYHKITHIO
BeimonHsier JJHK, Ho y HekoTopbix ¢opm xu3nu (Bupycsl) — PHK.

HyknenHoBble KUCIIOTBHI — OMOMOTUMEPHI, MOHOMEPAMH KOTOPBIX
SIBIISIFOTCS. HYKJ1COMUObL.

B cocraB HykeoTna BXOAUT:

— a30THCTOE OCHOBAaHHUE;

— MATUYIJIEPOIHBIN caxap;

— ocTatok (ochOpPHON KUCIIOTHI.

Mornekyna JIHK conepxut (B 3aBUCIMOCTH OT BHJIa OPTaHU3Ma)
OT HECKOJIBKHX THICSY JO MHOTMX MHJIJTHOHOB HYKJICOTHIOB.

2.1.1. Jesoxcupubonykrennosas kucrora (JAHK)

Oxomno 99 % Bceit JIHK sykaproTnueckoil KJIETKH COAEPKUTCS B
XpoMocoMax spa, a 1 % — B MUTOXOHAPHUSX U IJIACTUIAX.

JHK mpencrasmisier co0oil BOMHOW HEpa3BETBICHHBIH JTHHEHHBINH
Ouoronmumep (MCKITtodeHne cocTapiseT onHorenodednas [|HK BupycoB u
konbIeBas JIHK muroxornpuit n mnactum). OcoOeHHOCTBIO CTPYKTYPHOM
opranmzanuu JIHK sBisiercst To, 94To €e MOJIEKYITbI BKJIFOYAIOT JIBE ITOJH-
HYKJICOTHIHBIE TICTTH, CBSI3aHHBIE MEXKTy COOOM ONpeIeNieHHBIM 00pa3oM.

Henu JHK cTtposiTcs U3 HyKI€OTUIOB 4 TUIIOB, COAEpKALIUX B
KadecTBe caxapa Je30KCHPHUO03y W Pa3IUYaIoONUXCs 10 a30THCTOMY
OCHOBAHUIO:

— aJICHUJIOBBIN HYKJICOTH]] CONEPKUT aoerun (A);

— ryaHunoBbiil — eyanun (I);

— TAMUATUNIOBEIH — mumun (T);

— MMUTHIUIOBEIN — yumosun (11).
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Coenunenne HykneornoB B nienu JJHK mpoucxonut mytem B3an-
MozeicTBuA (ocdara OTHOTO HYKIEOTH A C IE30KCUPUO030i APYroro
¢ nomotpto GochonmdhupHoii cBsizu. OCTOB LEMTH COCTOUT U3 Yepeny-
fomxcs Monekya gpocdara u caxapa. K Momnekyre ne30kcupu003bl mpu-
COCIMHEHO OMHO M3 a30ThuCThiX ocHoBaHui (A, T, I, IT). e JHK
COGIIMHEHBI JIPYT C IPYTOM 8000POOHBIMU CEA3AMU MEKIY UX a30THC-
THIMA OCHOBaHMSMU I10 NPUHLIMITY KOMHIEMEHMAPHOCMU, TOTONHSA
IOpyr Apyra. AJEHUH OIHOW LENU COENMHSETCS AByMS BONOPOAHBIMHU
CBSI3IMH C THMHHOM JPYrOil LIEeMH, a TyaHUH — TPEMSI BOJOPOIHBIMH
CBSI3SIMH — C LIUTO3HHOM.

Cornacno npasuity Yapradda (1950 ron), conepxkanue aaeHuIO-
BBIX HyKJleoTu710B B Monekyie JJHK Bcerna paBHO TakoBOMY TUMUAU-
JIOBBIX, @ TYaHWJIOBBIX — COIEPKAHUIO LIUTUAUIIOBBIX, HE3aBUCUMO OT
TOTO, U3 KJIETOK Kakoro opranusma Boiaenena JJHK u xakoB kommue-
CTBEHHBIN COCTaB Pa3INYHbIX HYKIICOTH IOB B ee Monekyne (A=T; I'=11).

[TocnenoBaTenbHOCTh HYKJICOTHIOB OAHOW LIEMH IPOTUBOIOIOXK-
Ha TAaKOBOW — B JPYIoH, T.e. LienHu, cocTapistomme Monekyny JHK —
anmunapannienbusl: 5S' — KOHeI OIHOW Ienu coenuHsercs ¢ 3' — KoH-
IIOM JIPYTOW M HA0OOPOT.

Monexkyna IHK, cocrosimas u3 nByx uemneii, o0pasyer cnupaib,
3aKpY4EHHYIO BOKPYT COOCTBEHHOM ocH (darie Bcero Bnpaso). uamerp
CIIMPAJN COCTABISET 2 HM; JUIMHA Iara — 3,4 HM, B KaX/1bIil BUTOK BXO-
it 10 map HyKJI€oTHIOB.

Takum 00pa3oM, B CTPYKTypHOU opranuzanuu mosexyast JJHK
MOYXHO BBIJICIIUTD:

— MEPBUYHYIO CTPYKTYPY — IOTHHYKJICOTHIHAS L[EIIb;

— BTOPUUHYIO CTPYKTYpPY — ABE KOMIUIEMEHTapHBIE APYT APYTY U
aHTHUIIapaJJICTbHbIC TOTMHYKICOTUAHBIC LEMH;

— TPETUYHYIO CTPYKTYpPY — TPEXMEpHas CIUPab.

2.1.2. Pubouykrennoras xucaora (PHK)

HacnencrBennas nadopmanusi, 3anucadiasi ¢ OMOLIbIO TeHeTH-
4ecKoro koaa, xpanured B Monekynax JJHK u pasmuaoxxaercs nms toro,
9TO0BI 00eCHeYnTh BHOBb 00pa3yeMble KIETKH 3TOH MHGopMauueH,
HEoOXOAMMON UM JUIsl HOPMAIbHOTO Pa3BUTHS U (DyHKLM OHUPOBAHHSL.

Ho HemocpencTBeHHOro y4acTusi B )KM3HEOOCCIIEUCHUN KIIETKU
JHK ne npuaumaet. Ponb nocpenuuka, GyHKIMEH KOTOPOTO SBISIETCS
NepeBOJ1 HacJIenCTBeHHON nH(popmanuu, coxpansiemoit B JJHK, B Gern-
KM, Urpaiotr puOonykienHoBble kuciaorsl — PHK.
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B orimune or monekyn JJHK, puOonykienHOBBIE KUCTIOTHI TPEA-
CTaBJIEHbI OJHON MOJMHYKJICOTHIHON LIETbI0, KOTOpasi COCTOUT U3 Ye-
THIpEX Pa3sHOBUIHOCTEH HYKJIECOTHUIOB, COACPNKAIIUX caxap pubosy,
¢ocgham, N OMHO U3 YETBIPEX AZOMUCHIBIX OCHOBAHUL — AOEHUH, 2Ya-
HUH, YUMO3UH, YPayu.

PHK cunresupyercs na monekynax JJHK npu momomtu ¢pepmen-
toB PHK-nonumepas ¢ cobmoaeHneM NpuHINIA KOMILIEMEHTapHOCTH
U aHTHNapasienbHocT, npudeM agennny JIHK B PHK komnnemenra-
peH ypauwmi. Bee moroo6pasue PHK, neficTByronux B kieTke, MOKHO
pa3znenuTh Ha TPH OCHOBHBIX BHJA!

— unghopmayuonnas PHK (uPHK) unu mampuynas PHK (mPHK),

— mpancnopmuas PHK (mPHK),

— pubocomanvras PHK (pPHK).

Kaxxgerit Bun PHK BeimonHsieT cBoto (pyHKITHIO, TOITOMY MX MO-
JIEKyJIbl Pa3IN4aloTCsl 0 pa3Mepy, CTPOCHUIO, MOJIEKYISIPHOH Macce.
Ho B mo6om cirygae monekyina PHK mensie monexymsr JIHK. Komnue-
ctBo PHK B KJleTKe HEMOCTOSIHHO, TaK KaK OHAa CUHTE3UPYETCS IO MEpe
HeoOxomumoctu. B kierke PHK HaxomuTcs B gape, nuTormiaMe, Ma-
ToxoHApusx U mnactuaax. Bee Buael PHK, 3a uckimouennem PHK Bu-
PYCOB, HECTIOCOOHBI K CAMOYIIBOSHHIO M CaMOCOOPKe.

Nndopmammonnas PHK cuHTE3mMpyercs B siape Ha COOTBETCTBY-
romnx yyactkax JIHK. ITpouecc cunre3a uPHK HaswiBaroT mpanckpun-
yuet. Uudopmanmonnas PHK nocrynaer B nutormiasmy, rae oopasyer
KoMIIJIeke ¢ pubocomamu, T.e. UPHK saBnsercs mocpenankom Mexmy
reHoM u pubocomoid. B meprox akruBHOTO cHHTE3a 00pasyercs g0 1000
monexkyn MPHK ¢ onnoro rena. Monekynsprast macca moiekyn nPHK
cocrasiser ot 100 000 go 1 MiTH M JUTHHA WX pa3HdHa.

Tpancnoprasie PHK Tak:ke CHHTE3UPYIOTCS B SIIPE U 3aTEM Iepe-
XOIAT B LUTOILIa3My. B pe3ynpraTre KOMILIEMEHTapHOI'O COSIUHEHUS
OCHOBAHUH, HAXOASALIMXCS B Pa3HBIX yUacTKaX MOJIMHYKJICOTUIHOH LIEIH
TPHK, oHa nmpuoOperaer CTpyKTypy, HAallOMHHAIOIIYIO 110 opMe JIHCT
kieBepa. Tpancroptaas PHK mmeer camble kopoTkue MoieKyias! (OT
80 mo 100 HyKJICOTHIOB) C KOJTOBBIM TPHUIIJICTOM Ha OIHOM KOHIIE (aH-
MUKOOOH) M aKIENTOPHBIM YIACTKOM, TIPUCOCAUHSIONUM aMHHOKHC-
7oty — Ha apyrom (kodon). ®yakumst TPHK — TpancnoprupoBka amu-
HOKHCIIOT K prbocome, rje uaer coopka OenkoBoi MoneKkynbl. Kaxmas
monekyna TPHK ocymecTBiser 7ocTaBKy CTpOro ornpenesieHHON aMu-
HOKHCJIOTHI. YCTAHOBJIEHO CYIIIECTBOBaHHE HECKOMbKHX BUI0B TPHK,
CIIOCOOHBIX COGIMHSATHLCS C OIHUM U TEM K€ KOJJOHOM, TIO9TOMY B ITU-
TOITIa3Me KJIETOK BCTpedaroTcs He 61 (110 KOTM4YecTBY KOJTOHOB), a OKO-
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110 40 paznmuunsix Monekyn TPHK. DToro konnyecTBa 10CcTaTOuHO, YTO-
Obl TpaHCIIOPTUPOBaTh 20 Pa3IMYHBIX AMUHOKHCIIOT K MECTYy COOPKH
Oenka.

Pubocomansuas PHK cocrasister 1o 80 % Bceit PHK knerku. Ona
Taxke cuHtesupyercs B siape Ha JIHK wu, Boiins B coctaB cyObeanHuUIL
pubOCOM, BEIXOAWT B IUTOIIa3My. Ee Monekyssl cocTosT U3 3 — 5 Thi-
CSY HYKJICOTHJIOB.

2.2. OCOGCHHOCTH réHoMa 3yKapHOT

I'enoM mpokapHOTHUECKON KIETKH OPTaHU30BaH B BUAE HYKJICOH-
1a, T.€. KOMIUIEKCa eIMHCTBEHHOM KonbleBor Monekynsl JIHK ¢ Heruc-
TOHOBBIMH OEJTKAMH M XapaKTepU3yeTCsi OTHOCUTEIHHO HEeOONbLINMU
pasmepamu. Harmpumep, renom kuteanoi nanodku (E. coli) mpencras-
neH koibleBoi monekynon JJHK nnunoi okono 1mm. Okomno 95 % JHK
MPOKApUOT aKTUBHO TPAHCKPUOHMPYIOTCS B KaXKABIH JaHHBIA MOMEHT
BpeMeHHU. [ eHBI MPOKapHOT COCTOAT LIEIMKOM M3 KOTUPYIOIINX MOCe-
JIOBaTEILHOCTEMN.

VY sykapuoT 00beM HacJIeICTBEHHOr0 MaTepuaia 3HaYUTEIbHO
Oombmie. Y denoBeka obmas qmHa JJHK B nunmonaHom Habope Kie-
TOK cocTaBisieT okoio 174 cMm. I'eHoM udenmoBeka BKIIOUaeT MprOIU3H-
tenbHO 30 000 reHos.

B ornnume oT nmpokapuoT, Y 9yKapHOTHYECKHX KJIETOK OIHOBpE-
MeHHO TpaHckpubupyercs ot 1 % mo 10 % JJHK. Cocras Tpanckpudu-
PYEMBIX IIOCIENOBATENBHOCTEH 1 MX KOTMYECTBO 3aBUCST OT THIIA KJIET-
KW U CTaJIMW OHTOreHe3a. 3HAUMTENbHAs YacTh HYKJICOTUAHBIX MOCIe-
JIOBaTEIbHOCTEH y 9yKapuoT He TpaHCKpuOupyercs: BooOme. ['eHom
AYKapHOT BKIIOUAeT uzowvimoyryro J{HK. borbIoit 00beM HaclIeCTBeH-
HOT'O MaTepraja 3yKapuoT OObSCHSETCS CyLIECTBOBAHUEM B HEM VHU-
KANbHBIX, YMEPEHHBIX U 8bICOKO NOBMOPSAIOUWUXCS NOCTE008AMENLHOC-
meii. YepenoBaHue YHUKAIbHBIX W TOBTOPSIOIIUXCS ITOCIEIOBATENb-
HOCTEH crienuUIHO AJIs KaXKI0r0 TeHOMA.

YuukansHbie nocaenoBatensHoctd JJHK — Te, xoTtopsie BcTpeua-
IOTCsI B TEHOME OIMH Pa3. ITO ONHOKOMUKUHBIEC CTPYKTypHbIE T€HbI, pac-
TIOJIO’KEHHBIE B 3)XPOMAmMUHe.

YMEpEeHHO MOBTOPSIIOIIKECS OCIEAOBATENIBHOCTH — T€, KOTOpHIE
BCTPEYAIOTCS] MHOTOKPATHO (HAIpUMep, B TEHOME MBIIIH BCTPEYAIOTCS
c gactoroit 10°— 10° pa3 u obpasyror okoino 20 % renoma). K Hum ot-
HocsATCs reHbl, kouTponupytoume cuate3 pPHK, TPHK, 6enkoB — ruc-
TOHOB. Take MOBTOPBI pacHpeneyieHbl 10 BCEMY TEHOMY.
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Bricoko noBTOpsitomyecs: NocienoBaTenbHOCTH — BCTpEYaroIIne-
Cs1 B TEHOME C O4eHb OONBILION YacToTOH (HarmpuMep, B TCHOME MBITIH —
¢ wactoroii 10° pa3). BbICOKO MOBTOPSIOIIMECS MOCIEIOBATEIBHOCTH
KOPOTKHE; pacnojararrcs manoemto (IpYr 3a JPYyroM); B OCHOBHOM,
B T€TEPOXPOMATHHE, OKPYKAIOIIEM LIEHTPOMEPHBIE YUACTKH.

N366ITOYHOCTE TeHOMA DYKapUOT OOBSICHACTCS TAKKe DK30H-MHT-
POHHOH OopraHu3anuell OONBIIMHCTBA SyKapHOTHUYECKUX TeHoB. B Ta-
KHX TeHaxX 9K30Hbl (KOOUPYIOILIME YUaCTK!) IPEPHIBAIOTCS UHMPOHAMU
(He KomUpyOIMMH ydacTKamu). KomnuecTBO MHTPOHHBIX yYacTKOB
BapbUpPYyET B pa3HbIX TeHax. Hampumep, ycTaHOBIEHO, UTO IF'eH OBaJIb-
OyMHHA Kyp BKIJIIO4aeT 7 HHTPOHOB, a T€H MIPOKOJIareHa MJIEKOMHU Talo-
mmx — 50. UHTpoHB! B nponecce co3peBanud MPHK ynanstorcs us
TpaHckpubupoBanHoii MPHK u He mcnone3yrorcs Ui KOOUPOBAaHUS
AMHHOKHUCIJIOTHBIX ITOCIICIOBATEIBHOCTEH OENKOB.

Oynkunn Momuamel JJHK, koropas cocraBnser 3HaUUTENbHYIO
4acTh FeHOMa 3YKapUOT, PEIUIMIUPYETCs, HO HE TPAaHCKpUOUpYeTCsl, B
HacTosLIee BpeMs OKOHYATENbHO He BBISICHEHBI. CyIIECTBYIOT IPEAIIO-
nokeHus o0 ompeneneHHoM 3HadeHuu takod JIHK B obecneuennu
CTPYKTYpHOH OpraHM3al{ XpOMaTHHA M 00 y4acTHH HEKOTOPHIX He-
TPaHCKPUOUPYEMBIX HYKJICOTHIHBIX IOCJIENOBATEIbHOCTEH B peryis-
LU 3KCIIPECCUH TEHOB.

I'enbl 5yKapHoT nensTcs Ha:

— CIpYKIYPHbie, KOTOPBIE KOMUPYIOT Oenkn-(hepMeHTsI, THcToHbL, PHK;

— yHKYUOHANbHbIe, TIPECTABICHHBIC IBYMS TUIIAMHU:

a) TeHBI-MOIYISATOPHL, T.€. U3MCHSIOIINE ICHCTBUE CTPYKTYPHBIX
T€HOB (MHTHOUTOPBI, THTEHCHU(HUKATOPEI, HHTETPATOPBI, MOTU(UKATOPHI);

0) TeHBI, PETYIUPYIOIIHe paboTy CTPYKTYPHBIX TE€HOB (pErymsTo-
PBI, OIIEPATOPHI).

2.3. FeHeanecxaﬂ POAD HYKAE€HHOBBIX KHCAOT

B Hamm aHM 00IIEN3BECTHO, YTO AE30KCUPHOOHYKICHHOBAS KHC-
nora (AHK) — HocuTens HacneacTBeHHOM HHPOPMAIUH Y BCEX IPOKa-
puoT u 3ykapuotT. Ho B nepBoii nonoBruHe XX BeKa HCCIEI0BATENIMU
pemIaicsi BOmpoc 0 XUMHUYECKOW MPpHUpoZe CyOcTpaTa HacIeACTBEHHOC-
TH 1 U3MEHYUBOCTH. [IepBOHa4YaIbHO BBICKA3bIBAINCH IPEATIONOKEHUS
B TI0JIb3Y OEIKOB.

B 1928 rony ©.I'pud dut npeanonoxui reHeTUIecKyto poib HyK-
JIEMHOBBIX KHCJIOT, TOCTABUB OIBIT HA THEBMOKOKKAX, B KOTOPOM Ha-
Orofanoch M3MEHEHNE HEKOTOPHIX HACIEACTBEHHBIX CBOWCTB OJHOTO
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0aKTepUAILHOTO IITaMMa TIO/] BIUSHUEM MaTepHala, Oy4YeHHOTO U3
yOHUTBHIX HarpeBaHUEM KJIETOK IPYyroro mraMmma (TpaHcgopmarius).

Xumudeckas IpUpoia BEIIeCTBa, TPaHCPOPMHUPYIOLIETO HACIe -
CTBEHHBIC CBOMCTBa OakTepHii, ObUIa ycTaHOBIEHA TONBKO B 1944 Tony
O. DiiBepu, 10KA3aBUIUM MPUHAJICKHOCTh JAHHOI'O BEIIECTBA K HYK-
nenHoBBIM Kucioram (JJHK).

Xepmmu u Yeits (1952 1.) nomyuusu npsiMble SKCIIEpUMEHTaIbHBIC
nokasarenbcTBa reHerndeckoi ponmu JJHK B ombiTax mo mpancoyxkyuu
y Oaxrepuii. OHM HaOIIOOAIM M3MEHEHHE HACJIEICTBEHHBIX CBOWCTB
OakTepualbHBEIX KieTok rpu nepenoce JIHK or ogHoro mramma k apy-
TOMY C ITOMOIIBI0 OakTeprodara.

Kpome Toro, mokazarennctBamu ydactus JJHK B oGecrieuenun
HACJEACTBEHHOCTH M U3MEHUUBOCTH SIBIIAIOTCA:

— coorBercTBUe conepxkanus JIHK mmonmgHocTn kierok (B coma-
TUYECKUX KIIETKaX €¢ BIABOE OOINbIIE, YeM B TOJOBBIX; B MOJUILION/I-
HBIX KJIETKaX OHO COOTBETCTBYET KOJMYECTBY HAOOPOB XPOMOCOM);

— noctosHCTBO copepkanust JIHK Bo Bcex TMmax coMaTHYECKHUX
KJIETOK OpraHu3Ma;

— SIBIICHHE TeHETHYECKOW PEKOMOMHAIINY Y OaKTEPUH MPH MX KOHB-
IOraluu, B XoJie KOTOpoi ocyiecTBiseTcs mpoHukHoBeHue yactu JJTHK
13 OAHOM KJIETKH B APYT'YIO U U3MEHEHHE CBOMCTB MOCIIEIHEH;

— HHQUUHPYIOIIAas aKTUBHOCTH M30JIUPOBAHHOW HYKIECHUHOBOM
KHCIIOTBI BUPYCOB.

2.4. Ilepeaaua ungpopmannu B KreTKax

W3 KoHIeNnuuu reHeTHYeckoro KoAa BBITEKAET MPENCTaBIEHHUE O
CYILIECTBOBAaHUM CHUCTEMBI mepenadn MHpopManuu. HacnencTBenHas
nH(pOpPMALIUS O CTPYKTYpPE KJIETOYHBIX OCJIKOB 3aKOAMPOBaHA B HYKJIEO-
TUIHOU nocnenoBaTenbHocTH KietouHoi JIHK ¢ momomibsro yepsipex-
OykBeHHOTO andaBuTa. B aMUHOKHCIOTHBIX MOCIENOBATEIBHOCTIX
OenkoB 3Ta MHGpOpPMALUs «IIepenrucana» ¢ noMoup 20-0yKBeHHOTO
andasura. ['enernueckuit kox, mo cnoam @.Kpuka, ycranaBnupaer
CBSI3b ME&XKJY ABYMS BEJTMKHMH SI3bIKAMU — S3BIKOM HYKJIEHHOBBIX KHC-
JIOT ¥ SI3BIKOM OEJIKOB.

Konuenuust HacnenoBaHusi WH(OpMaLHMK JIGKUT B OCHOBE TOTO
npencrasienust, koropoe . Kpux (1985 r.) Hazpan «yenmpanvhoii doe-
MOU MOAEKYIAPHOU OUOTO2UUY.

[IyTe mepenaun reHeTHUECKON HHPOPMATUK MKy Onoioruyec-
KHUMH MaKpOMOJIEKYIaMH, TPOTEKAIOUIeH B JTIOOBIX KJIETKaX, MOXET
OBITH MIPEICTaBIICH CIENyIOUIeH CXEeMOii:
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Pennukanus

<F D TPaHCKPUIILIHUS TPaHCISIHS

JTHK & uwPHK —0 5 0eaok
obparHas
TPaHCKPHITLIUS

Pernukariust, TpaHCKPHUTIIHS, TPAHCISIUS — 3TO PEAKIIUH MAmpuy-
HO20 cuHmesa.

Mampuunvimu Hazvisaromes peakyuu, 20e 00HO XUMUYECKOe CO-
eOQuHeHUe Cyrcum mampuyell 01 nocmpoenus opyeoeo. JIroooit mat-
PHYHBIA MPOIECC BKIIIOYACT CIIEAYIOIINE CTAIUH:

— uHUYyuayus (Ha4aso pocTa LemH);

— anoHeayus (YIUTAHEHHUE TICTIH );

— mepmunayusi (OKOHYAHHE POCTA IICTIH).

2.4 1. Penaukamua JJHK

I'eneTnueckas mporpamMma OpraHU3MOB 3aMKcaHa B HyKJI€OTHIHON
nocnenosatenbHocT JJHK. CrnenoBarensHo, 11 cCOXpaHEHNs YHUKaIIb-
HBIX CBOWCTB OpraHM3Ma HEOOXOOMMO TOYHOE BOCIIPOM3BEACHHE 3TOM
MOCIEAOBATENbHOCTH B KaXIOM IOCJICAYIOUIEM MOKOJIEHUH (KJIEeTO4-
HOM M OpTaHU3MEHHOM).

OnHUM 13 OCHOBHBIX CBOMCTB MaTepHalia HaCJIEACTBEHHOCTH SIB-
JISIETCSI €r0 CIIOCOOHOCTD K CAMOKOIMPOBAHHIO — peniuKayuul. ITO CBOM-
CTBO 00ecreYnBaeTcsi 0COOEHHOCTSIMA XUMHUYECKOW OpraHU3alid MO-
nexyn JHK, cocTosiiield u3 AByX KoMIIeMeHTapHbIX Lenel. B mpouec-
Ce peIIMKAallMM Ha KaXkI0M MOJWHYKJIEOTHIHOW I[eNH MAaTepHHCKOM
monekynsl JIHK cunTesupyercs kommieMeHTapHas e nens. B utore
n3 opHoM nBoiiHoN cinpanu JJHK obpasytorcs nBe naeH THaHbIE JBOM-
HbIe criupaiy. Takol cnocod yaBOeHHS MOIEKY, TPU KOTOPOM KaxKast
JIOYEPHSISI MOJIEKYJIa COAEPIKUT OJHY MAaTEPUHCKYIO U OHY BHOBb CHH-
TE€3UPOBAHHYIO LIEMb, HA3BIBAIOT HOMYKOHCEPEAMUGHBIM.

EauHnnen pennyukanuy ABIsIETCS peniukoH, T.e. y4aCTOK MOJIEKy-
ae1 IHK or Touku Hayana omHOM peruiMKaluM 10 TOYKU Hadajia Apy-
roi. JJHK nmpokapuorndeckoil KJIETKH COAEP>KUT OIUH PEIIIMKOH, a
9yKapuOTUYECKOH — MHOTO.

Mexanusm perunkanuu JJHK y nmpokapnoTr u 3ykapHOT CXOIEH,
pa3nuyus KacaroTcs Tuiib (epMEeHTATUBHOM cucTeMsbl. Pacruieratorcs
nenu JIHK u k kaxmoll nM3 pasnenuBIIMXCS LENeH MPHUCOSTUHSAETCS
JHK-cBs3p1Batomuii 6enok, npensTCTBYIOUIMNA BOCCOSANHEHHUIO LICTIEH.
BzanmoneiicTBue epMeHTa ¢ TOUKONH Havajga PEINTUKALIUN — 3TO UHU-
Yyuayus penTuKayuu.
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Ob6nacti pacxoXJIeHUs MOJMHYKICOTHIHBIX LeTeil B 30HaX pel-
JIUKAINH HA3BIBAIOT PeniuKamuervimuy eunkamu. B kaxmoi takoil 00-
nactu npu ydactu Gepmenta JJHK-monmumepassl cuHTE3UpYIOTCS AO-
yepHue nenu AByx HoBbIX Monekyn JIHK. B nponecce cunresa perun-
KaTHUBHasl BUJIKA IBUKETCS BIOJIb MAaTEPUHCKON CIHMpAH, 3aXBaThIBas
Bce HOBbIE 30HKEI. CuHTe3 nouepuux nemneit JJHK uner Ha obenx ersix
MatepuHckor monekyasl JJHK. Ilpu 3ToMm onHa u3 nenei permumnupy-
€TCsl HeMPEPHIBHO B HAIIpaBiIeHHH oT 5' k 3!, T.e. B HaNpaBIeHUH perl-
JMUKaTUBHOW BWJIKH, a Apyras — NpepbIiBUCTO (c oOpazoBanueM ¢par-
MeHToB OKa3aku) B HaIIPaBJICHUH, IPOTUBOIOIOKHOM JABHKEHHUIO Pell-
JMKaTHBHOW BHJIKH, HO Takke oT 5' k 3'. [lepBas nens nomy4usia Ha-
3BaHHUE udUpyiouyell, a Bropas — 3anasoviéaioujeli. DparMeHTsI 3anasz-
JBIBAIOMICH IIeTH COeqUHSIOTCS ¢ moMonlbio epmenta JJHK-nmurassr.
B pesynsrate nocnenoBatenbHbIX TPUCOSTUHEHUH HYKIEOTHAOB Y/IIH-
uatorcs nenu JAHK. D10 — anoneayus.

TepMmuHaIMs perMKanuy — 3To npekpamenue cuareza JJHK.

V¥ npoxkapuor, JJHK KOTopeIX HMEET KONBLEBYIO CTPYKTYpY, HHH-
HUanus perIuKauy HAYMHAETCsl B OHOM TOUKE KOMbIa, a 3aTEM B ABYX
HaIpaBJIEHUAX ABMXKYTCS ABE PEINIMKAaTUBHBIE BUJIKH JJO BCTPEUN MEXK-
ny co0oil. B Touke BcTpeun BUIIOK AByXUenodeuHble koibuessie JJHK
Pa3beIUHAIOTCA.

KoneuHbIM pe3ynbTaToM mpolecca perjinKaluu SBisiercs oopa-
3oBaHue AByX Monekyn JIHK, HykieoTnaHast NOCaeq0BaTENbHOCTD KO-
TOPBIX UAECHTUYHA TaKOBOW B MaTepUHCKOM ABoiHOW cnmpanu JJHK.
PaccMoTpeHHBI BBIIIE MEXaHN3M PETUIMKALIMH OTIIMYAETCs Ype3BbIYai-
HO BBICOKOM TOYHOCTBIO BocmpousBeneHus crpykrypsl JHK. Ilpu yo-
Boeann JIHK ommOKky BO3HMKAIOT ¢ HU3KOW YaCTOTOH (B CpEmHEM C
qacToToil 1x10° KOMIIEeMEHTapHBIX Map OCHOBaHMiT). YacTh ommooK,
kotopeie B JIHK Bce-Taku BO3HUKAIOT, YCTpaHIIOTCs Onaronaps pemna-
panuu, T.€. MOIEKYISIPHOMY BOCCTAHOBJIEHHIO MCXOJHON HYKJIEOTH-
Ho# nocienoatenbHocTH JIHK.

2.4.2. Tpauckpunuus

[Mepenoc undopmanuu or nByxuenodednoin monekynsl JJHK k
onHouenoueunort PHK, T.e. cunres PHK na marpune IHK, Ha3riBaer-
Csl mpancKkpunyuet.

TpaHCKpUNIM A HUKOTAA HE HAUMHAETCS M HUKOT1a HE 3aKaH4MBa-
ercs B mobom mecte JIHK-marpunsl. Ha marpuie umerorcs cnenugu-
YecKHe CTapToBbIe TOUKU. CTapToBOM ToUKoH cunTatoT Hykieorua JJHK,
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KOTOpPOMY COOTBETCTBYET HEPBBIA HYKJICOTH[, BKIIOYaEMBIH (hepMeH-
toM B PHK-Tpanckpunrt.

Monekynsl PHK «cunTeiBatoTcs» ¢ OnpeneneHHbIX y4acTKOB Xpo-
MocomHO# JIHK, Ha3pIBaeMbIX mpanCKpUnyuOHHbIMU eOUHUYAMU
(mpanckpunmonamu).

TpaHCKpUNITOH BKJIIOYAET:

— npomomop;

— MPAHCKpUOUPYEMY10 noC1e008amMeNIbHOCMYb;

— mepmMuHamop.

IIpomoTOp COCTONT U3 CAWTOB y3HABAHUS, CBA3BIBAHUS U MHUIIHA-
nuu. OH obecrnieunBaeT nmpaBuiibHOE IpucoenuHenue ¢pepmenta PHK-
MOJIMMEPa3bl, KOTOPBI OCylIeCTBIsAET TpaHckpunuuto, k JJTHK.

Tepmunatop obecrieunBaer orcoennHeHne PHK-nonmnmepassr ot
monekynsl JJHK, xorna «cunTeiBaHue) reHa 3aBeplieHo.

2.4.2.1. Hungnagns rpanckpanygnn

Jiist Toro 4yToObI (hepMEHT y3HaBaJ CTAPTOBYIO TOUKY, JOJDKHA CO-
xpansatbesa npycnupanbias JHK. Cunres ”PHK naunnaercs ¢ obna-
pyxenus PHK-nonumepasoit npomoropa.

[locne npucoeaunenus k npomoropy PHK-nonumepasa packpy-
yyBaer npunexamuii Butok cnupanu JHK. [Ise nenn JTHK B 3TOM
MECTE PacxolsaTcs, U Ha OAHON U3 HUX (PEPMEHT OCYILECTBIISIET CUHTE3
PHK. C6opka prnOOHYKJICOTHIOB B LIENb MPOUCXOOUT C COONIONEHUEM
nx koMIuieMeHTapHocTy Hykieoruaam JIHK, a Taxxe anTunapanens-
HO 110 oTHoweHMIo kK MatpuuHoil nenu JJHK. B cBs3u ¢ tem, uto PHK-
noJIMMepasa CrocoOHa coOMpaTh MOMTUPHUOOHYKICOTH T JIUIIb OT 5'-KOH-
1a K 3'-KoHILy, MaTpUIICH A TPAHCKPHITIUH MOXKET CIY>KUTh TOJIBKO
onna u3 aByx nenei JJHK, a umenHo ta, xoropas oOpamieHa Kk ¢epmeH-
Ty cBOUM 3'-KOHIIOM. AHTHIIApaUICIbHOCTh COSAMHEHUS JIBYX ITOJIH-
HykjeoTuaHbIX Lened B Monekyne JJHK no3somser PHK-nonumepase
MpaBUIBHO BEIOpaTh MaTpuny i cunte3a PHK.

WHunmanus TpaHCKpUIIUK 3aKkitodaeTcs B pacniozHaBannn PHK-
MoNMMMepa3oil mpoMoTopa, npucoenuHennu dpepmenta k JJHK u cOop-
K€ IIEpBBIX HECKONbKUX HykieotunoB PHK.

2.4.2.2. dronragns TpaHckpuiuun

Herxymascs saons nenu JHK PHK-nonumepasa aeiictyer mo-
JIOOHO 3aCTeXKKE MOIHHH, PACKpPhIBas TBOMHYIO CIIHpaib, KOTOpas 3a-
MBIKaeTCs mo3aau (hepMeHTa 1o Mepe TOro, Kak COOTBETCTBYIOIIUE HYK-
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neoruasl PHK cnapuBarorcs mo mpUHLIKITY KOMIZIEMEHTAPHOCTH C HYK-
neorunamu JJHK. PHK-nonumepasa ynnmunser nens PHK, npucoenu-
Hsisl puOOHYKJICOTH B! K 3'-KoHIly Monekyibl PHK.

2.4.2.3. Tepmunagns rpanckpunygnn

[Iponsurasce Bpons nenu JHK, PHK-nonumepasa ocymectsius-
€T MOCTENEHHOE TOYHOE MEepenychiBaHIe HHPOPMAINH 10 TeX MOP, MOKa
OHa HE BCTpedYaer Crenu(UUIECKyI0 HYKICOTHIHYIO MOCIeqOBaTENb-
HOCTb, T.€. TEpMHUHATOpP TpaHCKpunuuu. B atom ydyactke PHK-nmonume-
paza oraensgercs kak or Monekyns! JJHK, Tak u oTr BHOBB CHHTE3HpO-
BaHHoI PHK.

2.4.2.4. Hugopmaunonnas PHK

Hngpopmanmonnas PHK (MPHK) y Bcex ®HUBBIX OpraHU3MOB BBI-
MOJTHSAET OAHY (PYHKUIHIO: IEPEBOJUT MOCIEA0BATEILHOCTh HYKIIEO-
THJIOB B MOCJEIOBAaTEIbHOCTh aMUHOKUCIOT, T.e. UPHK — 310 TO-
CPEAHHK MEXIY I€HOM, COAepXalluM WH(QOPMAIUIO O MEePBUYHOU
CTPYKType Oellka um puOOCOMOM, OCYHIECTBISIONEH cOOpPKY OenKo-
BOM MOJIEKYIBI.

B coctase Bcex n”PHK MOHO BBIIENUTH KOMUPYIOIIUE YIACTKH,
MpeacTaBisiomue Habop KOZOHOB, KOTOpbIE MHU(PYIOT MOCIEIOBA-
TEIBHOCTH AMUHOKHCIIOT B nientuje. Kak mpaBuio, 3T y4yacTKy Ha-
YUHAIOTCS CTapTOBBIM KotoHOM AV (y OakTepuii MHOTA UCHIOTb3Y-
etcst komoH ['YT'). Ha xoHIIe KogupyroIel mocieaoBaTenbHOCTH pac-
nojaraercs TepMUHHUPYIOMUI KomoH. [loMMMO KOIMpPYIOMHKX y4acT-
k0B, B MPHK Ha 00oux KoHIIaX MOTyT pacrojararbcs IOMOTHUTENb-
HBIC M1OCJIENOBATEIBHOCTH.

B cBs131 ¢ TeM, 4TO MPOKapUOTUUECKUE T'eHbI LIETTMKOM COCTOAT M3
HYKJICOTUAHBIX ITOCIEAOBATEILHOCTEH, YUAaCTBYIOIIMX B KOOUPOBAHUHI
nHpopmaruu, Tpanckpudbupyemsie ¢ Hux PHK cpasy mocne cuaTesa
CTHOCOOHBI BBITIONMHATE (DYHKITUIO MaTPHIIBI IS TPAHCISITUAH. A TTOCKONb-
Ky OOJIBIIMHCTBO T€HOB 9YKapHOT NPEPBIBUCTHI, T.€. UMEIOT SK30H-MHT-
POHHYIO CTPYKTYpY, IEpBUYHBIE TPAHCKPUIITHI, CuHTe3upoBaHHbIe PHK-
MONMMEPA30i, IPEKIE YeM BBIATH U3 spa U Ha4aTh aKTUBHO (PYyHKLIHU-
OHHUPOBATh B LIUTOIUIA3ME, [IOJBEPTaIOTCs npoyeccuney (T.e. co3peBa-
HHUIO) U peBpamatorcs B 3penbic ”PHK.

[Iponeccunr nmpeamnonaraer MOAU(PULHUPOBAHUE IEPBUYHOIO
TPaHCKpUNTA U cniaticune, T. €. ylaJeHUe U3 HEro HHTPOHOB C MOCIIe-
IYIOIIUM COEINHEHNUEM 3K30HHBIX Y4aCTKOB.
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2.4.3. I'enernueckuii Kog M ero XxapakTepHCTHKA

[lepBu4YHO Bce MHOTOOOpa3ue )KU3HU O0YCIOBIUBAETCS pa3HOO0-
pasueM OSKOBBIX MOJIEKYIT, BHITOTHSIONINX B KJIETKaX pa3InIHbIC O10-
nmorudeckue ¢yHkmuu. CTpykTypa OCIKOB Ompesensercs HaOopoM U
MOPSIAKOM PACTIONOKEHUSI AMUHOKHUCIIOT B UX MOJUICTITUAHBIX IETISX.
HmenHo 3Ta mocenoBaTebHOCTh aMUHOKHUCIIOT B Oelkax U 3aImdpo-
BaHa B Monekynax JIHK ¢ moMorpio reneTnueckoro koaa.

Tenemuueckuil k00 — eOuHasl cucmemda 3anuci HAC1e0CmMEeHHoU
UHpoOpMayuy 8 MONEKYLAX HYKIEUHOBBIX KUCTIOM 8 8UOe NOCIe008aMelb-
HOCMU HYK1e0mUuo08.

B 1954 rony I'I'amo0B BBICKa3ai NpeRONOKEHNE, YTO KOOUPOBa-
Hue uHpopMmarmu B Monekynax JJHK momkHO ocymiecTBIsAThCS coue-
TaHUEM HECKOJIbKUX HYKJIeoTuI0B. KOomoBhIl clioBaph B €ro COBpEMEH-
HOM BuJie cocTaBiieH B 1965 rony. ['eHeTnueckuit kog OCHOBaH Ha HC-
MOTB30BaHMY an(aBUTa, COCTOAIIETO U3 YEThIpeX OYKB — HyKJICOTH/IOB,
OTIMYAIOIIMXCS a30THCThIM ocHOBauueM: A, T (V), I, 11.

Ceoiicmeamu 2eHemuueckozo K0oa A6aAMCA:

1. Tpunnemnocms — OAHON aMUHOKHUCIIOTE B ONUIENTUAHON LIEIU
COOTBETCTBYIOT TPU PACHONOKEHHBIX PAJOM HYKJICOTHIAa MOJICKYIIBI
JHK (uPHK) 1.e. Tpuruier unu komoH. Becero BO3MOXKHBIX TPHILIETOB
HYKJICOTHIOB — 64 (4°). Tpu TpuIieTa u3 HIX aMHHOKHCIIOTHI HE KOJIH-
PYIOT, OHU SIBISIOTCS MEPMUHUPYIOWUMY KOOOHAMU, T.€. CTON-CUT'HA-
JlaMH, MpeKpalaloiMK CUHTE3 MOJUIENTHAHON nenu. B Monekyne
nPHK sto: YVAA, VAL, YVI'A,a 8 JHK — ATT, ATL], ALT.

2. Bwipoowcoennocms (u3061moyHOCMb) — OMHY aMHUHOKHUCIIOTY
MOT'YT KOJHPOBaTh HECKOJIBKO TPHUIUIETOB, IIOCKOJIBKY OenokoOpasyro-
IIMX aMUHOKHCIIOT 20, a KONMYECTBO KOAOHOB, KOAUPYIOINX aMUHO-
KHCITIOTBI — 61.

3. Henepexpuleaemocms — OMUH HYKIIEOTU] BXOAUT B COCTaB TOMb-
KO OJJHOTO TPUILJIETA MPH 3aJaHHON PaMKe CUNTBIBAHMSL.

4. Vuueepcanbnocms — 'y BCEX KUBBIX OPTaHU3MOB OJMHAKOBBHIE
TPHUILIETHl KOAUPYIOT OAMHAKOBBIE aMHUHOKHUCIIOTHI.

5. Cneyuguunocms — KaXXIbli TPUILIET CIIOCOOEH KOTUPOBAThH
TOJIBKO OZIHY ONPEAEIECHHYIO aMHHOKHCIIOTY.

6. Henpepuvignocms — KOA HE IMEET 3HAKOB NMPENUHAHUS.

7. Konuneapnocms — MOCII€NOBATEILHOCTh HYKJICOTHIIOB B I'€HE
TOYHO COOTBETCTBYET IOCJIEAOBATEILHOCTH AMUHOKHCIIOT B OEJIKe.
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Tadaua reHeTHYecKoro Koma

2
1 U C A G |3
Phe Ser Tyr Cys |U
Phe Ser Tyr Cys |C
U Leu Ser STP STP |A
Leu Ser STP Trp G
Leu Pro His Arg (U
C Leu Pro His Arg [od
Leu Pro Gln Arg | A
Leu Pro Gln Arg |G
lle Thr Asn Ser |U
A lle Thr Asn Ser |C
lle Thr Lys Arg |A
Met Thr Lys Arg |G
Val Ala Asp Gly U
G Val Ala Asp Gly C
Val Ala Glu Gly |A
Val Ala Glu Gly G

2.4.4. Tpaucaauusa

Tpancaayusa — smo nepenoc uHghopmayuu om HyKJ1eomuoOHol no-
cnedosamenvrocmu uPHK k onpedenennou amMuHOKUCIOMHOU noce-
006amMeNbHOCMU COOTMBEMCMBYIOUe20 benxa.

B npouecce Tpancnsauuu Hapsay ¢ uPHK ygactsyror Tax:xe TPHK
u pPHK.

Tpunnerst ”PHK u cooTBeTcTBYIOIMME aMUHOKHUCIOTHI HE BCTY-
MAIOT B HEMOCPEICTBEHHOE B3aUMOJEHCTBHE IPYT C IPYTOM, CBSI3b MEXK-
Iy HUMH ocymectisercs npu yuactuu TPHK, kortopbie goctaBmsior k
MECTy CHHTe3a Oenka, T.e. K pudbocoMaM CTPOro ONpeneieHHbIE aMUHO-
KHCJIOTBHI.

OyHkunoHanpHoe 3HaueHue moiekyn TPHK 3akmrouaercs B
obecriedeHNH crequpuUecKkoro y3HaBaHus naHnHoro kogona nPHK
cooTBeTcTBYIONIeH aMuHoKucnoTol. Tpancnoprtaas PHK BeicTyna-
€T B POJIM «OMO3HABATEIBHOTO YCTPOICTBa», KOHTPOJIHUPYIOLIETO
TOYHOCTh Tporecca TpaHciasuuu, T.e. TPHK — nmocpennuk mexnay
uPHK n amunokucnoroil. MTHULManuu TpaHCISIUUU OPEAIIECTBYET
coenquaenne TPHK ¢ Tpancmoprupyemoii €10 aMIHOKHCIOTONH. DTOT
nporecc ocymectiusier GepMerT amuroayur-mPHK-cunmemasa
(st KaXkI0M aMHHOKHCIOTHI CBOW (PEpPMEHT) C HCIOIb30BaHHEM
snepruu ATO.
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Pu6ocomansusie PHK sBisIOTCSt CTPYKTYpHBIMH KOMITOHEHTAMHU
pubocom. Ouu obecneunBarot csizpiBanue pudocom ¢ nPHK, a Taxxke
obecnieunBatoT B3aumozencTeue pudocomsl u TPHK.

B pubocomax nmeercs ase 6oposaku. OnHa U3 HUX yAEpKHBAET
MONMUNENTUAHYIO 1enb, apyras — uPHK. B pubocomax BbIIEnsIOT Tak-
ke JiBa ydactka, csasbiBatormx TPHK. B avunoayunvnom (A-yuacm-
xe) pazmentaercs TPHK, Hecymas ouepenHyto (ompeneneHHyI0) aMu-
Hokucnory. B nenmudunonom (Il-yuacmke) pacnonaraercs TPHK, xo-
Topasi Harpy)KeHa pacTyineil 0enkoBoi 1enbr. ObpazoBanue A- u [1-
YYacCTKOB 00ecrednBaeTcsi 00EUMH cyOuacTUIIaMU PHOOCOM.

Kak 1r000#f MaTpuyHBIi TpoLiecC, TPAHCIALUS IPOTEKAeT B TPH
(a3l ”HULUALUS, SIIOHT AN, TEPMUHALINS.

2.4.4.1 Hunpnapna rpancaagnn

Wunnmnanus 3akmodaercs B 00pa30BaHUU MHULUHAPYIOIIETO KOM-
TieKca (TpaHCIupyromeid pubocoMbl), KOTOPBIA MPEACTaBIsACT COO00M
komrmuiekec UPHK ¢ pubocomoii, tne oba nenrpa pudocomsl (A- u I1-
yuacTku) 3aHs1Tel TPHK ¢ amuHOokucnoramu. [Ipoucxonut 3to cienyro-
muM 00pazoM. OObenUHSIOTCA JBE, HAXOIAIIMECS B UTOIIIa3Me Mo-
PO3HB, cyOuacTuisl pubocombl Ha ompeneneHHoM ydactke MPHK u k
Heil npucoenunsercs nepsast TPHK ¢ amunokucnoroil. Manas cyo4ac-
tuna pudocomsl coequnsercs ¢ UPHK takum obpazom, uto cmapmo-
6bitl K00oH AYT', ¢ KOTOpOro HauWHAETCS TPaHCILIUs JIFo0oro Oelnka,
pacrmonaraercs B 001acTtH, coorBercTBytomiei [1-ygactky. K atomy crap-
TOBOMY KOIOHY U mpucoenunsercs kommiementapao TPHK, necymas
METHOHUH, OCKONBKY TpHIuieT AV konupyeT METHOHUH. 3aTeM Ipo-
MCXOUT 00beTMHEHNEe OONBIION M MaJIOi CyOYacCTHIIBI pHOOCOMEI, U B
ee A-yuactke k konoHy UPHK mpucoenuHsercsi COOTBETCTBYOIIAS
TPHK c To#1 amuHOKHCHOTOMN, MH(POPMALIUS O KOTOPOU COAEPIKUTCS B
cocenaeM ¢ AYI Tpumere uPHK.

2.4.4.2. Ironraunsa Tpanciaoun

SJ'IOHFaLH/IH — OTO IOCICAOBATCIIbHOC BKIOUYCHHUEC aMHWHOKHCIIOT-
HBIX OCTAaTKOB B COCTaB paCTyLueﬁ OenKoBOI OCIIN. OTta (1)333 BKJIIO4YacT
BCC pCaKknuu OT MOMCHTAa 06paBOBaHI/I$I HCpBOﬁ HCHTI/IZ[HOﬁ CBA3U OO0
MNPpUCOCAUHCHUA K 0enKoBoit OCIu HOCJ'ICZ[HCﬁ AMHWHOKHCIIOTHI.

Ilocne 06p3,30BaHI/I$I WHUIHUHUPYIOLICIO KOMIIJICKCA obe MOJICKYJIbI
TPHK ¢ ammHOKHCIIOTaMU pacnojararorcsa paaoM U aMHUHOKHUCJIOTBI
OKa3BIBAIOTCS HACTOILKO ONHM3KO ApPYyT K Apyry, 4TO MCXKAY HUMHU BO3-
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HUKaeT NEeNTHIHAs CBA3b. 3aTEM OJHA aMUHOKHUCIIOTA TePsIET CBA3b CO
ceoeii TPHK (u3 Il-yuactka) u sta TPHK mokupmaer pubocomy Bcien-
ctBue nepemerieans pudbocomsl no UPHK na onun Tpumnner. Jannblii
TPUILJIET MPUXOIUT B KOHTAKT ¢ A-y4acTKOM, I/ieé K HEMY KOMIUIEMEH-
TapHo npucoenunsercs TPHK ¢ ouepenHoil aMUHOKHUCIOTOMN, TOH, KO-
TOpY!O 3TOT TpHIuieT konupyeT. IIpu stom TPHK, Harpyxennas pacrty-
el NOMUITENTUAHOMN LEenovKoi nepemenaercs u3 A-ydactka B [1-yda-
cTok. Takasi mocjuegoBaTeIbHOCTh COOBITUH MOBTOPSIETCS 10 TEX IOp,
MOKa B A-y4acTOK puOOCOMBI HE MOCTYNUT TEPMUHUPYIOIINHA KOJIOH.

Kaxxnpiil akT snoHranuu, KOTOpbId COMPOBOXKAAETCSI MIPUCOCIU-
HEHHEM K CHHTE3UPYIOLICHCS OENKOBOM LeNH OIHOW aMHHOKHCIIOTHI,
COCTOMT, TAKMM 00pa3oM, U3 CIACAYIOIUX 3BCHbEB!

— y3HaBanue kogoHa HPHK antukononom TPHK ¢ coorBercTByt0-
el aMHHOKHCIIOTOM (TOM, KoTopyto nauHbIA Tpurier nPHK komupy-
er) u cBa3piBanue kogoHa nPHK cBoGomHoro A-ydyactka Ha pubocome
u anTukogoHa TPHK, Hecyliell Hy)XKHYI0O aMUHOKHUCIIOTY;

— 00pa3oBaHue MENTUIHON CBA3M MEXKIY O4EpeIHONW aMHHOKHC-
JIOTOW W KOHIIOM pacTyteii 0eixoBoit menu B I1-ygactke pubocoMmsr;

— mepemernienne pudbocoMsl Ha onuH TpuruieT mo nPHK; mpu atom
cBobonnas TPHK (6e3 amunrOkmcnoTs!) mokumaet [1-ygactokx pubdoco-
MBI U B HeTo niepemerniaercs n3 A-yaactka TPHK c pactymeii 6enkoBoit
IIENbI0, 3 B OCBOOOAMBIIHIACS A-ydacTOK TOMAAeT COOTBETCTRYIOIAS
TPHK ¢ ouepenHoii aMUHOKHUCIIOTOM.

2.4.4.3. Tepmunagna rpancaaunn

3aBepIilcHre CHHTE3a MOMUIENTHIAa CBA3aHO C y3HABAHUEM CIIc-
nuuIeckuM puOOCOMHBIM OSTKOM OJTHOTO M3 TEPMUHHUPYIOIIHX KOIO-
HOB (YAA, YATI, YI'A), korja TOT BXOAHT B 30HY A-y4acTka pHOOCOMBI.
3aBepIileHHas MONUTIENITHIHAS [IETTb TEPSET CBSI3b C PHOOCOMOIA, KOTO-
pas pacrajgaercs Ha JIBe CyOuacTHIIbL.

2.5. BﬂOTeXHOAOl‘Hﬂ. FeHHaH H KA€TOYHAA HHiKEHEPH:A

Buomexnonoeus — smo HayKa 00 UCNONb308AHUU HCUBLLX Op2caHUu3-
MO8 U OUON02UHEeCKUX npoyeccoe 6 np0u3600cmee.

buorexnonorus BO3HHKIIA HA CTHIKES MI/IKp06I/IOJ'IOFI/II/I, OMOXUMUHU U
6I/IO(l)I/I3I/IKI/I, TCHCTHUKHU U MOJ'ICKy.]IHpHOﬁ ICHCTUKU, TUTOJIOTUU U UMMY-
HOIIOTMH. BO3MOXKHOCTH OMOTEXHOIOTHH BEChbMa 3HAYUTEIBHEL. O)_'[HO n3
HaHpaBJ'IeHI/Iﬁ —3TO IPOU3BOACTBO € IIOMOILIBIO MUKPOOPIaHU3MOB U KYJIb-
TUBUPYCMBIX 3YKapUOTHYCCKUX KIICTOK OHOIOrHYECKU AKTUBHEIX cocau-
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HeHuit ((pepMEHTOB, TOPMOHOB, BUTAMHUHOB), JICKAPCTBEHHBIX Iperapa-
TOB (aHTUOMOTUKOB, BAKIIUH, BEICOKOCIICITU(UICSCKUX aHTUTEIN) H JIP.

B OMOTexXHONOTHH IUPOKO HCIOIBL3YIOTCS B HACTOSIIEE BPEMs
TeHHas U KJICTOYHAs WHKCHEPHSL.

Tennas unosrcenepust — pazoen MoneKyIApHOU OUONOUU, CEA3AHHBIIL C
YeNeHanpaseHHbLIM CO30aHUEM HOBbIX KOMOUHAYULL 2CHEMUYECKO20 Ma-
Mepuana, CnoCOOHOZ0 PAIMHONCAMbCA 8 KIIemKe U CUHINE3UPOB8Ab He0D-
X00umbitl memabdonum. VIcTIonb3ys METOIBI TEHHON WHYKEHEPHUH, CEroHs
MOXXHO «3aCTaBHUTh» T'€HBI YeIIOBEKA MITH KUBOTHOTO «paboTarTh» B KIIET-
KaX MHKPOOpPTraHW3Ma WIIH JPYroro oObeKTa W CHHTE3MPOBATH HYKHBIN
YeIIOBEKY MPOAYKT. | eHHast HHYKEHEepHs UCTIONB3YeTCsl B TEHOTEPAITHH.

Crircok OMONOrMYECKH aKTHBHBIX BEIIECTB, B KOTOPBIX 3aHTEPE-
COBaHA MEIHIIMHA U MPOMBIIUIEHHOE ITPOU3BOACTBO KOTOPHIX YK€ Ha-
JIAYKEHO WITU BIIOITHE PeaibHO B OyylieM, OOIUpPEeH: HHCYIHH, TOPMO-
HBI pocTa, MHTEpEPOHBI, BAKI[MHA IPOTHUB renatuta B, Gpaxropsr kpo-
Bu VIII u IX.

Mertons! TeHHOW WHXKeHepuH Obutn pa3paboransl B 60—70-x ro-
Jnax XX Beka. OHU BKIIFOHAKOT CIEAYIOLIME OCHOBHBIC ATAIIbI:

— TIOyYeHUE TeHETHIECKOTo MaTepraia (BblIeJIeHHe TPHPOTHBIX
T€HOB I XMMUYECKHI UX CHHTE3);

— BKJTIOUEHHE DTHX TeHOB B aBTOHOMHO PEIUTHIIAPYIOIIYIOCS TeHE-
THYECKYIO CTPYKTYpY (BekTop) u co3manue pexkomOmaanTHoH JJHK;

— BBeZeHne pekomMOnHaHTHBIX Monekyn JIHK B xierky-perumnu-
€HT W BKJIIOYEHHE €€ B XPOMOCOMHBIH amlmapar;

— or6op TpaHCHOPMHUPOBAHHBIX KJIETOK, B TCHOM KOTOPBIX 3aKJTIO-
Y€H MEePEHOCUMBIN TeH.

Knemounas unswcenepus — memoo, no38onarouuti KOHCMpPYUpo8amso
KJlemKu H08020 munda. MeTon 3aKito4aeTcs B KyJIbTHBHPOBAHUHU H30-
JUPOBAHHBIX COMATHYECKUX KJIETOK Ha MCKYCCTBEHHON MUTATEIhHOU
Cpene B PerylupyeMbIX YCIOBHSX, a TAKKe UX THOPUAN3ALINIO.

ComMaruyecKue KJIETKH HECYT B ce0e BeCh 00beM I'€HETHUECKON
WH(POPMAIINH, YTO JaeT BOBMOKHOCTh HCCJIENOBATh HA HUX TeHETHYeC-
KHe€ 3aKOHOMEPHOCTH BCETO OpraHu3Ma: HalpuMep, U3ydaTh MEXaHu3-
MBI JICHCTBHUS TCHOB M UX B3aUMOZCHCTBHS, YTO PACIIUPSIET BO3MOXKHO-
CTH TOYHOH JMAarHOCTHKH HACIIEICTBEHHBIX Oone3Hel Ha Onoxumuyec-
KoM ypoBHe. KJIeTouHyI0 HHKEHEPHIO HCTIONB3YIOT JIJISl KAPTHPOBAHUS
XxpoMocoM yenoBeka. CoMaTHUECKHe KIIETKH YeIOBeKa MONy4aroT W3
pasHBIX OpPraHoOB: KOXKH, KOCTHOI'O MO3Ta, KPOBH, TKAHH AMOPHOHOB;
Yalie BCero UCIoib3yOT KIETKUA COSNUHUTEIbHOM TKauu ((hubpodac-
ThI) U TUM(OIIUTHI KPOBH.
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BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Tlepeuncnute ocHOBHBIE XapakTepucTuku moaenu JJHK VYor-
coHa-Kpuxka.

2. KakoBbl OCHOBHBIE OTJIMYHS B CTPOCHHUH, (DYHKIUSIX, MECTOIO-
noxenuu JHK u PHK?

3. HazoBHuTE KOMIIOHEHTH! HYKJIEOTH/A.

4. Kakne a30THCTBIE OCHOBAHMS BXOIAT B COCTaB HYKJIEOTHOB:
a) 1HK; 6) PHK?

5. Kakue Hykneoruapl KonoHa (TIepBblii, BTOPOH, TPETHIi) BBITION-
HSIIOT OCHOBHYIO «CMBICJIOBYIO» (PYHKITHIO?

6. HazoBute dpynkmuu: a) JJHK; 6) uPHK; 8) TPHK; ) pPHK.

7. Kak Opu1a 0Ka3aHa TeHETUYECKAast POITb HYKJIEMHOBBIX KUCIIOT?

8. O0bscauTe noHsATUA «H30bITOUHOCTh JJHK», «yHUKaIbHBIE
nocnenoBarensHOCTH JIHK», «mmoBTOpSIONINiEcs mocieqoBaTenbHO-
ctu JJTHK».

9. Ha kaxue rpymiibl AT TeHbl B 3aBUCHMOCTH OT (PYHKITHAN?

10. Oxapakrepu3yiiTe MaTpUIHBIE PEAKIINH 1 HA30BUTE MX JTAIIBL.

11. Kakvie BUABI MOJIEKYIT B KJIETKE 00pa3yrOTCsI ITyTEM MaTPHIHO-
ro cuHTe3a?

12. Yrto Takoe TpaHCKPHUIITOH?

13. Kakyto ponb urpaert B mporecce Tpanckpununu pepment PHK-
rouMepasa?

14. B yeMm 3axmrodaeTcst CynHOCTh CIUTaicHHTa?

15. Ilepeuucnute OCHOBHbIE CBOMCTBA T€HETHYECKOTO KO/Ia M KpaT-
KO X OXapaKTepU3yHTe.

16. CxonmbKo OeTKOB MOYKET KOIMPOBATh OIIFH U TOT e ydacTok JIHK?

17. Besikoe 1 U3MEHEHHE MOCTIEN0BATEIbHOCTH HYKJIEOTHIOB CKa-
3BIBACTCS Ha CTPYKType u PpyHKINH Oemka? OTBET apryMEHTUPYHTE.

18. [lepeurcimTe AT TMpOITecca TPAHCIAIIAH.

19. Ilouemy TpaHCHAIMS IPOUCXOAUT B IIUTOIIa3ME, a HE B SI/IPE,
IJIe HaXOOUTCs HeoOxoammast s storo JJHK?

20. B geM 3akirogaercsi akTHBHPOBAHUE aMIHOKHCIIOT?

21. HanmmmmTe crapToBBIe M TepMUHHpPYOLTHe kogoHsl ”PHK mpo-
1 9YKapHoT.

22. Kaxkoii Bu HyKJICHHOBBIX KACIIOT SIBJISICTCSI MATPHUIIEH TSI CHH-
Te3a OeNka B mporiecce TPaHCISIUN?

23. JlaifTe onpeneneHre TepMUHAM «KOJIOH» U «aHTHUKOIIOHY.

24, Yto NpOUCXOAMT B: a) aMUHOAIMJIBHOM; O) HENTHIHIBHOM
ydacTkax pruOoCOMBI?

34.
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25. CkoJIbKO aMHHOKHCIIOT COAEPKUT OCJIOK, €CIIM KOAUPYIOIas
4acTh COOTBETCTBYIONIETO eMy reHa conepkutT 3000 HykiaeoTuaoB?

26. Yuactok HeTpaHckpubupyemoii nenu JJHK nmeer Hykneorua-
nyto nocnenoBatenbHocTh [ THATAIIAIIITI. Onpenenure y4acTok
monekynsl ”PHK, TpaHckpuOupyeMoii ¢ COOTBETCTBYIOLIETO y4acTKa
monekyns! JJHK.

27. CpenHuil MONEKYISpHBIH BeC aMHUHOKHCIOTHI okoiso 110, a
nykaeoruna — 300. Uto Tsoxenee, OeNOK WM KOHTPOIUPYIOIIHIA €ro reH?

28. Yuactok uenu JHK, cayxamuii Mmatpuneit aist oopa3oBaHUs
uPHK, Bxmtouaer cnenyromue nykiueorunsl: [ THHAAAILIA. Kakue
CBOOOIHBIC HYKJICOTUABI OYIyT HCIONIB30BaHbl A noctpoenns nPHK
Ha 3ToM yvyactke Moinekynbl JJHK?

29. CKONBKO COIEPIKUTCS aJICHUIIOBBIX, THMHIWIOBBIX U TYaHHU-
JIOBBIX HYKJIEOTHI0B BO (parmenTe Monekynsl JIHK, ecnu B Hem oGHa-
pyxeHo 800 MUTHUIUIOBBIX HYKIEOTUOB, cocTaBisromux 20 % ot 00-
IIero KOJMMYECTBA HYKJICOTHIOB B 3ToM (parmente JIHK?

30. Monekyna uPHK Bxirouaer 336 HyKJI1€0TUIOB, YUUTHIBAsI UHU-
LUHUPYIOIIUN U TEPMUHUPYIOIINN KOTOHBI. OMpeaenuTe Yucio aMuHo-
KHCJIOT, CYNTEIBaeMBIX ¢ JanHor nPHK.

31. Monekyna BHOBb CHHTE3MPOBAHHOTO Oenka comepxuT 120
AMHHOKHUCIIOTHBIX OCTaTKOB. M3BECTHO, YTO y4acTOK TpaHCKpUOUpye-
moii riern JIHK conepxut nBa matpona no 10 u 14 Hykieotuaos, co-
orBeTcTBeHHO. Ilepen tpancmsnueit B n”PHK npownsonuia myranus —
nenenust 6 HykneoTuaoB. CKOIBKO BCErO HYKJIEOTHI0B CONEP)KUT yKa-
3aHHBIN y4acToK 1enu Momiekyis! JJHK?

32. Monekyna 6enka coctouT n3 200 aMHHOKHCIIOTHBIX OCTaTKOB.
Kakyto juinHy UMeeT onpenenstoluii ero reH, eciu BuTok cnipanu JJHK
cocraBysier 3,4 HM, a KaX bl BUTOK cofepkuT 10 map HyKJICOTHIOB?

33. MccaenoBanus nmokasainu, uyto 34 % ot o0111ero uncia HyKJIeo-
tunoB nPHK mpuxonurcs Ha ryanuH, 18 % — Ha ypanun, 28 % — Ha
uuto3uH, 20 % — Ha agernH. OnpenenuTe MPOIEHTHBIN COCTaB a30TH-
CThIX ocHOBaHuU# JByx1enodeuHou JIHK, ¢ koropoil cuHTe3npoBaHa yka-
3anHast uPHK.

34. Kax m3MEHHTCSI CTPYKTYpa OelTka, €CIi U3 KOIUPYFOIIEro ero y4a-
crka [IHK — AATATIATTTAAAI'TL ynanuth ATHIH ClieBa HYKJICOTHL?

35. ¥V aByx paznuYHBIX TOJUIENTHAOB OKa3alIuCh COBIAAAIONIN-
MU Ha4aJIbHBIH U KOHIIEBOH ydacTku. O0a MONUITENTHAa HAYNHAIOTCS C
AMHHOKHUCJIOTHI METHOHHH, a 3aKaHYUBAIOTCSI aMUHOKHUCIIOTONW aprMHUH.
Bcerna nm coBnanaroT nepBblid M NOCIEAHUN TPUIUIETHI Y CTPYKTYp-
HBIX T€HOB, B KOTOPBIX 3aKOJUPOBAHBI 3TH MOIUIIETITUBI?
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['AABA 3

HUTOAOI'MYECKHE OCHOBbDI
HACAEACTBEHHOCTH

3.1. Crpoenne u gpynxuun xpomocom

[lepBoe ynomuHanue o XpoMocomMax mpuHaUIeKUT . dremmuH-
ry (1880 rom).

V.Corron u PIlenner B 1908 rogy oOHapyXHJIu OTKJIOHEHHS OT
CcBOOOIHOrO KOMOMHUPOBAaHUS IPU3HAKOB (TpeTuil 3akoH I.Mennens)
W TPEATONOXKIIIN, YTO HOCUTEISIMU TeHETHYECKON HH(POPMAaLIUH SIBIIS-
IOTCSI XPOMOCOMBI.

T.Mopran B 1911 rogy Ha OCHOBaHMM M3Y4YEHHUS CLEIUIEHHOTO C
MOJIOM U CLEIUIEHHOTO HacleqOBaHUs CHOPMYAUPOBAT XPOMOCOMHYIO
meopur0 HACAe0CME8EHHOCHU, COTTIACHO KOTOPOH OCHOBHBIM Martepu-
aJIBbHBIM HOCHTEJIEM HacleACTBEHHON MH(POPMAIUH SBIAIOTCS XPOMO-
COMBI C JIOKAJIM30BaHHBIMH B HUX B ONpeNeieHHON JTUHEHHON mocIe-
JIOBAaTEIbHOCTU T'eHaMH.

XpomocomaMu ObLTH Ha3BaHbI TeJbLa, HHTEHCUBHO OKPALIMBAIO-
LIMECS] U MO3TOMY XOPOILO BUIUMBIE BO BpeMs JIeNeHUs KIETOK. Tep-
MHH «xpomocomay npennoxun B.Banpaeiiep B 1888 romy. B nepuoa
MEXIy AeJICHUEM KIETOK, T.€. B MHTepdase, XpOMOCOMBI HE BUIHBI.
WuTepdasnoii hopmoii CylecTBOBaHHUS XPOMOCOM SBIISIETCSI XPOMATHH,
KOTOpBIH TipeacTasisier codoi komruieke JIHK u OenmkoB (me3okcupu-
Oonykieonporens). B uHTEpha3sHOM siipe XpOMaTHH BBITIISANAT KaK CETh
TOHKHX HUTEH, IMIBIOOK, rpaHyin. XpOMOCOMbI (POPMHUPYIOTCS U3 XPO-
MaTHHA B Npodase KIETOYHOTO JEICHUS: XPOMAaTHHOBbIE HUTH CIIUpA-
TMW3YIOTCS, YIUIOTHAIOTCS. CTpOoeHNe XpOMOCOM OOBIYHO H3YYarOT B
Meradase, Korna XpoMaTHH MaKCUMaJIbHO CIIMpain3oBaH. B xumuuec-
KOM COCTaB€ XpPOMOCOM U XpOMaTHHA HET HUKAKUX Pa3IuIHM.

I'maBHas QyHKIMS XpOMOCOM — XpaHEHHE U Iepeaada Haclea-
CTBEHHOH WH(opMaIuu, HocuTeneM Kotopoi seisercs JJHK.

MeraasHble XpOMOCOMBI COCTOSIT U3 JIBYX CECTPHHCKHUX XpOoMa-
TH]I, COCAMHCHHBIX B 00JIACTH TIEPBUIHON TIEPETIKKA (IIEHTPOMEPHI).
IlenTpomepa AeNUT TeI0 XpOMOCOMBI Ha J1Ba Ijieda. B 3aBucumocty ot
pacIoNoKeHH s IEHTPOMEPBI XPOMOCOMBI OBIBAIOT:

— Memayenmpuieckue: IEHTPOMEPa PacloioKeHa I10CepeuHe U
TUICYH PaBHBL;

— cybmemayenmpuyeckue: LIEHTpoMepa CMEIIeHa 0T CEpeIuHbl U
TUIeYH HEPaBHBL
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— akpoyenmpuyeckue: EHTPOMEpPa CMEIIEHa K OAHOMY KOHILY
XPOMOCOMBI H OZIHO IIJI€Y0 OYE€Hb KOPOTKOE.

KoH1eBble yqacTKu XpoMOCOM Ha3bIBAIOTCS menomepamu. Teno-
MepBI MPEMSATCTBYIOT COSAMHEHHIO XPOMOCOM JPYT € APYyroM u olec-
MEYNBAIOT UX WHAWBUYaIbHOCTb.

HexoTopbie XpOMOCOMBI HIMEIOT BTOPUYHYIO MEPETSKKY, KOTOpast
OTZIeJISIeT OT TeNla XPOMOCOMBI HEOOJIBIION y4acTOK — CIIyTHHUK.

BropruHyio nepeTsKKy Ha3bIBAIOT A0PLILUKOBLIM OPSAHUIATHOPOM
(KOHTPOJIUPYET CHHTE3 SIIPHIILIKA).

COBOKYIHOCTh NMPU3HAKOB XPOMOCOMHOTO Habopa, T.e. YHUCIIO,
pasmep, hopMa XpOMOCOM, XapaKTEPHBIX JJIs ONPEACTICHHOTO BHIA,
Ha3bIBACTCS] KAPHOTHUIIOM.

Kapuorun, npeacraBneHHbIN B BUJE JUATPAMMEIL, 3TO UOUO2PAM-
Ma. B uporpaMme XpoMOCOMBI pacIoyararoTcs B OPsIKe YObIBAaHHS
BenM4HHEL. [1070BBIE XPOMOCOMBI BBIAETSIOT 0CO0O0.

B comaTmueckux KieTkax MpUCYTCTBYET OunIouoHbIl (21n) HabOp
XpOMOCOM, a B TIOJIOBBIX KJIETKaX — 2aniouduslii (n). Bce XpoMocombl
MTOJPA3/IEIAIOTCS Ha ayTOCOMBI M TIOJIOBBIE XPOMOCOMBI.

Tlonogvle xpomocompvl — 3TO TIapa XPOMOCOM, Pa3IMYHAS y MYXKC-
KOTO M >kKeHCKoro mona. [1omoBbIie XpOMOCOMBI OMPENENIioT (OPMHPO-
BaHWE MPHU3HAKOB, XapaKTEPHBIX JJISI MYXKCKOTO HJIM KEHCKOTO Opra-
HU3Ma. B comaTtnueckoil KieTke ABe MOJIOBBIE XPOMOCOMBI, a B ITOJIO-
BOH — OZIHA.

Aymocombl — 3TO XpOMOCOMBI, OTHHAKOBBIE Y MY>KCKOTO U YKEHC-
KOTO 1oJIoB. B comaTtmueckoii kireTke yenoBeka 44 ayTocOMBI, a B ITOJO-
Boi — 22. Bce ayTocoMBl MapHbBIE WM TOMOJIOTHYHBIC. [ OMOTOTHYHEIE
XPOMOCOMBI OTMHAKOBHI HE TONBKO B MopdomormaeckoM (dhopma, pas-
MepBI), HO ¥ B QYHKITMOHATEHOM OTHOIIEHUH. DTH XPOMOCOMBI HMEIOT
pa3HOe MPOUCXOXKICHUE: OHA — MAaTePUHCKAs, Jpyras — OTIIOBCKas.

XpOMOCOMBI OTHOM Tapbl OTJANYAIOTCA OT XPOMOCOM JIPYTHX Tap
pasmepamu, GHopMOii, PacTIONOKEHUEM LIEHTPOMEPHI.

Kaxp1it BUJ pacTeHUN M )KUBOTHBIX UMEET OMPENEICHHOE U T10-
CTOSTHHOE YHMCIIO XPOMOCOM (Hampumep, y deroBeka 46; 1po30Quibl —
8; mmMran3e — 48 u T.1.).

B 1960 rony B . Jlensepe (CLLIA) Obuta npeioykeHa nepas Kiiac-
cU(UKAIHsI XPOMOCOM YeJIOBEKa B 3aBUCUMOCTH OT UX Mopdorornyec-
KHX XapaKTePUCTUK: BEIMUYWHBI, ()OPMBI, MOJOKEHHUS HEHTPOMEPHI,
HAJIMYUS BTOPUYHBIX MEPETSHKEK U CIYTHUKOB. BaXKHBIM mapaMeTpom
SIBJISIETCS IIEHTPOMEPHBIN HHJIEKC, KOTOPBIN OTpakaeT oTHOIIEHHUE (B %0)
JUTMHBI KOPOTKOTO TUIeYa K JUTHHE BCEH XPOMOCOMBI.
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Bce nmapst xpomocoMm (23) ObLIH TPOHYMEPOBaHBI apaOCKUMHU LU (-
pamu, pa3eneHbl Ha CeMb TPYIIL B [TOPsAKE YOBIBAaHUS OOLIEH ATUHBI U
0003HaueHbl OyKBamMH aHrIHiickoro ajndasuta ot A 1o G.

I'pynna A (1-3 mapsl) — Hanbonee KpyImHbIE METalleHTPUIECKHE
u cyOMeraneHTpuieckue xpomocomsl, LI 38—40.

I'pynna B (4 u 5 mapsl) — Oonblie cyOMeTalueHTPHYECKHE XPo-
Mocombl, [T 24-30.

I'pynma C (6—12 mapsl) — XpOMOCOMBI CpEIHETo pa3Mepa cyoMera-
nentpuueckue, [{U 27-35. K nannoi rpynme oTHOCAT U X-XpOMOCOMY.

I'pynna D (13—15 mapsl) — XpoMOCOMBI CpeHEH BETUYMHBI, aK-
pouentpuueckue, LW okomno 15.

I'pyrma E (16—18 mapbl) — OTHOCHUTENBEHO KOPOTKHUE, METAIICHTPH-
Yyeckue wiu cyomeraneHtpuueckue, LI 26—40.

I'pynma F (19-20 mapsr) — KOpoTKHE CyOMETaleHTpUYecKue,
U 36-46.

I'pynmma G (21-22 mapsl) — MasieHbKHe akporeHTpudeckue, [N
13-33. K 3T0i1 rpynmne oTHOCAT ele Y- XpOMOCOMY.

Nnentrdukanms ka0l XpoMOCOMEBI YeIOBeKa CTajla BOSMOKHOM
B Havaje 70-x rogoB XX Beka, korja ObLTH pa3paboTaHbl METOIBI AH(D-
(hepeHIMaIbHOTO OKPAIINBAHNS XPOMOCOM, IIPH KOTOPOM B Ka>K10H Xpo-
MOCOME BBISBJISIETCSI XapaKTEPHBIA TONBKO JUI Hee TOPSAAOK YepenoBa-
HUSI IOIIEPEYHBIX CBETJIBIX U TEMHBIX CErMEHTOB. B OCHOBE Takol CTpyK-
TypHO-(DYHKITHOHATBHOM THHeHHOH A depeHIInpoBaHHOCTH XPOMOCOM
JexUT HeopHoporHocTh JIHK B pa3HbIX ydacTKax IO JUIMHE XPOMOCOM.
B pesynsrate B nHTepdasze u npodasze oTnensHbIe yIaCTKH XPOMOCOM
BCJIENICTBUE PA3IMYHON CTENIEHN CIIMPAIM3aLUU U KOHACHCALUH UX IPU
OKPAaIIMBaHUM CIELHUAIbHBIMU KPACUTEISIMH BBIVISLIT HEOIMHAKOBO.
OmHY y9aCcTKA XPOMOCOM OKPAIIUBAIOTCS MEHBITIE (9yXpomMamut), Ipy-
THE CPAaBHUTEBHO HHTEHCUBHO (2emepoxpomamuiiy). DyXpoOMaTHH MPe-
CTaBJIIeT COOOM JlecIIupaIu30BaHHbIE [EHETUUECKU AKTUBHbBIC YJaCTKU
XpOMOCOM, conepkarye Tpanckpuoupyemyto JIHK (yHUKaIBHBIC TTOC-
JIEAOBATEIFHOCTH — OHOKOMHIHEIE TeHbl). | eTepoxpomMaTi — 310 y4a-
CTKH XPOMOCOM, KOTOpBIe BO BpeMsi mHTep(]a3sl 1 mpoda3sl OCTOSTHHO
HaXOIATCs B KOMITAKTH30BAHHOM (CIIMPAIM30BAHHOM) COCTOSIHUU. OHU
coziepkaT MHOTOKPATHO TMTOBTOPSIOIIMECS TOCTEA0BaTeNbHOCTH. | erepox-
POMATHH MIOYTH HE COJCPKHUT T€HOB M TEHETUYECKU HHEPTEH.

310 mo3sonmio B 1971 romy cosznars [lapmkckyio kinaccuduka-
M0 XpPOMOCOM 4enoBeka. Hymeparust XpoMocoM coXpaHHIach, U Kax-
Jlasi XpoMOCOMa CTajla pacCMaTpUBAThCS KaK HEMpepbIBHAS COBOKYTI-
HOCTH CETMEHTOB.
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Kopotkoe miedo xpoMocoMbl 0003HAYAIOT JTAaTHHCKOM OyKBOH p, a
JUIMHHOE — ¢. Kax10€e mjieqo XpoMOCOMBI pa3AeNsaioT Ha PaioHbI, HyMe-
pyeMBIE IO OPSIIKY OT IIEHTPOMEPHI K Teromepe. PalioHsbl, B cBOO oue-
penb pasAensoT Ha CETMEHTHI MM YYacTKH, YE€TKO OTIMYArOIUecs OT
COCEIHUX [0 UHTEHCUBHOCTH OKpacKi. CerMeHThl BHYTPHU paifoHOB (I10-
JIOCHI) HYMEPYIOTCS 10 IOPSIZIKY OT ieHTpomepsl. Hanpumep, 3amuck 6p 15
O3HAYaET: KOPOMKOE HAEHO XPOMOCOMbL O, pauioH 1, ceemenm 5.

3.2. Kaetounbiit nuxa

Knemounwuii yuxn — smo nepuoo sHcu3nedesmenbHoCmu KJ1emKy om
KOHYA 00H020 00 KOHYA Clledyrouje2o 0elleHuUs, m.e. 3o nepuoo cyuje-
CMB06AHUSA KIIeMKU 0N MOMEHMA ee 00pa306aHus nymem oeleHus Ma-
MEPUHCKOU KJIemKU 00 COOCMBEHHO20 OelleHUsl UNU CMepHu.

O06s13aTeNnbHBIM KOMIIOHEHTOM KJIETOYHOT'O LIUKJIA SIBISACTCS MUMO-
muyeckull YyukJ, KOTOPBIA MPEACTaBIsIeT cO00H COBOKYIMHOCTH MOCIe-
JIOBATEJIbHBIX M B3aUMOCBS3aHHBIX IPOLIECCOB B MEPHO MOATOTOBKH
KJIETKU K JICJICHUIO U B TIEPUOL ACICHHUS.

Y OIHOKJIETOYHBIX OpPraHU3MOB (IIPOTUCTHI) KJIETOYHBIN UK CO-
BIIAJIaeT C JKU3HBIO OCOOH. Y HEMpPEPHIBHO Pa3MHOKAIOLIMXCS TKaHe-
BBIX KJICTOK KJIETOYHBIH IIMKJI COBIIaJaeT C MUTOTHYECKUM LIMKJIOM. Y
MHOTOKJIETOYHBIX OPraHU3MOB HE BCE KJIETKH JeJATCS (IPUYUHA — BBI-
cokasi cnenuanuzauus). Hanpumep, He OensiTcst HEPBHBIE M MBbIIIEY-
HBIE KJIETKU. DTH KJIETKH KHUBYT CTOJIBKO, CKOJIKO M OpraHu3M, HE 3a-
BepIas KieTouHbli MK (G, ). JKMBOTHBIE KJIETKH UMEIOT Pa3HyIo IIpo-
JOIKUTEIBHOCTD XU3HHU. KIIETKN medyeHn W SHIOKPUHHBIX XKele3 He
Pa3sMHOXKAIOTCS] B OOBIYHBIX YCJIOBHUSAX, HO MPU MOBPEXACHUH OpTaHa
UX CIIOCOOHOCTH K JAEIEHHIO BOCCTAHABINBACTCSL.

Knerounslif HUKI COCTOUT U3 UHTEP(A3bl U ACICHUS.

Unumepgaza — 3mo nepuood sincuznedesmenrbHOCMU KIEMKU MeHC-
0y OeneHusMuU.

Wntepdasza umeer Tpu cTaauu:

G, (mpecuHTETHYECKAS UM NOCTMUTOTUYECKAs): KIETKA PACTET,
B Hell ocymecTBnsiercs: cunre3 PHK, Genkos.

S (cunternueckas): ynsauBaercs JHK myrem permmkanmu.

G, (mocTcMHTETHYECKas UK TPEMUTOTHYECKA): KIIETKA TOTOBUTCS
K JIETICHUIO, B HEll CHHTE3UPYIOTCS Oenku (B YaCTHOCTH, TyOylHH),
uPHK, AT®.

WnTepdasza no npogomKUTENFHOCTH COCTABISET OOIBIIYIO YacTh
KJIETOYHOTO ITUKJIA.
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3.3. MHTOB U ero 6MoAOrMYecKoe 3HAYEHHE

MuTO3 SIBISIETCS OCHOBHBIM CIIOCOOOM JAeNeHus KiIeToK. [ maBHas
XapaKkTepucTHKa MUTO3a (Kak M Meio3a) — ynopsiioueHHas peayKIus
reHETUUECKOro MaTepuala (yIBOEHHOTO B CHHTETHYECKOH (hase) 3a cuer
MEXaHU3Ma ero paBHOMEPHOTO pacHpeneneHus MeX Ty KieTkamu. [lpn
MHUTO3€ U3 OAHOM MATEPHUHCKOM KJIETKH 00pa3yloTcs JBE JOYEpHHE,
WACHTHUYHBIC MATEPUHCKON U APYT IPYTY.

Muro3 otkpeut U.J1.YucTsikoB B 1874 romy B ciopax miayHoB. Me-
XaHU3M MHUTO3a M3y4aiu CtpacOyprep (pactenus; 1876 — 1879 rr.) u Gnem-
MUHT ()KUBOTHBIE, 1882 1.). MHTO3 — ITpo1iecc HelPephIBHEIM, €ro YCIOBHO
JeIAIT Ha YeThIpe ¢asbl: mpodasa, Meradasa, anadasa, Tenodasa.

B npoghase xpomaTuH crimpanu3yercs 1 BOSHUKAIOT XPOMOCOMBI,
KaXJ1asl U3 KOTOPBIX COCTOMT U3 IBYX XPOMAaTH/, COSAMHEHHBIX B 00ma-
CTH TIEPBUYHOM mNepeTskKu (LeHTpomepsl). Paspymaercs sapsimiko,
pacmanaercs sigepHas odonouka. LleHTpronu KiaerouHoro HeHTpa pac-
XOIATCS K ImontocaM KieTku. M3 MukporpyOouek o0pa3yroTcsi HUTH
BEpETEHA JICNICHUS.

B memaghase civpanmzanus XpoMOCOM JOCTHraeT MakCUMyMa,
OHU CHJIBHO YKOPaYHMBAIOTCS M BRICTPAUBAIOTCA B INIOCKOCTH SKBATOPA,
00pasysa MetadasHylo IUNIACTHHKY. 3aBepiiaercsi o0pa3oBaHHE BepeTe-
Ha JIeJIEHUs: HEHTPOMEPHI XpOMOCOM pacIoiararorcsl Ha OAMHAKOBOM
paccTossHIH OT 000HX MOJIIOCOB BEPETEHA; HUTH BEpETeHa JCTIEHHS CBsI-
3BIBAIOTCA C IIEHTpOMeEpaMH XpoMocoM. K kax ol xpoMocome nprcoe-
JTUHSIOTCS IB€ HUTHU, UAYIIHE OT ABYX IOIIOCOB.

B anaghase cBi3bp Mexy XpoMaTugaMy HapyLaeTcsi 1 CECTPHHC-
KHE XpPOMOCOMBI (OBIBIIME CECTPUHCKHE XPOMATHIIBI) PacCXOAATCSA K
MOJIOCAaM KIIETKH. Y Ka)KIOro IMOIICa OKA3bIBAETCA CTOIBKO XPOMO-
COM, CKOJIBKO MX OBUIO B MCXOAHOW KJIETKE, HO KaKaash XpOMOCOMa —
OIHOXPOMATHIHAS.

B menoghaze opmupyrorcs siapa JOU4EepHUX KIETOK: XPOMOCOMBI
JEeCTINPATIN3YIOTCS, CTPOSITCS sIACPHBIE 000IOUKH, B SAPE MOSBIAIOTCS
SAPBILIKYA. MHUTO3 3aKaHYMBAETCS HUTOKMHE3O0M, T.€. IeJICHHEM LIUTOII-
J1a3Mbl MaTEPUHCKON KJIETKH.

B koHEUHOM HUTOre U3 UCXOJHON MaTEPUHCKOM KJIETKH, UMEIOLIEH
2n xpoMocom, coctosmux u3 2 xpomarun u 4cJIHK (2n2xp4c) obpaszy-
I0TCSI IB€ JOYEPHUE KIETKH, KaXKAasd U3 KOTOPBIX UMEET 2/ XPOMOCOM,
1 xpomaruny B xpomocome u 2¢IHK (2nixp2c).

OCHOBHOE 3HaYeHUE MUTO3a 3aKJIF0YAETCSI B TOYHOM pacIpeserne-
HUU TeHETHYECKON HH(POPMALIIH MEXTy JOUEPHUMH KJIETKaMH U B TIOA-
Jiep>KaHUU TOCTOSTHCTBA YUCJIa XPOMOCOM.
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3.4’. Meﬁos U ero 6MoAorvyeckKoe 3HayYeHHE

Meiio3 — croco0 AeneHusi, BOSHUKHOBEHHE KOTOPOTO CBS3aHO C
MOSIBJICHHEM II0JIOBOTO pa3sMHOXKEHH. Melo30M IensTcsi 0coOble Co-
MaTHYECKHE KJIETKU IOJIOBBIX JKENEe3, B pe3ylasrare 00pasyloTcs Mmoio-
BbI€ KJIeTKU (co3peBaHue ramer). IloaToMy Meii03 Ha3bIBAIOT ele Je-
JICHUEM CO3PEBaHMUSL.

Meiio3 cocTOUT M3 ABYX IMOCJIEN0BATENbHBIX JEJICHUI: EPBOro,
PEOYKYUOHHO2O (YMEHbUUMENbHO20), NCTICHUAS U BTOPOTO, IKEAYUOH-
HO20 (YpasHumenvbHozo), AeneHus. B kaxxJjoM U3 HUX pa3nuyaroT 4 cra-
nun: mpodasy, Meradasy, anadasy, Tenodazy. KpaTkoBpeMeHHBIH Te-
PHOI MEXIY PEeNyKUMOHHBIM U SKBallMOHHBIM JIEJICHUSIMU Melo3a Ha-
3BIBAIOT uMmMepKuHe3om. B 3TOT mepruoa He MPOUCXONUT PEITUKALUS
JHK u ynsoenne xpoMocoMm.

[Ipu meiio3e, BcaeacTBHE TOTO, YTO MOCIE OAHOKPATHOTO YABOCHUS
JHK xierka nenuTcst ABaXIbl, U3 KJIETOK C JUIIONIHBIM HA0OpOM Xpo-
MOCOM (27) 00pa3yroTCs TaMEThI C TaIUIONTHBIM HA00pPOM XPOMOCOM (7).

Meiio3 1 mocinenyoliee OmIoA0TBOPEHNE 00ECIIeurBaIOT COXpa-
HEHHE y HOBOTO MOKOJIEHUSI OPraHU3MOB JUIIJIONAHOTO KapHOTHUIIA.

Meiio3y npenmiecTByeT uHTep¢asa, BO BpeMsl KOTOPOH MPOHCXO-
nut perunkanus JHK u B meifo3 1 BcTynmaer kieTka ¢ AUILTONAHBIM
HabOpOM XpOMOCOM, KaXkaasi U3 KOTOPBIX IBYXpPOMAaTHIHA.

Ilpoghasa 1 mMeiio3a oTIIMYAETCSs 3HAYUTENLHON MTPOAOIKUTEIBHO-
CTBIO M PSIIOM CIIOXKHBIX, XapaKTEPHBIX TOMBKO ISl Meii03a MPOLIECCOB.
B Heill pasnuuator 5 cTaanii: IpONENTOTEHY, JENTOTEHY, 3UTOTEHY, Ma-
XUTEHY U JuakuHe3. B mpodasze 1 roMonornyHeie XpoMOCOMBI COESIH-
HSIIOTCS TONapHO (KOHBIOTHPYIOT), 00pasys 6usarenmel. Yncno 6uba-
JICHTOB COOTBETCTBYET ralIOUAHOMY Habopy xpomocoM (1). Konbro-
THPYIOILHE XPOMOCOMBI MOTYT OOMEHUBATHCS y4aCTKAMU XPOMATH], T.€.
MPOUCXOIUT KPOCCUHeogep. DTOT Mpolecc 00ecIeunBacT nepekoMon-
HAIMIO OTLOBCKUX U MAaTEPUHCKHX aJuiesell TeHOB B KaXKI0H XpOMOCO-
Me. B pa3HbIX nmpeniecTBeHHUKaX TaMeT KPOCCHHTOBEP MPOUCXOIHUT B
Pa3IMYHBIX Y4acTKaxX XpOMOCOM, B Pe3ylbTaTe 4ero oopasyercs 00ib-
1I1oe pasHoodpasue codeTaHNi POAUTENBCKUX ajljiesied B XpOMOCOMax.
Hanee 3aBepiuaercs CuupaIn3alis i YKOpOueHne XpoMocoM. B KoH1ie
npodassl 1 pa3pylaroTcs sIIPHIIKY U aaepHast obonouka. OOpas3yror-
Csl HUTU BepeTeHa aeneHus. [[poKoHbIornpoBaBIIe XpOMOCOMBI IBU-
KYTCSI K 9KBATOPY KJICTKH.

B memaghase 1 metioza OUBaneHTHI, COCTOAIIIE U3 OTHOMN OTIIOBC-
KOH M OTHOI MaTepHUHCKOW XpPOMOCOMBI, BEICTPAUBAIOTCS B IJIOCKOCTH
skBaTopa. K xaxxmoit u3 xpoMmocom OHMBajieHTa B 00JacTh LEHTPOMEPHI
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MPUCOCANHACTCSI HUTh BepeTeHa JeineHus (K OAHOM XpOMOCOME OT OfI-
HOT'O TIOJIIOCA, KO BTOPOM — OT JIPYTroro).

B anaghaze I x monrocam KIETKU PacxomsiTcs AByXpOMaTHIHBIC
XPOMOCOMBI; OfHA M3 Ka)KJOW Maphl K OAHOMY IONIIOCY, BTOpas — K
npyromy. IIpu 3ToM 4mCIIO XpOMOCOM Y MOJIIOCOB CTAHOBHUTCS BIIBOE
MEHBIIE, YeM B MAaTEPUHCKOHN KJIETKe. B CBS3M ¢ TeM, UTO OpHEHTAIM
OMBaJIEHTOB MO OTHOLICHHUIO K IIOJIIOCAM BEpeTeHa JICJIEHUS B MeTa-
¢aze 1 okaspIBaeTCs ciydaiiHOH, B aHadasze 1 Melio3a B KaXKI0M OT-
JeTTBHOM cily4ae K pa3HbIM MOJII0CaM HalpaBisieTcs rarIonIHbIH Ha-
00p XPOMOCOM, cofep KaIiil OpUTHHATBHYI0 KOMOWHAIIUIO POANUTENb-
CKUX Tpymn cuerieHus. PaznooOpasue ramer, 00ycioBlieHHOE He3a-
BHCHMBIM ITOBEICHHEM OMBAJIEHTOB, TEM OOMbIIe, YeM OOJbILE TPy
cuenyieHus: B reHome Buaa. OHO BbIpaxkaercs: ¢popMmyioi 2", rue n —
YHICII0O XPOMOCOM B TarionJHoM Habope. Hanpumep, y uenoseka n —
23, 1 pa3HooOpa3ue rameT, 00yCIOBICHHOE STUM MEXaHU3MOM, COOT-
BercTByeT 2% mim 8 388 608.

Tenogpaza 1 meiio3a He OTIIMYAETCSI OT TAaKOBOW MUTO3a (HO XpO-
MOCOMBI HE JIECTIHPAIU3YIOTCS).

B pesynbsrare meiioza 1 oOpasyrorcsi Be IOYEpHUE KIETKH, CO-
Jep>Kaline TaluIonIHbIA Ha00p JBYXPOMATHIHBIX XPOMOCOM.

Jlanee cnenyer MHTEPKUHE3 U MEHO3 2, KOTOPBIH MPOTEKAET IO
TUIY OOBIYHOTO MHUTO3A.

IIpu melio3e B pe3ynbTaTe OBYX MOCIEAOBAaTENBHBIX AEIECHUN U3
OJTHOM MCXOIHOM MAaTEPUHCKOM KIIETKU, UMEIOIIEH 21 XpOMOCOM, CO-
crosmux u3 aByx xpomatun u 4c/IHK (2n2xp4c), obpasyrorcs derbipe
KJIETKH, Ka>KAasi U3 KOTOPBIX UMeeT /1 XpoMocoM, 1 XpoMaTHay B Xpo-
mocome u 1c/IHK (Inixplc).

3HaueHHe Melo3a:

1) penykuusi yuciaa XpoMOCOM, BO3HUKAIOIIAs BCIIEACTBUE TOTO,
4T0 mocjie oxHokpaTHoro ynsoenus JHK kmerka genurcst aBaskabl.
[TosTomMy Melio3 u mocieayrolee OIof0TBOPEHNE 00ECIIEYNBAIOT M0-
CTOSIHCTBO KapuOTHIIA B PSALY IOKOJICHUH OPraHNU3MOB;

2) peKOMOMHAINS TeHETHYECKOT0 MaTepuaia, o0ycloBIeHHAS
KPOCCHHI'OBEPOM U CIy4ailHBIM pacXOXII€HHEM I'OMOJIOIMYHBIX XPO-
MOCOM;

3) crydaiiHasi BCTpeda pa3HbIX FaMeT MPH OIUIO0TBOPEHUH TIPH-
BOIUT K TOMY, YTO Cpenu 0coOel BHa MPAKTUIECKU HEBO3MOXHO I10-
SIBJICHNE JIByX T€HOTUIIMYECKH OIUHAKOBBIX OPTaHU3MOB.

W3 cpaBHUTENBHOIO aHAJIW3a MUTO3a U Meilo3a CIIENyeT, YTo Cy-
LIECTBYIOT IPUHLMIINAIBHBIE PA3JINIMs TOBEAEHUS XpOMOCOM. Tak:
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— B mpo¢aze Meiio3a 1 TOMOIOrH4HbBIE XPOMOCOMBI KOHBIOTHPYIOT
1 OOMEHUBAIOTCSI HICHTUYHBIMU y4acTKaMu (KPOCCHHTOBEp); B TPO-
(aze MUTO3a AaHHBIEC POLECCH OTCYTCTBYIOT;

—B Meradaze | Meifo3a B MIJIIOCKOCTH HKBaTOpa BBICTPAMBAIOTCS
OuBaJIeHTHI (OJJHA U3 TOMOJIOTMYHBIX XPOMOCOM HaJl MIIOCKOCTHIO HKBa-
TOpa, Apyras — MoJ MIIOCKOCThIO); B MeTa(a3e MUTO3a XpOMOCOMBI 00-
pas3yioT MeTadasHylo IUIACTUHKY B IJIOCKOCTH 3KBATOPA;

—B aHagaze | melio3a K MOMIOCaM KJICTKH PACXOISITCSl TOMONO-
THYHBIE XPOMOCOMBI, COCTOAIINE U3 JBYX CECTPUHCKHX XpOMAaTHl, U
MIPOMCXOANT YMEHBIIEHNE YNCIa XPOMOCOM y TIOJIIOCOB BABOE; B aHa-
(aze MHTO3a K IOJTIOCAM KJIETKH PACXOASTCS CECTPHHCKHE XPOMOCO-
MBI (OTHOXPOMATHIHBIE), YHCIIO XPOMOCOM Y KaXKJIOr'O MOJI0CA OCTAET-
Csl IPEKHUM.

BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Kak Ha3bIBaeTcs mepuoy JKU3HEAeATENbHOCTH KIJIETKU OT KOHIIA
OZHOTO J0 KOHIIa CIEAYIOIIETO IeeHUs?

2. Ha3oBUTE XUMUYECKUH COCTAB XPOMOCOM.

3. B kakoil mepros KIeTOYHOro UKIIA U3y4aroT CTPOESHUE XPOMOCOM?

4. HazoBuTe HabOp T€HETUYECKOTO MaTeprana: a) B IOCTCUHTETHU-
4yeckoM Tepuosie nHTepdasbl; 0) B Meradaze MUTO3a; B) B MeTadase K-
BAaI[IOHHOI'O JIEJIEHHs Meii03a; I') B SHIEKIIETKE; 1) B CIIEPMATO30HIE.

5. B xakue nepuons! nHTEpQa3bl KJIETKa UMEET IUIUIONIHBINA Ha-
00p xpoMocoM u ynBoeHHOe KonmudectBo JJHK?

6. Oxapaxrepu3yiTe XpOMOCOMBI: a) METalleHTpu4YecKue; 0) cyo-
METalEHTPUYECKUE; B) aKPOLEHTPHUUECKHE.

7. KakuM 00pa3oM IPOHUCXONUT MEPEXoA OT MHTep(a3HOro Xpo-
MaThHa K MeTada3Hoi XxpoMocome?

8. Urto Takoe: a) xpoMocoMa; 0) XpoMaTH/a; B) XpOMATHH?

9. Kakue XxpoMOCOMBI Ha3bIBAIOT TOMOIOTMYHBIMU?

10. OmmHAKOBBIN MK HET HAOOP TEHOB UMEIOT: a) TOMOJIOTHYHBIE
XPOMOCOMBI; 0) XpOMaTHIBI OHOW XPOMOCOMBI?

11. Kakoe 9rciio XpoMOCOM CONIEPAKHUTCS B: a) COMAaTHIECKUX KIIET-
Kax; 0) IMOJOBBIX KJIETKaX OpraHn3Ma JenoBeka’?

12. Kakue XpoMOCOMBI Ha3bIBAIOT ayTOCOMaMHU, a KaKUe — MOJIO0-
BBIMU?

13. Tomonmornyss! 1 X- U Y -XpOMOCOMBI?

14. B xakux meprogax KJIETOYHOTO IUKIA U (pa3 MUTO3a XPOMOCO-
Ma COCTOMT U3 ONHOW XPOMAaTUABL, a B KAKUX — U3 IBYX?
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15. MoryT /i1 B KJIETKax 4eJioBeKa 24 XpOMOCOMBI OBITh OTIIOB-
ckumu?

16. TlepeuancanTe mporecchl, MpoTeKaroKe B: a) mpodase; 0) mera-
¢ase; B) anadase; r) Tenogase MUTO3a M PEIYKLIHOHHOTO JIEIeHUsI Meio3a.
17. KakoBa ocHOBHas (yHKIH S aXpOMaTHHOBOTO BepeTeHa?

18. Bo Bpemst MuTo3a B aHa(aze y uenoBeKa HE pa3olUINCh JIBE
napbl XxpoMocoM. CKOIBKO OyAeT XpOMOCOM B JJOUEPHHUX KIIETKax?

19. ComaTnueckune kieTku uMeroT 20 xpomocoM. CKOIBKO XpoMa-
TUA UIET K KAKAOMY IMOJIocy B aHada3e skBaumoHHOro AeneHus? Ka-
Koe 4ncio OMBaneHToOB oOpa3syercs B npodase 1?

20. Kakoe 3Ha4eHHE UMEET YMEHBIICHHUE YHCIIA XPOMOCOM B raMerax?

21. CpaBHUTE OBEAECHUE XPOMOCOM B aHada3ze MUTO3a U aHa(daze
PEOYKLIMOHHOTO AEJICHHUS.

22. Ilouemy Meii03 — 3TO OHA U3 MPUIMH KOMOMHATUBHOMN N3MEH-
4yuBOCTHU?

23. IlepeuncauTe 4epThl CXOACTBA U Pa3IUYMsI MUTO3a U MeH03a.

24. B yem rnaBHOE OTIIMYHE WHTEP(HA3bl OT MHTEPKHUHE3a?

25. Yem oriimyaercst 3yXpOMaTHH OT TeTepOXPOMAaTHHA TP AH -
(hepeHInaIbHOM OKPAITUBAHIH XPOMOCOM?

26. XpoMOCOMBI KaKuX TPYII, coriacHo JleHBepckoit knaccudu-
KalliH, SBJSIFOTCS: a) METAIlleHTPUIECKIMHE; 0) cyOMeTareHTpHIecKu-
MU; B) aKpPOIIEHTPUIECKIMH?

27. K kakoil Tpymme XpoMocoM, coracHo JleHBepCcKoil Kiaccu-
(buKarum, OTHOCATCS XPOMOCOMEIL: a) TTaphl 4; 6) map 7-9; B) mapsl 15;
r) X-xpomocoMma; 1) Y-xpomocoma?

28. CkoIbKo Imap XpoMOCOM BKIIFodaer: a) rpynmna C; 6) rpyrmma F
(cormacHo JleHBepcKoit Kiaccuukamum).

29. Anpo SUTEKIETKH U SIpO CIEpPMAaTO30MIa MMEET PaBHOE KO-
JIMYECTBO XPOMOCOM, HO Y SIMLIEKIIETKH 00beM LIUTOILUIa3Mbl U KOJIHYe-
CTBO LIUTOIJIa3MaTH4YECKUX OPraHOMJIOB OONbIIIE, YEM Y CIIEPMATO30U-
na. OguHAKOBO JIU cofepKaHue B 3TUxX Kirerkax JTHK?

30. Ykaxxute KonndecTBo XxpomocoM B rpymme C (cormacHo [en-
BEPCKOM KITacCU(PUKAIMK) Y MY>KYMH U Y )KEHIIUH.

31. Slapo comaTtnueckod KJIETKH 4eloBeKa COAEPKUT 23 mapsl
xpoMocoM. KakoBo BO3MOXKHOE pa3HOOOpa3ue raMmeT OTHON 0COOH, ECITH
HE YYUTHIBaTh KPOCCUHTOBEP?

32. B renorune jiroei, ctpagammux oonesnpio Knalindensrepa,
“MeeTcs He ABE, a TPH MojioBble XxpoMocoMbl — XXVY. C KakuMH Hapy-
HICHUSIMU Meii03a MOXKET OBITh CBSI3aHO BOZHHMKHOBEHHE TaKOTO XPO-
MOCOMHOro Habopa?
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[AABA 4

3AKOHOMEPHOCTH HACAEJOBAHHA
IMMPNU3HAKOB

4.1. BaKOHbl HAaCA€JACTBEHHOCTH F.MeHﬂ,eJ\ﬂ

OCHOBOIOIOXHUKOM TeHeTHKH sBisiercs: [.MeHenb, KoTophlil B
1865 romy chopmMynrpoBan OCHOBHBIC 3aKOHBI HACIICICTBEHHOCTH U B
1866 romy omyoaukoBan padoty «OnbITH HaJ pacTUTEIbHBIMH THOPH-
JaMr», TAE 3TU 3aKOHBI ObUTH M3NI0KeHBl. COBPEMEHHUKAMU 3aCIIyTH
I"MeHnnenst He ObUIM IPU3HAHBI.

B 1900 rony noutn oAHOBpEMEHHO, HO HE3aBUCUMO APYT OT JpyTa,
I'. ne ®pu3 (l'omnangus) Ha sHOTEpe, K. Koppence (I'epmanus) Ha Maxe,
D.Uepmak (ABCTpHs) Ha LypMaHe OOHAPYXUJIH TE K€ 3aKOHOMEPHOCTH
HacyenoBaHus, uTo 1 [.MeHzenb, ¥ MPU3HAIH ero MPUOPHUTET.

MeHpenb u3ydal HacJlIeAoBaHUE y Ca0BOT0 ropoxa psijia mpru3Ha-
KOB (CeMb), HCIIONB3Ys B HCCIENOBAHUSX THOPUIONOTUYECKUN METOI,
KOTOPBIN 3aKI0YaeTcs B THOPUAN3AIMN OPTaHU3MOB, OTIIHYAIOIUXCS
10 OTHOMY WJIM HECKOJIbKHUM IMpPHU3HAKAM W B TOCIEIYIONIEM aHAIIN3e
MTOTOMCTBA.

I'mbpumonornueckuit Mmeron I.MeH/ens UMeeT CIeAyIoIre 0Co-
OEHHOCTH:

— aHaIIN3 HAYMHAETCS CO CKpEIIMBAHUS TOMO3UTOTHBIX 0COOei
(«IUCTBIC TMHUNY);

— aHAJM3UPYIOTCS OTJENbHBIC aJIbTepPHATUBHBIE TPU3HAKHY;

— TIPOBOAMTCS KOTUIECTBEHHBIN YIET TOTOMKOB C Pa3IMYHON KOM-
OWHaIel TPU3HAKOB;

— HaCJIEIOBaHNE aHAIM3UPYEMBIX TPU3HAKOB MPOCIIEKUBACTCS B
Py NOKOJIEHUH;

Tlepesuiii 3axon Menoens (3akon eounoodpasus 2ubpuoos nepeozo
NOKOJIeHUs): NpU CKPEWUBAHUU 20MO3UOMHBIX 0CODell, aHATUSUPYEMbIX
1o 00HOU nape abMePHAMUBHLIX NPUSHAKOS, HAOII00aemcs eOuHo00pa-
3Ue 2UbPUO08 NEP8o2o NOKONEHUsL KaK NO PeHOMUNY, Max u no 2eHOMUnY.

A — JXenThle ceMeHa

a — 3eleHbIe ceMeHa

P: QAA  x Jaa
G A a
F Aa

1
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J1J1s 3TOTO 3aKOHA HET YCIIOBHIA, OTPAHUYUBAIOIINX €ro JACHCTBUE.

Bmopoii 3axon Menoens (3axon pacwjennienus): npu cKkpewuea-
HUU 2UbPUA08 Nepeo20 NOKOAEHUS, AHANUZUPYEMbIX HO OOHOU nape ab-
MEPHAMUBHBIX NPUSHAKOS8, HADII00Aem s pacujeniienue ¢ COomuoule-
Huu 3:1 no penomuny u 1:2:1 no eenomuny.

P: ?Aa X d Aa
G Aa Aa
F AA, 2Aa, aa

2

YcnoBHsIMH, OrpaHUYUBAIOIIMMY JISHCTBHUE 3aKOHA PACIICIICHNUS,
SIBIITFOTCS:

— BCE Pa3HOBUHOCTH BHYTPHAILIEITLHOTO B3aUMO/ICHCTBUS TCHOB,
KpOMe TIOJTHOTO JJOMUHUPOBAHHS;

— JIeTaJbHbBIC U MONYJICTaTbHBIC TCHBI;

— neHeTpaHTHOCTh reHa MeHee 100 %;

— IJIEHOTPOIHOE I CTBUE TeHa;

— HepaBHasi BEPOSATHOCTH 0OPa30BaHUsI raMeT U 3UTOT Pa3HBIX THITOB.

Tpemuii 3axon MenOens (3aKOH HE3ABUCUMO20 HACTEO08AHUS NPU-
3HAKO0B): NPU CKPEWUBAHUU 2OMOULOMHBIX OP2AHUIMO8, AHAIUIUDYe-
MbIX HO 08YM U OOJIee AIbINEePHAMUBHBIM NPUSHAKAM, 80 8MOPOM NOKO-
JleHUU HaAb00aemcs He3asucumoe KOMOUHUPOBAHUe NPUSHAKO8 U CO-
OMBEMCMBYIOWUX UM 2€HO8 PA3HBIX ALIENbHBIX NAP.

A — 5KkenTBIe ceMeHa
a — 3eJIeHBIe ceMeHa
B — rmagxue cemena
B — MOPILUHUCTBIE CEMEHA

P: QAABB X C?aaBB

G: AB aB

F, AaBb

P QAaBb x JAaBb

G AB, Ab, AB, Ab
aB, ab, aB, aB
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F, pemierka Ilennera:

9 C; AB AB aB As
AB AABB AABB AaBB AaBs
As AABB AABB AaBB AaBB
aB AaBB AaBs aaBB aaBs
As AaBB AaBB aaBs Aass

Pacwenienue B F, 110 penorumy npu AuruOpuaHOM CKpEIMBAHUN
9:3:3:1. IIpn monuruOpUaHOM CKpELUIMBAHHH BO3HHUKAIOT Pa3HBIC KOM-
OMHAIMY TEHOB U TEHOTUIIBI YIOOHO 3alUChIBATE IPU MOMOILU (heHOmuU-
NUYeCcKo20 paouxand, T.e. Kpamkoul 3anucu 2eHOMUna Ha 0CHoge heHo-
muna. B nanaoM ciydae (TIpy CKpEIIUBaHUU TUTETEPO3UTOT) 3TO OYJIET:

A B 9 - xentele magkue ceMeHa

A BB 3 — xenTble MOPLIMHUCTBIE CEMEHA

aaB 3 — 3enensle rankue ceMeHa

aaBB | — 3eJICHBbIC MOPIIMHUCTBIC CEMEHA

Ecnu mpoaHanu3upoBaTh pacuienicHUE MO KaKIoW U3 map ajib-
TEPHATHUBHBIX PU3HAKOB (KEITHIN U 3€TICHBIN [IBET, A Kask U MOPIIH-
HUCTas MOBEPXHOCTH), TO TOTYIUTCS:

12 xenThix: 4 3eneHbIX U 12 rmaakux: 4 MOPIIUHUCTBIX Uiy 3:1
0 KaKJI0MY U3 NMpu3HaKkoB. CleqoBaTeNbHO, KaXK1as mapa Ipu3HaKoB
B IIOTOMCTBE JJa€T PACIIEIUVICHHE HE3aBUCUMO OT APYTod Mmapsbl.

YcnoBusaMU, OrpaHUYUBAIOLIUME ICUCTBHUE TPETHEro 3akoHa MeH-
JIeJIs, SBISIOTCA:

— JIeTaJbHbIE U MOMYNIETAbHbBIE T'CHBI;

— IJIEHOTPOIHOE ICHCTBUE IE€HA;

— NEHEeTpaHTHOCTh reHa MeHee 100 %;

— HepaBHas BEPOATHOCTH 00Pa30BAHMUS I'aMET 1 3UTOT Pa3HbIX THIIOB;

— HaJIU4YHE CIEIUICHHEBIX T'eHOB;

— BCE Pa3HOBHUJIHOCTHU B3aUMOJICHCTBUA aJJICIbHBIX T€HOB, KPOME
MOJIHOTO JOMUHUPOBAHUS,

— BCE PA3HOBUJAHOCTU B3aUMOACUCTBUS HEAIETbHBIX TEHOB.

Pacmennenve B F, mpu nonuruOpuiHOM CKPEIMBAHUH M ITOJTHOM
JOMUHUPOBAaHIUU MOXXHO YCTAHOBHTB IO CIICIYIOIIUM (hOpMyIiaMm:

— no genomuny: (3+1)";

—no eenomuny: (1+2+1)",
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7€ 71 — YUCJIO Tap aJIbTEPHATUBHBIX IPU3HAKOB, T.€. KOMTUYECTBO NPH-
3HAKOB, 10 KOTOPBIM JaHHBIA OPraHU3M T€TepPO3UTOTEH.

[Ipu 3TOM MOSIBISAETCS CTPOTO OIMPENETIEHHOE YUCIIO:

— munos 2amem u YeHOMUNUYECKUx Kiaccos (penomunog) — 2";

— 2EHOMUNUYECKUX K1ACCO8 (ceHomunos) — 3";

— couemanuti camem — 4".

[Ipu onpeneneHny TUIIOB MPOLYLIUPYEMBIX OCOOSIMH TaMeT Heoo-
XOAMMO ITOMHUTH MPABUIJIO YUCTOTHI TAMET, 8 IMEHHO: B TaMeTy I0ma-
JlaeT U3 KaXK 101 Maphl aJJIeIbHBIX TE€HOB TOIBKO OJJMH aJUIelb, OCKOJb-
Ky TIpH MeHo3€ U3 Ka)KI0H Mapbl TOMOJIOTHYHBIX XPOMOCOM B FaMeTy
MomajgaeT OfHa XpOMOCOMa.

JlelficTBHE T€HOB, T.€. PEeHOTHIINYECKOE MPOsIBIICHIE HH(OPMAIUH,
3aKJIIOYCHHON B TEHOTHIIE, XapaKTEPU3YIOT MTOKA3aTeNN HeHempaHimuo-
cmu U axkenpeccusHocmy. 1leHeTpaHTHOCTD OTpakaeT 4acToTy MPOsiB-
JICHUs reHa B ()EHOTHIIE 0COOM M BHIPA)KaeTcsl B MMPOLIEHTHOM COOTHO-
LIEHMH YHCIa 0CO0EH, Y KOTOPBIX TeH (PEHOTUIMHYECKH MPOSBUICS K
YHCTy 0cO0el, UMEIOUINX JaHHBIM TeH B TeHOTUIIE. DKCIIPECCUBHOCTh
XapaKTepu3yeT CTeleHb BBIPa)KEHHOCTHU MIpU3HAaKa.

OnuH U TOT K€ T'eH B KOHEYHOM MTOTe MOXKET JIeHCTBOBATh Ha pas-
JUYHBIE TPU3HAKK OpraHu3Ma. Takue reHbl Ha3bIBaloT TeHaMH MHOXe-
CTBEHHOT'O UJTH NIEUOMPONHO20 Oelicmaust. ITO sIBIICHNE O0BIICHAETCS
TEM, 4TO NMPOAYKT TPAHCKPUIILMHN OTAEIBHOrO IeHa HCIONb3yeTcs B
HECKOJIbKUX IpoLeccax.

4. 2 . BBaﬂMOll,eﬁCTBﬂe T€éHOB

I'enotun npencrapisier co00i HE MPOCTYIO CYMMY OTAEIBHBIX T'e-
HOB, a IIEJIOCTHYIO CHCTEMY CO CIIOKHBIMH CBSI3SIMH M pPa3HOOOpa3HbI-
MU B3aUMOACHCTBUAMU MEKAY FeHaMH. DTU B3aUMOJCHCTBHS UTPAIOT
BRXHYIO pOJb B pealn3alud WHPOPMALIMH, 3aKIIOYEHHON B Ka)IIOM
OTIENBHOM TeHe. TepMUH «B3aMMOJCHCTBUE T'€HOB» JIOBOJIBHO YCIIO-
BEH, MOCKOJIBKY B3aMMOJEHCTBYIOT HE CAMH T'€HBI, & UX IPOLYKTHI.

Briaensror:

— 83auMoO0elicmaue anlesibHblX 2eHO8;

— g3aumooelcmaue HeaulenbHbIX 2eHO8.

K B3anMOIeHCTBUIO aJlIeNbHBIX T€HOB OTHOCST: MONHOE JOMU-
HUPOBAaHME, HETIOIHOE IOMUHUPOBAaHUE, KOJOMUHHPOBaHHE.

Ilonnoe oomunuposanue: npossienue 0eucmeus 1ub 0OH020 U3
anneneil y cemeposueomuozo opeanusma. I'erepozurorsl (Aa) ¢peHoru-
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MUYECKU HE OTIMYAIOTCS OT TOMO3UTOT 1o 3ToMy ajuienmto (AA). Ilpu
MOHOTHOPHIHOM CKPEIMBAHUN BO BTOPOM MIOKOJICHUH MIPHU TTOJTHOM JI0-
MUHHPOBAaHUU paclieryienue no penomuny 3:1, no ecenomuny 1:2:1.
[IpuMepoM NONHOTO AOMUHUPOBAHHUS MOXET CIY)KHTh HACJENO-
BaHHUE OKPACKH I1a3 Y YeJIOBeKa!
A — Kapue 11asa; a — ronyoble raasza

P: QAA x daa

G: A a
F, Aa

P: PAa x dJAa
G: A a A a

F AA, 2 Aa, aa,

2

T.€. paciuerienue no ¢enoruny 3./, a mo reHorumny /:2:1.

Henonnoe oomunupoganue: npusHax y 2emeposucomsl A611emcs
NPOMENCYMOUHBIM Mexcoy penomunamu AA u aa. B aToM ciydae pac-
HICIUICHUE B F2 no ¢erorumry 1:2:1 u rerorumy 1:2:1, T.e. cOBnaiaroT.

HpI/IMep HCMOJHOI0 JOMUHHUPOBAHUA — HACJICAOBAHUC PA3BUTUA
IrJ1a3 y 4ClIOBCKa.

AA — HOpMaJIbHOE pa3BUTHE TJa3;

aa — aHo(TadbMHUs (OTCYTCTBHE IIAa3HBIX S0IO0K);
Aa — r1a3HbIe SI0I0KH YMEHBILIECHBI;

P: QAA x daa

G A a
F, Aa

P: @Aa x d Aa
G A a A a

F AA, 2Aa, aa,

2

T.e. pacueryienre no ¢genoruny 1:2:1 u mo renorumy 1:2:1.
Kooomunuposanue: ¢penomunuyeckoe nposenenue oboux annenet
y eemepo3uzomuo2o op2anusma. THINYHBIA IPUMEP TAKOI'O B3aHMO-

JICHCTBHS ayieriell — HacIeMOBaHUE YETBEPTOi IPYIIIBI KPOBU Y UEIIO-
Beka (cucrema ABO).
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W3BecTHBI TpU ajuieNst TeHa, JETEPMUHUPYIOIIETO TPYIITY KPOBH:
14, I8, I°. Annenu 1A u IP moMHMHAHTHEI 110 OTHOIIEHHIO K ajutento I°, a
MKy cO00i OHM KOAOMHHAHTHBI, T.C. KOKIBIH U3 3THX ajjesed mpo-
SIBJISICT CBOE JICHCTBHME M HU OJMH M3 HUX HE JOMHHUPYET. [ eHOTHIIBI
rpynn KpoBu no cucteme ABO:

1(0) 00
(A) I AT
1I(B) I3 B

IV (AB) G

[Ipumep HacienoBaHUS TPYMI KPOBH MIUTIOCTPHUPYET U SIBICHHE
MHO)KECTBEHHOT'0 aJUUIEIN3MA, TOCKOIBKY T'eH, KOHTPOIUPYIOLIUH TPyII-
My KPOBH, IIPEICTABIEH TPEMS aJUIeIsIMHU.

Mnoocecmeennvitl annenusm — 3mo npucymcmeue 8 2enoghonoe
6U0a 0OHOBPEMEHHO PA3IUYHLIX ajllellell 2eHd, KOmopble KOMOUHUPY-
IOMCA 8 3U20max moavbko nonapHo. YneHsl OMHON cepuH ajuienell Mo-
T'YT HaXxOOUTHCS B PA3INYHBIX JOMHUHAHTHO-PELIECCHUBHBIX B3aHMOOT-
HOLICHUSIX OPYT C IPYTOM.

OCHOBHBIMH THIIAMH B3aHMOZACHCTBHSI HEAUICIBHBIX TEHOB SIBIIS-
I0TCSL: KOMAIJIEMEHMAPHOCIb, SNUCTNA3, NOTUMEDUSL.

Komnnemenmapnvimu Ha3u18aromes eemvl, KOmopbvlie npu 63aumo-
Oeticmeuu OONOIHAIOM Opye 0pyea U OemepMUHUPYIOm HOBOe Nposiéiie-
Hus npusHaxa. IIpu KOMIIEMEHTapHOM B3aUMOACHCTBUN HeallIeIbHBIX
IeHOB BO BTOPOM ITOKOJICHUH HAOIIOHaeTcs paciuieruieHue o (peHoru-
Iy B COOTHOLICHUU:

9:7; 9:6:1; 9:3:4; 9:3:3:1.

[IpuMepoM KOMIIJIEMEHTapHOTO B3aUMOAEHCTBHS IT'€HOB SBJISETCS
HACJIEIOBAaHHUE CIIyXa Yy YelIOBeKa:

A_BB — miyxora

aaB  — ryxora

aaBB — INIyX0Ta

A B — HOpManbpHBIH CITyX

P: @AABe  x JaaBB

G: AB aB

F, AaBB

P Q AaBB X d AaBs
G: AB; As; AB; AB;

aB; aB aB; aB
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F,:A_B_ HOpPMaJIbHO cibimamnye 9/16
A BB TIyXxue 3/16
aaB TIyXue 3/16
2aBB TIyXue 1/16

JIOMMHaHTHBIE aJIJIeNd OBYX Hap TE€HOB, OMPENSNSIOINX CIYX,
JOTOJIHSIOT APYT Apyra, GopMupys HopManbHbIN cityx. COOTHOILIEHHE
(PEHOTUITMYECKUX KIJIACCOB B 3TOM cirydae 9:7.

Onucmas — 3mo mun 83aumMo0elucCmeUs 2eH08, Npu KOMopom 0OUH
2en nodagnaem Oelcmsue Opy2020 HeaulelbHo20 emy 2eHa. Pa3muuaior
OOMUHAHMHBII U peyeccudHblll STUCTa3. | eHbI-IONaBUTENN Ha3bIBAIOT
WHTUOUTOPaMHU WJIH STHUCTATHYECKUMH T'eHaMHU, a MOABIIsSIEMbIE — THIIO-
CTaTHYECKUMH. B ciydae TOMHHAHTHOrO 311 CTa3a HHTMOUTOPOM SIBJISI-
€TCsl JOMUHAHTHBIN TeH, a IPH PELIECCUBHOM — PELIECCUBHBIN B TOMO3H-
rore. IIpn HJOMHHAHTHOM 3MKCTa3e BO3MOXKHBI COOTHOLIEHUS (heHOTHU-
NUYEeCKUX KiaccoB /2:3:1 u 13:3, a nipu peueccuBHoM 9:7 u 9:3:4.

[IprMepoM TOMUHAHTHOTO 3MMCTA3a ABJSETCS HACTIEIOBAHNUE OK-
packu onepeHus y Kyp:

C — oKpalIeHHOe ONepeHue

¢ — Oernoe onepenne

I — nonaBnser okpacky

I — He mopaBnsier okpacky

P: QcCii x deccll

G: Ci cl

F, Ccli

P: QcCcli x dCcli

G: CLCicl,ci CLCicLci

F, C_I_ Oenoe onepenue 9/16
ccl Oenoe onepenue 3/16
ccii Oenoe onepenue 1/16
C ii OKpaleHHoe omnepenue 3/16

CoorHomenre (PEeHOTUNMUYECKUX KIACCOB B JAHHOM CIIydae BO
BTOpPOM ToxosieHnH 13:3.

THonumepus — smo maxoii mun 63aumMooeticmseus 2eHos, npu Ko-
mopom 08a, mpu u 6ojiee pasHvlX 2eHO8 CXOOHO OeliCMEYIOm HA 00UH U
mom dice npusnax. Takue TeHbl Ha3bIBAIOT TOIUMEPHBIMHU, OHU CXOTHO
JEHCTBYIOT B OZHOM M TOM K€ HAIPABJICHUH, IOTOMY UX 0003HAYAIOT
OIMHAKOBBIMU OyKBaMH. Pa3nmuuaror jaBa THIA MOTHMEPHH:
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1) kymynsamuenas — npu Komopou cmeneHnsb 8blpadCeHHOCMU NPU-
3HAKA 3a8UCUM OM KOIUYeCMEa OOMUHAHMHBIX 2€HO8 U, YeM UX Doblue
6 2eHomune, mem CUbHee 8bIPAdICEH NPUSHAK, M.€. C YEeludeHuem 003bl
2ena e2o Oelicmeue cymmupyemcs (Kymynupyemcs). Ilpu nurubpuaom
CKpELMBaHUM B Cllydyae KyMYJATUBHOW MOMUMEPHUN PACILENIICHUE BO
BTOPOM IOKOJICHUH 10 (peHOoTHITY [:4:6:4:1.

[To Tuny KyMynATHBHOW NMOJMMEPUHN HaCIEIyeTCs psj Kolnue-
CTBEHHBIX NPU3HAKOB, HAIIpUMEpP, OKpacka KOKH y denoBeka. Eciam
YCIIOBHO IIPUHSATH, UTO OKPACKY KOXKHU JETEPMUHUPYIOT BE MaphI Ie-
HOB, TO:

A — cunTe3 pepMeHTa; a — OTCYTCTBHE CUHTE3a (epMeHTa;

p: @ aaaa, X JdAAAA,
G: aa, AA,
F.: AlalAza2

1

@DeHOoTHIT TOTOMKOB MEPBOro MOKOJIEHUS SBISIETCS MPOMEXYTOU-
HBIM MEXIY (HEHOTHIIAMU POIUTETCH.

P: Q A1alA2a2 X C?AlalAla2
G: AIAZ; A, AIAZ; Aa,
aIIAZ; alaZ aIIAZ; alaZ

F,:Herp Csemiplit mynar Mynar Temnblid mynat  benbii,
1/16 4/16 6/16 4/16 1/16
T.¢ pacuieruieHue no ¢gpenorumny 1:4:6:4:1;

2) HeKYyMYIAMUGHAS — NPU KOMOPOU CMENEeHb GbIPANCEHHOCTNU
NPUSHAKA He 3a8UCUM OM KOIUYeCT8a 8 2eHOmune OOMUHAHMHBIX 2e-
HO8 ¢ 0OHO3HAYHbIM (hEeHOMUNUYECKUM NPOABTeHUEeM, NPUSHAK PA3GU-
8aemcsi 8 NOHOU Mepe NPU HATUYUL 0adice 00H020 OOMUHAHTNHO20 2EHA.
[Tpu AuTHOpPUIHOM CKPEIIMBAaHUH B Cllyyae HEKyMYJIITUBHOHN ITOJTUMe-
pHH paciueniieHue no GeHOoTHIy BO BTOPOM MOKOJICHUH 15: 1.

HexymynsatuBHas noauMepus HaOmomaercs, HapuMep, Npu Ha-
cieoBaHUH (POPMBI TIOAA Y TMACTYIIBEH CYyMKH:

A — TpeyronbHast opma I101a; a — OBajIbHas (popMa IUIoa;

P: QAAAA, x daaaa,
G: A A, aa
F AaAa,
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3aKOHOMEpPHOCTH HACAEZOBAHUS MPU3HAKOB

P: QAlalAza2 X C?AlalAza2

G:AAjAajaA aa, AAjAajaAaa,
F, A———, aaaa,
15/16 1/16

T.€. pacineruieHue o ¢pexHoruny 15:1.

Bce paccMmoTpeHHBIE ciydau paclierieHHil mo (GeHOTHIY MpHu
Pa3HBIX THNAaX B3aWMOJECHCTBHS T'€HOB, KaK CIEIyeT U3 U3JI0KEHHOTO,
SBSIIOTCS BUIOM3MEHEHUSIMHU KJIACCUYECKOH MEHJENEEeBCKO (opmy-
JBl IUTHOPUAHOrO cKpermuBanus — 9:3:3:1, a HabmonaeMble paciuer-
JIEHWs HE OTPHIIAIOT, a HA00OpOT, YTBEPKIAIOT 00LIeOHOIOrHYECKOe
3HAYEHHE 3aKOHOB, YCTAHOBJIEHHBIX [ .Mennenem.

4.3. FeHeTmca IIoAa H CHENAEHHOE€ C NMOAOM HACA€JOBaHHE

Ilon — smo cosoxynnocms Mopponocuteckux, GuzuoroeudecKux,
OUOXUMUYECKUX, NOBEOCHYECKUX U OPY2UX NPUSHAKOB, 00ECneyUsaoujux
socnpousgedernue cebe nOOOOHbIX.

Y Bcex BBICIIMX OpraHU3MOB HaOIIOIAeTCs PUMEPHO PaBHOE KO-
JINYECTBO OPTaHU3MOB MY>KCKOTO M KEHCKOT'0 0J1a, T.€. COOTHOLICHUE
1:1. XpoMOCOMBI, IO KOTOPBIM Pa3IU4alOTCs OPraHU3Mbl MY>KCKOTO U
YKEHCKOTO T10JIa, Ha3bIBAIOTCS TOIIOBBIMH XpOMOCOMaMHu (TeTepocoMa-
Mmn). Te U3 HUX, KOTOphIe OMUHAKOBEI ¥ 0CO0EH MYKCKOTO U KEHCKOTO
1oJia U SBJISIIOTCS MAPHBIMU Y OJHOTO U3 MOJNOB, — 3TO X-XPOMOCOMBI.
Henapnas nonosast xpoMocoma, UMEIOIIASCS y OPraHU3MOB OAHOI'0 OJIa
Y OTCYTCTBYIOIIIAA y Ipyroro, — Y-xpomocoma. [lom, oOpasyrommii omgu-
HAKOBBIE TAMETHI B OTHOIIICHUH ITOJIOBBIX XPOMOCOM, Ha3bIBAETCS 20-
MO2AMemHbIM, & TOT TIOJ, KOTOPBIM MPOU3BOIUT IrAMETHI IBYX THUIIOB —
2emepocamemHbIM.

VY OONBIIMHCTBA Pa3eTbHOIIONBIX OPTAHU3MOB TION OMpPENeIseT-
Cs B MOMEHT OIUIOMOTBOPEHHUS M 3aBHCHUT OT XPOMOCOMHOTO Habopa
KJIETKH, B YACTHOCTH OT TOTO, KAKOTO THIIa ITOJIOBBIE XPOMOCOMBI (OIH-
HaKOBBIC WJIM pa3HbIe) OKaXyTCA B 3urore. Takoe ompenerneHue mona
Ha3bIBAIOT XPOMOCOMHEIM. Pa3mi4atoT HeCKOIIbKO THTIOB XPOMOCOMHOTO
OTIpe/IeNIeHNsI TI0JIa B 3aBUCHMOCTH OT TOTO, KaKOW TMOJ TeTeporamer-
HBIH, a Kakol — roMmoraMerHelil. Tak, HanpuMep, y 4enoBeKa, MIIEKOMH-
TAIONINX, MHOTHX PAaCTeHHH, MPO30(HIIBI TOMOTAMETHBIM SIBIISIETCS
YKEHCKUU 11011, a TETEPOraMETHBIM — MYXKCKOH. Y NTHUL, YeIIyeKPbUIbIX,
HEKOTOPBIX HACEKOMBIX, HA00OPOT, TOMOTaMETHBIM SBJISIETCS] MY>KCKOH
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0], @ TETEPOraMeTHBIM — XKEHCKHH. Y 3THUX BHUOB IOJIOBBIE XPOMOCO-
MBI 0003HauaroT OykBamu Z 1 W, BBIIENSS TaKUM 00pa3oM JaHHBIH
Coco0 ompeneneHus Mmojia; Mpyu 3TOM caMIbl 0003HAYAIOTCS CHMBO-
oM ZZ., a camxu ZW.

X 1 Y-XpOMOCOMBI MOTYT pa3inyaTbcsi Kak MOP(oIoruuecku, Tak
U TEeHETHYECKU. X-XpOMOCOMa, HallpUMep, y YelOBeKa, APO30(QHUIbI
aKTHBHA, KaK JI00asi U3 ayTocoM; B HEll KpoMe TeHOB, ONpeessIomunX
TI0JI, PacIoiaraercs emie 3HauUTEeIbHOE YUCIIO TEHOB, KOHTPOIHPYIO-
LIUX IPU3HAKU, HE OTHOCSIIHKECS K Tony. B Y-XxpoMocoMe Takux reHoB
y JaHHBIX OPraHU3MOB Mo, T.€. Y-XpOMOCOMa y HUX T'€HETHUYECKU
nHepTHa. MHorna B X- u Y-XpoMocoMax MMEIOTCSl HeOONIbIINE y4acT-
KW, TOMOJIOTUYHBIE APYT APYTY U COAEp Kallue ajieiabHble TeHbl. [1pu-
3HAKHU, KOHTPOJIUPYEMbIE TAKUMU T€HaMH, MOIYMHSIOTCS 3aKOHY pac-
merieHnst. Ho, B ocHoBHOM, X- U Y-XpOMOCOMBI cOZiepKaT HETOMOJIO-
TMYHBIE YUYACTKH.

Ipusnaku, konmponupyemvie ceHamu, 10KATUIOBAHHBIMU 6 NONLO-
8bIX XPOMOCOMAX, HA3BIBAIOM CYENTIEHHBIMU C NOTOM.

Xapakrep HacneOBaHUS CLETIJIEHHBIX C II0JIOM IPU3HAKOB B Py
MTOKOJICHUH 3aBUCHUT OT TOTO, B KAKOH XpOMOCOME HaXOAUTCS COOTBET-
CTBYIOIIMH IeH. B ¢BA3M ¢ 3TUM pa3nnuaroT X-CHEIUIEHHOE U Y-CLIen-
nenHoe (eonandpuueckoe) HacnenoBanue. HacienoBanue npu3HaKoB,
CLEIUIEHHBIX C II0JIOM, OTIIMYAETCS OT HACIEA0BaHU I IPU3HAKOB, KOHT-
pONMHMpYEMBIX T€HaMH, paclloiIOKEHHBIMU B ayTocoMax. Pazmuuns cBs-
3aHBl C TEMU3UTOTHOCTBIO CLETIJIEHHOTO C MOJIOM I'eHa y reTeporaMer-
HOTO T0f1a.

Oco0eHHOCTSIMU HAClIeOBaHU S IPU3HAKOB, CLETUIEHHBIX ¢ X-Xpo-
MOCOMOH, SIBIIFOTCSL:

1) Hacnedosanue kpecm-Haxpecm (Kpucc-Kpoce), m.e. RPU3Hax om
Mamepu nepedaemcs K CbiHy, a Om omya — K 004epu,

2) pasnuuue pe3ynbmamos peyunpoKHulX CKpeuueanull (npsmoco
U 06pamHozo).

JlanHble 0coOeHHOCTH OBUIH BBISIBIEHBI B Jabopatopun T.Mopra-
Ha IPY aHaJIM3€ HACTIEAOBAHNS OKPACKH TJ1a3 Y APO30(HIILL.

[Ipu ananu3e NpU3HAKOB, CLEIJIEHHBIX C IIOJIOM, B 3allKCh BBOJT,
MOMHUMO YCJIOBHBIX 0003HAUEHU T€HOB, T€TEPOCOMBI.

[Ipsimoe ckpemuBaHue:

X* — KpacHbIe 11a3a;

XY — Oenble I1a3a;
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P:  QXV X" x dJdX'Y

G: Xv XY

F XX XYY

JIaHHOE CKpEIMBAHKE WLTIOCTPUPYET KPECT-HAKPECT HACTENOBAHHE.
P:  2XXv x  JdXYY

G: XHXv X¥Y

F XX, XV XY, XY, XYY

2

Bo BTopom nokonenuu paciuensienue no ¢exorumy 1:1
B o0OpaTHOM cKpenBaHuU Pe3yIbTaThl HHbIE:

P: QXX x dXVY
G X X", Y
F X Xv XY

1
Bce noromctso F, B 3TOM cityuae enuHooOpasHo.
P X Xv x JdXY
G: X*, Xv XY
F, XX, XX XYY, XYY
Pacmennenue no genoruny B F, 3:1, Torma Kak B IpsMOM CKpe-

IUBAaHUHA 3TO ObLI0 1:1.

['enbl Y-XxpoMOCOMBI, HEe UMEIOIINE allienel B X-XpoMOCOoMe, IIpH-

CYTCTBYIOT B I'CHOTUIIC TOJIBKO I'€TCPOTaMCTHOI'O I10JIa. HOBTOMY OHH
MMPOSABIIAIOTCA (1)CHOTI/IHI/I‘1€CKI/I " IepeAarOTCAd U3 MOKOJICHUSA B ITOKOJIC-
HUC JIUIb Y HpeZ[CTaBHTeHeﬁ rereporaMeTHOrO Ioia.

Tax, HarrpuMep HacleayeTcsi THIEPTPHUXO03 YIIHON PaKOBUHBI («BO-

JI0CaThIE YY) y YeIOoBeKa. DTOT MPU3HAK BCEraa NepeaaeTcs oT OTua
K CBIHY.

Y# — HopMasbHas yIIHas paKOBUHA
Y? — runepTprxo3 yurHol pakoBHUHEI

P: PXX x  JdXy:
X X, Y*
F XX, XY*
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BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Kakue nmpaBuia ruOpua0I0rH4ecKOro aHaIM3a MPEaToKUI
I"Mennens?

2. CoOnroneHne Kakux YCIOBHH HEOOXOAMMO AJISI MPOSIBICHHS:
a) 3aKOHa eMMHO00pa3us THOPUAOB IIEPBOTO MTOKOJIEH!; ) 3aKoHa pac-
LIETUIEHHS; B) 3aKOHA HE3aBUCHMOT'0 HACJIeIOBAHUS IPU3HAKOB?

3. HazoBHTE INTONOTMUECKHE OCHOBBI YHUBEPCAJIBHOCTH 3aKOHOB
I"Mengens.

4. Kakoe pacuerienue 1no (peHoTuIy CIeayeT oKuaarh B F, Mo-
HOTHOPHUIIHOTO CKPELIMBAHUS, €CIIM Ha PAaHHHUX CTaIUSX SMOPHOHAIIb-
Horo pa3Butus TuoHeT 20 % 3uror Aa u 80 % 3uror AA?

5. Kaxkoe pacmienienne no genorumy cienyer oxuaarh B F, mo-
HOTHOPHUIIHOTO CKpPEIIMBAHUS, €CIIH KU3HECTIOCOOHBIE )KEHCKHE ramMe-
ThI 00pa3ytorcs ¢ yactoroit 0,8A: 0,2a, a myxckue 0,5A: 0,5a, T.e. pas-
HOBEPOSTHO?

6. Kaxoe pacuennenue 1o GpeHorumy cienyer xaarh B F, ananu-
3upymomero ckpemuBanusg AABB x aaBB, ecnM jKEHCKHE M MYKCKHE
raMeTsl AB HEXXH3HECTIOCOOHBI?

7. IlepeunicnuTe anineabHble B3aUMOACHCTBUS TEHOB.

8. IlepedncanTe B3auMOJAECHCTBUS HEAJUIETBHBIX T€HOB.

9. UeM ominuaercs ABIEHUE TOMUHUPOBAHUS OT dMHCcTa3a’?

10. Kakue pacmerienus no ¢eHoTuy HaOmonaloTCs IPH KOMII-
JIEMEHTAapHOCTH, 3IIHUCTA3€ U MOTUMEPHUH B CIydae CKPEIIUBAHNS AUTe-
Tepo3uror? [IpuBennure npuMepsl U KaXaA0ro U3 TUIIOB B3aUMOJEH-
CTBHSI HEAIJICIbHBIX TEHOB.

11. Oba poxautens mIyXue, a UX AETH C HOpMaJIbHBIM CITyxoM. [laiite
reHeTH4Yeckoe 0ObICHEHHE.

12. MoXHO I OT OENOKOKHX POAMTENEH OKUAATh JeTeil Oormee
TEMHBIX, 4eM OHU caMu? OOBICHUTE.

13. Tlouemy poxaeTcss IPUMEPHO OJMHAKOBOE KOJIMYECTBO OCO-
0Oeif ’KEHCKOr0 M MY>KCKOro 1mosna?

14. B yem nposiBisieTcsl HaClE€NOBaHUE, CLEIJICHHOE C MOIoM?

15. I[loyeMy nanmbTOHM3M CPEAM KEHIIMH COCTABIISIET MPUMEPHO
0,5 %, a cpenu MmyxuuH — 7 %?

16. Kakuie npu3Haku Ha3bIBaroTCA ronasapuueckumMu? [pusenu-
T€ IPUMEPBI.

17. ¥V XeHIIMHBI C MOHOCOMHEH 1O X-XpOMOCOMe OOHapy>KeH
nanbToHU3M. OOBSICHUTE MEXaHIU3M BOSHUKHOBEHHUSI MOHOCOMUH 110 X-
XpOMOCOME. YKa)KUT€ T€HOTHI KEHIIVHBI 110 TeHy JaJIbTOHU3MA U BeE-
POATHOCTD MEpEIayt 3TOrO Ir'eHa MOTOMCTBY.

-56-



3aKOHOMEpPHOCTH HACAEZOBAHUS MPU3HAKOB

18. Ilpeanonoxkum, 4TO B MPUPOAE CYIIECTBYET TOIBKO HACIEA-
CTBEHHOCTb, & U3BMEHYMBOCTH OTCYTCTBYeT. K KakiM ObI TOCIIENCTBHUAM
9TO MPUBEIO U TOYEMY?

19. Muomnuerust nepenaercsi o HacIEACTBY Kak ayTOCOMHO-/0-
MUHAHTHBIN mpu3Hak. Omnpenenute BEpPOATHOCTh POXKIACHUS JeTei ¢
aHOMaJHel B CEMbE, ITIE OTEL TeTEPO3UTOTEH, & MAaTh HE CTPAJacT MUO-
IJIeruen.

20. T'en ansOMHM3MA SABJISCTCS PELIECCHBHBIM MO OTHOLICHUIO K TeHY,
JEeTePMUHHPYIOLIEMY HOPMaJIbHYIO MUIMeHTalu0. KakoBa BEeposSTHOCTh
POKACHUS adbOMHOCA B CEMbE, Iie 00a POIUTeNs albONHOCH!?

21. AmaBporunueckas uanorus Tei-Cakca (cMepTenbHOE opaske-
HUE€ HEPBHOM CHCTEMbI) — 3a00JIeBaHUE C ayTOCOMHO-PEIECCUBHBIM
TUIIOM HacJjenoBanus. [lepBblif peGeHOK B ceMbE CYIPYTOB YMEp OT 3TOH
Oone3nu. KakoBa BeposSsTHOCTD, YTO PEOCHOK, KOTOPOMY IIPEACTOUT PO-
IUThCs, Oyner GoneH?

22. Y cymnpyroB, CTpaJaIINX reMepalonuen («KypruHas CIero-
Tay), pOOWICS HOpMaJbHBIHA pebeHoK. OnpenenuTe XxapakTep Hacaeno-
BaHUS TEMEPOJIONIUU U T€HOTUII POAUTENCH.

23. Axaramasus (OTCyTCTBHE (pepMEHTa KaTalla3bl B KpOBH) 00ycC-
JIOBJICHA PEIIKUM ayTOCOMHBIM PELIECCUBHBIM I'€HOM. Y TETEepPO3UTOT
aKTUBHOCTH (DepMEHTa HECKOIbKO CHIKEHA. Y 000UX poauTened U ux
ChIHA aKTUBHOCTB KaTaJsla3bl CHIDKEHA. OnpenenuTe BepossTHOCTh POK-
JIEHUS B 3TON CEMbE CIICAYIOILETO peOeHKa 30POBBIM.

24. B ponuiabHOM J0ME IIepelyTalu IByX MaJbdUKOB. Ponnrenn
OZIHOTO U3 HUX UMEIOT IIEPBYIO U BTOPYIO IPYIIIY KPOBH, POAUTENHN APY-
roro — BTOPYIO M 4eTBepTylo. McciuenoBanue nokasano, 4To JETH UMe-
0T TIEPBYIO U BTOPYIO Ipyniy kposu. Ornpenenure, KTo 4eil ChIH.

25. Y OparbeB deTBepTas Tpymna KpoBu. Kakue rpymmsl KpoBU
BO3MOKHBI Y UX POUTENICH?

26. B omHO#1 ceMbe Y KaperiasblX poAuTeNeH (OMUHAHTHBIA TIPH-
3HAK) — 4eTBepo nerei. JIpoe ronmydornasbix aereit umeror 1(0) u IV(AB)
Tpynmsl KpoBH, a ABoe Kapermassix — II(A) u III(B) rpynmsr kpoBu.
Onpenenute BEpOSATHOCTh POXKIEHNS Kaperiazoro pedenka ¢ 1(0) rpyn-
10 KpOBH.

27. Cynpyru: TeTepO3UrOTHBIN PHDKEBOIOCHIN (IOMUHAHTHBIHN TTPH-
3HaK) 03 BECHYIIIEK MYXYHUHA U PyCOBOJIOCAS KEHITMHA C BECHYIIIKAMU
(moMuHAHTHBIN TpU3HAK). ONpenenTuTe BEpOSITHOCTh POXKICHUS Y TAKUX
ponutenelt neTel ¢ ppKUMHU BOJIOCAMH U C BECHYIIIKAMH.

28. MEeHUIKETOHYPUS ¥ OJ[HA U3 PEIKUX (POPM araMmarioOyIruHe-
MUU HacJEeAYIOTCS KaKk ayTOCOMHBIE pelleCCUBHBIE MTpu3Haku. Omnpere-
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JIUTE BEPOATHOCTH POXKACHHSI 3I0POBBIX AETel B ceMbe, Tae 00a poau-
TeNsl JUTeTEPO3UIOTHEI 0 00eUM HapaM I'eHOB.

29. B pa3BUTHH OpraHa cilyxa y4acTBYIOT KOMILJIEMEHTApHBIE T€HBI
A u B. I'myxonemsle cynpyru no ¢pamunud CMHUT UM 4 TITyXOHEMbIX
JeTel, a IIyxoHeMble cynpyru Beccon — 5 nmyxonemsix. ITocie cmep-
T keHbl CMHT xeHusIcs Ha BoBe Beccon. Ot aToro Opaka ponuiuch 6
JeTel, BCe ¢ HOPMaJbHBIM ciayxoM. OmpenenuTe reHOTHIT CYIpyroB
Cwmur, cynpyroB Beccon u ux aereii OT epBOro 1 BTOPOro Opakos.

30. Poct uenoBeka KOHTPOIUPYETCS TPEMs TapaMH HECLEIUIEH-
HBIX T€HOB, KOTOpbIE B3aMOAEHCTBYIOT 110 TUIy NTOTHMepuHn. B Ka-
KOM-TO MOMYJAIUN CaMble HU3KOPOCIBIE JTIOIH HMEIOT BCE PEI[ECCUB-
HblI€ reHbl U pocT 150 cM, a cambie Beicokue — 180 cM 1 Bce TOMUHAaH-
THBIE TeHbl. ONpeNennuTe poCT JIOACH, TeTEPO3UTOTHBIX 110 BCEM TPeM
rapam T'eHOB.

31. Cekpenns rpyIHOTO MOJIOKA Y YKEHIIINH ONPEENIeTCs MOJHN-
MEpHBIMH reHaMu. Y OJbru ¢ TeHOTUIIOM A a A.a, KOIMYECTBO MO-
JIOKa COOTBETCTBYET MOTPEOHOCTAM pedenka. Y TaThsiHBI MOJIOKA J10-
BOJIEHO MHOTO, ITIO3TOMY OHa KOPMHT CBOEro pebeHka u pedenka Ma-
puu, y KOTOpoi coBceM HeT Mosioka. OmnpeaenuTte reHoTunsl Mapun
u TaTpsHBL.

32. Kakue netu Mornu Obl pOAUTHCS OT Opaka My>KUHHBI-TeMO(pH-
JIMKa C )KEHIIMHOM, cTpadarome 1anbToHu3MOM?

33. AnpOvHU3M OIpenensieTcs] peuecCHBHBIM ayTOCOMHBIM Te-
HOM, a FeMOQMIHNSI — PELECCUBHBIM T'€HOM, CICIJICHHBIM C IOJIOM.
YKenmuna-anpOUHOC, OTEI] KOTOPOH ObLIT reMO(MUITUKOM, BBIXOUT 3a-
MYK 32 HOPMaJIBHOT'O MY>KUYHHY, OTeI] KOTOpOTro ObLT ansomHocoM. Ka-
KOBa BEPOSITHOCTb POXKIIEHUS B 3TOH CeMbE TMEPBBIX JIByX CHIHOBEH
HOpMaJIbHbIMU?

34. Tuneprpuxo3 nepegaercs ¢ Y-XpoOMOCOMOM, a MOMHUAAKTHU-
TIWsL — ayTOCOMHBIN IOMHMHAHTHBIN TpU3HaK. B cembe, Te oTen nmen
TUTIEPTPUXO03, @ MaTh — MOMUJAKTHIINIO, POAUIIACH HOpMaJIbHAS JI0Yb.
KaxoBa BeposiTHOCTB pOXKISHUS B 3TOM ceMbe peOeHKa ¢ 00eMMU aHO-
MausMu?
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[AABA 5
N3MEHYHBOCTD

HenpepbslBHOCTE CYIIECTBOBAHUS U Pa3BUTUE JKUBOW MPHPOJIBI
00yCIIOBJIEHBI IByMs (DyHIaMEHTATBLHBIMU CBOMCTBAMU XKU3HU: HACIICII-
CTBEHHOCTBIO H HU3MEHUYHUBOCTBIO.

H3menuusocmv — 5mo cnOCOOHOCIb JHCUBIX OPSAHUIMOB 8 NPO-
yecce oHmMoO2eHe3d ympaiugams Cmapbvle NPU3HaKu U C60UCmaa u npu-
obpemamb HO8ble NOO GIUAHUEM PAKMOPOE CPeObi.

W3meHYnBOCTE OBIBAET:

1. Henacreocmeenuas ((henomunuueckas, MOOUDUKAYUOHHAS).

2. Hacneocmeennas (cenomunuyeckast):

— KOMOWHATHBHAS,

— MyTaI[MOHHA.

5 . 1 . Moampnxagnonnaﬂ H3MEHYHUBOCTb

Brnaromapst BiustHUIO (aKTOpOB cpenbl Ha GopMupoBaHue (eHo-
TUTIA a)Ke TEHETUYECKN UICHTHYHBIC OPTaHU3MBI B PAa3JIMUHBIX YCIIO-
BUSX Pa3BUTHS M CYILECTBOBAHMSA B TOW MJIM MHOW CTENEHH pas3iuya-
10TCsl (HalpuMep, MOHO3UTOTHBIE OM3HELbI, BOCIIUTAHHBIE B Pa3HBIX
CeMbAX). 3HAYHT, PEHOTHUI KAXKII0H 0COOU — 3TO pe3yabTaT B3auMOIeH-
CTBH3I €€ TeHOTUIIA M YCIIOBUH OKpYy>Kalowleil cpesl.

Henacneocmeennvie usmeHeHUs NPU3HAKO8 OP2aAHU3MA, 03HUKA-
1owue noo eIUAHUEM PaKmMopos cpedvl 0OUMAaHUsL, HA3bIEATOM MOOU-
Quxayusmu.

I'maBHBIM B hopmupoBanuu peHorumna sipisiercst renotun. daxro-
PBI cpeabl CIOCOOHBI U3MEHSAThH MPU3HAK B 3aBUCUMOCTH OT HOPMBI pe-
aKLUU T'eHa, KOHTPOIUPYIOIIEro NaHHBIN npu3Hak. Hopma peakyuu —
epaHuybl MOOUPDUKAYUOHHOU USMEHUUBOCTIU, KOMOPblEe ONPEOelsOni-
cs eenomunom. CienoBaTenbHO, OPraHU3M HacleqyeT He MpHU3HaK, a
OIIPEACIICHHBIN TN peakuy (HOpMY peakiiii) Ha BO3ACHCTBUE BHEIL-
Hell cpenbl, T.e. CIIOCOOHOCTh (POPMHUPOBATH ONPENETICHHBIN (HEeHOTHUIT B
KOHKPETHBIX YCJIOBHUSX cpenbl. Hopma peakiuu MoeT ObITh Y3KOH 1
LIMPOKOH. Y3Kasi HOpMa pPeakiy XapaKTepHa JUIsl KaueCTBEHHBIX MPU-
3HAKOB (I[BET Iv1a3, IPYIIa KPOBH ), a INPOKas — KOIMYECTBEHHBIX MTPH-
3HaKOB (pocCT, Macca Tena). YeM mupe Hopma peakiuy reHa, TeM B O0Jb-
IIeH CTETICHH OINpEeAeNICHHBIE (haKTOPBI CPEIbl MOTYT U3MEHSTH INPH-
3HaK, JACTEPMHHUPYEMBIN JTaHHBIM TCHOM.
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ITpumMepoM MOTUGDUKAIIMOHHON N3MEHUYHBOCTH Y YeJIOBEKA MOTYT
CITY)KHUTh YCUJICHUE MUTMEHTAIIUH KOXKH O/ BAUSHUEM YIbTpaduoe-
TOBBIX JIy4eH, YBEIHMUCHUE KOMUICSCTBA IPUTPOIUTOR B 1 MM® KpOBH B
3aBHCHMOCTH OT KOHIICHTPAIIMH KHCI0poaa B atMochepe (dem OonbIire
BBICOTA MPOXKMBAHUS HAJ YPOBHEM MOPSI, TEM OOJIbIIIE YHUCIIO IPUTPO-
IUTOR), PA3BUTHE KOCTHO-MBIIIEIYHON CHCTEMBI B pe3yiibTare husnuuec-
KHUX Harpy30K H T.]I.

Cy1iecTByeT HECKOIBKO THITOB MOAM(DUKAIMOHHBIX U3MEHEHUI:

— aoanmuenbvle UMEeHeHUs,

— Mopghozvl;

— ¢henokonuu 2eHos.

Haunbonee n3BecTHBI aJanTUBHBIC MOJU(PHUKAIINH, T.C. HCHACIIC-
CTBEHHBIC U3MEHEHHUSI, MOJIC3HbIC TSI OPraHu3Ma M CIIOCOOCTRYIOIINE
€ro BBDKHMBAHUIO MPU M3MEHHUBINUXCS ycioBusax. ClenoBaTeabHO, MO-
TudUKAUY He HAPYIIAT HOPMaTbHON KU3HEICITETbHOCTH OPraHu3-
Ma ¥ OTHOIICHUIH OpraHU3Ma cO CPEIoH.

OCHOBHBIE XapaKTEPUCTHKU aTalTHBHBIX MOAM(DUKAIINIA:

— HE HACJICMYIOTCS, TTOCKONBKY HE M3MEHSIFOT TCHOTHIT,

— BO3HHUKAIOT TOJNBKO B Mpezieiax HOPMbI pEakIiK I['eHa;

— HOCAT MPUCIOCOOUTENBHBIN XapakTep, TaK KaK CIIOCOOCTBYIOT
aJlanTaly OPraHu3Ma K U3MEHUBIIIMMCS YCIIOBHSM CPEIbl OOMTAHUS;

— 3a4acTyI0 0OPATHUMBI B ITPEIEaX OHOIO MOKOJICHHS, T.€. CO CMe-
HOU BHEIIHUX YCIOBHH y B3POCIBIX 0COOCH MEHSETCS CTENEeHb BhIpa-
’KEHHOCTH MPHU3HAKOB;

— MaCCOBBI M 9TO 3HAYUT, YTO OJMH U TOT ke (PaKTOp BHI3bIBACT
MPUMEPHO OJIMHAKOBOE M3MEHEHHUE OJIHOTO U TOTO JKE MPU3HAKA Y 0CO-
Ocii, CXOMHBIX TeHOTHITHYECKH;

— HMEIOT aJICKBAaTHBIN XapakTep, T.€. CTENEeHb BHIPAKEHHOCTH U3-
MEHECHHU I NMPU3HAKA HAXOIUTCS B MPSIMOM 3aBUCKMOCTH OT BH/A, CHIIBI
U TIPOJOJDKUTEILHOCTH JEHCTBHUS (haKTOpa, MX BI3BIBAOIIETO;

— MOJM(HUKAIIMK OTAEIBHOTO MpHU3HaKa, (HopMUpyeMble TaHHBIM
TEHOTHIIOM, 00Pa3yroT HEMPEPBIBHBIA PSJI; 4aCTOTa BCTPEYAECMOCTH
Ka)kZI0¥ BapHAHThI B TAKOM BAPUAIIMOHHOM PSIIy pa3inyHa (Jarie Bce-
ro HaOJIIOMaeTCs CpeIHee 3HAUCHUE MTPU3HAKA).

3HaHKe 3aKOHOMEPHOCTEH MOAM(PUKAIMOHHOW H3MEHIYHMBOCTU
OYCHb BKHO, B YaCTHOCTH, ITO HEOOXOIMMO M JUTSI MEUIIUHBI, YCHITUS
KOTOPO# B HACTOSAIIEE BPEMsI HAMpPABICHBI HE Ha W3MEHCHUC T'€HETH-
YEeCKUX TMOTCHIIMI YeloBeKa, a Ha MOMIEPKAHUE U Pa3BUTHE YEITIOBE-
YECKOro OpraHu3Ma B Mpejiesiax HOPMbI PEaKIlnu.
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He Bce momudukarnuu agantuBHbL. [Ipy HHTEHCUBHOM JICHCTBUH
MHOTHX areHTOB HAOJFOIAIOTCS HEHACIICACTBEHHBIC U3MEHECHUS, CIIy-
YaifHbIe (10 CBOEMY MPOSIBIICHUIO) K BO3JCHCTBUIO. Takue M3MCHEHUS
Ha3bIBAIOTCH MOppozamu. YacTo MOp( 036l HATTOMUHAIOT (DEHOTHITHYEC-
KO€ TIPOSIBJICHNE U3BECTHBIX MyTaluii. Torna ux Ha3bBatOT (hEHOKOIIH-
SIMH STUX MYyTaLHil.

5.2. TepaToreHeB, Mo p(o3bl, PEHOKONMHH

[Ipouecc MHANBUAYAIHLHOTO Pa3BUTHS OPraHU3Ma, HAUNHAIOLITHI -
Csl C MOMEHTA OIUIOZIOTBOPEHM I, UMEET PSIIi KPUTUUECKUX TIEPHOJIOB.

Kpumuueckumu nepuodamu Hazvliéarom onpeoeienHsvie 5mansl 6
oHmozeHese, K020a Op2anu3M A6JIsemcs Hauboee YsA36UMbIM K pa3iut-
HbIM (hakmopam, Ha He20 6030 elCEYIOUUM.

IL.I.CBetioB yCTaHOBWII /IBA KPUTHUYECKUX MEPHOAA B Pa3BUTHH
IUTalleHTapHBIX MJekonuTaomux. [lepBriif 3 HUX coBHagaer ¢ Mpo-
LECCOM MMIUIAHTALUH 3apoJibllia, BTOPO — ¢ ()OPMUPOBAHHUEM IUIA-
HeHThl. iMmnaHTanus npuxonuTesl Ha nepByio (asy ractpymsuaun (y
YeIoBeKa — Ha KOHELl NepBOi — Hayano BTOpoil Henenn). Bropoii kpu-
TUYECKUH MEPUOA MPOAOIKACTCS C TPEThel MO LIECTYI0 HEeAemo (1o
JOpyruM HCTOYHHMKAM: IO CEIbMYIO-BOCBMYIO HeAenro). B 31o Bpems
UAYT MPOLECCHl HEUPYSLUY U HayalbHBIE 3Tallbl OPraHOTeHE3a.

I pynny ¢paxmopos, komopas npueooum K pazeumuto epyowvix aHo-
manutl (Mopgho308 u ¢heHokonuil) Ha3vl8AM MepamoeHamu, npoyecc
BO3HUKHOGEHUSI AHOMANUIU — INEPATNOSEHE30M, A HAYKY, U3VUAIOUYIO MU
AHOMANUU, — MePamonocuel.

Tepartorens! ObIBaroT:

— @usuueckue (pagranus, peHTT€HOBCKUE JIy4H, TUITO- U THIIEPOK-
CHsl, TUIIOTEPMHUS U Ip.)

— Xumuyeckue (AIKOTOlb, HAPKOTUKH, HEKOTOPHIC MHIIEBHIE KOH-
CEepBaHTHI, KpaCUTENU U 10OABKH, MOIOIINE CPENCTBA, PSi/L JIEKAPCTBEH-
HBIX TIPENapaToB H JIp.)

— buonoeuyeckue (MHPEKINOHHBIE OOJNIE3HU: TPHUII, KpacHyXa,
MTOJTMOMUEITUT, TepIiec, CUPUINC U T.1.)

Beinensitor 1Ba neprona BHyTPUYTPOOHOIO pa3BUTHS:

— AMOPUOHANBHBI UNU 3APOOLIUUEEO20 PA36UMLSL; OH ATIUTCS C MO-
MEHTA OILUIOAOTBOPEHUS SIUIIEKIIETKH 10 3aBEPLIEHHSI OCHOBHBIX IIPOLIEC-
COB OpraHOIeHe3a, T.€. O KOHLIA BTOPOro — Havyajia TPEThEro Mecsa;

— NJLOOHbLU, UIU (hemavbHblll, KOTOPHIH MPOMOIDKAETCS ¢ KOHIIA
BTOPOro — Hayaja TPEThero Mecsua 0 POIOB.
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[ToBpexnaroiiee NeMCTBUE TEPATOTCHOB BO BPEMsI UMILIAHTALlUU
MPUBOIUT K e¢ HapymeHuro. [ nbenb 3apoibiiiieii B 3TOT epHO]] pa3BH-
THst MoxeT nocturath 70 %. OCHOBHOM NMPUUMHON CUMTAIOT MATOIO-
THIO TIEPBBIX JPOOJICHUH 3UTOTHI, BOSHUKAIOIIYIO KaK OT JISHCTBHUS IMa-
TOTCHHBIX (PAKTOPOB, TAK U PE3YNNBTATE IPyObIX HACIEACTBEHHBIX aHO-
MaJIHH.

JleiicTBHE TepaTOreHHBIX (PaKTOPOB C TPEThEH 10 BOCKMYIO Hejle-
JTF0 SMOPHOHATBHOTO TIEPHOIa IPUBOIAUT K TPYOBIM aHOMAJHSIM Pa3BH-
Tus. YeM paHbIlle BOZHUKAET MOBPEXKICHUE, TEM Tpydee OBIBAIOT BPOXK-
JICHHBIE YPOJICTBA.

AHoManuu pa3BUTHS, BOSHUKAIOIINE B TUIOIHBIN IEPHOJ IIPH JCH-
CTBUH TEPATOTEHOB, MPUBOMAAT K HAPYIICHUIO CTAHOBICHUS CUCTEM U
opraHoB (y Ka)JI0Tr0 OpTraHa ecTh CBOW KpuTmueckui nepuon). [Lion,
KaK TIPaBHJIO, He MOTH0aeT; BOZHUKAIOT Majbie MOP(OIOTHIECKUE H3-
MEHEHHsI: 3a/Iep’KKa POCTa, HEMOCTATOYHOCTh MUTAHUS IIJIOAA U JIPY-
rue QyHKIIMOHAIFHBIE HAPYIIICHHUS.

L[.Crokkapa BBIIBUHYI TP OCHOBHBIX TTOJIOXKEHUS TEPATOIOTHH:

— OJIVH U TOT K€ TePaTOTeH IPH BO3ICHCTBUH HA PA3HBIX CTAIUAX
Pa3BUTHS MOXKET BBI3BATh PA3INYHBIEC aHOMAIINH;

— OJTHA ¥ Ta K€ aHOMAJIHs MOXET OBITh CIIEACTBUEM ICHCTBHS pa3-
HBIX TEpaTOTEHOB;

— THI aHOMAITNH! 3aBUCHUT OT CTaINH Pa3BUTHS.

Takum o6pazom, Mopd o036l # (HEHOKOTTHH BO3HUKAIOT B Pe3ylIbTa-
T€ BIMSHUSA BHEIIHUX (PAaKTOPOB HA MPOIIECC pean3aluy TeHeTHYec-
koW nH(OpMAIIMK Ha pPa3HBIX €€ CTAAMIX, B YACTHOCTH, BO BPEMS TIPO-
XOXKACHUS OPTaHU3MOM KPUTHYECKUX CTaJWN OHTOT€HE3a — JIeTePMHU-
HaIWH KIJIETOK, 3aKIaaku U T} GepeHITHPOBKI OPTaHOB.

Mopgo3sbl — smo anomanuu pazgumus, npueoOAUUe K UsMEHEHUI
MOpponocueckux NPUHAKO8 U CEOLUCE OP2AHUZMA NOO GIUSHUEM
MAaKux 8peoHbIX (PaKmopos, ¢ KOMOpbLMU OH He CIMAIKUBAICS 8 NPO-
yecce 3800YUU, A MOKCUYHOCb UX HACMONBLKO 8ElUKA, YMO UCKIIO-
yaem 603MOICHOCHL MOOUPUKAYUOHHOU USMEHUUBOCTHU OP2AHUZMA,
onpeodensiemoil Hopmoti peaxyuu. Mop@o3bl He HOCAT IPUCIIOCOOUTENb-
HOTO XapakTepa, IMOCKONBKY peakilvs OpraHu3Ma Ha WHIYIHPYIOUTHE
uX QakTopsl OOBIYHO ObIBaCT HEaIeKBATHOM.

Yacto Moph03bl PEHOTUITUYCSCKH CXOIHBI C MyTallMsAMHU. B Takux
ClIydasX MX Ha3bIBalOT ()EHOKOMHUSIMHU (HEHACIICACTBEHHAs M3MECHYH-
BOCTH KOITMPYET HACJEACTBEHHYIO): HAMPUMEp, y JKCHIIUH, IepeHeC-
IIUX KPACHYXY Ha PaHHUX CTaJHUIX OEPEeMEHHOCTH, JACTH 4aCTO TIyXO-
HEMbI€ WM C BPOXKJIEHHOW KaTapakTor. DEeHOTUIBI 3TUX OTKJIOHEHUI
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HEOTIIMYMMBI OT COOTBETCTBYIOLINX TeHETHIECKUX AaHOMAITHH (MeXaHu3-
MBI (peHOKOTIMIT U MyTalil pa3In4HbL: (EHOKOIUS — pe3yabTaT Hapy-
LIEHHS peai3aliil HaCIeNCTBEHHONH HH(OpMay, MyTalus — CIeA-
CTBHE U3MEHEHHS CTPYKTYpPbI ()EHOTHUIIA).

YcTaHOBIIEHO, YTO BO3HMKHOBEHHE (DEHOKONMM CBS3aHO C BIHSA-
HUEM BHEUIHUX YCJIOBUH Ha ONpPENESNCHHYIO OIPaHUYEHHYIO CTaJUI0
pasBUTHSL.

5.3. KOMGHH&TI/IBH&H H3MEHYHUBOCTb H €€ MEXaHH3MbI

KomOuHaTuBHasg M3MEHYUBOCTE — OIUH W3 BUAOB I'€HOTUIIMYEC-
KoMl m3MeHuYnBOCTH. OHA BO3HUKIIA C MOSBICHUEM IOJIOBOTO Pa3MHO-
KCHUSI U 00yCIIOBJICHA Pa3jIMYHBIMU BapUaHTAMU COYCTAHUS TEHOB U
XPOMOCOM TIPH 00pa30BaHUU TaMET M UX CIMSIHUH B MPOIECCE OTLIO-
JNOTBOpeHUsl. [ eHbI pU 3TOM HE U3MEHSIOTCSI, @ BOSHUKAIOT JUIIb HO-
Bble UX KoMOMHan . OCHOBHBIMU MEXaHU3MaMU KOMOMHATHBHON W3-
MEHUYHBOCTH SABIIIOTCS:

— PeKOMOUHAYUS 2eHO8 NPU KPOCCUH208€epe;

— Hezasucumoe nogederue He2oMoL02UYHBIX XPOMOCOM 8 anaga-
3e-1 metiosza;

— cyuatiHoe couemanue amem npu oni000meopeHuuU.

OTU TpU CIyYalHBIX Ipolecca SIBISIOTCS IPUYUHONW OTPOMHOIO
TeHOTHUITMYECKOT0 pa3Ho00pa3us ocodei Bha, YTO MOBBIIAET BEDKH-
BaeMOCTb BHJIa B H3MEHSIOIIUXCS YCIIOBHUSIX €r0 CYIIeCTBOBAHMS.

5.4. MyTagl/lOHHaﬂ H3MEHYHUBOCTDb

MyTalMOHHBIH MPOLIECC ABIISETCS MEPBOUCTOUHIUKOM HaCIIeICTBEH-
HOM M3MEHYMBOCTH, & MyTallu¥ — OHUM U3 IJIaBHBIX (PaKTOPOB BOIIO-
uu. Mymayuonnas usMeH4u8ocmy — 5mo 603HUKHOGEHUE HOBLIX 8apU-
AHMOB OUCKPEMHBIX eOUHUY 2CHEMUYECKO20 MAMEPUANA, NPeNCcOe 8Ce20
Hogbix anenel. IIpoyecc obpazosanus Mmymayuil Ha3vlaemcs mymaze-
He30M, a (hakmopul, Gbl3bl8aArOWUEe MYMAYUU, — MYMALEHAMU.

MyTareHsl oxpa3iensioT Ha:

— @usuueckue (pa3IuvHbIC BUIBI U3JIyYCHUH, TeMIlepaTypa, AaB-
JICHHUE U T.11.);

— Xumuyeckue (HapuMep, JEKapCTBEHHBIE MpenapaThbl, KOHCep-
BaHTBHI, CPEICTBA OBITOBOM XMMUH U JIp.);

— buonozuueckue (BUPYChI, OAKTEPHH ).

D¢ dexTsl MyTaMOHHOTO MpoIecca Ul MOMYJSIUA YernoBeKa
BBIPAJKAIOTCS B DBOIIOIMOHHO-TEHETHYECKOM, MEAUIIMHCKOM U COIH-
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aIbHOM 3HaYeHUAX. MEeAULIMHCKUE U COLIMATIbHBIE TOCTIECCTBUS MyTa-
LHUOHHOTO TIpoliecca — 3TO ColraibHas Ae3aganTanuuns (MHBaJIUAHOCTD)
OONBHBIX, TIOBBIILIEHHAs HEOOXOOUMOCTh B MEIUIIMHCKON MOMOIIN H
CHIDKEHUE TIPOJOKUTEIBHOCTH KU 3HU.

OnHy 13 OCHOB T€HETHKH cOCTaBysieT Teopust myTtanuii. Ee chop-
mynupoai [.1e @pu3 (1901 — 1903 r.1.). OCHOBHBIE TIOIIOKEHUS MyTa-
LMOHHOM Teopuu I.ne ®pusa crpaBeIMBBI U 110 HACTOSIIEE BpeEMH,
OHHU CBOJATCS K CIEAYIOIIEMY:

— MyTallld BO3HUKAIOT BHE3AITHO KaK JUCKPETHBIC M3MEHEHUS
MIPU3HAKOB;

— HOBBIC ()OPMBI YCTOWYIHBBL;

— MyTalluH MPEACTaBISAIOT CO00H KaueCTBEHHBIC N3MEHEHUS;

— MyTallM¥ MOTYT OBITh KaK MOJIE3HBIMH, TaK U BPEAHBIMH;

— BEpOSTHOCTH OOHAPYXEHHUSI MyTallil 3aBUCUT OT YHUCIIA UCCIIe-
JIOBAaHHBIX 0COOEH;

— CXOJHBIE MyTallMd MOT'YT BO3HUKAaTh HEOAHOKPATHO.

K nacrosmemy Bpemenu myranmonsas Teopus I.ie @pusa nomoin-
HUJIACh PAJOM HOBBIX MOJIOKEHHH.

Mymayuu — smo éHe3anHvle, CKAUKOOOPAa3Hbie CMOlKUe usmeHe-
HUSL @ CINPYKMYpe 2eHOMUNA.

MyTanuu BO3HUKAIOT Ha BCEX CTaAUAX WHANBHyaIbHOTO Pa3BU-
THSI OpraHu3Ma, B JII000M ero KiIeTke U Ha Jr000H cTaAuH KJIETOYHOTO
UKiIa. bynydn HOBBIMH MONEKYISIPHBIMH COCTOSTHHSIMH T€HOB, MyTa-
LMY TaKXe CTOWKH, KaKk M reHbl. [lyreM ayTopenpogyKUuu MyTaluu
nepenaroTcs MOTOMKaM B OSCUHMCIIEHHOM PSY KIETOYHBIX MOKOJICHUH.
[IprunHBI NOSIBIEHUS MyTaLU:

— B JCHCTBUH Ha 0cO0b (haKTOPOB Cpembl;

— B OCOOGHHOCTSIX OOMEHAa BEILECTB;

— B oIMOKaXx ayTOpenpOayKIHH;

— B OIIMOKax KPOCCHHTOBEPA U T.A.

ITo muenuro P.bopcrena, MyTaniuu BO3HUKAIOT B PE3YABTATE OUil-
box mpex «P»: pennukayuu, penapayuu, pexomMoOuHayuu.

5.4.1. Kraccuukanua myranuit

B 3aBucumocTH OT TOro, Kakoil MpU3HAK MOJIOXKEH B OCHOBY, CY-
LIECTBYET PsA CUCTEM KiIacCU(UKALINH MYTalHid:

1. B 3aBUCHMOCTH OT IPUYHH, BHI3BIBAIOLINX MyTalUU:

— cnonwmanHsie: BO3HUKAONINE 03 BUIUMOH NPUYMHEL, T.. 0e3
KaKUX-TM00 WHAYHUPYIOIIMX BO3ACHCTBUN CO CTOPOHBI 3KCIIEPUMEH-
TaTopa;
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— UHOYYUPOBaHHbIe: BOSHUKAIOT B PE3yJIbTaTe HAPaBICHHOTO BO3-
JEHCTBHSI ONPENENIeHHbIX MyTareHHBIX (aKTOPOB Ha OOBEKTHI.

2. Ilo MyTHpOBaBIINM KJIETKaM:

— eeHepamugHble: IPOUCXOAAT B MOJOBBIX KJIETKaX, MepeaaroTcs
10 HACJIENCTBY MPH MOJIOBOM Pa3MHOXEHUHU;

— coMamuyeckue: BO3SHUKAIOT B COMaTUYECKUX KIIETKaX, Mepera-
I0TCSI TI0 HAaCJIEACTBY TOJIBKO IPH BEreTaTUBHOM Pa3MHOKECHHUH.

3. 1o mposIBACHUIO B TETEPOZUTOTE:

— OOMUHAHMHbIE,

— peyeccusHuvle.

4. Ilo xapakrepy U3MEHEHUS FeHOMa:

— 2eHHble: N3MEHEHNS TeHOB;

— XPOMOCOMHbLE: UI3MEHEHUST CTPYKTYPBI XPOMOCOM;

— 2eHOMHble: U3MEHEHU E YHCIIa XPOMOCOM.

5. Ilo ucxonmy A opranu3ma:

— ompuyamenvHbvie (MOTyIeTalbHbIe — CHIKAIOIIIE KU3HECTIOC00-
HOCTBH OpraHu3Ma; JieTaJbHbIE — IPUBOAST K THOENN OpraHu3Ma);

— Helimpanbible (He BIHAIOIIME Ha MPOLIECChI YKU3HENESATEILHOCTH);

— nonodcumenvHule (MOBBILLAOIINE )KU3HECTIOCOOHOCTH OPTaHU3MA).

6. [1o mokanu3zanuu B KIETKE:

— A0epHble;

— yumonuazmamuiecKue.

7. B 3aBUCUMOCTH OT HaNpaBJIEHHOCTH:

— npameie (OT HOPMBI K NIATOJIOTHN );

— obpamHule (OT MATOIOTHYECKOTO TeHa K HOPMAITBHOMY).

8. 1o xapakrepy n3MeHeHus (GeHoTUna:

— mopghonoeuyeckue (Hapylaromye Npu3HaKy GU3HIECKOro CTPO-
CHUS — ILIECTUTIANOCTb, KAPIMKOBOCTh, Oe3IiIa3ue y 4enoBeka u ap.);

— Qusuonozuueckue (M3MEHSIONINE TPOTEKAHUE (PUZUOTOTHIESCKAX
MPOLIECCOB: KPOBOOOPALIEHUS, ABIXaHUS U T.1I.);

— ouoxumuyeckue (TOPMO3SILIIE WK U3MEHSIOIINE B TOW WX HHON
CTEICHU MPEBPAILEHUS U CUHTE3 HEKOTOPBIX BEIECTB B OPTaHU3ME).

5.4.2. FeHHble MyTallHH

OCHOBHOE BHUMAaHHE MPU U3YYCHUU TCHHBIX MyTalUui yAENSIOT
TOYKOBBIM MYyTallUsiM, NMPH KoTopbix m3meHeHnue B JIHK 3arparuBaer
OJIUH WJIM HECKOJIBKO HYKJICOTHOB.

Tennvie (mouxosvie) Mmymayuu — 5mo Mymayuu, usmeHsouue no-
Ce008AMENLHOCTb HYKACOMUOO8 8 2eHe, M. e. USMEHAIOWUE CIMPYKMY-
Py 2ena.
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OTH U3MEHEHUSI MOKHO Pa3NeuTh HA TPH IPYIIIbL:

1) 3amMeHa OTHMX a30THUCTBHIX OCHOBAHUHN IPYTUMH; 3aMEHbI ObIBa-
IOT IBYX THIIOB:

— mpaH3uyuy —3aMeHa IypHHOBOTO OCHOBAaHUsI HA TyPUHOBOE, WIIH
MUPUMUAIUHOBOTO Ha MTUPUMUJUHOBOE;

— mpamnceepcuu — 3aMeHa IIyPHUHOBOT'O OCHOBAHUS HAa TUPUMUIH-
HOBOE U Ha00OpOT;

2) BcTaBKa (MHCEpIMS) WM BhINaIeHHE (Jeenus) napbl HyKiIeo-
THJIOB;

3) u3MeHeHHE MOpsAAKa HYKICOTHIHBIX IOCIEN0BATEILHOCTEH B
npenenax rea (MHBEpCHsi).

5.4.2.1. Myragun no tamy 3amMeHbI a30THCTBIX OCHOBAHHIT

[IprunHOM TaKMX MyTalMii SABJISAETCA HApyIIEHHUE IPOLIECCOB Pell-
JUKalUuu 1 penapauu. ClIencTBUEM 3aMEHbI OJHON Mapbl KOMIUIEMEH-
TapHBIX HYKJIEOTHUJIOB Ha APYIYIO SBISAETCS BOSHHUKHOBEHHE HOBOTO
TpUILJIETa B HyKJIeOTUAHON nocnenosarensHoct JJHK rena:

a) eCJIM BHOBb BO3HUKIINHN TPHUILIET KOOAUPYET APYTYI0 aMUHOKHC-
JOTy B OeJKe, ONpEeAeIsieMOM NaHHBIM TEHOM, TO U3MEHSIOTCS CTPYK-
Typa MONMIIENTHIHON IIeNH U CBOMCTBA 3TOro Oenka; B 3aBUCHMOCTHU
OT XapaKTepa U MecTa CIy4HBILEHCS 3aMEHbI CBOIMCTBA Oellka N3MEHsI-
IOTCSI B pa3HOM CTENEHH, NHOINIa OUYEHb 3HAUUTENBHO;

0) eciM BHOBb BO3HHUKILIMI TPUILIET — 3TO OIMH U3 HOHCEHC-TPUII-
neroB (ATT; ATL]; ALT), He KOOUPYIOUIMX aMHUHOKHCIOTHI, TO 3TO
MIPUBENET K IPEPhIBAHUIO CHUHTE3a MOMUIENTUIHON LIEH;

B) €CII HOBBIM TpUIJIET OyneT «CHHOHUMOM» MPEXHEro, T.e. 0y-
JET KOOUPOBATh Ty K€ aMHHOKHCIIOTY, TIOCKOIBKY B HEM MPOU30ILIa
3aMeHa TPEThEro OCHOBAHUS (BBIPOXKACHHOCTh TEHETHUECKOTO KOJa),
TO 3TO HE OTPA3HUTCA Ha CTPYKTYpe MOJIMIENTHIA, KOTUPYEMOrO AaH-
HBIM T'€HOM («MOTYaIlas» MyTalus).

5.4.2.2. Myragun co casHrom pamkn cUHTbIBAHHA

[Ipuuunoil ganHbIX MyTanui siBsercs Bosaeiicreue na JIHK, na-
pUMep, aKpUAUHOBBIX KpacuTelel, peHTTCHOBCKOTO U3IIY4YCHHUS WU
OITMOKH PEKOMOHMHAIIHH.

K TakuMm MyTarusiM mpuBOAST BBITIAICHUS FJTH BCTABKU B HYKJICO-
THUJIHYIO MOCIE0BATEIHLHOCTD OJHOM UIIK HECKONBKUX Map KOMILTIEMEH-
TapHBIX HYKJICOTUIOB.
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HpI/I HCOPCPBIBHOCTH CUYUTBIBAHUA U HCICPCKPHIBACMOCTH I'CHEC-
TUYCCKOI'0 KOJa U3BMCHCHHNEC KOJIMYCCTBA HYKJICOTU 0B IIPUBOAUT K CABU-
'y paMKu CUUTBIBAHUA, U MOCJC TOYKHU HAPYLICHUA B HHK JaHHOT'O
réHa U3MCHAIOTCA BCC TPUILICTBI, B PE3YJIbTATC YCTO:

a) C€CJIM BCC HOBBIC TPUILJICTBI OKAXKYTCS KOOAUPYIOIIUMUA, U3SMCHUT-
€S CMBICIT OMOJIOrHYECKOM I/IH(l)OpMaI_[I/II/I, 3alMCaHHON B T'CHE,

6) €CJIM KOJIMYCCTBO BCTABJICHHBIX WJIN YTPAUYCHHBIX HYKJICOTUAO0B
KpaTHO TPEM, CABHUTI'a PAMKU CYUTBIBAHHUA I/IH(i)OpMaI_[I/II/I T'€Ha MOXXCT HE
HpOHSOﬁTH, HO 3TO IPUBCACT K BKIIFOUCHUIO JOTIOJITHUTCIbHBIX dMHUHO-
KHCJIOT UJIK BBIIMIAACHUIO UX U3 0enKoBoit OCIINn,

B) €CJIM CPCeA BHOBb BOSHUKIINHNX TPHUILJIICTOB OKAXKETCS HOHCCHC-
TPUILJICT, TO 3TO MMPUBCACT K npemneBpeMeHHOﬁ TEPMHUHAIIUU CUHTE3a
Oenka B TOM MECTEC, A€ PACIIOJIOKCH HOHCCHC-KOAOH.

5.4.2.3. Myragun no tany HHBEPCHH HYKACOTHIHDIX
HOCAEJOBATEADHOCTEH B r€He

JlaHHBIN THO MyTalMi TPOMCXOAUT BCIIEACTBHE MOBOPOTA ydacTKa
JIHK B rene na 180° u3-3a o6pa3zoBanus monekynoit JJHK mernu, B ipene-
JIax KOTOPOH PeIIMKALMS UIET B HAIPABICHUH, OOPaTHOM MPaBHIILHOMY.

B nHBepTHpOBaHHOM y4acTKe HapylIaercsi OCe0BaTENbHOCTD HYK-
JIEOTHUJIOB, U 3TO BEAET K MOCIEACTBHSM, CBOMCTBEHHBIM ISl MyTaIlMH 11O
TUITY 3aMEHbI a30THCTBIX OCHOBAHMH, T.€. U3MEHSETCS aMMHOKHCIIOTHAS
MOCJIGAOBATEIBHOCTD OelKa MK OEJIOK MOMHOCTBIO HE CHHTE3UPYETCS.

3HaYMMOCTb T€HHBIX MyTaLUH AT )KU3HECHOCOOHOCTH OpraHu3-
Ma HEOAMHAKOBa. Pa3inyHble H3MEeHEHUsI B HYKJICOTHIHON MOCIEeNoBa-
tenpHOCTH J{HK m0-paznomy nposiBnsitorcst B peHoTune. Hanbombimmm
MOBPEKAAIONINM JEHCTBHEM 00J1a1al0T MyTalliH, BBI3bIBAIOIINE OCTa-
HOBKY CHHTe3a OelKa, a HalpuMep, «MOoITJalie MyTallun» He OKa3bl-
BAIOT BIUSIHUS HA CTPYKTYpY U QyHKIuIo Oenka. [lo GpyHKImOHanbpHO-
My 3HAUYEHMIO TeHHBIE MyTallMU MOKHO Pa3ACIUTh HAa TPH KJlacca:

1) sedywue k noanot nomepe yHkyuu benxa;

2) 6 pe3ynvmame KOMOPLIX APOUCXOOAN USMEHEHUS] KOTULEeCEa
benka;,

3) usmensiowue ceoucmea OENKOBbIX MOLEKYN MAKUM 00paA30M,
YUMo OHU OKA3bIBAIOM ROpedcoaioujee Oeticmaue Ha JHCU3Hedesmenb-
HOCMb KJeMmoK.

I'enHBIE MyTaLIMK — NPUYNHA TE€HHBIX HACJIECACTBEHHBIX Oone3Hel
(mampumep, HeiipohrOpoMaTos, apaxHOTAKTHIINS, TATAKTO3EMHUS, alTb-
OMHM3M, aMaBpPOTHIECKasT UIAOTHSI, TeMOMDHUIINSA, TaJTbTOHU3M H JIp.).
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5.4.3. Xpomocomubie MyTamuu

Hecmotpst Ha 3BONMIOLIMOHHO OTPaOOTaHHBINA MEXaHU3M, [TO3BOIIS-
IOLIUN COXPaHSTh MOCTOSHHON (PU3NUKO-XMMUYECKYIO U Mopdornoruyec-
KYyI0 OpraHH3aL1I0 XpPOMOCOM B PSAIY KJIETOUHBIX MOKOJICHUH, O BIIU-
STHUEM Pa3JIMYHbIX BO3ACHCTBHM (HapylleHHe KpOCCHHTOBEpa, MyTare-
HBI) 3Ta OpraHu3aIUs MOXET U3MEHSTHCS. B OCHOBE H3MEHEHUS CTPYK-
TYpBI XPOMOCOMBI, KaK MPaBUIIO, JISKUT NEPBOHAYAIBHOE HApYIIEHHE
ee LIETTOCTHOCTH, T.€. Pa3phIBbl, KOTOPHIE M COMPOBOKAAIOTCS pa3iIny-
HBIMH I€PECTPOHKAMH.

Xpomocomnvie mymayuu (abeppayuu) 3aKi04AIOMC 8 UMeHe-
HUu cmpykmypbol xpomocom. VIX nensr Ha:

— 6HymMpuxpomocomuble (IePECTPOHKH BHYTPH OTHOH XPOMOCOMBI);

— mexcxpomocomuble (IPOUCXOAAT MEXKTYy HErOMOJOTHYHBIMH
XPOMOCOMaMH ).

[TpoMexyTOUHOE MOTOKEHHUE MEXKITYy BHYTPHXPOMOCOMHBIMHU U
MEXXPOMOCOMHBIMH TIEPECTPOHKaMU 3aHUMAIOT mpancnosuyuu (u3me-
HEHUE JIOKAJTM3allH1 yIacTKOB TeHETHUECKOr0 MaTepraa), IMOCKOIbKY
OHHM MOTYT IPOUCXOANTH KaK MEX.IY HEeroMOJIOTHYHBIMH XPOMOCOMa-
MH, TaK ¥ B TIpeeNiaX OAHOH XPOMOCOMBI.

K BHYTpPHXPOMOCOMHBIM MYTAIHsIM OTHOCSIT:

— Oeneyuu (BBIMTaIeHNE BHYTPEHHETO yUacTKa XPOMOCOMBI);

— deghuwiencu (yTpara KOHIIEBOTO y4acTKa XPOMOCOMBI);

— oynauxayuy (YABOGHUE y4acTKa XPOMOCOMBI);

— uneepcusi (MOBOPOT ydacTka XpoMocombl Ha 180°).

MeXXpOMOCOMHBIE MyTaLlH — 3TO MpaHciokayuu (TP KOTOPBIX
Y4acTOK XpOMOCOMBI IIepeMeIaeTcs Ha JPyroe MecTO HEroMolIorHd-
HOW XpOMOCOMBI). BBIIENSIOT HECKONBKO TUIIOB TPAHCIIOKALINA:

— peyunpokHwie, T.e. B3AUMHBIA OOMEH y4acTKaMH HErOMOJIOTHY-
HBIX XpOMOCOM;

— HepeyunpoxHvle (TPAHCIIO3UIUH), T.€. YYACTOK XPOMOCOMBI
BKJIIOYAETCA B IPYTYIO XpOMOCOMY 0Oe3 B3aMMHOTO OOMEHa;

— Ouyenmpuyeckue (TIOTULEHTPUYECKHUE), T.€. CIUSIHUE JIBYX WUITH
Oonee GparMeHTOB HETOMOJIOTHYHBIX XPOMOCOM, BKJIFOYAIOIINX ydac-
TKH C LIEHTPOMEpPaMH;

— yenmpuueckue (pOOEPTCOHOBCKHE), T.€. CIHMSHHUE ABYX LIEHTPO-
Mep HEroMOJOTUYHBIX aKPOIIEHTPHUYECKHX XPOMOCOM C 00pa30BaHHEM
OJTHOM MeTa- MM CyOMETaIleHT PUIECKOH XPOMOCOMBI.

OmmcaHHbBIe CTPYKTYpHBIE M3MEHEHHSI XPOMOCOM, Kak IPaBHIIO,
COIPOBOXKIAIOTCSI U3MEHEHHEM T'€HETHYECKOH MpOrpaMMBI, MoTydae-
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MOMW KJIETKAMHU HOBOTO MTOKOJIEHUS TOCIE EIEHU S MaTEPUHCKOM KIIET-
KM, TaK KaK M3MEHSETCS KOMMYEeCTBEHHOE COOTHOILIEHHE I'CHOB (TIpH
HEXBaTKax, T.C. ACNCUUsIX U NepHILEHCH, U AYIUIMKALHIX), MEHSIETCS
XapakTep uxX (YHKIMOHHPOBAHUS B CBSI3U C M3MEHEHHEM B3aHMHOTO
pacmonokeHus B XpoMocoMe (TIPH MHBEPCUSAX M TPAHCIIO3ULMSIX) HITH
C TIEPEXOJIOM B JIPYTYIO XpOMOCOMY (TIpH TpaHCIOKaLMsIX). Yalie Bcero
TaKue CTPYKTYPHBIE H3MEHEHHSI XPOMOCOM OTPHUIATENBHO CKa3bIBAIOT-
Csl Ha HU3HECIIOCOOHOCTH OTAENBHBIX COMaTHUECKUX KIETOK OpraHu3-
Ma, HO OCOOEHHO CEPbE3HbIE TOCJICICTBHS UMEIOT XPOMOCOMHBIE MY-
TaluH, IPOUCXOAAIINE B IPEAIISCTBEHHUKaX raMeT UM TaMeTax.

5.4.4. I'enomunie mytanun

B 0cHOBE BO3HUKHOBEHUS TAKUX MyTallHi JIEKAT MEXaHU3MbI He-
PacXoXKAeHHUsI XPOMOCOM TIPH JENCHUH KJIETOK, TIaBHBIM 00pa3oM, B
Menose.

['eHOMHBIE MyTanuM 3aKIIOYAOTCS B U3MEHCHHH YHCIA XPOMO-
COM B KapHOTHIIE.

Briienstor 1Ba OCHOBHBIX THIIA TEHOMHBIX MYTAaIlHii:

— noaunaoudus (M3MEHEHHE, 3aKITI0YA0IIeecs B KPAaTHOM yBEIH-
YeHWH 4Yrciia HaOOpOB XPOMOCOM B KIIETKaX OpPTaHHW3Ma); OpraHh3M
Ha3bIBAalOT TPUILJIOWAHBIM, €CITH OH MMEET B KapHOTHIIe TpU Habopa
XPOMOCOM, TETPATUIOUTHBIM — YEThIPE U T. .

— aHeynioudusi VIIM TeTePOIUIONans (M3MEHEHHE YHCIIa XPOMO-
COM, HE KpaTHOE rarjiouIHOMY Ha0Opy), B pe3yJIbTATE Yero BOSHUKAIOT
0co0M C aHOMAaJbHBIM YHCIIOM XPOMOCOM: a) MoHocomuku (2n-1), y
KOTOPBIX HE XBaTaeT OMHONH XPOMOCOMBI B KaKOH-HO0 mape; 0) noau-
comuxu, y KOTOPBIX OTHA M3 XPOMOCOM MOXKET OBITh MOBTOPEHA HECKOIb-
KO pa3, HalpHuMep, TPUCOMUKU — 2n+1; TerpacoMuku — 2n+2 U T.1.;
B) HYJLIUCOMUKU, T.€. OTCYTCTBHE B XPOMOCOMHOM Ha0OpEe TUTIITION THOM
0CO0H JIByX TOMOJIOTHYHBIX XPOMOCOM IO KaKOW-TO Iape.

XpPOMOCOMHBIC M TCHOMHBIC MYTAIlUU SIBJISIFOTCS MPUYUHON Ha-
CJICICTBEHHBIX XPOMOCOMHBIX OOJe3HeH.

BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Kakue BuaBl H3MEHUMBOCTHU CYLIECTBYIOT B MpUpoae?

2. UTo Takoe alanTUBHBIC MOTU(PUKAIIIN?

3. Kak nokazatb, sBnsiercss nzydaemasi opma (HEHOKONHEH WK
MyTaHTOM?

4. Yrto Takoe «HOpMa peakuun» oprann3ma’? Kakoit ona 6riBaer?
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5. [lepeuncaute THIIBI MOAU(UKALINA.

6. KakoBbI OCHOBHBIE XapaKTepUCTUKH aJallTUBHBIX MOTU(PUKAIIII?

7. IlpuBenute npumMepsl TepaToreHoB. [Touemy TepaToreHHble dak-
TOpbI HauOoMee ONacHbl B KPUTHUECKHE TIEPUOIBI Pa3BUTHS SMOpHOHA?

8. OxapakrepuzyiiTe MOp¢0o3bl U (PEHOKOIINH.

9. Haiite onpeneneHne MOHATUS «MyTaLIHsD.

10. Yem oOycCIIOBIICHBI TEHHBIE MyTaIlUN?

11. Kakuie TUIBI TEHHBIX MyTallil BaM U3BECTHBI?

12. Yem oTnyaroTCsi TeHHbIE MYTAllUM OT TEHOMHBIX ?

13. Yto BBl 3Haere 00 OOILIEM YpOBHE CIOHTAHHBIX MYyTaLHH Y
yenopeka?

14. B yeM CXOACTBO U pa3ivyuKe CIIOHTAHHBIX MyTallUi U UHIYLIU-
POBaHHBIX MyTalUi?

15. OxapaxTepusyiiTe 0COOCHHOCTH I'€HOTUINYECKONH HM3MEHYU-
BOCTH, HA30BHUTE €€ BUIBL.

16. YUem oOycmoBneHa KOMOMHATHBHAS U3MEHYHBOCTD?

17. IlpuBenuTe KIaccU(UKALNIO MyTareHHBIX (DaKTOPOB CPEIIBI.

18. Uem 00ycnoBIEHBI: a) XpPOMOCOMHBIE MYTallly; 0) TEHOMHBIE
MyTanuu?

19. IIpuBenute KIaccHupUKAIMIO XPOMOCOMHBIX MyTanuid. Oxa-
paKTepusyure:

a) BHYTPUXPOMOCOMHBIE MYyTaIllu; 0) MEXXPOMOCOMHBIE MyTa-
LUH.

20. Kak Ha3pIBaecTCs OpraHuU3M ¢ HabopoMm XpoMocoM: a) 2n-1;
0) 2n+1; B)3n?

21. Mansauk poamiics ¢ GeHWIKETORYpHEH, HO Oraromapsi COOT-
BETCTBYIOIIEH queTe pa3BUBaics HopMaidbHO. C KakuMu GopMamMu 13-
MEHYUBOCTH CBSI3aHbI €r0 0O0JIC3Hb U BBI3OPOBIICHHE?

22. Bce kiteTku O00IBHOTO MYXKYHHBI UMEIOT 47 XpOMOCOM 32 CHET
JMIIHEN X-XpOMOCOMBI. YKaXXWT€ Ha3BaHUE 3TOH MyTalld, BCE BO3-
MOKHBIC MEXaHHU3Mbl €€ BO3SHUKHOBEHUS U BEPOSTHOCTh IIEpenauu ee
MTOTOMCTBY.

23. XenmiuHa, repedoneBiias BO BpeMsi OepeMEeHHOCTH KOPEBOii
KpacHyXOM, poiiiia TIIyXoro ChiHa. Y HEee U My»Ka CITyX HOpMaJIbHbIH, B
POMOCIIOBHOW 000HX CYIPYroOB IITyX0Ta He orMedeHa. OpeaenuTe Bo3-
MOXHBII MEXaHHM3M TIOSIBIICHUS TJIYXOThI ¥ peOeHKa, BEPOSTHOCTD IMO-
BTOPHOTO POXKAEHHS TIIYXOro peOeHKa B JAaHHOH CeMbe.

24. Y NOXHUIIBIX CYIPYTOB POJIUIICS ChIH, T€TEPO3UTOTHBIN 110 TEHY
JabTOHU3MAa. UTO BRI MOXKETE CKa3aTh O €ro KapHoTHurne?
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25. Bmamumup u Banepwuii — MoHO3UroTHBIC ONM3HENb. EnleHa u
Csemnana — toxe. Bnanumup sxennncs Ha Enene, a Banepuit —Ha Ceer-
naHe. B 00oux cembsx poauiInuch CBIHOBBA. ByayT 11 OHM CXOAHBI APYT
C IPYTOM B TaKOil jk€ CTENEeHH, KAK MOHO3UTOTHBIE OMM3HENbI?

26. Ponutenu u ux 104b CTpajgaroT Ty4HOCTHIO. [IpuemHas no4sb,
BBIPOCIIAsl B 3TOH CEMbE C MJIaJIECHYECTBA, NUMEET MOBBIIIEHHYIO Maccy
TeNa, HO B MEHBIIEH CTENeHH, YeM pofHas noub. U ponutenu, u noue-
PH BEIyT MaJIOMOABIKHBINA 00pa3 >ku3Hu. PoqHOil cbiH, oOydaronuiics
B YUWINIIE OIMMIIMICKOTO pe3epBa MO CIENHAIBHOCTH CHOPTHBHAsS
TMMHACTHKa, IMEET HOPMAIbHYIO Maccy Tena. Yem oObSICHAIOTCS pas-
JINYUSL MaccChl Tena y aeTen?

27. JlBe mompyru BBIPOCIU BMECTE€ B HOPMAJIbHBIX YCIIOBUSX. B
Bo3pacte 22 roza 00e BBILUIN 3aMY’K 38 MOJIOZABIX 37JOPOBBIX MYXXYHH.
OnuHakoBa JI BEPOSATHOCTh POXKACHUS Y HUX 3[0POBBIX JETeH, €CIH
MaTh OIHOH W3 EBYILIEK CTaplle, YeM MaTh Apyroi Ha 18 jer?

28. Kakue m3MeHEeHUs MPOU3OHAYT B CTPOCHUHU Oeika, eClid Ha
yuactke reHa TAAITAAATAAITAAAA mexny 10 u 11 Hykiaeorngamu
BKJIFOYHTH TYaHUH, a MeXAy 13 u 14 — nuto3un? Kak Ha3eIBaroTCS IPO-
M30MIEAIINEe MyTaInm?

29. Ha yyacTke reHa, KOIUpYOLIEro NOIUIENTH A, IOCIEI0BATENb-
HOCTB HYyKJICOTHTHBIX ocHOBaHMM cnenytomas: TAALITATTHI T HLIAT.
[Iponszomna wHBepcus Ha ydactke 2—7 HykieorunoB. Ompenenure
CTPYKTYpY HOJIMIIENTH THOHM eI B HOPME U I10CJIE MyTAIHH.

30. B mykneornanoi mocnenoBatensHocTH reHa AAATTTAAALL-
HIAAAI'TL mpou3omnia 3aMeHa TyaHHHA Ha ITUTO3HH B 12 HYKJIEOTH-
Iie, ¥ TyaHWHa Ha TUMHAH — B 16. Kakoif 1omkeH OBITh YIacTOK Oeka B
HOpME, a KaKOM I10CJI€ N3MEHEHUS I10CIIe0BATEIbHOCTH HYKJICOTHIOB?
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[AABA 6
HACAEJACTBEHHbIE BOAE3HHA

6.1. KJ\accnquagnﬂ HAaCA€JACTBEHHbDIX 6oresHen

Hacneocmeennvimu nazviearom maxue 601e3HU, NPULUHOU KOMO-
DYIX AGIAIOMCA MYMAYUU.

TepmuH «Hacneocmeenmvle 60ne3HU» HeaJeKBaTeH TEPMUHY «6POMC-
Oennvle bonesnuy. Ilon BpOXKIEHHBIMU MMOHUMAIOT TaKHE COCTOSHUS,
KOTOpBIE CYILECTBYIOT Y)K€ NMPH POKIACHUM peOeHKa. BpoxnenHsie 60-
JIE3HU MOT'YT OBITH OOYCJIOBJICHBI HACIIEACTBEHHBIMA M HEHACTICICTBEH-
HbIMHU (akropaMu. K mocienHum oTHOCSTCS BCE BPOXKIEHHBIE TIOPOKH,
BO3HUKAIOLIUE 32 CYET TEPATOICHHOTO ACHCTBUS BHEUIHHUX (HaKTOPOB;
BpOXKAEHHBIE HH(peKunu. B To ske Bpems He Bce HacneACTBEeHHBIE 00m1e3-
HU SIBJISIFOTCS] BPOXKICHHBIMH (MX, BEpOSTHO, oKkoiio 50 %). Hekoropsie
HacJIEACTBEHHbIE 3a00IeBaHuUs TPOSBIAIOTCA B IETCKOM (Muonatust [ro-
LIEHHA, MyKOBUCLIMI03), IPYyTHE B 3peIoM (MHOTOHHYECKas TUcTpodus,
xopes [ eHTHHTTOHA) U Jaske B IIOXKUIIOM (OONe3Hb AbLreiiMepa) Bo3pa-
cre. TepMuH «cemeliHbIE OONE3HM TAKKE HE SBISAETCS CHHOHUMOM Tep-
MUHA «HACIIEACTBEHHEIE Oone3Hny». CemeliHbie 00Ne3HN MOTYT OBITH Ha-
CJIGICTBEHHBIMH M HEHACIIEICTBEHHBIMU. DTOT TEPMHH JIMIIb O3HAYAET,
910 3a00I€BaHNE BCTPEUAETCS CPEAN WICHOB OMHON CEMBH.

B cBs13u co cl1oXHOM NPUPOAON HACTIEICTBEHHOM NaTOIOTUH €CTh
HECKOJIbKO BApPUAHTOB €€ KIaCCU(PHUKALMK U C TEHETUYECKOH, U C KIIU-
HUYECKOU TOYEK 3PEHUS.

B ocHoBy renernueckoii kiaccu(uKay HaclIeICTBEHHbBIX 00mne3-
Hell MOJIOKEH dTHOJIOTHYECKUI MPUHIIUI, TO €CTh THUI MyTalWil U Xa-
paxTep B3aUMOJIEHCTBUS CO Cpeoi. BCro HacIeACTBEHHYIO MaTOMOr IO
MOXHO pa3feNuTh Ha 5 Tpym:

— ceHHble OonesHuU;

— XpomMocomHble bonesHu;

— bone3nu ¢ Hac1e0CMBeHHOU NPEOPACNOIONCEHHOCTIBIO,

— ceHemuuecKkue OONe3HU COMAMUYECKUX KAEMOK;

— OonesHu 2eHemu4ecKkol HecoMeCmUMOCmU Mamepu U niooa.

Kaxxgas u3 oTuX rpymi, B CBOIO OYepeb, MOAPa3AesIeTcs B COOT-
BETCTBHH C OoJiee JIETAbHON T'eHETUYECKOH XapaKTEepUCTHKOW U THU-
[IOM HacIeOBaHHUA.

Knnunueckast knaccuukaius HaciaeCTBEHHBIX Oone3Hel He oT-
JMYAETCsI OT KilaccuPpUKauu OONe3Hel 1o OpeaHHoMy U CUCHEMHOMY
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MPUHLUITY, T.€. HACIEACTBEHHBbIC O0Ne3HU OBIBAIOT: HepEHble, HEePBHO-
Mblieunble, ncuxuieckue, 601e3HU KpogU, ONOPHO-08USAMENbHO20 aN-
napama, xodicu, ciyxa, 3perus u m.o. Kiaccupukamus 1o CiCTeMHOMY
MPU3HAKY OTHOCUTEBHA, TIOCKOIBKY TOJIBKO HEOOMBILIOE YHCIIO HACTIEA-
CTBEHHBIX OOJIe3HEH XapakTepusyercs: N30UpaTelnbHbIM IOPaKEHUEM
OIHOM CHCTEMBI.

Knaccudukanus HacnencTBeHHbIX Oone3Hel 1o TUIy oOMeHa Be-
LIECTB: 8PONCOCHHbIE HAPYUWEHUSI OOMEHA Y21e80008, TUNUA08, AMUHO-
Kuciom u m.o.

MHorue HacieACTBeHHbIE OONIE3HH MPOSIBISIIOTCS B BUIE CUHOPO-
MO8, m.e. YCMOUYUB020 COYeMAHUs UNU KOMNAEKCA NAMOI02UHEeCKUX
NPU3HAKOB, HA NEPBbLil 832150, He 83AUMOCEA3AHHBIX.

HacnencrBeHHble OONe3HH TPECTABISIOT COOOU eeHemuyeckuil
epy3 nonynsuuu. Ero nemsr Ha:

— cezpe2ayuoHHbliL, T.€. TOT, KOTOPBIN MOIYYeH YeT0BEKOM OT Ipe-
KOB («CTapbie MyTaIlum»);

— MYmMayuoHHblil, T.€. MyTallu¥ TCHOB U XPOMOCOM, BO3HUKAIOIINE
3aHOBO B Ka)KJIOM HOBOM ITOKOJICHHH.

6.2. I'ennnie 6oresun

Tennvie 6onesnu — smo pasHopooHas no KAUHUYECKUM Nposieie-
HUsAM 2pynna 3a00n1e6anutl, 00ycl081eHHbIX MYMAYUAMU HA 2EHHOM
yposHe. Takne OONE3HN HA3BIBAKOT CIIE MOHOSEHHbIMU VITH MEHO e~
Ppyrowumu, TOCKOIBbKY OHU HACJEAYIOTCS B COOTBETCTBHH C 3aKOHAMU
I"Mengens.

Myraiuu, BEI3bIBAIOLINE HACIEACTBEHHBIE OONIE3HH, MOTYT 3aTparu-
BaTh CTPYKTYpHbIE, TPAHCHOPTHBIE Oenku, GepmeHThl. CyIiecTByer He-
CKOJIBKO YPOBHEH Peryssiiy CHHTe3a OSIIKOB: TPAHCKPHUITLMOHHBIN, TPaHC-
JSILMOHHBIA, MOAU(HUKAIMOHHBIN. MOXXHO TPEAIONOKUTE, YTO Ha BCEX
3TUX YPOBHSIX, KOTOPBIE 00YCIIOBJICHBI COOTBETCTBYIOIIMMU (DEPMEHTATHB-
HBIMH PEaKLUsIMU, MOTYT BO3HUKATh HACJICIICTBCHHBIE aHOMAJIHH.

B nacrosmee Bpems nzBectHo Oonee 4 500 ThIC. MOHOTEHHBIX OoIe3-
HeH, ecJIM pacCMaTpUBaTh UX C KIMHUYECKOH TOYKU 3pEHHUs (a C TeHeTH-
YeCKON — UX B HECKONBKO pa3 Oonbiie). Unceno reHHbIx 0ose3Hel MOXKHO
OIPEIETUTH JIUIIb OPUEHTUPOBOYHO, MTOCKOIBKY HET CTPOIMX KPUTEPHEB
UX IMarHOCTHKH HU C TEHETUYECKOM, HU C KIIMHUYECKON TOUEK 3PEHUsI.

Beinensor renHbple O0ME3HH C YCTaHOBJIGHHBIM IEPBHYHBIM Jie-
¢dexrom (mpumepHo 10 % Bcex cityyaeB) v OONE3HU C HEyCTAHOBJICH-
HBIM nepBUYHBIM aedekToM (90 % Bcex ciyuaes).
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PacnipocTpaneHHOCTh TEHHOM OOJIC3HU CUUTACTCS BBICOKOM, ©CITH
€€ yacToTa Cpeau HoBOpOoXAeHHBIX Mpesbimaet 1:10 000, Hu3KoH, ecinu
JaHHBIN ToKa3aTenb onyckaercs 10 1:100 000 HoBopokIeHHBIX. B cBs-
3¢ ¢ OONMBIIMM YHCTIOM (DOPM TeHHBIX OONE3HEH, MX PEIKON BCTpeuac-
MOCTBIO, HETIOJTHOM TMAarHOCTUKOHM HACJIEICTBEHHOM IATOJIOTHH, JaH-
HBIE 110 PACTIPOCTPAHEHHOCTH HACIIEACTBEHHBIX OONE3HEH, B TOM YHC-
JIe ¥ TEHHBIX, HOCAT OTPBIBOUHBINA XapaKTep.

Crienmanucty B 001IacT KOPPEKIIMOHHOM MTEIATOTUKHA U TICHXOJIO-
UM He0OXOIMMO 3HATh IIPU3HAKY TeHHBIX O0e3Hel, 0COOEHHO Y aeTeit
MJIaJIIIero Bo3pacra. J1o OyJeT crocoOCTBOBATh PAHHEMY PacIiO3HABA-
HUIO, HATIPABJICHUIO Ha MEMKO-TEHETHUECKOE KOHCYIIFTUPOBAHKE U pa3-
paboTKe aIeKBAaTHBIX METOI0B MEIMKO-TICHXOIOTO-TIEeIarOr MIECKOH KOp-
PEKIHH, JIeYeHUs U MPOGUITAKTUKHA OTKIIOHEHUH B Pa3BUTHH.

6.2.1. Kaaccugukanus rennbix 6oresneit

OOmmenpuHATON KiaccuprKai TeHHBIX O0JIe3Hel He CyIecTBY-
€T, OHA YCJIOBHA 1 MHOTOKOMITOHEHTHA. McXo/is U3 TeHeTHYeCKOro MpuH-
LUIa TeHHbIe OOJIEe3HU IeNIT Ha TPYMIIBI COITIACHO THUIIAM HACIIENoBa-
HUS, 3aBUCSILUM OT JIOKAIH3alHMH MATOJIOTMYECKOH MyTaluu (ayToco-
Ma HJIY T0JIOBasi XPOMOCOMa), OT €¢ JOMUHAHTHOCTH MIIU PELECCUBHO-
CTH, a TaKke OT TOro, rae oHa Bo3HukIa (B aaepHoii JHK mmu muto-
XOH/IpHUATHHON):

— aymocomuo-oomunamusle (cuHApOoMbl Mapdana, BaapaenOyp-
ra, HeiipouOpomaro3 Peknunraysena);

— aymocomHo-peyeccugnvie (MyKOBUCLIUI03, CHHAPOM Yiiepa,
cuaapom bapne-buans, 60onbIIMHCTBO BpOXIEHHBIX AedekToB oOMe-
Ha: (pEeHUIIKETOHYPH S, TAIAKTO3EMH);

— X-cyennennvie domunammusie (BUTAaMUH-/[-pe3UCTEHTHBIN paxuT,
cunapom Perta);

— X-cyennennvle peyeccusHnuvle (cuaapoM MapruHa-benna, remo-
(bumust, TaTbTOHU3M);

— V-cyennennvie uiu conanopuveckue (TUIEPTPUXO3);

— MUMOXOHOpUANbHYLE.

Knuanmdeckuit npuHOAT KIaccu(UKaIMy TeHHBIX 0oJe3Hen oc-
HOBBIBAETCSl HA OTHECEHUH OOJIE3HU K TOM WJIM MHOM IpyIine B 3aBU-
CHUMOCTH OT CHCTEMBI WJIM OpraHa, HaubOojee BOBJIECUECHHBIX B IATO-
JOTHYEeCKU mporecc. Pa3nuyaroT ciexyromue reHHbie 00Ne3Hu:
HepeHble, HEPEHO-MbIULEUHbLE, KOJCHbLE, 21a3Hble, IHOOKPUHHbLE, ONOD-
HO-08U2amenbHO20 annapamad, cepoeuHo-cocyOucmon CUCmembl, Kpo-
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6U, MOYEnon060U CUCMEMbl, NCUXUYECKUe, JHCenyO0UHO-KUUEUHO20
mpaxkma, 1e2Kux.

[Tarorenernyeckas kaaccupuKays TeHHBIX OONe3HeH moapase-
JISIeT X Ha TPU TPYIIIBI B 3aBUCUMOCTH OT TOTO, Ha YTO «HAMPaBIICHO
OCHOBHOE MaTOr€HETHYECKOE 3BEHO:

— HacnedcmeenHvle bone3Hu oomena euyecms (YIIIeBOAHBINH, aMH-
HOKHCJIOTHBIN, JTUITUAOB, BATAMUHOB U IIp.);

— @pooicOenHbvle NOpoKU pazgumus (MOHOTGHHOHN NPUPOBI);

— KOMOMHHPOBAaHHBIE COCTOSHHUA.

6.2.2. O6mue 3aKoHOMePHOCTH MaTOreHe3a TeHHbIX GoresHei

VY 4enoBeKa ONKCaH psij BUIOB TEHHBIX MyTaluii, 00yCIOBINBaIO-
LIMX HACJIECTBEHHBIE OONE3HU. MUCCEHC, HOHCEHC, COBUS PAMKU CYU-
MbI8AHUSL U OD.

['enHbIe MyTaIIM MOT'YT HAapyIIaTh YHKIUHU CTPYKTYPHBIX, TPaHC-
MOPTHBIX, YMOPHOHATILHBIX OENKOB, OEIKOB-(hEepMEHTOB.

[lepBuunbie 3¢ PexTsl MyTareHHBIX ajuleNeil MOTyT IPOSBIATHCS
CJIEIYIOIUM 00pa3oM:

— omcymcmaue cunmesa oenka;

— CUHME3 AHOMAILHO20 NO NEPBUNHOL CIpYyKmype DenKa,

— KOMUYECMBEHHO HEOOCTNAMOYHBLIL CUHME3 HOPMATILHO20 DenKa;

— KOIUYECMBEHHO U3DLIMOYHBIU CUHME3 HOPMATbHO20 DelKd.

OtcyTcTBUe cuHTEe3a OeNka P Pa3BUTHHU TEHHOM O0NIe3HU BCTpe-
yaeTcst Haubolee yacto. B aToM cirydae HapyIraeTcst Kakoi-To poriece
HOpMaJIbHOTO MeTabonm3Ma KieTku. Harmpumep, mpu ¢ eHUITKETOHYpUHT
B KPOBH HaKarTnBaercs peHUITaIaHuH, TOCKOIBKY OH M3-32 OTCYTCTBUS
(epMmeHTa (eHUITATAHUHTUAPOKCHIIA3bl He MPEBPAIAETCs] B THPO3HH;
MYyTaIli¥ TeHOB, ONPEAEISIIOMNX cuHTe3 (hepmeHTOB permapanuu JJHK,
MPUBOIAT K HEBO3MO)KHOCTH BOCCTAHOBJIEHHUSI TTOCTOSHHO BO3HUKAFO-
mux Hapymenui B ctpykrype JJHK, uto oOycioBnmBaer pa3Butune 3110-
Ka4eCTBEHHBIX HOBOOOPa30BaHWH (MUTMEHTHAS KCepoaepMa) 1 T.1I.

CuHTE3 aHOMAaJBHOTO OeNNKa MPUBOAUT K HAPYIIEHHIO TOH CHCTEMBI
(xerka, opraH), (GYHKIH KOTOpPOil B HOpME OOECTIEUMBAIOTCS JTAHHBIM
6emkoM. Hanprimep, 3aMeHa aMHMHOKHCITOTHI BATMH Ha aMUHOKHUCIIOTY TITy-
TaMuH (MHCCEHC-MyTaIus) B Oeke, BXOMSIIEM B COCTaB TeMOIJIO0MHa,
MIPUBOIUT K N3MEHEHHIO (DYHKIIMOHAIBHBIX CBOWCTB TEMOITIOONHA, SPUT-
POLIMTHI IPHOOPETAIOT CEPIIOBUAHYIO (POPMY, CKIICHBAFOTCS, TPOMOMPYIOT
KaIWJUSAPbI, TEMOTTIOONH HE MOXKET BBIONHATH KHCJIOPOAAKIIETTOPHYIO
(DYHKIMIO ¥ pa3BUBAETCS CEPIIOBUAHO-KIICTOUHAS aHEMUSI.
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[Ipu cuHTEe3e yMEHBUIEHHOTO KOJIWYECTBA HOPMANBbHOIO Oeika
HapsLy C HOpMaJIbHBIM OOMEHOM BELIeCTB OyIyT MPOTEKaTh U MaToNO-
THYECKHE TPOLIECCHI.

[larorenes reHHbIX OONE3HEH, CBI3aHHBIX C KOTHYECTBEHHO HENO-
CTaTOYHBIM CHHTE30M HOPMAalbHOTO OeNKa, OTiInyaercs OONbILoN Ba-
puabensHOCTBIO. [IpriMepoM Takux Oone3Hel SBIIETCS aKaTanas3usl.

I'ennpix OonesHell, 00ycIOBIEHHBIX M30BITOYHBIM KOJHUYECTBOM
HOPMaJILHOTO OejKa, T0Ka HE YCTAHOBJIECHO.

To ecTh, B OCHOBE pa3BUTH T'€HHBIX HACIIEACTBEHHBIX Oone3Hei
JeKaT HapyLICHHUs Ha MOJEKYISpHOM ypoBHe. Ho riaBHBIM 3BeHOM
MaToreHe3a MHOTHX T€HHBIX OOJIe3HEH SBISEeTCS KIETKa, TaK KaK TO4Y-
KO MPHIIOKESHUS TIEPBUYHOTO JEHCTBUS MyTaHTHOTO T'eHA SBIISIOTCS
OTZENTbHBIE CTPYKTYPHI KIIETKH, pa3HbIe P Pa3InIHBIX OONE3HAX (MeM-
OpaHbl, MUTOXOH/IpHU U 1p.). Kpome Toro, MOXXeT HapymaTbCsi CKOOp-
JTMHUPOBAHHOCTD (DYHKIMU KJIETKH. Jlajee MUIIEHBIO MAaTOIOTHIECKO-
T IpoIiecca CIyKaT pa3IndHbIe OpraHbl. B opranusme, B 11enom, B3an-
MOCBSI3b TTaTOI€HETHYECKUX IPOIECCOB MPOSBISICTCS COUYETAaHHO Ha
MOJICKYJIIPHOM, KJIIETOYHOM M OPTaHHOM YPOBHSX.

Taknum 00pa3oM, MPUHINIHATEHBIE 3BEHBS TATOTeHe3a TeHHBIX 00-
JIe3HEeH MOYKHO TIPEICTaBUTh CIIEIYIOIMM 00pa30oM: MyTaHTHBIH aJuIeNnb
U ImaTonornueckuii mepBUYHBIN MponykT (0enok) [ memp mocnenyro-
mux OnoxuMuueckux peakuuid U kierku [ opransl U opranusm.

TspKecTh M CKOPOCTh Pa3BUTHA OONE3HU MPHU MPOUYUX PABHBIX yC-
ToBUSIX (1101 peOeHKa, OAMHAKOBAs MyTall¥s) 3aBUCHT OT TeHOTUIIA Opra-
HU3Ma " ycioBuil cpensl. [latorenes mo0oil HacaeaCTBEHHONH OONE3HH
Y Pa3HbIX HHAUBHUIYYMOB CXOZACH IO NMEPBUYHBIM MEXaHU3MaM U 3Ta-
nam, Ho pOpMHUpYeTCs CTPOTrO UHANBUIYaAIBHO.

6.2.3. I'naBuble uepTbl KAMHHUECKOH KapTHHDI

HeCMOTpSI Ha MHOFOO6paBI/IC KIUHHYCCKOH KapTHUHBI TCHHBIX 00-
ne3Heﬁ, HUMCIOTCs O6IJ_II/IC HX YCPTHI. OTO0 Takue XapaKTCPUCTUKU T'CH-
HBIX 6OJ'IC3Hef/’I, KaK: 0COOeHHOCU KIUHUYECKOU Kapmumrbsl, KJIuUHU4ecC-
Kuil n0ﬂuM0pdm3M, ceHemuldecKasl cemepoceHHoCnlb.

6.2.3.1. Ocobenrnocrn kAnHHTIECKOH KapTHHDI

K Takum 0cOoOGEHHOCTAM OTHOCSATCS: MHO2000pa3sue NposasieHul,
8apbLUPYIOWULI 603pAC HAYANA OONIe3HU, XPOHUYecKoe medeHue Doe3-
HU, MAdCceCms meyeHust, 00yCIIOBIMBAIONIAs HHBAUIUAHOCTD C IETCTBA
U COKPALICHHYIO MPOAOIKUTENbHOCTD KU 3HU.
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CuMTomaTrKa Kax0i TeHHOM OOlle3HN 04eHb MHOT00Opa3Ha. Kak
MPaBUIIO, MATOJIOTMYECKUM IIPOLIECCOM 3aTparuBaeTcsl He OJHa CHCTe-
Ma unu opraH. Hanpumep, mpu HacieCTBEHHBIX OONE3HSIX COSAMHU-
TENbHON TKaHH HapyLIeH CUHTE3 CHEelU (PUIECKOro Ui K0 0omes-
HU OeJKa TOW MM WHOW BOJMIOKHHUCTOH CTPYKTyphl. Ilockoneky coenn-
HUTEJbHAsI TKaHb €CTh BO BCEX OpraHax, TO U MHOTooOpasue KIMHU-
YEeCKOH CUMITOMATHKH MPH 3THX OO0JIE3HSIX SIBJISIETCS CIEACTBUEM aHO-
MaJIMH COSAMHUTENBHON TKaHU. Tak, mpu cuaapome Mapdana B nato-
JIOTMYECKUHA MPOLIECC BOBJICUYEHBI CKEJIIETHO-MBILIEUHAsI CHCTEMA, IJa-
3a, CEpIIEYHO-COCYIUCTAas CUCTEMA, HApYKHBIE TIOKPOBEI, Jierkue, [ITHC;
npu cuHAgpoMe Jnepca-Jlaniio — Koxa, CycTaBbl, IJ1a3a, cepale, cocy-
IbI, MO3T, 3yObl, TpyAHAs KIIETKA.

J1st reHHBIX O0NIE3HEH XapaKTEepHBIM SIBISIETCS BAPbUPYIOLINHA BO3-
pact Havana Oone3nu. KimHudeckne cCMMOTOMBI IATOJIOTMYECKUX Hapy-
LIEHUH MOTYT BBISIBJISITBCS B Pa3IMUHbIC IIEPHOIbI OHTOTEHE3a, HO Yalle
BCETO BO3pacCT peam3alii MyTauuil He npesbimaeT 20 net; 25 % Beex
TeHHBIX OOJe3Hel pa3BUBAETCS BHYTPUYTPOOHO, T.€. SBIACTCS BPOKACH-
HOM maronorueil. 3a nepsble 3 roaa XKU3HU MposBisiercs eme modat 50 %
reHHbIx OoneszHel. Oxono 10 % reHHbIx Oone3HeN pa3BUBAIOTCS B BO3pac-
te crape 20 ner. Hanpumep, xopest [eHTUHITOHA MOXKET HAUMHATHCS B
JIETCKOM BO3pacte (OIMMCcaHbl CIydad Hadana 3a00TeBaHHs B IIECTHIIET-
HEM BO3pacTe) u Jajee B JJF00OM Bo3pacTe, qaxe B 60-meTHeM (B CpemHeM,
BO3pact Hawaja OomesHu — 38 jer). [lpuunHa BapbUpyrOIIero Bo3pacra
Hayasla TeHHBIX OOe3Hel 3aKIFoYaercs B TOM, 9TO (BYHKIMOHHUPOBAHHE
KayKJIOTO F'eHa B HOpME HAYMHAETCS M 3aKaHYMBAETCSI B ONPENEIEHHOE BPeMsT
OHTOICHE3a U B ONpENeIeHHBIX KieTkaX. [loatomy 3¢ dexrbl MyTaHTHOrO
reHa HauMHAIoT IPOSIBIATHCS TOrAA, KOIIa OH JO/DKEH HavdaTh (PyHKIHMO-
HHUPOBATh, €CJIM ObI ObLT HOpMaJIbHBIM ajutesieM. Kpome Toro, mpuanHaMu
pa3HOro BO3pacTa Havaia OMHOU M TOH Ke OOTIe3HH MOTYT OBITh MHIUBU-
TyaJIbHBIC XapaKTePUCTHKN TeHOMAa OOIBHOTO.

Jyis reHHBIX OOJIe3HEH xXapaKTepeH 3aTsHKHOM xXapaKTep TeUCHHUS
Oone3Hu ¢ penuauBamMu. Hanpumep, npu GpeHUIKETOHYPHH TIporpec-
CHpYeT YMCTBEHHAsI OTCTAIOCTh, TUTIOMEIaH03 KOXKH H BOJIOC; HEHPO-
q)H6p0MaT03 Ha4YMHACTCA C BOSHUKHOBCHUSA IMIMTMCHTHBIX ITATCH, 3aTCM
TOSIBJISIFOTCSL HEHPOPUOPOMBI U J1ajiee — OIYXOJNH WIIM KOCTHBIE U3Me-
HCHUA. HepBI/I'-IHaSI 6I/IOJ'IOI‘I/I‘ICCKa$I OCHOBa TAaKOIro T€YCHUA I'€HHBIX
Oomne3Hel — 9TO HEMPEPHIBHOCTH (PYHKIIMOHUPOBAHUS TTATOIOTUIECKO-
TO I'eHa WU OTCYTCTBHE ero mpoaykra (0enka). 3aTeM MpuCcOeTuHSIOT-
Cs1 BTOPHYHBIE NTPOLIECCHI, KOTOPHIE YCUIIMBAIOT MATOJIOTMUECKHM MTPO-
1ecc (BocrajicHue, HapyIIeHHbIH OOMEH BEILECTR).
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EH_IC OZlHa XapaKTCpHad uepTa OOIBIINHCTBA TEHHEIX OOIe3Hel —
9TO TSKCCTh UX TCUCHHA, YTO MPUBOAUT K MHBAJIMAU3AL MU B IE€TCKOM
BO3pAaCTC U COKPAIICHUTIO IMTPOAOJLKUTCIIBHOCTU KHU3HU.

6.2.3.2. Kanunnuecknii moanmoppusm

Knunuyecxuii nonumopduszm cennvix Oonesnell nposgisiemcs 6
PA3HBIX CPOKAX HAYANA 3a001e6aHUsl, NOTHOME U MANCECTHU CUMNINO-
mamuky (TITyOWHA TATOIOTHYECKOTO IMPOIECCa), HPOOOANCUMENbHOC
mu 60ne3HU, cmeneHy UHBATUOHOCIU, 8 CDOKAX COKPAUeHUsl Hpooo-
AHCUMENLHOCIU JCU3HU, T.€. MyTAllMd OAHOTO U TOTO K€ TeHa MOTYT
MPUBOAUTH K Pa3IUYHBIM MO TsbKecTH ¢opmam Oone3Hu. Hanmpumep,
muonatusa JromenHa — Tshxenas ¢popma Oone3nu, a MuonaTusa bekke-
pa — Jerkasi, XOTsl TeHeTHYECKH — 3TO eAnHas Gopma Oone3Hu, BO3HH-
Kalollas B pe3yJabTaTe MyTalli TeHa, KOHTPOIUPYIOLIEro JUCTpoduH.

Knununueckast kapTHHA TEHHOM HACIENCTBEHHON OONE3HU MOXKET
3aBHUCETh!

1. Om ocobenrnocmerl eeHomuna opeanusma:

— I€HOM B 11e71I0M (DYHKIIMOHUPYET KaK XOpOIIO CKOOPANHUPOBAH-
Hasl CHCTEMa M MOCKOJIBKY BMECTE C MMaTOMOTMYECKUM T'€HOM MHIUBU-
IYyM HaclleqyeT OT poauTeneldl KOMOMHAIMK IPYyTUX TeHOB (TeHBI-MO-
T(UKATOPbI), TO OHU MOTYT YCHJIMBATH WM OCIA0ISTh NEHCTBHE Ma-
TOJIOTUYECKOTO T'eHa;

— J103a TEHOB TaK)Ke MOXKET U3MEHSITh KapTUHY OOJNIE3HU: HAIIPH-
Mep, TOMO3UTOTHOCTD MO ayTOCOMHO-JOMHHATHBIM OOJNE3HAM ompese-
nsieT Ooree TSHKENYI0 KIMHUYECKYI0 KapTHHY M JJaKe JICTalbHBIA UC-
xo7 (axoHApoIuIasus, cuHapoM Dnepca-/lanno 1-ro tuna);

— FOMO- ¥ T'€TEePO3UTOTHOCTH MATOJIOTHYECKOr0 TeHa MOXKET BIIH-
ATh Ha TedeHUe O0Ne3HU. AYTOCOMHO-PELECCUBHBIEC OONE3HN MPOSBIIS-
I0TCSl B MIOJIHOIM Mepe MpH yCIOBUU TOMO3UTOTHOCTH 110 MYTaHTHOMY
amenio. Ho HekoTopblie npu3Haku 3a0oneBanus (B Jierkoi ¢popme) Mo-
T'YT IPOSIBIIATHCS M Y TETEPO3UIOT, OHM MOTYT YCHJINBAThCS O KIIMHU-
YeCKOW KapTHHBI OONE3HU: HalpuMep, OEpeMEHHOCTh y TeTEPO3UTOT
no U-tanacceMun MPUBOIUT K Pa3BUTHIO AaHEMHH.

2. Om ycroguil eHewinell cpeowl:

B pasButun renHo# 6051€3HH, KaK 1 TF000T0 HACJIEACTBEHHOT'O MTPH-
3HaKa, BayKEH HE TOJILKO TeHOTHII, HO M BHeLIHss cpena. Hanpumep, cum-
nToMarrka (PeHUIIKETOHYpUH y pebeHka Ooree Tshkenasi, ecid B SMOpHo-
HaJIBHBIN TIEPHO]] €TO PA3BUTHS B AWETE MaTepH ObIJIO MHOTO MTPOIYKTOB,
Ooratblx (eHUIaTaHUHOM; 000CTpEeHHE HACIEACTBEHHBIX MHUOAUCTPO-
¢uit Habmromaercs mocie CTPECCOB, OXJaXKICHUH, MepeyTOMIICHHUS;
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KIIMHUYCCKas KapThuHa l"eMO(l)I/IJ'II/II/I YCUIIUBACTCA TCM 6OJ'II>H.IC, 4yeM 00Ib-
11e 0BT KpOBOI/IBJ'II/IﬂHI/If/i B pE3yJIbTaTe HaZ[CHI/Iﬁ " TpaBM U T.A.

6.2.3.3. enernueckas rereporennocrn

Ocobennocmpio 2ennvix bonesnell (Kak u 6cex HACLe0CHBEeHHbIX)
ABNSEMCSL 2eHeMUYECKAsl 2eMepOo2eHHOCHb, T.€. OTHO U TO ke (PeHOTHU-
MUYECKOe MPOsIBIICHNE O0JIE3HN MOKET OBITH OOYCIIOBJICHO MyTaIllUSIMH
B Pa3HBIX IeHaX, KOHTPOIUPYIOMMNX (pepMeHTHl OAHOTO MeTradonuyec-
KOTO TYTH, WJIM Pa3HBIMH MYTAHTHBIMH QJIJIEISIMH OIHOTO TeHa (MHO-
XKecTBeHHbIe ajutenu). Hanpumep, s cunapoma Dnepca-Jlanio nsse-
ctHo 11 dopm, ans Helipopubpomaroza — 6 popm, 00yCIIOBICHHBIX
MYTalUsIMH B Pa3HbIX TCHAX.

Bonbmiol reHeTHYECKOl reTeporeHHOCThIO XapaKTepH3yeTCs
BPOXKJICHHAs! ayTOCOMHO-peLiecCuBHas (opMa IIIyXOThl, IPH KOTOPOIt
pa3IUYaroT He MeHee 35 TeHeTUYEeCKH Pa3IMYHBIX BapHAHTOB ¢ (heHo-
TUTIAYECKU CXOITHBIM MPOSBICHHUEM.

Kimmanueckue nposiBneHust GEeHUIKETOHYPHUH MOTYT OBITH 00ycC-
noBNeHbl MyTanusiMu 30 pa3IMvHBIX JTOKYCOB. B reHe MyKoBUCIIHI032
Takux Mytamnuii 6onee 300 u T.z.

C MONEKyIsIpHO-TEHETUIECKOH W OMOXMMHKO-TEHETUIECKOW TOUKU
3pEHHS BIIOTHE OOBSCHUM TOT (DaKT, UTO pa3INIHBIC TTATOIOTHIECKUE TEHBI
MOT'YT UMETh TTPUMEPHO ONMMHAKOBHIA (PEHOTHT TIPH KITMHUYECKOH OIIEeH-
ke. Koreunsrit ahhext monoMin Kakoro-nmiodo mporecca Ha KITMHTIECKOM
YpPOBHE MOYKET OBITH OOYCIIOBIIEH HACJIEICTBEHHBIM HapyIIIEHHEM CHHTE3a
pa3HbBIX OENIKOB WM Pa3HBIX BAPHAHTOB OJHOTO M TOTO e OenKa.

PacumdpoBka rereporeHHOCTH TEHHBIX OONe3HEil OCyIIecTBiIs-
eTcsi OMHOBPEMEHHO B JIByX HAIPABICHUSAX — KIIMHMYECKOM U T€HETH-
geckoM. OOImas 3afjaya CBOIUTCS K BBIABICHUIO KOPPEISIMH MEKIY
TCHOTHUIIOM B (DEHOTHIIOM.

I'eHeTHUECKYIO TETEpOTreHHOCTh HACIENCTBEHHEBIX O0Ie3Hel BITep-
BbIe onrcan u BBen dtor TepmuH C.H.JlaBumenkoB B 30-x romax XX
Beka. bombiime mepcrekTuBsl B pacmu@poBKe HACTIECACTBEHHONW TeTe-
POTEHHOCTH TeHHBIX 0ONe3HEel OTKPBIBAIOTCS B CBSI3U C IPUMEHEHUEM
MOJIEKYJISIPHO-TEHETHYECKUX METOIOB MX MPSMOTO aHAJH3a C TOMOIIBI0
JIHK-30H10B.

6.3. XpOMOCOMHble 6oresHu

Xpomocomuvie bonesHu — MO 2pynna 8POAHCOEHHBIX HACIEOCNEEH-
HbIX OONe3Hell, NPOAGIIOUUXCA MHOIHCECMBEHHBIMU HOPOKAMU PA36U-
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Musl, pasnudarouwuMucs no KIUHUYeCKOU Kapmune, 4acmo Conpoeodic-
0aIOUWUMUC MAICENLIMU HAPYUEHUAMU NCUXUYECKO20 U coMamuyiec-
K020 pa3eumusi.

Omuonoeuveckumu paxmopamu XpOMOCOMHBIX HACIICICTBEHHBIX
Oomne3Hel SBISIOTCS:

— 6ce GUObl XPOMOCOMHBIX Mymayuil, T.€. Aeelun, TyIIUKaluy,
WHBEPCUH, TPAHCIIOKALINH;

— HeKOmopbvle 2eHOMHble MYMAayuy: TPUTUIONINUS, TETPAILIONANS,
OTJENbHBIC aHEYIUIONINU (TPUCOMHUH IO ayTOCOMaM, MOJMCOMHUU IO
MOJIOBBIM XPOMOCOMaM M MOHOCOMHUS IO X-XpOMOCOME).

XpPOMOCOMHBIE Y TEHOMHBIE MyTalluU OOBEIUHSIIOT OOIIUM Tep-
MHHOM «XPOMOCOMHBIE aHOMAITHH».

B ocHOBY knaccudukanuyu XpOMOCOMHBIX OOJNE3HEH MOJIO0KEHBI
TUI T€HOMHOM MJIM XPOMOCOMHOI MyTallul ¥ MHAMBHIYaIbHOCThH BO-
BJIEKAEMOM B U3MEHEHUS XpOMOCOMBI. [10 3TOMyY MPUHIIUITY XPOMOCOM-
Hble OOJIC3HH JENAT Ha JIBE IPYIIIIHL:

— 0601e3HU, 6bI36AHHbIE USMEHEHUEM YUCTA XPOMOCOM,

— bonesnu, 00yci061eHHbIe USMEHEHUEM CIPYKIYPbL XPOMOCOM.

JInst TO4YHOW TMAarHOCTHKH XPOMOCOMHOM OOIe3HH HEOOXOAMMO
OIIPENeNUTh:

— mun Mymayuu (XpOMOCOMHAS LU 2EHOMHASL),

— BOBILEUEHHYIO 8 NPOYECC XPOMOCOMY;

— popmy (nonnas unu mMozauyHas),

— 8u0 bone3nu (cnopaduyeckull cayuail uiu Haciedyemas).

JuddepeHnmanyst XpOMOCOMHBIX OONE3HEH 10 KIIMHUYECKOH Kap-
THHE UMEET BCIIOMOTaTelbHOE 3Ha4YeHHE, TIOCKOIbKY OHa 3aTpyIHEeHa
13-32 3HAUUTENHHON OOIHOCTH HaPYIICHUH pa3BUTHS IIPH Pa3HBIX XPO-
MOCOMHBIX aHOMAJIHSIX.

XpOMOCOMHBIE aHOMAJIMY BBI3BIBAIOT HApyIIEHNE OOIIEro reHeTH-
94ecKoro OaiaHca, CKOOPJMHHPOBAHHOCTH B pabOTE TEHOB M CHCTEMHOC-
TH PEryisIUY, CIOKHUBIINXCSA B MPOLECCE SBOMIONUH KaXKIOro0 BHIA.
TspkecTh KIIMHNYECKOI KapTHUHBI IIPH aHOMAJITHSIX XPOMOCOM 3aBUCHT OT:

— MHMBHIYaJ IbHOCTH BOBJICYEHHOW B aHOMAJIHIO XPOMOCOMBI HITH
ee yJacTka;

— THIIa QaHOMAJIMU (TPUCOMUS, MOHOCOMMS, TIOJHAS, YaCTUYHA);

— pa3Mepa HEeZOCTAIOIIEr0 MM N30BITOYHOTO TeHETHYECKOTO Ma-
Tepuana;

— IeHOTHUIIa OPTaHU3Ma;

— YCJIOBUM CpEJbI.
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CrereHb OTKJIOHEHHH B pa3BUTHU OpraHU3Ma MPH XPOMOCOMHBIX
OOJNe3HAX 3aBUCHUT, TAKUM 00pa30M, OT KAYECTBEHHOM U KOIMYECTBEH-
HOW XapaKTePUCTUKH BO3SHHUKIIIEH XPOMOCOMHON aHOMAJTUH.

Bo-niepBrIx, 3T0 onpenensieTcsi BHIPakKeHHOCThIO XPOMOCOMHOTO
nucOananca, YTo MPOSBISIETCS B CICIYIOIIEM:

— TIOJIHBIE TPUCOMUH HITM MOHOCOMHH TIEPEHOCATCS TsHKeNee, 4eM
YaCTHYHBIC;

— ToJTHBIE POPMBI XPOMOCOMHBIX aHOMAJUH BEI3BIBAIOT Ooliee ce-
PBE3HBIE OTKIIOHEHHUS, YeM MO3aNdHbIe (POPMBIL;

— KIIMHUYECKUE MTPOSBICHUS MIPU HAPYIISHUSX 110 TIOJIOBBIM XPO-
MOCOMaM HaMHOTO JIerde, YeM MPH aHCYTUIONTUSIX M0 ayTOCOMaM;

— TMOJIHBIE MOHOCOMHH TI0 ayTOCOMaM Y KUBOPOKICHHBIX HE 00-
HapY>KEHBI.

YcTaHOBIEHO TPU 3TOM, YTO HEJOCTATOK F'eHETHYECKOTO MaTepH-
aya BbI3bIBACT OONEe Cepbe3HbIC MOPOKU PA3BUTHS, YeM U30BITOK.

Bo-BTOpBIX, Ka4eCTBEHHBIH, T.e. TCHHBIA COCTAB YHCICHHO HIIH
CTPYKTYPHO U3MEHSIONICHCS XPOMOCOMBI SIBIISICTCS BaXKHEHIIIMM (ak-
TOPOM TSDKECTH U CTIEKTpa HAPYIICHUH pa3BUTHUS:

— TIOJIHBIC TPUCOMHH Y KHBOPOKICHHBIX HAOIIOAAIOTCS TONBKO
MO TeM ayToCOMaM, KOTOpBIE OOraThl FreHETHUYECKH HEAKTHUBHBIM TeTe-
poxpomatuHoM (8, 9, 13, 18, 21);

— TMOJIHBIE TETPa- U MEHTACOMHUH, a TAKKe MOHOCOMHUSI HaOMro/Ia-
€TCsl Y HOBOPOXKICHHBIX TONBKO 0 X-XPOMOCOME, ITOCKOIBKY B HOPME
00BIYHO OcTaercs (YyHKIIMOHUPYIOIIEH TOMBKO oHa X-XpOMOcoMa, a
OCTaJIbHBIE TETEPOXPOMATHHU3UPOBAHHI (TebIla bappa);

— TOJHBIE TPUCOMHH TI0 Y-XPOMOCOME BCTPEUAIOTCSI Y HOBOPOXK-
JICHHBIX, TOCKOJIBKY 3Ta XpOMOCOMA ITOYTH MTOTHOCTHIO COCTOUT U3 Te-
TEpOXpOMATHHA.

I'aBHbIe 3G (EKTH XPOMOCOMHBIX aHOMAIHH TPOSIBIISIOTCS Ha BCEX
CTaJIUsIX OHTOTEHE3a B JIBYX CBS3aHHBIX MEXITY COOOW BapuaHTax: Jie-
TaTbHOCTH M BPOXKJICHHBIX MOPOKaX pa3BUTHA. XPOMOCOMHBIE Ooje3-
HU Yy KHUBOPOXKACHHBIX He’reﬁ COCTaBJIAIOT JIMIIb YaCTh BCEX XPOMO-
COMHBIX aHOMAJIMii, KOTOPbIE BCTPEUAIOTCS Y YEIOBeKa ¢ MOMEHTA 3a-
qartusi, a OONbBIIast UX YacTh IPEKpaliaeT pa3BUTHE 3apO/IbIIia Ha paH-
HUX cCTaausax 6epeMeHHOCTI/I, BbI3bIBas CIIOHTAHHBIC a60pTBI. PasBurue
XPOMOCOMHBIX OONe3Hel HauMHAEeTCsl B paHHEM dMOpHOreHe3e U Ipo-
JIOJKAETCsl B MOCTHATAILHOM TIEPHOJIE.

XpOMOCOMHLIe AaHOMaJIMY HAYMHAIOT MPOABJIATLCA YK€ Ha CTa/IUN
3UTOTHI M SIBJISIFOTCS TJIABHBIM (haKTOPOM BHYTPUYTPOOHOW THOETH Y
yenoseka: 30—40 % omnog0TBOPEHHBIX SHIIEKIETOK C XPOMOCOMHBIMHU
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aHOMAaJIMSIMH ITOTHOAIOT 10 UMILTAHTALH, B IEPBOM TpUMeCTpe Oepe-
MeHHOCTU Y 50 % CrIoHTaHHBIX aOOPTOB BCTPEUAIOTCS XPOMOCOMHBIE
aHOMAaJIMH, BO BTOPOM TPUMECTPE UX YnCIIO0 CHUKaeTcs 10 25-30 %, a
nocine 20-i Henenu — 10 7 %.

OO6muM 1 Beex GopM XPOMOCOMHBIX OOJI€3HEH SBIIETCSI MHO-
KECTBEHHOCTh TIOPAXXEHUS, UTO CBSI3aHO C HAPYIIEHUSIMU B TeHETHYeC-
KO TIporpaMMe pa3BUTHsI HA CAMOM PaHHEM €ro 3Tare. JTo BPOKIeH-
HBIE TIOPOKH Pa3BUTHS CUCTEM OPT'aHOB, YepPEHO-JIHLIEBbIC AU3MOopdhuH,
3aMelJICHHbIE BHYTPUYTPOOHbBIE W MOCTHATAIbHBIE POCT U Pa3BUTHE,
OTCTaBaHME NICUXUYECKOTO Pa3BUTHUS, HApYyLIEHUS (GYHKLIUN HEPBHOMH,
SHAOKPUHHON, IMMYHHOM cucteM. [Ipu kaxknoit popMe XpOMOCOMHBIX
Oonesnelt Habmonaercs or 30 no 80 pa3HBIX OTKIOHEHUH OT HOPMHEI,
MEePEeKPHIBAOIINXCA MeXIy (hopmMamu, 9T0 00YCIOBIEHO PaHHUM U
MHOXXECTBEHHBIM TIOpaKEHUEM CHUCTEM OpTaHH3Ma.

Jia ka0l XpOMOCOMHOM OO0Ne3HU XapaKTepeH KIMHHYEeCKHN
nmonuMop¢u3M, 00YCIIOBIEHHBIN TEHOTUIIOM OPTaHW3Ma U YCIOBUSMHU
cpenbl. Bapuanuu B mposBIEHUY MTATOIIOTUH MOTYT OBITH OYE€HB IIIUPO-
KHMH: OT JIETAIHHOTO ¢ eKTa 10 He3HAYNTEIHHBIX OTKJIOHEHHH B pa3-
BUTUH. [Ipu 110601 XpOMOCOMHOU OONE3HU 8bI0ENAOM MPU MUNA 2eHe-
muyeckux sgpexmos:

— cneyughuyeckue 3¢hgpexmol (HaTIpuMep, CIEMUPUUSCKINA TI1ad
TP CHHAPOME «KOIIa9bero KPHUKay), KOTOPHIE CBA3BIBAIOT C N3MEHEHH-
€M YHCIIa CTPYKTYPHBIX T€HOB, KOHTPOIMPYIOMINX CHHTE3 KOHKPETHBIX
crienmu(uIeckux OCITKOB;

— noaycneyuguueckue 2¢hgexmot, KOTOPHIE TIPU XPOMOCOMHBIX
0O0JIe3HSAX MOTYT OBITH 00YCIIOBIICHBI M3MEHEHUEM JHCIIa TCHOB 1 B HOP-
Me TIPEACTaBICHHBIX MHOKecTBOM Kommi (Tensl TPHK, pPHK, ructo-
HOBBIX M PHOOCOMHBIX OCJTKOB, COKPATUTEIHHBIX OCIIKOB aKTHHA U TY-
OynrHa, KOHTPONUPYIOUINX KJIFOUEBbIE dTambl MeTabomu3Ma KIETKH,
TIPOIIECCOB €€ JEeNICHN);

— Hecneyugpuueckue 3¢hghexnivl XPOMOCOMHBIX aHOMAJIHH, TAKHE KaK
BBIpa)KEHHAs] yMCTBEHHAs! OTCTAJIOCTh, COUETAOMIASICS C TUCIUIA3HSIMH,
BPOXKJICHHBIE TIOPOKU PAa3BHTHUS M YEPETHO-JIUIIEBBIE aHOMAJIMH, KOTO-
pBIE CBSA3BIBAIOT C U3MEHEHHEM COJIEP KaHUSI TETEPOXPOMATHHA B KIIETKE.

XpoMocoMHbIe OONE3HN HE MOTYUHSIOTCS MEHJIENICBCKIM 3aKO-
HOMEPHOCTSM Iepeiady 3a00JIeBaHHsI TOTOMCTBY. B OoNbIIMHCTBE CITy-
YaeB OHU SIBJISIOTCS CIIEZICTBUEM MYTAIlUU B TIOJOBOM KIJIETKE OIHOTO
U3 poauTenei.

XpoMocoMHBIEe OOJIE3HU MOTYT OBITh YHACIIEOBAHEI, €CITH MyTa-
IIUSI IMEETCSl BO BCEX KIIETKaX POMUTENHCKOr0 OpraHmiMa. bombimH-
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CTBO HaclelyeMBbIX CIIy4aeB XPOMOCOMHBIX OOne3Hel 00yCIOBIEHBI
MPUCYTCTBUEM Y 30POBOTO POAMTENS pOOEPTCOHOBCKOW TpaHCIOKa-
LIUU WK cOaaHCUPOBAHHBIX TPAHCIOKAIIMHA MEXKAY XPOMOCOMaMH U
WHBEPCHH.

[Tarorene3 XxpoMoCOMHBIX OONEe3HEN HE SICEH Jaxke B OOLIMX dep-
tax. He pa3paborana obmias cxema pa3BUTHUS CJIOXKHBIX MaTONOTHYEC-
KHX IIPOLIECCOB, 00YCIIOBICHHBIX XPOMOCOMHBIMU aHOMAIHMSIMU U TIPU-
BOISIIUX K MOSBICHUIO CIOXHEUIINX (PEHOTUIIOB XPOMOCOMHBIX 00-
ne3Held. He BBISBIIGHO KIIIOYEBOE 3BEHO B PA3BUTHUH XPOMOCOMHOI 00-
JIe3HW HU NIPpU OJHOH (opme.

Yactora XpoMOCOMHBIX Oose3He y HOBOpoxkAeHHBIX 7:1 000—
8:1 000.Yucno onvcaHHBIX TUIIOB XPOMOCOMHBIX aHOMAIHI MPHOIH-
xaercs k 1 000. 13 aux 6onee 100 Gpopm nMeeT KIMHUYECKH OYepUEH-
HYIO KapTHUHY U Ha3bIBaeTcs curnopomamu. CAHAPOMBI, 00yCIIOBJICHHBIE
TeHOMHBIMH MYTaIUsIMHU, COCTAaBISIIOT 95 % Bcex ciy4aeB, U3 HUX
75 % — cungpom Jlayna. Ha cuHAPOMBI, CBSI3aHHBIE C XPOMOCOMHBIMH
MyTaLUsMH, IPUXOTUTCS 5 % BCeX Cliydaes.

Bo3HUKHOBEHNE XpPOMOCOMHBIX OOJIe3HEN 3aBUCHUT OT BO3pacTa po-
murteneil. Harmpumep, cymmapHBIid puck UMeTh pebeHKa ¢ Tpucomueit 13,
18 wnu 21 ayrocomsl Aj1s1 KEHILMH B Bo3pacte 45 jet u crapiue B 60 pa3
MpeBbImaeT mudpsl pucka A KeHIIUH B Bo3pacTte 19-24 roga. U Ha-
000poT: X-MOHOCOMHH Yallle MOSBIISIOTCS Y MOIIOJBIX MaTepen.

6.4. BOJ\CBHI/I C HaCJ\el[CTBeHHOﬁ npespacrnoAOzK€EHHOCTbIO

Bonesnamu ¢ nacredcmeenuol npedpacnoiodCeHHOCIbIO HA3bl-
saiom OONE3HU, paA3sUMUE KOMOPbIX ONPEOesIemcs 63auMo0eliCmeuem
HACIe0CMBEHHbIX (haxmopos (Mymayuil uiu coyemanuil aineneti) u gpax-
mMopo8 cpeobi.

Jia nposiBiieHnst OOe3Hel ¢ HaCIeICTBEHHOMN TTPeApaCcIONoKeH-
HOCTBIO HEOOXOIUMO KOHKPEmMHOe COuemanie Hacie0CmEeHHbIX (ak-
MOPOs U BHEUWHUX PAKMOPOS.

B ocHOBe HacJEeACTBEHHOU MPEapacloioKEHHOCTH K OONe3HIM
JIOKUT TCHETHYECKAs YHUKAIBHOCTh OpraHu3Ma, 00yCIOBICHHAS IITH-
POKHM TEHETUYCCKUM MOTUMOP(HHU3MOM MOMYISINIA YeToBeKa mo ¢ep-
MEHTaM, CTPYKTYPHBIM M TPAHCHOPTHBIM O€NKaM, 4TO OTMPEAesIeTCs
MHOroo0pasueM ajuiesyiell 3HaUUTENBHOTO Ykciia TeHOB (HanpuMep, TeHEI
U- u U-nonumenTy0B reMorioonHa HacuuThIBaroT oonee 100 ameneit).
TeneTnyeckas MHINBUIYATLHOCTE MPOSBISETCS B pa3HOOOPa3HbBIX Ba-
pHALHSIX CTPOCHHS OPTaHOB, (PHU3UONOTHUCCKUX (YHKIMH, OHOXUMHU-
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YECKUX PEaKIH U, KaK CIEICTBHE, B OCOOCHHOCTSAX UHANBUIYaTbHBIX
peakuii opraHu3Ma Ha OoKpyskatoulyro cpeny. [IpenpacnonokeHHOCTh
K OOJIe3HM MPOSBIISETCS] B U3MEHEHUH HOPMBI peaky OpraHu3Ma Ha
nercTBre HaKTOPOB BHELIHEN Cpenbl (HaIpUMeEp, Y JIML C HACIIEICTBEH-
HOU NPEApacIoNOKEHHOCThIO K CaXapHOMY AWa0eTy H3MEHEeHa HopMa
peaxkuy Ha KpaxMall U caxap, T.€. OOBIYHbIC TUIIEBBIC BELIECTBA).

[lonumanue 3THONOrMH W MaToreHe3a OONe3HeH C HacIIeNCTBEH-
HOW MPEnpacioiIoKeHHOCTHIO CIIOKHO, TOCKONBKY UX Pa3BUTHE — pe-
3yNbTaT BECbMa Pa3sHOOOpa3HbIX B3aMMOJCHCTBUHN OTIEABHBIX UIM MHO-
I'MX T€HOB C OYEHb CIeUU(PHUISCKUMH (aKTOpaMH Cpembl.

Bornesnu ¢ HacneaCcTBEHHOI MPeapacoIoKeHHOCTBIO XapaKTepH-
3yIOTCSI Pa3HOH CTENIEHBIO BBIPAKEHHOCTH, YTO OTPaKAET Pa3HbIE yPOB-
HH HaKOIUIEHUs (paKTOPOB MPEAPACHION0KEHHOCTH M KOMOMHAIIMIO HX
C Pa3HBIMHU I10 CTEINEHH U HANPaBJICHHUIO BO3ACHCTBUS (haKTOpamu cpe-
apl (cTpecc, KIMMAaTHYecKHe YCJIOBUS, JeKapCTBEHHBIE IpenapaThl,
vH(peknn, nuieBbie 106aBku 1 T.1.). Cymma 3(pdekroB MHOTHX TeHe-
THYECKHX U CPEIOBHIX (paKTOpOB OOYCIOBIMBACT ISl KAXKIOTO MHIIH-
BH]TyyMa OTIPEeTIeHHYIO BEPOSATHOCTH 3a00MIeTh KOHKPETHOM OONE3HBIO.
[Ipu cnaboil HacHeNCTBEHHON MPEenpacloloKEeHHOCTH W HEOONBIIIX
BO3JICHCTBUSX CpPEIbl OPraHU3M IOIJIEPKUBAET TOMEOCTa3 U OONe3Hb
HE Pa3BUBACTCS, NPH YCHICHUH BO3JCHCTBUS BPEIHBIX (PAaKTOPOB Cpe-
IIBI OTIPEAEIEHHOE KOMMYECTBO JInI 3aboneBaer. [Ipu Gompiioit creme-
HHU HACJIEICTBEHHOH NPEAPacIIONOKEHHOCTH OfHH M Te ke (aKTOpbhI
Cpenbl IPUBOAT K OOIBIIOMY YHCITYy 3a00JIEBITHX.

Jliist 6orme3Hel ¢ HacJIeICTBEHHOM MPeIpacoNoKeHHOCTRIO XapaK-
TEPHBI pa3INune B UX MPOSBICHUH U TSHKECTH TEUCHHS B 3aBUCUMOCTH
OT I0J1a ¥ BO3PAcTa U MOBBIIICHHAS YaCTOTA B OIPEIEIEHHBIX CEMBSIX.

B 3aBucuMocTH OT TOTrO, C MyTalMsIMU WJIM C COYETaHHEM HOp-
MaJIbHBIX aJUIeJIe MPEeNMYIIECTBEHHO CBA3aHa HACIIEICTBECHHAS MTPe-
PAcION0KEHHOCTD, BBIICIISIIOT MOHOCEHHYIO WU NOUSEHHYIO npeopac-
NONOHCEHHOCHb K OONEe3HAM.

J171st MOHOTEHHBIX OONe3HeH yCTaHOBJIEHO, YTO MPEeIpacoNoKeH-
HOCTBH K TAKUM 60_]'[63H5[M OIpeaAcIA€TCd OJHUM I'€HOM, JJIs I1aTOJIOru-
YCCKOI'o MpOABJICHUA MyTalluul KOTOPOT'O HeO6XOZ[I/IMO llef/'ICTBHe BHCII-
HecpenoBoro (akTopa, 0OBIYHO TOYHO HJICHTH(DUIIUPYIOMIETOCS U 110
OTHOIICHHUIO K JJaHHOW 00JIe3HH crieruuIecKoro.

Otu OONe3HU HACIIEAYIOTCS B COOTBETCTBUHU C 3aKoHaMu I.MeH-
JIeNs, B OCHOBHOM, 10 ayTOCOMHO-PEIIECCUBHOMY M X-CICTUICHOMY
peneccuBHOMY THIY. /ISl HUX XapaKTepHa BapbUPYHOLIAs IEHETPAHT-
HOCTb M 3KCIIPECCUBHOCTD.
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MoHoreHHbBIe 3a00JICBaHUS ¢ HACIIEICTBCHHON TIPEAPACIIONOKEH-
HOCTBIO OTHOCUTEIHLHO HEMHOTOUUCIICHHBI. OHU PaccMaTPHBAIOTCS KaK
HACJICACTBEHHO 00YCIIOBICHHBIC MTATOJIOTMYECKUE PEAKIIUY Ha ICHCTBUC
Pa3IUYHBIX BHEIIHUX (DAKTOPOB (XUMUYECKUX, PU3NISCKUX, OUOIOTH-
YECKHUX), B OCHOBE KOTOPBIX JISKUT HACIICACTBEHHAS HEIOCTATOYHOCTh
HEKOTOPBIX (PEePMEHTOB.

Hanpumep, cymiecTByer HacieACTBEHHO 00yCIIOBIICHHAs Hemepe-
HOCHMOCTb CYIb(aHUITAMHTHBIX MTPETIAPATOB, MTPOSBIIIOMIASCS B TEMO-
JIU3€ SPUTPOIMTOB; TOBEIIICHUE TEMIIEPATYPhl MPH MPUMEHEHUH 00-
X aHECTE3UPYIOIINX CPEICTB; y TeHETUYECKH YyBCTBUTEIHHBIX HH-
TUBUIYYMOB HeXKellaTelbHbIC PEaKI[UU MOTYT BBI3BATh HEKOTOPHIE KOM-
TTOHEHTHI MTUIIY | MUIIEeBbIe J00ABKU; N3BECTHA HEMEPEHOCUMOCTD Psi-
JIOM JTIOZIeH J1aKTO3bI (MOIIOYHOTO caxapa). Berpeuaercs Taxoke Hacien-
CTBEHHAs TATONIOTMYeCcKas peaklus Ha Takue (puandeckue (GpaxTopsl,
KaK TeIIo0, XOJI0/, COTHEYHBINH CBET, Ha psif (haKTOPOB OMOIOTHYECKOM
MIPUPOIEI — OaKTEpUATFHBIX, BAPYCHBIX, BAKIIMH.

B ocHoBe monmreHHbIX O60e3HEH ¢ HACTIEACTBEHHOM TTPEApacIIono-
YKEHHOCTBIO JISKUT KOMOWHAINS MHOTUX T€HOB (KaXKIBIi U3 KOTOPBIX B
OTIENTHFHOCTH MOXET OBITh HOPMAJIbHBIM) BO B3aMMOJICHCTBUU CO MHO-
ruMu (hakropamu cpersl. Takue Oone3HN Ha3BIBAIOT €IIe MYIBTH(DAKTO-
puasbHBIMA. COOTHOCHUTEINBHAS PONTb HACTIEACTBEHHOCTH M CPEMIBI B pa3-
BHUTHH Pa3HBIX OOIE3HEH C HACIENCTBEHHON MTPEAPACTIONOKEHHOCTHIO He
OZIMHAKOBA HE TOIBKO /ISl ONpeielIeHHOW OONMe3HU, HO M JUIA Ka)KI0ro
oompHOTO. [lonureHHas mpupona OONEe3HN ¢ HACIENCTBEHHOHN Mpempac-
TTOJIOYKEHHOCTHIO MTOATBEPKAAETCS C TTIOMOIIIBIO TeHEATOTHYECKOT0, OMH3-
HEIOBOT0, TIOMYISAIHOHHO-CTATUCTUIECKOTO METO/IOB.

OO6mmMH TpU3HAKaMH MYTBTH()AKTOPHUAITEHEIX OOJTe3HEH SBIISIOT-
Csi: BBICOKasl 4acTOTa CPEeNy HACEJCHUS;, BBIPAXXEHHBIN KIMHUYECKHI
MOTMMOP(H3M; CXOICTBO KIIMHUYECKUX MPOSBICHUN Y POICTBEHHHUKOB;
BO3paCTHBIE W TIONOBBIE OTIMYHS;, HECOOTBETCTBHE 3aKOHOMEPHOCTEH
HaCJIEeOBAaHUSA MPOCTHIM MEHEIEBCKIM MOIEIISIM.

PacnipocTpaneHHOCTh MyabTH(AKTOPHATILHBIX O0JIC3HEH B pa3HbIX
MOMYJIAIUAX YETOBEKa MOXKET 3HAYMTEIbHO BAPbUPOBATh, YTO CBS3aHO
C pa3uuMeM TeHETHYECKHX U CPElOBhIX (paKkTOpOB.

BonesHu ¢ HacienCTBEHHOW MPeapacoioXEHHOCTIO C Ompere-
JICHHOW JIoJNel YCIIOBHOCTH MOXKHO PAa3/IeNUTh Ha CIEAYIOIINE OCHOB-
HBIC TPYIIIBL:

— @pooicOeHHble NopoKu pazeumusi (BpOXKJIEHHBIE TIOPOKH CEP/ILIA,
MOPOKH Pa3BUTHUSI MOYEK, YCPEIHO-MO3TOBasi WU CIIMHHO-MO3TrOBas
IpbDKa, paciielinHa ryosl ¥ HeOa, ruapolied aaus, BHIBUX Oeapa u Ap.);
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— pacnpocmpanennvle HepeHo-ncuxuyeckue bonesnu (mmsodpe-
HUS, SMHIETICYS, PACCESHHBIN CKIIEp03, MaHUAKAIILHO-CITPECCH BHBIN
TICUX03 U T.1I.);

— pacnpocmpaHentvle comamuyeckue Oone3HU CpeoHe20 803pPac-
ma (caxapHbIii 1Ua0ET, TUIIEPTOHUYECKAs OONIe3Hb, HIlleMUYecKas 00-
JIE3HB CepIIIia, I3BEHHAsI O0IE3HB JKEITy/IKa 1 JIBEHAAATHUITEPCTHOMN KHITI-
KH, OpOHXHUAJbHAS aCTMa, PEBMATH3M U JP.).

BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Kakue Oone3Hu Ha3bIBalOT HACICACTBEHHBIMHE?

2. IlpuBenuTe KIIaCCU(PUKAIMIO HACIEACTBCHHBIX OONC3HEH:
a) TeHEeTHYECKYI0; 0) KIMHUYECKYIO.

3. Uem 00yCIIOBIICHBI TEHHEIE OONE3HU?

4. IlpuBenute npuMepsl OoNe3Hel ¢ HacIEeACTBEHHON Npenpacio-
JIO’KEHHOCTBIO.

5. IosicHuTEe TEPMUHBI «HACJICACTBEHHAS OONE3HBY», «CeMeiiHas
OONe3Hb.

6. 3aKOHOMEPHOCTSIMH TIaTOTeHE3a HACJCICTBEHHBIX OoJe3Heil
SIBIISIFOTCS KITMHUYECKHIA TIOMTUMOP(H3M, TeHETHUECKasI TeTePOreHHOCTb.
Yrto 310 3HAUUT?

7. Kak yacto BCTpe4aroTcs reHHbIe OONEe3HU CPely HACEICHHS?

8. KakoBbl reHOTUIIBI 37J0POBBIX POAUTENEH, €CIIU Y HUX POIUIICS
peOeHOK ¢ (heHWIKETOHYpHUei?

9. IIpuBenuTe MpUMeEPHI HACTIEACTBEHHBIX OONIE3HEH C: a) ayTOCOM-
HO-JIOMUHATHBIM; 0) ayTOCOMHO-PELECCUBHEIM; B) X-CIIECINICHHBIM pe-
LIECCUBHBIM HACJICIOBAHUEM.

10. Onpenenute BEpOSITHOCTh POXKACHUS OOIBHOTO peOeHKa JKEH-
IIMHOHN, UMEFoIIIeii OOMbHBIX TeMo(uITHel chiHA U OpaTa, eclid ee MYk
310pOB?

11. Kak nposiBnsieTcss AeWCTBUE MYTAHTHOIO T€HA MPU MOHOT€H-
HOI1 maTonoruu?

12. Yem oOyciioBieH: a) KITMHUYECKHH MOMUMOp¢du3M; 0) reHeru-
YyecKasl TeTepPOreHHOCTh MOHOT€HHOW HACJIEACTBEHHOW MATONOTHN?

13. KakoBO COOTHOIIIEHHE IO TIOTY CPETU OONBHBIX C ayTOCOMHO-
JOMHUHAHTHBIM THUTIOM HaCJIEIOBaHUS?

14. ToBpIieHa M BEPOATHOCTH POXKIIEHHST OONBHOTO peOeHKa y
3JIOPOBBIX POJICTBEHHUKOB M3 CEMBHU C ayTOCOMHO-JIOMHHATHBIM THIIOM
HacJeaoBaHuA?
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15. UeM MOXHO OOBSICHUTH POXKJICHHE peOCHKa ¢ ayTOCOMHO-/I0-
MUHATHBIM 3200JIeBaHUEM Y IBYX 3I0POBBIX POIAUTENCH?

16. YV xoro yaile BBISBIISIOTCS 3a00JICBAaHUS C ayTOCOMHO-pEIleC-
CHBHBIM THUIIOM 3200JIEBaHUSA: Y MATBUYUKOB MIJIH JEBOYEK?

17. Uem ornuyarorcst X-CIETUICHHbIE TUITHI HACIEIOBAHUS OT ayTO-
COMHBIX?

18. Kakue BUABI XpOMOCOMHBIX aHOMAJINI HE BCTPEUAIOTCS Y JKU-
BOpPOXKJCHHBIX JIeTen?

19. B kakux BO3pacTHBIX HHTEPBaJaX PE3KO MOBHIILIECH PHCK POXK-
JeHusl peOeHKa ¢ XpOMOCOMHBIMU aHOMATHSIMH?

20. Yro sBNSAETCS 3 TUOIOTHYECKAM (PAaKTOPOM XPOMOCOMHBIX 00-
ne3Hei?

21. Kakne XxpoMocoMHBIE 0OJe3HH — O0YyCJIOBJIEHHBIE HEOCTaT-
KOM T€HETHYECKOrO MaTepuaa WIH ero H30BITKOM — HMEIOT Oolee Tsi-
JKeJIble KIIMHUYECKUE TPOSBICHUS?

22. llepeuncnure KIMHUYECKUE TPOSBICHUS, XapaKTepHBIE IS
XPOMOCOMHBIX OOINe3HEH.

23. Kak gactora XpOMOCOMHBIX OOI€3HEH 3aBHUCUT OT BO3pacTa
ponuTenel u mouemy?

24. Kaxue 001301 Ha3bIBAIOT MYABTH(AKTOPHATHHBIMU ?

25. llpuBennTte mpuMepsl OolTe3HEN ¢ HACIEACTBEHHOW Tpenpac-
MTOJIOKEHHOCTHI0 (MOHOTEHHBIX M MYNTBTH(AKTOPHATBHBIX).

26. KakoBBI 3THOIOTHYECKHE TeHETHIECKHE (aKTOPBI OONIE3HEH ¢
HACJIEZICTBEHHOI MPeapaciolokKeHHOCTHIO?
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[AABA 7
I'EHHbIE BOAE3HHU

7.1. Bpoxaennnie aedexrnr o6mena

K rennpiM Oone3HsAM y yenoBeKa OTHOCATCS MHOTOYHCIICHHBIC
Oorne3Hr 0OMeHa BEIECTB, BbI3bIBAEMble OMOXUMUYECKUMHU MYTaLUs-
MU. OTKpBITHE ONOXMMUYECKUX MYTAIllUN TIPUHAJICKHUT aHTJTHHCKOMY
Bpauy A.I'sppoay (1908 1.). OH oOHapYyXUJI CBSA3b MEXAY ACHCTBHEM
reHa ¥ peakuusMd oOMeHa BeUecTB. | dppon mpuiien K BBIBOLY, YTO
MOBPEX/ICHHE HA TEHETHYECKOM YPOBHE IPUBOIUT K Pa3BUTHIO HACTIEA-
CTBEHHBIX Oone3Hell oOMeHa BelecTB M Ha3Baj UX «BPOXKICHHBIMH
ommnbkamMu MeTabonmuzMay. B cBs3u ¢ TeM, 4TO MPUUUHON MOJOOHBIX
OonesHel ABIAOTCS (pepMEHTHBIE HApYIIEHHs, TaKue OONIe3HN Ha3bl-
BaIOT eIlle YH3UMONATHIMH.

B ocHOBe sH3MMONaTHIA JTeXKAT WITH H3MEHEHHS aKTHBHOCTH (pepMeH-
Ta, WM CHIDKEHNE HHTEHCUBHOCTH €r0 CHHTE3a, YTO IPUBOIUT K HapyIIe-
HUIO COOTBETCTBYIOIIETO ATara B IIENH METa0OoMMIecKUX peakunii. bomb-
IIMHCTBO U3 YH3UMOIIATHH HACIIEAYETCS M0 PEIlECCHBHOMY THITY.

B 3aBucumocTH or xapakrepa HapyIIeHns OOMeHa BEIeCTB B KIIET-
Kax, CPeIr SH3UMOIATHI BBIICISIOT CIIEMYIOIe (GOPMBIL:

— HacnedcmeenHvle dedhekmol oomena amunokuciom (heHuKe-
TOHYpUS U AP.);

— HacredcmeenHnbie Oedhekmbl 0OMeHa Yene80008 (TaTaKTO3eMHUS
u 1Ip.);

— Hacneocmeentvle depekmol 0omena aunudos (CHUHTOIUTIHIO-
3B ¥ JIP.);

— Hacredcmeennvle 0eghekmvbl 0OMena sumamunog (TOMOIMCTH-
HYpHS | TIp.);

— Hacredcmeernmbvle OegheKknvl 0OMeHa NYPUHOBHIX U NUPUMUOUHO-
8vix ocnoganuil (cuaapom Jlemra-Haiistaa u ap.);

— Hacneocmeenuvie depexmol Ouocunmesa 20pmonos (aapeHore-
HUTAJBHBIA CHHIPOM H JIp.);

— Hacneocmeentvle degexmul pepmennos Ipumpoyumos (reMmo-
JUTUYECKHE aHEMHUH U JIP.);

— HacredcmeenHvle deghekmbl 0OMeHA COCOUHUMETbHOU MKAHU
(MyKomorcaxapui03bl, bone3sns Mapdana u ap.);

— W JpyTHe.

Jannast KnaccuuKanys B ONpeeNeHHON Mepe OTHOCHTENbHA.
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buoxuMuyeckuil matoreHes 3H3UMOINATUU ONpEAENIETCS 3HaUe-
HUEeM (epMeHTa B JaHHOM MeTabONUYeCKOM ITyTH, XapaKTEepPOM €ro
(YHKIIOHHPOBaHUSI.

7.1.1. Hacareacreennbie 60ae3HH aMHHOKHCAOTHOTO o6MeHa

HacnencrBennsie amunoayudonamuu (aedexrsl oOMeHa aMUHO-
KHCJIOT) COCTAaBIISIIOT CaMyl0 OONBIIYIO TPYIIY HACIEICTBEHHBIX Je-
¢exroB oOMeHa. U X0Ts kakasi U3 HUX BCTPEUAETCsl TOCTATOYHO pell-
ko (1:20 000 — 1:100 000), B cymMMe OHHM COCTABIISIOT 3HAYUTEIHHYIO
qacTh 1e(eKToB 0OMeHa.

OnHa U3 aMuHoanuponatuii — ¢enunrkemonypus. Yacrtora de-
HUJIKETOHYPHH B OONBLIMHCTBE EBPONEHCKUX CTpaH cocTapiser 1 Ha
10 000 HoBOpOXAEHHBIX, B Peciybnuke benapycs — 1 Ha 5 600.

Omna BrepBeie OblTa onrcana B 1934 r. A. @ennunarom. OeHnke-
TOHYPHSI — ayTOCOMHO-peLiecCuBHOE 3a0oneBanue. ¥ OONBHBIX Hapy-
LIEHO MpeBpalleHHe aMUHOKUCIOTH (peHMIaJaHuHa B THPO3HUH H3-3a
CHIDKEHHS aKTMBHOCTHU (epMeHTa (eHuIalaHMHTUApoKcunasbl. Kon-
LeHTpauus peHnIalaHuHa B OpraHU3Me 3HaYUTENIbHO yBEJIMUNBACTCS.
deHMIaTaHMH 3aTeM MpeBpalaercs B (PeHUIMUPOBUHOTPATHYIO KHC-
JIOTY, KOTOpasi SIBJISETCSI HEMPOTPOIHBIM SA0M M Hapymaer GpopMHUpo-
BaHWE MUETHMHOBOI 0001m0uky BOKpyT akcoHoB B [IHC. denmnkerony-
pus CBsI3aHa C MyTalMel TeHa, pacloI0oXEHHOIO B IIMHHOM miiede 12
xpoMocombl (12q22-24).

Hetn ¢ ¢eHnIKETOHYpHEH POXIAOTCS 3MOPOBBIMH, HO B TIEPBBIE
HEZIENH Pa3BUBAIOTCS KIIMHUYECKUE MIPOSIBJICHUS: IIOBBILIEHHAs BO30YIM-
MOCTb, CyAOPOXKHBIN CHHAPOM, TUIeppedIeKcysi, MOBbILICHHBIN TOHYC
MBILIL, TPEMOP, XapaKTEPHbIM «MBIIIKUHBINY» 3anax. Ilozxe pa3BuBaercs
MHKponedanus, yMCTBEHHAs! OTCTaJIOCTh, KOTOPasi MOXET JOCTUraTh Ti-
xeoi crereHr. CHIDKEHIE YPOBHS THPO3WHA BEJET K HapYIIeHHI0 00pa-
30BaHus MenaHuHa. [loaToMy GOMBIMHCTBO OOMBHBIX (DEHHMIIKETOHYPH-
el — OIOHIMHBI CO CBETIION KOKEH M TOMyOBIMH TJIa3aMu (M3-3a HapyIle-
HUSI IMTMEHTALMK KOXXHBIX IIOKPOBOB, BOJIOC, Paly’KHOI O0OJIOUKH IJ1a3).

Jlnarno3 3aboneBaHus CTaBUTCS HA OCHOBAHUU KJIMHUYECKUX JJaH-
HBIX U Pe3ylbTaToOB OMOXMMHUYECKOTO MCCIEIOBAHUSA: B MOYE OIpEsie-
JsieTcs ypoBeHb (EeHUIIITMPOBUHOIPATHON KUCIIOTHI, 2 B KPOBU — YpPO-
BeHb (peHMIanaHnHa. PaHHSS quarHocTHKa (EHWIKETOHYPHUH (B IIep-
BbIC JIHU KHU3HH) U MPODUITAKTHUIECKOE JICUCHHE, T.€. IUeTa C HU3KUM
coziepkanneM (peHmIIaTaHnHa TPEIYNPEKIAI0T PA3BUTHE KIMHUYEC-
KOH KapTHHBI OONIe3HH.
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Eme onnum mpumMepoM Oone3Held aMHHOKHCIOTHOTO oOMeHa (U
00MeHa BUTAMUHOB) SBIISCTCS 20MOYUCTUHYPUsL. DTO AyTOCOMHO-PEIleC-
cuBHOE 3a0oseBaHue. Bo3HHMKaeT OHO BCIENCTBHE HETOCTATOYHOCTH
(epMeHTa, OCYIIECTBIISIOMIETO CHHTE3 UCTATHOHUHA U3 TOMOLIMCTUHA
W CepuHa, M3-3a MyTaluu Jokyca 12q22.3. B pesynsrare y 6015HOTO CO-
31aeTcs N30BITOK METHOHMHA M TOMOLMCTHHA U, KaK CIIeCTBHE, CTpaja-
eT OOMeH B COSMHUTENbHON TKaHH M TOJOBHOM Mosre. KnmHnveckast
KapTHHA TOMOLIMCTUHYPHH Y Pa3HBIX OOJBHBIX Pa3indHa, YTO CBSI3aHO C
TeHETHYECKOI TeTepOreHHOCThIO JaHHOH Oose3HH. XapaKTepHbl Mopa-
KEHMS I71a3, N3MEHEHHsI CKeleTa, yMCTBEHHAsl OTCTAJIOCTh U JP.

7.1.2. Hapymenna o6mena yraesoaos

HacnencrBennsie nedekTsl 00MEHa YIieBOIOB MOTYT OBITH 00yC-
JIOBJICHBI:

- MyTaIMsIMU TEHOB, KOHTPOJIUPYIOIIHUX (EPMEHTHI, KOTOPHIC pac-
HICTUISIOT MOHOCAXapHUIbl, TOCTYIAOIINE C TTUIICH;

- MyTallMsIMUA TEHOB, KOHTPOIUPYIONIHX (hEPMEHTHI, PaCIEILISIO-
e MOMCaXapuIbl, KOTOPBIE 00pa3yIOTCs B OpraHu3Me.

VYrneBoasl BXOIAT B COCTAaB psjia OMOTOTHYECKU-aKTUBHBIX Be-
mecTB (TOpPMOHOB, (PEPMEHTOB ), MYKOTIOIIMCAXAPU/IOB, BBHITTOTHSFOLIIX
SHEPTETUYECKYIO U CTPYKTYPHYIO (PYHKIIHU.

[TpuMepoM HapyIeHus! YIIIEBOMHOTO OOMEHA SIBISIETCS 2alaKmo3e-
Musl, KOTopasi HaCllegAyeTcsl TI0 ayTOCOMHO-PEIIECCHBHOMY THITY U CBSI3aHa
¢ MyTanuen tokyca 9p13. Hacrora natonoruu cocrasiser 1:16 000. Onun
13 TyTeil 0OMeHa MOHOCaXapHuIoB B OpTaHMU3ME — 3TO IpeBpalleHHe ra-
JIAKTO3BI B TITIOKO3Y. ['anakro3a siBisercs COCTaBHOM YaCThIO MOJIOYHOTO
caxapa JaKTO3bl, P THAPOIH3E KOTOPOro 00pas3yercs B MHUINEBaPUTETb-
HOM Tpakre. ['ajaxro3a npeBpamaercs B TIIOKO3Y C IIOMOIIIBIO (pepMeHTa
raiakto3o-1-tochar-ypuamnrpanchepassl. [ pr HU3Kol aKTHBHOCTH STOTO
(hepMeHTa MK ee OTCYTCTBHH B PE3YIBTATE MyTaIlA COOTBETCTBYIOIIETO
TeHa IMPOUCXOIUT HAKOIIIEHHE TaakTo30-1-pocdara, Oka3bIBAFOMIIETr0 TOK-
cHYecKoe JeiicTBIE Ha (DYHKITHIO TTeYeHH, MO3Ta, XPyCTallKa 171a3a.

CuMIITOMBI 0OJTE3HU TOSABISAIOTCS Y HOBOPOXKJICHHBIX ITOCIIE TIPH-
€Ma MOITOKa C TIEPBBIX JTHEH KU3HH. DTO PacCTPOMCTBA MUIIEBAPEHIIS,
WHTOKCHKAIWs (pBOTA, MOHOC, 00E3BOKMBAHWE); PA3BUBAETCS THUIIO-
Tpodus, MOSIBIAIOTCA MPU3HAKA TIEYCHOUYHOW HETOCTATOYHOCTH, YM-
CTBEHHOHM HEIOCTaTOYHOCTH; OOHAPYKHUBAETCS KaTapakTa.

Haun6omnee TOUHBIM METOIOM JUATHOCTHKH raJIaKTO3EMUU SIBIISICT-
Csl UCCIIEIOBaHME B 3PUTPOIUTAxX (hepMeHTa ranakro3o-1-pocharypu-
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nunTpancdepassl, ralakTo3sl B KPOBH W Mode. Mcnonb3oBaHue coot-
BETCTBYIOLIEH AUETHI, B KOTOPOH MPEayCMOTPEHO HCKIIOUEHNE MOJIOY-
HOTO caxapa, T.e. HCTOYHHKA TaJaKkTo3bl, JaeT BO3MOKHOCTh HOpMaJIb-
HO pa3BUBATHCS OONBHOMY PEeOEHKY. A B JasbHEHIIEM, ¢ BO3pacTOM,
MOSIBIISICTCS IPYroil MeTabOoMMYeCKUid TyTh IPEBPAICHUS TaIaKTO3bI B
IJIFOKO3Y — MIPH ydacTuH (epMeHTta rekcoso-1-docdar-ypuaunrpanc-
(depasbl. Y HOBOPOXKACHHBIX M JIeTE paHHEro BO3pacTa aKTHBHOCTD
3TOro (epMeHTa HEZOCTAaTOYHA Ui 00ECHeYeHUsI KOMIIEHCATOPHOTO
a¢dexra pu ONOKaze OCHOBHOTO METa0OIMYECKOTO TTYTH.

Eme oqauM npuMepoM HaclenCTBeHHBIX Ae(eKToB oOMeHa yr-
JIEBOJIOB SABIAIOTCS MyKonoaucaxapuoosuvl. llepBoie cCBEACHHUS 0 HUX
nosBmwimchk B 1900 1., a emie paHpiie 3To 3a001eBaHue OBLIO U3BECT-
HO TI0JT HA3BaHUEM «TapTroju3M», OHO ITPOU30IILIO0 OT (PPaHIy3CKOTO
cioBa «gargoline», KOTOPHIM Ha3bIBAJIU YPOIUIUBBIE PUTYPHI, YKpa-
matomue cobop [laprkckoit boromarepu. O1o rpynma HacaenCcTBEH-
HBIX Je(eKTOB MeTabonn3Ma rIMKO3aMHHOTIIMKAHOB, YTO CBSI3aHO C
HEIOCTAaTOYHOCTHIO TM30COMANBHBIX ()EPMEHTOB, B HOPME KaTallu-
3UPYIOIUX HEPEPBIBHEIN MPOIIeCcC PACIICTUICHHS TTHKO3aMHUHOTIIN -
KaHOB. DTO MPUBOIUT K TOMY, YTO MaTONOTHYECKHE MPOAYKTHI 00-
MEHa OTKJIaJBIBAIOTCS B COENMHUTEIHHON TKaHU, IEYEHHU, CEJIe3EH-
K€, pOroBUIlE, LIEHTpaIbHOU HEepBHOU cucteme. Ilpu Mykononuca-
Xapua03ax MOPaKaroTCs OMMOPHO-IBUTATENbHBIH anmapar (KopoTkas
mest ¥ TyJIOBHIIe, nedopmaius KOCTel), BHYTPEHHHE OpraHbl (110-
pPOKHM cepala, yBelndeHa Me4YeHb M Celle3eHKa), HepBHAs CHCTeMa
(oTcTaer HEPBHO-TICUXHIECKOE Pa3BUTHE), TIa3a (CHIKEHO 3peHHE,
MMOMYTHEHHE POTOBHUIIBI) H JP.

Bcero BeizenstorT 8 OCHOBHBIX THUIIOB MYKOITOMCAaXapwI030B B
3aBUCHUMOCTH OT CHIDKEHHS aKTHBHOCTH Pa3HBIX (DepMEHTOB U 0COOEH-
HOCTEH KIIMHMYECKOW KapTUHEIL. [[71s ompenenenus Tuna 3a00aeBaHus
MPOBOST OMOXUMHYECKUE UCCIICNOBAHM ST KHCIIBIX MTUKO3aMHUHOTIIHKA-
HOB B KPOBH U MOY€ OONbHBIX.

[pu nedernn MyKoOIoOIMCaxapuI030B UCTIONb3YIOT JHETOTEPAITHIO,
(U3MOMPOIIEAYPhI, TOPMOHAIILHBIE, CEPIIEYHO-COCYIUCThIE CPEICTBA.

OnvH U3 TUIOB MYKOIIOHCaXapua030B — CHHApPoM ['yprepa, cBs-
3aHHBIA ¢ MyTalmen jokyca 4pl6.3. Tun HacienoBaHus CUHAPOMA —
ayTOCOMHO-PEIIECCUBHBIH.

[Ipu nanHOM CHHApPOME HAOIIOACTCs OTCTaBaHUE B pocTe, nedop-
MaIlsi CKeleTa, YepernHo-JHIIeBbIe AU3MOPPHUH, KapAuOMeranus, Mmo-
MYTHEHHE POTOBHUIIbI, KOHTPAKTYpPBl KPYIHBIX COCYJOB, YMCTBEHHAs
OTCTaj0CTh. bosbHbIE TOrndatoT B Bo3pacre 10 10 Jer.

-91-



'AABA 7

7.1.3.Cpunrorunugosnr: 6oresup Teii-Caxca

Cuneonunuoosvt — 3T0 OOUH U3 TUIIOB HACJIECTBEHHBIX 00m1€3-
Hell oOMeHa JMIUAOB, TIPU KOTOPBIX MPOUCXOAUT HAKOIUICHHE JIMITU-
JIOB B KJIETKaX Pa3InUHbIX TKAaHEH BCIEACTBUE HENOCTATOUHOCTH (hep-
MEHTOB, KaTaJIM3UPYIOLIMX pacllenjeHne CUHTONUITNIO0B.

ChuHTONMUIUIBL SBIAIOTCS BaXKHEHIINMH CTPYKTYPHBIMH KOMIIO-
HEHTAaMH{ KJIETOYHBIX MeMOpaH, B YACTHOCTH, MUEIMHOBBIX 000I0YEK
HEPBHBIX BOJIOKOH. [I03TOMY HapylieHHe MOCTOSHHO MPOTEKAOLIETO
nXx OOHOBJIGHUS B OPTaHU3ME U UX paclaja B JIN30COMAaxX KJICTKH, IPU-
BOIUT K ITOPaKEHUIO OOJIBIIMHCTBA KU3HEHHO- BAXKHBIX OPTraHOB.

[Ipumepom cpUHTOTUNNI030B SABIACTCS AMAEPOMULECKAS UOUOMUS
unu 6onesnsv Teu-Caxca. DT0 ayTOCOMHO-PELIECCUBHOE 3a00JIEBaHHUE,
BO3HUKAIOILIEE B PE3YAbTATE MyTallUH JIOKyca 15q23-q24, 4yro npuBOAUT
K PE3KOMY YBEJIMUECHHUIO B KJIETKaX MO3Ta, IEYEHN U CENE3eHKH JIUINIA
TaHITIMO3Kda U3-3a JePUIIUTA TeKCO3aMUHNIa3bl A B OpraHU3Me.

Bonesns mposiisiercs k 3-4 mMecsity )Ku3HA. PeOeHOK cTaHOBHUTCS
MEHEEe aKTUBHBIM, 0€3pa3iIMyYHBIM K OKPYXKAIOLIUM, TepsieT mpuoodpe-
TEHHbIC HAaBBIKH. 3aJIepKKa ICUXUIECKOT0 Pa3BUTHUS IPUBOIUT K CHH-
XKEHUIO0 MHTEUIEKTa OO CTENEeHHW MAMOTHH. Pa3BuBaeTcs rHIOTOHMS
MBI, O3HEE BO3HUKAET MOJHAsT 00e31BIKeHHOCTh. K KOHIy mep-
BOTO rofia *KM3HU HACTYIAeT CJIENoTa U3-3a aTpoQUH 3pUTENbHBIX He-
pBoB. CMepTh HacTymaeT B 3-4 roxa.

JlnarHo3 OCHOBBIBAETCSI HA ONIPENEICHUH aKTUBHOCTH T€KCO3aMU-
HHUZA3 U TUIIMYHBIX U3MEHEHMSIX [JIA3HOTO JHA.

7.2. HaCJ\CACTBeHHble 6oresHn HepBHO-Mbll].le'—lHOijl CHCTEMBbDI

Orta rpynmna Oone3Hel XapakTepHU3yeTcsl JUCTPOPUUECKUMH TO-
paKEHHUSIMU MBIIIEYHON TKaHU, M3MEHEHUSMH MepueprudecKux Hew-
POHOB M HEPENIKO — CIIMHHOIO MO3Ta.

K HacnencrBeHHBIM HEPBHO-MBIIIEYHBIM 3200JIEBaHUSAM OTHOCAT
npozpeccupyrowjue Mvlieynvle Oucmpo@uu, KOTopble IesIT Ha JIBe
TpYNIIBL:

a) IepBUYHBIE, IPU KOTOPBIX MEPBOH MOpa)kaeTcsl MbIIIEUHAS
TKaHb, a 3aTEM HEPBHAs CUCTEMA;

0) BTOpUUHBIE, pa3BUBAIOLIECS [TOCIIEC JeTeHEPAaTUBHbBIX N3MEHE-
HUH B IepuQ eprIecKoil HEpBHOI cUcTeMe.

Juist xaxaoii 0oie3HH XapakTepeH BBIPaKEHHBIN KIIMHHYECKHUN
NOMUMOP(U3M 10 TSHKECTH MPOSIBICHUH, BPEMEHH UX Hayasa, CKOpoc-
TH TporpeccupoBaHusl OONE3HH, MOCIENOBATEIBHOCTH MMOPAKEHUS
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MbIlI. [ToMuUMO KIMHHYECKOW KapTUHBI OHU Pa3iHyaloTCsl U TUIIOM
HaCJIeOBAaHUSI.

[IposiBnsitoTCcs HEPBHO-MBIIICUHBIE 3a00I€BaHMs B BUJEC MBIIIE-
HOH cJ1a00CTH, TIOBBIICHHON MBIILICYHON YTOMIIIEMOCTH, HU3KOTO MBI-
LIEYHOr0 TOHYCA C NAJbHEHIINM Pa3BUTHEM MBIIIEUHOH aTpouu, B
OCHOBE KOTOPOM JIeKaT HapylleHHs 0oOMEHa BEUIECTB B MBIIIIAX, YTO
MPUBOAUT K MEPEPOXKICHUIO MBIIIEYHBIX BOJIOKOH M 3aMEIIEHUI0 HX
COCOUHUTENILHON TKaHbO. [IpH IMarHocTrke HEPBHO-MBILIEYHBIX 3a-
OorneBaHM YYUTHIBAIOT JIOKAJIH3aLUIO BENYIIErO ABUTaTeIbHOTO nedeK-
Ta, TUI HACJEIOBAHUSA, BO3PACT MOABJICHHUS MEPBHIX NPU3HAKOB 3a00-
JIeBaHUs, NPEUMYILECTBEHHYIO JIOKAJIN3ALNI0 MOPAXKEHNS CKEJIETHBIX
MBILIL, TeueHue 3a001eBaHus (OBICTPO MPOrpeccupyroLee, MeJIEHHO
MPOrPECCUPYIOLIEE).

VY nmereli yaie BCero BCTPEUAIOTCS Muonamuu, T.e. 3a001eBaHus,
IPU KOTOPBIX OTMEYaeTcs mporpeccupymomas arpodus mpiul. OnHa
13 Haubolee pacupoCcTpaHEHHBIX HOpM — 3TO muonamus Houwenna.
Berpeuaercst Tonpko y MaapdukoB ¢ yactorod 1:3 000 >xuBOpoXIeH-
HBIX JieTeld. BriepBoie 310 3a00neBanue onrcano B 1968 . Muoauctpo-
¢us HromerHa — X-CIETITIEHHOE PelleCCUBHOE 3a0oneBanye, BHI3BaH-
HOE MyTalned B TeHe, OTBETCTBEHHOM 3a CHHTE3 Oenka TucTpoduHa.
I'er nuctpodmHa MOKATN30BaH B KOPOTKOM IDIede X-XpOMacOMBI. JTO
caMblil JUTMHHBIN TeH U3 BCeX M3YUSHHBIX, OH BKIItodaeT 2x 10° map Hyk-
JIEOTUAOB. DTOT OEIOK HAXOMUTCS B OONBIIMX KOJIMYECTBAX B 007aCTH
CapKOJIEMMBbI, TIOAAEPKUBas, BEPOSITHO, LEIOCTHOCTh MEMOpAaHHI.
CTpyKTypHbIE U3MEHEHHS B CApKOJIIEMME TIPUBOAAT K JeTeHEpaLlH LU~
TOIUIa3MaTHYECKUX KOMIIOHEHTOB, YCHJIEHHOMY Bbixony K* BHYTpb Bo-
JIOKOH, YTO BBI3bIBAaET THOCITE MUOPHOPUILI.

HauansHble cMMIITOMBI 00JI€3HH TOSIBIISIIOTCS €ILe 0 2-X JIeT (JeTH
MO3Ke HAYMHAIOT XOIUTh, He Oeraror), Oonee BHIPaKEHHBIE CUMIITOMBI
BO3HHKAIOT B 2—4-J1eTHEM Bo3pacte (crienuduueckast yTuHas IMOX0/Ka,
MICEBIOrUNEPTPOGHS MKPOHOKHBIX MbI). [Iponece atpodun Mpiiy
npuobperaeT BOCcXosdliee HanpasieHue: Mblmma Oegpa [ Ta30BbIi
nosic U mneueBoit nosic I pyku. K 13—15 rogam OonbHBIE, KaK IpaBU-
J10, TIOTHOCTBIO 00€3BMKEHbI. Pa3BuBaeTcs aTpouuecKuii mpouecc u
B cepaue (KapAMOMHUOIATHSA), HAPYLIAETCsl MOTOPHKA KEITyIOYHO-KH-
LIEYHOrO TpakTa. Y OONBHBIX JeTel CHHKEH MHTEIUIEKT (B OCHOBHOM
HE3HAUUTENbHO). VHTEeKTyanbHOe HeNopa3BUTHE COMPOBOKIAETCS
Yalie BCero 3HaYnTeIbHBIM OTCTaBaHUEM B popMupoBanun peun. Kop-
PETSIIH MEXAY TSKECThIO MBIIIEYHOTO Je(eKTa U CTEEeHbIO CHIDKE-
HUsl MHTEIeKTa Her. Ha mocnenneil craauu pasBuBaercst aTpodus
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MBIIII] JIUIA, TIOTKA ¥ ABIXaTeNbHBIX MBI, CMEpTh HACTyMmaeT Ha
BTOPOM-TPEThEM JIECATHIICTHH KU3HU, Yallle BCETO OT OCTPOM cepiiey-
HOM HEJOCTATOYHOCTH MU ITHEBMOHHH.

[Ipu muarHocTuke muoauctpoduu J[roleHHa UCCIENYIOT TUCT-
po(HH B MBITIIEYHOH TKAHU, AKTUBHOCTh B CBIBOPOTKE KPOBH OJTHOTO U3
(hepMEHTOB MBIIIIEUHON TKAHU — KpeaTHH(OoCcHOreHasbl, MPOBOISIT JIEK-
TpoMHUOTPaHUI0, MOIEKYIIPHO-TEHETHYECKUMH METOJAMU BBISIBIISIFOT
MyTaIl¥ B TeHE, KOHTPOIMPYIOIIEM CHHTE3 Oenka AucTpodrHa.

[Ipodunakrika 3a001eBaHNs 3aKITIOUACTCS B BBISIBJICHUH TETEPO-
3UTOTHBIX HOCUTENBHUI] MyTaHTHOTO T'eHa, y 70 % KOTOpBIX MOT'YT TIpH-
CYTCTBOBATh 0OJice MJIM MEHEE BBIPAKEHHBIC CHMIITOMBI MUOIUCTPO-
¢un [dromrenHa.

JlanHoe 3a0oneBaHue MMOANAETCS JIEYEHHIO C ITOMOIIBI0 TE€HHOM
Tepanuu: OONBHBIM JIETSM BBOAST MBIIIEYHBIC KIETKH (MHUOOIACTEHI),
MOTYYEHHBIC U3 OMOMCHI 37I0POBBIX JOHOPOB U BBIPAILICHHBIC TIPH OII-
pEICTICHHBIX YCIOBHUAX. B MBIIIIax O0MEHOTO JOHOPCKUE KIICTKU CITH-
BAIOTCS C KJIETKAMM MAIlMEHTa U BO3HUKAIOT MBIIIEYHBIE BOJIOKHA C
MTOJTHBIM Ha0OPOM T€HOB.

7.3. I'eneruxa cencopubix HapymeHnui

I'ma3 yenoBeka pa3BuUBaeTCs U3 ydacTKa dKTOAEPMBI, AArOIIEH Ha-
4aJio ¥ FOJIOBHOMY MO3TY, TIO3TOMY 3a4acTyl0 pa3BUBAETCs CIOXKHBIN
neeKT MHTENIEKTa U CEHCOPHBIX CHUCTEM.

Coueranue 1eeKTOB 3peHUs U cllyxa OOYCIOBIUBACT CIICHOITY-
xoty (1,2 % rnyxux — cnensle). Habmonaercs, Hanpumep, Ipu CUHA-
pome VYiuepa.

ChoxHBIN 1eeKT 3peHHs] 1 WHTEJUIEKTa BKIIIOYAET CIENOTY WIN
CTabOBHICHHE U YMCTBEHHYIO OTCTAIOCTH (Y 5 % JeTei ¢ yMCTBEHHOM
OTCTaJIOCTBIO0 OOHAPY)KMBAETCA CIIenora, a y 47 — ciiaboBUAEHHE).

I'eneTnuecku oOycliOBICHHBIE MEPBUYHbBIE AE()EKTH CEHCOPHOM
cepbl 6e3 COOTBETCTBYIOIIEH KOPPEKIINH MPUBOAST K BOSHUKHOBEHHIO
BTOPUYHBIX M TPETHYHBIX HAPYIIEHUH pa3BUTHs. BakHYIO poNb UTpaeT
B 3TOM CTeIleHb BBIPAKEHHOCTH CEHCOPHBIX HAPYIICHUH.

[Ipu cercopHbIX nedexTax BOSHUKAIOT:

— omcymcmeue peyu, 9T0 HapyllaeT HHTEIJIEKTyaIbHOe 1 AMOIU-
OHAJIbHOE pa3BUTHE peOeHKa;

— HapyuieHusi RCUXUYECKUX Npoyeccos;

— 3a0epoHcKa pa3sUumusi HA8bIKO8 00U e s,

— HapyuleHus opMupo8arus NPeOMemHbIX NPeoCcmagieHull.
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OOmMM npu HETOCTATOYHOCTH CEHCOPHOU c(ephl SBIsETCS: TOo-
HWKEHHBIN ()OH HACTPOEHHMsI, ACTCHUYECKUE YEPTHI, ayTH3aLHsl.

Cpean KOPpeKLMOHHBIX MEPONPHUATHHA OOJBIIOE MECTO MPHUHAI-
JISKUT CTUMY/SALUU Pa3BUTUSA OCTATOYHOIO CIyXa U 3pEHHUSL.

Kpowme Toro, npu nopaskeHuu ciyxa aist GOpMUPOBAHUS PEIU HC-
MONB3YIOT 3PUTENBHBIN, IBUTATEIBHBIA W TAKTUIBHBIA aHAIU3aTOPHI.
I[Tpu notrepe 3peHus MpPoLECC PEYEBOro OOLIEHHS CO B3POCIIBIM II03BO-
nsietT peOeHKy ObIcTpee OBIaAeTh NPEIMETHBIM OIBITOM.

7.3.1. Monorennbie HapyIeHus1 3peHHst

Benyuryro ponb B pa3BuTHH A€(EKTOB 3peHUs UTPAIOT TeHETHYeC-
kue Qaxropsl: 75 % ciaydaeB CIENOTH y JeTeld HACIENCTBEHHO 00yc-
JIOBJIEHBI.

[lopaxenue oprana 3peHusi BO BHYTPHYTPOOHOM IEpHOE Pa3BU-
THsI Hanbosee YacTo BOSHUKAET HA 3—7 Henesix OepeMEeHHOCTH, KOTaa
MIPOUCXOINT 3aKJIaAKa 3pUTEILHOrO aHaIN3aTopa, a TaKke Ha 6—9 mecs-
1ax, Korrua 3akaHduBaercs ero Mopgonornieckas mudQepeHunpoBka.

Hapymenue 3peHust BOSHUKAeT IPYU MHOTUX XPOMOCOMHBIX U TeH-
HBIX OONE3HSX.

[IpumepaMu MOHOTEHHBIX HApPYIISHUH 3pEHUS SABISIOTCS: Kama-
paKma, nueMeHmHbI pemunum, pemuHooIacmoma.

Kamapaxma unu nomymuenue xpycmanuxa HabIIOAAOTCS, HATIPU-
Mep, ipu cunopome Mapunecky-Cveepera. ITO peIKoe ayTOCOMHO-
penieccuBHOE 3aboneBanne. OHO XapaKTepU3YeTCsl CIOKHON CTPYKTY-
poli nedekra, coueTaHWEM 3PUTENBHON MATOIOTHH W WHTEIICKTyallh-
HBIMH, TBUTATEIHHBIMH, PEUEBBIMH M IPYyTUMHU HapymeHussMu. OqHO
Y3 OCHOBHBIX XapaKTEPHBIX MPU3HAKOB CHHAPOMA — 3TO BPOXKICHHAs
JIBYCTOPOHHSISI KaTapakTa, KOTopas B T€UEHHE IMEePBhIX 2-3 JeT )KU3HU
BHJIOM3MEHSIETCS, IEPEXOIS OT 30HAIBHOH K momHoW. CHHIIPOM TP OSB-
JIIeTCs paHO, YacTo C IEPBOTO TO/a JKU3HU.

Bpoxnennas katapakra (IByXCTOPOHHSS, MONHAS FUIA YaCTHY-
Hasl) TaKXe SBIICTCS OMHUM W3 MPU3HAKOB CHHApPOMa XaiiepMaHa —
3a0o0neBaHus C MPEAIoIaraeéMbIM ayTOCOMHO-PEIECCHBHBIM THIIOM Ha-
cienoBaHus. [laHHBINA CHHIPOM COYETAETCS C YEPEIMHO-JINIIEBEIMH aHO-
MalTisIMH, aHOMAJIHSIMHU 3yOOB, OTCTaBaHHUEM B POCTE, TUTIOT PHXO30M,
aTpodueld KOKH, ABYCTOPOHHUM MHUKPO(TaTbMOM, YMCTBEHHOH OT-
CTaNOCTHIO.

Hepenxo BpoxxaeHHas moaHas KaTapakTra BCTPEJaeTcs TP CUH/I-
pome Konpaau XioHepMaHHa, NPEACTABIISIIOIIEM COYETAHUE KOCTHBIX,
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I71a3HBIX ¥ BUCLIEPATBHBIX aHOMaNUi. Y JeTell oTMedaeTcs o01masi cia-
00CTb, OTCTaBaHUE B POCTE U Macce.

PanHue kaTapakTel MOTYT HAOMIOAATHCS IPH TaKUX OOJIE3HAX 00-
MEHa BEIIECTB, KaK TaJaKTO3eMUsl, alIKallTOHYPHs, alTb,OMHU3M.

Tuemenmuulii pemunum — 3mo 3a001e6anue, Xapaxmepusyioujee-
€5l CKONIeHUeM 2paHyi nuemenma Ha nepugepuu cemuamru. Ilopaxe-
HHUE I71a3, KaK IpaBUJIO, AByXCTOpOHHEE. 3a00oneBaHuE MOXKET OBITh
00yCIIOBIEHO TEHHBIMH MYTAIIUSAMH C 2y TOCOMHO-PELIECCUBHBIM, ayTo-
COMHO-JOMHHAHTHBIM U X-CHEIICHHBIM THIIOM HACJIEIOBaHU, T.€. Te-
HETHYECKH TeTeporeHHo. Kpome Toro, MUTMEHTHBIH PETHMHUT MOXET
OBITh OOYCIIOBIIEH BUPYCHBIMU HH(EKIHIMHU MaTepu BO BpeMs Oepe-
MEHHOCTH (CHHIIPOM BPOXKJEHHOHN KpacHyxH). BcTpewaercs 3a0omneBa-
Hue ¢ yactotoi 1:2 000-1:7 000. HacnencTBeHHBIN MUTMEHTHBIN peTH-
HUT XapaKTepU3yeTcsl MPOrPECCUPYIONUM CHIDKEHUEM 3PEHUS BILIOThH
no cienorsl. Haubonee yacras dopma (80 % Bcex ciydaeB DaHHOI
(hOpMBI TTATOIOTHUN) — ayTOCOMHO-PEIIECCUBHAS, HAYMHACTCS HAa BTOPOM
JECSITUIICTAN JKU3HA U OOYCIIOBIHMBAET 3HAYNUTEIBHOE CHIDKEHHE 3pe-
HuA K 50 rogam. AyTOCOMHO-IOMHHAHTHAS (pOpMa TOXKE HAUMHAETCS
Ha BTOPOM JECSTUJIETHH XU3HU, HO TPOTPECCUPYET MEIEHHO: I[eHT-
pajbHOE 3peHre MOXKET coxpaHarcs 1o 60—70 ner. X-cuersieHHas pe-
1eccuBHas (popMa MATMEHTHOTO PETHHHUTA — HaMOONee TsKemast: To-
Has IoTeps 3pEHUS HACTYIIaeT Ha YeTBEPTOM JIECSITHIIETHH KU3HH. [lep-
BBIE CHMIITOMBI IMTMEHTHOTO PETHHHUTA — CHIDKEHHE HOYHOTO 3PEHUS
U Cy)KEHUE IOJIEH 3pEHUS.

[IUrMEHTHBIN PETUHUT MOXKET COUETAThCSI C MUOIIUEH, [IIAYKOMOM,
OTCJIOMKOHM CeTYaTKu, MAUKPO(TAIbMHUEH M IPYyTHMH CHMIITOMaMu. B
HaCTOAIIee BPeMsI HET CITOCOOO0B JIEUEHUS JIeTeHepaIui cerdatku. Pan-
HUH TUaTHO3 BaXKEH 1A COXPAHEHUS ONITHMAIHHO BO3MOYKHOTO 3PEHUSI.

Pemunobnacmoma — smo 310KauvecmeeHHAss ONYXonb 21a3a; pas-
BHUBaeTca B cerdaTke. OHA MOKET BOHHKATH CIIOPAAMYECKH WIIA MO-
*eT ObITh HACTICAICTBEHHOM. THIT HACJIENOBaHUS — 8y TOCOMHO-IOMHHAH-
THBIA. PernHOOMacTOMa O0yCIIOBIIEHA Jenenuell JNIMHHOTO Tuleda 13
xpomocombl (13q14). Oxkosno 60 % peTHHOOIaCTOM — 3TO HEBPOXK/ICH-
HBIE U OHOCTOPOHHHME OITyXOonH, 15 % — BpoKJIEHHBIE U JIByCTOPOH-
Hue. Haubonee yacto pernHoOIacTOMa AUArHOCTUPYETCS B 2 roja.
Yacrora — 1:20 000 mereii. 3aboneBaHue OAMHAKOBO YaCcTO BCTPEUALT-
sl KaK Cpelly MaJbuuKOB, TaK M cpeir JeBodeK. CUMITOMBI peTHHOO-
JIACTOMBI — TTOTePsl 3peHUs (BBIABISAETCS PEAKO, ITOCKOIBbKY MaJeHbKHE
JIETH HE B COCTOSHMH OIICHUTH €r0 Pa3BUTHE), KOcoriasue, O0iH, BbI-
3BaHHBIE TIOBBIIICHHEM BHYTPHUTIIA3HOTO JABJICHHS.
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7.3.2. HacreacTReHHAs1 MOHOCHMIITOMATHYECKAS
(usorupoBaHHas) TAYXOTa H TYTOyXOCTb

[lo creneHu BBIpRXKEHHOCTH Pa3iMyalOT JBa BHIA HapyLICHUIH
CIlyXOBOH (DyHKLIWU:

— enyxoma;

— mMy20yxocms.

Bce npuunabl 1 GakTophl, BHI3BIBAIOIINE HATOIOTHIO CIyXa HMIIH
CIOCOOCTBYIOIINE €€ PA3BUTHIO, MOKHO pa3ieuTh Ha TPU TPYIIIBL:

— HaCJICACTBEHHOTO TPOUCXOXKACHH; OHU MTPUBOIAT K U3MEH CHH-
SIM B CTPYKTYpax HACJEACTBEHHOW IITyXOThI I TYTOyXOCTH, KOTOpas
MOXeET OBITh KaK BPOXKJICHHOM, TaK U BBIABISATHCS ITOCIE POXKICHUS;

— DK30TeHHBIE BHYTPUYTPOOHBIE BO3IEHCTBHUS HA OPTaH CIIyXa I1JI0-
J1a, KOTOPBIE BBI3LIBAIOT TOSBICHNE BPOXKICHHON TYTOYXOCTH;

— (bakTOpBI, NEHCTBYOIINE HA OpTaH CIIyXa 3I0POBOTO OT POXKIe-
HUs peOSHKa B O/IMH W3 IMEPUOAOB €ro Pa3BUTH U MPUBOIAIINE K BO3-
HUKHOBEHHIO TITyXOTHI WJIH TYTOyXOCTH.

Hapymenne cimyxa B 3aBUCUMOCTH OT TlaToreHe3a (pa3BUTHA 0O-
JIE3HU) MOXKET UMETh HelpOCEeHCOPHbIL UITH KOHOYKIMUBHDIL XapaKTep.

[Ipu HEMPOCEHCOPHOM HAPYLIEHUU OTMEYAETCS MATONOTUs 3BYKO-
BOCIIPHHHMMAIOIIIETO ammapara, T.e. YyBCTBUTENBHBIX KJIETOK YIUTKH,
CIIyXOBOTO HEpPBa M MO3TOBBIX CTPYKTYP.

[Ipy KOHAYKTHUBHOM TIIyXOTE€ MM TYyTrOyXOCTH HapyIlIeHHE OXBa-
THIBaeT 3ByKOIPOBOISIIYIO CUCTEMY (HapyXHOE, CpeIHee yXO0).

BrsiBuBImiics B Jope4eBOM Ieproie pa3BUTHS Ae(eKT ciryxa mpe-
MIATCTBYET Pa3BUTHIO PEUH PEOCHKA FITH BEJIET K ee HeMpaBUILHOMY (op-
MHUPOBAHHIO, @ TAK)KE BIMSET Ha 00IIIee IICHXUYECKOE PA3BUTHE MAJICHb-
kux nereid. [loaTomy Gonbioe 3HaueHne MpUOOperaeT mpoodieMa mpo-
(PMITAKTUKY HapyIICHHS ICUXUYECKOTO PAa3BUTHS IIPH HAPYIIEHUAX CITy-
xa. Ho BBIOOp mpaBHIIEHOW MPOGUIAKTHYCSCKON TAaKTHKH HEBO3MOXKCH
0e3 TOYHOTO AMarHo3a 3a00IeBaHNS B KOKIOM KOHKPETHOM CiIydac.

B nacrostiee Bpems 6omnee 6 % HaceneHns 3eMHOTO Iapa cTpaja-
eT HapylIeHUsIMH ciryxa. [1o JaHHBIM pa3HBIX aBTOPOB, YaCTOTa TEHETH-
YeCKUX HapylleHu# ciyxa konedmnercst ot 36 10 85 % Beex cimydaes. [1o
BpPEMEHH BBISIBJICHHSI HAMOOIEe 4YacTO TeHETUIECKHE HaPYyIIEHHS ClIyXa
OBIBalOT BPOXKJICHHBIMH, a TI0 XapakTepy — HeHPOCEHCOPHBIMHU.

Cemeiinbie GopMbI HapylIeHus ciryxa cocTaBisor 25-30 % ot
BCEX CITy4yaesB.

B 3aBucuMocTH OT THUNA HacCJICAOBaHHUS U KJIIMHUYECKOM KapTHUHBI
BBLACIAIOT 16 (hOpM MOHOCHMITTOMATHUECKUX HAPYIIICHUH ClTyxXa U He-
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CKOJIBKO COTEH PEIKUX CHHIAPOMOB, cocTapisomux 30 % or Bcex ciy-
YaeB TIIyXOThI (TyrOyXOCTH).

lenermueckue neeKThl CIyxa MOT'YT HaCJIEIOBATLCS TI0 ayTOCOMHO-
JOMHUHATHOMY, ayTOCOMHO-PELIECCUBHOMY, CLEIJICHHOMY C TIOJIOM THUITY.

AyTOCOMHO-ZIOMUHATHAsI TIIyXO0Ta OBIBAET ABYCTOPOHHEH U JICIUT-
cs Ha JIBa THIIA:

— JIeTCKasl, BO3HHUKaIomas 1o 15 ier;

— B3pocIasi, pa3BUBaromascs B Ooree o3 HEM BO3pacTe.

AyTOCOMHO-pELIECCUBHAS TOTEPS ClIyXa, KOTOpas 4Yalle HOCUT
BPOXKJICHHBIM XapaKTep, HE MOXET mporpeccupoBath. CTeneHb Hapy-
meHni 00bIYHO 3HaunTeNnbHa. Cpeay BhIpaXKEHHBIX Ae(PEeKTOB CIyXo-
BOTO BOCHPHUSTHS y JIETel dalie BCEro BCTPEUaeTcs IIIyXoTa U TYToy-
XOCTh C ayTOCOMHO-PELIECCUBHBIM TUIIOM HacieaoBaHus — 80 %. [e-
(exT ciryxa ¢ ayTOCOMHO-JIOMHUHAHTHBIM THIIOM HACIIEIOBAHUS BCTpPE-
yaeTcsi MpuMepHO B 4 pasa pexe — 18,6 %. Ha peneccuBnslii X-cren-
JICHHBII TUN HacneaoBaHus npuxogures 1,2 %.

7.4. FeHeanecmle OCHOBbI pP€YEBbIX paCCTpOﬁCTB

Peup — cnoxuBILIAsCS MCTOPUYECKH B MPOLECCE MaTepUaIbHOM
npeoOpa3yroliei AesITeNbHOCTH Jitofiei popMa 00ILeHN 1, OTIOCPET0BaH-
Hasl SI3BIKOM.

[Ipu HOpMaIBLHOM Pa3BUTUH YEIIOBEKA CTAHOBIICHHE PEYU U (Op-
MHUPOBaHHE KOMMYHHUKAaTHBHOTO MOBEACHUS TECHO B3aHMOCBSI3aHBbI.

Hapymenue peun — 3T0 OTKJIIOHEHHE OT HOPMBI, IPUHSTON B AaH-
HOH peueBoil cpene. s HOPMaIBLHOTO Pa3BUTHUS peur y peOeHka He-
00XOIUMBI:

— HOpMaJIbHOE CO3peBaHuE M (PyHKIMOHUPOBaHHE KOPKOBBIX LICHTPOB;

— COXPaHHOCTb aHATOMUYECKHX U (YHKLUHMOHAIBHBIX CTPYKTYP
nepudeprudecKoil HEPBHOIM CHCTEMBI;

— OTCYTCTBHE HapyIIEHHI OPTaHOB PEYH U TOJI0CO00pa30BaHuUS;

— COXpaHHBIN CITYX;

— HOpPMaJIbHOE 3PEHHUE;

— HMOIHOHATIEHO-TIONIOKUTEIIBHOE OOIICHHE C OKPY)KAIOILIM MHPOM.

OcHOBHBIE TTapaMeTPbl CTAHOBJICHHSI PEYH y IeTei BO MHOTOM 3a-
BUCST OT HACJIEICTBEHHBIX (haKTOPOB.

Bornee cnoxxHas pedeBasi IeATEIBHOCTD TaKKe TEHETHYECKH 00yC-
JIOBJIEHA, HO OOJNBIIE 3aBUCUT OT CPENOBHIX (DaKTOPOB, 4eM OT (HOpMHU-
pOBaHMS MOP(OIOTHYECKUX CTPYKTYpP. DTO CIIPABEUIMBO U B OTHOIIIE-
HHUM JIPYTHUX CIOXKHBIX NCUXWYECKUX (QYHKIMH. Mynbruakropuaib-
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HOCTB PEUYEBbIX CHCTEM O0YCIOBINBAET U MYITbTH(PAKTOPHAIEHOCTD X
paccTpoicTs.

W3BecTHO OONBIIOE YMCIIO TEHHBIX U XPOMOCOMHBIX CHHJIIPOMOB,
MIPU KOTOPBIX PACCTPONCTBO PEUU — OOUH U3 CUMITOMOB.

[losToMy mpu JoroneauyeckoM OOCIIENOBAHUU HEOOXOAUMO 00-
paiaTb BHUMaHHE Ha 0COOEHHOCTH (heHOTHIIa peOeHKa: UMEETCs Psijl
HACJIEIICTBEHHBIX OOJIE3HEH, T/1€ peueBble PacCTPOMCTBA COUETAIOTCS C
Pa3TMYHBIMU OCOOCHHOCTSIMU JIMLIA U TOTOBBI.

Bo3MoxHO Takxe MOHOTEHHOE (MEHAEJEBCKOE) HACIIEeAOBaHUE
HEKOTOPBIX PacCTPOMCTB peyH.

K nedexram peun oTHOCSTCS, B YaCTHOCTH, PUHOLANUA U 3AUKAHUE.

Punonanus cesasana ¢ napyuienuem 36yKonpousHOueHUs: U 2010Co-
obpasoeanus. Ee npuunHa — paciueninHa Heba, KOTopasi BCTpedaercs B
COUYETAHUHM C paclienuHaMu Tyobl. Cpeqy HOBOPOKICHHBIX C pacilenu-
HaMU T'yObl 1 HeOa TpeodaatoT MakaIuky — 1:1 265 HOBOPOXKICHHBIX,
TOrJIa KaK 4acTOoTa aHOMANKH y JeBodek — 1:1 695. Y MansiuKoB K TOMY
e BCTpEYaroTcs, Kak MpaBuilo, Oosee Tsokesble (popMmbl matonoruu. B
psine ciaydaeB paclienuHa T'yObl 1 HeOa He SIBJISIETCSI U30JMPOBAHHBIM
mopokoM y pebeHka. Omricano 6omee 150 CHHIPOMOB, OTHO U3 MPOSIBIIE-
HUH KOTOPBIX — paciieniHa Heba. Paciennabl TyOsl 1 HeOa BCTPEYaroT-
cs ipu aHomanusx 50 % xpomocom: 1, 3,4, 5,7, 10,11, 13,14, 18,21 n
X. Bo3MOXXHBI MOHOTEHHOE ¥ MY/IBTH(AKTOPHAIbHOE HACIIGIOBAHHUE.

Hapymenus peun y aeTeii ¢ BposKACHHBIMY PACIICINHAMY I'yObI 1
Heba MOTYT cTOCOOCTBOBATh M PAa3BUTHIO HEBPO30B. OTpHIIATETHHO
OTpa’kaercs Ha Pa3sBUTHM IICUXUKU M, B YaCTHOCTHU, HA HHTEIJIEKTE pe-
OeHKa OTCYTCTBME II€JarorMyecKoi IOMOIIM M HEeOIaronpusTHas Cu-
Tyanus pa3Butus. I1o3ToMy 04eHb BaXKHBI paHHHUE OIEPALUU U CO3/a-
HH€ YCIIOBUI, B KOTOPBIX PEOCHOK HE TyBCTBOBAJ ObI CBOETO JeheKTa.

3auxanue Bcrpedaercs y 2—4 % Bcex Jereil, 3HAYUTENBHO Peol-
Janas y MaJbuuKOB; OOHAPY)KHBAeTCsl B OONBIIMHCTBE CIIy4aeB B BO3-
pacre 2—4 ner.

KnuHuKO-TeHea ornaeckue eCeIoBaH sl BBISIBUIA OOJIBIIYIO Ya-
CTOTY POIICTBEHHUKOB-3aHK y KEHIIHH, CTPa/IAIONIMX 3aNKaAaHUEM TI0 CPaB-
HEHUIO ¢ My)XYHHaMH. M XOTS Henb3sl HCKIIOYHTH OOBSICHEHHE HTOTO
(eHOMEHa OJTHOJIOKYCHBIM, T.€. MOHOTGHHBIM HACJIEOBAHUEM, TIPEITIO-
Jlaraercs MoNUTeHHAast MOJIENb Tiepeiady 3a00IeBaHHS C Pa3HBIMH MTOPO-
TOBBIMH 3HAUEHUSIMH Y MYKCKOTO H JKEHCKOTO T10j1a, puieM Ooliee BbI-
COKHI ITOPOT XapaKTepeH JUIsl )KEHILMH. SIBHON KapTHHBI MEHIEIIEBCKOTO
pacliernyieHus: He HaOnrofaercs. 3auKaHue He CLEMJICHO ¢ X-XpOMOCO-
MO}, TOCKOJTbKY BO3MOYKHA TIepeava pacCTPOMCTBA PEYH OT OTIA K CHIHY.
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3ankaHne BBIBIACTCS U MPH XPOMOCOMHBIX, U TIPU T€HHBIX 00-
ne3nsix. Hanpumep, npu Tpucomun-X, Helipoubpomatose Heopa3BH-
THE peud — Ooree TIyOoKui nedekT, 4eM MHTEeIUIeKTyalbHbINH. B Heko-
TOPBIX CIIydasx, HA00OpPOT, Oornee rITyOOKUM SIBIISIETCS WHTEIUICKTYallb-
HBIA JeekT. DTo HEOOXOIMMO YUUTHIBATh NMPH Pa3paboTKe aleKBat-
HBIX METOJIOB KOPPEKIIMU U KOMIIEHCALINHN HapyIIECHHs PEYH.

BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Kakue BpoxkaeHHbIe eeKTsl 0OMeHa BbI 3Haere?

2. OxapakTepu3yiiTe clenyiomue BpOKACHHbBIE 1epeKThl 0OOMeHa:
(eHnITKeTOHYp UL, TajakTo3eMusi, cuHapoM [ yprnepa, bonesns Ter-Caxca.

3. KakoBbl auarnoctuyeckue KpuTepun: a) GeHUIKETOHYPUH;
0) ranakrozemun; 0) cunapoma ['ypnepa; r) romoqucTUHYpHUn?

4. Ha ocHOBaHMHU KaKUX KPUTEPUEB CTABUTCS AWArHO3 MBILIEU-
Holt quctpodun romenHa?

5. Kakue cMHIpOMBI, aCCOLMMUPYIOIINECS ¢ HApyLIEHUEM CIlyXa,
HACJIEIYIOTCS MO0 ayTOCOMHO-JOMHHAaHTHOMY THITY?

6. IIpu xaxoM cuHzIpoMe AeEKT Cllyxa cOdeTaercs ¢ MPOrpeccu-
PYIOIIUM CHMKEHHEM 3PEHHS BCIEICTBHE MUTMEHTHOIO PETHHHUTA?

7. Ilpu KakMX CHHAPOMAax OJHUM U3 MPOSBICHUH SABIACTCS: a) Ka-
Tapakra; 0) MOABBIBUX XPYCTAJIMKA; B) BpOXKJCHHAs TJIayKoMa; T') T10-
MyTHEHHUE POTOBHUIIBI; 1) IITO3; €) aHOPTAIbMUS?

8. Kakue HapylieHus peyu MOTyT BBISIBISTHCA?

9. Hacnenyercs nu 3aukanue?

10. AmoBparmueckas uanorus Teri-Cakca — 3a0oneBaHne C ayTo-
COMHO-PELIECCUBHBIM TUIIOM HacienoBaHus. IlepBriii peOeHok (Masib-
YHK) B CEMBE CYIIPYrOB yMep OT 3Toi Oone3nn. KakoBa BeposSTHOCTS,
9T0 peOEHOK, KOTOPOMY TPEICTOMT POAMTHCA, Oymer OoieH?

11. OnHa u3 hopM MUOIIATHH SBISIETCS 3a00IEBAHUEM C AyTOCOM-
HO-ZIOMUHAHTHBIM TUIIOM HacienoBaHus. KakoBa BepoSTHOCTb pOXKIe-
HUSI 3I0POBOTO peOCHKA B CEMbE, T1ie 00a poauTess OOIbHbI, HO OIUH
U3 HAX TOMO3UTOTEH, & APYTOd — FeTEPO3UIOTEH?

12. CemeitHas THIIEPXOJIECTEPUHEMHS ONPENEISICTCS JOMHHAHT-
HBIM ayTOCOMHBIM I€HOM. Y TE€TE€PO3UroT 3a00JIeBaHHE MPOSBIISIETCS
JIMILIb BBICOKMM COAEPKaHHEM XOJIECTEPHHA B KPOBH, Y TOMO3UIOT I10-
MHMO 3TOI'0 Pa3BUBAIOTCS JOOPOKAaUECTBEHHBIE OIYXOJIU KOKU U CYXO-
KUTUH (KCAaHTOMBI) M aTepockiepo3. OmnpenenuTte BO3MOXHBIE (heHO-
TUIIBI ¥ TEHOTUIIBI AeTel B Opake, Iie OAUH U3 POAUTENIe UMEeeT KCaH-
TOMBI U aTEPOCKIIEPO3, a APYroi aOCOIIOTHO 310POB.
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[AABA 8
XPOMOCOMHbBIE BOAE3HH

8.1. CHH,U,pOMbl, OﬁyCJ\OBJ\eHHble HaPYIIE€HHUAMH
B CHCTEME ayTOCOM

Haunbonee n3yueHnas u Hanbonee 4acTo BCTpEJaronIasicss XpoMo-
comMHas 0one3Hb — 3T0 curopom Jayua. B cpenHeM, yactora 3Toit 6o-
JIE3HU Cpeay HOBOPOXKAECHHBIX cocTaBiseT 1:700 u He uMeeT BpeMeH-
HOM, THUYECKON MU Teorpaduueckoil pa3Huibl. JleBOUYKM 1 MaIbiu-
K1 320011€BalOT OOMHAKOBO YacTo. Ho cymecTByeT Koppemsiuus MexXIy
BO3pacTOM pofguTenel 1 yacToTol cunapoma Jlayna. [Ipudem, B 3Haun-
TeNbHO OONbLIEH CTENEHNW YacToTa 3aBHCHT OT Bo3pacTa mMaTepu. Yem
cTaplie MaTh, TeM OOJbILIE PUCK MOABICHUS peOeHKa ¢ JaHHBIM 3a00-
neBaHueM. Tak, ecau Bo3pacT MaTepu 10 18 JeT, To 9acToTa poXKIeHUS
nere ¢ cunapomoM [ayna 1:45 nHoBopoxaeHHbx, 20 et — 1:1800, 30
aer — 1:1000, 40 net — 1:100, 49 ner — 1:12 poxxAEHHBIX AETEH.

Bnepsoie cunapom onucan B 1866 1. JI.Jlaynom. Ero reneruuec-
Kyt nipuponay pacumdposanu B 1959 1. JIexeH ¢ COTpyTHUKaMH.

Hurorenerryecku Oones3Hs JlayHa rpencrapieHa IByMs BADHAHTAMI:

- mpucomus 21 xpomocomuvl;

- MpancroKayus (NOAHAs UMY YACTNUYHAS).

Tpucomus ObIBaeT OTHAS, KOT/Ia BCE KIETKH OOTBHOTO COMEpKaT
aHOMaJbHBIA HAOOp XPOMOCOM, T.€. B HUX MMeeTcst TUITHsA 21 ayToco-
Ma, U MO3aWvHas — KOT/Ia 4acTh KJIETOK HOPMAaJIbHA, a Jpyras HeceT
TpucoMuto. [lonHast Tpucomusi-21 — 3TO CIEACTBUE HEPACXOXKICHU S
XpOMOCOM B Mefio3e. Bkitaj MaTepHHCKOTO HEPaCXOKAECHUS B ATy (op-
My 6one3nu cocrasisieT 80 %, ormoBckoro — 20 %. Mozanunas hopma
Oonesnn layHa BOZHHKaeT BHyTPUYTPOOHO HA paHHUX CTAIHAX APoO-
nennsi 3urotrhl. [lomHas Tpucomus-21 cocrasmser okono 95 % ot 06-
LIEro yucia OoNbHBIX ¢ cHHApPOoMoM JlayHa, a Mo3anyHast — okoio 2 %.

[Ipu TpaHCIOKAITMOHHOM BapraHTe OOIE3HN B KAPUOTHUIIE HAOITIO-
maercs 46 xpomocoM, a aumrHAA 21 xpomocoMa TpaHCpopMHupoBaHa
gare BCcero Ha xpomocomy u3 rpymisl D u G. Tpancmokarmonaoi Gop-
MoM cTpaaaer npuMepHo 3 % GonbHBIX cuHIpoMoM JlayHa. Okono 50 %
Takux (GopM OONE3HU HACIIENYIOTCS OT pouTeneii-nocurenei, a 50 % —
3TO TpPaHCIOKAINH, BOSHHUKIIHE de novo

B BO3HMKHOBEHHMU aHOMAaJWi pa3BUTUA NpHU Oone3nu [layHa He
MMEET 3HAYCHUS MaTepHajl KOPOTKOro Iuieda XpoMocoMBbl 21, OCHOB-
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HOI KOMILJICKC aHOMAaJIMI Pa3BUTHUSA CBSI3aH C CETMEHTOM (22, T.€. JUC-
TaJbHBEIM CErMEHTOM JIJIMHHOIO IIjIeya.

Knuunueckast kapTUHA TPUCOMHOTO M TPAHCIOKAIMOHHOIO BapH-
aHTOB Hepa3nmuunma. [Ipu Mo3andHoi popMe BEIpaKEeHHOCTh KITHHAYEC-
KHX CHMIITTOMOB OoJe3Hu JlayHa 3aBUCHT OT COOTHOIICHUS HOPMAIBHO-
T'O M TATOJIOTMYECKOr0 KJIOHOB: 4eM OOJIbIIe POIIEHT HOPMAITBHBIX KIIe-
TOK ¢ 46 XpOMOCOMaMH, TEM MEHbIIIE BbIpaXKeHA KIIMHUYECKAs KapTHHA.

Kimandeckas cummromarrika ciaapoma JlayHa pasHooOpasHa: BpoXk-
JICHHBIC TOPOKH PA3BUTUS, HAPYIIIEHHUS IOCTHATAILHOIO Pa3BUTHSI HEPBHOU
CHCTEMBI, BTOPHYHBII HIMMYHOIE(HUIUT U Ip. MHOTHE MPU3HAKA CHHIPO-
Ma 3aMEeTHBI y)Ke ITPH POXKJICHUH 1 TI03[[Hee MIPOSBILIIOTCS Ooree 4eTko. Y
OOITBHBIX C CHHAPOMOM JlayHa HEBBICOKHI POCT, HEOONbINAs KPyTJias To-
JIOBA CO CKOLLICHHBIM 3aThLIKOM, MOHIOJIOWIHBIHN pa3pes [i1a3, Kpyrioe yIi-
JIOUIEHHOE JIUII0, KOPOTKUM HOC € IIMPOKOH IUIOCKOW MEPEHOCHLIEH, Ma-
JieHbKue ehOpMHUPOBAHHBIE YIITH, TTOTYOTKPHITHINA POT C BBICYHYTHIM SI3bI-
KOM W BBICTYIAIOIIEH HIDKHEH YeTIOCThIO, CBOeOOpa3Hast TTOXOIKa C He-
JIOBKMMH JBHKEHUSAMH, KOCHOSI3bIYME. B mepBbIil ros >kM3HHU JETH OTCTa-
FOT B [ICHXOMOTOPHOM Pa3BUTUU, OHH MO3KE HAYMHAKOT CUJIETh U XOIUTb,
VX MBIIIIIBI THITOTOHWYHBI, 00hEeM JBIKEHUH yBEINYeH B cycTaBax. Oco-
OSHHO YacTo HAOTIOMAFOTCS TIOPOKH CEPIIETHO-COCYIFICTON CHCTEMBI, PeXe
BCTPEYAKOTCS TOPOKU PA3BUTHSA BBIICTUTEIBLHON U MUIIEBAPUTEIILHOM CH-
crem. Jletn ¢ cuaapomom JlayHa gacto OOIEIOT THEBMOHMSIMY, JISHKO3a-
MH, TSDKEJO TIEPEHOCAT IETCKUe MH(EKITNH, TSl HUX XapaKTepHa YMCTBEH-
Hasl OTCTAJIOCTh 10 MMOCITHATEHOCTH, €CITH HE TIPUMCEHSIOTCS CIIeIHAalTh-
HBIE MeTonp! 00ydeHws. [letr ¢ Gonesnsto [layHa BHUMAaTeNbHBI, JTaCKOBBI,
TTOCITYIITHEI, TEPIISITUBEI TP O0YICHHH.

Jmarnoctruka 6one3nu JlayHa He BBI3BIBACT 3aTpymHEHUH. B 1mo-
JABJISIONIEM OONTBITUHCTBE CIydaeB AMATHO3 BO3MOKEH Ha OCHOBAaHUU
KJIMHUYECKOM KapTUHBI 1 OCHOBBIBAETCS HA COUETAHUHU Psijla aHOMAJIMI
pa3BuTud. Ho iuToreneTnueckoe UCCiIeIOBaHuE y IETE Takxke MpOoBO-
JIATCS, MOCKOJIBKY IUTOTCHETUYECKas XapaKTEepUCTHUKA IMallMeHTa He-
00xomuMa JUTsl TIPOTHO3a 3JJ0POBBsI OYIYIINX JeTell y poauTeNneH.

[pomomKNTEFHOCTD )KU3HH OONIBHBIX ¢ CHHpPOMOM JlayHa orpaHu-
yeHa. Ho npu cnienuanbHON MEIUIIMHCKOW M TIEIAarorn4eckod MOMOIIN
OHA MOXKET OBITh 3HAYUTEIBHO YBearueHa (o 30 ser u Oonee). Hepenxo
JIFOIU ¢ CUHAPOMOM JlayHa CIIOCOOHBI BECTH CAMOCTOSITEIIBHYIO JKU3Hb.

JleyeOHas momoIib JAeTAM ¢ CUHIpPOMOM JlayHa MHOrOIIaHOBA U
Hecnenuduuna. OnepaTHBHO YCTPAHSIIOTCS TOPOKH CEPIILIa, TPOBOIUT-
Csl CHMIITOMATHYECKOE OOIICYyKPEIUISOIee JeUeHne, He0OX0IUM BHU-
MaTeIbHBIN YXO0/1 32 peOCHKOM, TIOJIHOIIEHHOE MTUTAaHKUE, 3alIUTa OT BPE/l-
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HBIX (JaKTOPOB BHEIIHEW Cpelbl, YKpEIIeHHE PU3UIECKOTO 3A0POBbSI C
paHHEero JeTcTBa, UCTIONb30BaHNE CIIELUATBHBIX METOAOB O0yUCHUSI.

Cunopom Ilamay Ovin orucad B 1960 1. K. ITaray ¢ coaBropamu. Ya-
crora cuaapoma [laray cpenu HoBopokaeHHBIX paBHa 1:6 000; MaTsauKn
1 IeBOYKH ¢ cuHApoMoM laray poskaarorcs ¢ oquHakoBoi yactoroi. bo-
JIe3Hb 00ycIIoBIeHa Tpucomuei o 13 xpomocome. LluTonorudecku 3Tor
CHHZPOM, KaK ¥ CUHApoM JlayHa, mpeacTaBieH AByMs BapHaHTaMu: Mpo-
CTOH TpUCOMHEH U TpaHCcIokanmoHHO! (opmoit. [IpocTast monHas Tpuco-
Mus-13 Kak CIEACTBHE HEPACXOKAECHHUS XPOMOCOM B MEH03€ y OTHOTO U3
ponureneii (r1aBHbBIM 00pa3oM y MaTepu) BcTpedaercs y 75 % OOnbHBIX.
OcrasnbHbI€e CiTy4ar — TPAHCIIOKALIMOHHBIMA BAPHAHT: Yallle BCEro B Pe3yJib-
Tare CIUSIHUS AByX XpomocoM rpymiisl [ (20 %) un mozantmsm (5 %).

[Ipu poxaeHun OonbHBIE JETH OTIMYAIOTCS MajlbIM BecoM. s
OepeMeHHBIX KEHIIMH TUITUYHO MHOTOBoauE. [Ipu curnpome Ilatay xa-
PaKTepHbI BPOXKAECHHbIE TOPOKH Pa3BUTHS JIMLIAa ¥ TOJIOBHOTO Mo3ra. Tu-
MUYHBIA OPU3HAK — paciueirHa Iyobl 1 HeOa. bonpHbIE eTH cTpagaioT
MONUAAKTHIIMEH; OTMEYAaeTCsl ICUXUYECKOe HEeOPA3BUTHE, BEIPa)KCHHAs!
MUKpouedanus, HENpaBUWIbHO C(hOPMUPOBAHHBIC M HU3KO PACIOIOKEH-
HBIE YIIIA, aHOMAJINH TIA3HOro s0oka (MUKpodTaabMus U aHO(DTATb-
MUsl), TIIyXOTa, MOBBIILIEHHAs! THOKOCTh CyCTaBOB, BPOKJCHHBIE TIOPOKU
BHYTPEHHHX OPTaHOB (CepzLa, OpraHOB MUIIEBAPEHUSI, II0YEK) 1 1p.

Jlnarno3 craBuTcs Ha OCHOBAaHMHU KIIMHUYECKUX, JIEPMATOIOT14eC-
KHUX W MaTOJIOrOAHATOMHUYECKUX AAHHBIX M OKOHYATENbHO MOIATBEPIK-
JaeTcsl UTOTCHETUYIECKH.

[Iporuo3 mpu cuaapome [laray HeOIarompusITHBIN, YCHENIHBIX
METOZIOB JiedeHHsl HeT. IIpogomKuTebHOCT KU3HU PE3KO CHIDKEHA —
95 % nereit morubaeT B BO3pacTe /0 TOfa.

Cunopom Dosapica (Tprucomusi o 18 xpomocome) ormrcan B 1960 1.
On Bctpevaercs ¢ gactor 1:7 000 mHoBOpoXIeHHBIX. COOTHOIIICHIE
MaJIBYMKOB M AeBouek paBHO 1:3. ITpnumusl npeobnanaHus OONBHBIX
JIeBOYEK HEsACHBI. [lodTm BO BCex ciydasx CHHIpOM DnBappaca o0yc-
JIOBJIEH TIPOCTON TPUCOMHUEH; MO3aMYHBIC M TPAHCIOKAITMOHHBIC (op-
MBI penku. KIMHN4YecKuX pa3audnii MeXAy HUTOIOTHYECKH pa3inda-
onmMucs popMamMu TpHCOMUU- 18 Her.

Jnst cunmpoma xapakTepHBI pe3Koe NMepUHaTalbHOE HETOpa3BU-
THE U MHO)KECTBEHHBIE BPOXKACHHbIE TOPOKH Pa3BUTHUS JINLIEBOM 4aCTH
yeperna, cep/la, KOCTHOM CHCTEMBI, MTOJIOBBIX OPTaHOB.

3HAUMMBIMUA B JUATHOCTHKE CHHAPOMA DABapJca SBISIOTCS W3-
MEHEHHsI MO3TOBOTO Yeperna M JIUIa, OMOPHO-ABUTaTENLHOTO armapa-
Ta, TOPOKU PA3BUTHS CEPAECIHO-COCYAUCTON CHCTEMBI.
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Hertu ¢ cuHapoMoM DnBap/ca morudarT B paHHEM BO3PaCTe — JI0
90 % B BO3pacTe A0 OIHOrO roja.

8.2. Cl/lHll,pOMbl, OGYCJ\OBJ\CHHble HAapPYII€EHHUAMH B CHCTEME
IIOAOBBIX XPOMOCOM

Cunopom llepewesckoeo-Tepnepa onucan B 1925 r. H.A.Illepe-
meBckuM U B 1938 . — X. X. Tepuepom. Hactora cunapoma 1:1 430 Ho-
BOPOKIEHHBIX JI€BOYEK.

Cunnpom Hlepemesckoro-Tepuepa (cunmpom 45,X0) xapakrepusy-
ercsi OOJBIION IMTOICHETUYECKOM M KIMHUYECKOH BapuadeIbHOCTEIO,
MOCKOJIBKY NPY TAHHOM CHHJIPOME Hapsily € IPOCTOM MOIHON MOHOCOMH-
€l T.€. KOIJla BO BCEX KIIETKaX OpraHu3Ma NMEETCsI JINILb OTHA XpOMOcoMa
X (TONIOBOM XpOMAaTHH OTCYTCTBYET), BCTPEUAIOTCS Apyrue (GopMbl Xpo-
MOCOMHBIX aHOMAJIMH IO TOJIOBBIM XPOMOCOMaM. JTO MOT'YT OBITH Aerie-
LIMH KOPOTKOT'O WJIN JJTMHHOTO I1J1e4a X-XpOMOCOMBI, H30XPOMOCOMBI, KOJTb-
LIeBbIE XPOMOCOMBL. Kpome Toro, HaOMOMaroTCsl pa3iuvHbIe BapUAHTHI
Mo3auIm3Ma. B 3ToM ciydae maToiorudecKkue mposBICHNS 3aBHUCST OT CO-
OTHOIIIEHUS aHOMAJTbHBIX KJIETOK U KJIETOK C HOPMaJIbHBIM KapHOTHIIOM.

[Ipu monuO#t X-MOHOCOMUY KIIMHUYECKUE TPOSBICHUS CHHIIPO-
Ma MHOTOYHCIICHHBI ¥ XapaKTepHBI. Y OOTBHBIX UMEIOTCS TPH TPYIIITHI
OTKJIOHEHUH :

— TUTIOTOHAIM3M W HEIOpPa3BUTHE MOJIOBBIX MPHU3HAKOB (UTO HE-
MTOCPEICTBEHHO MPUBOIUT K OECIUIONHIO);

— BPOXJ/IEHHBIE COMaTHYECKHE TTOPOKH Pa3BUTHS (YepETHO-JIHIIe-
BBIE AUCMOP(UH, OCTEONOpo3, OOUKOOOpa3Hasi TpynHas KJIeTKa, HU3-
Kas JIMHUS BOJIOC HA IIlee, KOPOTKas IIesl C KPhUTOBUIHBIMH KOXKHBIMHU
CKJIaIKaMH, BPOXKJIEHHBIE TIOPOKHU CEPJIIa U TMOYEK U Ap.);

— HU3KUH POCT.

Ho nmaxke y THmIYHBIX OOMBHBIX HAJIMYUE BCEX MEPEUHCIICHHBIX
MIPU3HAKOB BCcTpedaercs penko. OqHa W3 MPUYXWH — BO3pAacTHAS JTHHA-
MUKa KIMHUYECKOW KapTUHbL. [Ipu Mo3auiiu3me u 4acCTUUHON X-MOHO-
coMuH TUNMYHAas kKapTuHa cu"apoma lllepemesckoro-TepHepa ctupa-
ercd. [IpenBapuTenbHbIN JUAarH03 OCHOBAH HA XapaKTepHOU KIIMHUYEC-
KOW KapTHHE 1 UCCIIEIOBAHUH TIOJIOBOTO XpOMAaTHHA, OKOHYATETbHBINA —
Ha pe3y/bTaTrax IMUTOr€HETHYECKOro aHaymsa. [IpomomKkuTenbHOCTh
JKU3HU OONBHBIX OJTM3Ka K HOPME.

Jleuenne 6onbHBIX cuHIpoMoM LlleperieBckoro-TepHepa KOMILIIEK-
cHoe. OHO HaIpaBIIEHO HAa CTUMYJISILIUIO POCTA, KOPPEKIIMIO BPOXK ACH-
HBIX TIOPOKOB Pa3BUTHSI, YMEHBIIEHUE MTOJIOBOTO HH(DAHTHUIIH3MA.
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Cunopom Knaiingenomepa riepsbie orvican B 1942 r. X.® . Knaitn-
¢enbrep u ap. Yactora cunapoma Knaitndensrepa 1:600 HOBOpox 1eH-
HBIX MaJIBYUKOB.

CuHAPOM BKJIIOYAET MOJIMCOMHUH MO MOJOBBIM XpOMOCOMaM, MpH
KOTOpPBIX MMEeTcs He MEHee JABYX X-XpOMOCOM M HE MEHee OIHOI
V-xpomocomsl. Hanbornee yacTo BeTpedarommiics: TUTOIOrMYECKUIA Ba-
puaHT cunapoma lllepemesckoro-Tepaepa — 3to 47, XXV, HO penko
BO3MOXKHBI U Jipyrue — 48, XXXV; 48, XXVV; 49, XXXVVY u 1.1.
BcerpeuaroTcst monHble MOMMCOMHH U MO3aWYHBIE (POPMBI.

Knunanveckue npu3Haku CHHAPOMA HE BBIABISIIOTCS O BO3pacTa
MOIOBOTO co3peBanwus. [t myxunH ¢ cuanpomom Kaiingensrepa xa-
PaKTepHBI BBICOKHI POCT, JUTMHHBIE KOHEYHOCTH, EBHYXOUIW3M, HapY-
IIIeHue CriepMaTorene3a M B pe3ylbrare 3Toro Oecruionue. bonbHbIE ©
JTAHHBIM CHHJIPOMOM BHYIIIAEMBI, BSUTHI, allATHYHBI, Y HUX YaCTO OTMEYa-
€TCs. YMCTBEHHAs! OTCTaJIOCTh (OOBIYHO JEOMIIBHOCTH), WHOTIA HaOIO-
JTaeTCs aHTHCOIHMAIHHOE TIOBENEeHNEe U ajKoronu3M. CTerneHb TSHKECTH
CHUMITTOMOB ITPONOPIIMOHATBHA YHCITy JOOABIEHHBIX X-XpPOMOCOM.

Huarnoctuka cuanpoma KiaitHdensrepa He ClI0XKHA.

Jleuenne HampaBIeHO HAa KOPPEKIIMIO BTOPHYHBIX TIOJIOBBIX TIPH-
3HAKOB, HO MANMEHTHI OCTAIOTCS OECTUIOMHBIMH U MTOCIIE TEPATTHH.

Cunopom oucomuu no Y-xpomocome (0yonv-y). JlaHHBIA CHHII-
pom (47, XVY) ommmcan B 1962 1. (OK.C.Xaymka u p.). OH BcTpedaercs
c gactoit 1:1 000 HOBOPOXKIEHHBIX MAJTBYNKOB.

Knunundecku cunapom XYY MokeT HanmoMuHaTh cuHapom Kiiaii-
H(erpTepa: BRICOKAN POCT, EBHYXOHIHOCTh. MIHOT/Ia HabmomaeTcs He-
3HAYUTEIHHOE CHIDKEHNE WHTEIIEKTa, CKIIOHHOCTh K arpeCCHBHBIM U
aHTHCOIMATBHBIM MTocTynkaM. [lomoBast pyHKIMS B OOMBITMHCTBE CITy-
YJaeB He CTpadaeT. bombIIMHCTBO MY)KYUH C CHHAPOMOM AyOnb-Y He
OTJINYAIOTCS] OT HOPMAIBHBIX WHIUBUIYYMOB 1O (PH3NIECKOMY U yM-
CTBEHHOMY Pa3BUTHIO.

JlmarHocTrKa OCYIIECTBIIIETCS C TMOMOIIBIO ITUTOr€HETHYECKOTO
Merona. [laHHYI0 XpOMOCOMHYIO aHOMAIIMI0 MOXKHO OOHApYXHTh TIpe-
HaTaJIbHO C MOMOIIBI0 aMHHOIIeHTe3a Ha 14—16 Henene OepeMeHHOCTH.

Cunopom mpucomuu X 0bu1 onucan I1.J[»eko0c ¢ coaBTopaMu B
1959 r. Cpeayt HOBOPOXKIEHHBIX JEBOYCK YACTOTA CHHIPOMA COCTABIIS-
er 1:770. Ilpu poxaenuu cuaapom 47,XXX He TUAaTHOCTUPYETCS, MO~
CKOITbKY KIIMHHYECKasi KApTHHA HecTeupruiHa

Kenmunsl ¢ kapuoruiom XXX B TOTHOM WM MO3aUYHOM BapH-
aHTEe MMEIOT, B OCHOBHOM, HOpPMaJIbHOE (PM3MUUYECKOE M TICHXHUYECKOe
pa3BUTHE, HET OTKJIOHEHHH B TIOJIOBOM Pa3BUTHH. ITO OOBSICHIETCS TEM,
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YTO B KJIETKaxX JABE X-XpPOMOCOMBI T'€TEepOXpOMATHHH3UPOBAHBI (IBa
tensua bappa) u Tonbko onHa QYHKIMOHHUPYET (KaK U y HOpMallbHON
XeHIIrHBI). Ho y 9acTu >keHImMH ¢ TpUMmio-X oTMeYaeTcsi HHTENJIeK-
TyaJbHas HEIOCTAaTOYHOCTh, OBHIIIEHHAS BEPOSATHOCTD PAa3BUTHS IICH-
X030B, BCTPEYAIOTCSl HAPYILEHUS PENPOAYKTUBHOU (QYHKLMH, OTACIb-
HBIE cJ1a00 BBIPaKEHHBIE TIOPOKH Pa3BUTHUSI OPTaHOB.

[IpenBapurenbHblil nuarno3 cunapoma 47, XXX ocHOBaH Ha UC-
CJIEIOBAaHUH MOJIOBOTO XpOMaTHHA, OKOHYATENbHBIM yCTaHABINBAETCS
10 pe3ynbTaTaM HUTOTEHETHYECKOTO NCCIIEAOBaHUS KaprHOTHUIIA.

Jleyuenne, B OCHOBHOM, CUMIITOMaTHY€ECKOE U HAIIPABJIEHO Ha KOp-
PEKLHIO SHAOKPUHHOTO AuchataHca.

8.3. Cungpombi, 06ycroBreHHbIE HaPyIIEHUAMH
B CTPYKType XpOMOCOM

Cunopom «xowauveeo kpuxay onvcan Jx. Jlexen B 1963 r. Yac-
tota cuaapoma 1:50 000 HoBopoxkeHHBIX. Cpenu OONBHBIX STUM CHH-
JPOMOM TMpeo0IagaroT 1eBoUKH. 3a0oneBaHme CBA3aHO C JeTeuei KO-
POTKOTrO IuIe4a 5-i XpOMOCOMBI.

3a pa3BUTHE TOJHOTO CHHIPOMA OTBETCTBEHEH HE3HAYUTENbHBIH
Y4YaCTOK B KOPOTKOM Tuiede 5-i xpoMocoMbl — 5p- (15.1-15.2). ITostomy
JUISL Pa3BUTHUS KITMHUYECKOW KapTUHBI CHHAPOMA Sp- IMEET 3HaYeHHE HEe
BETMYMHA YTPAYECHHOI'O y4acTKa, & KOHKPETHBIN (parMeHT XPOMOCOMBI.

[Ipu3HakoM cUHIpOMA CITY)KUT HEOOBIYHBIN IIJIad JETeH, HallOMU-
HAIOIIMI KPHK KOIIKH, YTO CBSI3aHO C NIATOJIOTHEN TOPTAaHH MIIU TOJI0CO-
BbIX cBA30K. C BO3pacToM KpuK ucyes3aeT. KinnmHnueckas kapTuHa CUHA-
pOMa 3HAUYUTENBbHO BapbUpyeT. Y OONBHBIX UMEIOTCS Pa3INUHbIC H3Me-
HEHUS1 MO3TOBOTO Yepena M JIHLA, BpOKICHHbBIE TOPOKH CEpALIA U HEKO-
TOPBIX OPYrUX BHYTPEHHUX OPraHOB, M3MEHEHHs KOCTHO-MBILICYHON
CHCTEMBI, MbIILICYHAS TUIIOTOHMSI, BRIPa)KeHHAast yMCTBEHHAS OTCTAJIOCTb.

[IponomKUTENbHOCTD KU3HHU OOMBHBIX C CHHAPOMOM Sp- 3aBHCUT
OT TSDKECTU BPOXKICHHBIX IOPOKOB BHYTPEHHHUX OPTaHOB, BEIPAKEHHO-
CTH KJIMHUYECKON KapTHHBI B LIEJIOM, YPOBHS MEIULIMHCKONW IIOMOIIH U
MOBCEAHEBHOM KM3HU. BOnbIIMHCTBO OONBbHBIX NOrHOaeT B IEpBHIC
roxsl, okonno 10 % mocturator 10-neTHero Bo3pacTa.

Cunopom Opbenu (13q-) 0OycIOBIEH neNenuei ITMHHOTO Tiieda
13 xpomocomsl. [lonmymnsnronHas yacTora CHHAPOMA HE yCTaHOBJICHA.

Heru ¢ cuaapomom OpOenu pokmatorces ¢ Hu3kuM BecoM (2 200 1).
Knuanueckuii cHHAPOM MPOSIBIACTCS aHOMATIMSIMU Pa3BUTHS BCEX CHU-
CTeM opraHu3Ma. XapakTepHbl MHUKporedains, OTCyTCTBHE HOCOBOI
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BBIPE3KHU (JI00 HEMOCPENCTBEHHO MEPEXOAUT B HOC), aHTUMOHTOJIOU/I-
HBIA paspe3 a3, HU3KO PacIUIOKEHHBIE Je(OpPMUPOBAHHBIE YILIHBIC
pakoBHHBI. OTMEYaroTCA NOpakeHUs a3, ONOPHO-ABUTaTENBHOIO all-
napara, aTpe3uy MpsIMON KHIIKU U 3aJHEPOXOAHOr0 oTBepcTHd. Yac-
TO BCTPEYAIOTCS MOPOKM Pa3BUTHs Cepla, OYEK, TOIOBHOTO MO3ra.
s Beex petelt ¢ cunapomoM Opbenu xapakrepHa ri1yOokast onurog-
pEHHUS1, BO3MOXKHBI TIOTEPS] CO3HAHHUSI, CYAOPOTH.

BonbimmHCTBO G0NBHBIX ¢ cuHApoMoM OpOenu norudaroT Ha mep-
BOM T'OZly HW3HH.

8.4. yMCTBeHHaﬂ OTCTAAOCTD IIPH HACAE€JCTBEHHDIX 6oresHax

YMCTBEHHAs1 OTCTaJIOCTh — HApyILICHUE MHTEIUICKTYaJIbHOTO Pa3BUTHSI.

BbinensioT 1Be OCHOBHBIE KIMHIMYECKUE (POPMBI YMCTBEHHOW OT-
CTJIOCTHU:

— onueoghpenus;

— demeHyusl.

Onueogpenus — MHTEIUIEKTyallbHasI HEIOCTATOYHOCTh, KOTOpas
BO3HHKJA y peOCHKa B BO3pacTe 10 3 JIeT U HE MMEeT TEHACHLUHH K
MPOTPECCUPOBAHUIO.

Jlemenyus — 310 pacnaj cHOPMHUPOBAHHBIX HHTEIICKTYaTbHBIX
¢byHK1H. DTO OOINee MO3THO BOZHUKAIINN Ae]eKT (ocie Tpex Jer).

B nerckom Bo3pacrte pasrpaHnueHHe JEMEHIIUU U ONUTOGPEeHUH
JIOCTATOYHO YCJIOBHO, OCOOEHHO C TIO3HMITNH T€HETHKH.

B tex cimydasx, xorma nmpruoOpeTeHHbI HHTEIICKTYaIbHBIHN geheKT
CBSI3aH C MIPOTPECCUPYIOIIMMH OpTaHUYECKIUMH 3a00JIeBaHISAMHI MO3Ta
(anmmnencust, mm3o(peHns), HAYaBIIUMUCS B TIEPBBIE TOIbI )KU3HHU, CO-
CTOSIHME Ha3BIBAIOT OMUTO(peHomogo0HpM. OHO MMEET CIIOXKHYIO
CTPYKTYpY, BKIIIOYAET YepPTHl U AEMEHINH, U OTUTroppeHun.

YacTora yMCTBEHHOM OTCTaJIOCTH B Pa3BUTHIX CTPaHAX COCTABIIS-
er, B cpendeM, 1-3 %. IIpu 3tom mansankoB B 1,5-2 pa3za 6ombie cpe-
IIM JIeTei ¢ HapyIIeHNeM WHTEIJIEKTyaJIbHOTO Pa3BUTHA.

Bruran renerndecknx (pakTopoB B TIPOMCXOXKIEHHWE YMCTBEHHOW
OTCTAJIOCTH KOJeONIeTcsl B IMIMPOKHX Tpenenax. Hampumep, mo omeHke
M.I. baroMuHO#, 3TOT MOKa3arenb paBeH mpumepHo 75 %. Ilpu merkux
(hopMax yMCTBEHHOW OTCTaJIOCTH TeHEeTHIeCKue (PaKTOphI HTPAOT OOIb-
IIyI0 POJb, YeM Tpu Ooree Tsokenbix. Omucano cBeime 200 cuaapo-
MOB, CBSI3aHHBIX C YMCTBEHHOH OTCTaI0CTHIO; 3 HUX 6omee 100 — xpo-
MocomHble. Kpome cuaapoma JlayHa, Ha KoTophlii nmpuxonutcs 95 %
BCEX CIy9aeB XPOMOCOMHBIX CHHIPOMOB, HapyIICHHE WHTEICKTY-
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ANbHOTO PA3BUTHS SBJISICTCS OMHAM M3 CUMIITOMOB CJICIYIOIIMX CHH/I-
pomoB: Hynan, Pybunwmetina-T51i0u, Bunvimca, /[ybosuya, bapoe-
buona, lonemya, Kopuenuu oe Jlanee u Op.

OueHb Ba)KHA PaHHSISI AMATHOCTHKA CHHAPOMAIBHBIX (hOPM aHO-
MaJIMi pa3BUTHS, KOTOPast OCHOBBIBACTCS Ha KOMILJICKCE MOKa3aTeei:
MICHXOJIOTHYECKasi CTPYKTypa JAedeKTa, Meaarorndeckas U JIOrOmean-
YyecKas XapaKTePUCTUKH, (ECHOTUITHYECKUE, COMATHUCCKUE U HEBPOJIO-
THUYCCKUE MPOSBICHHS.

BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Kakue myTanuu jgexar B OCHOBE BOSHHKHOBEHHS XPOMOCOM-
HBIX OonesHel?

2. Kakoli MeToz IBIS€TCSI METOAOM TOUYHOW TUArHOCTHUKU XPOMO-
COMHBIX Oone3Heil?

3. IlepeuncnuTe moka3zaHUs IJisl IPOBEACHUS KAPHOTHITUPOBAHHUSL.

4. Kakue cUMITOMBI SIBJIAIOTCSl AMarHOCTHUECKUMH TPU3HAKAMHU
cunapoma: a) Hayna; 6) OnBapaca; B) [latay; r) OpOenu; 1) TpHCOMUU-
X; e) numno-Y; x) Lllepemesckoro-TepHepa; 3) Knaitndensrepa?

5. OObsicHUTE 3HaYEHHE TEPMUHA «9aCTHUHAST TPUCOMHUSD».

6. Kakue HapymieHus B KapHOTHIIE SBJISIOTCS JIETaIbHBIMU?

7. Kakue u3 nepeunciieHHbIX CHHIPOMOB SIBISIOTCS] TPHCOMUSIMU:
a) CHHIIPOM «KoIIa4dbero Kpuka»; 06) Onsapaca; B) Lllepemesckoro-Tep-
Hepa r) Kinaitndensrepa; 1) Mapgana?

8. YkaxuTe, KaKie CHHIPOMBI, CBSI3aHHBIE C TEHOMHBIMH MYyTaLMsIMH,
SIBJISIFOTCS] CIIEACTBHEM aHOMAJIMIA: @) ayTocoM; 0) TIQIOBBIX XPOMOCOM.

9. VYkaxure ¢popMyly KapuoTUIna Ipu cuaapome: a) [ayna;
0) OnBapaca; B) [laray; 1) Lllepemmesckoro-Tepuepa; 1) Knaitndensrepa.

10. SBnsiercst 1 yMCTBEHHAasl OTCTAIOCTh YaCTBIM CHMIITOMOM
XpOMOCOMHBIX Oone3Her? OTBeT apryMeHTHpYHTE.

11. MyxunHa ()EHOTHIIHYECKH 370pPOB, HO y HEro OOHapyKeHa
cOaaHcHpOBaHHAs TPAHCIOKAIMS XpOMOCOMBI 21 Ha xpomocomy 15.
MoskeT 11 3Ta MyTalus OTPa3uTCs Ha €ro MOTOMCTBE U Kak?

12. Hexotopsie KJIETKH OOTBHOTO YeIOBEKa NMEIOT HOPMaJIbHBIH
KapuoTHuM, apyrue — 45 win 47 XxpoMocoM. YKa)kKMTe Ha3BaHUE 3TOTO
SIBJICHUSI U BO3MOXKHBIE ero MexaHu3Mbl. K kakoii xpomocoMHol 00s1e3-
HU 3TO IPUBOIUT?
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AUATHOCTHKA, AEHEHHUE U ITPODPHUAAKTHKA
HACAEACTBEHHbBIX BOAE3HEHN

9.1. MeTOll,bl AUArHOCTHKH HACA€JACTBEHHbDbIX 6oresHen

JlnarHocTHKa HACIEACTBEHHOM MaTOMOTHH — MPOLECC CIOKHBIH.

B HEKOTOpBIX CilydasX MOXKHO TIOCTaBUTh TOYHBIA JAMATHO3, WC-
TIONB3YSI KAUHUYECKULI QHAU3 C CUHOPOMONO2UYecKUM nooxooom. Ta-
Kasi JMAarHOCTHKA BO3MOXKHA Uil ()OPM HACIIEACTBEHHOH MaTONOTHHU,
OpoABISIOMMXCS cnenupuieckum (eHoTunoM. B pomnonHenue K me-
TOZIAM KJIMHUYECKOW TUAarHOCTUKU MCIOJIB3YIOT €IlIe TeHeaTorHueCKuil
METO]1, MOBBIIIAIONIMN BEPOSTHOCTh MPABUIBHON TUarHOCTUKY.

Ho, B ocHOBHOM, U151 IOCTaHOBKU JHarHo3a TpeOyroTcs ele U ja-
OopaTopHbIE METO/IBI, KOTOPBIE B TMATHOCTHKE HACIIEICTBEHHOM MaToMO-
r'HU Bceraa Oojiee TOYHBI, YeM KIMHUYecKue Meronsl. JlabopaTopHbie
METO/IbI HEOOXOMMO UCTIONB30BATH TIOTOMY, YTO CYLIECTBYET ITHPOKHI
KJIMHUYECKHH MOIUMOP(U3M HACIIEACTBEHHBIX OONe3Hel, MX (hEeHOKO-
TIMH, YaCTOE COBITAJICHHE CUMITTOMOB Pa3HBIX 3a00IeBaHN (HACIIEICTBEH-
HBIX U HEHACJIEICTBEHHBIX ), HEOOXOJMMOCTD BBISBICHUS TE€TEPO3UTOT-
HBIX HOCHTENIEH HIM HOCUTENeH cOaTaHCHPOBAHHBIX TPAaHCIOKAIIMH.

B Hacrosiee BpeMst IpUMEHSIOTCSI MHOTOYHCIICHHBIE METO/IBI JIa-
OOpaTOPHBIX UCCIICNOBAHUI: OUOXUMUYECKUE, YUIMO2eHemUYecKue, Yu-
monozuiecKue, UMMYHOLO2UYECKUe, 2eMamono2uiecKue, MOLeKyIApHO-
eeHemuyeckue u Op. IT0 00yCIOBUIIO (OPMHUPOBAHUE KAUHUUECKOL 2e-
HemuKu Y € UHTEHCUBHOE pa3BUTHE.

JlaGoparopHas TarHOCTHKA HACTIEICTBEHHBIX OONIE3HEH MOXKET OBITh
HaIpapiIeHa Ha UICHTU(HUKALIIIO OJHON M3 TPEX «CTyTIeHeH» OOe3HN.

Bo-miepBBIX, 3TO BBIABICHHE MPUYMHBI HACIEACTBEHHOH MaTONO-
THH, T.e. XapaKTepUCTHKAa TEHOTHIA, & UMEHHO — OIpe/eJIeHHe KOHK-
PETHOI MyTaluu B Oprann3Me (TeHHas, XpOMOCOMHas1, TeHOMHas). OTh
eI JTOCTHTAIOTCSl C TIOMOIIBIO IUTOTEHETHYECKUX WM MOJEKYIsp-
HO-TEHETHYECKUX METO/IOB.

Bo-BTOpbIX, 1a00paTOpHBIE METOABI O3BOIAIOT PErNCTPHPOBATH
HEepPBUYHBII MPOIYKT reHa — 0eok. [y 3Toro nucnonb3yrores: OHoXu-
MHYECKHE 1 HUMMYHOJIOTHYECKHE METO/IBI.

B-Tperbux, BO3MOXKHA PErucTpaius CreupuIeckiux Meradomu-
TOB M3MEHEHHOT0 0OMEHA, BO3HUKIINX B IPOIECCE PEATN3aIIH 11aTO-
JIOTHYECKOI'o HeﬁCTBHﬂ MyTaluu. Takas peructpanrsa BO3MOXHa Ha
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YPOBHE KHJIKOCTel (KpOBb, MOUa, CEKPET) MJIK KieTok. Ha 3toii cTyne-
HU MOKHO IPUMEHSITH OMOXUMUYECKHE, UMMYHOJIOTHYECKUE, [IUTONO-
THYECKHE METOJBI.

9.2. HpﬂHgl/lﬂbl A€UYE€HHUA HACAECACTBEHHDbIX 6oresHen

Jo 30-x rogoB XX CcTOIETHS CUMUTAIOCH, YTO HACIEACTBEHHEIC
Oone3Hu neunTh Henb3s. Brepsrie C.H.J/laBuneHkoB yka3an Ha ommim-
OOYHOCTH TOUKH 3PEHUS O HEU3IICUUMOCTHU HACIIEICTBEHHBIX OONIC3HEH.
B nHacrosimee Bpemsi, UCXOIs W3 YCIIEXOB T€HETUKH, MOKHO YTBEPIK-
JlaTh: MHOTHE HACIIECTBEHHBIE OONE3HH YCIEITHO Jiedarcs. biarogaps
COBPEMEHHBIM METOJ]aM JTMATHOCTHKHU CTaJI0 BO3MOXXHBIM BEISBIISATH
HACJIEJICTBEHHBIC OOJE3HU HAa PAaHHHMX CTAIUAX, YTO TAKXKE SIBISETCS
OJIHMM M3 YCIIOBHI MX YCIICIIHOTO JICUCHHUSI.

[Ipu neyeHnn HaCIIENCTBEHHBIX OONE3HEN OYEHb BaYKHBIM SIBIISICT-
Csl IIPUHITUIT 00 MHAWBHIYaTU3UPOBAHHOM JICUCHHUU.

PesynbraThl TedeHnss HACIIENCTBEHHBIX OONIE3HEH BBIPAXKArOTCS B
VAYYIIEHUU CICAYIOIINX TMOKa3aTeNnel: MPOIODKUTEIbHOCTD KU3HH,
penpOAYKTHBHASI CITOCOOHOCTh, COMaTHUYECKOE Pa3BUTHE, PA3BUTHE
MMO3HABaTENBHBIX CIIOCOOHOCTEH, 00ydeHne B IIKoie, pabora, KocMe-
THYECKHE JaHHBIE.

Buioenaiom mpu nooxoda k neueruio Hacie0CmeenHvix Oone3Hell:
CUMNMOMAMUYECKUN, NAMO2eHemu4eckul, SMuol02udeckul.

9.2.1. CumnromaTuueckoe reueHue

Cumnmomamuyeckoe neveHue HanpagieHo Ha obnecueHue, Kop-
PeKyuio u TUKEUOAYUIO KOHKPEMHbBIX CUMNIMOMOG DONe3HU.

[IpakTudecku it Ka>kJOH TPyNIbl HacJISACTBEHHBIX 3a0oreBa-
HUH pa3paboTaHbl cnenuduyeckue crnocoObl CHMITOMATHYECKOTO Jie-
YeHUs1, 00JIErYaroIero COCTOsTHIE OONBHOTO, a B PAAC CIydaeB MpeaoT-
BpAILAIOLIETO €r0 PaHHIOK THOENb.

CuMnToMaTH4ECKOE JIeYeHU € IPUMEHSIOT [TPU BCEX HACIIECTBEH-
HBIX 00se3HsX. st MHOruX (hOpM MaTONOTMK CUMIITOMATHYECKOE JIe-
YEeHHE SIBJIICTCS €IMHCTBEHHBIM. YCIIEXH 3TOTO pasjiena Tepanuu CBs-
3aHBI C ycrexaMu (apMakoJoruu, oOecrednBaroei Bce bomnee mu-
POKHMIi BBIOOP JIEKAPCTBEHHBIX CPEACTB, a TAKXKE C TEM, UTO pacmud-
POBKa maToreHe3a KaKJoi O0Ne3HU MO3BOJSET MOHITh IPUUHUHY BO3-
HUKHOBEHUSI CUMIITOMOB H, CJIEJOBATEIILHO, OCYLIECTBIIATH UX Ooree
TOHKYIO KOPPEKIHIO.
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[Ipu cumMnTOMaTHYECKOM JIeUeHUH (KaK U IPU MaTOreHETHUECKOM)
WCTIONB3YIOTCS Pa3IMUHbIE BUBI COBPEMEHHOTO JICUCHUSL: 1eKAPCMEEH-
HOe, duemuueckoe, Xupypauieckoe, peHmeeHopaouonocuieckoe, huzuo-
mepanesmuyeckoe u op.

Jlexapcmeennas cumnmomamuieckas mepanusi — HauOornee Jac-
TO MCHONb3yeMblii MeToll. [IpuMeHstoT: ananbreTuku (Ipu BBIPaXKeH-
HOM 0OJIEBOM CHHJIpPOME); IPOTUBOCYIOPOKHBIE Mpenapatsl (IIpH pas-
JUYHBIX (OopMax SIUIENICHU); aHTUTHCTAMUHHBIE CpencTBa (IpU a-
JIeprUYecKuX 3a001eBaHUNX); MYKOITUTHUECKIE U OPOHXOIUTHUECKUE
cpencTsa (Ipy MyKOBHCLUA03€ M OPOHXHMAJBHOM acTMe); mpenaparsl,
YITy4IIaloUIUe MPOLECCHl TKAHEBOTO AbIXaHHS (TIPY MBILIEYHBIX JUCT-
podusX, MUTOXOHIPUAJILHBIX 3a00JIeBaHUSIX), HOOTPOIHBIE MIpenapa-
THI (TIpY ONMUTOGPEHUH U IEMEHIIUH) U AP.

B neyeHnu HacIeACTBEHHBIX BPOXKACHHBIX TIOPOKOB Pa3BUTHS HITH
CHUCTEMHBIX MOpPAKEHWH CKeleTa CYIIECTBEHHOE MECTO 3aHUMAeT Xu-
pypauyeckoe cumMnmomamuieckoe jedenue. Xupypruieckyro moMoLb
OONLHBIM C HACJICACTBEHHOM MaToIoruel B 001mei popMe MOXKHO 1moj-
paszenuTh Ha 3 BUAA: yoalleHue, KOppeKIus, TpaHcIaHTanus. B He-
KOTOPBIX CIIy4asX XHPYpruueckasl MOMOIIb BBIXOMUT 32 PAMKU CHMII-
TOMAaTUYECKOT0 JICYCHU 1, TPUOIMKAsACH IO CBOEMY XapaKTepy K MaTo-
T'€HETHYECKOMY.

[Tpr MHOTHX HacCIeNCTBEHHBIX OONE3HSX MOKa3aHO Qusuomepa-
nesmuueckoe aeyerue. Hanpumep, NpuMeHSIOT 3JeKTpoopes ¢ Jiekap-
CTBEHHBIMHU TIIpenapaTaMu, Ips3eBble anlUIMKalNKd PU HACIeICTBEH-
HBIX CKEJIETHBIX AUCIUIA3HSIX, MUOTIATHAX, MyKOIIOJINCAXapHI03aX; HH-
TalsiuH, MaccaXk IPU MyKOBUCIIH03€.

[Ipu HacnencTBeHHO OOYCIOBICHHBIX OITYXOISX UCIONB3YIOT PeHm-
2eHOpaduono2uYecKoe ledenue

[Tpu HacnencTBeHHBIX OOIE3HAX HEPBHOM CHCTEMBI, HACIICACTBEH-
HBIX OONe3HsIX oOMeHa BEHIECTB, 3a00JIEBaHUSX CKeleTa MPUMEHSIOT
KAUMamomepanuro, menioieyerue, pasiuinsie 6Uobvl d1eKmpomepanuu
U Apyrue (u3nuecKre METo bl JICICHHS.

B03MOXKHOCTH CHMITTOMaTHYECKOTO JICUeHHUs] IPU MHOTHX OoJies-
HSIX ellle Aajeko He ncuepnanbl. CoBEepIIEHCTBOBAHKE CITOCOOOB CHMII-
TOMAaTHYECKOTO JICUCHHS OCYLICCTBIISIETCS 10 MEpE HAKOIUICHHUS 3Ha-
HU 0 mpupoae 3aboeBaHuil 1 yBenuyeHns Habopa gapmaxoiaornyec-
KHX TIPEenaparoB U CIOCOO0B (U3MOTEPANeBTHYECKON U XUpypruyec-
KOH KOPPEKIMH BBISBICHHBIX AE(EKTOB.

-111-



I'AABA 9

9.2.2. Ilarorenernueckoe Aeuenue

[TaTorenernueckoe nedenne >QPeKTHBHEE CUMIITOMATHYECKOTO.
OHo OaMKe K 3THOIOTHYECKOMY, XOTSI IPUYUHY OONEe3HH, KaK 3THOJIO-
THYECKOE JICUCHUE, HE YCTPaHSsIeT.

Tlamozcenemuueckoe neueHue HANPABIEHO HA KOPPEKYUIo Hapyuie-
HULl, BO3HUKAIOWUX U3-30 MYMAYUU 2eHA Yenu NpeepaweHus cyocmpa-
ma uau e2o npooyKma.

[Ipu HacnencTBeHHBIX OOME3HAX OOMEHA BEIIECTB KOPPEKLHs O1o-
XUMHYECKHX U (PU3HOJIOTUIECKUX ITPOIIECCOB, HAPYIICHHBIX B PE3Yilb-
TaTe MyTaIlMH TeHa, BO3MOXKHA Ha YPOBHSAX CyOCMpama peakyuu, npo-
dykma peaxyuu, hepmernma. JIns OMHON 1 TOH ke OONE3HN MOXKHO HIC-
MOJIb30BaTh BMEIIATEIBCTBO B PA3HBIX 3BEHBSX M HAa PA3JIMYHBIX ITa-
nax pa3BHTHS MAaTOIOTMYECKOro mpomecca. s pasnuanbix OonesHeit
MOTYT OBITH BHIOpaHBI pa3HbIe IyTH KOppeKiuu. CyTh JIEYEHHUS CBO-
JHTCS K BOSMEIICHNIO MJIH BBIBEIICHUIO YEeTO-TO: €CIIM TeH He paboTaer,
TO HEOOXOIMMO BO3MECTUTH €r0 MPOAYKT; €CIIM TeH IPOU3BOIHT HE TO,
9TO HY)KHO, H 00pa3yl0TCsl TOKCHYHBIE TPOAYKTHI, TO HEOOXOIMMEI yia-
JICHH S TAKUX MPOIYKTOB M BO3MEIIEHNE OCHOBHOW (DYHKIIMH; €CIIU TeH
MPOW3BOJUT MHOTO IIPOAYKTA, TO €ro U30BITOK YIAJISIOT.

Onna u3 Hamboree JacThiX (OPM MATOTEHETHYECKOTO JIedeHUS
HACJIEJICTBEHHBIX OONE3HEH — DTO KoppeKyus oOMeHa Ha YyposHe cYO-
cmpama. Ee MOXHO TOCTUYb PAa3HBIMU ITyTAMH:

— OTpaHMYCHUEM OIPEIEICHHBIX BEIIECTB B MHINE, T.€. JHeTHYeC-
KAM OrpaHWYeHHEM, KOTOpPOE JIOIKHO MPHBOIUTH K NPEPHIBAHUIO T1a-
TOTCHETHYECKOTO 3BE€HA B Pa3BUTUU OONE3HHU;

— IMETUYECKUM J00aBICHHEM BEIIECTB B IHIIE, KOTOPOE TpUMe-
HSETCS peke, YeM THETHYECKOe OrpaHNICHHE;

— YCHJICHHBIM BBIBEICHHEM CyOCTpaTa MaTOIOTHYECKON peakiuy,
CIIZICTBHEM YETO JOMKHO OBITH CHIKEHHE KOHLIEHTPALMU TOKCHYEC-
Koro cybcrpara;

— MeTabOoIMYeCKO HHTUOMIIMEH, YTOOBI 3aTOPMO3UTh CHHTE3 Ha-
KaIlIMBAeMOT0 TPY HACJICACTBEHHOM 00MIe3HU CyOcTpaTa;

— MeTa0OoNMIeCKON HHAYKIMEeH CHHTe3a (PEePMEHTOB U YCKOPCHH-
€M IPOIIECCOB, B KOTOPBIX 3T (PepMEHTHI MPHHUMAIOT Y4acTHeE.

Koppexyus obmena na yposne npodykma 2ena ACTIONb3YETCS yxkKe
JIABHO M 3aKJIOYAETCsl B BO3MEIICHUH WIIH J00aBICHUH MPOIYKTa, HE
BBIPa0ATHIBAIOILEIOCSA OPTaHU3MOM B CBS3U C JedeKkToM (pepMeHTa
Hanpuwmep, npu BpoXIEHHOH THIEPIUIa3ud HAAOYCYHUKOB BBOJIST
CTEPOHJTHBIE TOPMOHBI, TIPH TUMIOTHPEOTU3ME — TUPOKCHH, MPH TUIIO-
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($u3apHOIl KapIUKOBOCTH — TOPMOH POCTA, MIPU caxapHOM AuadeTe —
WHCYJIMH U T.JI.

Koppexyus oomena na yposue epmenmog SBISETCS MPUMEPOM
MAaTOT€HETUYECKOT'0 JICYEHHSI TIEPBUYHBIX 3TAIOB, T.€. TaKasi KOPPEKIUs
NpUOIMKAETCS K 3THOJOTUYECKOMY JieueHuto. [l TaHHOTO Je4eHUs
MOXKHO!

— BBOAMTH KO(AKTOP;

— MHAYLMPOBATh WIN YTHETATh CUHTE3 ()ePMEHTA C IOMOILBIO Jie-
KapcTB;

— BO3MEIIATh HEAOCTATOK (pepMeHTa.

9.2.3. dtHorornueckoe AeueHHe

HaunGonee ontuManbHBIM CIOCOOOM JIEUEHHsI HACIIEICTBEHHOM
MATOJIOTHH SIBJISIETCSl KOPPEKIUSI TEHETHYECKOTO edeKTa Ha ypOBHE
T€HOB, TO €CTh BO3ACHCTBHE HA 3TUOIOrHYecKue (paKTOpbl BOZHUKHO-
BEHHSI 3a00JI€BaHUS. Dmuonio2uyeckoe iedenue, YCmpansis nepeonpu-
yuny 3a6oneeanus, e2o uznedusaem. Ho ganHoe jgedeHne SBIseTCs Hau-
Oonee CIIOXHBIM, IMOCKOIBKY HEOOXOOMMO, HApUMeEp, «IOCTaBUTHY
HOPMaJIbHBIN T€H B KJIETKY HJIN «BBIKJIIOYATHY» MYTaHTHBIA reH. [lpu
9TOM HY)KHO M3MeHHUTh cTpykTypy JJHK He B onHOIl kneTke, a BO MHO-
rux QYHKIMOHUPYOUMX KieTkax, He u3Menss JJHK B nedynkumonu-
PYIOIIMX NPH ONpeeTIeHHONW HacIeACTBEHHON Oosie3Hu. B nestHOCTHIE
rofbl JIBAALIATOTO CTOJIETHSI B MEAMLIMHE BO3HUKIIO HOB0e Hanpasie-
Hue — 2eHHas mepanus (cenomepanus). Ilon 3TUM TEpMUHOM TOHUMA-
eTcsl J0CTaBKa HOBOT'O FTEHETHUECKOTO MaTepuaa B KJIETKU, o0ecredn-
Baromas TepaneBrudeckuil a¢dext. Jlatolr poxkaeHus peaabHON TeH-
HOW Teparmu cuuTaioT 14 centsOps 1990 r., xorma B CLIIA neBouke
YeThIpex JIET, CTpajatouieil NepBUYHBIM UMMYHOAESDHUILIUTOM U II03TO-
My BBIHYXJICHHOW JKUTh B CTEPUIBHOM OOKCe, OBbLIM BO3BpALICHBI B
KPOBOTOK JINM(OITUTHI (BBIACIICHHBIE paHee) C BBEIEHHBIM B HIX HOP-
MaJIbHBIM F'€HOM, MyTallHsl KOTOPOTO BBI3bIBAET UMMYHOIE(DHIIUT.

OnuH M3 OCHOBHBIX IOAXOAOB K KOPPEKIMH I'€HETHYECKUX Je-
(heKTOB IIOCPEICTBOM T€HOTEPAMH — ITO KOMIICHCALMSI 3KCIIPECCHH
(YHKIMOHAIBHO HEAKTUBHBIX aljielieil BBEJCHUEM B KJIIETKY IOIOM-
HUTEIBHBIX KOIMUH I'eHa. DTOT Moxxon Haubosee 4acTo NCHOIb3YIOT
IUI KOPPEKIMH I'eHETHYECKOro feeKTa NP MOHOTCHHbBIX U HEKOTO-
pBIX MynabTH(aKTOpHaIbHBIX 3a00neBaHuax. Koppeknus reHerudec-
KOro sieeKkTa BO3MOXKHA KaK B IIOJIOBBIX, TAK U B COMAaTUYECKUX KJIET-
Kax opraHusMa.
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['eHHO-MH)XEHEPHBIE TOAXOABI K JICUSHNUIO HACTIEICTBEHHBIX 00Ie3-
Hell Ha ypOBHE 3apO/IBIIIEBBIX KJIETOK OCHOBBIBAIOTCS HA BBEACHUH HOP-
MaJILHOT'O TeHa B OIUIOJOTBOPEHHYIO SHIEKIETKY. TaKoi TpaHCTEHO3 yc-
TMIELTHO OCYLIECTBIICH Ha SKCIEPUMEHTAIBHBIX U CEITbCKOXO3IHCTBEHHBIX
KHUBOTHBIX. HO Npu BBEAEGHMH TeHETHUECKUX KOHCTPYKLUI B MOMOBBIC
KJIETKM BO3HUKAET OMACHOCTh BHECEHHS HEXKeNaTebHbIX U3MEHEHUU B
reHoM Oynymiux mokoiieHni. [103ToMy SKCiepuMEeHTHI Ha SHIeKIIeTKaXx,
3UroTax M SMOpHOHAX YeNOBEKa 3alpEIICHb] 0 COLUAIBHO-3THYECKUM
coobpaxeHusiM. B MeXIyHapOIHBIX TOKyMEHTaX BCEMUPHON OpraHu3a-
uuu 3apaBooxpanennst, KOHECKO, Cosera EBponsl mpu3HaeTcs qomyc-
THUMOM TOIBKO T'€HOTEpaIusl COMaTUIECKUX KIIETOK.

Ocywjecmenenue eeHOmepanuu 03MONCHO O8YMsL NYMAMU: Yyepe3
MPAHC2EHO3 USONUPOBAHHBIX U3 OPLAHUIMA COMAMUYECKUX KLEMOK in
Vitro unu yepes npamou mpanceeno3 Kiemox 6 op2anusme.

Tpanceenos in vitro HanpaBlieH HA COMAaTHUECKHE KJICTKH-MUILIE-
HH, 3apaHee BBIACICHHBIE U3 OpraHu3Ma (Halprumep, KyasTypa JuMgo-
IIUTOB, PE3EKIHsI TIEYSHH, KYIbTypa GuOpoOIacToB, MyHKIIHS KOCTHO-
ro mo3ra u np.). Haubomnee s¢dexruBabME niepeHocunkamu JJHK B
KJIETKHU SBJISIIOTCSA BUPYCHI, XOTS HCIIONb3YIOTCS M APYTHE OAXObI (XHU-
Mudeckue, pu3udeckre). 3aTeM MPONU3BOIAT PEUMITIIAHTAINIO (BO3Bpa-
LIEHHE B OPTaHU3M) TPAHCTEHHBIX KJICTOK-MUILIEHEH (Harnpumep, mede-
HOYHBIE KJIETKH BBOASITCS YepPe3 BOPOTHYIO BEHY, KJIETKH KOCTHOI'O MO3-
ra — 4epe3 BeHy). Taxoe jiedeHune y:xe npruMeHeHO IpH KOMOMHHUPOBAH-
HOM MMMYHOAEe(QULNTE, BBI3BAHHOM MyTallMell B T'eHe a/leHO3UHAe3a-
MHHA3HI (TuMpornTer), 6one3nn [omre (KOCTHBIM MO3T), CEMEHHOM TH-
repxojecTepuHeMuH (KIETKH TIeUCHH ).

Tpsamoti mpanceenos (in vivo) OCyIIECTBIAECTCS CISTYIOINAM 00-
pazoM. Co3maercs peKOMOMHAHTHEIN T€HETHUECKH BEKTOp C 3a/IaH-
HBIM T'€HOM, HEOOXOOUMBIM JyIsl JiedeHusl. Ero BBOIST B AOCTaTOUHOM
KOJTMYECTBE, U B KJIETKaX (MUIICHIX WX JIFOOBIX KIIETKAX ) IPOUCXOIUT
TPAHCTEHO3 C IIOMOILBIO ITOT0 PEKOMOMHAHTHOIO BEKTOPA.

Taxoit omxo1 anpoOupyercs, HanpuMep, JJsl JICUSHHS MyKOBHC-
M103a. AJEHOBUPYCHBIN BEKTOP C TEHOM TPAaHCMEMOPaHHOTO PEryiis-
TOpa UOHOB HATpUs (MyTallUs B TOM I'eHE W BEAET K MYKOBHUCITHIO3Y)
BBOJISIT Yepe3 BEPXHHE JbIXaTeIbHbIC IYTH, TJ¢ OH IPOHUKAET B DIIUTE-
TUabHbIC KJIeTKH. BeipabaThiBacMblii IPU BBEICHUH HOPMAJIHHOTO TeHa
0elTOK HOPMAIHM3UPYET TPAHCIIOPT HOHOB HATPUS Yepe3 SMUTENHHA CITU-
3UCTON O0ONOUKH.

[Ipu pa3zpaboTke METOOB T€HOTEPANNU H UX MPUMEHEHUH 00pa-
IIal0T 0co00e BHUMaHKe Ha obecriedueHne 6e30MmacHOCTH (U i OOIb-
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HOTO, U JJISl OKpYKalollel Cpenbl), MOCKOIbKY B J1aOOpaToOpHBIX YCIIO-
BUSIX CO3JAIOTCS HOBBIE TEHETUYECKUE KKOHCTPYKILUMY, paHee B MpHU-
pone He BcTpeuaBiinecs. Bee BUIBI TeHOTEpAIUU TMPOXOIST CTPOTYIO
MPOBEpKY Ha 3PPEKTUBHOCTH U OE30MaCHOCTb.

9.3. Ilpourakruka HacreacTBenHbIX GOAesHEH

Paznuuarom nepguunyio u emopuunyro npoguiakmuxy Hacneo-
CMBEHHOU NAMONO2U.

Tlepsuunas npogunaxmuxa c600UmMCcs K momy, 4umodwvl He 0Onyc-
UMb 3a4amusi U podtcoeHus 60IbHO20 pedeHKdA.

Bmopuunas npogunaxmuxa npedycmampusaem Koppexyuio
nposiGieHust OONe3HU NOCNEe POICOeHUs, M.e. HOPMOKONUpPOsarue (no-
JYYEeHUEe HOPMATbHO20 (heHOmuUuna npu namonio2uieckom 2eHOmune),
KOTOPO€ MOXET MPUBECTH K MOIHOW HOPMAJIU3AIlMK WM CHIDKEHHUIO
BBIPaXCHHOCTH MAaTOIOTUYECKOTO Ipomecca.

B renernueckom 1iaHe BBLACISIOT 5 MOIXOMOB K MPO(UIaAKTHKE
HACJIEJICTBEHHOU MMAaTOIOTHH:

1. Vnpaenenue sxcnpeccueii 2enog. 3Hasi MEXaHU3MBI IEHCTBHS
MATOJIOTUYECKUX TEHOB, MOYKHO pa3padaThiBaTh METOIBI JEHOTUITHYEC-
KOU KOPPEKIUH JISHCTBYS TATOIOTHIECKUX TEHOB, IPYTUMH CIIOBAMH —
YIPaBIATH IEHETPAHTHOCTHIO U DKCIIPECCHBHOCTHIO. Hampumep, uto-
OBI TPEAYIPEAUTD ITOCIENCTBHUS (DEHUIKETOHYPUH U TAIAKTO3EMHUH, T.€.
Pa3BUTHE MMATOIOTUYECKOTO (DEHOTHUTIA, IPUMEHSIOT TaKOH METO/ TIpo-
(bMITaKTHYECKOTO JIEYeHN, KaK OIpeeNieHHas TueTa cpa3y mocie poxk-
nenust (6one3Hpb MOMKHA OBITH IUAarHOCTHPOBAaHA B TEUEHUE HECKONb-
KHUX JTHEH MMOCie POKISHHS) U JIp.

2. Dnumunayus SMOPUOHO8 U NIL0008 C HACIeOCMEEHHOU NAMO0-
euet. He meree, yem 50 % ciny4yaeB CHOHTaHHBIX a0OPTOB U HPEKIEB-
PEMEHHBIX POJIOB y YEIOBEKa MPOWCXOMIAT MO MPUYMHE HETOTHOIEH-
HOCTH SMOPHOHA WX TIJI0NA, T.€. Y IJI0JJ0B IMEIOTCS WIIH BPOXK/ICHHBIC
TTOPOKH Pa3BUTHS WM HacIeACTBEHHBIC Oome3Hu. CIIOHTaHHBIH abopT
KaK MPUPOAHOE ABICHWE 3aMEHSIET METUKO-TeHETHYECKHI MOAX0I K
npoHIaKTHKE MyTEM DIMMHHAIINA SMOPHOHOB | TLTONOB (TIpephIBa-
HHE OEpEeMEHHOCTH) ¢ HACJICACTBEHHON TATONIOTHEH, KOTOpasi IPUBO-
TUTCS TIOCTIE TIPEHATAIBHOHN (IOPOIOBOI) TUATHOCTHKH.

3. I'enHas uHowceHepus Ha YpOBHe 3apo0bliiesblX KiemokK. JKC-
MepUMEHTaTbHbIE pa3paboTKu B 00J1aCTH TEHHOW WHXKEHEPUU CBUJIC-
TEIBCTBYIOT O NMPHHIIMITHAIBHON BO3MOKHOCTH (B OyayIleMm) pelie-
HUS TAKWX 3aJ1a4 Ha YPOBHE 3aPOJIBIIIEBBIX KIETOK: HAIPUMep, BBEIe-
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HUE B 3UTOTy HOPMaJBHOTO I'eHa, o0paTHas MyTalus HaTOIOrH4Ye-
CKOT'O TeHa, «BKJIIOYEHHE» MYTaHTHOTO r'eHa U Ap. B HacTosiee Bpe-
MsI TEHHO-MH>KCHEPHBIE MPOLEAYPHl Ha 3apOJBIIIEBBIX KJIETKAX 4de-
JIOBEKa HE Pa3perleHbI.

4. IInanuposanue cemvu. IlmaHupoBaHHE CEMBU C T€HETHYEC-
KOW TOYKHM 3PEHHS OCYLIECTBISETCS MYTEM MEIMKO-T€HETHYECKOrO
KOHCYJABTHPOBAHHUSI: IPOCIEKTUBHOIO, T.€. 1O POXKACHUS peOeHKa, U
PETPOCIEKTUBHOTO — MOCTE poXAeHH O0oapHOro pedbenka. Hanmune
OOJIBHBIX B POAOCIOBHOH SIBJISETCA MPSIMBIM ITOKa3aHUEM K MEIHKO-
TeHETUYECKOMY KOHCYIbTHPOBAaHHIO. Bpau-reHeTuK COBMECTHO CO
CHENUANNCTaMU KIMHUYECKON MUarHOCTHUKH, YIUTBIBAs Pe3yibTa-
THI JIAOOPATOPHBIX TEHETHUYECKUX HCCIENOBAaHUHN (IIUTOTEHEeTHYEeC-
KUX OMOXMMHYECKHX, HMMYHOJIOTHYECKUX, MOJCKYISIPHO-T€HETH-
YECKHUX), YTOUHSIET TeHETHYECKYI0 CHTYallHI0 B CEMbE W JaeT 3aK-
JMOYEHUE O PUCKE TTOBTOPHOTO POXACHHUS OONBbHOrO pebeHKa W He-
00XOIMMOCTH MPEHATATBbHON TUarHOCTUKH, 00 OTKa3e OT JETOPOXK-
JEHUs, OTKa3e OT POJCTBEHHBIX OpaKoB, OTKa3e OT OpaKoB TeTepo-
3UTOTHBIX HOCUTeNel 3a0oneBanus u ap. Pemenue o 3agartuu, mpe-
HaTaJIbHON MUArHOCTHKE WIIM JETOPOXKJICHWH MPUHUMAET CeMbs, a
He Bpau-TeHeTuk. Eme ogauM u3 hakTopoB mpopuIaKTHKN HACITE-
CTBEHHBIX OOJIE3HEH SBIsSETCAS OKOHUYaHUE AeTopokaeHus mpo 30-35
JIET, TOCKOJIBbKY Y JKEHIIIMH B BO3pacTe cTapiie 35 JeT MOBHIIIaeTCs
BEPOSATHOCTH POXIEHHS pebeHKa C XpOMOCOMHOW OONe3HbI0, a Y
MY)KYHH — C HEKOTOPBIMH T€HHBIMHU Oone3HsMu (cuHIpom Mapda-
Ha, aXOHJIPOTLIA3HA).

5. Oxpana okpyacaroweti cpedwvl. JIOTOTHATETHHBIM HCTOTHIKOM
HaCJIEJICTBEHHBIX OONIe3HEHN CIIY)KUT HHIYIIMPOBAaHHBIA MyTareHes (pa-
JTUAIIMOHHBIM, XUMHUYECKUH, Oromorndeckuii). C TOUKH 3peHus npodu-
JIAKTHKH HACJIEJCTBEHHBIX OONIE3HEH ero HeoOX0UMO UCKITIOUUTb, YC-
TpaHsisi MyTareHHbIe (JAKTOPhI U3 CPENbI OOMTAHUS YeTIOBEKa, YTO YMEHb-
IIUT MyTaIlMOHHBIH MPOIIECC, a CIIeIOBATEIbHO, I 9aCTOTY HACJIEICTBEH-
HO¥1 IMaTOJIOT WU 3a CYET HOBBIX CiIydaeB. PaspaboTaHbl METOIBI TIPOBEP-
KH (paKkTOpOB OKpYKaroIeil cpenbl Ha MyTareHHOCTh. VX mpumeHeHune
00s13aTeNbHO IS IEKAPCTB, MUIIEBBIX J00ABOK, TECTUIIUIOB H APYTHX
XAMUYECKHX CPEICTB.

K oxpaHe cpenbl 0OuTaHMS YeTOBEKa OTHOCSTCS TAKIKE UCKITIOUe-
HUE U3 Hee (aKTOpPOB, BHI3BIBAIOIINX HKOT€HETHYECKUE MaTOJIornyec-
Kue peakuuu. Harmpumep, 1uis ULl ¢ TUTMEHTHOW KCEPOAEPMON Hallo
WCKITFOYUTh KOHTAKT C YABTPA(HONETOBBIM CBETOM, JUIS JIUII C HEIO-
CTaTOYHOCTHIO MHTUOHUTOpA MPOTEa3 — C MBbUIBIO U T.JI.
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9.4. Meauko-renernueckoe KOHCyAbTHPOBaHHE, €0 3Talb,
3(PPeKTHUBHOCTD

Meouxko-zenemuueckoe KOHCYIbMUpoSanue HanpasieHo Ha npo-
Qunaxmuxy HaciredcmeeHHbIx 3a001esanuil, onpeoeieHue nPocHo3a
POdHCOeHUs: pebeHKa ¢ HACIeOCMBEHHOU Namoao2uell, OKa3anue HoMo-
wu cemve, umerowel 60IbHO20 pebeHKa, NpuHsmue peuleHus o 0alb-
Hetiuem 0emopoAtCcOeHUU.

[TokazaHUAMU K MEIUKO-TEHETHUYECKOMY KOHCYJIBTHPOBAHHUIO SIB-
JAIOTCA:

— OJJO3PEHHE Ha HACIIGICTBEHHYIO MIIM BPOXK ICHHYIO NTATOIOTHIO;

— HapyIICHUE PENPOLYKTUBHOM (PYHKLINH Yy *KEHIIMH U MY>K4uH (Oec-
IUIOANE, IOBTOPHBIE CAMONPON3BOIbHBIE BBIKU/IBIIIIN, MEPTBOPOXKICHUS );

— HaJIM4Me B CEMbE HACJICACTBEHHOI0 3a00JIeBaHu;

— BO3pAacCT JKEHIIUH cTapiue 35 yeT u Myx4uH crapiue 40 et npu
IUTAHUPOBAaHUM AETOPOXKICHUS;

— ONMM3KOPOICTBEHHEIHN Opak;

— XMMHUYECKHE U pallalliOHHbIE MyTareHHbIE BO3ACHCTBUS;

— HEeOIIaronoIy4YHoe MpOTeKaHne OEPEMEHHOCTH.

OcHOBHOI 3amaueil MEIUKO-TEHETUYECKOTO KOHCYITBTHPOBAHUS
SIBJISIETCSl YCTaHOBJIEHHE JUAarHO3a C OIPENEICHUEM 3THOJIOTUN OTKIIO-
HEHUU B pa3BUTHUH.

Menrko-reHeTHUEeCKOe KOHCYIBTHPOBAHUE BKJIIOYAET CIIENYIOLIHNE
JTalbl:

— OUAzHO3;

— NPO2HO3 NOMOMCMEBA;

— 3aKII0UeHUe U COBembl POOUMEISIM.

Kak nmpaswuiio, 3a KOHCY/BTaIel 0OpAIIalOTCs CEMbBH, TIIe UMEETCS
PeOEHOK ¢ HACIIEACTBEHHOM ATONOrHEN UM CEMbHU, B KOTOPBIX UMEOT-
cs1 OonbHBIE poACTBEHHUKH. Ha mepBoM 3Tane KOHCYJIBTUPOBaHUs IPO-
W3BOJUTCS YTOUHEHHE AUArHo3a. | eHeTHUK MONb3YeTCs 2eHeano2uyecku-
MU, YUMOSEHEMUUECKUMU, MOACKYIAPHO-2EHEMUYECKUMU MEMOOamy, a
TaKXe METolaMH T'eHETUKU COMaTH4ecKuX KieTok. Kpome Toro, mupoko
UCIIONB3YIOTCS OuoXUMUYecKue, UMMYHOR0SUYecKue 1 APYTue METoABL.

To4YHBI KITMHUYECKHI U TEHETUYECKMI TarHo3 3a00/IeBaHMs [I03BO-
JSIET YCTAaHOBUTH CTEIIeHb TEHETUYECKOr0 PUCKA M BBIOOP 3((eKTHBHBIX
METOJIOB TTPEHATAIbHON MArHOCTUKH U MPOPHUIAKTHIECKOTO JIEIEHHSI.

Ha BTOopoM 3Tamne KoHCYnBTHPOBAaHUS JeTa0T IPOTHO3 TOTOMCTRA.

I'eneTnueckuii puck onpenenstoT Uik NyTeM TEOPETUUECKUX pac-
YEeTOB, OCHOBAaHHBIX Ha TEHETHYECKHX 3aKOHOMEPHOCTSIX WA C ITOMO-
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HIBI0 SMIMPUYECKUX JAHHBIX. 1100 cenemuueckum puckom HOHUMAIOM
6EPOAMHOCHb NPOAGLEHUS ONPEOENeHHOU NAMOI02UU Y CAMO20 NAYUEH-
ma unu e2o poOOCMEeHHUKOB, KOMOpasl 8blpadicaemcs 6 npoyenmax (om ()
00 100 %). O0uwmiA pUCK TIPOSIBICHUS TCHETHYECKU 00YCITOBIICHHOM aHO-
MaJIuy JJIs TIOMYISIUHA eBporeineB cocTasisieT 3—5 % (reHeTHYecKuit
rpy3). IloaTomMy reHeTnueckuii puck, KOTOPBIA He MpeBbiIaer 5 %, pac-
LIEHUBAEeTCsl KaK HU3KUH, 10 10 % — MOBBIIIEHHBIM B JIETKOM CTENEHH, 10
20 % — cpemauMm, Bble 20 % — BeICOKMM. [ eHeTHUeCKni puCK cpeqHen
CTENEHU PaClEHUBAIOT KaK IIPOTUBOINOKA3aHNE K 3a4aTUIO UM TOKa3a-
HHUE K IPEPHIBAHUIO Y)K€ UMEIOIEHCs] OepeMEeHHOCTH.

Ha tperseM 3Tame KOHCYIBTHPOBAHMS Bpau-IeHETHK JENaeT 3a-
KIIIOYCHUE B MUCBMEHHON (hopMe M TOCTYIHO OOBSACHSIET CEMbE CTe-
MIEHb TEHETUUYECKOTO PHCKAa POXKIEHUSA MOTOMCTBA C HACJIEICTBEHHON
MaTOJIOTHEH, CYIIHOCTh M BO3SMO)KHOCTH IPEHATAIbHON TUAarHOCTHKH,
MIOMOTAeT MPHUHATh NPaBUIbHOE PEIICHHE B OTHOLIEHHH AETOPOXK[e-
Hus. [IpuHATHE peleHus 0 NeTOPOKIAEHUN OCTAETCS 33 CEMBEM.

Kpurepuem 3¢ pexTuBHOCTH 11 MEOUKO-TEHETHUECKOT0 KOHCYITb-
THPOBAHHA B IIUPOKOM CMBICIIE, CITY’KUT U3MEHEHHE YACTOTHI ATOJIO-
TMYECKUX T€HOB (Ha YTO MOBIUATH JOCTATOYHO CI0XKHO), & OTAEIBHOI
KOHCYJIBTAIIUN — U3MEHEHNE TTOBEACHHS CYIIPYroB, 0OpaIlalomnXcs 0
BONPOCaM JAETOPOKICHHUS.

9.5. HpeHaTaAbHaH (aopoaonaﬂ) AUAaTHOCTHKA

Haunbonee pacnpocTpaHeHHBIM METOIOM HEPBUYHON MpodHIIak-
THUKHU HACJIEICTBEHHBIX OONE3HEN SBISIETCS NPEHAMATbHAS OUASHOCTU-
Ka — COBpEMEHHasl HHTEHCHBHO pa3BHUBAOLIasics 00acTh TeHETHUKH.

Pa3paborka MeTONOB T'€HETUKH COMATHUECKUX KIIETOK, MOJEKY-
JSIpHON OMOJIOTHH, HIUTOTCHETHYECKUX 1 ONOXMMUYECKUX METOJIOB CJie-
Jlana BO3MOXKHBIM IONYyYEHHUE, pa3MHOKEHHE M BCECTOPOHHEE M3yue-
HHUE KJIETOYHOTO MaTepuaia pa3BHBAIOLIErOCs IUIOAa C Lebio Oornee
paHHel AMarHOCTHKY HACJIEACTBEHHON MATONOTUY y uenioBeka. PanHss
JUarHOCTHKA 1aeT BOSMOKHOCTH NPEAYNIPENUTH MOSBIEHNE IOTOMCTBA
C HACJICACTBEHHBIMHU HapyLICHUSIMH IIyTeM MpepbIBaHUs OepeMeHHOC-
TH, MHOT/]a Ha4aTh JICUEHHUE Cpa3y MOCIIE POXKICHHS UITH JaXe B IpeHa-
TaJILHOM TIEPHOJIE.

[IpenaranpHast TMarHOCTUKA BKJIIOYAET JIBA OCHOBHBIX dTama:

— BBISIBIICHHE CEMEN C MOBBIIEHHBIM PHCKOM T€HETUYECKOM 11aTo-
JIOTHH;

— cOOCTBEHHO IIpeHaTaNbHasi JUarHOCTUKA Y JKCHIIMH U3 TPYIIIbI
pucCKa.
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[okazaHusMU ISt TPEHATAILHONW AUATHOCTHKH SIBIISTIOTCSL:

— BO3pacT MaTepu crapuie 35 jerT, otua — crapiie 45 ner;

— HaJIMYMEe B POAOCIOBHOW HACIIEACTBEHHBIX OONEe3HEH;

— oOHapyxeHHe cOaTaHCUPOBAHHON TPAHCIOKALMH Y OJHOTO U3
ponuTenei;

— Takue Oone3Hu Oynyieil Marepu, Kak aualer, SMUIIeNCHUsi, BH-
pycHble HH}peKuny;

— TeTEPO3UTOTHOCTH O0OMX POAUTENECH IO TEHHBIM OONE3HSIM;

— MOBTOPHBIE BHIKHUIBILIN, POXKICHHE peOeHKa C BPOXKICHHBIM I10-
POKOM Pa3BUTHS.

Ilpenamanvuas ouazHocmuKa UCNOAb3Yem YIbmMpa3eyKogyio Ou-
ACHOCMUKY, ONEPAMUBHYIO MEXHUKY, 1A00pamopHbie Memoobi.

MeTtonbl IpeHaTaNbHOW AUATHOCTHUKHY ST Ha TPU TPYIIIBL: #PO-
ceugaroujue, HeUHBA3UBHbBIE, UHBA3UBHDBIE (C NOCTedyIoujell 1abopamop-
Hou Juazcrocmuxou). JIs KaXKI0ro MeToa CyIECTBYIOT CBOM IIOKa3a-
HUS M IPOTUBOIIOKA3aHUS, Pa3peLIaionIie BO3MOKHOCTH, OCJIOKHCHUS
nocje mpoBefeHus: npoueayp. Beibop MeTona u BCsl TakTHKa NpeHa-
TaJbHON TUarHOCTUKU CTPOrO HHAWBUYATH3UPOBAHBIL.

K npoceusaiowjum orHOCATCS METOABI, KOTOPHIE MO3BOJISIOT BBI-
JEUTD KEHIIKH, IMEIOLINX TOBBILIEHHBIH PUCK POXKAEHUS peOeHKa C
HACJIEJICTBEHHON WM BPOXKISHHON OONE3HBIO: 3TO T€HEaJIOrHueCKuit
aHaJIu3, YIBTPAa3BYKOBOE HUCCIEIOBAHNE, 1a00OPATOPHOE HCCIIENOBAHUE
KoHIeHTpanuu U-¢deronporenHa, ypoBHs XOPHOHHYECKOT'O TOHAZOTPO-
MUHA, YPOBHS HECBA3aHHOTO SCTPUONA B CHIBOPOTKE OEpeMEHHOH, Mo-
BBIIICHNE WM MTOHWKEHHE KOTOPBIX MOXKET CBUJIENBCTBOBATh O HAJIH-
YMH Y TUIOJA ONpPENEeHHOM MaToioruy (Harpumep, CIMHHOMO3TOBOI
IpeIKH, aHdHIIeamnu, cuaapoma ayHa).

Heunesasuenvie memoos! IpeHaTaIbHON MAarHOCTUKHU HampaB-
JieHbl Ha o0cleoBaHMe Mioga 0e3 OnepaTHBHOIO BMEMIATEILCTBA.
Takum MeTOmOM SIBISIETCS YABTPO3BYKOBOe HccienoBanue (Y3U), ¢
MTOMOUIBI0 KOTOPOT'O BBIABIISIOT BPOKACHHBIE TOPOKH pa3BuTus. Han-
Oosiee oNTUMAJIBHBIM BpeMeHeM npuMeHeHus Y3U cumraercs me-
puon ot 17 no 23-it Henenu 6epemenHocTH. [lo onpeneneHHBIM 0CO-
ObIM TOKa3aHMSIM MOXXHO IPOBOJUTH PaHHEE U JAETalbHOE IOBTOP-
Hoe Y3U.

Hneazusnvie mMemodsi TO3BONAIOT AMATHOCTUPOBATH OOIE3HD TOU-
HO. VX CyTb CBOANTCS K B3SATHUIO KJICTOK (MJIM TKAHEH) IU101a U1 LIUTO-
TeHETUYECKOT0, ONOXMMUYIECKOT0, MOJIEKYIIIPHO-TEHETUIECKOTO, MOp-
(hONOrMUecKoro NCCIeI0BaHuU, C TIOMOIIBIO KOTOPBIX JHArHOCTUPYIOTCS
BCE XpPOMOCOMHBIE Oonme3HHn U okono 400 reHHbIX Ooe3He.
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Knerku (unm TkaHu) miuoma OepyT pa3iMYHBIMU CIIOCOOaMHU U B
pasHble CPOKU OEpEMEHHOCTH:

—Onoricust (WK acTipaLus) XOpHOHa WIIH TUTALEHTHI — 7—16 Henens;

— aMHHOLeHTe3 (IPOKOJ IIOAHOTO ITy3bIpsi) U 3200p aMHUOTHYEC-
KOH JKHJIKOCTH C KJIETKaMu — 15-16 Hemens;

— KopzoueHTe3 (3a00p KpoBH IUT0/1a U3 MYNOBHHB) — 1822 Henens;

— OMoICHs KOXKH, MBIIIIL — 16—22 Henensl.

OueHb peaxo (B MCKIIOYUTENBHBIX CIyYasx) UCTIONIB3YIOT TaKou
WHBAa3MBHBIA METOM, KaK ()eTOCKOIUS, T.€. BU3YaJbHBII OCMOTp IJI01a
4yepe3 BBEACHHBIN B aMHUOTHUYECKYIO IOJIOCTh 30H]] C ONTHYECKON CHC-
TEMOM.

B Hacrosiiee BpeMs MeTObI IPEHATAIBHON AMarHOCTUKH COBEP-
LIEHCTBYIOTCA U paciuupsiiores. Hanpumep, paspabarbiBaercs mpooie-
Ma IPEUMIUIAHTAIlMOHHON IMAaTHOCTUKH AJIs1 BBISBJICHUS (PEHUIIKETO-
HYpUH, TAIAKTO3EMHUH, THIIOTHPE03a, T.€. IUISl HACIEACTBEHHBIX 00-
ne3Hel, HanOonee NoAJarIKXcs NPO(UIAKTHYECKOMY JICUCHHIO, Pas3-
pabaThIBaIOTCSl MPOrpaMMBI MaccoBOro oocienoBanus. [lpu ¢enm-
KETOHYPHH M TATAKTO3EMUH peOeHKa TIepeBOIAT Ha OeceHnmananu-
HOBYIO WJIM O€CrajakTO3HYIO JUETY (COOTBETCTBEHHO); IMPU TUIOTHU-
peo3e Ha3HaualoT 3aMELIAIILYI0 Tepanuio. To ecTh, JOKIMHUYECKOEe
BBISIBIICHHE NAI[MEHTOB IO3BOJIAET YCHEIIHO NPUMEHUTh MpoduiIak-
TUYECKOE JICYCHHE.

[IpumensieTcst COOTBETCTBYIOILAs] IOATOTOBKA OpraHU3Ma MaTepu
(HampuMep, BUTAMUHHU3AIIN ) 10 3a9aTHS M B paHHHUE CPOKU OepeMeH-
HOCTH, YTO YMEHBIIIAE€T BEPOSITHOCTb POXKACHHUS PeOCHKA ¢ BPOXKICH-
HBIM IIOPOKOM Pa3BUTHA.

9.6. FeHOM YEAOBEKA H MOAEKYAsIPpHAA MEJHIIHHA

TouHble JaHHBIE O CTPYKTYPE T€HOMA YEIO0BEKa, T.€. O IEPBUYHON
MIOCJIEIOBATENIBHOCTH €T0 HYKJIEOTUIOB, KaK U JTAHHBIE O BCEX I'eHax
YeNoBeKa, JaBHO MPUBIIEKAOT CaMO€e IPUCTaIbHOE BHUMaHueE. B neBsi-
HOCTBIE TOIBI ABAJIIIATOTO CTONETHSI HauaThl ObUIH paboTHI 10 pacmug-
pOBKE reHoMa denoBeka. B MexaynaponHoi nporpamme «l'eHoM yerno-
BEeKa» MPUHUMAJHM Y4acTHE BEAYLIHE MOJEKYJIIpHbIe J1abopaTopuu
CILIA, Poccun, Benukobpurannu, @panuuu, I'epmanuu, Anonun. Pa-
OOTHI TaKXKe MPOBOIMITNCH YACTHOW aKIMOHepHOM (upmoii Llenepa mo
nporpamme «I'enomukc» (CLLA).

B 2001 rony omy6nukoBaHbl 2 MpeABAPUTENbHBIE BEPCUH 10 00e-
UM IpOrpaMMam, U3 KOTOPBIX CIEIYET, YTO B TEHOME YEIOBeKa:
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— 00yacT, KOTUPYIOIIUE OCITKH, COCTABIISIOT MPUOIH3UTEIHLHO 2 %
00IIIero reHoMa;

— obnactu, kogupyronme PHK — okomo 20 %;

— BBICOKO MOBTOPSIIOLIUECS TocuenoBaTenbHocT — 50 %;

— o0lIIIee KOMTMYECTBO TEHOB B TeHoMe denoBeka okoro 30 000.

— TeHBI PACIONAaTaloTCsd B XPOMOCOMAax JIOCTATOYHO CKYyYEHHO,
coOMpascCh B TPYIIbI, MKy KOTOPHIMU HaXOAATCS OOIIMPHBIC HE3a-
HATBIE 001aCTH («ITYCTBIHWY);

— B pa3HbIX XpOMOCOMaX HaXOIUTCS Pa3HOE KOITUYECTBO FECHOB;

— Ha OIIMH T'eH YeJIOBEeKa MPHUXOMUTCS OOMNbIIe Pa3HOBUIHOCTEH
Oenka, 4eM y APYTuX OpraHu3MOB (Y IPYTUX BUIOB YUCIIO PA3ITUYHBIX
0CITKOB TPUOIM3UTETHFHO PABHO YHCITY TEHOB);

— Oenku opraHu3Ma 4ernoBeka Ooee CIOKHBI, YeM OeITKU JPYTHUX
OpPTaHH3MOB;

— 6omee 200 reHOB HANPSIMYIO YHACIIENOBAHEI YETIOBEKOM OT Oak-
TEpUN U T. 1.

HccnenoBanmns reHoMa YenoBeKka yKe MPUBETH K BOSHUKHOBEHUTO
TaKUX HOBBIX HAayYHBIX HAIPaBIICHUH, U, COOTBETCTBEHHO, TPOTpaMM
Kak «DyHKIMOHATBHAS TEHOMUKAY, «| eHeTHYecKoe pa3HooOpasue ue-
JIOBEKay, «DTHUYECKUE, TIPABOBBIE M COIMANILHBIE aCTIEKThI UCCIIE0BA-
HUI YelIoBEKay.

OnHUM W3 UTOTOB U3yUYSHHS T€HOMA YeIOBEKa SBIISETCS TMOSBIIE-
HUE U OBICTPOE pa3BUTHE KAYECTBEHHO HOBOIO dTara METUITUHCKON
HAyKH — MOJEKYISPHON METUIIUHBL VIeHTH(UKAIUsd MHOTHX THICSY
CTPYKTYpPHBIX U PETyISTOPHBIX T€HOB, BBIICHEHUE TeHHON MPUPOIBI 1
MOJIEKYISIPHBIX MEXaHW3MOB MHOTHX HACIIEICTBEHHBIX U MYNBTH(aK-
TOPHATBHBIX OONE3HeH, PO TeHeTHIEeCKUX (PAKTOPOB B ITHONOTHUHU U
MATOTeHe3€ PAa3IUIHBIX MATOIOTHIECKUX COCTOSHHMA, B T.4. MHOTHX
WH(DEKIniA, TO0Ka3aTeTbCTBO TEHETHYECKONH HEMOBTOPUMOCTH KaXKI0TO
WHIIUBHyyMa — BOT JOCTHDKEHHS, COCTABIISIONINE HAYIHYIO OCHOBY
MOJIEKYJISIPHOM MeAULMHBEL. HeT COMHEHUS B TOM, UTO UMEHHO €M IpHu-
HaJUIeXHUT OyAyliee, T.e. MOIEKYJISIpHAS MEIUITMHA, BKITFOYAIOIIas TeH-
HYIO TEPAIHIO — 3TO U ecTh MenuunHa XXI Beka.

OO0menpu3HaHHBIMU ABJISIOTCS TAKUE TOCTHKEHUS MOJIEKYIAPHON
MEIUIINHBL, KaK

— pa3paboTka TOYHBIX, (D (OEKTHBHBIX M, B 3HAYUTEIHHOMN CTere-
HU, YHUBEPCAJIBbHBIX METOMOB ITHATHOCTHUKW HACIENCTBEHHBIX OONe3-
Hel Ha JI000# cTaguy OHTOT€HEe3a, B TOM YHCTIE U 10 POKACHUS (TIpe-
HaTaJbHas JUarHOCTHKA);
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— pa3paboTka MONEKYISPHBIX MOIXOA0B IS a0COIIOTHO TOUHON
UACHTU(PHUKALNH JTUYHOCTH (TEHOMHAs JaKTUIIOCKOIIHSA);

— 3aKJIaJKa SKCIEPUMEHTAIbHBIX H KIMHUYECKUX OCHOB FE€HHOM
Tepanuy HacleICTBEHHBIX OONe3HeH;

— pa3paboTKa MOJEKYISIPHBIX OCHOB ITPO(MIIAaKTHYECKOH METULIHBL;

— HauaBLIMECS UCCIIENOBAHUS MO papMaKoreHeTHKe U apMaKore-
HOMHKE.

NMenHO MonekynsipHas MEIUIIHA U €€ OCHOBHBIC HANpPaBICHHUS
(mpodmnakruueckas MeIUIMHA, TCHHAS Tepanus, (apMaKkoreHOMUKa 1
ap.), GyHIaMEHT KOTOPBIX COCTaBIISECT TEHOM YeIOoBeKa, U Oyner ompe-
JeIATh Bce MHOrooopasue pyHIaMeHTaIbHBIX M NPUKIAAHBIX HAYK O
YeJIoBeKe B OymyILeM.

BOHPOCbI H 3aJaHHA JAd CAMOKOHTPOAA

1. Kakre CHMITOMBI SIBJISIFOTCSL TMAaTHOCTUYECKUMU TIPU3HAKAMMU:
a) cuaapoma Jlayna; 0) cuaapoma [laray; B) cunapoma DaBapica;
r) cunapoma llepemesckoro-Tepuepa; 1) cunapoma Knaitndensrepa;
e) cuaapoma MapdaHa; k) GeHUITKETOHYpHH?

2. Kakue Tumbl HacJIeICTBEHHON MATOJIOTMK TUarHOCTUPYIOTCS C
MPUMEHEHUEM a) IUTOTEHETHYECKUX METO/I0B; 0) OMOXMMHUYECKUX Me-
TOZIOB; B) MOJIEKY/ISIPHO-TEHETHYECKIX METOJOB?

3. Kaxkas Tepanus HacIeaCTBEHHBIX OONE3HEH B HACTOSIIIEE BPEMsI
HauOornee 4acTo MPUMEHSETCA: CUMIITOMaTHYeCKas, aToIoruyeckas,
3THONIOTHYECKas?

4. ITpuBennTe MpUMepbl HACIEICTBEHHBIX OOJIE3HEH, MOATAOIINX-
Csl KOPPEKLHUHU C MOMOLIBIO TUETOTEPAIINH.

5. Kakue meronp! 1a60paTOpHBIX MCCIIENOBAaHUN TPUMEHSIOTCS B
IUarHOCTHKE HACJIEACTBEHHOW MaTONOTUU?

6. Ilepedrcnure UCIONB3yeMble B MEIUIMHE MTOAXOBI K JIEUECHHUIO
HACJIEICTBEHHBIX Oose3Hei.

7. Ilpu kakux HacJIEACTBEHHBIX OONE3HAX IPUMEHSAIOT CUMIITOMA-
THYECKOe JiedeHune?

8. Koraa npu HaclieACTBEHHON MaTOJOTUU UCIIONb3YIOT XUPYpPru-
9YEeCKO€ CHUMIITOMATHYECKOe JiedeHue?

9. IlepedncnuTe MyTH KOppEeKIMKA OOMEHa BEIIECTB: a) HA YPOBHE
cyOcTpara peakiuy; 0) Ha ypoBHE MPOAYKTa IeHa; B) Ha YpOBHE (ep-
MEHTa IPU NATOTEHETHYECKOM JICUEHUH HACIIEACTBEHHBIX OONe3Hell.

10. B yem 3akmroyaercsi 3THOJIOTUYECKOE JIEUCHUE HACIIEICTBEH-
HBIX Oone3Hei?
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11. OxapaxrepusyiiTe MyTH OCYIIECTBIICHUsI TeHOTEpanuu (4epes3
TPaHCIE€HO3 N30JIMPOBAHHBIX U3 OPraHU3Ma COMAaTUYECKHUX KIIETOK; Ue-
pe3 IpsAMON TPaHCT€HO3 KIIETOK B OpraHU3Me).

12. IloyeMy cumTaercst HEAOMYCTUMON I'EHOTEpaIus 3apo/blle-
BBIX KJIETOK?

13. K yemy cBonuTcs: a) mepBuyHasi; 06) BropuyHasi npoUIaKTu-
Ka HaCJIeACTBEHHOI MaToIorun?

14. Kakue (B reHETHYECKOM IIAHE) BBIAEIAIOT TOAX0/bI K TPOpH-
JIAKTHUKE HACJIEACTBEHHOW NaTOIOTHu?

15. HazoBuTe onTHMalibHblE CPOKH ITpoBeneHus Y 3.

16. YTo BKIIIOYAET MOHATHE T€HETUUECKOTO prUcKa?

17. KaxkoBa 0CHOBHad 3a/1a4a Y LI€1b MEAUKO-TEHETHYECKOIO KOH-
CYABTHPOBAHUSA?

18. TlepeuncnuTe noka3aHusl AJIs HAllpaBIEHHA HA MEIHUKO-TE€HE-
TUYECKOE KOHCYIBTHPOBAHHE.

19. Vkaxkute: a) MHBa3UBHBIC; 0) HEMHBa3UBHBIC METOBI IIPEHA-
TaJbHON TMAarHOCTUKU HACJIEACTBEHHON MaTONOTHH.

20. B xxuakoct, NOTYyYeHHOU B pe3yabTaTe aMUHHOIEHTe3a, 00-
HapyKeHbl KJIETKH, HMeroIue 3 monoBble XpoMocoMbl. Kakoe 3abome-
BaHME MOXXHO MPEANOI0KUTE? SIBIAETCS M 3TO OKa3aHUEM IS TIpe-
pBIBaHUSI OEpeMEHHOCTH?

21. Kakue MeToabl IpeHaTaabHON JUarHOCTUKH HACIEACTBEHHBIX
3a00JIeBaHNH OKa3aHbl BCEM OEpEMEHHBIM JKEHIIMHAM U 1oYeMy?

22. MyX4rHa U €ro ChblH OONBbHBI TeMOp e, KeHa MY>KUYUHBI
Oepemenna. Omacasich, 4TO y Hee POIAUTCS ChIH-TeMO(IIINK, OHa 00pa-
TUJIACh B MEIUKO-TE€HETHYECKYIO KOHCYJBTALUIO C MPOCh0Oil onperne-
JIUTH TI0J1 IUIOZIA U ITPEPBATh OEPEMEHHOCTD, €CIIU BBISICHUTCS, YTO IJI0
MYKCKOTo0 Ioja. Bpaun, nobecenosas ¢ Hero, peKOMEHI0BAIIH €i cpa3y
npepBaTh OEpeMEHHOCTb, HE MPOBOAS aMHMOLEHTe3a. BepHa nu 3Ta
pexoMeHanus?

23. B Menuko-reHeTHYeCKy0 KOHCYIbTAIHIO0 OOPaTHIINChH JIBE
CYIPYXXECKHE Tapbl, y KOTOPhIX POIUINCH ACTH C 1e(EeKTOM TBEpIO-
ro He0a («BOMYBS MacThy). 3ydnB poJOCTIOBHYIO KaXKOW CEMBH, BBI-
SICHUB MX OBITOBBIE U IPOU3BOACTBEHHBIE YCIOBYSI, BpauM MPULLIH K
3aKJII0YCHHIO, YTO Y CYHNPYIOB A BcCe MOCHENYIOUINE AETH, a TaKXKe
BHYKH HE JJOJKHBI HMETh 3TOTO edeKra, a y cynpyros b cymecTtByer
OonblIasi BEpOSITHOCTh MPOSBIICHUS €r0 y ACTeH U BHYKOB. YKa)KUTE
BO3MOKHbIE€ MEXaHU3MBbI MIPOSIBIICHUS TAHHOrO Aedexra y peOeHKa B
cembe A u B cembe b.
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24. B ceMbe y 310pOBBIX POAMUTENEH, SBISIOMINXCS TPOIOPOAHBI-
MU cr0OCaMHu, POOUIICS JOHOIIEHHBIH peOeHOK, KOTOPBIN BCKapMITBaII-
Csl MOJIOKOM Matepu. B mporecce pa3BuTus y Hero mosBUINCH PBOTA U
MIOHOC, JKEJITyXa, YMCTBEHHasl OTCTaJOCTh, YBEIMUYEHHUE MEYEHU U Ce-
JIe3eHKH, o0mmas qucTpousi, KaTapakTa, BEIPaKEHHOCTh KOTOPBIX T10-
CTENeHHO ycuiuBaiack. Kakoe 3aboreBaHue MOXKHO MPEANOIOKHUTE?
Kakue naGopatopHsie uccnenoBanus cienyer nposectu? Kak npenor-
BpaTUTh JAalibHeiiee pazButue 3aboneBanus? KakoBa BeposSTHOCTB
POXIEHUS B 3TOH ceMbe OONbHOro pedeHKa?
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CAOBAPb OCHOBHbIX TEPMHHOB H IOHATUN

AreHe3us1 (anJia3usi) — MOJTHOE BPOXKAEHHOE OTCYTCTBHE OpTaHa
WM €ro 4acTH.

AJutesm — pa3invHble (POpMBI CYILIECTBOBAHUS OJHOTO T'eHa.

AJ1eJI1 MHOKeCTBeHHBbIe — 0oJiee IByX COCTOSHUHN allIeNnbHBIX
TeHOB, BOSHHMKIINX B pE3ylbTaTe MyTalllid OZHOTO T€HHOT'O JIOKYCa;
MPUCYTCTBHE B TeHO(OH/E BH/Ia OAHOBPEMEHHO Pa3IMYHBIX ajuleneit
reHa, KOTOpble KOMOMHHUPYIOTCS B 3UTOTaX TOJNBKO IMMOMAPHO — 3TO MHO-
’KECTBEHHBIH aJUICNIN3M; YWIEHBI OHON Cepuu ajieneld MOTyT HaXOIuT-
Csl B Pa3JIYHBIX JOMUHAHTHO-PELIECCUBHBIX B3AaUMOOTHOIICHUAX IPYT
C OPYTOM.

AJl1eJ1IM3M — SIBIIEHHE TIAPHOCTH, B HEKOTOPBIX CIIydasiX MHOXE-
CTBEHHOCTH aJIbTEPHATUBHBIX B3aWMOHCKIIIOYAIOIINX TPU3HAKOB Opra-
HHU3Ma, 00YyCIIOBJIEHHOE BIMSHIUEM HA UX Pa3BUTHE aJlJIeJIbHBIX T€HOB.

AJ1eJIbHBIE TeHbl — 3TO T€HbI, PACIONOKEHHBIE B OAMHAKOBBIX
ydacTKax (JIOKycax) XpOMOCOM H ONPEACNISIOUINE IPOSIBICHUE OTHOTO
U TOTO K€ IPU3HAKA.

AJbOMHU3M — TeHHOE 3a00NIeBaHNEe C ayTOCOMHO-PELECCUBHBIM
TUIIOM HacJeA0BaHMs, 00yCIOBIEHHOE HapyLLIeHHeM CHHTe3a epMeHTa
THUPO3MHA3bI, KaTAIN3HUPYIOLIETro NPEeBpalieHHe THPO3HHA B MEJIaHHH.

AJIbTepHATHBHBIE IPU3HAKHU — 1B B3aHMOUCKIIIOYAIONINX TIPO-
SIBJICHUS TIpU3HAKa (HarmpuMep, Oenas ¥ MypHypHasl OKpacka LIBETOB,
KeJTas M 3eleHas OKpacKka CeMsH, Kapue U rorxyOble 11a3a).

AMHHUOLIEHTe3 — METOA MPEHATAIbHON INarHOCTUKH TeHEeTHYeC-
KHX aHOMAJIMH, 3aKJIIOYarOIIUIiCs BO B3SATHH HEOOIBIIOIO KOINYECTBA
aMHMOTHYECKON >KUIKOCTH M B3BEIIEHHBIX KJIETOK IUIOAA VIS HOCIe-
IYIOIINX FEHETUYECKUX HCCIEIOBaHUH.

AHaJmM3MpyOlIee CKPelMBaHNe — CKpPEIMBaHIe 0COOHU ¢ JOMU-
HaHTHBIM (DEHOTHIIOM C perecCHBHON 0co0bi0 (aHamm3aTopoM). AHa-
JU3UPYIOLIEe CKpelUBaHUE [IPOBOIAUTCS Ul ONpEIeNeHUs] TeHOTHIIa
OpraHu3Ma, UMEIOLIEro JOMMHAHTHBIN (peHoTumn. Tak kak TOMO3UIOT-
HbIE 0COOM 00pa3yloT OJUH THII TaMET, TO MPU aHAJU3UPYIOIIEM CKpe-
MIMBaHUU KOIIMYECTBO (PEHOTHITOB TTOTOMKOB 3aBUCHT OT YKCJIa THIIOB
ramert, 00pa3yeMbIX OPraHU3MOM C JOMHHAHTHBIM ()EHOTHUIIOM.

AHMPHIHS — OTCYTCTBUE PATY’KHOH 0DOIOUKH.

AHO(QTATBMHSA — OTCYTCTBHUE IITa3HBIX SOJIOK.

AnTtuxonoH — tpurier TPHK, xommnementapusiit komony nPHK;
WX B3aUMOJICHCTBHE OTIPEEIsIeT MECTO AMUHOKHCIIOTHI B TIOJTUITCTI TH/I-
HOM 1enu.
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AHTHMOHTOJIOUAHBIN pa3pe3 1J1a3 — ONYILEHbl HAPYKHBIE YTIIbI
[JIa3HBIX LIENeH.

AH3HIedaTusA — MOJTHOE WIN MOYTH MOJTHOE OTCYTCTBHE TOJOB-
HOTO MO3ra.

ATpe3nst — MOJHOE OTCYTCTBHE KaHaja MM €CTECTBEHHOIO OT-
BEPCTHSIL.

BaxTepuogaru — Bupychl, Napa3UTHPYIOLIUE B KJIETKaX OaKTepHid.

BuBajieHT — 1B€ KOHBIOTUPYIOINE TOMOJIOTMYHBIE XPOMOCOMBI,
KaX/1asi U3 KOTOPBIX YABOGHA; YUCJIO OMBAJICHTOB PABHO TAILUIOMIHOMY
Habopy XpoMocoM; HabmomaeTcsi Bo BpeMsi poda3bl peIyKIHOHHOTO
JIEEeHU Mero3a

Buoncus xopuona — npouenypa, ocyuecteiusemas Ha 7—11-i
Hepesne 0epeMEHHOCTH € LENbI0 MOMyYeHHS KIETOK IJIsl IpeHaTaIbHOI
JUarHOCTHKH.

BuoxumMnyeckuii CKpMHUHI HA HACJeACTBeHHbIe AedeKThI
o0meHa — 0e30TO00pHOE 00CIeOBaHNE KOHTMHI'CHTOB HOBOPOXKACHHBIX
WA YMCTBEHHO OTCTAJIBIX PA3JIMYHBIMU OMOXMMHYECKUMHU METOaMHU.

Bose3nu HecoBMeCTHMOCTH MaTepH M IJIOJA 110 AHTUTeHAM —
9T0 OOJIe3HH, KOTOPbIE Pa3BUBAIOTCA B PE3YJIBTaTe UMMYHOIOTHYECKOI
peaxkuy MaTepu Ha aHTHUTEH IJIofa (HampuMmep, reMoluTHIecKast 60-
JIe3Hb HOBOPOXKICHHBIX, BO3HUKAIOIIAS B PE3Y/IbTaTe HECOBMECTHMOC-
TH MaTepH U IUI0Na 0 pe3yc-haKkTopy).

BpaxupakTH/us — yKopodeHue NajbleB.

BekTOop — MHCTPYMEHT I'€HHOM WH)KEHEPHUH, C TOMOLIBIO KOTOPO-
'O OCYLIECTBIISIIOT IEPEHOC KAKOT0-JIN0O0 I'eHa B KIETKY-X0351MHa; IPea-
CTaBJIsieT cOOOM IIa3MUAY WM BUPYC, B TEHOM KOTOPBIX MOXKHO BHE-
JPUTH Iy>KEPOAHYIO T€HETHUECKYI0 HH(OPMALIHIO.

BepeTteno nejieHusi (aXxpaMaTHHOBOE) — CHCTEMa MHKPOTPYOO-
4eK, 00eCIeYnBarolIas pacXoXkIeHHEe XpOMOCOM B aHadasze MUTO3a U
Meto3a; popMupyercs B mpodase.

BpoxaeHHbIe 00/1€3HM — UMEIOLIUECS IPU POXKICHUU.

I'ameTa — 3penas monoBas KieTKa paCTeHWH W JKMBOTHBIX C Tafl-
JIOWTHBIM HabOpOM XPOMOCOM.

lanuiouaHblii HaGop XpoMocom (n) — 3TO Takol HAOOp XpOMO-
COM, B KOTOPOM Ka</1asi XpOMOCOMa YHHKaNIbHA, T.€. IIPEJICTaBJIeHa OIMH
pas; Comep KUTCS B 3PEINbIX MOMOBBIX KIETKaX.

I'eMu3uroTHoe cocrossHMe — reH TMPENCTaBICH B OJHON XpOMO-
coMe, T.€. 3TO COCTOSTHHE OONBIIMHCTBA T'€HOB, JIOKAIN30BAHHBIX B TI0-
JIOBBIX XpOMOCOMax reTeporaMeTHOro mojia (y OOJbIIMHCTBA KHBOT-
HBIX U Yy Yel0BEeKa — MY)KCKOro). J[aHHbIE TeHbl HE UMEIOT aJuIeNbHOMN
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Mapsbl, MO3TOMY KOHT POJIUPYEMbIC UMH TIPU3HAKU (DEHOTUITUYECKH TIPO-
SIBIIIFOTCSL JJTaXKE B TOM CJIy4ae, eClId TeH PEelleCCUBEH (Hampumep, Ipo-
SIBIICHUE Y MY>KUVH JTaJTbTOHU3MA W TeMO(UITNN ).

I'eMU3HUTOTHOCTB — COCTOSIHME OpraHU3Ma, IIPU KOTOPOM KaKOM—
00 TeH MPENCTaBICH B OJHOW XPOMOCOME, HAIIpUMep, TeHbI B HEro-
MOJIOTUYHBIX YYaCTKaX IMOJIOBBIX XPOMOCOM.

I'emopuaus (A u B) — renHbIe 3a00/I€BaHUS C PEIIECCUBHBIM TH-
MOM HACJIEIOBaHUS, CIETUIEHHBIM ¢ X-XpOMOCOMO#, 00yCIIOBIICHHBIE,
coorBercTBeHHO, nepekramu VI u IX daxropoB kposu.

I'en — yuactok monekynsl JJHK (PHK), xapakrepusyroumiics or-
PEIeNeHHON MOCIeNOBaTEIhHOCTHIO HYKIICOTHIIOB, B KOTOPOM 3aKOJH-
poBaHa MHQOPMANIHS O TIEPBUYHON CTPYKTypE TONUTIESHTHIHON IIeTn
nmu PHK.

I'en TOMUHAHTHBIN — TeH, TIPeo0IaAIONIHI B Tape aJulelew.

I'en peueccuBHBII — reH, IOAABIAEMBINA B Mape aenei; GeHo-
TUTTAYECKU TIPOSBIAETCS TOTHKO B TOMO3UTOTHOM COCTOSTHUU.

I'eneTnueckue 00JIe3HM COMATHYECKHUX KJETOK: IOBOIOM K
BBIJIETICHUIO JJAHHBIX OONIe3HEH B OT/IENBHYIO TPYIITY HACIEACTBEHHBIX
Oone3Hel MOCTYKUIIO OOHApy)KeHHE MPHU 3ITOKAYeCTBEHHBIX HOBOOO-
Pa30BaHUAX CIENH(PHISCKHX XPOMOCOMHBIX MEPECTPOEK B KIIETKAX,
BBI3BIBAIOIINX aKTHBAIIMIO OHKOTEHOB (peTHHOOIacToMA); JaHHbBIE W3-
MEHEHHsI B TEHETHYECKOM MaTepHalie KIETOK SBIISTIOTCS dTHOMATOTeHe-
TUYECKUMH ISl 3II0KAYECTBEHHOTO POCTa M MTO3TOMY MOTYT OBITH OT-
HECEHBI K KaTETOPHH TeHETHYECKOHN MaTOIIOTHH.

I'enHasi MHKeHEePHUA — COBOKYITHOCTh TIPUEMOB, METO/IOB U TEX-
Honorni monydenns pekomobnHanTHEIX PHK u JIHK, Boimenenus re-
HOB M3 OpraHmu3Ma (KJIETOK), OCYIIECTBICHH MAaHUTYIIAINHI C TeHAMHU
Y BBEICHUS UX B IPyTHe OPTAHU3MBI; pa3/iell MOJIEKYIIpHONH OHOIOTHH
Y TEHETHWKH, TIPEIMETOM KOTOPOW SIBJISIETCS CO3ZaHHe OPTaHM3MOB U
CTPYKTYp C OINpPENEIEeHHON TeHETUUECKON MporpaMMoil.

I'enom — o0mas reHerndeckass HHQOPMAIUs, CONEpXKAINAsCs B
TeHaX OPraHu3Ma, T.€. COBOKYITHOCTh T€HOB, XapaKTEePHBIX IS TaIlIO-
WIHOTO Habopa XpOMOCOM JIAHHOTO BHJ]a OPTaHU3MOB

I'eHOTHI — COBOKYITHOCTh BCEX T'€HOB JaHHON 0COOU; reHeTHYeC-
Kasl XapaKTepHUCTHKa OpraHu3Ma 0 OJHOMY HIJIM HECKOJIBKUM H3ydac-
MBIM JIOKYCaM.

I'eHo(oHT — COBOKYITHOCTh T'€HOTHIIOB BCEX OCOOCH MOMYJISALUH,
BHJIA.

IeTeporamMerHsbIii MoJ1 — 0cOOU TOTO MOJIA 00PA3YIOT pa3HBIE IO
COCTaBYy TOJIOBBIX XPOMOCOM T'aMeTHI.
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I'eTepo3urora — opranu3Mel, B KJIETKaX KOTOPBIX COAEPKATCS pas-
HBIC aJUIENIH OJTHOTO TeHa (Hampumep, Aa, Bs, Cc).

I'eTepoxpoMaTHH — reHETUYECKN HEAKTUBHBIE YUACTKH XPOMOCOM,
MTOCTOSIHHO HaXOJAIIUECS B KOHACHCUPOBAHHOM COCTOSHMH.

I'mOpuam3anus — cKpelMBaHUE OTIMYAIOLUXCS 10 TEHOTUIY
oco0ei.

I'mppouedanust — n30bITOUHOE HAKOIIICHUE LIEPEOPOCTMHAIIBHOM
XKHUAKOCTH B MOJIOCTHU Yepera.

I'mnepTpuxo3 — HanM4Yue BOJIOC HA YIIHOM PAaKOBUHE Y MYX4YHH,
nposieisiercs K 17 rogam.

I'mnonna3ust BpoxkaeHHasi — HEIOPa3BUTHE OpraHa, MPOsIBIISIO-
nieecst 1e(UIUTOM €ro OTHOCUTEIBHOM MacChl MM Pa3MEpPOB.

I'mnmorepno3 — HEAOCTATOUHOCTH IIUTOBHUJIHOM JKENE3BI.

T'oMorameTHbI#i MO — 0COOH 3TOTO MoJIa 00Pa3yIOT OIMHAKOBBIC
10 COCTaBY IOJIOBBIX XPOMOCOM T'aMETBHI.

TI'omo3urora — opranusM, B KJIETKax KOTOPOIO COAEP)KaTCs OIU-
HAaKOBBIC AJIENH OOHOro reHa (Hampumep, AA uinu aa; BB nim BB u T.11.).

TI'omoJiorn4HBIE XPOMOCOMBI — HICHTUYHBIE XPOMOCOMBI IO Be-
JTU4YuHE U GopMe, a TaKXKe 10 YUCITy U TUIIaM TeHOB, KOTOPbIE OHU He-
CYT, HCKJIFOYUEHUE COCTABIISAIOT MOJIOBBIE XPOMOCOMBI.

I'py3 reHeTm4ecKkuii — HaKOIUICHHUE B MOMYISALMIX MyTalUi, CHU-
JKAIOLIUX MPUCIIOCOOIEHHOCTh OPTaHW3MOB K YCJIOBHSIM CYILLIECTBOBAHHSL.

I'pynna cuenjieHust — COBOKYITHOCTb BCEX I'€HOB, JIOKAJIN30BaH-
HBIX B XpOMOCOME.

JaKTHI0CKONUS — U3yYEHHE KOXKHOT'O pUCYHKA MaJbIEB.

JlaJbTOHM3M — TEHHOE 3a00/IeBaHNE C PELECCUBHBIM THUIIOM Ha-
CJIEIOBAHUS, CLUEMJICHHBIM C X-XpOMOCOMOM, MpOSBISIOLIEECS HApY-
LIEHHEM LBETOBOTO BOCIIPUSTHSI.

Jlesenusi — TUII XpPOMOCOMHOM MyTaIllu, IPU KOTOPOil yTpauunBa-
ercs y4aCTOK XPOMOCOMBI; THIT TeHHOW MyTalWH, IPU KOTOPOH BhIIa-
Jaetr yuactok monekyisl JJTHK.

JeMeHnus — mpuoOpeTeHHoe claboyMue; CTOMKOEe MajJoo0paTh-
MO€ CHIDKEHHE YPOBHS MO3HABATENbHBIX IPOLECCOB, OOCIHEHUE 3MO-
Ui ¥ HapyIIEHUE [TOBEACHHUS.

JCKOPAAHTHOCTB — CTENIECHb pa3ianyus OJIM3HELOB IO HU3ydae-
MOMY IPU3HAKY.

JAHK-ne30kcupu0oHyKJIeHHOBasE KUCI0TA — OMOJIOTHYecKast
MaKpOMOJIEKyNa, HOCUTENb TeHETHYECKOH MH(OPMAaLIHH.

JAHK-noanmepa3sa — ¢ epMmenThl, yyactByromue B cuaTe3e JJHK.
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JloMAHHpPOBaHNE MOJIHOE — BHYTPUAJUICITHHOEC B3aMOJICHCTBUE,
MpU KOTOPOM JIOMHHATHBIA T'€H MOJHOCTHIO MOAABISIET JEUCTBHE pe-
LECCUBHOTO T'eHa (MIPOMEXYTOUHOE HACIIEIOBAHUE).

JloMUHUpOBaHHE HEMOJHOE — BHYTPUAIIICIBHOE B3aUMOJICH-
CTBHE, PH KOTOPOM JOMWHATHBIM T'€H HEMOIHOCTBIO TOAABISIET AeH-
CTBHE PELIECCUBHOIO TeHa (MPOMEXYTOUHOE HACIIENOBAHUE).

Jynaukamus — TUII XpOMOCOMHOMN MyTaIluu, IPU KOTOPOH yABO-
€H KaKOH-TM00 y4acTOK XPOMOCOMBI, TUIT TEHHOM MyTalliy, Py KOTO-
poli yaBoeH kakoii-nu0o yuacrok JJHK.

3aK0H «YMCTOTBD TaMeT — Y THOPHUIIHOTO OpraHW3Ma I'eHBI He
rHOPHUIHBI U HAXOASTCS B YUCTOM aJlIeIbHOM COCTOSIHUH; B TpoLecce
Mei03a U3 KaX/10i maphl B raMeTy MONAa aeT OUH TeH.

3urora — IUIUIONIHAS KJIETKA, 00pasylolascs B pe3ylasTare Clu-
STHUS SALEKIETKH U CIIEpPMAaTO30H/a.

3o renernyecknii — xoporkuit orpe3ok JJHK u PHK wussecr-
HOW CTPYKTYPBI WM (DYHKIIMHM, MEUCHHBIX KaKUM-THOO PaJHOaKTHB-
HBIM HJIH ()IIOOPECIEHTHBIM COSTUHEHUEM.

HNuBepcusi — THII XpOMOCOMHOIM MyTaluH, MpH KOTOPOW MOcIe-
JIOBaTEIbHOCTh TEHOB B Y4acCTKE XPOMOCOMBI MeHsieTcs: Ha 180°%; tum
TeHHOM MyTaluu, Npu KoTopoi B onpeaeneHHoM yuactke JIHK nocne-
JIOBaTEIbHOCTh OCHOBAaHMI 3aMeHeHa Ha oOpaTHyto (180°).

Hurepdaza — Gaza KISTOYHOTO IUKIIA MEXKIY JETCHUSIMHU KIIeT-
KM, HofpasjenseMas Ha npecunterudeckuii (G,), cunrernyeckui (S)
1 nocrcunTerndeckuii (G,) mepuospL.

HNuTpon — yyactok Tpanckpubupyemont IHK, ynansemslii mpu
CIJIAiCHHTE W HE YYaCTBYIOIUN B KOIUPOBAHUMW TOJHUICITHIHOMN
LIETIH.

Kapuornn — coBOKyIMHOCTb IPU3HAKOB XPOMOCOMHOTo Habopa
(uucio, pazmep, hopmMa XpoOMOCOM), XapaKTEPHBIX IS BUAA, T.€. COBO-
KyITHOCTb XpOMOCOM COMAaTHYECKOM KJIETKH, XapaKTepu3yoliasi opra-
HU3M JaHHOT'O BHJA.

Kapra xpomocombl reHeTndeckas — rpaduueckoe u3odpaxe-
HUE XpPOMOCOMBI B BUJE MPSIMOH, Ha KOTOPOH 00O3HAUEH MOPSIOK
pacCIONOXKEeHUSI TEHOB U YKa3aHO PAaCCTOSIHUE MEXAY HUMH (B MOD-
raHHUJAaXx).

Kaaccnpukxanusa xpomocom desioBeka JleHBepckas — kiaccu-
(dukanys, yYuThIBaroOmas pa3mMepsl, GopMmy, TOIOKEHHE EHTPOMEPEI,
HaJUYME BTOPUYHBIX TEPETKEK U CITyTHHKOB XPOMOCOM.
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Kanaccnpukxanusa xpomocom denoBeka Ilapmxckas — kinaccu-
¢ukanys, ocHOBaHHAs Ha JU(PepeHInaTbHON OKPACKE XPOMOCOM.

KiieTouHbIi UK — YETKO YCTAaHOBJIEHHAS IIOCIE0BATENBHOCTD
COOBITHI B KJIETKE NMPU BapUAHTHOCTH MX BPEMEHHU MPOTEKaHUS, T.C.
CYILIECTBOBAHHE KJIETKH OT KOHIIAa OJHOTO JEIEHMsI O KOHIIA CIEAYIO-
LIETO WM CMEPTH.

Ki10H ky1eTok — uncTasi IMHUS KIETOK, [TOTy4eHHasl B J1abopaTop-
HBIX YCJIOBUSAX B PE3yAbTaTe MUTOTHYECKOTO JEIaHUs OTHON HCXOTHON
KJIETKU.

KiaonupoBanue rena — nmoiay4eHr e MIJUTHOHOB UJCHTHYHBIX KO-
nuit onpenenenHoro yuactka JJHK ¢ ucrnonp3oBanuem s 3Tux uenen
MHUKPOOPTaHU3MOB.

Kon reHernyeckuii — cucteMa 3aricu reHeTHIeCKo MHGpopMa-
nuu B Monekyie JJHK (PHK) B Buze onpeneneHHol mocaenoBaTebHO-
CTH HYKJICOTHIOB.

KonoMuHaHTHBIE ajsIeId — aJield, KaX/ablii U3 KOTOPBIX TPO-
SIBIISIETCS] B TETEPO3UTOTE (HAmpumep, rpymia Kposu AB).

Koagon (Tpumiier) — nociienoBaTelbHOCTh TPEX HYKJICOTHAOB B
monexyne JJIHK (umm nPHK), komupyromas ogHy 13 aMHHOKHCIIOT HITH
OTIpENENSIoNIas «3HaKH MyHKTYallnu» MPH CYNTHIBAHUN WH(OPMAIIH.

KosmmHeapHoCTb — COOTBETCTBHE HYKIICOTU0B B Moiekyne JTHK
MOPSIKY aMUHOKHUCIIOT B MOJIEKYJIe TIOMHITENITHAA.

KonkopaaHTHOCTb — CTETIeHb CXOJICTBA ONM3HEIOB IO M3ydae-
MOMY TIPU3HAKY.

Konbroranusi — conmkenne n o0beIrHEHne B OUBaJIeHT (TeTpa-
1Ty) ABYX TOMOJIOTUYHBIX XPOMOCOM, Ka)k1ast i3 KOTOPBIX Y/IBOEHA, TIPO-
ucxozsmee B podasy | Meifo3a; mepeHoC TeHETHYECKOTO MaTepuana
OT OJTHO# OaKTepraTbHOM KIETKH (JJOHOpA) K APYTOi (PEIUITHEHTY ) IPH
WX HENOCPEICTBEHHOM KOHTAaKTE.

KopaouenTes — mporenypa B34THS KPOBH U3 ITyOBHHBI TUIOAA.

KpuntodpTanbM — HenOpa3BUTHE WIH OTCYTCTBHE TJIIA3HOTO S10-
JIOKa, BEK U TJIA3HOM IICIH.

KpoccunroBep — oOMeH y4acTkaMy MEXKJLy XpOMaTHIaMH TOMO-
JIOTUYHBIX XPOMOCOM B IIPOLIECCE MENH03a.

Jletanb — MyTaius, BbI3bIBAOIIAs THOENb KJICTKUA MM OCOOH JI0
JIOCTHKEHUS PENpOIyKTHBHOTO BO3PACTa.

Jlokyc — MecTo pacronoXeHus reHa B XpoMOCoMe

Meiio3 — crioco0 jeneHusi COMaTHYeCKUX KIIETOK MONOBBIX Ke-
7ie3, B pe3ysbTaTe KOTOpOro U3 JUILIOWAHON MaTepUHCKOW KIETKH 00-
pasyroTcs YeThIpe raruionIHbIe JOUepHUEe KIETKH.
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MukpodTanbmus — MaJbie pa3Mephl IIIa3HOTO S0JT0KA.

Muxpouedanus — Maable pa3Mepbl TOIOBHOIO MO3ra M MO3TOBO-
ro yeperna.

Mmuoaucrtpodus /lromenna — reHHOE 3a00JICBaHNUE C PEIICCCHB-
HBIM THIIOM HacCJIEOBAHMS, CLETIIIEHHBIM C X-XPOMOCOMO.

MrucceHc-MyTaluM — FeHHbIE MyTallul, W3MEHSIOLINE CMBICI
KOJIOHA U, CJIEOBATENbHO, IPUBOISIINE K 3aMeHe B OeJIke OHOM aMu-
HOKHCJIOTHI Ha APYTYIO.

MuTo03 — criocod AeneHus COMAaTHYECKHX KIIETOK, MPH KOTOPOM
W3 OJTHOM JUTLIIOMTHOW MaTepUHCKOHN KIIETKH 00pasyercs ABe UICHTHUY-
HBIE JTUTIOWHBIC TOYEPHHE KIETKH.

Mo3aunk — UHIUBU], Y KOTOPOTO €CTh KIETKH C Pa3TUIHBIMHU XPO-
MOCOMHBIMU HA0OpaMH.

Moau¢pukanus — peHOTHTHYECKIE HACIIEICTBEHHBIC U3MEHEHU S
MPU3HAKOB OpTaHU3Ma, BOSHUKAIOIIHE MO BIMSHUEM YCIIOBHIA CPEIbl.

MoHocOMHK — KIIeTKa, TKaHb, OPTaHU3M, B XpPOMOCOMHOM Ha0o-
pe KOTOpOro OTCYTCTBYET OJHA U3 XPOMOCOM.

MoHocoMust — OTCYTCTBUE OJHOM U3 XPOMOCOM B JUILIOWIHOM
Habope.

MykoBHCIH/103 — TeHHOE 3a00NeBaHNE C ayTOCOMHO-PEIECCHB-
HBIM THTIOM HaCIIEIOBAHUS.

Mykonoaucaxapua03bl — IpyIiiia TeHHBIX 3a00IE€BaHUH MTPEUMY-
IIECTBEHHO C ayTOCOMHO-PEIIECCHBHBIM THUIIOM HACIJIEOBAHHUS; BPOXK-
JIeHHBIN neeKT 0OMeHa MYKOITOINCaXapHI0B

MyabsTH(dakTopHaIbLHBIE 00J1€3HH — O0JIE3HN, KOTOPHIE Pa3BH-
BalOTCSl B pe3yJbTaTe B3aMMOAEHCTBHUS OMpPENEIeHHBIX KOMOMHAIUI
aJuTeNie pa3HbIX JIOKYCOB M CIEIU(DUIECKUX BO3ICHCTBHI (aKTOPOB
OKpYXaroIen cpepbl.

MyTareH — (hakTop, BEI3BIBAIONTHN MyTAITHIO.

MyTareHe3 — pouecc BOSHUKHOBEHUSI MyTaIlUi.

MyTaHT — OpraHu3M, HECYIIIU MYTaHTHBIN aJlIeNb.

MyTanusi — ckaukooOpa3HOe CTOMKOE H3MEHEHUE TeHETHYECKOTO
MaTepuana.

Hanu3M — KapauKOBOCTb

HacnenoBanue — nporecc nepeiaadn reHeTHIecKoi nHGopMaIuy.

HacnencrBennas 6os1e3Hb — 00J1€3HD, 7151 KOTOPOI 3THOIOTHYEC-
KM (1)aI(T0p0M SABJIACTCA T€HHAs, XpOMOCOMHAA UJIM TCHOMHAas MyTallvs.

HacneacTBeHHOCTB — CITOCOOHOCTH JKMBBIX CHUCTEM ITI€peiaBaTh
13 TIOKOJICHUSI B TIOKOJIEHNE 0COOEHHOCTH MOP(OIOTHH, GU3HONOTHH 1
WHIUBUAYAJIILHOT'O PAa3BUTUA B ONIPCACIICHHBIX YCIIOBUAX CPCABI.
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HeanuenbHble reHbl — FeHbl, IETEPMUHHUPYIOLIUE Pa3BUTHE Pas3-
HBIX IPU3HAKOB, PACIIOJIaraloTCs B pa3IMUHBIX JOKYyCaX FOMOJIOTMUHBIX
XpOMOCOM WJIM B pPa3HBIX XPOMOCOMaX.

Hepacxoxxnenne XxpoMocoM — sIBICHHE NIPU JIEICHUHN KIETOK: B
pesyabsraTe 00e TOMOJIOTHYHBIE XPOMOCOMBI MJTH CECTPUHCKUE XpOMa-
TUABI OTXOIAT K OMHOMY TOJIIOCY, 00pa3ysl aHEyMJIOUAHbIE KICTKH.

HonceHc-MmyTanuu — reHHbIE MyTallu, TPUBOIAIINE K 00pa3o-
BaHNIO KOJIOHA-TEPMUHATOPa BMECTO CMBICIOBOTO KOZIOHA.

Hopma peaknum — omnpenensiemMble TEHOTUIIOM TPaHUIBI MOJU-
(UKAITMOHHOIN U3MEHUYUBOCTH.

Hyxneonn — renernyeckuil anmapaT IpoKapHoT.

Hyxkneocoma — y4acTOK XpOMOCOMBI, COCTOSIIIUI U3 JBYXIIENO-
yeyroit JJHK (oxomo 200 map ocHoBaHwMii), KoTopas oOpa3yer BOKPYT
OEJIKOBOM CEpALEBHHBI, COCTOALIEH M3 8 MOJEKYN OCIKOB-THCTOHOB
OKOJIO 2 BUTKOB.

Hyxkueorna — monomep IHK unu PHK, B coctaB koroporo Bxo-
ISIT a30TUCTOE OCHOBaHHE, YIIEBOI M OCTAaTOK (hOoCc(OpHON KHCIOTHI.

HyincoMuk — aHEYIUTOU]I, B KAPHOTUIIE KOTOPOTO OTCYTCTBYET
rapa roMOJIOTHYHBIX XPOMOCOM.

OHKOreH — ret, BbI3bIBAIOIINI 3JI0KAYECTBEHHBINA POCT.

IleneTpaHTHOCTB — YacToTa (PEHOTUIIMYECKOTO IPOSIBIICHNUS T'€HA;
MIPOLIEHTHOE OTHOILIEHHUE YHCIla 0cO0el, Y KOTOPBIX TeH (peHoTunnyec-
KH TIPOSIBUJIICS, K YHCITy 0coOel, MMEIOIINX JaHHBIN TeH.

Ilepuoabl KpuTHYeCKHe — IIEPUOAbI HANOOMbIIEH TyBCTBUTENb-
HOCTH OpraHu3Ma K BO3AEHCTBHUIO HEOIArONpUATHBIX (aKTOPOB CPEIbI.

IlieiioTponus — MHOXXECTBEHHOCTD MPOSIBJIEHUSI ICUCTBUS T'eHa,
T.€. CIIOCOOHOCTb I'eHa AETEPMUHUPOBATH POSIBJICHHUE HECKOJIBKUX IIPH-
3HAKOB.

Ioa — coBOKyMHOCTb MOP(HOIOrHYSCKUX, (PU3UOIOIHUCCKHX, OHO-
XUMUYCCKUX, MOBEJCHYCCKUX U JPYIHX NMPU3HAKOB OpPraHu3Ma, odec-
MEYNBAIOIINX PENPOLYKIUIO.

ITon rereporamMeTHbIN — 10J, UMEIOIIUI pa3HbIE MOJIOBBIE XPO-
MOCOMBI U TAIOIINI pa3HbIe THIIHI TaMeT.

ITox romoramMeTHbI — I10JI, UMCIOIIMNA ONMHAKOBBIC ITOJIOBBIC
XPOMOCOMBI U JAIOIIUM OJUH THII TaMeT.

Hoaumepus (MoaUreHHoOE HacAeJ0OBaHUE) — MEeKaJUIEIFHOE B3a-
MMOJIEHCTBHE, TIPU KOTOPOM T'€HBI Pa3HbIX aJUIENbHBIX Map OTBEYAIOT
3a CTENeHb NMPOSBICHUS OHOTO MPU3HAKA.

IMonumMopdu3mM — OTHOBPEMEHHOE NPUCYTCTBUE B MOMYIALUU
HECKOJIBKUX (hOpM TeHa MITH IPU3HaKa
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Hommmnuonams — 3T0 sIBICHNUE, IPUBOAALIEE K H3MEHEHHIO YHCIIa
XpOMOCOM B KJIETKaX OpraHu3Ma, KpaTHOE raljIoNuIHOMY.

IMonoBoii XxpomaTuH — oKpalnBalomeecs Teible (MHAKTHBUPO-
BaHHas1 X-XpOMOCOMa) B KJIETOYHOM SIJIpE, YHUCIIO KOTOPBIX BCEraa Ha
SIUHUILY MEHBIIE, YEM YHUCIO X-XPOMOCOM.

ITosi0BBIE XPOMOCOMBI — XPOMOCOMBI, Pa3IHYarOIIUEcs Yy ABYX
[1010B; OOBIYHO 0003HAYAIOTCA Kak X U Y.

IIpenarajnbHas (10pox0Basi IMATHOCTHKA) — KOMIUIEKC METOJIOB
JUISL BBISIBJICHHUSI BO3MOXKHOW TATONOTUH IJIOIAa B pa3HbIe CPOKU Oepe-
MEHHOCTH.

IIpusHaku, cuemnieHHble ¢ 10J10M (X-cuenieHHble, Y-cuenJieH-
Hble) — IPU3HAKU, JETEPMUHHUPYEMbIE I'€eHaMH, JIOKAJIM30BaHHBIMU B
MOJIOBBIX XpPOMOCOMaX.

IIpo6ana — nMui0, MO OTHOLIEHHIO K KOTOPOMY CTPOUTCSI POJIO-
CJIOBHAS.

IIporepusi — npexaeBpEMEHHOE CTAPEHHE.

IIpomotop — yyactok monekynbl JJHK, orBeTcTBEeHHBII 3a CBSI3bI-
Banue PHK-nmonmuMepassl, 1 ¢ KOTOpOro HAYMHAETCSI TPAHCKPUITLUAL.

IIpoueccHHr — MOCTTPaHCKPUIILMOHHAS MOAU(UKAIUSI TPO-
nPHK; Bxirouaer o6pazoBanne Ha SEKoHIIE KaM1a, yaleHe HHTPOHOB,
cUHTe3 Ha 3[JKoHIIE TOMMA-TIOCIEAOBATENIEHOCTH.

PexomOnnanTHasa JIHK — 570 uckyccTBeHHO MonydeHHast MOJie-
kyna JIHK

PexomMOMHaN NS — IeperpynnupoBKa reHoB Ipu 00pa30BaHUH Ta-
MET y THOPHIOB.

Penapauus — BoccTaHOBIEHHE MOBPEXIeHHOHN cTpyKkTyphl [JHK.

Penmmkanus JHK — cunres nouepueit uenu J{HK Ha ucxogHoi
(MaTpUyHOH) ee LeNnH.

Penumkon — ennnuna permikanuu Monekynsl JIHK; ygactok Mone-
kynbl JIHK ot Touku Hayana oqHoM perMkanuu A0 TOYKY Havana Ipyroi.

PectpukTasbl — epMeHTHI, CIIOCOOHBIC Y3HABATH ONPEEICHHBIC
MOCJIEA0BATENILHOCTH HYKJICOTHIOB B MOJIEKYJE HYKJICMHOBOM KHCIIO-
THI ¥ pa3pe3aTh e B 3TUX ydacTKax Ha OTHENbHbIE ()pAarMEHTHI.

Pu6ocoma — opraHou ] MUTOIIA3MBbI, COCTOAIINA U3 OONBIION U
MaJIoi cyOdacTHll, Ha KOTOPOM IPOUCXOAUT CHHTE3 MONMUIIENTHAA

PHK — puOoHyKJIeHHOBBIE KHCIOTHI — OHOIICTIOUEYHBIC MOJIEKY-
JIbl HyKJICMHOBBIX KHCJIOT, yYacTBYIOLIHE B ITpoLieccax OMocuHTE3a Oe-
ka u BeimonHsaromue pasaeie pynknun (MPHK, TPHK, pPHK).

PopociioBHass — cxema, MOKa3bIBAIOIIAS POACTBO MEXKAY 4jIeHAa-
MH OJIHOM CEMBU B sy OKOJIECHUH.
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CexBeHMPOBaHH e — ONPEETICHUE HYKIEOTHIHON MOCIIEI0OBATENb-
Hoctu JIHK ¢ momoinpro ¢pepMeHTOB pecTpHUKTa3.

Cemeiinble 60/1e3HU — O0Ne3HU, HAOMOAAIONINECS Y HECKOJBKUX
YWIEHOB CEMBU B OHOM HJIM HECKOJIBKUX MOKOJICHUAX.

Cubcb1 — O6parhbs M cecTpbl pa3HOM CTENEHH POJCTBA.

CHHAAKTHINSA — MOJIHOE WM YaCTUYHOE CPAIIEHHE COCEAHMX
MaJbLEB KUCTH MU CTOIBI.

CHHAPOM reHeTH4YeCKH il — TCHETHYECKH KOHTPOIMPYEMBIN KOM-
IJIEKC MHOTUX COBMECTHO BO3HHMKAIOIUX IIPU3HAKOB, YaCTO CBA3aHHBIN
C TUIEHOTPOITHBIM (MHOKECTBEHHBIM) ACHCTBHEM OZHOTO I'eHa.

CxpuHuHI (mpocenBaHue) — obciaeqoBaHue OONBIINX TPYIII
JofeH Ha BBIABIICHUE KaKuUX-THO0O cocTossHUM (Oose3Hed mim HOCH-
TENbCTBA) C IENbI0 AKTUBHON MPOQUIAKTHKH THKENbIX (popm Oomes-
HeEil; IPEANoNoKUTEILHOE BEISIBICHUE HE JUAarHOCTUPOBAHHOW paHee
0O0Je3HH C MOMOILIBIO MPOCTHIX METOOB, NAIOIIMX OBICTPHIil OTBET.

CuenieHHOe HacJIel0BaHH € — COBMECTHOE HAaCIIEIOBAaHNE T'€HOB,
PacnoNIOKEHHBIX B OJHOM XPOMOCOME; CLETUICHHE T€HOB COCTaBIISET
CMBICI 3aKoHa cueruienus: T.Moprasna.

TeparoreHsl — BElECTBa, BBI3BIBAIOIINE BPOXKIACHHBIE MTOPOKH
pa3BUTHS.

Teparonorust — Hayka, U3y4aroIas ypoacTBa M aHOMaJIUH Pa3BHTHSL.

TepmuHanus — 3aBeplIcHUE PEIUIMKALNHA, TPAHCKPUIIIUN U
TPaHCIILUN.

TpaH3unusa — MyTalusl CTPYKTYPHBIX T'€HOB, TP KOTOPOH IMpo-
HCXOIUT 3aMEHa OIHOIO ITypHHOBOTO OCHOBAaHHUS Ha JIPYroe IypHUHO-
BOE WJIM OJHOTO MMPUMHJUHOBOTO HA IPYroe MUPUMHUAHHOBOE.

TpancBepcusi — MyTaius CTPYKTYPHBIX T€HOB, ITPU KOTOPOH Mpo-
HCXOIUT 3aM€Ha ITyPUHOBOIO OCHOBAaHUS Ha MUPUMHUAUHOBOE WIIH ITH-
PUMHUAMHOBOTO Ha ITyPHHOBOE.

TpaHcrenos — npouenypa (UK IpoLecc) Nepenadu JoNOITHUTENb-
HOH 9y)KepogHOU TeHETHIeCKON MH(OPMAIIN B OPTaHU3M.

TpaHcayknust — MepeHoc reHOB U3 OHOW OakTepHallbHOM KJIeT-
KH B IPYTYIO TIpH IIOMOIIH OakTeprodara.

TpaHCKPUNITOH — ¢IMHUIIA CAMTHIBAHUS TEHETHYECKOH HH(OpMa-
LUU Y SYKapHOT.

Tpanckpunuus — ciuTHIBAHUE HACITEICTBEHHON HH(POPMAIIUH ITPH
AKCIPECCUH I'eHa; epeHoc renerndeckoit nagopmanuu or JJTHK x PHK.

Tpaucasiuus — nepeiada HACIESACTBEHHOW HHPOPMAIH; CHHTE3
OEJIKOBOM MOJIEKYJIBI, T.€. MEPEeBO/] MOCIEeJOBATEILHOCTH OCHOBaHUIA
nPHK B mocienoBaTeIbHOCTE aMUHOKHUCIIOT B HOJHUIIEITUIHOM IEIH.
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Tpancdopmanus — nomomenre u3onuposannoit JIHK 6akrepun-
JOHOPA KJIETKAMH PELUIHEHTA.

Tpucomus — Hanuune 106aBOYHON XPOMOCOMBI B KAPUOTHIIE TU-
TUTOMIHOTO OpTaHKW3Ma; BUJ MOJUCOMUH, IPU KOTOPOH MUMEIOTCS TPH
TOMOJIOTUYHBIE XPOMOCOMBI.

DeHOKONNHU — HACTICICTBEHHBIE H3MEHEHUS (PEHOTUIIA, CXOTHBIE
C TIPOSIBJICHUEM OIPEETICHHBIX MyTaIHil.

@DeHOTHIT — COBOKYITHOCTH IPU3HAKOB U CBOWCTB OpraHU3Ma, pas-
BHBAIOILMXCS IIPH B3aMMOACHCTBUM TeHOTUIA C (PAKTOPaMHU CPELIbl.

®epmeHTONATHH — OONIE3HN OOMEHA BEIIECTB, BHI3bIBAEMBIC Ha-
pYLIEHHEM aKTUBHOCTH ()EPMEHTOB BCJICACTBHE T€HHBIX MYTALHUM.

@eToCKONMUS — BHYTPUYTPOOHBIH 0CMOTD TuIona prbpoorntruyec-
KHUM 3HJOCKOIIOM.

detoTepanus (IJIOIHAS TePANU; NEPUHATAIbHAS Tepanus) —
JIeYEHUE TUI0AA 10 POXKICHHUA.

®parmentsl Okazaku — xoporkue pparmentsl JJHK, obpasye-
MBIE€ B PE3yJIbTaTe MPEPHIBUCTON PEITMKALINH, BIIOCICACTBUH COEHU-
HSIEMbl€ B HEIPEPHIBHYIO LETIb.

XopuoHOUONCHS — B3SATHE SMUTENNS BOPCUHOK XOPHOHA VIS
LUTOTEHETUYECKUX U OMOXMMHUYECKUX MCCIEIOBAHUM.

Xpomaruabl — CyObEIMHUIBI PENYIUTMIIUPOBAHHON XPOMOCOMBI,
Oymytue XpoMOCOMBI.

XpomaruH — ne3okcupuoonykieonporeny, komrieke JJHK u ru-
CTOHOBBIX OEJIKOB.

XPpoMOCOMHasi TEOPUSI HACJIEACTBEHHOCTH: C(HopMyInpoBai
T.MopraH; eauHuIIEN HACIIEACTBEHHOCTH SIBJISIETCS T€H, 3aHUMAaIOIIHN I
MOCTOSIHHBIH JIOKYC B XPOMOCOME U HAaCJIEAYIOIUIICS COBMECTHO C Y-
UMM €€ TeHaMM; COBOKYIIHOCTb I'€HOB, BXOISIIUX B COCTaB OAHOM
XpOMOCOMBI, 00pa3yeT I'pyIly CLENJICHHs; Kaxaas XpOMOCOMa YHU-
KaJbHa 110 HaOOpy 3aK/IIOYEHHBIX B HEH JIMHEHHO pacroiIoKEeHHBIX
T€HOB; YMCJIO IPYII CLEIUIEHUS B HACIEICTBEHHOM MaTepualie opra-
HHU3MOB JaHHOTO BHJA OMPEAEISETCs KOTMIECTBOM XPOMOCOM B Tall-
JIOMJIHOM HaOope MX IMOJIOBBIX KJICTOK (HampuMmep, y 4eioBeka — 23
TPYIIBI CIETUICHUS).

LenTpomepa — 001acTh XPOMOCOMBI, K KOTOPOH MPUKPETLISIOTCS
HUTHU BEepeTeHa JIeIaHUs.

IK30HBI — THHOPMATHUBHBIE YYaCTKU CTPYKTYPHBIX TCHOB dYyKa-
pHOT.

DKCNpecCHBHOCTH — CTETICHb (DeHOTHITUYECKOTO TIPOSIBIICHUSI TeHA.

JYXpOMAaTHH — FeHETHYECKH aKTHUBHBIE YUACTKH XPOMOCOM.
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