YUYPEXJEHUE ObPA3OBAHI
«BUTEBCKHNU I'OCYTAPCTBEHHbBIM YHUBEPCUTET
NMMEHMU II.M. MAIIEPOBA»

daxkyapTeT XUMUKO-OUOJIIOTUYECKUX U TeorpaUueCcKuX HayK

Kadenpa dynnamenTanpHONU U TPUKIATHONW OMOJIOTHH

COI'JTACOBAHO COI'JTACOBAHO
3aBe ﬁm kadeapoit ,[[em%ﬁ TeTa

} e N.N. Eppemenko T.A. TonkauyeBa
19. 05 19.05720

Y‘IEBHO-METOI[I/‘IJ‘—IECKI/H\/II KOMIUIEKC
10 YYEBHOU JUCHUITIMHE

OCHOBbBI 'EHETUKHU YEJOBEKA

JJIA CIICIUAaJIBHOCTHU

7-07-0114-01 CnenmanbHOe U MHKITIO3UBHOE 00pa3oBaHUE
[Tpodunuzanus: Onurodpenornenaroruka

CocraBurens: U.U. Ehpemenko

PaccMOTpeHo u yTBEpKIAECHO
Ha 3ace/laHuy Hay4dHO-MeToanueckoro coBera 27.06.2025, mpotokon Ne 6



VJIK 575:376.4(075.8)
BBK 28.04573+74.5573
0-75

IledaTaercs Mo pElIEHHIO HAYYHO-METOJIWYECKOTO COBETA YUPEKICHHS
oOpazoBanus «BureOckuii rocyaapcTBeHHbIN yHUBepcuTeT uMeHu [1.M. Mare-
poBay. [Ipotokon Ne 3 ot 26.02.2025.

CocraButens: 3aBenyromuid  kadeapod (QyHIaMEHTATBHON W MPUKIATHOM
ouonorun BI'Y numenu I1.M. MamepoBa, kaHauaaT Ouojioruye-
ckux Hayk, noueHt U.U. Eppemenko

Penmen3eHTH:
kadeapa TUCTOJIOTUH, LIUTOJIOTHHU U 3MOpuosioruu YO «BIMVY»;
JoueHT kadeapsl skonoruu u reorpadguu BI'Y umenn 11.M. Maiueposa,
KaHAuAAT OMOJIOTUYECKUX HAYK, NOLEHT B.B. Anosckas

OCHOBBHI TE€HETHKH 4eJioBeKa Mias conenuaabHoctu: 7-07-0114-01
0-75 ChoenuajbHOoe M HMHKJIWO3UBHOe oOpa3zoBanme. Ilpopuiamzanusa: Oumuro-
¢peHonenarornka : yieOHO-METOIMUYECKUNA KOMIUIEKC MO Yy4eOHOU Auc-
nurmuae / coct. .. Edpemenko. — Butedek : BI'Y umenu I1.M. Ma-
meposa, 2025. — 180 c.
ISBN 978-985-30-0251-5.

B pamkax y4eOHO-METOIMYECKOr0 KOMIUIEKCA MPEeJIaraloTcsi MaTepuabl JIEK-
UI ¥ IPaKTUYECKUX 3aHATUHN, TECTOBbIE 33/JaHUS, BOIPOCHI K 3a4eTy, COJep)KaHue
y4eOHOI1 MporpaMMBbl, CITUCOK OCHOBHOW M JTOTIOJIHUTENbHOMN JINTEPaTYpHhI.

[penHa3HaueH I CTYICHTOB Memarornaeckoro ¢akymnsrera 7-07-0114-01 Cre-
[AIBHOE U HHKITIO3UBHOE 00pa3oBanue (npodumzarms: OnuroppeHorneiaroruka).

VJIK 575:376.4(075.8)
BBK 28.045173+74.5573

ISBN 978-985-30-0251-5 © BI'Y umenn [1.M. Mameposa, 2025



COILEPKAHUE

MOSACHUTEJIBHAS 3BAITMCKA ..o 4
TEOPETUYECKMI PA3JIEJL .........c.coooviiieiiieeiceece e 6

I\ (031 )1 1 S USRS P PR OPRTUPRTOTRTOR 6
|23 TC01 (<) 07 (< 6
Tema 1. OCHOBHBIE METO/IbI UCCIAEAOBAHUS TEHETUKH UETOBEKA ...vvvvrievriasriesieesreesineenens 9
Tema 2. MoneKyaspHBIE OCHOBBI HACTCICTBEHHOCTH ..veeivvreeesssrrreessssreneessssnneesssssneeessnsnenes 26
Tema 3. I{UTOIOTMYECKUE OCHOBBI HACICACTBEHHOCTH ..eceeeeiiiurrrereeeeeessssanssrnneeesasssssnnsnnens 36
Tema 4. 3akOHOMEPHOCTH HACTHEAOBAHUS TIPUBHAKOB ...ccvvvvveeesirrreessnreneesssseneessnssneeessnsseees 45
Tema 5. I3MEHUHBOCTD OPTAHUBMOB ....cciiiiiiiiiieiiisesbisssbissssbessssbes s sibe s ssne s ssnas s s 95
I\ (1)1 A1 1 SO PR PRSP 12
Tema 6. HacnencrBeHHble 0071€3HU U UX Kiaccu(PUKauu. XPOMOCOMHBIE OOJIE3HH ......... 72
TeMA 7. TEHHBIC OOTIEBHU ...ccuvveueianteeiiieeieesieeateesiseateesineabeessneateessneenbeessseebeesnneeneesnneaneens 81
Tema 8. bone3Hu ¢ HaclIeICTBEHHOH MPEAPACIIONOKEHHOCTHIO (MYyIbTH()AKTOPHATH-

1200 () IR ST RPRPR 95
Tema 9. BpOKIEHHBIE TOPOKH PABBUTHS «...vveeureerireasreessreareessneaseessneaneessesasessessnessnsasseens 99
Tema 10. IlpodwmiakTuka HacieACTBEHHOW MaTojgoruv. MeauKo-reHeTUYecKoe KOH-
CYIIBTHPOBAHIE ...veeuvvieureesereasseesseeasseesseeasseessseasseesseeasseesmeeaaneeasa e e aseease e e neenneeanneennneaneeanneeneens 107
Tema 11. MeTozp! npeHaTaabHON TUarHOCTUKU HACIEACTBEHHBIX OONE3HEH ....ccvvvvveveennene 114
HMPAKTUUYECKHUMI PABIIEJL .......coooioiiiiieieeeeeeee ettt 118
I\ (031 ) £ TSR PPR PSPPSR 118
[TpakTuyeckas pabora Ne 1. Meronbl U3yyeHHs HACIEICTBEHHOCTH yesioBeka. IIpose-
JICHUE JAKTUIOCKOITMYECKOTO U MATbMOCKOUMYECKOTO AHAIMBA e vvvvenreenresieesneennesseesseannens 118
[TpakTuyeckas padora Ne 2. MoeKyIspHble OCHOBBI HACTEACTBEHHOCTH ....covvevviveeiveannans 129
[Ipaktuueckas padota Ne 3. [{uTomornueckiue OCHOBBI HACIEICTBEHHOCTH ....ccevvvverrvveennnn. 133
[TpakTuyeckas pabora No 4. 3aKOHOMEPHOCTH HACIEIOBAHUS MPUZHAKOB .....eevvervvervennnins 139
[TpakTrueckast padota No 5. I3MEHUUBOCTD OPTAHUBMOB .....evveuveeereasreesineasreessnesneessneenneens 145
A7 (031 )1 1 TSP PP PRTUPRRVRTOPN 150
[TpakTnueckast padora Ne 6. HacnencrBenHble 00sie3HH U UX Kiaccu(UKaMU. XpoMo-
COMHBIE OOJIEBHIL ....uvviiutieietesteestteasteesteeateeaseeasbeesaeeasbeeaaeeaabeeabe e e sbeesseeambeeabeeenbeesnneanneeanneaneens 150
[TpakTrueckast pab0oTa No 7. '€HHBIE OOJIE3HM ......coevveririiiienieieieesre e 154
[Tpaktuyeckas pabora Ne 8. Bone3Hu ¢ HacieICTBEHHOW NpPEIpacroNoKeHHOCTHIO
(MYTBTUQAKTOPHATIBHDBIC) ....vvivreesreasreessreasseessreesseessseasseessseassesssneesseeasneessesasneesseeaneesnnsanneens 158
[TpakTuyeckas pabora Ne 9. BpoxKI€HHBIE TOPOKU PAZBUTHS ....oevvviveerinreiiiesiienesieesreanens 159
[Tpaktnueckass pabora Ne 10. IlpodumnakThka HacleACTBEHHONW MAaTOJOTHUU.
MeauKo-reHETUUECKOE KOHCYIIBTHPOBAHME .....vviiuvieveiisrieiiesssriassesssnesssesssnesssesssnssssesssnessnnns 162
[Ipaktuueckas padota Ne 11. MeTonabl mpeHaTaTbHON JUArHOCTUKHM HACIIEICTBEHHBIX
OOTIEBHEH ... 163
PA3JIEJI KOHTPOJIS BHAHMME ..........cocooooviiiiecceeceeeeeeee e, 166
[TpUMEPHBINA MEPEUEHD TECTOB K BAUECTY .vvervveeureenreasreessneareessneaseessneaseessesassesssnsassessnsanseens 166
BCIIOMOT ATEJBHBIH PABIIEJT .........oocoovieivceieieceeceeeee s es s 174
YyeOHast MporpaMma YUEOHON TUCTIUIITHHBI ......ovvvevireriireeresieesieesesseesseesesieesnesne e sseanens 174
] 076 VS o g T APPSR PP 179



MNOACHUTEJIBHASA 3AIITMCKA

[]env yueOHOM AMCUMIUIMHBI 3aKIO4aeTcss B (popMHUpoBaHUU TPOdeccHo-
HAJIBHBIX KOMIIETEHIUI B 00JIaCTH OMOJIOTMYECKUX OCHOB TIEIarOrMKH U TICUXO0JI0-
I'MU, KOPPEKIIMOHHO-TIEITarOTUYECKON IeATEIIbHOCTH.

3aoayu yuebHOU OUCYUNTUHDBL:

e cdopmMupoBaTh MpPEACTaBICHHE 00 OpraHM3ME YEIOBEKa KaK EIMHOM
IIEJIOM, O CYIITHOCTH MOP(OJIOTHICCKUX U (DU3HOIOTHUIECKIX OCOOCHHOCTEH opra-
HU3Ma, €r0 BO3PACTHBIX N3MCHCHHSIX;

® TI0Ka3aTh POJIb HACJEACTBEHHOCTH W CPEIbl JUUIsl pOCTa U Pa3BUTHS pe-
OeHKa, peanu3alii KOMIIEHCATOPHBIX BO3MOXKHOCTEW peOeHKa ¢ OCOOCHHOCTSIMU
NCUXO(U3NIECKOTO Pa3BUTHS;

® PACKpBITh OCHOBHI BO3HMKHOBEHHUS, TEUCHUS U MCXOJIa OTJIENbHBIX Ia-
TOJIOTHYECKUX TIPOIIECCOB KaK MPUIMHBI BOZHUKHOBEHUS HAPYIIICHUN TICUX0(N3H-
YECKOTO Pa3BUTHS;

® TI0Ka3aTh BO3MOJKHOCTH OIICHKH IMOTCHIMANTa M MOP()ODYHKIIMOHATH-
HBIX TIOKa3aTesen 3I0pOBbs, MPEAYIPEKICHUS BOSHUKHOBEHHUS IEPBUYHBIX U BTO-
PHUYHBIX €r0 HAPYIICHUH.

Mecmo yuebHoU oucyuniunsl 8 cucmeme HOO20MOBKU CNEYUATUCMA C 8bIC-
wumM 00pazo8aHuem coomeemcmeyrwezo nPoduis, cesas3u ¢ OpyeumMu yueOHbIMU
OUCYUNTIUHAMU

VYyeOnas auciuruiHa «OCHOBBI TEHETUKH YEJIOBEKA» COCTABIISICT OJMH MO-
nynbs ¢ auctumuinHaMu «Heipodu3nonorus u ceHCopHbIe cucTeMbl»y U «KinHuue-
CKHE OCHOBBI TIATOJIOTHH TICHXO(PH3UYECKOTO PA3BUTHS», SBSICTCS COCTABHOW da-
CTBIO MOAYN «Meauko-OnOJIOTHIECKAE OCHOBBI CICIMATBHON TEJarorukd |
TICUXOJIOTUW» W BKJIFOYECHA B TOCYAAPCTBEHHBIN KOMITOHEHT, 00€CTIeunBast TOJII0-
TOBKY B 00J1aCTH OMOJIOTMUYECKUX OCHOB IEArOTUKU U TICUXOJIOTHH, KOPPEKITHOH-
HO-TIEIATOTHYECKOM JIeSITeTbHOCTH.

Oceoenue yueonou oucyuniurvl « OCHOBBI TEHETUKH YEIOBEKAY OOJINCHO
obecneuums hopmuposarue ciedyroumux KomMnemeHyutl: IPOSKTUPOBATh U peallv-
30BBIBaTh 0Opa30BATEIBHBIN MPOIIECC C YUETOM MEIUKO-OMOJIOTUYECKUX, TICHXO-
JIOTHYECKUX U IMHTBUCTUYECKUX OCHOB T€IarOrMYECKON JICATEIbHOCTH.

B pesynbrare uzydenus yueOHOM TUCIUILTMHBI CTYIEHT JTOJHKEH:

3HAMb:

®OCHOBHBIC 3aKOHOMEPHOCTH JICITEILHOCTH OpPTaHU3Ma KaK CUCTEMBI U
BO3MOXHOCTH KOMIICHCAIIMM Ha YPOBHE (DYHKIIMOHAIBHBIX CHCTEM U IIEJIOTO
OpraHM3Ma;

©0COOCHHOCTH HACJICJICTBEHHOCTH W M3MEHYHMBOCTH 4YeJOBEKa, CTpOeE-
HUSI 1 QYHKIIMOHUPOBAHUS OpPTaHU3Ma C €T0 BO3PACTHBIMU OCOOCHHOCTSIMH B
HOPME;

®OCHOBBI BOBHUKHOBEHMS, TCUCHUS M UCXOJa OTIEIbHBIX MaTOJOTHYe-
CKMX TIPOIIECCOB KaK IMPUYMHBI BOSHUKHOBEHHS HAPYIICHHH IMCUXO(HU3NYe-
CKOT'O Pa3BUTHS,



yMemu:

®OLICHMBATH TOKa3aTeld (PYHKIHMOHUPOBAHUS OpraHU3Ma C YYETOM
BO3pACTa;

® COCTaBJISITh TEHOTPAMMBbI M IPOTHO3UPOBATH MPOSIBJICHUE HACIEACTBEHHBIX
0oJIe3HEH B IIOTOMCTBE;

® OCYIIECTBIIATH MPO(PUIAKTHKY HAPYIICHUI OPTraHOB M CUCTEM OpPTaHHU3Ma;

uUMems HABLIK:

ericcieIoBaHUs (DYHKIIMOHATIBHOTO COCTOSIHUSL OTJENIBHBIX OPIaHOB M CH-
CTEM OpraHu3Ma;

®OIICHKU YPOBHS (PM3UYECKOTO PA3BUTHUS W MHICKCHOW OIICHKH COCTOSHUS
3JI0POBBS;

eMHTEpIIpETanny KoAoB paccTporcts cornacHo MKb-10 u MKO®.

Cmpykmypa yuebnot oucyuniunsi. Ha nzydeHue y4eOHON NUCHIUILTAHBI
«OCHOBBI TeHETUKH udenoBeka» oTBoauTcs: 100 yacoB (3 3aueTHbIC €UHUIIBI),
u3 HUX 42 vaca — ayAUTOpHBIE. B COOTBETCTBUM C YUEOHBIM TUIAHOM pacrpee-
JICHWE ayIUTOPHBIX YacOB MO BUJIaM 3aHSITUM: JIEKUIUH — 18 4yacoB, mpakTuye-
CKHE 3aHATHUS — 24 Jaca.

Dopmbl nonydenuss 00paz0éarUs — THEBHAS U 3a0UHASI.

Pacnpeodenenue ayoumoprnozo epemenu no cemecmpam

VYyeOnas aucuurinHa «OCHOBBI T€HETUKH YEI0BEKa» U3y4aeTcsl CTyACHTa-
MU THEBHOU (pOopMbI MOTydeHus: oOpazoBaHust Bo 2 cemectpe 1 kypca. CryneHTa-
MU 3a04HOM (hOpMBI MOITydeHus: 00pazoBaHus B 3 cemectpe 2 kypca: /[PIIO: nek-
uuu — 18 4Jaco, npaktuueckue 3aHatus — 24 yaca. 3@[10: 44daca NEKIMOHHBIX
1 6 4aCOB MPAKTHUUECKHUX 3aHSATUI

dopma MPOMEKYTOUHOM aTTECTAIMU — 3a4eT: Ui THEBHOU (POPMBI TMOITY-
YeHHsI 00pa30BaHus -2 CEMECTP; JIJISl 3a09HON —3 CeMecCTp.

VYueOHo-MeToanuecKkuil KoMIieke «OCHOBBI TEHETUKH YeJIOBEKa» BKJFOYa-
eT B ceOs CIIeAYIOUIUE DJIEMEHTHI: TOSICHUTEIBHYIO 3aIlMCKy, TEOPETUYECKHU U
MPAKTUYECKUN Pa3elnbl, pa3fesl KOHTPOJIsS 3HAHUM ¢ MPUMEPHBIM MEPEYHEM Te-
CTOB K 3a4€Ty; BCIIOMOTATEJIbHBIN pa3/iell C CoJiep KaHheM Y4eOHOM MporpaMmbl U
PEKOMEHTyEMOI JINTEPATypPOH.



TEOPETUYECKHWUH PA3JIEJ

MOJIYJb 1

BBEJIEHUE

['eHernka (OT rped. genesis - MpOUCXOXKICHHE) KaK HayKa O 3aKOHOMEPHO-
CTSX HACJIEACTBEHHOCTH U U3MEHYMBOCTH OPraHU3MOB IPOIILIa HECKOJIBKO ITAIOB
pa3BUTHUS, B PE3yJIbTaTe KOTOPOrO MOSBUIIMCH COBPEMEHHBIC 3HAHMSA O T€HETHYe-
CKMX OCHOBaX CTPYKTYPHO-(PYHKIIMOHAILHON OpraHru3alliy KUBON MaTEPHH.

1. | sman (1900-1930 rr.) — mepuoa KJIacCHUECKON I'€HETUKU, Pa3BUTHE
MEH/IETN3MA;

2. lloman (1930-1953 rr.) — pa3paboTKa U MEPECMOTP psia MOJOKCHHIMA
KJIaCCUYECKON T€HETUKH;

3. Hloman (c 1953 1. mo HacTosIIEE BpeMsl) — TPOHUKHOBEHNE T€HETUKH
B CMEXKHbBIEC HayKH, MOSIBJICHUE HOBBIX €€ Pa3/iesioB (IIMTOTCHETHKA, MOJICKYJISIP-
Has TeHETUKA, MEIUIIMHCKAsI TCHETHKA).

['mnoTe3bl 0 MpUpoAe HACIEACTBEHHOCTH M M3MEHUYMBOCTH BBICKA3bIBa-
JUCH elle B riyOOKOM JTPEeBHOCTH, KOTJa YEJIOBEK MPOU3BOAMI OeCCO3HATEb-
HBII OTOOp pacTEHUU U KMBOTHBIX C HanbOoJee IIEHHBIMU J1JIg ce0s KauecTBaMu
Y CBOMCTBaMH.

[lepBas paGoTa 1o HacClIEeACTBEHHOCTH U U3MeHYnBOCTH Aatupyetcs XVII
B. J10 pabora P. Kamepapuyca o nuddepennuanmu nona y pacrenuii. B 50-x
rogax XVIII B. yxxe mpoBoasTCsS HCCIEIOBaHUS 10 THOPUIU3AINHN PACTCHUI
(JIx. KenwpeitTep).

TomykoM K pa3BUTHIO HAYKU O HACIIEJICTBEHHOCTH U U3MEHUYUBOCTH I10-
ciyxunu padotsl Y. Jlapuna.

B 1865 r. yenmickuii ecrectBoncnbITarens I'. Mennens no pe3yiabratam
CBOMX OTBITOB C Pa3jWYHBIMU COPTaMU TOpoxa pa3paboTall METOJbl T'eHETHU-
YECKOro aHajn3a u cPopMyIupoBal OCHOBHBIC 3aKOHBI T€HETHKH. Ero yue-
HUE O HACJEJCTBEHHBIX (haKTOpaxX MOCITYKUIIO OCHOBOU JIJIS CO3/1aHUSI TEOPUH
reHa. Pe3ynabTaThl U 3HAUUMOCTh ONBITOB I'. MeHnpenss ObUIM OCMBICICHBI U
onienensl B 1900 r., mocne Toro kak HezaBucuMo Apyr ot npyra ['. ge @pwus,
K. Koppenc u O. Uepmak BTOpUYHO OTKphLIM 3akoHbI I'. Menaens o Hacie-
JIOBAaHWU MPU3HAKOB.

B 1911 r. T. Mopran ¢ cOTpyJHHKaMH 3KCIEPUMEHTAIBHO J0Ka3allu
CBSI3b HACJIEICTBEHHBIX €AUHUI] (TEHOB) C XpOMOCOMaMHu U CHOPMYITUPOBAIU
XPOMOCOMHYIO TEOPHIO HACIEICTBEHHOCTH.

B 1925-1927 rr. psaom oteuectBeHHbIX (I'.A. Hancon, I'.C. ®ununmnos,
N.A. Panmonopt) u 3apyoexssix (I'. Memnep, JI. Craanep) uccienoBareneit
OblJIa AKCIIEPUMEHTAIBLHO J0Ka3aHa U3MEHUYMBOCTh T'€HOB (MYTAallMH) O] BO3-
nerictBueM (aKTOpOB OKpYKarolieh cpenibl (peHTreHoBCckue yun). OnbIThl Ha



JIPOXIKAX U Ha PACTEHUSAX 3aJ0KWJIM OCHOBBI PaJIMALIMOHHON T'€HETUKU U y4e-
HUs 00 UCKYCCTBEHHOM MYyTareHese.

C.C. YetrBepuxoB ¢ corpyanukamu (1926-1929 rr.), o0beAMHUB MOJI0XKE-
HUSI MEHAENN3MA U 3BOJIIOUMOHHOM Teopuu Y. JlapBuHA, MpoBels MHOTOYMC-
JICHHBIE UCCJEA0BAaHUS YaCTOT '€HOB B MOMYJIALUAX, CTAIA OCHOBOIIOJIOKHUKA-
MH TONYJISIHUOHHOWM M HBOJIOUMOHHOW TE€HETUKHU. JlampHEeHmeMy pa3BUTHIO
ATUX HalpaBlIeHU crocoOcTBoBanu uccienoanuss C. Paiitra, P. ®umepa,
Jx. XonnaeitHa u mkoa oTedecTBeHHbIX uccnenonareneit @.I°. JloOpxkaHckoro,
J.J. Pomamosa, H.I1. Jlyoununa, H.B. TumodeeBa-PecoBckoro. Pe3ynbrars
paboT ATUX aBTOPOB IMO3BOJWIN CHOPMYIUPOBATH OCHOBHBIC IOJIOKEHUS CO-
BPEMEHHOU CUHTETUYECKOU TEOPUHU IBOJIIOLIUH.

BakHbIM 3TanioM B pa3BUTHUH MOJIEKYJISIPHOW M€HETUKHU SIBUJIOCH MPEIO-
noxxenne H.K. Kombrosa (1928 r.) o MaTpu4yHOd TEOpUHU ayTOPETPOMYKIIHH
XpPOMOCOM, O CBSI3M HACJEACTBEHHBIX €MHHUI] - TEHOB C KOHKPETHBIM XHUMUYE-
CKHUM BEIIeCTBOM (OCIKOBBIMH paIuKaiaMu).

Heouennmeiil BKiag B pa3BUTHE MHUPOBOM U OTEUYECTBEHHOM T'€HETHUKHU
BHec akagemuk H.U. BaBuios. Im chopmynupoBaH 3aKOH TOMOJOTHYHBIX PSi-
JIOB B HACJIEICTBEHHOM M3MEHYMBOCTH, [MOKA3aHO €IMHCTBO I'€HETUKU U CEJICK-
un (1920-1943 1T.), coOpan camblii 00ybIION TeHOGOH KYJIbTYpHBIX pacTe-
HUM mupa (cBbime 250 ThIC. 3K3EMIUISIPOB), XpaHsALmMXcs Bo Bcecoro3HoM HMH-
ctutyte pacteHueBoacTBa (Cankr-IlerepOypr).

@. I'puddure (1928 r.), O. DiiBepu, C.Mak-Jleon u M. Mak-Kaptu (1944 r.)
B OMNbITaX HA MUKPOOpPraHMW3Max IMOKa3aJid, YTO BEIIECTBOM HACJEIACTBEHHOCTH
aBygeTcsl He Oesok, kak cuutanu panee, a JIHK. IIpoHnkHOBEHUE B T€HETHKY
METO/IOB XMUMHH W (PU3UKH OTNPENIECTUIO CTAHOBJICHWE W PAa3BUTHUE MOJIEKYJISP-
HOU F'€HETHUKU.

I'ennanphas padota JIx. Yorcona, @. Kpuka u M. Yunkunca (1953 r.) o
pacmppoBKe CTPYKTYphl "HUTH *KU3HU" — Mosekynbl JIHK — mo3Bonmna pac-
KPBITh TallHy T€HETHYECKOTO KOJa, MEXaHW3Mbl OMOCHMHTE3a MOJIUIENTHIOB B
KJIETKE U Mepeaadyn FreHeTHIECKON HH(pOPMaIIUH.

BaxabiM cOOBITHEM B PAa3BUTUM TEHETHKH SBUJIOCH CO3JaHHME KOHIICTIIIUN
nepenaun reerndeckor nHpopmanuu: JIHK -» u-PHK -» 6enok (momunentun). I
Tumun u /1. banrumop (1970 r.) mokaszanu BO3MOXHOCTbh OOpaTHOM mepeaayuu re-
Hetnueckor nadopmarmu ¢ PHK na JIHK ¢ yuactuem dpepmenta odpaTHoit TpaH-
CKPHUIMTAa3bl. ITU UCCIEIOBAHUS 3AJI0KUIIU OCHOBBI TEHHOM WH)KEHEPHUH, MO3BOJIS-
IOLLIEH KOHCTPYUPOBATh KJIETKA U OpraHU3Mbl C HOBOW N€HETUYECKOM ITPOrpaMMon
MyTeM TMepeHOoca reHeTUIEeCKON HH(OPMAIIMU U3 OJTHOTO OPraHU3Ma B JIPYTOM.

B nacTtosiee BpeMsi reHeTHKa TECHO CBSi3aHA C IUTOJIOTHEH, YMOPUOIIO-
THeH, TepaToNorueit, MUKpOOHOJIOTHENH, UMMYHOJIOTHEH, OnoxumMuei, onodpusu-
KOM, paguoOHOJIOTHeH, MEIUIIMHONW, CHCTEMATUKOM, CEJICKIMeH, SBOJIIOIHOH-
HbIM yueHueM. OHa U3y4yaeT U aHAIM3UPYET 3aKOHOMEPHOCTH HACIIEICTBEHHO-
CTU Y U3MEHYUBOCTH HA MOJICKYJISIPHOM, KJIE€TOYHOM, OPTaHU3MEHHOM U MOMY-
JSIUMOHHOM YPOBHSIX.



Hayano pa3Butust MEAMIIMHCKON TeHETUKU OTHOCUTCA K 30-M rogam XX
B. M CBA3aHO ¢ pabOTaMU JICHUHIPAJCKOT0 HeBponaTosora akagemuka C.H. Jla-
BHUJICHKOBA U COTPYIHUKOB IIEPBOT0 B MUpPEe MEIUKO-TEHETUYECKOTO HHCTUTYTA,
co3ganHoro B Mockse npodeccopom C.I'. JleButom. Umenno C.H. JlaBuaeHkoB
3QJI0KUJI OCHOBBI MEJMKO-TEHETUYECKOIO0 KOHCYJbTUPOBAHUS Ha MPHUMEPE
HEPBHO-TICUXWYECKUX 3a00JIeBaHUW U TOKa3aJl N'eHETUYECKYI0 T'€TEPOT€HHOCTD
MHOTHX (pOpM HacIeACTBEHHOH MATOJOTHH. BBICOKYIO OIICHKY Ha MEKIyHAPOI-
HOM YPOBHE NOJYYHWIM T€HETUYECKHE HCCIEIOBAHUSA COTPYIHHKOB Meauko-
FEHETUYECKOTr0 MHCTUTYTA MO MpoOJIeMaM HACIIeIOBaHUS caxapHOro nauabdera u
MYyJIBTH(PAKTOPHAIIBHON TATOJOTUU (SI3BEHHOW M THIEPTOHUYECKON OOJIe3HEH 1
ap.). B 50-e rogel 6marogapst Hoomy nokoseHuto renetukos (H.IL. JlyOunun,
H.B. Tumodeep-Pecosckuii, U.A. Panmonoprt; B.I1. Ddpoumcon, A.A. IIpoko-
dbveBa-benbrosekas, H.II. boukoB) mMeauiMHCKas reHETHKA MOJyYHJIa CTUMYJI
JUISL JAbHEUIIEro pa3BUTHSL.

[IInpokOMy BHEAPEHUIO METOJIOB MEIMIIMHCKOW T€HETHKU B IPAKTUKY
3JIpaBOOXpaHEHUsI CrlocoOCTBOBAN co3AaHHbi B MockBe (1969 r.) mo unuImMa-
tuBe akagemMuka H.II. boukoBa MHCTUTYT MEAUIIMHCKOW TNeHETUKH AKaaeMUU
Meauimackux Hayk CCCP.

Hauano pa3Butusa MeIUIIMHCKON T€HETUKH B beapycu CBSI3aHO C UMEHEM
yjeHa-KoppecnonaeHta Axagemun meauinuHckux Hayk CCCP, mpodeccopa
FO.B. I'ynbkeBuya. Ilox ero pykoBoACTBOM OBbLIM BBINOJIHEHBI MEPBbIE PAOOTHI
[0 U3YYECHUIO 3TUOJIOTUH BPOXKICHHBIX MOPOKOB PA3BUTHUS U POJIM B UX MPOUC-
XOXJeHUU HacneAcTBeHHBbIX (akropoB. Ilo mHuumaruse FO.B. I'ynbkeBuua B
1967 r. B MUHCKOM MEIMIIMHCKOM MHCTUTYTE ObLIa OTKPHITA MpoOIeMHas Jia-
OopaTopusi TEPaTOJOTUHM U MEAUIIMHCKON reHeTUKH. JalbHelIee HHTEHCUBHOE
pa3BUTHE MEAUIMHCKON TeHeTMKH B bemapycu W B CO31aHUM MEIHUKO-
TeHETHYECKOM CITYKObI peCcIyOIMKH TPOUCXOIUIIO TIO/I PYKOBOJICTBOM U YJIeHA-
KoppecnoHaeHTta Akagemuun wMeauuuHckux Hayk CCCP, HbIHe u4JjieHa-
KoppecnonaeHTa HanmonaneHol akagemuu Hayk bemapycu u AkageMuu Menu-
nuHCKUX Hayk Poccuiickoit @eneparuu, npodeccopa .M. Jlasoka. B 1967 r.
OH BO3TJIaBWJI JaOOPATOPHUIO TEPATOJIOTUU M MEIUIIMHCKOW T€HETHKH, CTABIIIYIO
IIKOJION HayYHBIX MEAUKO-TEHETUUECKUX KaJapoB pecnyOnauku. B aToit mabopa-
TOPUU TOJATOTOBJICHBI KaJpbl IS MEIUKO-TEHETUYECKUX KOHCYJbTAlUi T.
MuHcka 1 00JaCTHBIX TOPOJIOB, Opranu3oBaHHbIX B 1970-1979 rr. Ha 6a3e na-
ooparopuu coznad Munckuii ¢punuan MHCTUTYTa METUIIMHCKON reHeTUKU AKa-
nemun meauiHckux Hayk CCCP (1983 r.), kotopsiid B 1989 r. 611 peopranu-
3oBaH B HUU HaciencTBeHHBIX M BPOXKIEHHBIX 3a0ojeBaHuid MuHHCTEpCTBA
3apaBooxpaneHus bemapycu.

Kpynueimumu cnenuanicraMu B 00J1aCTH HACIEICTBEHHBIX M BPOXKICH-
HBIX 3a00seBanuii B Hamed pecnyonuke spistorcss E.I'. Uneuna, U.A. Kupun-
noBa, I'.1. KpaBuosa, B.I1. Kynaxeunko, M.K. Hen3bBens, TT. Copokuna, 1.H.
VYcos, I'.JI. Lykepman, E.JI. UepcTBoii.



Tema 1. OcHOBHBIE MeTOIbI HCCJICTOBAHUSA T'€eHETHKH Y€JI0BEeKA

I'enemuka uenosexa n3ydaer 3aKOHOMEPHOCTH HACJICIOBAaHUS HOPMAIIb-
HBIX ¥ TIATOJIOTMYCCKHUX TPHU3HAKOB M 3aBUCUMOCTD X MPOSBJICHHUS OT TeHOTHITA
1 (hakTopoB BHEIIHEH cpenbl. OHa BKIIIOYAST MEAWIIMHCKYIO TEHETHUKY, KOTOpas
3aHUMAETCS:

1. wW3ydYeHHWEeM NaToreHe3a, KIMHUKH, TUATHOCTHKH, (hapMaKOJIOTHIECKO-
T0 M JIPYTHX BHJOB JICUCHUS W MPO(PHIAKTUKHM HACICACTBCHHBIX OOJIC3HEH Ue-
JIOBEKA;

2. WCCIeIOBaHWEM MEXaHHM3MOB HACJEICTBEHHOHN MpeapacroioKeHHO-
CTH U BPOXKICHHON PE3UCTEHTHOCTH K MYJIBTU(DAKTOPHAIBHBIM 32a00JICBaHISIM;

3. pa3pabOTKOH T'e€HETHYECKHX acCleKTOB WMMYHHUTETa, aJJICpTHuH,
TPAHCILIAaHTOJIOTHH, KaHIIEPOTeHEe3a, TCHHOW WHKCHEPUH U JIp.

N3yuenune reHeTUKU YeI0BEKa CBSI3aHO C PSAJAOM OCOOCHHOCTEN U TPYIHO-
CTEH:

1) CIOXHBIH KAPUOTHUII — MHOTO XPOMOCOM U TPYIII CLEIUICHHUS;

2) TO3[HEe MOJI0BOE CO3PEBAHNE YEIIOBEKA U PeKas CMEHA ITOKOJICHHI;

3) Majoe KOJIUYECTBO MOTOMKOB;

4) HEBO3MOXXHOCTH SKCIICPUMCHTHPOBAHHS,;

5) HEBO3MOXKHOCTH CO3[aHHS OJMHAKOBBIX YCIIOBHUU KU3HU.

Jlist obcmenoBanust OONBHBIX W PEIICHUS BOIPOCOB MAaTOTeHE3a HaCie-
CTBCHHBIX 3a00JICBAaHUH B MEIUIIMHCKON T'C€HETHKE MPUMEHSIOTCS OOIICTIPUHSI-
TBIC METOJIbI KIMHUYECKOTO OOCJICIOBAHUS: YIbTpAaCOHOTpadus, 3JIEKTpOKap-
nuorpadus, snekTpodHnedanorpadus, daeKTpoMHorpadusi, OHOXUMHYECKHUE
aHAJIM3bl OMOJIOTMYECKHUX JKHJIKOCTEH, Onoricus TkaHed u ap. OJHAKO MMeeTCs
HENBIH Pl CEUPUISCKIX METOJIOB, C TIOMOIIBID KOTOPHIX MOYKHO HM3ydYaTh
BOTIPOCHI BO3HWKHOBEHUS, Pa3BUTHS, PACIPOCTPAHCHHS HACJCICTBEHHBIX 00-
Je3Hed, MEXaHU3MBbl MX TIepeaadd W3 IOKOJICHUS B IOKOJICHHE, a TaKXe POJIb
reHOTHUIa B (DAKTOPOB CPEJIbI B MX TPOSBJICHHH.

KinHMKO-TeHea10ru4ecKuii MeTo/x

Knunuxo-eeneanocuueckuii memoo Obln mpemnoxeH B 1883 .
@. ['anpToHOM. OH OCHOBaH Ha MOCTPOEHUU POAOCIOBHBIX U NMPOCIEKUBA-
HUM B PNy MOKOJICHUH Mepenadyu ONnpejelIeHHOro npusHaka. [ eneanocus —
ATO YYEHHE O po0ocio8Hbix. PONOCIOBHAs TpeacTaBiseT coboi rpaduye-
CKO€ M300pake€HHE POJCTBEHHBIX CBS3EH MEXIYy YJICHAMH OJHOW CEMbU B
HECKOJbKUX TOKOJICHUAX. AHAJIN3 paclpelesicHUus] KaKuxX-JInOo MPU3HAKOB
(3abonieBanmnit) cpeau TpeACTaBUTENCH OJHOM CeMbU B POJOCIOBHOU CO-
CTaBJISIET CYIIHOCTh F'€HEAJOTHYECKOTO METOIA.

CocraBneHrue pOJOCIOBHBIX MPUMEHSIOCH MJIsi U3Y4YeHHUs 3a00JIeBaHUMN
YeJIOBEKa C JaBHUX BpeMeH. OHAKO OKOHYATEIBHO ATOT METO/ CHOPMHUPOBAII-
ca B Havasie XX Beka. B MeOUIIMHCKON T'€HETHKE TI€HEAJIOTMYECKHIl METO]



Ha3bIBAIOT KIUHUKO-2eHeal02udecKuM, TaK KaKk OH BKJIIOYAET KIMHUYECKOe 00-
ciieloBaHre OOJILHOTO U €r0 POJCTBEHHUKOB

Merto o3BOJIIET YCTAHOBUTH:

1) sBASCTCS JIM TaHHBIA MPU3HAK HACJICICTBCHHBIM (11O TPOSIBIICHHUIO €T0
y POACTBEHHUKOB);

2) TUI W XapakTep HacJeIOBaHHS (JIOMHHAHTHBIA WM PEIIECCUBHBIN,
ayTOCOMHBIN UJIM TOHOCOMHBIN );

3) 3WUTOTHOCTH JIUI] POJIOCIIOBHOM (TOMO- HJIM TE€TEPO3UTOTHI);

4) TeHEeTPaHTHOCTh I'eHa (YacTOTa ero MPOSBIICHUS ),

5) BepOSTHOCTH pOXKIeHHs peOeHKa C HACIEICTBCHHOW MaToJoTHel (Te-
HETUYECKUHN PUCK).

KimHuko-reHeanornueckuii METo/l yCIOBHO BKIIFOUAET 3 ATara:

O cOOp MaHHBIX 000 BCEX POJCTBEHHUKAX OOCIEAYEMOTO (AHAMHES),

O HOCTPOEHUE POJOCIOBHOM;

O aHaJu3 POJOCIOBHON U BBIBOJBI.

CocraBieHre poJIOCIOBHBIX TpeOyeT COOIIOACHMsS ONpeAeNIEHHBIX Ipa-
BHJI, KOTOPBIE MO3BOJIAIOT IMPOBECTH aHAJIU3 PACHPEACIICHUS MIPU3HAKA WIH 3a-
OoseBaHMs B KOHKpeTHOU cembe. CobupaTth nH(pOpMALIUIO OOBIYHO HAYUHAIOT C
O0JBHOTO — npobanoa. 3aTeM UCCIEAYIOTCS U IPYyrue poACTBEHHUKH OOIBHOTO,
B IIEPBYIO OYEpEb €ro poauTenu u cudcbl. Cubcvl — 3TO OpaThsd U CECTPHI, T.€.
JI€TU U3 OJHOM ceMbu. Bcex pojCTBEHHUMKOB OJHOTO MOKOJIEHUS PACIonararoT
Ha OJIHOM TOPU3OHTAIBHOM JIMHWU. YHallle BCEro pOJIOCIOBHBIE BKIIOYAIOT CBE-
JIEHUSI O TPEX — YEThIPEX MOKOJEHUSX OJTHOM CEMbH, KaXKI0€ U3 KOTOPBIX 000-
3Ha4YaeTCsl pUMCKOU 1U(poii, HauuHasg ¢ caMoro crapuiero. Kaxaplii 4enoBek
OJIHOTO TOKOJICHUSI OMEeYaeTcsi apaOCckoi 1udpoi, yBeInuuBaromieiicss B mpa-
BYIO CTOpOHY. TakuM 00pa3om, JIFOOOM MpeaCcTaBUTEIh CEMbU IOJIydYaeT CBOM
NepCOHANbHBIN HOMep. JItonel, o0magaronmx aHaIu3upyeMbIM MTPU3HAKOM (3a-
0oJeBaHrEM), BBIICIISIOT IITPUXOBKOM.

Hauunatot onpoc ¢ poJCTBEHHUKOB M0 MAaTEPUHCKOW JIMHUK: 0a0yIIKU U
JEOYIIKA TI0 MaTepH, UX JETel MO MOPSAIAKY POXKIEHHUS, C YKa3aHUEM BHYKOB,
JeTel Kaxaoro peoeHka 0abyniku U AeAyliKd. B pogocioBHYIO BHOCAT CBEJE-
HUS O BBIKMJBIIIAX, a0OpTax, MEPTBOPOKIACHHBIX, OECIUIONHBIX Opakax #U T.A.
3aTteM, B TaKOM e MOCJIeI0BaTEIbHOCTH, COOMPAIOTCS CBEIEHUS O POJICTBEHHU-
Kax oTIa npobana. PErucTpupyoT cienyromue CBeIeHU:

e (bamMunus, UM, OTYECTBO (AJIsSI JKEHILMHBI YKa3bIBaIOT JIEBUYbIO (a-
MUJIUIO);

® BO3pAacCT, AJI KUBBIX — T'OJl POKACHUS, a I YMEPIIUX — BO3PacT, B
KOTOPOM HAacCTyHuja CMEPTh, (YKa3bIBAIOT JAThHI POKICHUS U CMEPTH);

® HaIMOHAIBHOCTH;

® MECTO JKUTEIbCTBA CEMbH;

e mnpodeccus;

® HaIW4YME XPOHUYECKUX 3a00JI€BaHUN y POJACTBEHHUKOB, JIJIST yMEPIITUX
POJICTBEHHUKOB YKa3bIBa€TCsl MPUYMHA CMEPTH, B TOM YHUCJI€ U HACUIILCTBEHHAS,
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® ajipeca POJICTBEHHUKOB C MOJPOOHBIMU MAaCHOPTHBIMU JIaHHBIMHU.

[To 3aBepuieHuu cobopa CBeJECHUN NMPUCTYMNAIOT K rpaduyeckoMy u300pa-
YKEHUIO POJOCIOBHOU. JIJI1 €€ MOCTpOEHNs IPUMEHSIOT YCIOBHbBIE 0003HAYEHUS,
npemoxxenusie B 1932 r. A. FOctom

['eneanoruveckuii METO] MO3BOJIAET YCTAHOBUTH THUIl HACIEAOBAHUS MPHU-
3HaKa (3a00yieBaHUs); ONPEIEIUTh YaCTOTy M BEPOSATHOCTH IPOSBICHHS IPU-
3HaKa, YyCTAHOBUTH €T0 BBIPAKEHHOCTH U JPYTHUE 3aKOHOMEPHOCTH.

AymocomHno-00MUHaHmMHbIL MUN HACIe008AHUSl XAPAKTEPUYETCS CIEdY-
IOLTUMU TPU3HAKAMH:

e OOJbHBIC B KAXKJIOM MTOKOJICHUH;

e 0OJIbHOM peOeHOK Y OOJIbHBIX POJIUTEIICH;

e (QOJICIOT B PABHOW CTETICHU MY>KUYMHBI U )KCHIIIUHBL

® HaclelOBaHUE MPHU3HAKA WICT MO BEPTHUKAIH M TOPU3OHTAIH (IIPOSIB-
JIeHHEe MpU3HAaKa HaOMI0aeTcsl B BEPTUKAIbHON U TOPU30HTAIBHON YacTIX Po-
JIOCJIOBHOM );

e BeposaTHocTh HacnenoBanus 100% (ecmu XoTst Obl OJIMH POJUTENH TOMO-
3uroteH), 75% (ecau 06a poautesst rerepo3urotHsl) U 50% (ecmu OauH POIUTENh
TeTepPO3UTOTEH, & BTOPOI — TOMO3HUTOTA PEIIECCHBHAS).

[Tpu3Haku ayTOCOMHO-AOMHUHAHTHOTO THIIA HACIEIOBaHUs OYyAyT IPO-
SBIIATHCS TOJBKO MPHU MOJTHOM JOMHHHUPOBAHHMH. Tak HACIEAYIOTCS y YejoBeKa
NOJMUAAKTIIINSA (LIECTUIIANIOCTh), BECHYIIKH, Kyp4aBble BOJOCHI, Kaphil IBET
a3 u ap. [Ipy HEMmoNMHOM AOMUHUPOBAHWHU Y MOTOMKOB OYyJET MpPOSBISATHCS
npoMexyTouHas ¢opma HaciemoBaHus. [Ipu HEMOIHONW MEHETPAaHTHOCTH TeHa
OOJLHBIE MOTYT OBITh HE B KaXKIOM MTOKOJICHHH.

AymocomHo-peyeccusHblil. mun HAc1e008aHus XapakTepU3yeTcs cleay-
IOIMMU TIPU3HAKAMU:

e QOJIbHBIE HE B KAKJOM MTOKOJICHUHU;

e 0OJBHOIN pedeHOK (rOMO3UIroTa) POKIAETCS y 3JA0POBBIX POIUTENEH
(reTepo3uror);

e 0OJICIOT B PaBHOM CTEMICHH MY>KUYMHBI U )KCHIIIUHBL

® HacJeJ0BaHUE MPU3HAKA UJIET IPEUMYIIECTBEHHO 110 TOPU30HTANH;

® BEpOSTHOCTb HaciemoBaHus 25% (ecnu oba poAMTENS TETEPO3UTOT-
Hbl), 50% (ecau oauH pOAUTENIb TE€TEPO3UTOTEH, @ BTOPOl TOMO3UTOTEH 1O pe-
neccuBHoMy Tipu3Haky) U 100% (ecnu o0a poauTenss perecCUBHbIE TOMO3UTO-
ThI)

Yame Bcero BepOATHOCTh HACIENOBaHHWS OOJE3HW  ayTOCOMHO-
pELeCCUBHOTO THMa cocTaBisieT 25%, MOCKOIbKY BCIEACTBHE TSKECTH 3a00Jie-
BaHMS TaKue OOJIbHBIC MO0 HE JIOXKUBAIOT JO JETOPOJHOrO BO3pacTa, JU00 HE
BCTyMaroT B Opak. Tak Hacienyercs y yenoBeka (peHUIKETOHYPHSI, CEpIIOBHUIHO-
KJIETOYHAsl aHeMHUsI, TOTyOOM LBET IJ1a3 u Jp.

X-cyennenHvlii peyeccusHvlll mun HACIe008aHUs XAPAKTEPU3YETCs Clie-
JTYIOIIMMU TIPU3HAKAMMU:
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OOJIbHBIE HE B KAXK/I0M MTOKOJICHHH;

O0JBEHON peOEHOK POKIAETCS Y 3[I0POBBIX POAUTEIICH;

00JIEI0T MPEUMYILIECTBEHHO MY>KUHHBI;

HacJIeI0OBAHUE MTPU3HAKA HIET IPEUMYILIECTBEHHO 110 TOPU30HTAIIN;

® BEpPOATHOCTH HacienoBaHus — y 25% Bcex npereil, B Tom yucie y 50%
MaJbYMKOB.

Tak HacienyroTcs y 4eaoBeKa reMopuiIns, JAIbTOHU3M, HACJIeICTBEHHAs
aHEMUsI, MBIIIICYHAsT JUCTPODUS U JP.

X-cyennennvlit OOMUHAHMHBIN MUN HACA€008aAHUS CXOJEH C ayTOCOMHO-
JOMUHAHTHBIM, 32 MCKJIIOYEHUEM TOr0, YTO MYXYHMHA MEpPEAacT 3TOT IMPHU3HAK
TOJIBKO J04YepsIM (CHIHOBBS MOJYYarOT OT OTHa Y-xpomocomy). IIpumepom Ta-
KOro 3a00JieBaHUs sBIsiETCA 0cobast (hopma paxuTa, yCTOWYUBAs K JICUYCHHUIO BU-
taMuHoM D.

Tonanopuueckuti mun Hacieo008auusi XapaKTEPU3YETCS CIETYIOIIMMU
MpU3HAKAMMU:

e OOJIbHBIE BO BCEX MOKOJICHUSX;

e 0OJICIOT TOJIBKO MYXYHHBI;

e y OOJBHOIO OTIIA OOJIbHBI BCE €TI0 CHIHOBDS;

® BEpOATHOCTH HacyenoBaHUs y Manb4ukoB 100%.

Tax HacnmengyroTcs y uyenoBeKa HEKOTOpble (OpMBI HUXTHO3a, 00-
BOJIOIIIEHHOCTh HAPYXKHBIX CIYXOBBIX MPOXOJOB U CpPeAHUX (anaHT MaJbIIEB,
HEKOTOpbIe (hOPMBbI CHUHIAKTUIINY (CpallleHUue NaibIeB HOT) U JIp.

bausHenoBbIil MeTO

bnusneyoswiii memoo U3ydyeHUsl TEHETHKU YE€JIOBEKa BBEIEH B MEAMIIMH-
ckyro npakTuky @. ['anbToHOM B 1876 1. OH MO3BOJISAET ONPEAETUTD POJIb TE€HO-
TUIIAa U CpeAbl B MPOsiBIEHUU npu3HakoB. B 1924 r. I'. Cumenc pa3zpaboTtan me-
TOAMKY ONPEAEIECHHS 3MTOTHOCTH OJIM3HELIOB U MPEAJIOKUI pa3andyaTb MOHO3HU-
TOTHBIX - OJTHOSIMIIEBBIX U JAU3UTOTHBIX — JIBYSHIEBbIX OMu3HE0B. OHU UMEIOT
OJIMHAKOBBIM T'€HOTUII, HO MOTYT OTJIMYAThCA MO (PEHOTHIY, YTO OOYCIOBICHO
BO3JIEHCTBUEM (PAaKTOPOB BHEIIIHEH CPEJIbI.

Jluzucomnule (08ysiiyesvie) bau3Heysbl Pa3BUBAIOTCS MOCIIE OIJIOJOTBOpPE-
HUS CIIEPMATO30MJaMU HECKOJBKMX OJHOBPEMEHHO CO3PEBUIMX SMIEKIETOK.
Takue OnMu3HENb WMEIOT pa3HbIi T€HOTUN, U UX (PEHOTUMHUYECKHE OTINYMS
00yCJIOBJIEHBI KaK TEHOTHUIIOM, TaK U (DaKTOpaMU BHEIITHEW CPEJIbI.

MoOHO3UTOTHBIE OJIM3HEIBI UMEIOT OOJBIIYIO CTENEeHb CXOJICTBA MO MPH-
3HAaKaM, KOTOPbIE€ ONPENENSIIOTCS B OCHOBHOM reHoTurnoM. Hanpumep, onu Bce-
I71a OJJHOTOJBI, Y HUX OJIMHAKOBBIE TPYMIBI KPOBH MO pa3HbiM cuctemam (ABO,
Rh, MN u ap.), oqMHaKOBBIN LBET IJ1a3, OJHOTUITHBI IEPMATOTTU(UICCKUE Y30-
pBI Ha Majblax, JaJ0HAX U CTOMaX. DTH (PEHOTUITNYECKUE TPU3HAKU U UCTIONb-
3YIOTCSI B KAYECTBE KPUTEPUEB AUATHOCTUKH 3UTOTHOCTH OJIM3HEIIOB.
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CnocoOHOCTh K POXKIIEHUIO OJHOSMIEBBIX U JIBYSHILIEBBIX OJM3HEIIOB SIB-
JISIeTCSL HAcNEeACTBEHHBIM IPU3HAKOM M BCTpeuaeTcs npuMepHo B 1,9% ciydaes.
IpudeM /3 Bcex GIM3HEIIOB OBIBAIOT OXHOSMIIEBBIMI. 3aKOH O YaCTOTE POYKIA-
eMocTH OJIM3HEN0B ObUT chopMyNIHpoBaH (PppaHiry3ckuM 6uosiorom I'. DmmmuHOM.
OH npuIen K BBIBOAY, YTO Ha 87 JeTei-0AMHOYEK POKIAETCs O/IHA Mapa JBOEH,
Ha 87 NBOEH - OJIHA TPOWHS, HA 87 TPOEH - OJIHA YETBEPHS U T.A. TO €CTh uem
MHOTOTJIOJTHEE POJIbl, TEM PEXKE OHU BCTPEUYAIOTCS.

YacroTa poxaeHus OTU3HEIOB 3aBUCHUT TaK)Xe OT Bo3pacta marepu. Ha
sToM ocHoBauuu /. JlyHkaH chopMynrpoBai CICTYIONINI 3aKOH. Y >KCHITUHBI
B Bo3pacTe 35 JeT maHChl poXKIeHUsI OJU3HEIOB BBIIIE, YeM y 00Jiee MOJIOABIX
MaTepeil, 1 BEpOSTHOCTh POXKICHUS OJM3HEIIOB YBEIMYUBACTCS B 3aBHCUMOCTH
OT KOJIMYECTBA MPEAbIYIINUX poJoB. Eciin skeHIuHa B Bo3pacte 35 JieT uMmeer §
JI€TEN, TO BEPOATHOCTh POKJCHHS Y HEE IBOMHU BBIIIE, YEM Y KEHILIUH TOTO KE
BO3pacTa, HO UMEIOIMMX 7, 6, 5 U T. 1. AeTel. Y KEHIIMH B Bo3pacTe mocie 45
JIET BEPOATHOCTD POXKIACHUS OJIM3HEIIOB CHIXKACTCS.

Yactora MHOTOIUIONHBIX OEPEMEHHOCTEH 3aBUCUT OT TOPMOHAIBLHOTO
BnusiHug. HeoxuHakoBa oHa W y pasHbIX HapoaoB. Hampumep, Onm3HenoB
OOJIBIIIE BCETO y aMEPUKAHCKUX HETPOB M MEHBIIIE BCETO y AMOHIIEB.

CnocoOHOCTh pOXKaaTh OJIM3HELIOB HACJIEAyeTCs MO KeHCKOM auHuu. Ho
N.N. Kanaes (1959) npuBoauT ciaydau BIMSHUS HAa €€ HACIEAYEMOCTh 10 JIMHUU
ora. B xonne XVIII B. nepBas xeHa kpectbsinuHa [lyiickoro yezna denopa
Bacunbea (1707-1782rr) poxana 27 pa3: 4 yuerBepHu, 7 TpoeH, 16 nBoeH. Bro-
pasi »keHa — 8 pa3: 2 TpoiiHu u 6 ABoeH. Becero y Hero Obuio 87 nerei.

Ha ¢usnueckoe n ncuxuyeckoe pa3BUTHE OJM3HEIOB BIUSIOT OCOOCHHO-
CTH MX BHYTpUYTpoOHOTO pa3putus. Cynp0a OJM3HEIOB B 3HAUYUTEIHLHON Mepe
3aBUCHUT OT WX TOJIOKeHHS B MaTke. Ecnu oauH U3 HUX pacronaraercs HEBbI-
TOJTHO JJIE HOPMAJIBHOTO PAa3BUTHsI, TO JPYTroll MOXKET OOOTHATh B Pa3BUTUU U
BBI3BaTh €r0 MCTOINIECHUE U Jaxe rudens. Hepeako mexmy Onu3HEnaMu B Mpo-
1ecce dMOPUOHANBHOTO PAa3BUTHSI BO3SHUKAIOT COCYAMCTHIE aHACTOMO3BI. DTO
CIIOCOOCTBYET TOPMOHAJIBLHOMY BIMSHHUIO OJHOTO IUIOJa Ha JpPYyrod uepes
KpoBb. B pesynbraTe onuH uim 00a 01M3HEa MOTYT OKa3aThCsl HEJOPA3BUTHIMU
B (pu3MUeCKOM U MOJIOBOM OTHOIICHUHU. MIHOT/Ia y MOHO3UTOTHBIX OJIM3HELIOB C
oOLIeH MIAEHTON COCYAUCThIE AHACTOMO3bI CO3JIAl0T KaK Obl TPETUH KPYT KpO-
BOOOpAIIIEHUS, KOTOPBIM MOKET HCIOJIB30BaThCS MPEUMYIIIECTBEHHO OJHUM W3
OJIM3HEIIOB. JTO MOXKET SBUTHCS NMPUYMHOW aHOMAJIUW Pa3BUTUS WIM THOEIU
OJIHOTO JTM00 Jaxe o0oux Oau3HenoB. [IoCKoNIbKY OJIMH U3 OJM3HEIIOB UCTIONb-
3yeT OOJIBIIIYI0 YacTh IUIAIIEHTHI, Y HETO MOXET CO3JaThCsi M30BITOK KPOBEHA-
MOJIHEHUSI COCYIOB. DTO BBI3BIBACT TUMIEPTPO(HIO MBITIIIBI CEP/IIIA, IEYEHH, TT0-
BBIIIICHUE apTEPUATBHOTO JIABJICHUS, YTO MIPUBOAMT K THOEu 1uioaa. Jpyroii ke
OJM3HEI] U3-3a HEJI0CTaTKa KPOBH MOXKET PE3KO OTCTaBaTh B PA3BUTHH, Y HETO
BO3MOYKHA aTpO(Us MBIIIIIBI CEP/Ia, YTO B UTOTE TAKXKE MOXKET 3aKOHUUTHCS
€ro CMEPTHIO BHYTPUYTPOOHO WIIH Cpasy MOCIIE POKICHUS.
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Penkuii ciydail, korga BMECTO OKHAAEMOTO MPOMEKYTOUHOIO MEKIY
poautensiMu (Oenoil MaTepu U OTLIa-HETpa) I[BETa KOXKU, XapaKTePHOTO JIJIS 1O-
JIUTEHHOT'O0 HACJIEI0BaHMs, HAOIIOAAETCS CXOJICTBO JIETed MO IBETY KOXU: Y
MaJIbuMKa C OTLIOM, Y A€BOYKH C MATEPBIO.

Oco0yto rpynmmy cped MOHO3UTOTHBIX OJIM3HEIOB COCTABIISIOT HEOOBIYHBIE
TUTIBI OJTU3HEIIOB: JABYXTOJIOBBIC (OOBIYHO JIETABHBIC CITy4dau), Kacrodarn (cruam-
ckue Omu3Henbl). OHU POKIAIOTCS CPOCIIUMHUCA U OYEHb PEIKO (OJUH cly4yail Ha
10 muH. HOpMalTbHBIX poaoB). CpacTaHue OJM3HEIOB MPOUCXOUT B PE3yJbTaTe
7100 BTOPUYHOTO MX COSITUHEHMSI, TUOO BCIICICTBUE HETIOJTHOTO PAa3IBOCHHMS €IH-
HOro 3auaTtka. CruaMckue OJM3HEIbl BCeTa OJIMHAKOBHI IO TOJTy U Yallle BCTpeya-
I0TCS Cpeqiu 1eBoYeK. B HacTosiee BpeMsi MPOBOAST XUPYPruuecKoe pa3ieicHue
omusHenoB. B 1811 r. poaunuck Yant u DHT — cMaMCcKue OJIM3HeIbI (110 Ha3BaHUIO
Cuama, HpiHe Taunanm), CBsI3aHHBIC TKAHEBOW MEPEMBIYKON MIMPUHON okojo 10
cM, B obmactu mynka. OHu mpoxwin 63 rona, ObUIM KEHAThl Ha cecTpax. YaHr
umen 12, a Our 10 gereit. B 1874 r. ymep oT Bocnanenus jerkux Yanr, a Hr, Oy-
Jy4d 340POBBIM, MEPEKMUII €ro TOJbKO Ha 2 yaca. B 1950 r. B Mockse poauinuch
neBoukr Marra u Jlama, nposkuBiire 53 roga. Y Kaxaon U3 HUX copmMupoBajcs
cBoM xapakrep: Jlamma — criokoiHas u OTBETCTBEHHas, Maiia — rpyboBarasi, Hero-
ciymHas U pusndecku kpenkas. Ho umenno Maiiia Heclia IpakTUYECKU BCHO TSi-
YKECTh UX OOIIETo Teja, KOr/la OHU MEPEIBUTATHCH.

HonyAuMOHHO-CTATUCTHYECKUIT METOJ

Llonynayuonno-cmamucmuyeckuti METOJT U3YYEHUSI TEHETUKU Y€JIOBEKA OC-
HOBaH Ha MCIOJIb30BaHUU 3aKOHa Xapau-BaiiHOepra v mo3BoJsieT onpeaessiTh ya-
CTOTY I'€HOB Y T€HOTHUIIOB B MOMYJIAIMAX Jitoiel. Hanprmep, TOMO3UTOTHI MO TEHY
HbS B Pecniybnuke Benapych mpakTHYeCKd HE BCTPEYAIOTCS, a B CTpaHax 3amaji-
Hoil Adpuku vactora ux Bapeupyer ot 25% B Kamepyne, no 40%, B Tanzanumu.
N3ydenue pacnpocTpaHeHusi TEHOB CPEIM HACETICHUS Pa3IMYHbIX reorpaduyecKux
30H (2eHnoceocpaghusi) MaeT BO3MOKHOCTb YCTAHOBUTH IIGHTPBI ITPOUCXOXKICHUS
Pa3IMYHBIX 3THUYECKUX TPYII U UX MUTPALUIO, ONPEACIIUTh CTENEHb PUCKA MOSIB-
JICHUS HACJICICTBEHHBIX 00JIe3HEH Y OTAETBHBIX UHIAUBUIYYMOB.

[uToreHeTn4eCKUi MeTO

Llumoecenemuueckuti memoo OCHOBaH Ha MUKPOCKOITMYECKOM HCCIIE0BA-
HUU KapUOTHIIA.

DTarbl UCCIEeI0BAHUS KapUOTHUIIA!

® KYyJbTUBUPOBAaHUE KJIETOK 4eNoBeKa (daiie JAUMEPOIMTOB) HAa HUCKYC-
CTBEHHBIX NMUTATEIBHBIX CPEAax;

® CTUMYJISIITUS MUTO30B (putoremMarritoTuHuHOM (DI'A);

e 5100aBJICHUE KOJXUIIMHA (pa3pyllaeT HUTH BEpPETCHA JEJICHMs) IS
OCTAaHOBKHM MUTO03a Ha CTaJuH MeTa]asbl;

e 00paboTKa KJIETOK TMIIOTOHMYECKHUM pPacTBOPOM, BCIEIACTBUE YEro
XPOMOCOMBI "pacchinaroTcs' 1 JIekaT CBOOOIHO;
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® OKpalIMBaHUE XPOMOCOM;

® U3y4YeHHUE M0JI MUKPOCKOIIOM U (OoTorpapupoBaHie KapHUOTHUIIa;

® BBIPE3aHHUE XPOMOCOM M MOCTPOCHHUE UINOTPAMMBI.

B Hacrosiiee BpeMs MpoLecc U3ydeHUs] KapHOTHUIIOB MTPOBOAUTCS C TIOMO-
IIbIO CIIEIUANBHBIX TporpamMM. B 70-e roabl ObL1 pa3paboran meroa auddepen-
UAJILHOTO OKpAIlIMBaHUSI XPOMOCOM YEJIOBEKa, KOTOPBIM IMOKa3ayl, YTO KaxKJas
napa XpoMOCOM MMEET CBOM crienn(UYecKril XapakTep 4epeoBaHus HEOKpAIlICH-
HBIX, CBETJIO- U TEMHOOKPAIICHHBIX JUCKOB. OH MO3BOJISIET BBISBISATH T€HOMHBIE
(6one3np JlayHa) M1 XpOMOCOMHBIE (CHHIPOM "KOIIaubero Kpuka') MyTarum.

Ha TIlapumxckoit koH(depeHIMU MO CcTaHAApTU3alMd U HOMEHKJIAType
xpomocoM yenoBeka (1971) ObutM NPUHATHI NpaBUla OMUCAHUS CUMBOJINY €-
CKOro 0003HAYEHHUsI KapUOTHUIIA YEJIOBEKAa B HOPME U MPHU MATOJOTMYECKHUX
COCTOSIHUSIX, OOYCIJIOBJICHHBIX MyTalHUsIMU XpOMOCOM. Tak  HOpPMAaJIbHBIN
MYKCKOW KapHOTHUIl MPHUHATO 0003Ha4yaTh B BUAe ¢dopmynsl 46,XY, a HOp-
MaJIBHBIN XEHCKUU — 46,XX. Ilpn Hanuumm MyTareHHbIX U3MEHEHHH, OTMeE-
YaAIOTCS JULIHAS XPOMOCOMa KapuOTHUIIa, HEXBAaTKa XPOMOCOMBI U MMEIOLIY €-
Csl CTPYKTYpPHbBIE H3MEHEHHUSI OTAEIBHBIX XPOMOCOM.

Kapuorun 001pHOTO 3amUCHIBAIOT B TAaKOW MOCIENOBATEIbHOCTU: 00-
miee KOJIMYECTBO XPOMOCOM, HAOOp TIETEPOXPOMOCOM, HOMEP XPOMOCOMBI,
KOPOTKOTO WJIM JJIMHHOTO TUleya U M30bITOK (+) WM HexBaTka (-) reHeTuye-
ckoro marepuana. Hanpumep, 6one3ns [layna y manpuuka: 47,XVY,21+; cun-
npoMm "Komraubero kpuka" y aeBouku: 46,XX,5p-. InuHHoe miiedo o6o3Haya-
ercs (Q); KOPOTKOE ILIEUO — ().

Hampumep, 3anuce 46, XY, 30+ xapakTepu3yeT MYy>KCKOH KaprOoTHUI ¢ 46
XpOMOCOMaMH, TH¢ JIMHHOE Tuiedo () OAHOM M3 XPOMOCOM TPEThEH Maphbl
JUIMHHee, yeM B HopMme. O6o3Hauenue 47, XX, 14+ p+ yka3bIBaeT Ha KEHCKUUI
Kapuotun ¢ 47 XpoMocoMaMH, BKJIOYas J00ABOUHYIO XpoMmocoMy 14 ¢ ymiu-
HEHHBIM KOPOTKUM (p) tuteuom. [lpwm 3amucu 46, XX, del(1)(q2l) peur uumer o
KEHCKOM KapuoTune ¢ 46 XpoMOCOMaMH U € JeJelrel XxpoMocomsl 1 (B mepBoM
CErMEHTE BTOPOro paiioHa €€ JJIMHHOTO Iieya).

BuoxumMmnuyeckue MeToabl

Buoxumuuecxkue memoost OCHOBaHBI Ha U3yYEHUU aKTUBHOCTH (PEPMEHT-
HBIX CHUCTEM JIHOO MO0 aKTUBHOCTH caMoro (epmeHTta, Jud0 Mo KOJIUYECTBY KO-
HEYHBIX MPOJIYKTOB PEAKIIMHU, KaTaau3upyemMou naHHbM (epmeHTom. [Ipume-
HSIOT XpomaTtorpadudeckue, (QIIopoOMETpUUECKHUE, PaTUuOUNMMYHOJIOTUUECKHE
U npyrue MeTobl. OHU TIO3BOJISIFOT BBISIBIISITH TEHHBIC MyTaIluU - IPUYHHBI 00-
JIe3HeH oOMeHa BelecTB (HarpuMep, GEeHUIKETOHYPHS, CEPIIOBUAHO-KICTOYHAS
anemust). OHU MOTYT PUMEHSITBCS M KaK 3KCIIPECC-METO/IbI.

C momoIIp0 OMOXUMHUYECKUX HArpy304HBIX TECTOB MOYKHO BBISIBIISITH T'e-
TEPO3UTOTHBIX HOCUTEJICH MaTOJOTHYECKUX TCHOB, HAIpUMEP (PECHUIKETOHYPHUH.
OOcnegyeMoMy 4YelOBEKY BBOAST BHYTPUBEHHO OMPEICICHHOE KOJIMYECTBO
aMUHOKHCJIOTH! (PeHMITaJIaHWHA M Yepe3 PaBHBIC MMPOMEKYTKH BPEMEHHU OIpeie-
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JISIFOT €€ KOHIIEHTPALMIO B KpOBU. EClii 4enoBek TOMO3UTOTEH IO JIOMUHAHTHO-
My TeHy (AA), ToO KOHIeHTpauus (peHuIaTaHuHA B KPOBHU JIOBOJBHO OBICTPO
BO3BpaIaeTcs K KOHTPOJIBHOMY YpPOBHIO (OMpenessieTcss 1O BBEACHUS (PCHHII-
aJlaHWHA), a €CTIM OH TeTePO3UTOTEH (Aa), TO CHUKCHHE KOHIICHTpAIuN (peHMII-
aJlaHWHA WJET B JIBa pa3a MEJJICHHEEe, TaK KaK y TeTepO3UTOTHOTO OpraHu3Ma
collepkaHre aKTHBHOW (OpMBI (epMEHTAa BIBOE HUXKE, YeM y JOMHUHAHTHOU
TOMO3HTOTHI (T€H a KOJUPYeT HeaKTUBHYIO (hopmy hepMeHTa).

AHaJIOTUYHO MPOBOASTCS TECTHI, BHIABISIONINE MTPEAPACIIONOKEHHOCTD K
caxapHOMY TMa0eTy U APYruM OOJIE3HIM 0OMEHa BEIIECTB.

Metoasbl pekomOHanTHOM JHK

Memoowl pexombunanmuou /{HK 1o3BOJISIOT aHAIU3UPOBATH ()parMeHTHI
JAHK, HaxoauTh ¥ U30JIMPOBATH OTAEIbHBIE TEHBI U UX CETMEHTBI U YCTAHABIIHU-
BaTh B HUX IOCJIEIOBATEIILHOCTh HYKJICOTHIOB.

Meron knonupoBanuss JIHK mo3BosisieT n301upoBaTh OTIEIbHBIE TEHBI
Wik ux ¢pparMeHTsl (PepMEeHTHI peCTPUKTA3bl), CO3/1aBaTh HEOIPAHUUEHHOE KO-
mnuectBo ux komuit (pepment [HK-mommmepasa), tpanckpubupoBath (ep-
MeHT PHK-monumepasa) u TpaHCIMpoBaTh HM30JUPOBAHHBIE T€HBbI (TIOJTydYaTh
KOJIUPYEMBIE MOJUMENTHU/IBI). DTO CTajl0 BO3MOXKHBIM Oyiarofapsi OTKPBITHIO
(bepmeHTOB-pecTpukTa3. Pa3Hble pecTpukTasbl "pacrno3HaOT' pa3iudHble MO-
CJIE0BATENBHOCTA HYKJIEOTHI0B U "paspe3ator’ JIHK B pasHbeix mecrax — cau-
Max, 4To MO3BOJISIET BBIAEIATH OTACIIBHBIEC TEHBI.

Meton rubpuauzanuu HYKJICMHOBBIX KHCIOT TMO3BOJISICT YCTaHABIUBATH
nopsAoK HykJieoTus10B B Mojekyie JIHK u oOHapyxuBaTh €IMHCTBEHHBIN T'€H
cpenu JecsATKOB Thicsiy. JIunelinbie otpes3ku aAByxuenodeunor JIHK (Boiaenen-
HBbIE C TIOMOIIBI0 PECTPUKTA3) TMOJBEPraOT TEIUIOBOM 00pabOTKE W MOIy4aroT
OJTHOLIETIOUEYHbIE (PparMeHThl (Oenamypuposarue). Jlanee neHaTypUpOBAaHHYIO
JHK unkyOupytot npu Takux ycioBusax (t =37°C), korga npoucxoauT TuOpu-
Iu3anus, T.€. B3aMMHOE pPAaCclO3HAaBaHUE ABYX KOMIUJIEMEHTAPHBIX HUTEH MO-
CPEIICTBOM CIIApWBAHMS a30TUCTHIX OCHOBaHUMU. YacTo st uaeHTUUKAINK TT10-
psAIKa HYKJIEOTUIOB MCIOJIb3YIOT B KAYECTBE 30H]1a OJIHY PAJAMOAKTUBHYIO HUTh
JIHK ¢ u3BeCcTHON NOCIEN0BATENBHOCThIO HYKIEOTHAOB. [ OMOJIOTMYHBIE TIO-
CJIEI0BATEILHOCTH MOXHO WACHTU(UIIMPOBATh KaK MOJHOCTBIO, TAK U YaCTHU-
HO. Pa3znuunbie MOAM(PUKALMKA 3TOTO METO/A MO3BOJISIIOT B KIIMHUKE aHAJIM3U-
poBath oueHb Maiibie kKosimuectBa JJHK, B3siThIE Y O0IBHOTO.

MeToabl reHeTHKH COMATHUYECKUX KJIETOK
Memoowbl cenemuku comamuieckux Kiemox Jal0T BO3MOXHOCTb M3y4aTb
MHOTHE BOMPOCHI TEHETUKH YeJIOBEKa B IKCIepuMeHTe. JJis KyJIbTUBHPOBAHUS
Yarie MCIOIb3YIOT KIETKH COSAMHUTENIbHONU TKaHu (hudOpodmactel) 1 aumMdo-
IIUTHI KPOBH.
Ha #ucKyCCTBEHHBIX MUTATENBHBIX CPENax MOXHO OCYIIECTBIISTh KIOHH-
pOBaHUE COMATHUYECKUX KIIETOK, T.€. MOJIy4aTh TOTOMCTBO OJHOU KjeTku. Bce
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HOTOMKHM OyAyT UMETh OJJMHAKOBBIM I'€HOTHIT (KaK MOHO3UTOTHBIE OJIM3HELBI), YTO
MO3BOJIIET HA KJIETOYHOM YPOBHE HM3ydaTh POJIb FE€HOTUIIA U CPEIbl B MPOSBICHUU
npu3HakoB. [IpoBogsT cenekimio (0TOOP) KIETOK C 3apaHee 3aJaHHBIMU CBOICTBA-
MU. [[J11 3TOro MCNob3yIOT CEJIEKTUBHBIE MUTATENbHBIE cpenbl. Hanpumep, eciu B
NUTATENbHYIO Cpely 00aBUTh HE JIAKTO3Y, a JPYyTHe caxapa, TO Cpelu OOJbIIOro
YHCIa KIETOK HAWJETCS HECKOJIBKO, KOTOPbIE CMOTYT CYILIECTBOBATh O€3 JIAKTO3bI, U
B JJAJIbHENIIIEM MOYKHO OYZET MOJTY4NTh KJIOH TAKUX KJIETOK.

Hanbonpimit vaTEpeC U1 TEHETUKU YeNIOBEKa MPEACTAaBIsIET METO THOPH-
m3aiu kiaetok. B 1960r. dpanirysckuii yuensiii XK. bapckuii, BeipaiiBas B KyJib-
Type KJIETKH JIBYX JIMHUN MBbIIIEH, 0OHAPYKWJI, YTO HEKOTOpPBIE U3 HHUX 110 CBOMM
MOP(OIOTHYECKUM U OMOXUMHUYECKHUM CBOMCTBAM OKA3aJIUCh MPOMEKYTOYHBIMU
MEKTY UCXOJHBIMUA POJIUTENBCKUMH KIIETKAaMU. JTO ObUTH THOpUaHbIE KileTkH. Ta-
KO€ CIOHTAHHOE CIIMSHUE COMATHYECKMX KJIETOK B KYJIbType TKaHU HPOUCXOIUT
JIOBOJIBHO peniko. B nanbHeiliem ObUI0 YCTaHOBIIEHO, YTO IIPU BBEJICHUU B KYJIbTY-
py kietok PHK-conepxaiero Bupyca naparpunna CeHaaid, ”THAKTUBUPOBAHHOTO
yAbTPa(UOIETOM, YacTOTa TMOPUIN3AIMN KIIETOK 3HAYMTENILHO yBenuuuBaercs. B
CMEIIaHHOM KyJIbTYpE Pa3HbIX TUIOB KJIETOK 00Pa3yrOTCsl TETEPOKAPHOHBI - KIIETKH,
COZIEprKalllMe JIBa siIpa PA3HbIX KJIETOK B OJHOM LUTOILIa3Me. YacTh TaKMX KJIETOK
criocoOHa pa3MHOKaTbesi MUTO30M. [loce MuTO3a U3 ABYSIEPHOTO reTepOKapUOHa
00pa3yloTcs 1B€ OJHOSJECPHbIC KIETKU, KaKAas U3 KOTOPBIX MPEICTaBIISIET COOOM
CHUHKApHOH - HACTOSIIYI0 TMOPUIHYIO KJIETKY, COJEPX ALY XPOMOCOMBI O0EHX
POAUTENBCKUX KJIETOK, T. €. IPOUCXOAUT OOBbEANHEHNE BYX T'€HOTHUIOB (puc. 24).
['mOpuan3anust BO3MOXKHA MEXTy KIETKaMH OPraHM3MOB HE TOJIBKO OJIHOTO, HO U
Pa3HBIX BUOB (YEJIOBEK-MbIIIb), U AK€ Pa3HbIX TUIIOB (4ejoBeK-koMap). CHHKa-
PHOHBI OOBIYHO YJA€TCs MOTy4YaTh MPU THOPUIM3ALIUU B IIpEAeax Kiacca.

Hanpumep, rubpuiHbie KJIETKHA YeJIOBEKa M MBI UMEIOT 43 mapbl XpoMo-
coM: 23 — ot yenoBeka u 20 — oT MbIKA. B ruOpuaHbIX KiIeTKaX (PYyHKIHMOHUPYIOT
XpOMOCOMBI KaK 4eJIOBEKa, TaK U MBIIIH, T€Hbl KOTOPBIX JTETEPMUHUPYIOT CUHTE3
COOTBETCTBYIOILIMX MOJUMENTHIOB. MOP(OIOrnieckn MOKHO OTIMYUTH KaXIyIo
u3 xpomocoM (muddepeHmaibHoe OKpamBanue). B nanpHeMeM mpoucxoauT
MOCTENEHHOE y/IAJIEHUE XPOMOCOM TOTO OPraHu3Ma, KJIETKH KOTOPOro UMEIOT 00-
jlee MEIJICHHBIA TeMI pa3MHOXEHHUs. Y THOPUIHBIX KIETOK YeloBeKa-MbIIIH yia-
JISIFOTCSL XPOMOCOMBI uenoBeka. Ecnu B rMOpUIHON KIIETKE OTCYTCTBYET Kakasi-
100 XpOMOCOMa U HE MPOMCXOTUT CUHTE30MPEACIICHHbIX OEIKOB, TO T€HBI, JIe-
TEPMUHUPYIOIINE UX CUHTE3, JIOKAJIM30BaHbI B JAHHOW XpoMocome. Takum oOpa-
30M, JAHHBIM METOJ| MMO3BOJISIET YCTaHABIMBATH TPYIIIBI CIETUICHHS y YeJIOBeKa, a
UCMOJb3ysd HEXBATKM M TPAHCIOKALMH, BBISICHATH W IMOCIIEA0BATEILHOCTh PacIio-
JIOKEHHSI TEHOB, T.€. CTPOUTH T€HETHYECKUE KapThl XPOMOCOM YEJIOBEKA.

Buojsiornyeckoe MojieJiMpoBaHue
Buonozuueckoe modenuposanue ONpeneeHHbIX HACIEACTBEHHBIX aHOMa-
JU YeIoBeKa MOKHO MPOBOJIUTH HA MyTAaHTHBIX JIMHUSX JKUBOTHBIX, UMEIOIINX
cxonHble HapyueHus. Hanpumep, y cobak BctpewaeTcs reMopuiansi, o0yciaoB-
JIeHHAsl PEECCUBHBIM X-CIIETVIEHHBIM [€HOM, Y MBIIIEH - HecpalleHue Tyobl U
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HEOA, CXOHOE C AHAJOTUYHON aHOMAJIMEH YelOBEeKa, Y XOMSKOB M KPBIC - ca-
XapHBIA arabeT, aXxOHAPOIUTa3us, MBIIIEYHAS TUCTPOPUsS U Ap. XOTS MyTaHT-
HbIC JIMHUU JKUBOTHBIX HE JAIOT TOYHOW KAPTHUHBI HACIEIACTBEHHBIX OOJIC3HEH
YeIIOBEeKa, JaKe YaCTUYHOE BOCIIPOM3BEICHNE UX (PPAarMEHTOB B psJie CIydacB
MO3BOJISIET BBISIBUTh MEXaHU3MBI IEPBUIHOTO OTKJIOHEHHS OT HOPMBI.

TeopeTnueckyto OCHOBY OHOJOTHYECKOTO MOJCIUPOBAHUS B TEHETHUKE
YeIIOBEKA JTACT 3AKOH 20MOJOSUYHBIX PSO08 8 HACIeOCHBEHHOU USMEHUUBOCTU
H.U. Basunosa. I'enemuuecku O1u3Kkue 8udvl U poobvl XApaKkmepuzymcs cxoo-
HbIMU PAOAMU HACIEOCMBEHHOU USMEHYUBOCTI.

B nHacTtosimiee Bpemst MeTo/1 OMOJIOTHYECKOTO MOJCITUPOBAHUS PUMEH -
€TCSl B OCHOBHOM JIJII M3YYCHHsSI MyTareHHOTO M TE€PaTOT€HHOTO JEHCTBUS HO-
BBIX JICKAPCTBEHHBIX MPENapaToB MEpell MX KIMHUYECKUMH HCTIBITAHUSMH, a
TaKKe VISl pelIeHUs BOIIPOCOB I'€HHON MH)KEHEPUU.

MaremaTu4yeckoe Mo IMPOBaHME

Mamemamuueckoe modenupoganue - 3TO METOJ CO3JaHUS U U3YUCHUS
MaTeMaTUYeCKNX Mojeneld. Ero npuMeHsoT AJisl pacueToB 4acTOT I€HOB B IO-
MYJSIUAX TPU Pa3IUYHBIX BO3JACHCTBUSIX OKpYKarollel cpenbl (MOCIeACTBUS
aBapuu Ha YepHoObuibckOM ADC). MaTemaTuyeckue METOJbl IIUPOKO MpHUMe-
HAIOTCA B T€X CIIy4asiX, KOTr/la HEBO3MOXHO HCIOJIb30BAHHE SKCIEPUMEHTAIIb-
HBIX METOJIOB (HAampUMeEp, aHAJIU3 OOJIBIIOTO KOJIMYECTBA CIEIJICHHBIX TE€HOB Y
YEJI0BEKA).

JKcnpecc-MeToAbI

Oxcnpecc-memoosl — ITO METOJbI OBICTPON TPEABAPUTEILHON TUATHO-
CTUKU HACIIEJICTBEHHBIX O0Je3Hel uenoBeka. OHM 4acTO MCIIONBb3YIOTCS JIJIsl 00-
cjieIoBaHus OOJBIINX KOHTUHTCHTOB JIFOJICH C 11€JIbIO BBISIBJICHUS HACEICTBEH-
HOM MaToJOTUM. DTO, HAMPUMEP, CKPUHUHT-METO/IbI, IPUMEHSIEMbIE TPU TTPOBE-
JIEHUU TPOCEUBAIOIIUX MPOrpaMM (CKPUHUHT HOBOPOXKJIEHHBIX Ha (DEHUIIKETO-
HYpHIO, TUIIOTUPEO3; OEPEMEHHBIX — Ha cojepkaHue aibda-deronporerHa B
KpPOBH, UTO TIO3BOJISIET MPETOIO0KUTh Y TIJI01a HEKOTOPHIEC IOPOKU PA3BUTHSA).

K acnipecc-meTonam npeabsBIsSIOTCS ONpeieIeHHbIE TPeOOBaHUS:

® METOJl JOJDKEH OBITh AMArHOCTHUYECKH 3HAYMMBIM, T. €. TOJIOKUTEIb-
HbIE U OTpPHUIIATEbHBIC PE3YJbTAThl JIOHKHBI COOTBETCTBOBATh HAIMYUIO WIIU
OTCYTCTBUIO 3a00JICBaHMUS;

® METOJ JOJDKEH OBITh HAJICKHBIM: OJIMH M TOT K€ o0pa3ell mpu He3aBU-
CHUMOW IByKpPAaTHOM MPOBEPKE JOJLKEH JAaBATh OJMHAKOBBIN PE3yJIbTaT;

® ICCJICIOBAaHUIO HEOOXOJIUMO MOJIBEPraTh JIETKO JOCTYIHBINM MaTtepual
(KpoBb, MOYA) B MAJIbIX KOJIMYECTBAX (TSTHA KAMWJUIIPHON KPOBHU, BHICYIIICHHOM
Ha (GUIBTPOBAILHOM Oymare);

® METO]I IOJDKEH OBITh MPUEMJIEMBIM JIJI1 00CIIEAYEeMbIX U Bpauei;

® METO]I IOJDKEH ObITh SKOHOMUYHBIM.

Muxkpobuonozuyeckuil uneubumopHulil mecm I ampu MO3BOJISIET BbISBIATD
HEKOTOpble OMOXUMHUYECKHE HAPYIIEHUS y HOBOPOXKIEHHBIX. M3 MITKHM HOBO-
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POXKJIEHHOTO OepyT KaIlll0 KPOBU HA IUCKU (DUIBTPOBANIBHOU OymMaru, KOTOpbIe
TIOMEIMIAI0T Ha arapoByro KynabTypy B. subtillis. Tlocnemnioro BepammBaroT Ha
MUHUMAJIbHON MUTATEeNbHON Cpele, colepiKalieil aHTUMETa0OIUT HCKOMOM
AMUHOKHUCIIOTHl (Hampumep, (eHusIanmaHnHa). AHTUMETA0OJUT AOJKEH OJHO-
BPEMEHHO TOPMO3UTH pocT MUKPOOOB. [Ipu Hamuunu B KpOBU MiIaeHIIa OOJb-
[IOT0 KOJIMYEeCTBa (PeHUIIANIaHWHA AHTUMETA0OJIUT pa3pylIaeTcs, ¥ MHUKPOObI
HayMHAIOT OypHO pacTh. MeHsis aHTUMETa0OJIUThI, MOKHO JHArHOCTHUPOBATH
HaJM4HUE B KPOBU ONPEIECICHHBIX AMUHOKHUCIIOT U YIJIEBOJIOB (JIEWLIMHA, TUCTH-
nuHa, PPYKTO3bI, TaJaKTO3bI U JIp.).

buoxumuueckue u ummynonoeuuweckue skcnpecc-memoowt ((Ppraroopomer-
pUYECKHE, XpoMaTorpapuiyeckue, paJuOMMMYyHHbIE U JIp.) IIHUPOKO HCIIONb3Y-
I0TCSL JIJIs1 OBICTPOM MpeIBaApUTENbHOM JMarHOCTUKH HACIEACTBEHHBIX O0JIe3HEH
oOMeHa BEIECTB.

BoisiBnenne X- u Y-xpoMaTuHa 4yaie OCYUIECTBIIIETCS MOCPEICTBOM CO-
CKO0a KJIETOK CIU3UCTON 000JI0YKH 1IEeKH (OyKKaIbHbINA dnuTenuit). Jlns BbIsB-
JIeHUsI aXpOMAaTHHA Ma3KU OKpaIIMBAIOT JIFOOOH sSAEpHON Kpackoil u mpocMart-
PUBAIOT IpenapaTsl N0l OOBIYHBIM CBETOBBIM MHKPOCKOIOM. DTOT METOJ I03-
BOJISIET OIPEACIIUTH KOJUYECTBO X-XPOMOCOM B KapUOTHIIE [0 KOJIMYECTBY Te-
aen; bappa — ux Ha oiHy GoJible, YeM IIbI00K X-XpOMaTHHA.

JInst BbIABIEHUS Y-XpoMaTuHa Ma3ku okpammuBaroT 0,005%-m pactBo-
pPOM AKPUXUH-UIPUTA U MPOCMATPUBAIOT IMOJ JIIOMUHECUEHTHBIM MHKPOCKO-
noM. Y-XpoMocoMa J1aeT SIPKOE 3€JIEHOE CBEYEHUE. DTOT METOJ IO03BOJISET
YCTAHOBUTH KOJIMYECTBO Y-XpOMOCOM B Kapuotune. OHO paBHO KOJIHYECTBY
CBETSIIUXCS TOYEK.

Hepmamoenuguueckuti ananuz — 3TO U3yYEHUE MANUIUIAPHBIX Y30pOB
najablLeB, JIaJoHEd M cron. Ha 3THX ywacTkax KOXM HMMEITCS KpYIHBIE
JepMalIbHbIE COCOYKH, a MOKPBIBAIOLIUN UX 3MHAEpMUC 00pa3yeT rpeOHu u 00-
po3abl. [lepmaTornuduueckue y30pbl 001a1a10T BBICOKOW CTENEHbIO UHIUBHUTY-
QIBHOCTH U OCTAIOTCSI HEU3MEHHBIMHA B TEUEHHE BCEU JKM3HH, MIO3TOMY MX HC-
MOJIB3YIOT JJIsl ONPEEICHUS] 3MTOTHOCTH OJIM3HELIOB, IJIs1 UICHTU(DUKAUY JTUY-
HOCTHU B KDUMUHAJIUCTUKE (OAKMUIOCKONUS) U JIP.

Ianunnsapueie epebrHu Ha pa3iIMUHBIX y4acTKax IpeOeIKoBOM KOXH o0pa-
3YIOT Y30pbl Pa3HOIO THUIA U OPHEHTALMH. Y30pbl M3y4alOT MO OTIEYaTKaM,
C/IeJIaHHbIM Ha Oymare, mocjie HaHeCeHHUsl Ha Koy Tunorpadckoin kpacku. Ha
NaJIbIEBBIX MOAYIICYKaX UMEIOTCS Y30pbl TpeX THMOB: ayru (A-arch), metmm (L-
oop) u 3autku (W-whorl). Jlns GonbImMHCTBA y30pOB XapakTepHa Oenbma
(mpupaouyc) — MeCTO, TJIe CXOISATCS TPU Pa3HOHAINPABJICHHBIC MAWIISIPHBIC
JTUHUU. /[yea IPEACTABISIET COOON OTKPBITHIN, OE3/EIbTOBBINA y30p, nemJis - 3a-
MKHYTBIA C OJHOW CTOPOHBI, OJTHOJEIIBTOBBINA Y30p, 3A6UMOK - TIOJHOCTBIO 3a-
MKHYTBIH, JBYXJI€TbTOBBIN y30p. HOrJa BCTpeyaroTcs CIOKHbIE KOMOMHHUPO-
BaHHbIE y30pbl. KoJMuecTBEHHBIM TMOKa3aTejaeM Yy30pa SBISETCS 2peOHesol
cuem - YUCJIO MAMWUTIPHBIX JTUHUN MEXIY NETbTON U EHTPOM y30pa. ['pedne-
BOI CUET IyroBOTo y30pa paBeH HyIo (1).
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Puc. 1. OcHOBHBIE THIIBI TATMIISPHBIX Y30POB MOIYIICYEK MATBIEB PYK:
a - nyra; 0- metyst (1 - menTp y3opa); B - 3aBuTOK (1 - 1ebTa)

[leTneBbie y30pbl B 3aBUCUMOCTH OT PACIIOJIOAKEHUS JIETBThI U OTKPBHITOTO
dparmenra pazgensior Ha yavrapuvie (L), OTKpBITBIE B CTOPOHY MM3HHIA, H
paouanvuvie (L"), OTKpHITEIE B CTOPOHY 6OJNBLIOro manmbia. YacToTa paguaib-
HBIX TIETEJIb Y 3I0POBBIX Jrojek Hesenrka (0,2-10%).

B renernuecknx paboTax 4acTo MCHONB3YEeTCs KONMMYECTBEHHAS XapaKTepH-
CTUKa Yy30pa, WU IpeOHEeBON cueT. [ pebHegou cuem TPEICTABISIET KOJIMYECTBO
rpeOHel OT enbThl J0 HEHTpa y3o0pa. s onpeneneHus 3Toro noka3aTeist Mex1y
TOYKOW TpHpaanyca U IIEHTPOM Yy30pa Ha OTIEYaTKe MPOBOIAT KapaHAAIIOM Mpsi-
MYIO YEPTY M MOJICUUTHIBAIOT YUCIIO FpeOHEl, KOTOpble OHa nepecekia. B mojacuer
HE BXOJIST HA TOYKA TPUPAINYCa, HU LIEHTpaIbHas JIUHUS Y30Pa.

['pebueBOl cyeT ompenensieTcss s KaXA0ro Majiblla OTACIBHO H CYM-
MapHO /IS MATH NaibleB Kaxaoi pyku. O0uias cymma rpeOHEBBIX CUETOB 00e-
UX PYK Ha3bIBAaCTCsS «OOIIMM rpeOHEBBIM cueTom» U obo3Hauaetcs TRC (total
ridge count). BeisiBiieHa ciieyromiasi 3aKOHOMEPHOCTB: YeM OOJIbIIE Ha MajbIlax
nyT, TeM MeHblIe nmokasarenasb RC. [Ipu Hanuummy 3aBUTKOB U CJIOKHBIX Y30POB
B OOIIMI TPeOHEBOM CYET BXOJMUT TOJILKO YHCIIO TPEOHEN ¢ TOW CTOPOHBI Mallb-
11a, Tae uX OOJbIIIE.

['peOHEBOM cUET BapbUPYETCS Y Pa3HbIX JIOJEH M Ha pa3HbIX Maliblax
ot 0 1o 300 (na 10 manpmax). OH HE CBsI3aH C MOJOM, HO MOJOBBIE XPOMOCO-
MBI OKa3bIBAIOT BIUSHHUE HA JTOT MPHU3HAK, IPUYEM BIUSHHE X-XPOMOCOM
0oJiee cuiibHOE, 4eM Y-XpOMOCOM. Y pOJUTENIeH C BHICOKUM I'peOHEBBIM CUe-
TOM JIETH TaK)K€ XapaKTepHU3YIOTCS BBICOKUM I'peOHEBBIM CYETOM, U, Ha000-
pot. I'unore3a 0 MOJMI€HHOM HacjelI0BaHUU IpeOHEBOTO cuera ObLia Mpe -
noxeHa B 1931 r. bounsBu. B HacTosiee BpeMs npeiioxKeHa TUInoTe3a o mo-
JUTE€HHOM OIpEeJeJeHUU Tula y3opa Ha nanbliax. CorjacHO 3TOW THUIOTE3€
HanOoJiee BHICOKAs CTETEHbh HACJIEIYEeMOCTH METIIEBBIX y30poB — 95,2%; 3a-
BUTKOB — 84,1% u y nyr — 38,9%.

PacnipocTpaneHHOCTh NIOJIeH, Ha MajbllaX PyK KOTOPBIX BCTPEHAIOTCS
TOJIbKO OJIHM TIE€TJIIH, COCTaBJsIeT B 3aBUCUMOCTH OT HALIMOHAJIBHOCTH, OT 8 10
35%. Hanpumep, y KuUTallleB NETIM HA PUCYHKE NaJbIEB JIOBOJBHO PEIKU. Y
eBpOIEHIEB, 0COOEHHO HEMIIEB, UX MaKCUMyM. UTO e KacaeTcsi pyCCKHX, TO
uccienoBarenu Hacuutaian ot 8 1o 13% c gecarpio netiamu. O6nanaTenu yib-
HapHbIX (OOpaleHHBIX K MU3MHILY) TEeTeldb Ha BCEX MallbllaX OKa3bIBAIOTCA
HanOoJiee KOMITAaHEWCKUMU, TEPIUMBIMHU, TOOPOKEIaTeIbHBIMHU, TTOHUMAOIIH-
MU JT0bMUA. O TaKMX TOBOPSAT: «C 30J0THIM XapakTepom». Eciu oHM MpayHBI,
3HAYUT, Y HUX JIEHCTBUTEIILHO CEPhE3HbIC HETPUSATHOCTH. 3aMEUEHO, YTO U KHU-
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BYT TakKHue JIOJAU J0iro. Tak, y KaBKa3CKuUX JOJTOKUTENIEH Ha KOHYMKAX Mallb-
1B HAOJI0JAI0TCS UCKITIOUUTEIHHO yIIbHAPHBIC TIETIIH.

A BoOT oOnanareny OOJBIIOrO KOJIMYECTBA 3aBUTKOB MPOU3BOIAT BIIEUAT-
neHue mojen cede Ha yme. C HUMHM Hajo ObITh Haueky. VX xapakrep Tak xke
CJIOXEH, KaK U y30p Ha nanbliax. OHH BE3JIECYIIH, CKJIOHHBI K aBaHTIOPE, BCE
BpeMs MILYT NpuKItoueHuid. OgHako, Onaroaaps MIACTUYHOCTH 30POBbs, He-
OPUATHOCTH JUISI HUX MPOXOJAT abcomoTHO OeccnenHo. Jlroau ¢ aecsThio 3a-
BUTKaMHU - 3TO CO3€pLATENH, MPEANOYUTAIOIINE HA BO YTO HE BMEIIMBATHCS, 11O~
TOMY YTO IPEKPACHO 3HAIOT: OHU HE CMOTYT CAENaTh YTO-TO HACTOJIBKO XOpO-
10, KaK XOTeJIOCh Obl. DTO JIEHTSH, JeKeO0KH, HAOII0al0IIe MUP CO CTOPO-
Hbl. Takolt y30p Oosnee pacnpocTtpaned Ha BocToke.

W Bce e caMblil TSOKEINbI XapakTep y JoJei ¢ O0NbIINM YHUCIOM JYTo-
BbIX y30p0B. OHU YNOPHO UIYT K CBOEH LesH. Yallle OCTalbHbIX 3aHUMAIOT PY-
KOBOJISIIIME MOCThI WM YXOJIST B TE€Hb - HE BBIHOCAT HUKAKOTO AaBieHus. Mx
oTnyaroT GopMaIbHBIN B3TJISA HA MUP U paBHOIYyIIME K TBopuecTBy. He Tep-
AT UHTPUT U OYEHb MPEIACKA3YEMBbI, OTKPOBEHHBI, MPSMOIYIIHbI U HE3JOIa-
MATHBL. 3JI0POBBE Y TAKUX JIOJIEH KpaliHEe XPyINKOE. boIbIINM HUCTIBITAHUEM JIJISI
HUX MOTYT OKa3aTbhCs Kapa, JJIMTENIbHBIE MTOE3IKHA B TPAHCIIOPTE, PE3KUE TEpe-
najbl JaBJlIE€HUs, ajdKkoroib... Ho, HecMoTps Ha ciaboe 310pOBbE, OHU BCETAA 3a-
HUMAIOT OIPEAEIEHHYIO HUIY, TJIe YyBCTBYIOT ce0sl 0UeHb KOM(OPTHO.

VY30pbl, aHAJIOTMYHBIE MMAJTBLEBBIM, UMEIOTCA M Ha JIAJOHSAX - B 00J1acTU
teHapa u runotreHapa u Ha ll, I, IV u V MexnanbsueBbix npomexyrtkax. B
MEKIATBIIEBBIX MPOMEKYTKAX HMMEIOTCSA TPUPAAMyChl (a, 6, ¢, d), a BONMM3M
OpaclieTHON CKJIQJIKU PacIoJIOKEH TJIaBHBIM JaJoHHBIA Tpupaauyc t. Eciu co-
CIIMHUTH TPUPAIUYChI a, d ¥ t, TO MoNyunM erasHbiil 1adonubill yeon atd, koTo-
PBII B HOPME HE MPEBBIIIACT 57°,

Ha nagonm pazmmuaror 3 2rasuble
¢nexcopuvie (cecubamenvhvle) 60po3-
0bl: 60po30a 6OIBLULO2O NALYA, KOCAs
U nonepeunas 6opo3owvi. Inorna xocas
O0opo3ga cinuBaeTcs C TOMEPEYHOU B
OJIHY  Yemuvlpexnaivyegyro  60po30y
(UI1b). YacroTa ee BCTpPEYaEMOCTH B
HOpMe He mpesbimaet 5% (puc. 2).

Coueranue paauaibHbIX TeTens Ha 1V
u V manbliax, 4eTblpexmnaiblieBoil 00-
pPO3/bI U TJIABHOTO JIAJIOHHOTO YIJia B
Puc. 2 Cxema ¢riekcopHbix 60po3] 60-86° maer OCHOBAHUE MPEAIOIAraTh

(b - 6onpmroro manena, K - kocas, IT - Hoge' HACJICICTBEHHOE IPOUCXOXKIACHUE 3a-
peyHas) U TIIaBHOTO JIaJOHHOTO yria (atd) 0oJIeBaHUSI
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NMmmyHoOreneruka

N3ydyeHneM ocoOE€HHOCTEN T€HETUYECKOTO KOHTPOJII HMMYHHOI'O OTBETa
3aHMMAETCs MMMYHOreHeTuka. OJHOBPEMEHHO OHa MCCIENYyEeT MEXaHU3MBI
COBMECTUMOCTH WJIM HECOBMECTUMOCTH TKAHEW IPU TPAHCIUIAHTALIMH, & TAKXKE
MEXaHU3Mbl T€HETHYECKOI0 TOMEOCTa3a BHYTPEHHEN cpeabl opranuzma. MMmy-
HOT€HETHKA MOJIPA3AEISIETCS Ha MOIEK)IAPHYIO U KIeMOUHYIO.

Monexynapuaa ummyHozeHemuka W3y4aeT MEXaHU3Mbl T'yMOpPaJIbHOIO
MMMYHUTETA U B CBOIO OUYEPEb MOAPA3JIEISAETCS HA 2eHeMUK)Y aHmMu2eHo8 u 2e-
HeMUKY UMMYHO2N00YIUHO8 T.€. aHTUTEIL.

Anmueenamu Ha3bIBAIOTCS MPUPOJIHBIE WIM HCKYCCTBEHHO CHHTE3UPO-
BaHHBIE COCIUHEHMsSI, CIOCOOHBIC BBI3BIBATH MMMYHHBI OTBeT. Mmu Moryt
OBITh JIMILIb YY>KEPOJHbIE JUIsl OopraHu3ma BemiecTBa. CBOMCTBaMH aHTUIE€HOB
00naaroT OEITKOBbIE MAKPOMOJIEKYJIbI, OJUCAXapUAbl U UX KOMIUIEKCHI ¢ Oell-
KaMH U JIMIIUJAMU, HYKJICHHOBBIE KHCIIOTBI.

[IpeameToM H3y4eHUsT UMMYHOTECHETUKH CIYXKaT SpumpoyumapHvle u
JIeUKOYUMAapHvle AHMUSEeHbl.

OpumpoyumapHvie anmuzensbl — 3T0 aHTUTEHbl CUCTEM Ipynn Kposu. K
HACTOALIEMY BPEMEHHU OMUCAHO OKOJIO 13 Takux cucTteM (B TOM YHUCIIE CUCTEMBI
ABO u pe3yc-npuHaIe:KHOCTH), BKIrOYarommx okosno 100 antureHos. B cu-
creMe ABO BBISBIIEHBI 4 TPYIIIBI KPOBH, PA3IUYHUSA MEKITY KOTOPBIMHU COCTOSIT B
pa3HON KOMOMHAIIMKM JBYX AHTUT€HOB - CHEU(UYECKUX IPUTPOLUTAPHBIX OEII-
k0B A u B. Kpome TOro, B CBIBOPOTKE KpPOBH Y JIFOJIEW COEPHKATCA AHTUTENA O U
B K TeM aHTUreHaM, KOTOPBIX HET B 3PUTPOLIUTAX:

Bo03MOHBI YeThlpe BapruaHTa COYETAHMS aITJIIOTUHOTECHOB U arrIlOTUHHU-
HOB. BMecTe 3Tu BapuaHThI COCTaBISAIOT cucTeMy rpynn Kposu ABO:

e O (l) rpynna xoHCTaTHpyeTCS MpU OTCYTCTBUM aHTUTEHOB A U B Ha
APUTPOLUTAX;

e A () rpynmna ycTtanaBnuBaeTcsi pu 0OHAPY>KEHUH Y YEIOBEKA TOIBKO
aHTUTCHA TUIA A;

e B (III) rpynna xapakTepu3yercs HAIMYUEM Ha SpUTPOLUTAX aHTUTeHa B;

e AB (IV) rpynna onpenensieTcsi Ipu HaJTUYHK y YeJIOBEKa OJTHOBPEMEH-
HO A u B aHTHUr€EHOB.

Cucrema ABO omnpenensercst Tpemsi allieIbHBIMA T'€HaMH, KOTOpbIE pac-
TOJIOXKEHBI Ha JUTHHHOM IUIede 9-if XpoMocoMsl 1 o6o3Hagatotes 1°, 1%, 1°. TIpu
3TOM 1° gBJsIETCS pEIIECCUBHBIM, a 1%u 18 - JIOMUHAHTHBIMU T€HaMH U Haclje-
JYIOTCSl KaK ayTOCOMHBIE MEHIETTUPYIOIINE TPU3HAKHY.

Yenosek ¢ 0 (1) rpynmoii kpoBu - 3T0 Tomo3urota mno amiento 1°(1°1°).
Bropas rpynmna kposu — A (I1) — oOHapy»x)uBaeTcs Kak MpU rOMO3UTOTHOCTH OP-
ranmsma 1o reny 1° (1°1%), Tak u rereposurornoctn ¢ renom 1° (1*1°). Tpernst
rpymmna — B (I11) — Takke BO3HMKAeT MpH JABYX BapHaHTaX 'CHOTHIIA YEJIOBEKA:
1°1° u 1°1°. Yersepras rpymma kposu — AB (V) — dopmupyercs mpu omHO-
BPEMEHHOM HAJIMYUM B OpPraHW3Me OOOMX JOMMHAHTHBIX QJJICIbHBIX T'€HOB:

1*1® (Ta6u1. 5).
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Haubonee pacnpoctpanena nepBasi rpyria KpoBu; odnanareneit ee — ot 40
10 50% Bcex moaei. HeckobkO MEHBIIIE JIFOJIEH CO BTOPOM IPYIIION KPOBU — MX
30-40% ot Bcero konuuecTBa mroAei. Obnamarenelt TpeThe rpynIbl KPOBU €llie
menbiie — 10-20%. U tonbko 5% mroelt IMEIOT YeTBEPTYIO IPYIIITY KPOBH.

Tabmmma 1
CoueTaemMOoCTh Py KPOBH Y IETEH U POJIUTENEN
Coueranus y O6pa3zoBanue reH- | BeposTHOCTH Hacien0BaHUs 1€TbMH TOW WM UHOU
poauTenen HEBIX I1ap Ipymnnbl KpOBU
rpynn KpoBH
0)(0) 00x00 Tonpko O
OxA OO0xAO 7,0, %, A (AO)
OOxAA tosibko A (AQO)
OxB 0O0OxBO 17,0,%, B(BO)
00OxBB tosibko B (BO)
OxAB OOxAB '/, A (AO), '/, B (BO)
AxA AOxAO *Is A (; AO, Y AA), Y4 0 tombko A (o AO, Y/,
AOxAA AA)
AAXAA ToJIbKO A (AA)
AxB AOxBO 7,0, ', A (AO), /4 B (BO), '/, AB
AAxBO 7, A (AO), ', AB
AOxBB '/, B (BO), ', AB
AAxBB ToNbKO AB
AXAB AOxAB 1, A (14 AO, '3 AA), ', B(BO), /4 AB
AAXAB 1, A (AA), 1, AB
BxB BOxBO *l4B (/2 BO, "4 BB), '/, O
BOxBB tonsko B (Y, BO, '/, BB)
BBxBB tonbko B (BB)
BxAB BOxAB A (14 AO, ', AB), '/, B (/4 BO, /4 BB), '/, B
BBxAB (BB), '/, AB
ABxAB ABxAB 14 A(AA), ', B (BB), /> AB

Kpome rpynn kpoBu cucremMbl ABO Oosnbliioe 3HaU€HHE UMEET pe3yc-
daxTop. On 061 OTKPHIT B 1940 1. K.Jlanamrelinepom u A.Bunepom.

Pesyc-dakTop — 3TO JIUMONPOTEH], PACIOJIOKECHHBIM Ha MeMOpaHax
apuUTpoUTOB y 85% mroneil. Eciu oH oOHapykuBaeTcs y 4eIoBeKa, TO TOBOPST
0 pe3yc-TOJI0KHUTEIbHON npuHaIexkHOCTH KpoBu (Rh+). IIpu oTcyTcTBHM pe-
3yc-daktopa (15% Hacenenus: 3emin) perucTpUpPyeTCsl pe3yc-oTPUIIATEILHOCTD
(Rh-). B Hacrosiiiee BpeMsi M3BECTHO TPH Mapbl HEAICIbHBIX TEHOB, PACIIOJI0-
YKEHHBIX OJIM3KO JIPYT K APYry Ha 1 XpoMOCOMe M KOHTPOJIUPYIOMUX (HEHOTHU-
MUYECKOoe MpOosIBIICHUE pe3yc-(pakTopa.

Ycranorieno, yto Rh — monoxurenbHble WHIUBUABI SBISIOTCS IOMHU-
HAaHTHBIMH TOMO3UTOTAMH IO JOMUHAHTHOMY TeHy (DD) unu rerepo3uroramu
(Dd). Pe3yc oTpunatenbHble HHAUBUABI N — OyayT TOMO3HIOTOM MO PEICCCHB-
Homy ayeno (dd). Hanpumep, Bce MOTOMKH pe3yCc-OTPUIATEILHOM JKEHIIMHBI
U MY>KYUHBI, TOMO3UTOTHOTO TIO PE3YC-TIOJIOKUTEIIBHON TPYyMIE KPOBH, OKAXKYT-
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csi Dd — nosnoxwurtenbHbI pe3yc ¢dakTop. B cuTyanum, korma rerepo3uroTHbIN
My>KUMHA BCTyMHaeT B Opak ¢ pe3yc-OTpUIIATEeIbHON JKEHILUHOM, UX JIETH C paB-
HOU BEPOSATHOCTBHIO MOTYT poauThes Kak ¢ Dd (+), Tak u dd (-) rpynmamu KpoBH.

JletikoyumapHvle aHmueeHbl — 3TO TPAHCIUIAHTAIIMOHHBIE aHTUTeHbl. OHU
YY4acTBYIOT B Pa3BUTHUHU PEAKIMU OTTOP)KEHUS TKAHEW IMpHU TpaHCILIAaHTAIUU.
OpUTpOIUTAPHBIE U JICUKOIUTAPHBIE aHTUTEHBI HACIEAYIOTCSI HE3aBUCUMO.

[Tpy IMMYHOJIOTUYECKOM peakiMy B OTBET HA BHEJPEHHUE aHTUTEeHA 00pa-
3YIOTCSI @aHTHUTENA, WU UMMYHOTJIOOYymiHBL. OHU MPEACTaBIAIOT CO0O0M Creru-
¢udeckre OGENKOBBIE MOJIEKYJbI, BBHI3BIBAIOIINE HEHUTpaIu3anuio antureHa. Mx
BBEIPAOOTKY CTHMYJIUPYIOT CBOOOJHBIC MaKpPOMOJICKYJIbI, BHPYCHI, OaKTEpHH,
OITyXOJIeBbIe KIIETKH. VIMMYHOTJIOOYJTHWHBI CHHTE3UPYIOTCS B KJIETKax JMM{QO-
UJHBIX TKaHEW Ha moJupubocoMax M MOCIe ATOrO MOMAaJaroT B LUTOIIA3MY.
JanbHeimas ux cynp0a paziauyuHa: JU0O0 BBIJCISIIOTCS B KPOBb B BUJE TYMO-
palbHBIX aHTUTEN, JUOO0, BKIIOYASCh B KIETOUYHYI0O MEMOpaHy, 00pa3yloT cre-
u(pUUECKre Paclo3HAIONINEe aHTUTeH PElenTophl. B CBs3M ¢ 3TUM pa3inyaroT
aHTHUTENIa TYMOpPAJIbHbIE U KJieTouHbIe. [lepBbie CBOOOAHO IUPKYIUPYIOT B KPO-
BU U JPYTUX KUJIKOCTSAX Tella, BTOPhIE OCTAIOTCSI CBA3AHHBIMH C POJIUTEIHCKU-
MU JTUMQPOITUTAMHU.

N3BecTHO maTh Ki1accoB nMmyHormooynuHOB: 1gG, IgM, IgA, IgD u IgE.
Hmmynoenobynunsr IgM B OTBET Ha BHEIPEHUE aHTUTE€HA MOSBIISIIOTCS IEPBBIMU
1 00pa3yloT ¢ HUM MEPBYIO HENPOUYHYIO CBsA3b. [10 Mepe ycuiieHus: UMMYHHOM
peakiuu IgM cmensiercsi 1gG — OCHOBHBIM KOMIIOHEHTOM CBIBOPOTKH KpPOBH,
JEHCTBYIONTUM MTPOTHB MUKpoopraHu3MoB. 1gG obpasyer Oosiee MpOYHBIE CBSI3U
C aHTUT€HOM U CO3Ja€T C HUM EJIUHBIA KOMILJIEKC, TOTOBBIM ISl yAAJICHUS U3
opranu3ma. CnenoBarenbHo, 1JG obecnieunBaeT darouutos. MmmyHoenobyiun
IgA comepkutcst B CIU3UCTBIX KUAKOCTSIX OPraHU3Ma M BBITIONHSAET (PYHKITUIO
3alllMThl HApYKHBIX MOBEPXHOCTEH OT BHemIHed uHbekuuu. |gE — rmaBHBIM
(bakTop, BBI3BIBAIOIIMI aJUIEPrUYECKUE PEaKIIMU OpraHu3Ma U CIOCOOCTBYIO-
AN HEUTpaInU3aluy U yIaJICHUIO KUIICYHbIX 1apa3uTOB.

MexaHu3MBbl KIIETOYHBIX B3aUMOJECUCTBUM MPU Pa3BUTUU UMMYHHOI'O OT-
BETA, a TAK)KE MEXAHU3Mbl €r0 HACIIECOBAHUS U3YYACT KIEMOYHAsI UMMYHO2e-
Hemuxa.

OCHOBHBIMM KOMITIOHEHTaMH UMMYHHOUM CHCTEMBI SIBJISIFOTCSI MaJIble JIUM-
bouutel: T-rumepoyumsr (mumdoOnacTel) U B-rmumgoyumsr (TMa3mMaTUIECKUEC
kJeTk). OHM coepKaT BHEIIHE MHEPTHOE PO U HEOOJIbIIOE KOJIUYECTBO I~
TOIUIa3Mbl. YPOBEHb META00JIM3MA B HUX HU3KUM, HO MOCIJIE MOCTYIJICHUS CUT-
Haja OT aHTUI€Ha Pe3KO MoBbIIaeTcs. B pe3ysibTaTe 3TOro KJIETKU yBEIMYHUBa-
IOTCSI © HAYMHAIOT JICTTUTHCSI.

T-numgoyumur 00pa3yroTCsi B TAMYCE B IIPOLIECCE CO3PEBAHUS CTBOJIOBBIX
KJIETOK, T.€. TUM(OIHUTOB, POPMHUPYIOMIMXCSI B KOCTHOM MO3Te U JPYTUX KPOBe-
TBOPHBIX opraHax. Pazmuuator Tpu tHma T-TuMOOIUTOB: KiemKu-Kuiiepol,
KIAemKU-xeanepol U KIemKu-cynpeccopbi.
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Knemxku-kunneput («yOUiIb») BBITIONHAIOT (PYHKIIUIO aTaKyOIIUX areH-
TOB, BCTYMAIOT B PEAKIIUIO C UYKEPOJHBIMH KJIETKAMU-MHUIICHSIMHU U MOTHOAIOT.
UyrkepoIHbIe aHTUTE€Hbl OHU PACIIO3HAIOT C MOMOIIBIO CHEIUAIBHBIX PELETTO-
POB, HAXOMSIIMUXCA HA MX MOBEPXHOCTH. B pesynbTaTe B3auMOJEHCTBUS JTUM-
(GOIMTOB C YY>KEPOJHBIMHU KJIETKAMU B 30HE KOHTAKTa BBIACISIOTCS TUAPOIUTH-
yeckue epMeHTHl (TMMQPOKUHBI), COEepKAIIUECs B JIM30COMaxX KUuiepoB. OHH
npusiiekaroT Makpogaros. [locnennue myreM (aronnTo3a yHMUTOXKAIOT dyXkKe-
ponHbIiil Mmatepuain. Takum xe 00pa3zoM T-1MM(OUUTEI BBI3BIBAIOT pa3pyIICHUE
U OTTOpKEHHE TPAHCIIAaHTaTa U 00ECIIEUNBAIOT MPOTUBOBUPYCHYIO 3AIIUTY.

Knemku-xennepwvt («KIOMOUIHUKWA») OCYLIECTBISIOT HHIYKUHIO B-mmiMm-
b o1uTOB.

Knemxku-cynpeccoper yruetator T- u B-numdonutel u TeM caMbIM 10-
JABJISIIOT UMMYHHBIN OTBET. Tak 4TO CHUKEHUE UMMYHUTETA MOXKET OBITH 00Y-
CJIOBJICHO HE TOJBKO OCJIA0JIEHUEM pEaKLMU aKTUBHBIX KJIETOK (KUJIEpPOB, Xell-
nepoB U B-muM@onuToB), HO U yCUIIEHUEM aKTUBHOCTH KJIETOK-CYIPECCOPOB.

B-numgoyumer y ntun cospeBaror B (HaOpUIIMEeBON CyMKe, y MBbIIIEH U
JPYTUX MIICKOTUTAIOMIMX — B MeUeHHU 1101a. OHU 00ecredynBaloT ryMOpaIbHbIi
uMMyHuTeT. Ecim B mpolecce pa3BUTUSL OpraHM3Ma CO3pEBaHME [3-KIIETOK
HapyIIaeTcs, TO TyMOPAJbHBI UMMYHHUTET MOAABISICTCA. B HOpManbHBIX yCi0-
BUSAX MOJIEKYJIBl MMMYHOTJIOOYJIMHOB BHEIPSIOTCS B LUTOIUIA3MATUYECKYIO
MeMOpaHy B-mum@onuToB. MIX akTuBHBIE LIEHTPHI OOpalleHbl HAPYKY U BBI-
MOJIHSIOT PoJib penenTopoB. [IpuueM kKaxablid TUMQOIMT HECET TOJBKO KaKOM-
To oauH TUN penentopa. Kpome toro, B-nmumdonuTel BbpabaThIBalOT pacTBO-
pUMBIE aHTHUTEJa, KOTOPHIE BBIICTSIOTCS B CHIBOPOTKY KpoBH. [Ipu HapymieHun
nporecca 00pa3oBaHus IIa3MaTHUECKUX KIETOK aHTUTeNla He 00pa3yroTcs.

Takum oOpa3zom, uMMyHHBIN oTBeT T- U B-KkieTok Ha BHeIpeHUe dyKe-
POJIHOTO areHTa MOKET OBITh JIBYX THIIOB: 2yMOpaibHull u Kiemounwii. [lpu
TYMOPJIbHOM OTBETE B-TMMQOIUTHI BBIIETSAIOT B KPOBb WIIM OKOJIOKJIETOYHYIO
KUJKOCTh aHTUTENa (MMMYHOTJIOOYHHBI). [Ipu KI€TOYHOM OTBETE BCTYIAIOT
BO B3aMMOJIEUCTBHUE JAPYT C IPYTrOM pa3iNyuHble KIETKHM UMMYHHON CUCTEMBI.
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Tema 2. MoJieRkyJIsIpHbI€ OCHOBbI HACJIEICTBEHHOCTH

Hyxky1ienHOBBIE KHCJIOTHI

B 1869 r. mBeitnapckuii onoxumuk Morann @puapux Muiiep BriepBbie 00-
HapyXu1, Beiaenui u3 saep kierok u onucain JIHK. Ho tonbko B 1944 r. O. Diise-
pu, C. Maxkneogom u M. MakapTtu 6ana goka3aHa reHerudeckas poib JJHK B me-
penaye HacleICTBEHHON MH(OpMalMu. DTO OTKPBITUE SIBUJIOCH MOIIHBIM (PaKTO-
POM, CTUMYJIHMPYIOIIUM M3Y4YEHHE HACIEACTBEHHOCTH HAa MOJIEKYJSIPHOM YPOBHE.
C Tex nop Havaock OypHOE Pa3BUTHE MOJIEKYJISIPHON OMOJIOTUHN U TEHETHKH.

HykienHoBbIe KMCIOTHI (OT JIaT. NUCIeUS — spo) — 3TO MPUPOIHBIC BBICO-
KOMOJICKYJIIPHBIE OPTaHUYECKHE COCAMHCHHS, OOCCIICUMBAIONINE XPAaHEHUE H
nepeayy HacJIeICTBEHHON MH(OpMaluu B KUBBIX OopraHu3Max. B ux coctaB
BxoaaT: yraepoa (C), sonopoa (H), kucnopon (O), dpocdop (P). Hyknennossie
KHUCJIOTBI TIPEACTABISAIOT COOOW OWOIMOIMMEPHI, COCTOSIINE U3 MOHOMEPOB —
HYKJIEOTHIOB. B coCTaB Ka)K10ro HyKJI€OTHUA BXOJIAT:

® a30THUCTOE OCHOBAHHUE,

® [IPOCTOM YIJIEpOJd — S-yIiIepoHBIN caxap NmeHTo3a (prubo3a Win 1€30K-
cupu603a),

e ocrtatok (GochOpHOUN KUCTOTHI.

CymiecTByeT nBa TUIA HYKJIEHMHOBBIX KHUCIOT: 0€30KCUPUOOHYKICUHOBAS
kucroma - JIHK, conepxaiiasi 1€30KCUpUO03y, U pUOOHYKIEUHOBAsL KUCIOMA -
PHK, conepxariast puoo3y.

He3zokcupuoonykneunosan kucaioma ([HK) conepxurcs B siJipe KIETKH,
WHOTIa B OpraHoujax: MUTOXOHIpuUsX, miactuaax. JJHK - ato monumepHoe co-
€UHEHUE C TIOCTOSIHHBIM cojiep:kaHueM B kiieTke. [Io cBoeil cTpykType mouie-
kyna JIHK mpencraBiser coboii Be MOJMMEPHBIC IIEMH, COSTUHCHHBIC MEXKTY
co0o# U 3aKkpydeHHbIC B (opme aBoiHON crupanu (puc.3). [llupuna nBoitHOM
criupanu Bcero okosio 0,002 MKM, JJIMHA — 10 HECKOJIBKUX JIECATKOB M JIaXKe CO-
T€H MUKpOMETPOB. HyKI€OTHABI pacmoyioxKEHBI APYT OT JIpyra Ha pacCTOSHUU
0,34 HM, a Ha OJMH BUTOK crivpanu npuxoaurca 10 HykimeotnnoB. Momekysap-
Has Macca JIHK Benauka: oHa cocTaBisieT JECATKH, U AK€ COTHU MHUJIJIMOHOB.
OCHOBHOM CTPYKTYPHOM €IWHUIICH OJHOMW LIEMU SIBJISIETCS HYKJIEOTHUI, COCTOS-
M U3 a30THCTOrO OCHOBAHMS, A€30KCUpPUO03bl U (pocdaTHOoM rpynmsl. JJHK
COJICPKUT 4 BUJIa a30TUCTHIX OCHOBAHMIA:

e nypuHOBbIC — ajieHuH (A) u ryanuH (1),

e nupuMuANHOBBIE — IUTO3UH (L) m Tumun (T).

B 1951 r. D. Yapradd oTKpbLIT SABICHHE KOMITIEMEHTAPHOCTH a30TUCTHIX
ocHoBaHuii B moiiekyse JIHK (mpaBuna Yapradda), mokaszas, 4To KOJUYECTBO
aJIcHWHA BCer/ia paBHO KojndyecTBY TUMHUHA (A=T), a KOJTMYECTBO I'yaHUHA - KO-
mndectBy uuro3uHa (I'=Ll). CymMMa mypHHOBBIX OCHOBaHUM paBHa CyMMeE IH-
PUMUIMHOBBIX ocHOBaHUM (A+I'=T+L).
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B 1953 r. JIxx. Yorcon, ®. Kpuk u M. YuikuHc, OCHOBBIBAsSICh HA OTKPBI-
tun J. Yapradda, npemnoxuim monuens cTpykTypbl moiekynsl JTHK, mpen-
CTaBJIAIONIYI0 COOOM IBOMHYIO CITUPab.

Takum obpazom, B Havyane 50-x rogoB XX B. ObLIO JI0Ka3aHO, YTO Mate-
pUATBLHOM €IMHMIICH HACJIEICTBEHHOCTH U U3MEHUYMBOCTHU SBIISETCS T€H, KOTO-
PBIA UMEET ONPEICTICHHYIO CTPYKTYPHO-(PYHKITHOHATBHYIO OPTaHU3AITHIO.

Oe¢rarox hochoprak
l KECIOTR!

AJOTRCTLIE OCHOBAHEA Leaorcaprboza

N *

S S N

g
T

Puc. 3. Yuactok aBycrimpaiib-

o Puc. 4. Cxemarnueckoe nsobpaxeune moiiexkyisl JTHK
Hoii Montekyibl JJTHK p yas1 J1

Kaxnas nens [JTHK npeacraBisier moJMHYKIEOTHI, B KOTOPOM B CTPOTO
ONPEJEICHHOM MOPSAKE PACIOJIOKEHBl HYKICOTUIbl. A30THCTHIE OCHOBAHUS
NOAXOMST APYT K APYrY HACTONBKO OnM3KO (puc. 4), 4TO MEX]y HUMU BO3HU-
KalOT BOJOPOJHBIE CBA3U. [IpuyemM B UX pacrosioKEHUU MPOSIBISETCS BayKHAs
3aKOHOMEPHOCTh: ajieHuH (A) oaHoi 1enu cBsizad ¢ TuMuHOM (T) npyroit nenu
JBYMSI BOJOPOAHBIMU CBSI3AMH, a TyanuH (1) ogHO# 1enu cBs3aH TpeMs BOJIO-
ponHbIMU CBs3siMu ¢ 1tuTo3uHOM (L) apyroii nienu, B pe3ynbrare yero Gopmu-
pytotcs mapel A-T u I'-1]. Takas cmocoOHOCTH K U30MPATETLHOMY COCIMHEHUIO
HYKJIEOTHJIOB HA3bIBAETCS KOMNIEMEHMAPHOCMbIO, T.€. NPOCTPAHCTBEHHOE H
XUMHYECKOE COOTBETCTBUE MEX/Ty NMapaMu HYKJICOTHIOB (CM. puc. 4).

[TocnenoBaTenbHOCTh COENMHEHMS] HYKJICOTHUJIOB OAHOW II€MH MPOTHUBO-
NoJIOkKHA (KOMILJIEMEHTapHa) APYTrou, T. €. LEMU, COCTABISAIOIINE OJIHY MOJIEKY-
ny JHK, pa3sHoHanpaBieHbl, Wi aHTUIIapajulesbHbl. Llenn 3akpydnBarOTCs BO-
KpyT ApPYT Apyra u o0pa3yroT IBOWHYIO cCUpalib. bosbiloe Ynucio BOAOPOIHBIX
cBs3ell oOecnieunBaeT npoyHoe coeauHenne Huren JIHK u nmpumaer monekyne
YCTOMYMBOCTb, COXpaHSsl B TO K€ BPEMsl €€ IMOJBIKHOCTh — O] BIUSHHEM
(GhepMEHTOB OHA JIETKO PACKPYYHUBAETCS (IECTIUPATUIYETCS ).
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Pennukayusn (pedynauxayusn) /IHK — nporiecc caMOBOCIPOHM3BEICHUS
(camoyBOEHMS) MAKPOMOJIEKYJI HYKJIEMHOBBIX KHUCIOT, 00€CTIeUnBaIONINI TOY-
HOE KOMHMPOBAHHUE I'€HETUYECKON MHGOPMAIIMKN U Mepeavy ee OT IMOKOJEHUs K
nokosiennto. Permukanus JIHK npoucxoaut B nepuoa uHTepdasbl nepen Kie-
TOYHBIM JiesieHneM (puc. 5). Marepunckas mojekyina JIHK (komruectBo 1iemneit
JIHK B kiteTke paBHO 2¢) 1o feicTBHEM (PEPMEHTOB PACKPYIMBACTCS C OJTHOTO
KOHIIa, a 3aT€M U3 CBOOOJHBIX HYKJIEOTH/IOB IO MPHUHIMITY KOMILIEMEHTAPHOCTH
Ha o0eux IIemsIX JOCTPaMBAIOTCS JOUYEPHHE TMOJIMHYKICOTHUIHBIE Lienu. B pe-
3yJbTaTe€ MATPUYHBIX PEAKIIMM BOZHUKAIOT JBE OJUHAKOBBIE IO HYKJICOTUIHOMY
coctaBy nouepHue mosekyiasl JIHK, B kKoTOpeIX OnHa U3 meneu crapas mare-
PHHCKas, a IpyTras - HOBAasl, BHOBb CMHTE3upoBaHHas. Takou cunre3 JJHK Hazbl-
BACTCA NOJAYKOHCEPBAMUBHBIM.

¢louepeAsy moneryna JJHE
Hopaa nenn

:— Coapupanue
T OCHORAERE

«MaTeprECKASs
raopexyna JHK

<Jouepaasy moneryna JHE

Puc. 5. Pemumkanus JJHK

st matpuyHoro cuHTe3a HoBoM Mosekynbl JIHK HeoOxommmo, 4ToObI
cTapasi MoJieKyJia Oblla Jeclupaiu3oBaHa U BBITSHYyTa. Ho omgHOBpeMeHHOE
PaCKpy4YMBAaHUE COUPATEH, COCTOSIIIUX W3 OFPOMHOTO YKCa Map HYKICOTHU]IOB
HEBO3MOXHO. [lo3TOMY perummkanms Ha4MHAETCS B HECKOJIBKMX MECTax MOJie-
kyJsbl JIHK. Yyactok monekynsl JIHK oT Touku Hayana ogHONM peruiMKaiuy 10
TOYKU Hayajla IPYroi Ha3bIBACTCS penaukoHom. PemanmkoH 00s3aTebHO UMEET
KOHTPOJIMPYIOIIUE JIEMEHTBI: MOYKY HAYdld, B KOTOPOH UHULIMUPYETCS PEIIn-
Kalusl, U mO4YKy OKOHYaHus, B KOTOPOM PEIUIMKALMS OCTaHaBiIvBaeTcs. Mecro, B
KOTOPOM MPOUCXOJUT PEIUIMKAIUA, MOJYUYHIO HA3BAaHUE peniuKayuoHHOU BUl-
ku. B perumkanmonHoi Buike depmeHTsl /JJHK packpyduBaroT ABOMHYIO Iie-
nouky JIHK, u pa3pbeiBatoT BOJOPOAHBIE CBSA3U MEXKY €€ LenoukaMu. Permka-
MOHHAs BUJIKA TIOCTEIIEHHO JBMXeETCs BAOJIb MoJieKynbl JIHK ot ee ctaproBou
TOYKHU (TOYKHM Hayasia) 10 ToUuku okoHuaHnwus. Tak kak JIHK-nmonumepasza moxer
JIBUTATHCS TOJILKO B OJJHOM HAIPaBJICHUH, TO B KAKIOW PETUIMKAIIMOHHOW BUJIKE
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OHa MOXET MOCTENEHHO U HENPEPHIBHO CTPOUTH JIMIIb OAHY HOBYIO IIEINIb MOJIE-
kynbel JIHK. Jdpyras gouepnsia mosekyna JJHK mo mepe pacrieranuss MaTepuH-
CKOW MOJIEKYJIbl CUHTE3UPYETCSl OTAEIbHBIMA KOPOTKMMU ydacTkamu 1o 150-
200 nyxneotunoB (ppaemenmur Okazaxku) non nevcteuem Qepmenta JJHK-
MOJIMMEPA3bl, ABMKYIIET0Cs B IPOTUBOMOJIOKHOM HAIPABJICHUU. DTH KOPOTKHE
YYaCTKH BHOBb CUHTE3MPYEMOHU IOJUHYKICOTUIHOM LEMHA OJHOTIO PEIIMKOHA
«CIIUBAIOTCS» (EPMEHTOM .Jueazol. Takodl TPWHIMI CUHTE3a HOBBIX IETICH
JAHK nazeiBaercs npepvisucmoim. ®epmentel [JHK ckpyunBaror HUTH peruiun-
nrpoBaHHbIX ydacTkoB JIHK. Yuactkn «nouepanx» monekyn JIHK, cunresnpo-
BaHHBIE B COCEJHUX PEIUIMKOHAX, TAKXKE «CIIMBAIOTCS» (PEPMEHTOM JHUTa30u.
Becp TeHOM KIIETKM peIuIMIMPYETCsS TOJIBKO OJUH pa3 3a MEPHUOJ BPEMEHH, CO-
OTBETCTBYIOIIUN OTHOMY MUTOTUYECKOMY LIUKIIY.

Dynukuyuu /[HK

1. Xpanenue HacneACTBEHHOW MHGOPMAIIMN O CTPYKTYpe OCJIKOB WIIH OT-
JeNbHBIX €€ opraHoujoB. Hammensbleit enuauie reneTndeckoi nHbopMaiuu
MOCJIE HYKJIEOTH[IA SIBIISIFOTCSA TPH IMOCJIEAOBATEIBHO PACIOIOKEHHBIX HYKJIEO-
tuna — mpuniem. IlociienoBaTebHOCTh TPUILIETOB B MOJIMHYKICOTUIHOW LIETH
OIpEENSIET MOCIEA0BATENLHOCTh PACIIONOKEHUS aMUHOKHUCIOT OAHOW OeNKo-
BOM MOJIEKYJIbI (MEPBUYHYIO CTPYKTYpy O€lika) M MpEICTaBiseT COOOW IeH.
Bwmecte ¢ 6enxkamu JIHK BxoasiT B cocTaB XpomaTuHa, BEIIECTBA, U3 KOTOPOTO
COCTOSIT XPOMOCOMBI SI7Jpa KIETKH.

2. [lepenaya HaciencTBeHHOW WMH(MOpPMANUKU B PE3yJbTaTe PEIUIMKAINN
P KJIETOYHOM JIEJIEHUU OT MATEPUHCKOU KIIETKH — JOUEPHUM.

3. Peasninzanusi HacneAcTBEHHON WHMOpMAIMU (XpaHAIEHCS B BUJIE Te-
HOB) B PE3yJIbTaT€ MATPUUYHBIX PEAKIMil OMOCHHTE3a Yepe3 BhIPAOOTKY CIICIu-
dbuyeckux s KIETKU U opranu3ma OenkoB. [Ipu 3Tom Ha oHOM U3 ee lernen
[0 NPUHIHUITY KOMIUIEMEHTAPHOCTH U3 HYKJIEOTHJIOB OKPYXAIOIIEH MOJIEKYILY
CpeIlbl CHHTE3UPYIOTCS MoJieKyJbl nHpopmarmonHoit PHK.

Cmpoenue pubonykneunosoii kucaomwol (PHK). 1lo cBoeil cTpyKkType
moJsiekysibl PHK menee kpynHblie, uem monekynsl JIHK ¢ monexynsipHon maccou
ot 20-30 TbIC. (T-PHK) 1o 1 mua (p-PHK). PHK — ogHomnenoueunas momnekyna,
IIOCTPOEHHAs TaK ke, kKak u ogHa u3 ueneit JJTHK. Monomepsr PHK - nykneoTu-
JIbI COCTOSIT U3 a30TUCTOTO OCHOBaHUSsI, puO03bl (yrieBoa) u docdarHoOM TpyI-
nbl. PHK coneput 4 a30TUCTBIX OCHOBaHUSI, IPUYEM TUMHH 3aMEHEH Ha OJIu3-
KU K HEMY IO CTPOEHUIO ypauui (HyKJIEOTH — ypuAWJIOBBIN). HykneoTu sl
COEJIMHEHBI B MOJMHYKIICOTUAHYIO 1IeMb Tak ke, kak u B JIHK, 3a cuer ocTtaTtkos
(bochOpHBIX KUCIIOT, PACTIONOKEHHBIX MEXKTy pr003aMHU.

Ilo mecmy naxoorcoenus 6 kiemke cpenu PHK Bbiaenstor: siepHble, 1H-
TOIJIa3MaTUYECKHE, MUTOXOHIPUAIbHBIE, IUIACTUAHBIE.

Ilo evinonnsemvim @yuxkyuam cpenu PHK BbIIensroT: TpaHCHIOpPTHEIE,
nH(OpPMAIMOHHBIE U PUOOCOMHBIE.
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Tpancnopmuvie PHK (m-PHK) — opHOIENIOYHBIE, HO MMEIOIINE TPEeX-
MEPHYIO CTPYKTYPY «KIJIEBEPHBIH JIUCT», CO3/IaHHYIO BHYTPHUMOJIEKYJISPHBIMU
BOJOPOHBIMU CBsi3siMU (puc. 6). Monekyinbl T-PHK — cambie kopotkue. Cocro-
at u3 80-100 nykmeotunoB. Ha ux momo mpuxoautcs okojo 10% ot oOero
conepxxanusi PHK B kietke. OHM nepeHOCAT aKTUBUPOBAHHBIE aMUHOKHUCIIOTHI K
pubocomaM mpu OMOCUHTE3€E OeKa B KIIETKE.

= Ungopmayuonnas (mampuunas)
PHK (u-PHK, m-PHK) — onHolienmouHas
MOJIEKYJIa, KOoTopas oOpa3yercs B pe3yib-
Tare TpaHckpunuuu Ha Mojekyine JHK B
sSIpe W HeceT MH(OPMAIUIO O TMEPBUYHOMN
CTPYKTYypE OJHOM OCJIKOBOH MOJIEKYJbI K
MeCTy cuHTe3a Oenika B pubocomax. More-
kyna u-PHK moxer cocroste u3z 300 —
3000nykneotunoB. Ha nomto u — PHK mipu-
xonutea 0,5-1% ot oOmiero cojepkaHus
PHK B kneTtke.
o Pubocomnvie PHK (p-PHK) — camble

Puc. 6. Crpykrypa 1-PHK: KPYIIHBIE OTHOIIETTOYHBIE MOJEKYbl. OHU
A, B, B, I' - ydacTkn KOMINIEMEHTAPHO-  Gya3vioT BMecTe ¢ OEIKAMH  CIOJKHBIE

I'0 COCAUHCHMUA, I[ - Y4aCTOK COCJUHC-
HHA C aMHUHOKHMCIIOTaMU, E - AHTUKOIOH KOMILICKCH, HOHI[eP)KHBa}OmHe CprKTypy
(He COe/MHEHHbIH TpUITeT) prubocoM, Ha KOTOPBIX UJIET CUHTE3 OelKa.
Ha nomo p-PHK npuxomutcs oxono 90%
ot oburero coaepxkanus PHK B kietke.

Bces renernueckas mHdopmaius opraHusma (CTpYKTypa €ro O€lKOB),
3axnroyeHa B ero JIHK, cocrosimieit U3 HyKI€OTHIOB, OOBEAMHEHHBIX B TEHBI.
I'en — equHuUIAa HACIECTBEHHONW WMH(MOpMAIUK, cojepkaiias UHPOpMaIro o
CTpyKType onaHoro Oeinka. ['eHbl, 00ycloBIMBaIOIIME CBOWCTBA OPraHU3MOB,
Ha3bIBAIOT CIMPYKMYPHLIMU. A T€HbI, KOTOPbIE PETYIUPYIOT MPOSABICHUE CTPYK-
TYPHBIX T€HOB, HAa3bIBAIOT pe2yisimopHuimu. Peannzanusi HAclIeICTBEHHOM WH-
dbopmany MPOUCXOIUT CICTYIONTUM 00pa3oM:

JHK (ren) tpanckpunuus_ P - u-PHK (xonus rena)-tpanckpunius_p>

» benox ®epmeHT (Ha pubocomax) —> Peakuus B Kl1eTke —>

—>(CBOICTBO UM NpU3HaK ((heH)

I'eHeTHYeCcKHH KO/ U €ro CBOIiCTBa
JI71s1 OCyIIECTBICHUS IKCIPECCUH T€HA CYIIECTBYET eeHemuuecKull Koo -
CTPOTO YIOPSIOYEHHAs 3aBUCUMOCTb ME¥KJY OCHOBAHUSIMUA HYKJICOTHUIOB H
aAMHHOKHUCIIOTaMu (Taoi1. 2).

OOmenpuHATHIE COKPAIIEHNS Ha3BaHUN aMUHOKUCIIOT:
BAJI — Banun API" — aprunun
JIEU — neiiunH ACH — acriaparun
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AJIA — ananuH

ACII — acnaparuHoBasi KUCJI0Ta
[TPO — nponun

HUC — uucrenn

TPE — Tpeonun

TPU — tpunrodan

JIN3 — nmu3nn

WJIE — n3oneiux

MET — MeTHOHHUH

I'JIV — rmyraMuHOBast KMCIIOTa
I'NC — ructuanu

I'JIH - rmyramun

I'JIN — iy TUP — tpo3un
CEP — cepun ®EH — penmnananua
Ta0muma 2
I'eneTnueckuii KOx
[TepBrrit Bropoii Hykiieotna Tperuit
HYKJICOTHU /T Y 11 A r HYKJIEOTH /T
Y ®OEH CEP THUP o1cC Y
®OEH CEP THUP o1cC 11
JIEN CEP CTOII CTOII A
JIEN CEP CTOII TPU r
11 JIEN ITPO Tr'ucC APT y
JIEU IT1PO I'C APT il
JIEN ITPO I'JIH APT A
JIEN ITPO I'JIH APT r
A NJIE TPE ACH CEP Yy
NJIE TPE ACH CEP 11
NJIE TPE JIN3 API’ A
MET TPE JIN3 API’ I
I BAJI AJIA ACII I'JI Y
BAJI AJIA ACII I'JI II
BAJI AJIA Ty I'JI A
BAJI AJIA Ty I'JI I

OcHogHble ceolicmea cenemuiecko20 Kood.

e TpUIIETHOCT — OJHON AMHHOKHCIIOTE COOTBETCTBYIOT TPHU PSIAOM
PaCIOJIOKEHHBIX HYKJICOTH/Ia, Ha3bIBAEMbIC TPUILIETOM (KOJIOHOM) (TPUILIETHI B
n-PHK na3wiBaroTcst KogoHamm);

e VYHUBEpPCAIbHOCTh — OJMHAKOBBIM KOJIOH KOAMPYET OJHY M Ty XKe
AMUHOKHCJIOTY Y BCEX KUBBIX CYIIIECTB;

e HenepekpplBa€MOCTh — OJMH HYKJIEOTHJ HE MOXET BXOAWTH OJIHO-
BPEMEHHO B COCTAB HECKOJIBKUX KOJIOHOB;

e  BbIpOXKIEHHOCTHh (M30BITOYHOCTH) — OJJHY AMHHOKHCIIOTY MOTYT KO-
JUPOBATh HECKOJIBKO Pa3HBIX KOJAOHOB;

e OAHOHANPABIEHHOCTh — CYUTHIBAHHE MH(GOPMALIMK BCErIAa UJET OT 5
K 3'- KOHILY;

e OrtcyTcTBUE pa3AeiUTENbHBIX 3HAKOB BHYTPU T'€HA MPU UX HATUYUU
MEXK]ly TeHaMu

1
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Bbuosornuecknii cuHTe3 0esKa

JIHK — HOoCcuTenb Beelt reHeTnyecko nHGOpMaIlUK B KJIIETKE — HETIOCPE/I-
CTBEHHOT'O y4yacTus B CHHTe3e Oejika (peanu3aliy ATOW HACIEACTBEHHON HH-
dbopmarun) He TprUHUMAIOT. B KileTkax >KMBOTHBIX U pacTeHuit monekyinbsl JJHK
OTJICJICHBI SIIEPHON MEMOpPaHON OT LMUTOIIA3MBbl, TJI€ MPOUCXOAUT CHUHTE3 Oell-
koB. K pubocomam - mectam cOOpKH OENKOB - BBICBUIAETCS U3 SApaA MOCPETHHUK,
KOTOPBIN HECET CKOMMPOBAHHYIO MH(POPMAILIHIO B CTIOCOOEH MPOUTH Yepe3 MOpPHI
sanepHoil MmemOpanbl. TakuMm mocpenHukoMm sipnsiercs: uHbopManmonnas PHK,
KOTOpasi y4aCTBYET B MATPUYHBIX PEAKIIUSX.

MarpuuHble peakuu - 3TO PEAKIHNU CUHTE3a HOBBIX COEAUHEHUN HA OC-
HOBE «CTapBIX» MAaKPOMOJIEKYJ, BBITTOJHSIONINX POJIb MATPHIBI, T. €. (OPMBHI,
oOpasia Jijisi KOMMMPOBAHUS HOBBIX MOJIEKYJ. MaTpUUYHBIMU PEAKIUSIMU peau-
3allMK HACNEACTBEHHON HH(pOpMaIluK, B KOTOpbIX npuHuMaroT ydyactue JJHK u
PHK saBnstorcs:

o Penmuxayua /[HK — ynsoenue monexkyn JIHK, Gnarogapst koTopsim
nepeaaya reHeTUH4eCKo MHPOpPMalUK OCYIIECTBISIETCA OT MOKOJICHHS K TTOKO-
nenunro. Marpunen sBisiercs marepurckas JJHK.

o Tpanckpunyus (nat. transcription — mepenuchIBaHUE) — TO CHHTE3
Mosiekysn PHK mo npuHuunmy KOMmniaeMeHTapHOCTHA Ha MaTpPHULIE OAHOM U3 LENen
JHK. IIpoucxonut B siape noxa aeiictBueM depmenta JJHK-3aBucumoii PHK-
nosmmMepasbl. Mapopmanmnonnas PHK — 310 ogHonenounas mosnekysa, 1 KONu-
pOBaHKME IeHa UAET C OAHOM HUTH JByuenodHor monekynsl JHK. A3bik Tpu-
mieroB JIHK nepeBoaurcs Ha 361k k0n0HOB U-PHK. B pesynbrare Tpanckpun-
uMu pa3Hbix reHoB cuHTesupyroTca Bce Buabl PHK. 3atem u-PHK, T-PHK, p-
PHK uyepe3 nopsl B siiepHON 000JI0YKE BBIXOAST B IIUTOIIA3MY KJIETKH TSI BbI-
MOJIHEHUSI CBOMX (DYHKIIHIMA.

e Tpancmsauus (nar. translatio — mepemaya, nmepeBoa) — 3T0 CHHTE3 IO~
JUNETAUHBIX 1eneil 0enkoB Ha Marpuue 3penoi u-PHK, ocymiectBisieMslil pu-
0ocomamu. B 3ToM npornecce BbIIEISAIOT HECKOJIBKO 3TaIlOB:

Otan nepBbl — unuyuayus (Hadaao cuHTe3a). B 1muTorazMe Ha OJMH U3
koHII0B U-PHK (MMeHHO Ha TOT, ¢ KOTOPOTO HAUMHAJICS CUHTE3 MOJIEKYJIBI B SIIpeE)
BCTyMaeT pubocoMa M HauMHaeT cuHTe3 nosmnentuaa. Monekyna T-PHK, tpanc-
noptupyromas amuHokucnory riyramu (T-PHK I'JIH), coequnsercs ¢ pudoco-
Mol 1 npukperuisiercsa K Hayainy nenu u-PHK (komom YAT). Psgom ¢ nepBoii T-
PHK (#e umerorieil HUIKaKoro OTHOILLIEHHUS K CUHTE3UPYIOUIEMY O€JKy) IpUCOeIH-
Hsaerca Bropas T-PHK ¢ amumuokucnorou. Ecnu antukonon t-PHK, 1o mexnmy
AMHHOKHCJIOTAMH BO3HUKAET MENTH/IHAS CBSI3b, KOTOPYIO 00pa3yeT onpeieIeHHbIMI
depment. Ilocne storo T-PHK nokuaaer pubocomy (yXoIuT B HUTOILIA3My 3a HO-
BOM aMHHOKHCIOTOM), a u-PHK nepemeriaetcst Ha 0JIiH KOJIOH.

Btopoit stan — anoneayus (ynnvaenus uenu). Pubocoma nepemenaercs
o monekyne u-PHK He miaBHO, a mpepbIBUCTO, TPUILIET 3a TPUILIETOM. TpeThs
T-PHK ¢ aMUHOKHCI0TON CBSI3BIBAETCSI CBOMM aHTUKOIOHOM ¢ KojmoHoM u-PHK.
[Ipu ycTaHOBIEHUN KOMIUIMMEHTAPHOCTU CBA3M puOOCOMa JIeaeT ellle 1ar Ha
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OJIMH «KOJOH», a cneuuduueckuii GepMEeHT «CIIUBAET» MENTUIHON CBSA3BIO
BTOPYIO M TPEThIO aMHUHOKHUCIIOTY - 00pa3zyeTcs MenTUIHas 1enb. AMUHOKHUCIIO-
Thl B PAcTyIIEH MOJIUIENTUIHON LENU COCIUHSIOTCS B TOW MOCIEN0BATEIbHO-
CTH, B KOTOPOU pacmoioxkeHsl mudpyromue ux koaous u-PHK.

Tperuit stran — mepmunayus (OKOHYaHHE CUHTe3a) nenu. [Ipoucxomut
IIPU TPAHCISALHUUA pUOOCOMOM OJHOTO U3 TPEX «HOHCEHC-KOAOHOB» (YAA, VAL,
YT'A). Pubocomsl cockakuBatot ¢ u-PHK, cuaTe3 OGenka 3aBepiieH.

Takum 0Opa3om, 3Hast TOPSAIOK PACIIOIOKEHUSI AMHHOKHCIIOT B MOJIEKYJIE
OeJika, MOXKHO OMPEACIIUTh MOPSAIOK HYKIEOTU0B (TpuruietoB) B uenu u-PHK,
a Mo Hel — mopsAoK nap HykineotuaoB B yyactke JIHK n HaobopoT, yunThiBas
MPUHINN KOMIUTUMEHTAPHOCTH HYKJICOTH]IOB.

Ho B mporiecce MaTpuuHbIX peakiyii MOTYT MPOUCXOIUTh U3MEHEHHS — MY-
Taluu. JTO T€HHbIE MyTallMM Ha MOJIEKYJIIPHOM YPOBHE - PE3YJIbTAT PA3IUYHBIX
noBpexxaeHuil B Mosiekynax JJHK — 3aTparuBaror oquH WM HECKOJIBKO HYKJIEOTH-
70B. Bce popmbl reHHBIX MyTaluii MOXKHO pa3/IeNIUTh Ha JABE OOJIBIINE TPYIIIIHL.

llepsas epynna - CABUT paMKU CYUTBHIBAHUS — MPEICTABIIsIET COOON BCTaB-
KU WIH BBINAJCHUS OJHOW WJIM HECKOJIBKUX Jap HYKJIEOTHIOB. B 3aBucuMoctu
OT MeCTa HapyUIECHUS U3MEHSETCS TO WIM HWHOE KOJHMYECTBO KOJOHOB. IJTO
HauOoJiee TKEIbIE MOBPEkKICHUS TEHOB, TaK KaK B O€JOK OyayT BKIIIOUEHBI CO-
BEPIICHHO JPyTrHe aMUHOKUCIOTHL. Ha Takue nenenuu U BCTaBKU MPUXOIUTCS
80% BCceX CHOHTAHHBIX T€HHBIX MYTAIWM.

HaubGonpimM moBpexaaronmM JelcTBUEM 001a1al0T HOHCEHC — MYyTa-
[[UU, KOTOPHIC CBSI3aHbI C MOSBJICHUEM KOJOHOB-TEPMHUHATOPOB, BBHI3BIBAIOIIUX
OCTaHOBKY CHHTE3a OeJika. DTO MOXKET MPUBECTH K MPEKICBPEMEHHOMY OKOH-
YaHUIO CUHTE3a OelKa, KOTOPBIM OBICTpO nerpamupyer. PesympTaT — rubensb
KJIETKU WJIM U3MEHEHUE XapaKTepa NHANBUYAIbHOTO Pa3BUTHSL.

MyTranuu, CBA3aHHBIE C 3aMEHOM, BBINAJCHUEM WJIM BCTABKOW B KOJAUPY-
IOIeN YacTu TeHa (DEHOTUTTMYECKU TIPOSBIIAIOTCS B BUJIE 3aMEHBI aMUHOKHUCIIOT
B Oenke. B 3aBucUMOCTH OT TIPHUPOABI AMUHOKHUCIOT M (DYHKIIMOHAJIBLHOW 3Ha-
YUMOCTH HAPYIICHHOTO y4acTKa, HAOJI0AAaeTCsl MOTHAS WM YaCTUYHAs MOTEPS
(GyHKIIMOHATIBFHOM aKTUBHOCTHU OeJKa. DTO BhIpa)KaeTcsl B CHIDKCHUH JKU3HECTIO-
COOHOCTH, U3MEHEHUU TTPU3HAKOB OPTaHU3MOB U T.]I.

Bmopas epynna — 310 TeHHbIE MyTallMd C 3aMEHOW Map OCHOBAHUI HYK-
neoTuaoB. CyIIeCTBYIOT JIBa TUIIA 3aMEHbI OCHOBAHUM:

e TpaH3uius — 3aMeHa OJHOTO MYPUHOBOI'O Ha APYroe MypUHOBOE OC-
HoBaHMe (A Ha ' unu ' Ha A) WM 0AHOTO MUPUMHUAMHOBOIO HA JPYyroe mupu-
muauHoBoe (I va T unu T Ha 1).

e TpaHcBepcusi — 3aMeHa OAHOTO ITyPUHOBOTO OCHOBAHUS HA MUPUMUIU-
HoBoe Wi HaoO0opoT (A Ha I, wm I Ha T, wu A Ha V). [Ipumepom TpaHncBepcuu
SIBJISIETCSl CEPIIOBUTHO-KJIETOUHASI aHEMUSI, BO3HUKAIOIIASI M3-32 HACJICICTBEHHOTO
HapYyIICHUs] CTPYKTYPbl TeMOTJIO0MHA. Y MYTaHTHOTO T€Ha, KOJUPYIOIIETr0 OJIHY
U3 LIeTiel TeMOIJIOONHA, HapyIIeH BCEro OJIH HykieoTua, u B u-PHK npoucxonut
3ameHa ajgeHnHa Ha ypaiuil (I'AA Ha I'VA). B pesynbrare npoucxoauT U3MeHe-
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HUE OMOXMMHUYECKOro (PeHOTUIIA, B B-LIENH reMOrioOrHa MIyTaMUHOBAasi KUCIOTa
3aMEHEHa Ha BAJIMH. JTa 3aMEHA U3MEHSET MOBEPXHOCTh I€MOITIOOMHOBON MOJIe-
KYJIbl: BMECTO JIBOSIKOBOTHYTOI'O JTUCKA KJIETKU 3PUTPOLUTOB CTAHOBSTCS MOXOKU
Ha cepibl U J100 3aKyNOpPUBAIOT MEJKHUE COCYAbI, MO0 OBICTPO YyAAISAIOTCS W3
KpPOBOOOpaIleHHs, YTO ObICTPO MPUBOAUT K aHEMHHU.

Takum 00pa3oM, 3HAUMMOCTb T€HHBIX MyTalUi JJI KU3HEAEITEIIbHOCTH
OpraHu3Ma HEOJAMHAKOBA:

O HEKOTOpBIE «MOJIYAIIHE MyTal[MW» HE OKa3bIBAIOT BIUSHUSA HA CTPYK-
Typy ¥ QyHKIHIO OenKa (HarmpuMep, 3aMeHa HyKJIeOoTHIa, He IPUBOIAIIAS K 3a-
MEHE aMUHOKHUCIIOT);

O HEKOTOpbIE MYTAllMM BEAYT K MOJHOM MOTEpe PyHKIUU OenKa u rude-
JIM KJIETOK (Hampumep, HOHCEHC-MYTAallUN);

O Jpyrue MyTalMH - Npu KadecTBeHHOM n3meHeHuu U-PHK u amunHo-
KHCJIOT BEAYT K U3MEHEHUIO NPU3HAKOB OPraHU3Ma;

O HEKOTOpbIE MyTallUH, U3MEHSIOIINE CBOMCTBA OETKOBBIX MOJIEKYJI, OKa-
3bIBAIOT MMOBPEXAAIOIIEE ICHCTBHE HA KU3HEAEATEIBHOCTD KIETOK — TAKME MyTa-
K 00YCIIOBIMBAIOT TSDKEJIOE TeUeHUe Oose3Hel (HarpuMep, TPaHCBEPCUN).

CaoiicTBa U KJIaccupuKanus reHoB

I'en - enuHUIIa HACIEICTBEHHOCTH M M3MEHYMBOCTU. [0 cCOBpeMEeHHBIM
MPEACTABICHUSIM, 2eH — 3TO ydacTok moJiekybl JIHK, Hecymumit undopmarnuio o
CUHTE3€ OIPEACICHHOTO MOJUIECNTHAA WM HYKICUHOBOM KHUCIOTHI. [ €HBI,
OTPENIEIIAIONME Pa3BUTHUE aJbTEPHATUBHBIX MPU3HAKOB, HA3BIBAIOTCS a/LlE/lb-
noivu (amensamu). ['eH, npeobnamaronuii B mape ajjieneil, Ha3bIBaeTCsl 0oMu-
HaHmMHbIM, a T€H, MOAABIISIEMBIN CBOEH alljienbio, — peyeccugHvim. Habop reHoB
OpraHu3Ma, KOTOpbI€ OH IMOJY4YaeT OT CBOMX POJUTEINEH, HA3bIBACTCS 2eHOMU-
nom. COBOKYITHOCTh BCEX BHEIIHUX U BHYTPEHHHMX MPU3HAKOB OpPraHU3Ma, pas-
BUBAIONIUXCS Ha 0a3e reHOTHIa TOoJI BO3AeHCTBHEM (DAKTOPOB Cpeibl, Ha3bIBa-
eTCsl heHomunom, a OTIEIbHBIN MPU3HAK — heHOM.

B navane XX B. rocmojacTBOBalio MPEACTABICHHE O CTAOWJIBHOCTH U
Hen3MeHseMocTu TeHOB (A. Beiicman, V. batcon), a eciiyu u3MeHEHHS U TP O-
HUCXOJIMJIM, TO CAMONPOU3BOIBLHO, HE3aBUCUMO OT BJIMSIHUS CpPelibl. DTO OIIHU-
O004YHOE MHEHHE OBbLIO OMPOBEPTHYTO MOJTYyUYEHHUEM HHAYIUPOBAHHBIX MYTa-
nuii I'.A. Hagconom u I'.C. ®unmunmnoseim (1925 r.) Ha rpubax, I'. Memiepom
(1927 r.) na apozodune u WU.JI. Cragnepom (1928 r.) Ha kykypy3e. B 20-¢
rojibl ObIO YCTAHOBJIEHO, YTO XPOMOCOMBI COCTOST U3 O€JKa U HYKJIECUHOBBIX
kucioT. B 1927 r. H.K. Kosb110B nipeamnoioxui, 4To GyHKIIUU T€HOB BBITIOJI-
HSIOT OETKOBBIC MOJICKYJIBI.

['eHbI XapaKTepu3yIOTCs OMPEACTICHHBIMU C80HCmeamu: CTIeIu(UIHOCTHIO,
IIEJIOCTHOCTBIO U JIUCKPETHOCTHIO, CTAOMIIBHOCTBIO W JIAOWIILHOCTBIO, TICHOTPO-
MUEN, SKCIIPECCUBHOCTHIO U IEHETPAHTHOCTHIO.
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1. Cneyuguunocms 2cena 3aKiO4aETCS B TOM, YTO KAXKAbIA CTPYKTYpPHBIM
reH 00J1aIaeT TOJIBKO €My MPHUCYIIUM TMOPSJIKOM PACIIONIOKEHUSI HYKJICOTUIOB U
JIETEPMUHUPYET CUHTE3 onpeaesieHHoro nonunentuaa, p-PHK wim t-PHK.

2. llenocmnocmb 2ema COCTOMT B TOM, YTO MpPHU MNPOrpaMMHUPOBAHUU
CUHTE3a MOJIMIIETITHIA OH BBICTYNAET KaK HeAenaumas eJuHuna (IuCTpoH), U3-
MEHEHHUE MOPSIAKA UM KOJIMYECTBA HYKJIEOTUIOB B KOTOPOUl MPUBOAUT K Tepe-
CTPOUKE CTPYKTYPHI MOJICKYJIbI mojumentraa. [ eH kak QpyHKInoHaabHas e1u-
HUIIA HEJICTTUM.

3. HuckpemHnocms eena ONpenenseTcs HATMYUEM B HEM CyOBeIUHUIL (MY-
TOH, PEKOH). B HacTosIIee BpeMsi MUHUMAILHOW CTPYKTYPHOU CyOBEIUHUIICH Te-
Ha CYMTAIOT APy KOMIUIEMEHTAPHBIX HYKJICOTHIOB, a MUHUMAILHON (yHKIIHO-
HaJIbHOU €IMHULIEN — KOJOH.

4. TeHbl OTHOCHUTENBHO CMAOUILHLL U W3MEHSIOTCS (MYTHPYIOT) PEIKO.
YacToTa CIIOHTAHHOI MyTALIMK OJHOTO reHa - mpuMepHo 107 Ha OTHO TOKOJICHHE.

5. CnocoOHOCTh T€Ha H3MEHSTHCS (Mymupoeams) Ha3BIBACTCA Jd-
OULLHOCMBIO.

6. I'ensl 007a7al0T CBOWCTBOM AICUOMPONHOCHU (MHONCECMBEHHO-
cmu) Oeticmeust, T. €. OJIUH T€H OTBEYAET 3a MPOSBICHUE HECKOJIbKUX MPHU3HA-
KOB. OTO HaOJIOJaeTCs MPU HEKOTOPBIX JH3UMOIATUIX, MHOXECTBEHHBIX
BPOKJICHHBIX TTIOPOKaX pa3BUTHS, HAIpUMEP Mpu cuHapome Mapdana.

7. Oxcnpeccusnocms — cTeneHb (EHOTUIIMYECKOTO MPOSIBICHUS J1aH-
HOI'O T'€Ha.

8. T'eHBI 00MAIAIOT NEHeMPAHMHOCIbIO — DTO YaCTOTA TPOSBIICHUS T'eHA.
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Tema 3. IluTo10rH9ecKHe OCHOBBI HACJIEACTBEHHOCTH

OcHoBHBIE BHABI HACJIEACTBEHHOCTH

I'eneTuka — Hayka, W3ydaromas 3aKOHOMEPHOCTH HACJICICTBEHHOCTH U
W3MCHYHMBOCTH YKUBBIX OPTaHU3MOB.

HacaeacTBeHHOCTh — 3TO CITIOCOOHOCTh OPTaHU3MOB ITOBTOPSTH B ITOKO-
JICHUSAX CXOJIHBIC MPHU3HAKW M 00ECIIeUnBaTh CIECIU(DPHUCSCKUI XapakTep WHIU-
BUJTyaJIBHOTO pa3BUTHS. biaromapst HacjaeICTBEHHOCTH COXPAHSIOTCS OTHOPO/I-
HOCTb W €IMHCTBO BUAA. OCHOBHBIC BHJIbI HACIIEICTBEHHOCTH MOXHO MpEJICTa-
BUTH B BUI¢ TaOIHIbI (Ta0I. 3).

MN3MeHYHUBOCTD - 3TO CIIOCOOHOCTH OPTaHU3MOB IPHOOPETATH PA3TUIUS B
MpU3HaKaxX JAPYT OT JAPyra M OT CBOMX poauTenci. MI3MEeHUMBOCTH AelIaeT BHU
HEOJHOPOIHBIM M CO3/Ia€T MPEATIOCHUTKH JJIS €T0 MadbHEHIIICH BOJIOIIHH.

Tabnuma 3
OcHOBHEBIE BHUbI HACJICACTBECHHOCTHU
HacyeacTBeHHOCTh
MuromiazmaTnyeckast SAnepuas
Cps3aHa ¢ JEHCTBHEM I€HOB, PACIIONOKEHHBIX B OPraHOMIAX LIMTOILIAa3Mbl, coaepxka- | CBs3aHa ¢ XpoMo-
nmx JJHK (MuToxoHmpuu, TiacTuipl, TWia3Musibl). Takve TeHbl CIIOCOOHBI K aBTOHOM- | COMaMHM,  HaXOJIsi-

HOM PEIUIMKAIMK U PABHOMEPHOMY PAaCIPEETICHUIO MEXKY IOUEPHUMH KIICTKaMU LIUMHUCST B sape

Ilnasmugnas
Cpsi3aHa ¢ TeHaMH, PacIoyo-
JKeHHBIMA B TUIQ3MUIaX (KO-
POTKMX KOJIBIEBBIX MOJIEKY-
nmax JIHK, Haxomsmmxcs BHE
HYKJIeOTHI]a ~ OaKTepuaIbHOU
KJICTKH), obecrieunBacT
HACIIeJIOBaHHE YCTOMYNBOCTH
OakTepuii K JEHCTBHIO JieKap-

IaacTuanas
BrisiBnena npu Hace-
JIOBAHUU TECTPOIUCT-
HOCTM Yy pacTeHUi
HOYHOH  KpacaBHULbI,
JIbBUHOI'O 3€Ba U [p.
(uepemoBaHme  OKpa-
HIEHHBIX M  HEOKpa-
IIEHHBIX YYaCTKOB B

MuToxoHApHAJIbHASA
CBs3aHa C TIeHaMH,
JIOKaJIM30BaHHBIMU B
MUTOXOHJpHUAX. C HEro
CBA3aHO HACJIEJOBAHHE
HapylleHud B JAeH-
CTBUM  JIBIXaTENbHBIX
(dhepMeHTOB y
JIPOXOKEH, a TaKkke

KJIETKH, B COCTaB
KOTOPBIX  BXOAHT
JHK u OenkoBbie
KOMITOHEHTBI, XO-
po1o H3yYeHa:
NI HEE YCTaHOB-
JIEHbl 3aKOHOMEp-
HOCTH HacJeq0Ba-
HHS CBOWCTB U

CTBEHHBIX TperapaToB Omaro- | MucThsix). CBsi3aHa C | YCTOWYMBOCTH M 4YyB- | IPU3HAKOB
Japsi 3allMTHBIM OElKaM KO- | HAJWYHEM B UX KJIETKaX | CTBUTEILHOCTH
ouipHaM (K aHTHOMOTHKAM, | TOBKO 3€ICHBIX WM | JPOXIKEH K JIeHCTBHUIO
CyJbhaHUIaAMHUIaM U JIp.) TOJIEKO OCCILIBETHBIX | aHTHOMOTHUKOB
IUIACTHJT WM UX CMECH
OCHOBOIIOJIO)KHUK TEHETUKM — YELUICKMKA YyudeHbld ['perop Mennenp

(1822-1884 rr.), onmyonukoBai B 1865 r. Tpyn «OmbITBI HaJ PacTUTEILHBIMU
rudopuaMm», e Ha NMpUMepe CKpEIIMBaHMs Topoxa MoKaszaa 3aKOHOMEPHOCTH
nepesayu MPU3HAKOB B PAa3HBIX MOKOJIEHUSIX MPHU MOJIOBOM pa3MHOxkeHuu. Of-
HaKO JaTON BOSHUKHOBEHHUS T€HETUKH MPUHATO cuuTaTh 1900 r., KOrna yuyeHbie
passbix ctpal ['. ne @pu3s, K. Koppenc u 3. UepMmak He3aBUCUMO APYT OT Apyra
OTKPBUIA 3aKOHbI T€HETHUKH, CBEPILIMB 3TO MOBTOPHO. Ha3BaHMe HOBOUl Hayke
ob110 gaHo B 1906 r. anrnwmiickuM yueHbiM B. batcoHoMm (TeHeTuka ot yat. ge-
neo — moposaaro), a B 1909 r. narckuii renetuk B. MoranceH BBea Takue MOHS-
THS KaK T€H, TEHOTHI U (PEHOTHII.
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OCHOBHBIE HOCHTEJIN HACJIEACTBEHHOCTH

OCHOBHBIMU HOCHUTEJISIMHU SIJICPHON HACJIECACTBEHHOCTH SIBJIIFOTCSI XPOMO-
COMBI, PaCIOJIOXKEHHBIE B SJIPE KIETKUA. Y KAXKAOU XPOMOCOMBI UMEKOTCSI XUMUYE-
CKHE KOMITOHEHTHI: ofiHa rurantckas monekyna JHK (nezoxcupubonykinenHoBast
KHUCJIOTA), TOCTUTAIOIasi MHOT/IAa HECKOJIbKUX CAHTUMETPOB B JIJIUHY MPU MHUKPO-
CKOIIMYECKUX pasmepax KieTku. Kaxmas xpomocoma npeacTaBlieHa OTHOM MoJe-
kynor JIHK. M3 xpoMocom uernoBeka camasi 6osnbinas — mniepBasi; ee [JHK umeer
obmryto mmny a0 7 cm. Cymmapsas aimuHa mosiekyn JIHK Bcex xpomocom omHOM
KJIIETKM 4yenoBeka cocrasiser 170 cm. Monekynel JIHK o4eHb TI0THO yItakOBaHbI
B XpomocoMmax. Takyro ykianaky xpomocomHor JIHK oGecneunBaroT Genku, co-
JIEPKALUECS B XPOMOCOME.

Xpomocoma siiepHbIX opraHu3MoB (3ykapuot) coctout u3 JIHK, O6enkoB u
JPYTHX XUMHYECKHX BemecTB coctaBisieT 99% JIHK knerku, kotopas cBsizaHa C
oenxamu. CojepxaHue OCIKOB B XPOMOCOMaXx BBICIIUX PACTEHUN U JKUBOTHBIX
nocturaet 65%. Y posiiepHbix (IIPOKApUOT), K KOTOPBIM OTHOCSITCSL OaKkTepuu U
CUHE-3€JIEHBIE BOJAOPOCIIM, B KAYECTBE XPOMOCOM JIEKUT OJIHA KOJIBLIEBAsI MOJIEKY-
ga JIHK. ¥V BupycoB HocuTeneM HaCIEICTBEHHOCTU SIBISETCS JIMOO MOJEKyJsa
JIHK, mu6o monekyna puOoHykiaenHoBoi kuciaotsl PHK.

XPpOMOCOMBI XOPOIIIO 3aMETHBI TOJILKO BO BpeMsl JICTICHUS KJIETOK B mpoda-
3y, MeTtaazy u aHadazy B cBETOBOM MHKpockorne. OHu 00pa3yroT Tejblla majloy-
KOBUJHOU (hopMbI. XpOMOCOMBI OTJIMYAIOTCS APYT OT JPyra MOPSAKOM HYKJIEOTH-
noB JIHK u pacnionoxeHreM nepBUYHON MEPETSKKUA — LIEHTPOMEPBL, JETSIIEeH e
Ha JiBa 1ieya (puc. 7).

é |
1 %ﬁf
Puc. 7. Ctpoenune XxpoMOCOMBI:
1 - nentpomepa; 2 - autu IHK; 3 - xpomatusl; 4 - miiedn XpoMocoM

XpOMOCOMBI MOTYT COCTOSITh U3 OJHOM HYKJICONPOTEUIHON HUTH — XPOMA-
muobl (OJHOXPOMATHIHBIE XPOMOCOMBI), TMOO U3 ABYX XPOMATUA — CECIPUHCKUX
Xpomocom (IByXpOMAaTHIHbIE XPOMOCOMBI).

Meradasznas xpoMocoma cocTOUT U3 ABYX NpoaosibHbix HuTe JJHK — xpo-
Mamuod, COCTUHEHHBIX IPYr C IPYroM B OOJIACTH MEPBUUHOW NEPETIKKU (YeH-
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mpomepa). B 3aBUCUMOCTH OT PACIOJIOKEHHUS LIEHTPOMEPBI PAa3IHYaloT CIEAYIO-
IIM€ TUTIBI XPOMOCOM:

1. axpoyenmpuyeckue — 1EHTpOMEpPA 3HAYMTEIBLHO CMEILEHA K OJHOMY
KOHITYy XPOMOCOMBI, B Pe3yJIbTaTe YETO OJIHO TJIEYO OYE€Hb KOPOTKOE;

2. cyomemayenmpuiecKue — LIEHTpOMEpPa YMEPEHHO CMEIIEHa OT Cepeiu-
HBI XPOMOCOMBI U IIJICYU UMEIOT Pa3HYIO JUTHHY;

3. Mmemayenmpuyeckue — IEHTPOMEPA PACIIONOKEHA TIOCEPEINHE U IJICYH
PUMEPHO OJMHAKOBOM JUIUHEI (pHUC. 2.).

VY4acToK KaXIO0ro Iuieya BOJM3M LIEHTPOMEpBI HA3bIBACTCS HPOKCUMAbL-
HbIM, YIAIEHHBIA OT Hee — JucmanbHbiM. KOHIEBbIE OT/AENbI AUCTAIBHBIX y4acT-
KOB Ha3bIBAIOTCS menomepamu. TeaoMepbl NPEnsSTCTBYIOT COSTUHEHHIO KOHIIEBBIX
y4acTKOB XpoMocoM. [loTepst 3THX y4acTKOB MOXKET COIPOBOXKAATHCS XPOMOCOM-
HBIMH IlepecTpoiikamMu. HeKoTopble XpOMOCOMBI UMEIOT 8MmMOpuUUHble NEPEMANHCKU,
OT/AEJISIIOIIUE OT Tela XPOMOCOMBI yYacTOK, HAa3bIBAEMbBIN CHYMHUKOM (CHYMHUY-
Hble XPOMOCOMbI).

IHonamue o kapuomune yenosexka

Yucno, pazmepsl U (hopmMa XpOMOCOM SIBJISIFOTCS CHEIU(PUIECKUMU TTPU3HA-
KaMH JIJIS1 KQKJIOrO BUJA KUBBIX OpraHu3MoB. Tak, B KJIETKAaX paka-OTLIEIbHHUKA
conepxKUTC 10 254 XpOMOCOMBI, a Y KoMapa — ToibKo 6. CoMaTnyeckue KIETKU
yesoBeka coaepxkar 46 xpomocoM. COBOKYITHOCTb BCEX CTPYKTYPHBIX M KOJIMYE-
CTBEHHBIX OCOOCHHOCTEH MOJHOr0 Habopa XPOMOCOM XapaKTEPHOTO sl KIETOK
KOHKPETHOT'O BHJIa YKUBBIX OPraHU3MOB HA3bIBACTCS KAPUOMUNOM.

Kapuorun Oyaymiero opranuszma (GopMupyercs B NpoLecce CIUSHUASA JIBYX
NOJIOBBIX KJIETOK (crepmaro3ouja U siiuekierku). Ilpu stom oObenuHstores ux
XPOMOCOMHBIE HAOOPBI. SIpo 3pesiol IMONOBOM KJIETKH COJICPYKHUT ITOJOBUHHBIN
Habop xpoMocoM (aiist yenoBeka — 23). [1ogoOHbIi oguHAPHBIA HAOOP XPOMOCOM,
AHAJIOTUYHBIA TAKOBOMY B TOJIOBBIX KJIETKAX, HA3bIBAETCS 2anI0UOHbIM U 0003HAa-
yaercss — n. [Ipu OIIog0TBOPEHUH SMLEKIIETKH CIIEPMATO30MI0M B HOBOM Opra-
HU3ME BOCCO3/1A€TCs cielu(PUUYecKuil sl JTaHHOTO BUAA KApUOTHUII, BKITFOUAOLIHIA
y uesnoBeka 46 xpomocom. IlonHbBIA COCTaB XPOMOCOM OOBIYHOM COMATHUUYECKOM
KJICTKH SABJIACTCS Ouniouonvim (2n).

B nunnonnHom Habope Kaxaas XpOMOCOMa UMEET aHAJIOTMYHYIO M0 pa3me-
pPY U pacnojiokeHHUIO HEHTPOMEPBI JPYTyIO MapHYyI0 XpoMocoMy. Takue XpoMoco-
MBI Ha3bIBAKOTCS 20MOI02UYHBIMU. | OMOJIOrHYHBIE XPOMOCOMBI HE TOJIBKO TTOXOXKHU
JpyT Ha JpyTra, HO U COJIEPKaT FeHbl, OTBEYAIOIINE 32 OJHU U T€ e MTPU3HAKH.

Ilpasuna xpomocom
CymecTByeT 4 mpaBuiia XpOMOCOM:
IIpasuno nocmosincmea wucna xpomocom. CoMaTHYECKUE KIETKU OpPraHu3-
Ma KaXJIOro BUJa B HOPME HMMEIOT CTPOTO OMPEACICHHOE YHUCIO XPOMOCOM
(HanpuMmep, y yenoBeka — 46, y 1po3o¢uiisl — 8).
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IIpasuno napnocmu xpomocom. Kaxnas XpoMocoma B TUILUIOUTHOM Habope
MMEET T'OMOJIOTUYHYIO - CXOJHYIO IO pa3MepaM, PACIOJIOKEHUIO LEHTPOMEPHI U
COJEPKAHHIO T€HOB.

IIpasuno unousuoyarvnocmu xpomocom. Kaxxaas napa XxpoMocoMm OTIHYa-
eTcs OT JPYrod mapel pa3Mepamu, paclojJOKEHUEM LEHTPOMEPBI U COJIEPKaHUEM
TEHOB.

IIpasuno nenpepwvignocmu xpomocom. B porecce yIBOCHUS TEHETUYECKOTO
marepuana HoBas MoJiekyia JIHK cunre3upyercs Ha ocHOBe HH(OpMAIUK CTapOoi
mouiekyibl JIHK (peakiysi MaTpUyHOTO CHUHTE3a — Ka)Jas XpoMocoMa MPOUCXO0-
JIUT OT XPOMOCOMBI).

®opMbl pa3MHOKeHHsI HA KJIETOYHOM YPOBHeE
Pazmnoocenue — yHUBEPCAJIbHOE CBOMCTBO JKMBOTO, 3aKJIFOYAIOIICECS B
BOCIIPOU3BE/ICHNN cebe Moa00HBIX. B OCHOBE pa3MHOKEHUS JICKUT Tiepeiada re-
HETUYeCKOW MH(GOpPMALIUUA OT OJHOTO MOKOJICHUS KJIETOK WJIM OpraHU3MOB K JApY-
roMy.

Knemounwtit u mumomuyeckuil uuK/bl

Knemounwiil (tcusnenmsiti) yuxn — 3T0 MEPUOJ B KUZHEACATEIHHOCTU KIIET-
KA OT MOMEHTa €€ MOSBICHUS JI0 THOETH WM O0pa30BaHUs JIOYEPHUX KIIETOK.
Mumomuueckuil yuxn - 3T0 TIEPUOJT B )KU3HEICATSITLHOCTH KJICTKH OT MOMEHTA €¢
00pa30oBaHus U JI0 Pa3/ICICHUs Ha IOYEPHUE KIETKA. MUTOTHYECKUIA ITUKI BKITIO-
yaeT uHTepdazy u MUTO3.

Humepghaza cocTOUT U3 TPEX TIEPHUOJIOB:

® TIPECUHTETUYECKOTO (MOCTMUTOTHYECKOTO0) Gy

® CHHTETHYECKOTO S

® TIOCTCUHTETHYECKOTO (IPeMUTOTHYECKOT0) — Gp.

Coneprkanue reHeTUYeckord MH(pOpMaIMi B KJIETKe 0003HAYAIOT CIIEAYIO-
M 00pa3oM: 72 — Habop XPOMOCOM, Xp — YHCIIO XPOMATH/I B OJTHON XPOMOCOME, C
—yucio mosiekya JIHK.

OOpazoBaBmiasicss IOCIIE MHUTO3a KIJIETKA COJCPKHUT JTUILIOUAHBIA HaOop
xpoMocoM U yasoeHHoe umucio monekyn JHK. Kaxnas xpomocoma nMmeer oiHy
xpoMmaruay — 2nlxp2c. Takas kieTka BCTynaeT B npecunmemuyeckuti nepuoo (Gy)
unmepghaswl, MPOJAOIHKUTEITLHOCTh KOTOPOTO KOJICOJIETCSI OT HECKOJIBKUX YacOB JI0
HECKOJIbKUX MECSIIECB U JIaXKe JIET. B 3TOT mepro KieTka BBITOJHSAST CBOM (DyHK-
IIUHM, YBEJIMUYWBACTCS B pa3Mepax, B HEH HJET CHUHTE3 OCJIKOB W HYKJICOTHJIOB,
HaKaruBaeTcs 2Heprus B Bujie ATO.

B cunmemuueckuii nepuoo (S) npoucxomut peruinkarus mosiekyn JJHK u ee
COJZICpKaHKE B KIICTKE YIBAMBACTCS, T.€. KaKJIas XpOMaTH/Ia JOCTpanuBaeT cede Imo-
NOOHYI0, M TeHeThdeckas WHGOpMaIs K KOHI[y 3TOTO TMepHoJa CTAaHOBUTCS
2n2xp4c. OTHOBPEMEHHO B KJIETKE UIYT OOMEHHBIE MPOLIECCHl U OHA MPOAOIKAET
BBINOJHATH CBOM (DYHKIMU. J[MUTENBHOCTH 3TOrO nepuoja 6-8 u.

B nocmcunmemuueckuii nepuoo (G,) kineTka roTOBUTCSA K MUTO3Y: Hakarl-
JIMBAETCS SHEPTUSI, CHHTE3UPYIOTCS OCJIKM aXpOMaTHHOBOT'O BEPETCHA.
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[locTeneHHO 3aTyXarOT BCE CUHTETUUYECKUE MPOILIECCHI, HEOOXOAUMBIE ISt
PENPOTYKIIMH OPraHOUIOB, MEHSETCA BSI3KOCTh LIUTOIUIA3Mbl M IPEKPAIIAETCS BbI-
MOJIHEHUE KIIETKOM OCHOBHBIX (yHKuuH. Copmep’kaHue T€HEeTUYecKOW MH(popMa-
1MW He U3MeHsietcs (2n2xp4c). Kinetka BCTyIaeT B MUTO3.

Mumo3s

Mumo3 — 3T0 OCHOBHOI €1OCOO pa3MHOMXKEHHUSI cCOMaTH4YecKuX KieTtok. He-
IPEPBIBHBIN MPOIIECC MHUTO3a MOMPA3ACisioT Ha 4 cTaguu: mpodaszy, meradasy,
a"adazy u tenodasy (puc. 3).

B cramuu npoghaszer nmporcxonuT yBenuueHrue o0beMa siipa, CUpaIu3alus
XPOMAaTHHOBBIX HUTEH, PACXOXKJICHUE IEHTPUOJIEH K TMOI0caM KIETKU U (HopMu-
poBaHue BepeTeHa neneHus. K xoHity mpodasbl pparMeHTUPYIOTCS SAPBIIIKA U
sfepHas 000J04Ka, XPOMOCOMBI BBIXOJAT B LIUTOIUIA3MYy U YCTPEMIISIOTCS K IICH-
Tpy KJIeTKU. B KoHIle podasbl K HEHTpOMEPaM XpPOMOCOM MPUKPEIUISIOTCS HUTH
BepereHa jaeneHus. CoaepxaHue reHeTHYeCKOro MaTepraia rmpu 3T0M He U3MEH -
ercst (2n2xp4c)

Memacpaza — camas KopoTKasi (asza, Korza XpoMOCOMBI PacHojararoTcsl Ha
AKBATOpPE KJIETKU. B 3TOM cTagum gocturaercs HauOoJbllas CIUpaIU3ais Xpo-
MocoM. CozeprkaHne FreHETUYECKOrO MaTepralla OCTAETCS PEKHHM.

B cramuu anaghazei npoucxoauT NpoJoiabHOE pa3aesieHue XpOMaTH B 00-
Jacty LeHTpoMmepbl. HUuTn BepeTeHa AeneHus] COKpalaroTcs, U XpoMaTuabl (10-
YEepHHUE XPOMOCOMBI) pacxoJsaTcs K noirocaM kieTku. ConepkaHue reHeTHYECKON
uHbOpMAaIK CTAHOBUTCS 21 [xp2c 'y Ka)XXa0ro Moroca.

B cranuu menogaszer popmupyrorcs siipa JOYEPHUX KIIETOK: XPOMOCOMBI
JECTIUPATHU3YIOTCS, CTPOSITCSA SIIEPHBIE 000JI0UKH, B SAPE MOSIBIISIOTCS SAPBILIKH.

MwuTO3 3aKaHUMBAECTCA YUMOKUHE30M — JEICHUEM LUTOIUIa3Mbl MaTEpUH-
CKOM KJIETKH. B KOHeuHOM uTore o0pa3yroTcs JB€ AOYEpHHUE KIETKU, KaXaas U3
KOTOPBIX UMEET 21 XPOMOCOM, OJIHY XpoMaTuay B xpomocoMe 1 — Habopos JTHK.

OCHOBHOE 3HAa4€HHE MMTO3a 3aKJIFOYACTCsl B IMOIICPKAHUM IOCTOSHCTBA
yucia XpoMocoM, OOYCIIOBJIEHHOM TOYHBIM paclpeie/ieHUEM T'€HETUYECKON WH-
(bopMaru MeX1y JOYEPHUMU KIIETKaMHU.

Pa3zHOBHUIHOCTAMU MHUTO3a SBJISIFOTCS 9HOOMUMO3, noaumeHust u metios. llpun
9HOOMUMO3e TIPOUCXOANUT YIBOCHUE XPOMOCOM 0€3 AETICHHS Spa, YTO MPUBOJIUT K
00pa30BaHUIO MOJUILUIONIHBIX KIETOK. [Tpu norumenuu HabmogaeTcs MHOrOKpaT-
HOE yJIBOCHUE XPOMATHJ], HO OHU HE PACXOJATCS, U B pe3yJIbTaTe 00pazyroTcs no-
JumeHHvle (MHOTOXPOMATHU/IHBIE, TUTAHTCKUE) XPOMOCOMbI, HAIIPUMEDP B CIIOHHBIX
Kele3ax MyXu Ipo30(uIIbl.

DyKaprOTHYECKUE KJIETKH MOTYT Pa3MHOXKATBCS AMUMO30M — 3TO NPSIMOE
JIeTICHE KJIETOK U siiep, HaXOJIIMXCS B YCIOBHUAX (PU3HOJIOTUYECKON U pernapa-
TUBHOW pereHepaiyu, Ju00 OMyXoJeBbIX KJIETOK. TUMMYHBIA aMUTO3 HAYMHAETCS
c 00pa30BaHus MEPETSHKKH sIIpa, 3aTEM LUTOIIa3Mbl, U JIaJiee OHH JICJIATCS Ha JBE
4acTU. Y CTaHOBJIEHO, YTO M IIPU aMHUTO3€E MIPOUCXOAUT PABHOMEPHOE PACIIpEEIIe-
HUE FeHETUYECKOI0 MaTeprasa Mexay JOYEPHUMHU KIETKaMHU.
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Paznuunble (akTopbl BHEHUIHEN Cpe/ibl MOTYT HapylllaTh MIPOLECC MUTO3a U
NPUBOJIUTH K TMOSIBJICHUIO aHOMAJIBHBIX KJIETOK. BBIIENSIOT Tpu THA HapywieHul
Mumosa:

1. Uzmenenue cmpykmypor xpomocom. IIpu 3TOM BO3MOXKHO IOSIBICHHE
Pa3phIBOB XPOMOCOM, HAJIMYKE OTAETBbHBIX MEIKHX XPOMOCOMHBIX (PparMeHTOB.
[Tono6Has maronaorus BOSHUKAET MO JCUCTBUEM paJuallii, HEKOTOPBIX XUMHUYe-
CKHMX BELIECTB, BUPYCOB, & TAKXKE B PAKOBBIX KJIE€TKaX. B HEKOTOpBIX ciyyasx OT-
JIeNTbHBIE XPOMOCOMBI MOTYT OTCTaTh OT JAPyrux B aHadase v Monactb HEe B CBOIO
KJIETKY. DTO MPUBOIUT K U3MEHEHUIO KOJIMYECTBA XPOMOCOM B JIOUEPHUX KIIETKaX,
T.€. K aHeyn1ououu.

2. [lospesicoenue sepemena Oenerus. ITO HAPYIIALT ero QYHKIIHIO PacIpe-
JIeTICHNsI XPOMOCOM MEX/Iy JTOUEPHUMH KJIeTKaMu. B pe3ynbrare BO3MOXKHO MOSIB-
JIEHUE KIIETOK, COJIEp KaIllMX 3HAUYNUTENbHBIN U30BITOK XpOMOCOM (Hampumep, 92).
[TonoGHoe nefcTBHE XapaKTEPHO AJIsl MHOTUX MPOTHBOOITYXOJIEBBIX MPENapaToB.
Takum 00pazoM TOPMO3UTCS AETCHHUE KIETOK OITyXOJIEH.

3. Hapywenue yumomomuu, T.€. OTCYTCTBUE JENICHUS LIUTOIIa3Mbl KJIETKU
B niepuoie Tenodassl. Benenctsue 3Toro 00pasyroTces ABysA€PHbIE KIETKU.

[TaTromorust MUTO3a MOKET TMPUBOANUTH K TOSBICHUIO Mozauyuzma. B stom
cllydyae B OJHOM OpraHu3zMe OOHapy>KMBAIOT KJIOHBI KJIETOK C pa3HbIM HabOpOM
XPOMOCOM (HampuMep, 4acTh KJIETOK y 4eJOBEKa COJACPKUT 46 XpOMOCOM, B TO
BpeMsl Kak apyrue — 47). MozaunmsMm GopMHUpyeTcss Ha paHHUX CTausIxX Ipo0ire-
HUSI 3apPOBIIIEBBIX KIIETOK.

Meiios

Metio3z — 310 AelieHne COMaTUYECKHUX KIIETOK IMOJIOBBIX JKEJIE3, B pe3yJbTare
KOTOPOTO 00pa3yloTCsl nonosble Kiemku — 2amemsl. MeloTudeckoe JejeHue mpo-
TEKaeT B JBa dtana —meio3 — | n meios — 1. Kaxxnnoe melioTnaeckoe JiejieHue, Tak
K€ KaK 1 MUTOTHYECKOe, TIoJipa3aesisitoT Ha 4 ¢a3el: podasy, metada3zy, aHadazy
u Tenodasy.

Haubonee cnoxHol siBiisiercs npodasza Meio3a — |. Ona noapazaensercst Ha
5 cTaguii: IeNTOTEHa, 3Ur0TeHa, MaXuTeHa, IUIJI0OTEHA U THAKUHE3.

B pesynbrate meitosa-l mpoucxoaut pemykiusi (yMEHBIIIEHHE BIBOE) YKCIA
XPOMOCOM, OTKYZa U Ha3BaHUE ITOTO JACJICHUS — PeOVKYUOHHOE.

ITocne oxkoHuaHusi Meio3a-l HacTymaeT KOPOTKUN MPOMEKYTOK — UH-
mepKuHe3, B TeUEHUE KOTOpOro He npoucxoaut perukannu JHK u ynBoenus
XpPOMAaTH]I.

Metiios — || — axsayuonnoe denenue — NPOTEKAET MO TUILY OOBIYHOTO MU-
To3a (Tabxa. 2). Takum oOpa3zoM, B pe3yabTaTe ABYX MOCJIEIOBATEIBbHBIX JCe-
HUW Mei03a U3 OJTHOM JUTUIOUTHON KJIETKU 00pa3yroTcs 4 TaruionIHbIE.

3Hauenue metioza COCTOUT: 1) B moAAepKaHUU MOCTOSTHCTBA YUCIIA XPO-
MOCOM; 2) PEeKOMOWHAIIMM T€HETHYECKOr0 Marepuaia, oOyCIOBISHHON Kpoc-
CUHTOBEPOM U CIIyYallHBIM PACXOXKIECHHUEM K MOJIFOCAM TOMOJIOTUYHBIX XPOMO-
COM U XpOMAaTH/I.
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[Tpu HapyleHMH HOPMAJIBHOTO TEUEHHUSI MUTO3a WM Meil03a HaOII01at0TCs
pa3IUYHBIE XPOMOCOMHBIE W T€HOMHBIC MyTallMU — JENElNH, TYTUIMKALUH, T0-
JMIIOUINY, aHSYTUTOUTIH U JIP.

[Iporecc Melo3a MOXKET HAPYIIATHCS MO, BIUSHUEM Pa3IMYHbIX BHEITHUX
noBpeXXAaonmx (hakropoB. [lamonocus 3mozco muna ACTCHUS KIETOK OOBIYHO
NPUBOJUT K cOOI0 B MPOLIECCE pacIipeesieHns XpOMOCOM B rameTax. B 3aBucumo-
CTU OT 3TOTO BBIACTISIIOT NPOCmoe, NOCIe008AMeNbHOE U OBOUHOE HEPACXOHCOEeHU.

[Ipu npocmom nepacxodrcoenuy MPOUCXOIUT HENPABUIBHOE PACIPECIICHUE
XpOMOCOM MO KJIeTKaMm JH00 B MEpBOM, JHOO BO BTOPOM JefieHHH Meiio3a. Eciu
3aTparuBaeTcss Meno3 |, To Bce 3perble ramerbl OyAyT MMETh MaTOJIOTMYECKHid
HaOOp XpomocoM (areyniouduro). Ilatomorust meiiosa |l peanmusyercst B u3MeHEHHUE
KOJIMYECTBA XPOMOCOM TOJIBKO YaCTH TaMeT.

Tlocnedosamenvhoe HepacxoxcoeHue 3aTparuBaeT oOa AenieHus: Meiioza. B
3TOM CJIy4yae HOpMaJIbHbIE TaMEThl HE 00Pa3yIOTCH.

Kpaiine penko Meiio3 nmoBpexaaercs y o0oux poauteneid. B atux cimydasx
PETUCTPUPYETCS 0BOUHOE HEPACXOHCOCHUE.

Beiienstor cnenyronue BUabl HEPaCX0XKICHUH XPOMOCOM:

1. nepBUYHOE, KOTOPOE MPOUCXOAUT B MEH03€ Yy JIOACH C NepBOHAYAIBHO
HOpPMaJIbHBIM Ha0OpOM XPOMOCOM;

2. BTOPUYHOE, BO3HUKAIOILIEE Yy YEJIOBEKa, U3HAYAIBHO MMEIOILEro MaTojo-
THYECKUI HabOp XpOMOCOM,;

3. TpeThuuHOE, (popMupyroIIeecs B Mei03e y JI0JIeH, SBISIOINXCS HOCUTE-
JsIMU cOaJIaHCUPOBAaHHBIX TIEPECTPOEK XPOMOCOM.

Cb6anancupoBaHHBIE M3MEHEHHS XPOMOCOM HE HapyIIAIOT COCTOSIHUE 3710-
POBBS Y UEJIOBEKA, KOTOPBIA UMEET UX B CBOEM KapHUOTHIIE.

PazmHo:keHHe HA OPraHU3MEHHOM YPOBHE

I'amemozenes — 310 nporiecc 00pa30BaHUs 2amem - MYKCKUX U KEHCKUX
HOJIOBBIX KJIETOK. Aiiyexnemxu 0Opa3ylOTCsl B KEHCKUX TOHAJaxX (SAMYHUKAX) U
UMEIOT KpyIHBIEe pazmepsl (0T 60 MKM 10 HECKOJIBKUX CAHTUMETPOB B JHAMETPE),
1apoo0pa3HyI0 WM CIIeTKa BBITSHYTYIO (hopMy. OHM HETOABMKHBI U COAEPIKAT
MIOJTHBIA HAOOP 0pearoudos, UHOYKMOPO8 U 3andac NUMameibHblX Geuecms (cei-
moxk). SIMLEKIETKH MOKPBITHl 000JOYKON, @ y MIIEKOMUTAIOIIUX — U KIETKaMU
bosmkyspHOro snutenus (puc. 8, a).

Cnepmamo3oudvl 00pa3yroTcs B MYXCKUX TOHaJax (CEMEHHHKaX), UMEIOT
Masible pazMepbl (40-500 MKM JUIMHOM) U COCTOAT U3 20106KU, WelKU U X80CmA.
Onu nonBrxHBL. Ha nepeHeM KOHIE TOJIOBKH paclofiokeHa akpocoma (BUIOU3-
MEHEHHBIH KOMIUIEKC ['0nbaku), cocOOCTBYIOMIAsi MPOHUKHOBEHUIO CIIEPMATO-
30MJa B AWLEKIETKY. SIIpo 3aHUMAeT BCIO TOJIOBKY M OKPY)KEHO TOHKHM CJIOEM
IUTOTIa3Mbl. B 1Ieiike HaXoaATCs [EHTPUOIb U CIIHpaIbHAs HUTh MUTOXOH/IPHIA,
KOTOPBIE ITOCTABIITIOT SHEPTHIO JUIS IBIKEHUS criepMaTo3ouia (puc. 5, 0).
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Puc. 8. Cxema cTpoeHus snekiaeTky (a) u
-8 criepmaTo3ouza (0):
a: 1 - muromnasMma; 2 - KOpTUKAJIBHBIN CIIOU
[UTOIUIA3MEI; 3 - sipo; 4- MeMOpaHa; 5 -
(bOJUTMKYIISIPHBIE KIIETKH;
0: 6 - akpocoma; 7 - SApo; 8 - MUTOXOHIPHH;
9- xBocr; 10 - mreiika; 11- romoBka

["ameTorenes3 xapakTepusyeTcs psoM BKHBIX OMOIOTMYECKUX MPOIIECCOB.

Cnepmamozene3 (00pa3oBaHUE CIEPMATO30MIOB) MPOTEKAECT B CEMEHHBIX
KaHabllaX. HapyXHbIN CIIOW CEMEHHBIX KaHAIBIIECB MPEACTABICH IUTUIONTHBIMU
CNnepmMamo2oHusMy, KOTOpble HAYMHAIOT MHTEHCHBHO JIEIUTHCS MHUTOTUYECKH C
HACTYIUIEHUEM TMOJIOBOTO CO3PEBaHMs OpraHnu3Ma. JTa 30Ha CEMEHHHKA Ha3bIBaeT-
Csl 30HOU pasmHoXcenus. YacTh CTIEpPMAaTOTOHUI BCTYIAET B CIEAYIOULYIO 30HY —
30Ky pocma. 31eCh OHU TpeBpallatoTcs B cnepmamoyumsl | nopaka. Jlanee atu
KJICTKH BCTYTAIOT B 30HY co3pesanus (OMKe K IIEHTPY KaHAIbIA), T MPOUCXO-
JTUT Meio3. B pesynbpTare ero nepBoro aenenusi oopasyrores 2 cnepmamoyuma |l
nopsioka, a mocie BToporo — 4 cnepmamuovl. CriepMaTHAbl MEPEXOIAT B 30HY
Gopmuposanus, Tie U3 HUX 00pazyroTcs cnepmamo3oudst (puc. 9).

| CopemiaHine
reHeTiveckol  CrispMaTorenes Caorened 30Hb!
uHOpMELMN

| anzxpac PAIMHOKERNA

| - {TE3)

I

I

| 2n2xpdc pocTa

|

|

1”%"925 CO3PEBAHUA

. xplc (Melos)

|

Hnixple @4 cbopMyposaHKa

| I +

| ¥

Cinlxpic I S Sa

|

Puc. 9. Cxema ramerorenesa:
1 - cnepmaroronmii; 2 - cnepmaronurt | nmopsiaka; 3 - cnepmatorut |l mopsiaka;
4 - ciepmaTtua; S - criepMaTo30ua; l1a - oBoroHuu; 2a - oBOIUT | mopsiika;
3a - oBouut |l mopsiaka; 4a - oBoTuAa; Sa - AiiliekieTKa; 6a - peyKIIMOHHBIE TeIbIla
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Osozenes (00pa3oBaHuE SUILIEKIETOK) MpPOTEKaeT B siMyHUKax. [lepBuu-
HbI€ KJIETKU — JIUIJIOUIHBIE 08020HUU TIPOXOJAT MEPUOJIBI PA3MHOXKEHHS U PO-
CTa J0 POKJICHUSI )KEHCKOTO OpraHu3ma. Y 4elioBeKa Meio3 HaunHaeTcs Ha 2-4-
M Mecsie sMOpuoreHeza. K MOMEHTY pOXKIEHUSI MEM03 OCTaHABIMBACTCS Ha
JUTUTENIbHOE BpeMs B cTaiuu nuakuHes3a (mpodasza meiosa ). B nepuon nmonaoso-
rO CO3PEBaHUA B MEPBOIl MOJOBUHE KAXKIOTO JTYHHOTO MECSIA JIIOTEMHU3UPYIO-
Il TOPMOH cTUMYJupyeT meio3. OH uaet no Meradasel Meriosa Il n omars
OCTaHaBJIMBaeTcs. Bropoe mMeiloTnyeckoe NelneHue 3aBepIIaeTcsl TOJIbKO MOCIIe
ortooTBOpeHus. B pesynprate meios3a | u3 ogoyumos | nopsaoxa obpasyrorcs
osoyumul |l nopsoka, a nocne meiiosza |l - o6omuosi, npeBpaiaroniuecs B siie-
knetku. [Ipu nenennn oBormra | mopsinka o6pasyercst onun oBouut |l mopsiaxa,
COJEp KAl OCHOBHOE KOJIMYECTBO IIUTOIUIA3Mbl, U OJJHO MaJIEHbKOE pedyKyu-
OHHOe (HanpasumenvHoe) meivye, KOTOPOE B NajdbHENIIEM MOXKET pa3AeuThCs
emte pa3. Ilpu nenenun osouuta |l mopsinka Taxke odpazyeTcst peyKIIMOHHOE
TeNblIE U OJIHA OBOTUA (AULIEKIIETKA).

Taxum o0pa3om, B iporiecce OBOreHe3a U3 0JIHOI0 OBOTOHUS 00pa3yroTcs
1 sifuexnerka v 3 peayKUHOHHBIX TeJbla, KOTOPbIE B JajbHEHIIEM JereHepu-
pytot. Ilpu cnepmarorenese u3 1 cnepmaToronust oopasyercss 4 paBHOLEHHBIX
CIEpMAaTO30M/1a.
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Tema 4. 3aK0HOMEPHOCTH HACJTECAOBAHUSA NPU3HAKOB

OcHOBHbBIE 3aKOHOMEPHOCTH HACEA0BaHUS ObLIH OTKPHITHI ['. MeHnaenem
B 1865 r. B mampuetimem B 1911 r. ObuM ommcaHbl SIBJICHUS CLEIUIEHUS T€HOB
T. MopranoMm B pa3iIU4dHbIC BUIbI UX B3aUMOJCHCTBUS, OKa3bIBAIOIINE BIIHSHHUC
Ha TIpOoIIece MepeIaur U peain3aliui IpU3HaKoB.

CoBpeMeHHas KJIacCH(pUKAIMS THIIOB HACICAOBaHHUS IPH3HAKOB MOYKHO
IIPEICTaBUTh B BUJIE CXEMBI 1:

3akonbl MeHiessl U YCJI0BHA UX NIPOSIBJICHUS

T'ubpuouzayus — 3T0 CKpenMBaHue 0cOo0€H, OTIMYAIOIINXCS MO T'€HOTH-
ny. CkpeluBaHue, Ipu KOTOPOM Y POIAUTEIBLCKUX OCOOEH yUUTHIBACTCS OJIHA
napa ajJbTepHATUBHBIX MPU3HAKOB, HA3BIBACTCS MOHOZUOPUOHBIM, NIBE TIAPHI
MPU3HAKOB — OUcUOPUOHBIM, OOJIEEC YEM JIBE TIAPhl — HOJIUSUOPUOHBIM.

CkpelrBaHie KUBOTHBIX U PACTeHHUM (rMOpuau3anysi) MNPOBOJUTCA Ye-
JIOBEKOM C HE3alaMsITHBIX BPEMEH, OJJHAKO YCTAaHOBUTH 3aKOHOMEPHOCTHU Tepe-
Jlayu HACJIEACTBEHHBIX MPU3HAKOB HE yAaBaloCh. | MOpUI0IOTHYECKUIT METO
['. MeHnensi, ¢ MOMOIIBIO KOTOPOTO OBLIM BBISBICHBI 3TH 3aKOHOMEPHOCTH,
UMEET CIIEAYIOLUE OCOOCHHOCTH:

1. monGop map asns ckpeuuBanus ("AUCThIC TUHUH'");

2. aHau3 HACJEJOBAHMS OTICIbHBIX AIbTEPHATUBHBIX (B3aMMOMCKIIIO-
YaroIuX ) MPU3HAKOB B PATY MOKOJICHUH;

3. TOYHBIA KOJUYECTBEHHBIN YYET TOTOMKOB C Pa3IMYHON KOMOHMHAIIMEH
MPU3HAKOB (UCMOJb30BAHUE MAaTEMATUUECKUX METO/IOB).

CormnacHo OOLIENPUHATHIM 0003HAYECHUSIM, POIAUTENIBCKUX OCOOEH MpHu
CKpeIMBaHuy oTMedaroT OykBoi P (oT parenta — pogutenn), rametsl — G (0T
gamete — moJioBbIC KJIETKH), THOpU LI TiepBoro mokosieHust — Fy. (ot fifii — me-
TH), BTOPOro — F, U T.J., CKpelMBaHue IByX OPraHU3MOB 3HAKOM — X, KEHCKHUE
ocobu — Q (3epkano Benepsr), Myxkckue ocodu — 3 (ctpena Mapca).

Ilepeviit 3axon Menoensa - 3aKkoH eOuUH000pa3usn 2udpuUd08 nepeo2o no-
Konenua. I'. Menaenp CKpelmBall YUCThIE JJUHUM PACTEHUN TOPOXa C KEITHIMU
U 3€JICHBIMH CeMEeHaMHU (aJbTepHATUBHBIC IPU3HAKK). Yucmoie aunuu - 310 Op-
raHU3Mbl, HE JAIONINE PACIICIUICHHUS MPU CKPEUIMBAHUU C TAaKUMH K€ 10 T€HO-
THUILY, T. €. OHH SIBJISIFOTCSI TOMO3UTOTHBIMU 1O ITAHHOMY MPU3HAKY:

P AA X aa AA — xéntrle ceMeHa
G (1) (a) Aa — 3enéubie
Fl Aa

IIpu ananu3e pe3ysnbTaToOB CKPEIIMBAHMS OKa3aloCh, YTO BCE MOTOMKH
(rubpubl) B IEPBOM MOKOJICHUH OJIMHAKOBBI MO (PEHOTUIY (BCE pacTeHUs] UMe-
JIM TOPOLUUHBI JKEJITOrO 1BETA) U MO reHoTUNy (rerepo3urotsl). IlepBbiii 3aK0oH
MeHnens riacut: npu CKpewusanuu 20MO3USOmMHubLX 0cobell, AHaIU3UpPyemulx no
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O0O0HOUL nape albMepHAMUBHbIX NPUZHAKOS, HAOII00Aemcst eOUHo0bpasue cuopu-
008 Nep8oco NOKOJIeHUsI KAK NO (heHOmuny, max u no 2eHOMmuny.

Bmopoii 3axon Menoensa — 3akon pacuiennenus. 1Ipu ckpeliiBaHuM T'U-
OpHUIOB MEPBOTO MOKOJICHUS, T.€. TETEPO3UTOTHBIX OCOOCH, MOIydaeTcs Clemy-
IOIUI pe3ynbTar:

P Aa X Aa

G (A (4 (a).
F, AA, Aa, Aa, aa

Ocobu, conepxaniue JOMUHAHTHBINA ['€H A, UMEIOT )KENTyI0 OKpPacKy ce-
MsIH, a cojeprkaie o0a pereccuBHBIX TeHa — 3eneHyto. [loaTomy, cooTHOIIE-
HUE ocobOelt 1o deHoTuny (okpacke cemsH) — 3:1 (3 4acTu ¢ JOMHUHAHTHBIM
MPU3HAKOM U | 4acTh C PEIIECCUBHBIM), 110 TEHOTHUITY: 1 4acTh 0COOEH — JKeNThIe
TOMO3HUTOTHI (AA), 2 4acTh — KeNThIe TETePO3UroThl (Aa) n 1 4acTh — 3eNeHbIe
TOMO3HTOTHI (aa).

Bropoit 3akon Menzaens (opmynupyercs cleayronmm o0pa3oM: npu
CKpeWusaHuu 2ubpudo8 nepeoco NOKONEHUs (2emepo3ucoOmHublX OpeaHu3Mos),
AHATUZUPYEMbIX NO OOHOU nape anbMepHAMUEHLIX NPUIHAKO8, HAON00aemcs
pacwennenue 6 coomuowenuu 3.1 no penomuny n 1:2:1 no cenomuny.

[Ipu sKCEpUMEHTATFHON M CENEKIIMOHHON padoTe 4yacTO BO3HUKAET HEOO-
XOJUMOCTh BBISICHUTH TEHOTHIT OCOOM C JOMHUHAHTHBIM TpH3HAKOM. J[s1 3TOTO
NPOBOISIT AHAIUZUPYIOULEe CKPEeuUBaHIe — UCCTICTyeMYyI0 0CO0b CKpPEIMBAIOT C
peLieccCuBHOM roMO3UroToi. Eciu oHa ObL1a TOMO3UIOTHOM, TO THOPHUIBI TIEPBOTO
MOKOJICHUsI OyAyT €IMHOOOpa3Hbl — BCE MOTOMKHA OYAYT MMETh JOMHHAHTHBIN
npusHak. Ecim 0coOb Obl1a reTepo3uroTHa, TO B Pe3yibTaTe CKPEUTUBAHUS IPOUC-
XOJIUT pacUICINIEHUE MPU3HAKOB Y IOTOMKOB B COOTHOIIEHHH 1:1:

P AA x aa P Aa X aa
G A (a G 4@ (a
Fi Aa F, Aa aa

[Ipu monydYeHUM YUCTHIX JUHUN MPUMEHSIOT 6036pAmMHOE CKpeuiusa-
Hue — CKpeIllMBaHue MOTOMKOB ¢ OJHUM u3 poauteneit. [lpu uzyuenuu cuen-
JIGHUS TE€HOB MPOBOJAT pPeUUnpPOKHOEe CKpeuiueéanue — CKPEIIMBaHUE JIBYX
pOIUTENLCKUX ocobelt (Hampumep, 4aBé u aass), Ipu KOTOPOM CHauaja re-
TEPO3UTOTHOM SIBJISIETCS MAaTEPUHCKAsi 0COOb, a PEIlECCUBHOM - OTIIOBCKAs, a
3aTeM — Hao0opoT (ckpeuuBanus P: AaBs x aasé u P: aass x AaBs).

N3yuuB HacnegoBaHue ONHOW mapswl ajenend, MeHaenp pemui npocie-
JIUTh HACJIEIOBAHUE ABYX MPHU3HAKOB OAHOBpEMEHHO. C 3TOM LIENbIO OH UCIOJb-
30BaJl TOMO3HUI'OTHBIE PACTEHUS TOpOXa, OTIMYAIONIUECA MO JBYM IapaM allb-
TEPHATUBHBIX MPU3HAKOB: CEMEHA KEINThIE TVIAJIKUE U 3€JI€HbIE MOPIIMHUCTHIE.

46



B pe3ynbrare Takoro CKpeuuBaHUs B MEPBOM MOKOJEHUU OH IMOJY4YUJI pacTe-
HUS C JKENThIMH TTAJKUMU CeMEHaMu. DTOT pe3yJIbTaT MoKa3all, 4To 3aKOH eJu-
HOOOpa3usa TUOPHUA0B MEPBOTO MOKOJICHUS MPOSBISIETCS] HE TOJBKO MPU MOHO-
TUOPUHOM, HO W MPHU MOJUTHOPUIHOM CKPEIIMBAHUM, €CIH POJUTEIBCKUE
(GbOopMBbI TOMO3ZUTOTHBI:

P AABB x aabb  AABB —xénTsie riagkue — rOMO3UTOTHI
G (4B) (aB) AaBB — 3enéHble MOPITUHUCTHIE — TOMO3UTOTHI
F1 AaBb AaBB — €nThle MOPILIMHKUCTHIE - T€TEPO3UTOTHI

3areM MeHieIb CKPECTHIT THOPHUIBI IIEPBOTO TIOKOJICHUST MEXTy CO00M —
P(F,): AaBs X AaBs.

Jlns aHanmu3a pe3yabTaToB MOJIMTHOPHIHOTO CKPCIIMBAHHUS HCIOJIB3YIOT
pewemxy [lennema, B KOTOPO# 1O TOPU3OHTANIN 3aIMMCHIBAIOT KEHCKHE TaMEThI,
a 10 BEPTHKAJIN — MY)KCKHE:

3/ Q AB Ag aB ae
AB AABB AABe AaBB AaBs
As AABs AAss AaBs Aass
aB AaBB AaBs aaBB aaBs
as AaBs Aass aaBe aaeses

B pe3ynbrare cBOOOAHOT0O KOMOMHUPOBAHMS TAMET B 3UTOTaX MOJIY4arOT-
csl pa3Hble couetanus reios. [1o heHoTumy noroMcTBO aenuTcs Ha 4 rpynnsl: 9
JacTel pacTeHUi C TOPOIIMHAMHE KEITHIMHU TTIAAKUMH (A-B-), 3 4acTu — ¢ *Kel-
TeIMH MOpPIIUHUCTBIMU (A-bD), 3 wactm — ¢ 3eneHbIMU THaakumu (aaB-) u 1
4acTh — C 3€JICHBIMU MOPIIUHUCTBIMU (aabb), T. e. npoucxoaut pacriemnicHue B
coorromernn 9:3:3:1, wm (3+1)% Orcroga MOXKHO CIeIaTh BBIBOJ, YTO npu
CKpENIMBAaHUU TE€TEPO3UTOTHBIX 0COOEH, AHATM3UPYEMBIX 110 HECKOJIBKUM Iapam
aIbTEPHATUBHBIX MPU3HAKOB, B IIOTOMCTBE HAOJIOAAETCS pacileryieHue mno Qe-
HOTHITY B cooTHOmeHNH (3+1)", rie n — 4nciio aHaIM3uPyEeMbIX PHU3HAKOB.

Pe3ynbrarhl ckpemmBanus yA0oOHO 3aUCHIBATh C IMOMOILIBIO heHomunu-
Yyeck020 paodukana — KpaTkou 3alucy TeHOTHIIA, CACIaHHON Ha OCHOBE (PEHOTHU-
na. Harmpumep, 3amnucek 4-B- 03HA4YaeT, 4TO €CJIU B TEHOTHUIIE €CTh XOTsI Obl OJMH
JIOMUHAHTHBIA T€H U3 Tapbl AJUIEIBHBIX, TO HE3aBUCUMO OT BTOPOTO reHa B (e-
HOTHIIE MTPOSIBUTCS JOMUHAHTHBIN MIPU3HAK. .

Ecmu npoananu3upoBaTh pacuieryieHue MO KaKIOoW W3 Map MNPU3HAKOB
(>KeNTBIM 1 3€EeHbIN 1BET, M1aKas U MOPIIMHUCTAsL TIOBEPXHOCTh), TO TOTYUYUTCS
12 ocobeii ¢ xenThIMU (TIaIKUMH) U 4 0COOU C 3€IeHBIMU (MOPIIMHUCTHIMU) Ce-
MeHamu. Ux cootHomenue pagHo 12:4, wiu 3:1. CrenoBarensHo, IPU JUTHOPUI-
HOM CKpEIMBAaHWU Kak/as Napa NPU3HAKOB B MOTOMCTBE JAa€T pacIlEIUICHUE
HE3aBHCUMO OT JIPYTroil mapel. DTO ABJSIETCS PE3yIbTaTOM CIYyYalHOTO KOMOMHHM-
POBaHMsI TE€HOB (M COOTBETCTBYIOIIMX UM MPU3HAKOB), YTO MPUBOJUT K HOBBIM CO-
YeTaHUsIM TPU3HAKOB, KOTOPHIX HE OBLIO y poauTenbckux (Gopm. B mpumepe nc-
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XOAHbIE (POPMBI FTOPOXa MUMENH JKENThIE TNIAJKUE U 3€JIeHbIE MOPIIUHUCTBIE ceMe-
Ha, @ BO BTOPOM IOKOJICHUH TOJTYYEHbI PACTEHHUSI HE TOJBKO C COUYETAHUEM POJIH-
TEJIbCKUX MPU3HAKOB, HO U C HOBBIMH COUYETAHUSMU - SKEITHIMH MOPUTMHUCTHIMU U
3eJIeHbIMU TTaKuMu ceMeHamu. OTcrofa cienyer mpemuil 3akon Mendensa - 3a-
KOH HEe3a8UCUMO20 KOMOUHUPOGAHUA Npu3sHakos. llpu ckpewusanuu 2omo3u-
2OMHBIX OP2AHUZMOB, AHATIUIUPYEMBIX NO 08YM (Unu DOJlee) napam anrbmepHamug-
HbIX NPUSHAKOS, 80 8MOPOM NOKOJIeHUU HAOII00Aemcs He3a8UcCUMoe KOMOUHUPO-
8amue 2eH08 PA3HBIX ANIENIbHBIX NAP U COOMBEMCMBYIOWUX UM NPUSHAKOS.

AHanmusupys pe3yJbTaThl PACIICITICHUS MPU3HAKOB BO BTOPOM IIOKOJIE-
HUU (TOSBIICHUE PEIIECCUBHBIX TOMO3UTOT), MEHIeh MPUIIENT K BEIBOAY, YTO B
TETEPO3UTOTHOM COCTOSTHUW HACJIEACTBEHHBIC (PAKTOPHI HE CMENIMBAIOTCS U HE
U3MEHSIOT ApYyT Jipyra. B manpHeiIeM 370 mpecTaBlIeHrEe MOTYYUIIO IUTOJIO-
rU4eckoe 00OCHOBAaHME (PACXOXKIACHUE TOMOJIOTHYHBIX XPOMOCOM TIPHU MeEHo03e)
u ObUIO Ha3BaHO cunomesou ""yucmomol camem”. OHA CBOJIUTCSA K JABYM OC-
HOBHBIM MOJIOKEHUSIM:

1. y rubpumHOrO OpraHu3Ma I'eéHbl HEe THOPUIUZUPYIOTCSA (HE CMEIMBa-
I0TCS), @ HAXOJSTCS B YUCTOM aJIJICIIBHOM COCTOSIHHH;

2. W3 aJJINbHOW Maphbl B TAMETY IMOMAAeT TOJIBKO OJIUH T€H BCJIEICTBHUE
PaCXOXACHUS TOMOJIOTHIHBIX XPOMOCOM M XpOMAaTH/I TIPH MeHo3e.

3akoHbl MeHensi HOCAT CTaTUCTHUYECKUM XapakTep (BBIMOJIHSIOTCA Ha
OOJBIIOM KOJIMYECTBE OCOOEH) U SBISAIOTCS YHUBEPCAIbHBIMHU, T. €. OHU MPUCY-
T BCEM KUBBIM OopraHu3Mam. J[Jisi mposiBIeHUs 3aKOHOB MeHaens HeoOXoau-
MO COOJIOJICHUE CIETYIOUIUX YCIOBHIA:

1. TeHBI pa3HBIX AJUICILHBIX Map JOJDKHBI HAXOIWUTHCS B Pa3HBIX IMapax
TOMOJIOTHYHBIX XPOMOCOM;

2. MEXIy réHaMH He JOJDKHO OBITh CUEIJICHUS U B3aMMOJICUCTBHUS, KPO-
M€ TIOJIHOTO JJOMHUHHUPOBAHUS,

3. JoikHA OBITH paBHAsE BEPOSTHOCTh OOpa30BaHUS TaMET U 3UTOT pas3-
HOTO THIIA, a TAK)KE PaBHAs BEPOSITHOCTh BRDKUBAHUSI OPTaHU3MOB C Pa3JINYHBbI-
MU T€HOTUIIaMHU (HE JOJKHO OBITH JIETATHHBIX TEHOB).

B ocHOBe HE3aBHCHMMOTO HACJI€IOBAaHWS T'€HOB PA3HBIX AJUICIBHBIX Tap
JISKUT TCHHBI YPOBEHBb OpTraHU3AIMM HACJIEICTBEHHOTO MaTepHalia, 3aKjroda-
IOIUICS B TOM, YTO T€HBI OTHOCHTEIILHO HE3aBUCUMBI APYT OT apyra. OTKIoHe-
HUS OT OKHMJIAeMOTO PACIICIICHUS 10 3aKOHaM MEHIems BBI3bIBAIOT J1emdilb-
Hble 2enbl. Hammpumep, Ipu CKpEIIMBAaHUH TETEPO3UTOTHBIX KapaKyIbCKUX OBEIl
pacierienue B F; cocrapisier 2:1 (BMecto oxuagaemoro 3:1). SArusita, romMmo3u-
TOTHBIC 110 JJOMUHAHTHOU ajutenu cepoit okpacku (W), HEKHU3HECTIOCOOHBI U T10-
rubaroT U3-3a HEJOPA3BUTHUS PYyOIIa KeIyaKa:

P Ww x Ww
G Ww (W)(w)
F WW  WwWwww

nozubarom 2:1
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AHaJIOTUYHBIM O00pa3oM Yy YeJIOBEKa HACIEIYIOTCS Opaxudaxmuius W
cepnosuoHo-Kiemounas aumemus. 1'eH OpaxuAakTHINU (KOPOTKHUE TOJCTHIC
NajbIbl) — JOMUHAHTHBIN. Y TE€TEPO3UTOT HAOMIOAACTCS OpaxuIaKTUIIHS, a TO-
MO3UTOTHI TIO 3TOMY I'€Hy MOTrH0ar0T Ha paHHUX CTaAMSIX dSMOpHOreHe3a. Y de-
JOBEKa MMeeTcsl reH HopMmaiibHoro remorioomna (HDA) u rem cepmoBmmgHO-
kietouHoi anemun (HDS). I'erepo3urorsl mo 3TuM reHaM >KM3HECIIOCOOHBI, a
romo3urotsl 10 HbS morubaror B panHeMm aeTcKoM Bo3pacte (reMorioOuH S He
CHOCOOEH CBSA3BIBATH U MIEPEHOCUTH KUCIOPOI).

3aTpyaHEHHS B OIICHKE Pe3yJbTaTOB CKPEIIMBaHUs (OTKIOHEHHS OT 3aKO-
HOB MeH1es151) MOKET BbI3BaTh U SBJIICHUE AIeUOmMponuu, Korja OAuH TeH OTBe-
4aeT 3a NPOsABJICHUE HECKOJIBKUX NIPU3HAKOB. [IpuMepaMu nmienoTponHoro aeu-
CTBUS IT'€HA y YEJIOBEKa SBIIOTCS cunopomwvl Mapgana u "eonyowix cxnep”. Tpu
cunapome MapdaHa OJ1H T€H BbI3bIBACT Pa3BUTHE "MAaydYbUX MaJIbLEB", MOABbI-
BUX XpycCTallika, AehOpMaIlMiO TPYTHON KJIETKH, aHEBPU3MY AOPThI, BBICOKHIA
cBoj crorbl. [Ipu cunapome "romyObix ckiep" y denoBeka HaOII0Jal0TCsl TOY-
0ast oKkpacka CKJep, JOMKOCTh KOCTEH M MOPOKHU pa3BUTHUS CEP/ILIA.

B3aI/IMOIleI7ICTBI/Ie Ir¢cHOB
OTkOHEHHE OT 3aKOHOB MGHIIGJUI BBI3BIBAIOT PA3JIMYHBIC BUJAbBI B3aUMO-
I[GﬁCTBHH I'CHOB, O6YCJIOBJI€HHOI‘O I'CHOMHBIM YPOBHCM OpPraHHU3allUHW HACJICI-
CTBCHHOI'O MaTcpualia.
Paznnuaror BBaHMOHCﬁCTBHH a’lleIbHblX U Healle/lbHblX TCHOB.

B3aumooeiicmeue annenvnix 2eHog

BzanmopaencTBrue TE€HOB OJIHOM aJUIed HA3bIBACTCSA GHYMPUANTIETIbHBIM.
Paznuyator: moJiHOE€ IOMUHHPOBAHUE, HEMOJIHOE JOMUHUPOBAHUE, CBEPXIOMHU-
HUPOBaHKE, KOJIOMUHUPOBAHUE U aJJICIbHOE UCKITIOUCHHUE.

IIpyu nonanom domunuposanuu OAVH TEH MOJHOCTHIO MOAABISET MPOSB-
JICHUE JPYroro reHa (BBITIOJIHSIOTCS 3aKOHBI MeH 1ens1); Tpu 3TOM rOMO- U TeTe-
pO3UroThl (PEHOTUNMMYECKH HEOTIMUUMBI. Hampumep, reH >KenToro 1iseta ceMsiH
ropoxa MOJIHOCTBIO MOJIABIIET T€H 3€JICHOM OKPACKHU, a T€H Kapero 1BeTa ria3 y
YeJIOBEKa - TeH ToJy0ooro 1Bera.

[Ipu Henonnom oomunuposanuu (IPOMEKYTOYHOM HACJIEIOBAHUU) J10-
MUHAHTHBIN T€H HE MOJIHOCTHIO MOAABISET MPOSIBICHUE PELIECCUBHOIO reHa. Y
THOPHUIOB MEPBOTO TOKOJICHUS HAOIIOJACTCS MPOMEKYTOYHOE HACIEI0OBaHUE, a
BO BTOPOM TOKOJICHUHU pacHierieHue mo (EeHOTUIY U TE€HOTHIY OJWHAKOBO -
1:2:1. Hanpumep, eciii CKPECTUTh PACTEHUSI AYLIMCTOrO rOpOLIKa C KPACHBIMU
1 OeNIbIMU I[BETKaMHU, MIEPBOE MTOKOJICHHE OyIeT UMETh PO30BbIC IIBETKHU:

Kpacnwvie benvie Po3zosvie Po3zoevie
yeemxu yeemxu yeemxu yeemxu
P AA X aa P(Fy) Aa X Aa
G (4) (a) G () (4) (a)
F. Aa F, AA Aa Aa aa
Pososvie yeemxu Kpacuvle Pozoevie  benvie
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[Ipu ckpemBaHuu THOPHUIOB MEPBOrO MOKOJIEHUS (C PO3OBBIMU IIBET-
KaMHu) BO BTOPOM IOKOJICHUH MOJYYUM COOTHOIIEHHE MO (EHOTUIY U TeHO-
tuny 1:2:1. JloMMHaHTHBIE TOMO3UTOTHI (AA4) OyAyT UMETh KPACHYIO OKPACKY
[[BETKOB, T€TEPO3UTOTHI (Aa) — pO30BYIO, a PELIECCUBHBIE TOMO3UTOTHI (aa) —
oenyro. Takoe sBiIcHHE O0BIACHICTCA 00301 cena. JJOMUHAHTHBIN TeH (A) ne-
TEPMUHHUPYET CUHTE3 KPACHOrO0 MUTMEHTA, MPU HAJIUYUM €r0 PElEeCCUBHOMU
aJUIeNM (@) MATMEHT He o0pa3yeTcs (TOMO3HUTOTH aa — Oenbie). Y TOMHHAHT-
HBIX TOMO3UTOT (AA) Ba aKTMUBHBIX T€HA JCTEPMUHHUPYIOT CUHTE3 OOJIBIIIETO
KOJINYECTBA MTUTMEHTA, U PACTCHUS UMEIOT SIPKO OKpAIICHHBIE KPACHBIEC IIBET-
KH. ['eTepo3uroTsl comepkar TOJIbKO OJUH aKTUBHBIM I'eH (A4), y HUX BbIpada-
THIBAE€TCS BJBOE MEHBIIE MUTMEHTA, YEM Y JIOMUHAHTHBIX TOMO3UIOT, U
OKpackKa UX IIBETKOB OyJneT OyieHO-KpacHas (po3oBasi).

IIpu ceepxoomunupoeanuu NTOMUHAHTHBIA T'€H B T€TEPO3UTOTHOM CO-
CTOSIHUM TIPOSIBIIIET C€0s CHIIbHEE, YeM B TOMO3UTOTHOM. Y MYXH JAPO30(UITBI
UMEETCsl PEIECCUBHBIA JIETAbHBIA T'€H (@) — TOMO3WUIOTHI (aa) MOTruodaroT.
Myxu, rOMO3UTOTHBIE 110 TeHy A (AA), UMEIOT HOPMaJbHYIO JKH3HECIIOCO0-
HOCTb, @ T€TEPO3UTOTHI (Aa) )KUBYT JOJIbIIE U OOJiee MIOJIOBUTHI, YEM JTOMHU-
HAaHTHBIE TOMO3UTOTHI. Takoe sBJIEHHE OOBSICHSIETCS B3aMMOJIEHCTBHEM IpO-
JIYKTOB T€HHON aKTUBHOCTH.

IIpu Kodomunupoeanuu TeHpl ONHOM AJUIENBHOW Mapbl PAaBHO3HAYHBI,
HU OJIMH U3 HUX HE NMOAABIAET AelcTBuA Apyroro. Haxoasce B renorune, 06a
NPOSBIIAIOT cBoe JeiicTBUe. [I[puMepoM KOJIOMHUHUPOBAHHMS SIBJIAETCS Hacle-
JI0BaHWE Tpynn KpoBu uyesioBeka mo cucteMam ABO (rpynmna AB) u MN
(rpynmmia MN). Yetsipe rpynnsl kpoBu 4enoBeka o ABO-cucteme omnpene-
JSIIOTCSL HACIeNOBaHUEM Tpex ajuteneil ommoro rema: 1° 7 u 1° (mpumep
MHOKECTBEHHOTO aJICIN3Ma).

BryTpuaniensHbie B3aUMOJEHCTBUS HAOIIOJAIOTCS U B Cllydae MHOXe-
CTBEHHBIX ajuieneil. Muoocecmeennvimu anieaiamy HA3bIBAIOTCA aJUIEId, KOTO-
phI€ TPECTABIEHBI B MOMYJIAIUKA 00JIee YeM ABYMS ajUIebHBIMU COCTOSIHHSIMHU.
OHU BO3HHMKAIOT B PE3YJITATE MHOTOKPATHOTO MYTUPOBAHMS OJHOTO M TOTO K€
Jokyca (ydactka) XpoMocOoMbIL. [Ipu 3TOM MOMHMO JOMHHAHTHOTO U PEIIECCHUB-
HOT'O T€HOB MOSBIIAIOTCS €IE U MPOMEKYTOUHBIE aJuleNid, KOTOPbIE MO OTHOIIE-
HUIO K JIOMUHAaHTHOMY BEIYyT CeO0sl KaK PELECCUBHBIC, a 10 OTHOIIECHHUIO K pe-
LIECCUBHOMY - KaK JJOMUHAHTHBIE.

K pa3HOBUAHOCTAM BHYTPHAJIEIBHOTO B3aMMOJAEHCTBUSI T'€HOB OTHO-
CUTCS a/1e1bHoe UCKII0YeHUe, KOT/la y TeTepO3UroOTHOr0 OpraHu3Ma B O/I-
HUX KJI€TKaxX aKkTHMBHA OJIHA ajulesib, a B APYrux - apyras. Hanpumep, y veno-
BEKa U MJICKOIMUTAIONIUX KaXK/asl IjIa3MaTHIecKas KJIeTKa CHHTE3UPYET TOJb-
KO OJIHY (CBOIO) II€TIh UMMYHOTJIOOYJTMHOB (aHTUTEN). J[pyrum mpumepom aj-
JIETLHOTO UCKITIOUCHHUS SBISCTCS WHAKTUBAIIHS OJHON M3 IBYX X-XpPOMOCOM Yy
KEHCKOro opranuszma. CioydailHbI XapakTep WHAKTUBAIIUW NMPUBOJIUT K BHI-
KJIIIOYEHUI0 (DYHKIMOHUPOBAHUS B OJHUX KJIETKaX MaTepUHCKOW X-
XpPOMOCOMBI, @ B IPYTUX — OTIIOBCKOM.
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Bzaumooeiicmeue neannenvHnvix 2enoe

B3auMozeiicTBue T€HOB pa3HbIX aljlesield Ha3bIBACTCSI MeHCANNENbHbIM.
Paznuuarot cinepyromiye ero BUAbI: KOMIUIEMEHTAPHOCTb, AMUCTA3, OJIUMEPHUIO
u "3 dexT monoxeHus".

[Ipu Komnaemenmapnocmu TPUCYTCTBHE B OJHOM T€HOTHUIIE ABYX JO-
MUHAHTHBIX (PEUECCUBHBIX) T'€HOB U3 Pa3HbIX AJUICNIbHBIX Map MPUBOJIUT K MO-
SBJICHHUI0 HOBOI'O BapWaHTa NpH3HAaKa. Pa3nnyaroT Tpu pa3HOBHIHOCTH KOM-
IJIEMEHTAPHOTO B3aUMOJCHCTBUS T'€HOB.

|. /IBa JOMUHAHTHBIX HEAICIBHBIX T'€HA MO OTJEIBHOCTH HE UMEIOT de-
HOTUIIMYECKOTO MPOSBICHHS, a TOMOIHSS APYT pyra, 00yCIOBIMBAIOT HOBBI
BapUaHT NpH3HaKa. Tak, IpU CKpEIIMBAaHUM JIBYX pac QYIIMCTOrO TOPOIIKa C
OeNbIMU I[BETKAMH TMOJY4YaroTCsl TUOPHUABI C KPaCHO-(UOJIETOBBIMHU IIBETKAMH.
Pacmennenue — B oTHOIeHuu 9:7.

AHAJIOTUYHBIN PUMEP — Pa3BUTUE CIyXa y 4enoBeka. [1s HopMalbHOTO
CIyXa B T€HOTHUIIE YEJIOBEKAa JOJDKHBI MPHCYTCTBOBATH JOMUHAHTHBIC TEHBI U3
paszHbIx aymenbHbIX map — D u E. 'en D oTBeuaeT 3a HOpManbHOE pa3BUTHE
YIIUTKH, a TeH E — 3a HOPMAJIBHOE Pa3BUTHUE CIIyXOBOI'O HEPBA. Y PELECCUBHBIX
romo3urotr 0d OynmeT Hemopa3BHTa YIWTKA, a NMPU TEHOTHIE ee- — CIyXOBOM
HepB. Jlromu ¢ renotunamu D-ee, ddE- u ddee OynyT rioyxumu.

VY MIIEKONIUTAIOMIMX U YEJIOBEKA JUIsl 3alllUThl OT BUPYCOB BbIpaOATHIBACT-
cs cneunudpuyeckuii 0enok uMHTEpPepoH. Ero cuHTE3 B OpraHu3Me 4esoBeKa
0OyCJIOBJIEH KOMIUIEMEHTAPHBIM B3aHUMOJICHCTBUEM ABYX HEAJUIEIbHBIX T'€HOB,
JIOKaJIU30BaHHBIX B Pa3HbIX (BTOPOM U MATOM) XpOMOCOMAX.

I'emornoOuH yenoBeka CONEPKUT 4 MONMNENTHAHBIE LIETH, Kaxaas W3
KOTOPBIX KOJHUPYETCA OTIAEIbHBIM HE3aBUCUMbIM TeHOM. ClieoBaTenbHO, B
CHUHTE3€ TeMOTJI00MHA yYaCcTBYIOT 4 KOMILJIEMEHTAPHBIX T'eHA.

1. OnquH U3 TOMHUHAHTHBIX KOMILJIEMEHTAPHBIX I'€HOB MMEET (PEHOTHUIIH-
4EeCKOE MPOSIBJIEHUE, a BTOPOo He mmeeT. OTHOBPEMEHHOE MX NPHUCYTCTBHE B
reHOoTUIle 00YCIIOBIMBAET HOBBIA BapHAHT MpHU3HaKa. Tak y MbIllIel HaclemyeT-
Csl OKpacka IIEepCTH aryTH (B OCHOBAaHUHU M Ha KOHIIE BOJIOC — YEPHBII MUTMEHT,
a B CpeIHEH 4acTH — XKeJIToe KOJbIO). I'eH A NeTepMHUHHUPYET CUHTE3 YEPHOTO
NUTMEHTA, €ro ajUlesib @ He JaeT MH(popMmanuu s CMHTe3a nurmeHTa. ['en B
pacnpenenseT TUIMEHT BJIOJIb BOJIOCA HEPABHOMEPHO, a €ro ajieib 8 — PaBHO-
MepHo. Pacierienue - B cootHomeHuu 9:3:4.

I11. Kaxxaplii u3 KoMIJIeMEHTapHbIX T€HOB UMEET COOCTBEHHOE (DEHOTHU-
nuyeckoe nposisaeHue. OJHOBPEMEHHOE UX MPUCYTCTBUE B F€HOTHUIIE 0OYCIOB-
JMBaeT pa3BUTHE HOBOTO BapuaHTa npu3Haka. Tak Haciemyercs hopma rpedHs
y Kyp. Pacmennenue - B cootHomenuu 9:3:3:1.

[Ipu snucmasze nOMUHAHTHBIN (PELECCUBHBIN) T€H W3 OJHOW aIeIbHOU
napbl MOJABJISIET IEUCTBUE JOMUHAHTHOTO (PELIECCUBHOIO) T€Ha U3 APYrou ai-
JEIBHON maphl. DTO SBJIEHUE MPOTUBOMOJIOKHO KOMIUieMeHTapHocTH. [lonas-
JSIONMMNA T€H HAa3bIBACTCS cynmpeccopom (uneubumopom). Pazmuyaior domu-
HaHmHulil U peyeccusnwvlll snucma3s. llpumepoM domunanmnozo snucmasa siBis-
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€TCsl HACJIEJIOBAHUE OKpACKW omnepeHus y Kyp. JomunantHeil ren C nerepmu-
HUpPYET CUHTE3 MUTMEHTa, a TJOMUHAHTHAs ajulesib Apyroro reda | sBisercs ero
cynpeccopoM. Pacuierienue - B cootHoieHuu 13:3.

[IpumepoM periecCUBHOTO AMUCTa3a sABiseTcs "0omoOelckuit peHomen". Y
’KCHIIMHBI, TIOJTy4HBIIeH OT MaTepy awienb 17, peHoTHIIYECKH ompe/eNnsnach
1(0) rpynna kpoBu. Ilpu neranpHOM HcCIeAOBaHUM OBUIO YCTAHOBIIEHO, YTO
neiicteue rena 1° (cHHTe3 B SpUTPOLHTAX aHTHreHa B) GBLIO TOJABICHO Pe-
KHM PELECCUBHBIM I'€HOM, KOTOPBIA B TOMO3UTOTHOM COCTOSIHUM OKa3aJl 3MU-
CTaTUYECKOE JCUCTBHE. B MpOsSBICHNN HEKOTOPHIX HACIIEICTBEHHBIX OOJIE3HEU
oOMeHa BemlecTB ((pepMeHTONaTUil) OCHOBHYIO POJIb UTPACT AMUCTATUYECKOE
B3aMMOJICUCTBHE I'€HOB, KOIJa HAJIMYUE WA OTCYTCTBHUE MPOIYKTOB peau3a-
[IMU OJIHOTO T'€Ha MPEMSTCTBYET 00pa30BaHUIO aKTUBHBIX (PEPMEHTOB, KOJUPY-
€MBIX JIPyTUM T'€HOM.

[Ipu noaumepuu renvl U3 pa3HbIX AUIEIBHBIX Hap BIUSAIOT HA CTENEHB MIPO-
SIBJICHHUSI OJTHOTO M TOTO >Ke Npu3Haka. [lomrMepHbie reHbl NMPUHITO 0003HAYATh
OJTHOWM OYyKBOW JIATMHCKOTO ajidaBuTa ¢ MUPPOBHIMU HHACKCAMHU, HAIPUMED
A1A1AAaza3 [Ipyu3Haky, 1eTEpMUHUPYEMBIE TOTUMEPHBIMU T€HAMHU, HA3bIBAIOTCS
noaueenHoiMyu (MyIbTU(QAKTOPUATIBHBIMEU). TakuM 00pa3oM y >KMBOTHBIX M YENO-
BEKa HACJIEAYIOTCS MHOTHE KOJUYECTBEHHBIE M HEKOTOPBIE KAUYECTBEHHBIE IPU-
3HaKU: pOCT, Macca Teja, BeJIMYMHA apTepUAIbHOIO JIABJICHUS, LBET KOXHU U Jp.
CreneHb NpOSBICHUS STUX MPU3HAKOB 3aBUCUT OT KOJIMYECTBA JIOMUHAHTHBIX I'e-
HOB B T€HOTHIIE (4eM UX OOJIbIIIE, TEM CHUJIbHEE BBIPAKEH MPU3HAK) U B 3HAUUTEb-
HOW Mepe OT BJIMSAHHUS YCJIOBUU Cpelbl. Y yenoBeKa MOXKET HaOII0IaThCs Mpei-
PacroJIO)KEHHOCTh K Pa3IM4YHbIM 3a00JIEBaHUSM: THUIEPTOHUYECKONW OOJIE3HH,
OYKUPEHUIO0, cCaxapHOMy nuabery, mu3oppeHuu u ap. JlaHHble mpu3Haky 1npu OJia-
TONPUATHBIX YCIOBUSAX CPEIbl MOTYT U HE MPOSBUTHCS WX OBITH C1a00 BBIPAsKEH-
HbIMH. DTO OTJIMYAET MOJUT€HHO-HACJIEAyEMbIE TPU3HAKKA OT MOHOT€HHBIX. 3Me-
HSISL YCJIOBUS CPEIbI ¥ TIPOBOJIS POPMIAKTUIECKUE MEPOTIPUSTHS, MOKHO CHU3UTh
YaCTOTY M CTETIEHb BBIPAKEHHOCTH HEKOTOPBIX MYJIbTU(AKTOPUATBHBIX 3a00J1eBa-
Huil. CymmupoBanue "103" MOJMMEPHBIX TEHOB (a0oumusHoe Oelicmeue) N BIIvs-
HUE CpeJibl 00ECTICYNBAIOT CYIIIECTBOBAHUE HETIPEPHIBHBIX PSI0B KOJTUYECTBEHHBIX
n3MeHeHni. [IurMeHTanus KoK y 4YelloBeKa OMpeAeNsieTcs MIAThIO WM LIECThIO
NOJIMMEPHBIMUA TeHaMH. Y KOPEHHBIX JkuTesiel A(puku mpeodaaaroT TOMUHAHT-
HBIE aJUIeNH, y MPEICTaBUTENeH eBpONEOUIHOM packl - perieccuBHble. Mynarthl sB-
JISIFOTCS TETEPO3UTOTAMH M UMEIOT MTPOMEKYTOUHYIO MUTMEHTALUIO. Y poauTeneit
MYJIaTOB POXKIAIOTCS KaK Oelible, TaK U YEPHOKOXKUE AeTH. MUHUMAIbHOE KOJIHYe-
CTBO TOJIMMEPHBIX T'€HOB, MPU KOTOPOM MPOSBIISETCS MPU3HAK, HA3bIBAETCA HOPO-
208bIM d¢hchexmonm.

ITon "agpghekmom nonoswcenusa' NMOHWMAIOT B3aMMHOE BJIMSHHE T'€HOB
Pa3HBIX aJIJIENIeH, 3aHUMAIOIINX OJIM3JIekKAITNE JIOKYChI OJTHON XpoMOcOMbI. OHO
OPOSIBISIETCST B  HW3MEHEHWM WX (PYHKIIMOHAIBHOW AaKTUBHOCTU. Pesyc-
MPUHA/JICKHOCTh YEJIOBEKA OMPENEIIIeTCs] TPEMS T'€HaMU, PACIlOIOKEHHBIMU B
KOPOTKOM TIjIede TMEePBOM XPOMOCOMBI Ha OJM3KOM PACCTOSIHHH APYT OT ApyTra
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(TecHO cremneHHbIMK). Kakaplii U3 HUX MMEET JOMHHAHTHYIO U PEIECCUBHYIO
amnenu (C, D, E u ¢, d, €). Opranusmsl ¢ Habopom renoB CDE/cDe u CDe/cDE
IeHETUYCCKU UACHTHYHBI (Y HUX OOIIUi OalaHC T€HOB OAMHAKOBBIN). OIHAKO y
JIMII C TIEPBOM KOMOMHAIUEH TeHOB 00pa3yeTcst MHOTO aHTUTeHa £ 1 MaJio aHTH-
rena C, a y JIHII CO BTOPOH KOMOMHAIKEH — HA000POT, Mallo aHTUreHa £ ¥ MHO-
ro anturena C. bimskoe cocenactBo amwienu £ ¢ ammensto C (mepBblidl ciayyai)
CHIDKACT (DYHKI[MOHAIbHYIO aKTUBHOCTD MOCTICTHEH.

CuensieHHOe HAcCJIeJOBaHUe

B 1908 r. V. Corron u P. [lenner oOHapyXwim OTKIOHEHHUS OT CBOOO-
HOTO KOMOMHHUPOBAHUSI NMPU3HAKOB COIJIACHO TpPEeTheMy 3akoHy Mennens. B
1911-1912 rr. T. Mopran onucan siBJI€HHE CUeNJIeHNsl TeHOB — COBMECTHOMU
nepeaur Tpynibl TEHOB U3 MOKOJICHHs B MOKoJeHue. ONbIThl MPOBOIUIUCH HA
MyXax Jpo30QuiIax ¢ y4eTOM JABYX Map aIbT€PHATUBHBIX MIPU3HAKOB — CEPBIN U
YEepHBIN I[BET TeJla, HOpMaJIbHbIE M KOPOTKHUE KPpbUIbi. [Ipy ckpemmBaHuu roMo-
3UTOTHBIX 0COOEH C CephIM TEJIOM U HOPMAJbHBIMHU KPBUIBSIMU M O0COOEH C uep-
HBIM TEJIOM M KOPOTKHMH KPBUIBSIMU MOJIYYEHO €IMHOOOpa3ue MepBOro MoKo-
JICHUs, 0COOM KOTOPOTO UMENH IOMUHAHTHBIEC MPU3HAKU:

P BBVV x bbw BBVV - cepoe Teno, HopMalbHbIE KPBUIbS, TO3UTOTHI
G BV bv Bbvv — gepHoe Teno, KopuuHEBBIE KPBLIbs, TO3UTOTHI
F. BbVv BbVV — uepHoe Teo, KOpHIHEBBIE KPBUTBS, TETEPO3UTOTHI

JI1s1 BBISICHEHUSI TEHOTHITA THOPHIOB MTEPBOTO MOKOJICHUsT MopraH mpoBe
aHanmu3upyroiiee ckpermBanne. OH CKPECTHI PEIECCHBHYI0O TOMO3HTOTHYIO
CaMKy C JUTeTepo3uroTHbIM camiioM (I), 3aTeM mpoBen perHUIPOKHOE CKPEIIH-
Banue (I1):

(D P bbw x BbVv (mpP BbVv X  bbvwv
G bv BV bv G BV Bv bV bv bv
F, BbVv bbvv F, BbVv Bbwv bbVv bbwv
50% 50% 415% 8,5% 8,5% 41,5%

[Ipu cBOOOJHOM KOMOMHUPOBAHMM T€HOB, COTJIACHO TPETHEMY 3aKOHY
Menpens, B nokonenuu | u ll-ro ckpemmBanus 10KHBI ObUIA MOSBUTHCS MYyXH
YeThIpeX pa3HbIX (heHOTUTOB (110 25%)

[Tpu | ckpemmBanru Mopran NoJay4dusl MyX TOJIBKO JIBYX (DEHOTHIIOB (I10
50%) ¢ npuzHakamu poautesiei. OH IpuIlen K BBIBOY, YTO T'€HBI, J€TEPMUHU-
pyIolue LBET Tejla U JUIMHY KPbUIbEB, JIOKAJM30BaHbl B OAHONW XPOMOCOME U
nepealoTcsl BMECTE, T.€. cuerieHHo. OHa U3 mapbl TOMOJOTHYHBIX XPOMOCOM
cofepKHT 2 moMHHAaHTHBIX TeHa (BV), a apyras — 2 peneccuBHbix (bv). B mpo-
1iecce Meiiosa ogHa xpomocoma (¢ reHamu BV) momaner B onHy ramery, a apy-
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ras (c reHamu bv) — B apyryroo. Takum o0pa3oM, y JTUTeTEpO3UTOTHOTO Opra-
HU3Ma oOpasyeTcst He 4, a TOJIbKO 2 TUIA TaMeT, U MOTOMKHU OyIyT UMETh TaKoe
K€ COUeTaHHe MPU3HAKOB, YTO U POJAUTEIIH.

SIBneHue, mMpu KOTOPOM T€HBI, JIOKAIM30BAaHHBIE B OJIHOM XpOMOCOME,
BCET/Ia MepejaloTCsl BMECTE, HA3bIBACTCS HOJIHbIM CUENICHUEM

[Tpu uzyuennn pesynbratoB |l ckpermBanus 6bUI0 OOHAPYKEHO HApYIIIe-
HHE TIOJTHOTO CIETJIeHUs TeHOB. Eciiu TUreTepo3uroTHyIo CaMKy MyXH JIpO30(HIIbI
CKPECTUTh C PELIECCHBHBIM CaMIIOM, TO MOTy4aroTcs 4 pa3HOBUAHOCTH (PEHOTUIIOB
noTOMKOB: 41,5% ¢ cepbIM TENOM M JUIMHHBIMUA KpbUIbsIMH, 41,5% C 4epHbIM Te-
JIOM ¥ KOPOTKHMH KPBUTBSIMH U 110 8,5% THOpUIHBIX (POPM — C CEphIM TEJIOM U KO-
POTKUMH KPBUIBSIMH U C YEPHBIM TEJIOM U JUTUHHBIMU KPBUIbSIMU.

B nanHOM ciyyae clemieHHue OKa3bIBAECTCS HEHOIHbIM, T.€. IPOUCXOIUT
nepeKoMOUHAIMS T€HOB, JIOKAJIM30BaHHBIX B OJTHOM XpoMocoMe. DTO 0OBsACHS-
eTCsl KpoccuHe08epom — 0OMEHOM y4aCcTKaMHU TOMOJIOTMYHBIX XpOMaTHUA B IpoO-
1ecce KOHbIOraluu XpoMocoM B mnpodaze Menos3a |. Kaxnas u3 xpomarus no-
najaeT B OTAeNbHYI0 ramety. OOpa3yercsa 4 Tuna rameT, HO B OTJIMYUE OT CBO-
00AHOr0 KOMOMHUPOBAHUS UX MPOLIEHTHOE COOTHOIIEHNE OYJIeT HEPAaBHBIM, TaK
KaK KpOCCHHIOBEp NPOUCXOAUT He Bcerda. Cuna cyenyienusi mexncoy 2eHamu
(wacmoma KpoccuHeo6epa) 3aBUCUT OT PACCTOSHUS MEXAY HUMH: 4eM OOJIblIe
paccTosiHue, TeM MEHBIIE Chjia CLCIJICHHS M TE€M Yallle MOXET MPOUCXOIUTh
KpOCCUHTOBEp. Paccmosnue medxcoy cenamu ONPENENSIeTcs] B MPOLIEHTaX Kpoc-
CUHrOBepa. 3a enuHuIly ero oOepercss 1% KpoccuHrorepa, a cama eIWHHUIIA
Ha3BaHa mopeanuodoi (B yectb Moprana).

["ameThI, B KOTOpBIE MOMAIA XPOMATHIBI, HE MPETEPIEBIINE KPOCCHHTO-
BEpa, Ha3bIBAIOTCSI HEKPOCCOBEpHbIMU, UX OOBIYHO OoJiblie. ['aMeTsl, B KOTOpbIE
NOMAJIM XPOMATHUbI, NPETEPHEBIINE KPOCCHUHTOBEP, HA3BIBAIOTCA KpoOcCcosep-
HbIMU, X OOBIYHO MEHBIIIE.

Ecnu uccnemyemple TeHbl PACIONOXEHBI B Pa3HbIX Iapax XpoMOCOM,
IPOUCXOAUT UX CBOOOJIHOE KOMOMHHUPOBAHUE COIJIACHO TPETheMY 3aKOHY MeH-
nens. [Ipu aHanu3upyomeM CKpeuBaHUuM MOJy4YaeTcsl paBHOE KOJIMYECTBO MO-
TOMKOB C pa3JIMYHBIMU COUYETAHUSIMU NMPU3HAKOB. Ecnu nccienyembie reHsl J10-
KaJTU30BaHbl B OJTHOM Mape TOMOJOTHYHBIX XPOMOCOM M MPOUCXOIUT KPOCCHH-
TOBEP, MBI TAKXKE MOTYYUM IMMOTOMKOB C Pa3IMYHBIMH COUYETAHHUSIMH MPU3HAKOB,
HO KOJHMYECTBO MX Oy/eT HepaBHbIM (PEKOMOMHAHTHBIX, MM KPOCCOBEPHBIX,
ocoOeii Oynet meHslie). Eciau ncciemyemMbie reHbl JJOKaaIu30BaHbl B OJTHOM Mmape
TOMOJIOTUYHBIX XPOMOCOM M KPOCCHHTOBEpP HE MPOUCXOIUT, TO THOPHUIHBIC
dbopmbI HE 00pa3yrOTCsA U MOTOMKH OYJIyT UMETh TaKOE )K€ COUeTaHWe MpHU3Ha-
KOB, Kak y poauteneil. Kpoccunrosep npu o0pa3oBaHHUM raMeT MPOUCXOJIUT Y
ocobeit 00oero moja OOJBIIMHCTBA PACTCHUNM W KUBOTHBIX, 32 HCKIIOYECHUEM
camiia Myx# Jpo30(uiibl 1 CAMKH TYTOBOIO HIEJIKOMPSIIA.

I'eHbl, TOKaIM30BaHHBIE B OJTHOM XpOMOCOME, IIepealoTcs BMecCTe (Clen-
JIEHHO) U COCTABJIAIOT OJHY TPYIIY CUEIUIeHHs. Tak Kak B TOMOJOTHYHBIX XPO-
MOCOMax JIOKaJM30BaHbl aJlJIeNIbHbIE T€HbI, TO TPYIIY CIEIUICHUS COCTAaBIISIIOT
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JIB€ TOMOJIOTUYHBIE XPOMOCOMBI M KOJIMYECTBO T'PYIII CLUEIUICHUS PABHO KOJIHU-
YEeCTBY Map XpOMOCOM (MJIM raruiouJHOMY MX 4Hciy). Tak, y Myxu apo30¢huisl
8 XxpomMocoM — 4 rpyImIbl CUCIUICHUA, y YesioBeka 46 XpoMOcoM — 23 TpyIIibl
CICTUICHHUS.

B 1911 r. T. Mopran chopMyIupoBall OCHOBHbIE NOJIOHCEHUSL XPOMOCOM-
HOU meopuu HACe0CMEEHHOCU

e ['eHbI pacnongoXeHbl B XpOMOCOMAax JIMHEMHO B OMPEACIICHHBIX JIOKY-
cax. AJUleNibHBIE TE€HBI 3aHUMAIOT OJMHAKOBBIE JIOKYChl B TOMOJIOTHYHBIX XPO-
MOCOMax.

e ['eHbl, pacnosioXKeHHbIE B OJIHOM XpOMOCOME, 00pa3yroT IPYIIy CIIEI-
JICHUST; YUCJIO TPYII CLETUICHUs] pAaBHO TalNIOAHOMY HAaOOpy XpOMOCOM.

e Mexay TOMOJOTHYHBIMU XPOMOCOMaMH BO3MOXEH OOMEH aJljIeNIbHbI-
MU reHaMH (KPOCCHUHTOBED).

e [IpoueHT KpoCcCMHTOBEpa MPONOPLIUOHAIEH PACCTOSHUIO MEXAY IeHa-
MU; €ITMHUIIA PACCTOSHUS — MOpraHuja — paBHa 1% KpoccuHroBepa.

3Has paccTOsSIHUE MEXIY I'eHaMU, MOKHO MOCTPOUTH KapTy XPOMOCOMBI.
['eneTnueckas KapTa XpOMOCOMBI MIPEICTABIIAECT COO0I OTPE30K MPSIMOH, Ha KO-
TOPOM CXEMaTUYECKH 0003HAUEH MOPSAOK PACIOIOKEHUS TEHOB U YKa3aHO pac-
CTOSIHME MEXIy HUMHU B MopraHujax. OHa CTPOUTCS Ha OCHOBE PE3yJIbTaTOB
aHATM3UPYIOIIETO CKPEIIUBaHUSI.

[{uronoruyeckass kKapTa XpoMOCOMBI MpeCTaBisieT cobor (ororpaduro
WU TOYHBIM PUCYHOK XPOMOCOMBI, Ha KOTOPOM OTMEYAaeTCs MOCJIEeI0BATEIIb-
HOCTh PACMOJIOKEHHsI TeHOB. Ee CTpOsIT Ha OCHOBE CONOCTABJICHUS PE3YJIHTATOB
aHAJTM3UPYIOIIETO CKPEIIUBAHUS U XPOMOCOMHBIX MEPECTPOEK.

55



Tema 5. U3MeHYHBOCTH OPraHU3MOB

['eneTnka u3y4aeT He TOJBKO SIBIICHHUE HACJIEICTBEHHOCTH, HO U SIBICHUE
U3MEHYUBOCTU. M3Menuu60cmp — 370 CBOMCTBO KUBBIX OPraHU3MOB U3MEHSATh-
csl oA AeCTBUEM (DAKTOPOB BHEIIHEN U BHYTPEHHEHN Cpeibl, KOTOPOE BbIpaXka-
eTcsl B MPHOOPETEHHWH HOBBIX U yTpaTe CTapblX MPU3HAKOB. M3MEHUMBOCTH
o0ecrnieunBaeT pazHOOOpa3re MPU3HAKOB M CBOMCTB y 0coOeil u rpymnn ocobei
JT1000M CTETIeHH POJICTBA.

[TpuunHBI ©3MEHYMBOCTH MOTYT OBITH pa3HbIe: pa3HOOOpa3ue reHOTHUIIOB,
pazHooOpa3ue yCIOBUN Cpe/ibl, ONpEAeIsIoNe pa3HooOpa3ue B MPOSBICHUU
MPU3HAKOB Y OPraHU3MOB C OJIMHAKOBBIMU T'€HOTHUIIAMHU.

B coBpemeHHOM OMOIOTUN pa3IMYaOT JBA TUIIA U3BMEHUUBOCTU: 2€HOMU-
nuueckyro (HaCICICTBECHHYIO) U enomunuyeckyio (HeHacleaCTBeHHY0). [ 'eHo-
TUTMIAYECKAsi U3MEHYMBOCThH ObIBa€T KOMOMHATUBHON M MyTallMOHHON. DEeHOTH-
nuyeckas (HEeHacJIeICTBEHHAs1) U3MEHUYMBOCTh O0OECIIEUnBaeT U3MEHEHUS B (e-
HOTUIIE U ObIBAET MOAU(PUKAMOHHON 1 OHTOT€HETUYECKOM.

Takoe geneHue CYUTAIOT YCIOBHBIM, TaK KaK HE YUWUTHIBACTCS B JOCTa-
TOYHOW CTETIEHU XapaKTep peakiuii TeHOTUNA U WX (EHOTUIINYECKAs! BHIPAKEH-
HOCTh. Cy/IUTh O MPOMCHIEAIIEM U3MEHEHUU MOYKHO JIUIIb 10 PEHOTHUIY, T.€. O
M3MEHEHUIO TIPU3HAKOB U CBOMCTB opraHu3Mma. CriegoBareiabHO, U3MEHEHUs (e-
HOTHUIIA TTPOUCXOJAT U TMPU HACIEICTBEHHOW W MPH HEHACJEACTBEHHON H3MEH-
yuBocTU. Kpome TOro, reHoTunmu4ecKass M3MEHYMBOCTD MPEANOIaracT u3MeHe-
HUE TeHOTHUIIa, KOTOpoe 00YCIOBIMBAET (peHOTUNMYECKHE HapylleHus. OqHaKo
TeHETUYECKUI KOHTPOJIb 00s13aTENIEH MPU 000UX THUIAX U3MEHUHMBOCTH; Pa3Jiv-
YUl 3aKJIIOYAIOTCA JIMIIb B XapaKTepe M3MEHEHUs COCTOsSHus reHotuna. [lpu
HACJIEICTBEHHOW M3MEHYMBOCTU MPOUCXOJAT W3MEHEHUS COUYETAHUSI T€HOB re-
HOTHUTIA (TTOSIBJISAIOTCS HOBBIE KOMOMHAITMM MX M XPOMOCOM) JIMOO HapyIaeTcs
CTpykTypa reHa. [Ipu HeHacaeACTBEHHON M3MEHYMBOCTH CTPYKTypa T'€HOTHUIIA
HE MEHSETCS, HO MOXKET MOJABISAThCS WM yCHINBAThCSA (QYyHKIIMOHATIBHAS CIIO-
COOHOCTH T€HOB, U3MEHATHCA XapaKTep, JTOMUHUPOBAHUS U T. [I.

DopMHUpPOBaHUE PA3TUYHBIX TUIIOB U3MEHUYMBOCTHU SIBISIETCS CIEACTBHEM
B3aMMO/ICHCTBUS BHEIIHEHN Cpejibl, TeHOTUNA U (peHoTumna.

HenacaencrsenHast M3aMEHYHBOCTD

Henacneocmeennan (ghenomunuveckasn) uzmeH4u80Cms — 3T0 TUI U3-
MEHYMBOCTH, OTPAKAIOIIUKA H3MEHEHHUs (HEHOTHNA TMOJ JCHCTBHEM YCIOBHIA
BHEIIIHEHN CpeJibl, HE 3aTparuBaroinX reHoTun. CTENneHb €€ BbIPaXKEHHOCTU MO-
JKET OMNPEAENAThCS TEHOTUIIOM. (MEHOTUNMUYECKUE Pa3Inyus y TE€HETUYECKH
TOXXJIECTBEHHBIX 0CO0€H, BO3HUKAIOIINE BCIEJCTBUE BO3ICHCTBUSA (HaKTOPOB
BHEIIIHEN Cpe/ibl, HA3BIBAIOTCS Modugukayuamu. Paznuyaior BO3pacTHbIE, Ce-
30HHBIE U JKoJorudeckrue Moaupukaruu. OHU CBOJSATCS K U3MEHEHUIO CTETICHH
BBIPAKEHHOCTU MpU3HaKa. HapymeHus CTpyKTypbl F€HOTHIIA MPU HUX HE MPO-
HCXOJUT.
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Bospacmnuvie (ommocenemuueckue) moougpuxayuu BHIPAKAIOTCS B BUJIEC
MOCTOSIHHOW CMEHBI MPU3HAKOB B MPOIECCE Pa3BUTHUS O0COOM. Y UelOoBEKa B
nporecce pa3BUTHSA HaOmogaroTcss Moaudukaun MophoU3HOIOTHISCKUX U
NICUXUYECKUX Tpu3HaKoB. K mpumepy, peOSHOK HE CMOXKET MPAaBHIIBHO Pa3BH-
BaThCS U (PU3MYECKH M MHTEIUICKTYaJIbHO, €CIM B PAHHEM JIETCTBE Ha HETO HE
OyAyT OKa3bIBaTh BIIMSHHE HOpPMAJbHBIC BHEIIHHWE U COLHUANbHBIE (PAKTOPHI.
JHlonroe mpebObiBaHuEe peOEHKA B COIMAIBHO HEOJIAromoNydHOH Cpele MOKET
BbI3BaTh HEOOPATUMBIH 1e(DEKT ero MHTEIICKTA.

OnmozceHemuueckas U3MeH4UB0CMb, KaK U CaM OHTOTEHE3, JIETePMHHHU-
pyeTcsi TeHOTHUIIOM, TJIe 3aKOJAWPOBaHA Mporpamma pa3BuTusi ocodu. OgHaAKO
ocobeHHOCTH (hopMUpOBaHUS (PEHOTHIIA B OHTOTEHE3€ OOYCIOBJICHBI B3aUMO-
nercTBUeM reHoTuna u cpefpl. [1oj BusiHueM HEOOBIUHBIX BHEITHUX (PaKTOPOB
MOTYT IIPOUCXOJIUTh OTKJIOHEHUS B (DOPMHUPOBAHUU HOPMAJIBHOTO (PEHOTHIIA.

Ce3onHble MoOugurkayuu 0coOeil WU LENbIX MOIMYJISIIUN MPOSBISIOTCS B
BU/JIC TEHETUYECKU JETEPMUHUPOBAHHON CMEHBI MPU3HAKOB, (HampuMmep, u3Me-
HEHUE OKPACKH IIEPCTH, MOSBICHUE MOIMYIIKA Y )KUBOTHBIX ), POUCXOJIAIIEH B
pe3yibTaTe CE30HHBIX M3MEHEHWH KIMMaThuueckux ycioBui. Hampumep, mpu
BBICOKHX TEMIIEpaTypax y KpoJIMKa pa3BUBaeTCs Oernas OKpacka IIEepCTH, a pU
HU3KHX — TEeMHas. Y CHaMCKUX KOTOB B 3aBHCHMOCTH OT C€30HA roja mnajieBas
OKpacKa MIEPCTH CMEHSIETCS Ha TEMHO-TIAIEBYIO U Ja)Ke KOPHUUHEBYIO.

Ironocuveckux moougurayuyu MPEACTaBIAIOT COOON aJanTUBHBIC HU3ME-
HeHHUs (EHOTHIIa B OTBET HA M3MEHEHHE YCIOBUU Cpelbl. DKOJIOTHYECKHUE MO-
nuduKanuu GEHOTUITMYECKU TPOSBIIIOTCS B U3MCHEHHH CTCIICHU BBIPAKCHHO-
cti Tpu3Haka. OHU MOTYT BO3HUKATh Ha PAHHUX CTAAMSIX Pa3BUTHUS U COXpa-
HSATHCS B T€UEHUE BCeH ku3HU 0coOu. [IpuMepaMu MOTYT CIIy)KUTh KPYITHBIE U
MEJIKHUE IK3EMIUISIPhl PACTCHHM, BHIPAIIICHHBIC HA MOYBAX, COJAEPKAIIMX Pa3HOE
KOJIMYECTBO TMHTATENbHBIX BEIIECTB; HU3KOPOCIbIE U CIa00KU3HECTOCOOHBIE
0CO0M Yy >KMBOTHBIX, PA3BUBAIOIINUECS B IJIOXUX YCJIOBHUSIX U HE TOTYYaIOIINe
JIOCTAaTOYHOTO KOJIMYECTBA HEOOXOIUMBIX JJISl KM3HU TMUTATEIbHBIX BEIIECTB;
YHCJIO JICTIECTKOB y IBETKOB TMEYCHOYHUIII, TIOTIOBHHUKA, JIFOTUKA, KOJUYECTBO
[IBETKOB B COLIBETHH y PACTEHHM U T. 1.

DKOJOrH4ecKre MOAU(UKAINK 3aTParuBalOT KOJMYECTBEHHBIE (KOJIWYe-
CTBO JICTIECTKOB B IIBETKE, MOTOMCTBA y KHUBOTHBIX, Macca >KUBOTHBIX) U Kaye-
CTBEHHBIC (I[BET KOXKM Y YeJIOBEKa TOJl BIMUSHUEM YIbTPa(UOIECTOBBIX TTy4eil)
TIPU3HAKH.

OpHMM W3 OCHOBHBIX CBOMCTB MOAU(DHKAIMNA SIBISIETCS MX MACCOBOCHIb.
Ona 00ycloBIMBAeTCA TEM, YTO OJMH U TOT K€ (DaKTOp BBI3BIBAET MPUMEPHO
OJIMHAKOBOE M3MEHEHHE y 0CO0EH, CXOIHBIX T€HOTUITHYECKH.

Moougukayuonnas uzmeHuusocms BbI3bIBACTCSI BHEITHUMH (DaKTOpamH,
HO TIpelie] €€ M CTENEHb BBIPAKEHHOCTH MPHU3HAKAa KOHTPOJIHUPYIOTCS F€HOTH-
noM. Tak, oiHOsIIIIeBbIe OJIM3HELbI CXOAHBI (PEHOTUITUYECKU U 1a’Ke OJIMHAKOBO
pearupyroT Ha pa3Hble YCIOBUS (HampuMmep, yallle BCEero MepeHOCAT OJHU U Te
xe 3aboneBanusi). Ho cpena cymectBeHHO BiusieT Ha (OPMUPOBAHUE MPU3HA-
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koB. K mpumepy, y oiHOsHIEBbIX OJM3HEIIOB BECHYILIKU MPOSBIISIOTCS B pa3HOU
CTEIIEHH B PAa3JIMYHBIX KIMMATHYECKHX YCIIOBUSX. Y KUBOTHBIX PE3KOE YXYJ-
HIEHUE MHILEBOTO PAallMOHA MOYKET MPUBECTU K MOXYAAHUIO OJTHUX U K CMEpPTHU
Ipyrux ocobeil. Y denoBeka MpHU OJUHAKOBO YCHUJICHHOM MUTAaHUU PE3KO IMpHU-
0aBUT B Macce Tejla TUIIEPCTEHHUK, B MEHbIIIEH CTETIEHH - HOPMACTEHHUK, Macca
K€ aCTEHHKA MOYKET BOOOLIE HE UBMEHUTHCS. DTO CBUJIETEIBCTBYET O TOM, UTO
TE€HOTHII KOHTPOJIUPYET HE TOJBKO BO3MOKHOCTh OpraHM3Ma U3MEHATHCS, HO U
ee mpenensl. [Ipenen momudukanuyu Ha3bIBaeTCS Hopmou peaxyuu. VIMeHHO
HOpMa PEAKIMH, a HE CaMU MOJIU(DUKAIMU, HACTIEAYyeTCs, T.€. HACIEIyeTCs CIIO-
COOHOCTh K Pa3BUTHIO TOIO WJIM MHOTO Npu3Haka. Hopma peakuum — 3T0 KOH-
KpeTHas KOJUYECTBEHHAasl 5 KAayeCTBEHHAsl XapaKTepUCTUKAa T€HOTHMA, T.€.
OIIPEJEIICHHOE COYETAHUE TE€HOB B TEHOTHIIE U XapaKTep WX B3aumonaencTaus. K
YUCJTy T€HHBIX COUETAHUM U B3aUMOJECHCTBHUI OTHOCST:

® MOJUIE€HHYI0 JETEPMUHAIMIO MPU3HAKOB, KOTJA YacTh MOJUIEHOB,
KOHTPOJMPYIOIINX Pa3BUTHUE KOJUYECTBEHHOTO MPHU3HAKa, B 3aBUCUMOCTH OT
YCIIOBUM MOJKET MEPEXOJIUTh U3 FETEPOXPOMATUHOBOTO COCTOSHHS B 3yXpOoMa-
TUHOBOE M 00paTHO (mpenen MoAu(UKAIMK B JTaHHOM CIlydae OIpeAelseTcs
KOJIMYECTBOM IIOJIMT€HOB B FEHOTHUIIE);

® CMECHY JIOMHHUPOBAHUSA Yy TE€TEPO3UTOT MPU H3MEHEHHH BHEIIHUX
YCJIOBUI;

® pa3JIMYHbIC TUIIBI B3aUMOJICHCTBUS HEAJUIEIbHBIX I'€HOB;

® DJKCIPECCUBHOCTh MyTalUH.

Paznuyaror mpusHaku ¢ wupokou (Macca, ypoxawHOCTb W T.J.), V3KOU
(HarmpuMep, MPOLEHT KHUPa B MOJIOKE, KOJMYECTBO MTEHIIOB y MTHII, COJEpKaHUE
OEJIKOB B KPOBU Y YEJIOBEKA) U OOHO3HAYHOU HOpMOU peakyuu (OOIBITMHCTBO Ka-
YECTBEHHBIX MPU3HAKOB: MACTh )KUBOTHBIX, LIBET BOJIOC U IJ1a3 y YEJIOBEKA U Jp.).

WNHoraa ocobu TOro WM MHOTO BUJA MOJIBEPratoTCs BIUSHUIO TAKUX BpE-
HBIX (PAKTOPOB, C KOTOPHIMU OH HE CTAJIKUBAJICS B IPOLIECCE IBOJIOLMH, @ TOKCHY-
HOCTh MX HACTOJIKO BEJIMKA, YTO UCKIIIOYAET BO3MOXXHOCTh MOJU(DHUKAIIMOHHOMN
VM3MEHUYMBOCTH OPraHU3Ma, ONPENEIIEMOM HOPMOU peakuu. Takue areHTbl MOryT
OKa3aThCsl JICTAIbHBIMU, WM HMX JCHCTBHE OTrPaHUYMBACTCS WHAYLMPOBAHHEM
YPOJICTB pa3BUTHs. YPOJCTBA, WIM aHOMAJIMHU, PA3BUTUS HA3bIBAIOT MOP(O3aMHu.
Mopogo3zer — 310 paznuuHble HapyuieHus: (opMooOpa30BaTEIbHbIX MPOLIECCOB B
nepuoj; MoporeHesa, NPUBOJAIIME K PE3KOMY H3MEHEHHIO MOP(OIOTHUECKUX,
OMOXUMHUYECKHX, PU3UOJIOTMUECKUX MMPU3HAKOB U CBOMCTB opranu3ma. [Ipumepom
MOp(}030B ciy:kaT J1e(deKThl Pa3BUTHS KPbUIEB M KOHEYHOCTEH y HACEKOMBIX,
YPOJICTBA PAKOBHHBI Y MOJUIFOCKOB, YPOJCTBA (PU3NYECKOTO CTPOEHUSI MIICKOIH-
tatonmx. [IpumepoM MOpQ0O30B y yenoBeKa SIBIISIETCS POXKICHUE, AeTeill 6e3 Ko-
HEYHOCTEH, C HEMPOXOJUMOCTBIO KHUIIEYHHKA, OIYyXOJIbIO BEpXHEH TryObl, Mpu-
HsBIIEE Xapakrep nmoutu snuaemu B 1961 r. B @PI' u HekoTophIX crpanax 3a-
nagHou EBponsl u Amepuku. [IpuunHOM ypoJICTB MOCITYKWIO TO, UTO MaTepy B
nepBble TPU Mecsla OepeMEHHOCTH MPUHUMAaIM B KaueCTBE YCIIOKOUTEIHHOTO
npenapara TanuaoMua. M3Becten emne psj BemecTB (TepaToreHsl, Wil Mopdore-
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HbI), BBI3BIBAIOIIUX YPOJICTBA Pa3BUTHS Y YeraoBeka. K HUM OTHOCATCSI XUHUH, raj-
moruHoren JICI, HapkoTUKH, ankoroib. Mopdo3bl SIBISIIOTCS HOBBIMHU, HE MMeE-
IOUMMH HCTOPUYECKON 0a3bl peakiMsMU OpraHu3Ma Ha HEOOBIYHBIC BpEIHBIC
daxTopsl cpenibl. DEHOTUMHYECKH OHU PE3KO OTIIMYAIOTCS OT MOAU(PHUKAIMI: eCIu
Moougurayus — 3T0 U3MEHEHHE CTENIEHU BBIPAKEHHOCTU MPU3HAKA, TO MOpPhO3 —
3TO PE3KO U3MEHEHHBIN, HEPEAKO KaU€CTBEHHO HOBBIM IPU3HAK.

Mopho3bl BO3HUKAIOT NPU BO3JCHCTBUH BPEIHBIX areHTOB (MOP(HOTEHOB)
Ha paHHUE MPOIECCHl SMOPUOHAIBHOIO PAa3BUTHA. DMOPHOrEHE3 MOAPa3AesIeT-
Csl Ha pAJ 1TaloB, B TEUEHHUE KOTOPBIX OCYyIIECTBIseTcs nuddepeHnuanus u
pPOCT OIPEAEIIEHHbIX OPraHOB M TKaHEW. Pa3BuTME mpU3HaKa HAYMHAETCS KO-
POTKUM MEPHOJIOM, MOJYyUYMBIIMM HAa3BAHHE «KPUTHYECKOrO». B 3TOT mepuon
OpraHu3M OTJIMYAETCS BBICOKOM YyBCTBUTEJIBHOCTBIO U CHWKEHUEM penapaTuB-
HBIX (BOCCTAHOBUTEIBHBIX) BO3MOXHOCTEH. B citydae BozaeiicTBust MOpGOreHoB
B KPUTHYECKHE MEPHO/Ibl OOBIUHBIN IMyTh pa3BUTH 3a4aTKa U3MEHSETCS, TaK KaK
IIPY STOM IPOUCXOIUT UHIYLUPOBAHHAS PENPECCHS T€HOB, OTBEYAOIIMX 33 €ro
(dopMupoBanue. Pa3BuTre TOro Ui HHOTO OpraHa Kak Obl IEPECKaKUBAET C O/I-
HOTO IIyTH Ha IPYroil. OTO NPUBOAUT K OTKJIOHEHHSAM OT HOPMAJIBHOIO Pa3Bu-
Tus (peHotumna u K popmupoBaHuio ypocts. Hapyuienus smOprorenesa nHoraa
HOCST celU(pUUYECKUd XapaKkTep, Tak KaKk UX (PEHOTUIINYECKOE BBIPAKEHUE 3a-
BHUCHUT OT CTaJIMM Pa3BUTHsI OPraHU3Ma B MOMEHT Bo3aeicTBus. CaMble pa3HbIe
TOKCUYECKHE areHThl MOTYT BbI3bIBaTh OJMHAKOBBIE MJIM CXOAHBIE aHOMAJMH,
€CJIM Ha OpraHu3M BO3JIEMCTBOBATH B CTPOrO ONPEEICHHBIN MEPUOJT pa3BUTHUA,
KOI'/Ia MOBBIIEHA YYBCTBUTEIBHOCTh COOTBETCTBYIOLIMX TKaHEeW u opraHoB. He-
KOTOpble MOP(OTeHbl (XMMUYECKHE BEIIECTBA) B CHIIy CBOUX CTPYKTYPHBIX
0COOEHHOCTEM MOTYT BBI3BaTh crienudpuieckue Mopho3bl B pe3ysibTare n3oupa-
TEJIBHOTO BO3JEHCTBUSA B TOT WJIA NHOM NEPHUOJ] Pa3BUTHS.

Mopho3bl He HOCAT MPUCTIOCOOUTENHFHOTO XapaKTepa, MOCKOJIbKY peakx-
[[Ms OpraHu3Ma Ha WHAUIUPYIOIIUE WX (PakTopbl OOBIYHO ObIBaE€T HEaJeKBaT-
Hoi. YacTtoTa MHIyLIMPOBAaHHBIX MOP(HO30B M UYBCTBUTEIBHOCTh OPraHU3MOB
OpU 3TOM K BPEAHBIM areHtaM-Mop(oreHaM KOHTPOJMPYETCS TE€HOTUIIOM H
pa3inyHa y pa3HbIX 0co0el OJTHOTO U TOTO K€ BUAA.

Mop@o3bl PEHOTUMHYECKHN YaCTO CXOJHbI C MyTalUSIMHU U B TAKUX CIy4a-
X HOCSIT Ha3BaHUE henokonui. MexaHn3Mbl BOSBHUKHOBEHUSI MyTalllil U ()eHO-
KOIUN pa3jIvyHbl: MyTAlUs SIBJISETCS CJIEICTBUEM U3MEHEHUs CTPYKTYpPHI I'eHa,
a (peHOKOMMUS — PE3yABTATOM HAPYILIEHUS pealn3alli HacIeACTBEHHON nHpOp-
Manuu. DeHOKONMUi MOryT BO3HUKATh M BCIEJCTBHE MOJABICHUA (YHKUIUU
OTpEJICICHHBIX TEHOB. B oT/iMuKe OT MyTaluii, OHU HE HACIEYIOTCSI.

HacaencrBeHHast H3MEHYHBOCTh
I'enomunuueckaa (nacneocmeeHnas) UMEHUUBOCHbL — DITO HACIEI-
CTBEHHBIC U3MEHEHHUs MIPHU3HAKOB OpraHuW3Ma, OIpejieisieMble TEHOTUIIOM U CO-
XpaHseMbIe B psALy mokoJieHnid. OHa mpencTaBlieHa IByMsI BUJIAaMU - KOMOWHA-
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TUBHOM M MYTAalIMOHHOW. ['€HOTHMNMYECKass W3MEHUYMBOCTb MMEET CIEAYIOIINE
CBOWCTBA!

e 1iepenaércs 1o HacleICTBY;

® HOCUT MHAMBHIYaNbHBIM XapakTep, T.e. HAOMIONaeTcs y OTIEIbHBIX
oco0eii;

® HEaJeKBaTHA YCJIOBHIM CpEJbl, T.€. MOKET ObITh HEHTpPaJIbHOMU, BpeI-
HOU WJIX MOJIE3HOU.

® BO3HUKAET CKAYKOOOPa3HO M MOKET MPUBECTH K 0OPa30BAHUIO HOBBIX
0co0ei, MOMyJISIINi, BUIOB WK THOETH OTAEIBHBIX 0COOEH.

N3meHunBOCTh, OOYCIOBJICHHAsI TOJBKO 3a CYET OOpa3OBaHUS HOBBIX
KOMOHMHAIIUN alljiel BCIeICTBUE KPOCCHHTOBEpa B Meilo3e U peKOMOMHAIINY Te-
HOB, HAa3bIBACTCS KoMOunamuenoii. KomOMHaIMs T€HOB NPU HAJTUYUHA B3aUMO-
JEUCTBUS MEKy HUIMHU MOKET MIPUBECTU K MOSIBICHUIO HOBBIX MTPU3HAKOB WIIA K
HOBOMY UX coueTaHnto. KoMOMHaTHBHAs U3MEHYMBOCTD HACIIEAYETCS COTJIACHO
npaswiaM Menzaens. KomOnHaTuBHasE N3MEHYMBOCTh — Ba)KHEHIIIMI MCTOYHUK
OECKOHEYHO OOJIBIIOrO HACIEACTBEHHOTO Pa3HO0Opasus, KOTopoe HabIogaeTcs
y JKUBBIX OpraHu3MoB. B ocHOBe KOMOMHATUBHONW M3MEHUYMBOCTH JIEKUT I10JIO-
BO€ pAa3MHOXKEHHE JKHMBBIX OPIaHM3MOB, BCJIEICTBHE KOTOPOIO BO3HHUKAET
OTPOMHOE Pa3zHOOOpazue TeHOTHNOB. YUCIIO T€HOB y Ka)KJO0ro OpraHu3Ma Hc-
YUCIIAETCS ThICSIYaMHU, IOATOMY KOMOMHUPOBAHUE F€HOB IPU MOJOBOM pa3MHO-
KEHUH TPUBOJUT K (POPMHUPOBAHUIO HOBOT'O YHUKAJIBHOTO M€HOTUIA U (PEHOTHU-
na. Y mo0oro pedbeHKa MOKHO OOHApYyXUTh NPU3HAKH, TUIIMYHBIE VISl €r0 Ma-
Tepu M oTuHa. TeM He MeHee Jaxe cpeau OJM3KUX POJCTBEHHUKOB HE HANTH
JIBYX a0COJIFOTHO OJMHAKOBBIX JItoAeH. MICKIIIoOUeHHEe COCTABIISIIOT OAHOSIMIIEBbIE
OJIM3HEIbl, CTENEHb WIEHTUYHOCTU KOTOPHIX O4YeHb Benuka. [IpuumHa Takoro
pa3zHoo0pa3usi — KOMOMHATUBHASI U3MEHYUBOCTh. OCHOBHBIE €€ UCTOYHHKHU:

® HE3aBUCUMOE PACXOKJICHHE XPOMOCOM B MEH03€ MPU CO3PEBAHUU T10-
JIOBBIX KJIETOK;

® peKoMOMHAlMs F€HOB IIPU KPOCCUHTOBEPE B MEPBOM JIEJICHUH MeH03a,
T.€. 00pa30BaHUE KPOCCOBEPHBIX XPOMOCOM;

® CIy4YallHOE COYETAaHHWE N'€HOB MATEPUHCKOW M OTLHOBCKOW TaMeT IpHU
OIIOIOTBOPEHHH.

Mymayuonnasa uzmenuueocms 0OyCIOBIMBACTCS HE EPEKOMOMHALINEH
I€HOB, a HAPYLIEHHEM MX CTPYKTypbl. O BO3MOXHOCTH MyTalUii TOBOPUJI €ILE
Y. JlapBuH, Ha3bIBasi UX HEOIPEACIICHHON M3MEHYMBOCTHI0. OH 00paTUil BHU-
MaHHE Ha BHE3aMHOCTh UX MOsiBJeHHs. CaM TepMHUH «MyTalus» ObUT Mpeio-
xeH B 1889 r. I'. me ®pusom. 1. Ayspbax (1978 1.) B pa3BUTUU TEOPUU MYyTa-
U pa3IuyaeT HecKoaIbKO NepPuooos:.

1. Tlepssii nepuon pmwics ¢ 1900 mo 1927 r. beuta chopmynupoBana
TEOpUsI MyTalIMM, CIIOKUIINCh OCHOBHBIE MIPEJICTABIICHUS O UX MIPUPOIE U YaCTO-
T€ BO3HMKHOBeHUs. B 1927 r. I'. Mennep BBesl METO/IbI KOJIMYECTBEHHOM OIICH-
KM CKOPOCTH MYTallMOHHOTO TIpoLecca.
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2. Bropoii nepuoi HavaJIcs, KOrja psijl UccieoBaTesiell 0OHAPY WU MY-
TareHHOE JISHCTBUE PEHTTEHOBCKUX Jyder (1925-1927 rr.) u a1 0ObSICHEHUS €ro
MexaHu3Ma Oblla co3fiaHa o01Iasi TCOpUsl MyTallMid — «T€OPUsl MUILICHW.

3. Heszamonro no BTOpoil MHUPOBOM BOWHBI HACTYNHJI TPETHUM MEPHOJ
pa3BUTHS MyTalMOHHON Teopur. OH 03HAMEHOBAJICSI OTKPHITUEM XUMUYECKOTO
MyTareHes3a. B 3ToT nmepuon /Ui 3KCIEpUMEHTAIIBHOIO aHajJnu3a MyTalMOHHOIO
mpolecca B KauecTBe OOBEKTOB MCCIEAOBAHUS CTAIM MCIOJIB30BaTh MHKPOOP-
TaHU3MBI.

4. YerBepTbli EPUOJ Pa3BUTUS MYTALIMOHHON TEOPUHU CBS3BIBAIOT C OT-
KpbiTHeEM YoTtcoHoM M Kpukom crpykrypHoit monenu IHK (1953 r.). B ato
BpeMsl IIpeobiiajaiy UCCIeI0BaHus, TOCBSIIEHHbIE XUMUYECKOW XapaKTEePUCTH-
K€ HYKJICMHOBBIX KHUCJIOT, YTO TTO3BOJIMIIO Pa3pelIUTh TJIaBHYIO MPOOIeMy MyTa-
reHe3a — BCKPBITh MOJIEKYJISIPHBIN MEXaHU3M MYTAaIlU.

5. C 1965 r. Hauancs nATHIM nepuoa B M3ydeHHH myrtareHesza. Cyiie-
CTBEHHON 4YepTOM €ro sBWJIACh OIIEHKAa MYyTallMd Kak OOIeOHOIIOTHYECKOro
npoiiecca. [lenTpanbHol 3amadeil uccne0BaHUi B 00J1aCTH MyTaIllMOHHON TEO-
pHUU sBISETCS MpobiieMa penapalyd — BOCCTAHOBJICHHUS MYTAIllMOHHBIX MOBpE-
JKIICHUH.

Mymayuna — 370 cKauK00oOpa3HOe, YCTOMYMBOE NU3MEHEHUE IT'€HETUYECKO-
ro MaTepuaia noj BIUsSHUEM (AKTOPOB BHEIIHEH WM BHYTPEHHEU Cpenbl, me-
penaronieecs no HaciuenctBy. OpraHus3M, HAcIEICTBEHHO HM3MEHEHHBIM B pe-
3yJIbTaTe MyTaluu, Ha3zbiBaeTcs mymanmom. B 1901 r. Xyro Jle ®pus BBen B
HayKy TEPMHUH «MyTalHs» M CO3JaJI MyTalMOHHYIO Teopuio, a T. Mopran c
1910 r. Hauan u3y4yaTb MyTaluM y Jp030QHUIIbI.

K npuyunam mymayuu ommnocsamcs:

e Cnonrannsie omuoku npu peruukanuu JJHK u tpanckpunmmu PHK B
KJIETKaX, HApYHUIEHUE PACX0XKIACHUS XPOMOCOM IPHU KIETOYHOM JEIEHUMU.

o JleiictBue gusznueckux (HakTOPOB: HOHU3UPYIOIIAS PaJUAIIMs, TaMMa,
PEHTI€HOBCKHUE U YIAbTPa(UOJIETOBBIE JIYUH.

e JleiicTBUE XMMHUYECKUX COCIUHEHUN, UCIIOIB3YEMBIX B CEJIBCKOM XO-
3stiicTBE (repOUIIU/IBI U TIECTUITUIBI), B MEUIIMHE B KAUECTBE JIEKAPCTB U aHTH-
CEeNTUKOB (aHTUOMOTHUKH, (HOPMAIMH M Jp.), B MPOU3BOJACTBE (KOHCEPBAHTHI
IPOAYKTOB, TsDKEJbIe MeTaiuibl: Pb, HY, Cu u ap.).

e [IpoHUKHOBEHHE B OPraHU3M OHOJOTHYECKUX OOBEKTOB (BUPYCOB,
OaKkTepuii, MpOCTENINX), CIIOCOOHBIX BBI3bIBATH HapylieHue cTpykrypst JJHK.

@akTopbl Cpe/ibl, BBI3bIBAIOLINE MYTALIMH, Ha3bIBAIOTCS MYMa2eHaAMU.

Ceoticmea mymayuti (OCHOBHBIE MOJ0KEHUS MyTallMOHHOW TEOPUH):

e Bo3HukaloT BHE3almHO, CKauyKoOOpa3HO, 0€3 BCSKHUX MEPEXOI0B, HE
00pa3yloT HEMPEPHIBHBIX PSI0B (HE TPYIIUPYIOTCS BOKPYT CPEIHETO 3HAUCHUS
MPU3HAKA).

e Ilepenarorcs no HacCHEACTBY.

e HenampagsieHsl, T.e. MyTUPOBaTh MOKET JIF00asi 4YacCTh T€HOTHUIIA, YTO
MPUBOJUT K U3MEHEHUIO MPU3HAKOB B Pa3HBIX HAIIPABJICHUSIX.
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e Penkue coObITHS (YacToTa MyTalUid 3aBUCUT OT 4YKCIIa T€HOB: YeM
OoJibllle TeHOB, TeM BhIIIe yacToTa MyTaruii) — 1 Ha 100 000-1 000 000.

e 3aTparuBalOT B OCHOBHOM PEIIECCUBHBIC T'€HbI (Y T€TepO3UTOT HaXO-
JATCSI B CKPBITOM COCTOSIHUH, 00pa3ysl pe3epB HACIEICTBEHHON N3MEHYMBOCTH ).

e OJHHU U T€ )K€ MyTallMl MOTYT BOBHUKATh TOBTOPHO.

[Ipouiecc oOpa3zoBaHus MyTallud HA3bIBACTCS Mymazene3om, a GaKkTopbl,
UX BBI3BIBAIOLINE, — MymazeHamu. MyTareHbl MEpBOHAYAIBHO BO3JCHCTBYIOT
Ha T'€HETUYECKUN MaTepuall 0COOM, BCIEACTBUE YETO MOKET U3MEHUTHCS (eHo-
TUI. DTO MOTYT OBbITh 3K30MyTareHsbl ((hakTOpbl BHEIIHEW Cpebl) U SHAOMYTa-
reHbl (IPOYKThl METa00IM3Ma CaMOT'0 OpraHu3Ma).

MyTtarennsie (akToOpbl MOAPA3JCISAIOT HA: Qu3uyeckue, Xumuieckue W
ouonocuueckue.

K @usuueckum mymacenam OTHOCATCS pPa3iaUYHbIE BUABl H3ITYyYEHUH
(mMpenMynIeCTBEHHO HOHU3HPYIOUIUE - anb(a-, 0eTa- 1 raMMa-iaydu, yiabTpadu-
OJIETOBBIC JTyUH ), TEMIIEPATypa, BIAXKHOCTb U Jp. MeXxaHU3MbI UX JEHCTBUS:

® HapylIeHUE CTPYKTYpPbl TEHOB U XPOMOCOM;

e oO0Opa3oBaHHE CBOOOJHBIX PAJUKAIOB, BCTYMAIONIMX B XHUMHYECKOE
B3aumozeicraue ¢ JJHK;

® pa3pylIEHUE HUTEW aXpOMATUHOBOI'O BEPETEHA JECIECHUS;

e 00pa3oBaHUE OuMepos — COCIMHEHHE MexAy coOoil ("cummBka") co-
CEHUX MUPUMUIANHOBBIX ocHOBaHuM ojHoM nernu JIHK (wame T-T).

K xumuvecxkum mymaeenam oTHOCATCS:

O TMPUPOJHBIE OPTaHUYECKHE U HEOPTraHWYECKHE BElIeCTBAa (HUTPUTHI,
HUTPATHI, AJIKAJIOUIbI, TOPMOHBI, (PEPMEHTHI U 1Ip.);

O TMPOAYKTHl TMPOMBIIUICHHOW TEpepadOTKH TPHUPOIAHBIX COCIUHECHUMN
(yrns, nedtn);

O CHHTETHYECKHE BEIIECTBA, pAHEE HE BCTPEUaBIIMECS B mpupoiae (Ie-
CTULIU/IbI, UHCEKTUIIU/IbI, TTUIIEBbIC KOHCEPBAHTHI, MOIOIIIME CPEACTBA, 1€30/0-
paHThI);

O JIEKapCTBEHHBIE MpernapaTrhl, KOTOPhIE MOTYT MPOBOILMPOBATH BPOIK-
JICHHbIE TIOPOKH pPa3BUTUSI (MMMYHOCYIIPECCAHThI, HEKOTOpPbIC aHTUOMOTHUKH,
HApKOTUYECKHUE BEIIECTBA, CHHTETUUECKHUE KOPTUKOCTEPOUIBI U JP.).

XUMHYECKHE MyTareHbl 00J1ajatoT OOJBIION MPOHUKAIOIIEH CIIOCOOHO-
CTBIO, BBI3bIBAIOT MPEUMYIIECTBEHHO T€HHBIE MYTAIlUU U JEUCTBYIOT B MEPHUO]L
permmkanuu [JTHK. Mexanusm nx nenucTBuUs:

® JI€3aMUHUPOBAHKE U AJTIKUIUPOBAHUE HYKIICOTUIOB;

® 3aMEHa a30THCTBhIX OCHOBAHHUI UX aHAJIOTaMU;

® YHrUOUIMS CUHTE3a MPEIIeCTBEHHUKOB HYKJIEHHOBBIX KUCIIOT U Jp.

K 6uonocuueckum mymaeenam oTHOCSTCS:

O BHUPYCHI (KpaCHYXH, KOpU, TPUIITIA);

O HEBUPYCHBIC MMAapa3UTAPHBIC areHThI (MUKOIJIa3Mbl, 0aKTEPHH);

O TMPOAYKTHI METabOoIM3Ma Mapa3uTOB (TOKCOTIIa3MBbI).
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HeBupycHble U BUPYCHBIE areHThl MOTYT ObITh NPUYMHON UH(DEKIIMOHHO-
ro myrareHeza. OHM CIIOCOOHBI HAPYIIUTh TE€UEHHWE MHUTO3a, BHI3BATh Pa3pPhIBBI
xpomocoM u xpomatu, Bctpoutsb cBoto JIHK B JIHK knerok xo3suna. IIpoayk-
ThI JKU3HEACATEIBHOCTU Mapa3uTOB — BO30yAUTENEeH OOJIe3HEN MOTYT JIeHCTBO-
BAaTh KaK XMMUYECKUE MyTarcHbI.

Cynepmymacenvl — 3T0 (HAKTOPBI, Yallle XUMHUIECKOW TPUPOABI, TOBbIIIA-
IOIIME YaCTOTy MyTalluii B COTHU — JECATKHU ThICSY pa3 (HampuMmep, KOJIXHUIIMH,
ATUJIECHUMHH, UINPUT). OHU HCHOJIB3YIOTCS JJIsl MOJYYeHUs WHIYLIMPOBAHHBIX
MYyTalWN B CEJEKLIHH.

Knaccnuxkanusa myranui

MytannoHHasi U3MEHUYHMBOCTh MPOSBISETCS B (PEHOTUNE, U JMIIb IO
HaJIMYHUIO KaYECTBEHHO HOBBIX IPU3HAKOB M CBOMCTB OpPraHrn3Ma MOKHO IpeJ-
1oJjlaraTb €e BO3HUKHOBeHUE. M3MeHeHus: peHOTuna BbI3bIBAIOTCSl HApYLUICHHUEM
HACJIEICTBEHHBIX CTPYKTYp, KOTOpOE, OOYCIOBIMBACTCS BIUSHUEM Pa3IMYHBIX
¢dakTopoB BHeIHeN cpenbl. To ecTh, BHELIHSAS cpena, BO3IEHCTBYsI Ha TEHOTHII,
BBI3bIBAET €T0 CTPYKTYPHBIE U3MEHEHUS, IPUBOASIINE K (POPMUPOBAHUIO HOBBIX
IIPU3HAKOB U CBOMCTB opranusMa. [loaromy, uccienoBanre MyTanuil MpoxXoau-
JIO C pa3HBIX MO3ULMN: C TOYKH 3PEHHUS XapaKkTepa U3MEHEHUN B T€HOTHIIE, JIO-
KaJIM3alMi UX B Pa3IMYHBIX KJIETKAX M TKAHAX, PEHOTUIMYECKOTO BBIPAKECHHUS
Y HBOJIIOMOHHOW POJIM MyTallui, a TAaK’Ke C TOUYKHU 3pEHUS TPUPOIbI IPUUNHHO-
ro ¢akropa. CyiiecTByeT MHOTO Kiaccupukanuii myrauuii. Hanbonee ynoona
KJaccudukanus, paspadoTaHHas MojJbCkuM uccienorareseM C. MylnImHCKUM B
1972 r. OHa gaeT npeacTaBlIeHUE O MyTallMM HAa MOJIEKYJISIPHOM U LIMTOJIOTHYE-
CKOM YpOBHSIX, O €€ JIOKaJIMU3allMi B KJIETKaX U TKaHAX, O (PEHOTUIHUYECKOM
NPOSIBJIICHUH | CyIb0€ B MOMYJIAINH (cxema 3).

BBI3BIBAET €r0 CTPYKTYpPHbIE U3MEHEHUs, IPUBOASILNE K (POPMUPOBAHUIO
HOBBIX ITPU3HAaKOB M CBOWCTB opranusMma. [lostomy, ucciienoBaHue MyTaluu
IIPOXOJIMJIO € PA3HBIX MO3ULMUI: C TOYKU 3PEHUS XapaKTepa U3MEHEHHI B F€HO-
TUIIE, JOKAJIM3aLKUN UX B Pa3IMUYHBIX KJIETKaX U TKaHAX, (PEHOTUIINYECKOTO BbI-
paXEHHUs W HBOJIIOUMOHHOW POJIM MyTalui, a TaKK€ C TOUYKU 3PEHUS IPUPOJIbI
npuarHHOTO (hakTopa. CyiecTByeT MHOro kiaccuukauuii mytanuil. Hanbo-
Jee ynoOHa kiaccudukanus, pa3paO0TaHHAs TOJBCKUM HCCIIEIOBATEIEM
C. MyumHckum B 1972 r. OHa naet npeAcTaBiIeHHe 0 MyTallMM Ha MOJIEKYJISP-
HOM U LUTOJIOTMYECKOM YPOBHSX, O €€ JIOKAJIU3AI[MU B KJIETKaX U TKaHsX, 0 (e-
HOTUIIMYECKOM IPOSBJICHUU U CyIbOE B momyssnuu (cxema 1).

Mymauyusn na yposne opzanusma
[To xapaktepy m3MeHeHHs] (PEHOTHUITA BCE MYTAllMd MOXHO pa3/IeUTh Ha
CJICITYIOITUE TPYTIIIHI.
1. Mopdghonozuueckue, Hapymarmnye NpusHakKu (PU3NIECKOTO CTpOe-
HUs; Oe3riiasue, KOPOTKOMAJIOCTh, MIECTUIATIOCTh, KAPJIUKOBOCTh Y UYEJIOBEKA;
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OECKpPBLIIOCTh Y MyX; KOPOTKOHOTOCTh Y Kyp U OBEll; U3MEHEHHE (POPMBI 1IBETKA,
JINCTA, BBICOTHI PACTEHUS U JP.

2. QDu3uonocuueckue, N3MEHSIONIME HEKOTOPbIE (PU3UOIOTHUYECKUE
CBOMCTBa 0co0el (BaJIbCUPYIOLIME MBIIIM, BEPTAUYKA y OBEIl) U MOHMKAIOIINE
WM, peXe, MOBBIIAIOININE KU3HECTIOCOOHOCTh U TUIOAOBUTOCTh ocobeit. K mo-
CIIETHUM OTHOCSTCS JeTanbHble (BbI3bIBaOT 100%-HyI0 rubenb MyTaHTOB) H
nonyneranbHbie (mpuBoaiT K 50%-HO# rmbenu MyTaHTOB) myTtamuu. Yacto
Moposornueckue MyTaluu AaiT U ¢usnonoruueckuit ¢ dexr. Hampumep,
OTCYTCTBHE BOJIOCSHOTO IMOKPOBA Y YEJIOBEKA U AIbOMHU3M PE3KO CHHXKAIOT €ro
KU3HECTIOCOOHOCTb.

3. Buoxumuueckue, TOpMO3SIIUE WIM U3MEHAIOIINE PEBPALICHUS U
CUHTE3 HEKOTOPHIX BEIIECTB B opraHu3Me. OHU BBIPAXKAIOTCSI B OTCYTCTBUM Ka-
KOro-imbo (QepmMeHTa, y4yacTBYIOIIETO B LEMU OMOXMMHUYECKHUX pEaKLUH.
Hampumep, oTcyrcTBue pepMeHTa, pa3pymliamiiero GeHuialianiut, TPUBOIUT K
Pa3BUTHIO Yy yeloBeKa PeHWIKETOHYpUHU. IHOT/1a MyTaHTHBIN aJijiellb TOPMO3UT
o0Opa3oBaHHe HEOOXOIUMOr0 OMOXMMHUYECKOTO MPOJyKTa (rUIOMOpdHast MyTa-
nus). [Ipu runepmopdHBIX MyTausaX KOJIMYECTBO OMOXMMHYECKOTO MPOJIYyKTa
MOKET YBEJIMYUBATHCS U TOTJIa Y MyTaHTa MOXET ObITh UCKJIFOYEH BO3BpAT I'eHa
K UCXOJTHOMY COCTOSIHUIO.

MyTanuu resa, 3aTparuBarone MopQposiornieckue, GU3noIoruueckue u
OMOXUMUYECKHE TIPU3HAKA, MOTYT WATH B IBYX HAIPABJICHUAX: OT JUKOTO THIIA
K MYTAaHTHOMY (HpsAmMas Mymayusi) 1 OT MyTaHTHOTO K JUKOMY (0OpamHas my-
mayus). Yame npoucxoaar npsimeie mytauud. B 1928 r. B. BaTCOH BBIABHHYN
TEOPUIO IIPUCYTCTBUSA - OTCYTCTBHUS», COIVIACHO KOTOPOW BCE MYTalMH OOY-
CJIOBJIMBAIOTCS MOTEPEH (HEXBATKOM) OTAETHHBIX T€HOB. Takoil MeXaHU3M MY-
Talui HaOII0aeTCsl, KOT/1a 00paTHBIE MyTallMi BOOOIIIE HE BO3HUKAIOT. MHOT I
oOpaTHYI0 MYTaIMI0 OJHOTO T€HAa HWMUTHUPYET MyTalus JpPyroro re-
HAa,TI0/IaBJIAIONIAsS ICWCTBUE paHee BO3HUKIIECH MyTaluu. JTO SBJICHHE Ha3bIBa-
eTCs cynpeccuell.

[IpsiMble MyTaIuu Yaiie BCero pereccuBHbl. DEHOTUTUYECKH OHU MPOSIB-
JSIFOTCSL HE cpa3zy, JIsl 3TOro TpeOyeTcsl BBIICTIJICHME UX B TOMO3UTOTHOM CO-
crossuun. OOpaTHbIe M HEOOJbINAs YaCTh MPSMBIX MyTalldii 0OBIYHO JOMUHAHT-
HBbI, T.€. UMEIOT (DEHOTUIIUYECKOE BBIPAKEHUE B T'€TEPO3UTOTHOM COCTOSIHUM Y
oco0ell WM B X TOTOMCTBE.

DEeHOTUNMYECKOE BBIPAXKEHUE MYTAllMU 3aBHCHUT MPEXKAE BCEro OT MHIU-
BUJIyaJIbHBIX OCOOEHHOCTEW OpraHM3Ma M €ro reHoTHMNa, a TaKkxke oT (PaKTopoB
BHEIIHEN cpenbl. BapbupoBaHue CTENEHU BBHIPAXKEHHOCTH MYTallMM B 3aBHCH-
MOCTHU OT Te€HOTUIa U ()aKTOPOB BHEUIHEH Cpeibl HA3bIBACTCS IKCHPECCUBHO-
cmbio mymayuu. B rpynne ocobeil, HeCylux 0JIMHAKOBYIO MYTAIUIO, dKCIpec-
CUBHOCTH MYTAIIMM MOXET OBITh PA3JIMYHOMN - OT YeTKOW (PEHOTUITUUECKON BhI-
Pa’KEHHOCTH JI0 MOJIHOTO ee OTcyTcTBUA. [IponeHT ocobelt ¢ peHOTUTIECKUM
BBIp2XEHHUEM MYTAIMH 110 OTHOILIEHUIO K 00ILIeMY YUCITy BCEX 0COOEH, HECyInX
TaKyl0 MYTalWIO, HA3bIBAETCS NEeHEMPAHMHOCbIO MYMAayUuu.

64



G9

Knaccudukanusa myranmii

[MyTaLII/II/I Ha ypOBHe]
I
I | |
MouexyisapHOM ] [ Knerounom ] [ TxaneBoM ] [ Opranu3MeHHOM ] [ IonynsauroHHOM ]
I I . !
( ) ( )
I'ennsie ] XpoMOCOMHBIE ] [ Comaruueckue ] [ I'enepatuBHBIE ] == Mopdonoruueckue — Bpenusie
(. J (. |
( N\ ( ) ( )
= Muccenc —[ CTpyKTypHBIE ] == buoxumunyeckue = HenTpanbnsie
(. J (. J (. |
( N\ B ( ) ( )
HYTPUXPOMOCOM-
= Homncenc YTpuXp ] = Du3n0JIOrn4YecKue — ITonesneie
(. J HBIC (. J (. |
( N\
=== CIBUT YTEHUS MexxpoMOCOMHbIE ]
(. J

I'enomHBIC ]

TI'erepornonus ]

TTonunmnounaus ]

ABTOIIOJIUIIIONTHS ]

AJI0IIOINIION TN ]




Mymayuu na nonyaAyUOHHOM YypPOGHE

Cunraercs, 4to n00asg MyTalus BpeaHa, TaK KaK HapyIIaeT B3aMMOJCH-
CTBUE OpraHmsma co cpeoil. OHaKO HEKOTOPbIE MYTAlIMH BBI3bIBAIOT HE3HAYU-
TeJIbHbIE U3MEHEHUSI B OpTraHU3ME M HE MPEICTaBIISIOT 0COOOM OMACHOCTH IS
*KW3HU. Takue MyTaluu HE NMPENsITCTBYIOT Pa3MHOKEHHUIO 0CO0€i U CIIOCOOHBI
HAKaIIUBaThCs B NOMYJISLUAX.

[To ucxomy /uist oprannu3Ma MyTaluu ObIBAIOT:

® ompuyamesbHble — JETAIbHbIE, HECOBMECTUMBIE C )KU3HBIO (HapUMep,
OTCYTCTBHE F'OJIOBHOTO MO3ra)

® noJyIemanbHble — CHIDKAIONIME SKU3HECIIOCOOHOCTh  OpraHu3ma
(manmpumep, 6o1e3Hb JlayHa);

® HellmpabHble — CYLIECTBEHHO HE BIIMAIOIINE HA IIPOLIECCHI )KU3HEIES-
TEJIBbHOCTH (HAIPUMEP, BECHYIIKH );

® n010MCUmMebHble — TIOBBIIAOIINE >KU3HECIIOCOOHOCTh (Hampumep,
NOSIBJIEHUE YETHIPEXKAMEPHOI'O CEPJLa B MPOLECCE IBOJIIOLMU XOPAOBBIX KH-
BOTHBIX). OHU BO3HUKAIOT PEAKO, HO UMEIOT OO0JIBIIIOE 3HAUEHUE JJIs IIporpec-
CHUBHOM 3BOJIIOIMH.

[To mpuumHaM, BBI3BABIIMM MYyTallMd, UX MOAPA3ACISIIOT Ha CIIOHTAHHBIC
U MHAYLHpOBaHHble. CnonmanHtwle (camonpous3eoibHbvle) Mymayuu Ipoucxo-
JAIT MOJ] IEMCTBUEM €CTECTBEHHBIX MyTareHHbIX (DAKTOPOB BHEIIHEHN cpenbl 0e3
BMEILIATEIBCTBA YEJIOBEKA, HAIPUMEpP HACIIEICTBEHHbIE 0OJIE3HHM OOMEHa Be-
niecTB. VX mpuumHamMu SIBISIIOTCS OMMOKM pervimkanuud U penaparuu JTHK,
NEeNUCTBUE MEPEeKUCEN U allbJIETUI0B, 00pa3yoUIMXCsl B OpraHu3Me, pa3inyHble
BUJIbl €CTECTBEHHBIX W3NydeHUil. HMuoyyuposannvie mymayuu — pe3ysbTaT
HaIPaBJICHHOTO BO3JICUCTBUS ONPEJCICHHBIX MyTareHHbIX (akTopoB. BriepBbie
oHu ObuUTM mosrydeHsl B 1925 r. I'.A. Hanconom u I'.C. @uaunmnoBsIM npu 001y-
YEHUU TPUOOB pagHEM.

JlelicTBHEe XPOMOCOMHBIX MYTallUii HA pa3/IMYHbIe CUCTEMbI OPraHU3MAa
CreneHp U3MEHEHMS MPU3HAKOB OpraHM3Ma IIPU XPOMOCOMHBIX MyTallH-
SIX 3aBUCUT OT BEJIMYMHBI AEPEKTHOTO y4acTKa U OT COJEPKaHUS B HEM BayKHBIX
JUUISL pa3BUTHUA T€HOB. 151 onpeiesieHus: MoCIeACTBUM XPOMOCOMHBIX MyTallui y
YeJ0BEKa BCE ayTOCOMHBIE MYTAIlUM U MyTalllH, CBSI3aHHbIE C X-XpOMOCOMOM,
pa3eniii Ha CAeAyoIne 4 TPyIIbL.

1. MyTtanuu, BbI3bIBAIONINE ACPEKTHl OPraHOB YYBCTB (TJia3, BHYT-
pPEHHEE YXO0), KOXXH U 3yOOB.

2. MyTanuu, mopaxxaroriie Mo3T U HEPBHYIO CUCTEMY.

3. Mytanuu, Ompenensomue CTPYKTYpHbIE aHOMaJuu CKeJeTa,

MBIIIII, COeUHUTEILHON TKaHU, BHYTPEHHUX OPTraHoB (cep/ia, MUIEeBapUTEIIb-
HOTO TpaKTa U JIp.), I3BMEHEHUS B CUCTEME UMMYHHUTETA, PA3BUTHE OMYXOJICH.

4, MyTarmuu, NpUBOASIINE K HAPYIICHUSIM OOMEHHBIX MPOIIECCOB, CO-
CTOSTHUSA (DEPMEHTOB, CBEPTHIBAHUSI KPOBH, BBI3BIBAIOIIME OOJIE3HM KeJie3 BHYT-
PEHHEHN CEKpELNH.

66



Myrtaiuu, BeI3BaHHbIE Je(eKTaMu X-XpOMOCOMBI, BBI3bIBAIOT MOPAKEHUS
BBICIINX (DYHKIMI OpraHu3Ma, CBSI3aHHBIX C HEPBHOW M CEHCOPHBIMH CHCTEMa-
MHU. A MyTallid ayTOCOM Yallle MPUBOJAT K U3MEHEHUSIM B CTPOEHUU TEJa U Be-
reTaTUBHBIX (DYHKIIHM.

[To cratuctuke, oxono 15% Bcex GEpeMEHHOCTEH y >KCHILIUH MpephIBa-
I0TCS CHOHTaHHbIMH aOoptamu. M3 ux yucna npumepHo 40% BBIKHIBIIIEH
UMEIOT XpOMOCOMHbIE MyTaluu. Yaiie BCero BBIKUIBIIIN HAOIIOJAIOTCS B Ie-
puon mexay 8-t u 15-i Henensimu 6epemennoctu. Okoso 50% Bcex 3a4aTuil y
YEJIOBEKa HE PEANM3YIOTCS U HE OOHAPYKHMBAIOTCA, TaK KaK M3-32 TOPOKOB pa3-
BUTHUS TUOEJH 3apOo/Iblla HACTYMAET YK€ B TIEPBBIC JIBE HEACIU PA3BUTHUS. DTUM
cr1oco00M MpUpPO/a 3aIIMUIIAET YETOBEYECTBO OT Je(EKTHBIX OPraHU3MOB.

JIuimb HEMHOTHE MYTaHThI JOKMBAIOT IO MOMEHTa POXKACHHS, MOITOMY
4acTOTa XPOMOCOMHBIX MYTallMi CPeAU KMBOPOXKIECHHBIX MJIAJECHIEB IO CpaB-
HEHHUIO ¢ AMOpHOHAMU OKa3bIBaeTcs ropazao Huxke (okoio 0,5-0,6%). Ocoben-
HO 4YacTO paHHss TMOeIb IJI0JA0B HAOMI0AaeTCsl IpU TPUCOMUHU IO 16 XpoMoco-
Me. DT TPUCOMMH IOJHOCTBIO HECOBMECTHMBI C KU3HBKO — OHH JIETAJIBHBI.
Memnb1ie Hapymaercs 3MOPHOHAIBHOE Pa3BUTHE MIPU TPUCOMUU 8 XPOMOCOMBI.
Oxono 60% Bcex 3urot ¢ Tpucomuen no 21 xpomocome abOPTHPYIOTCA. DTOT
ne(peKT COBMECTUM C JKHU3HbIO, HO CONPOBOXAAETCS BBIPAXKEHHOM MaTOJIOTHEH
(cungpoM JlayHa). Benuko KoiM4yecTBO BBIKMJBIIIEH M MPU MOHOCOMMHU IO X-
xpomocome (XO), koria B pa3BUBAIONIIEMCS )KEHCKOM OpraHu3Me BMECTO JABYX
X-XpoMOCOM OOHApYKUBAETCS JIMILB 0JTHA X-XPOMOCOMA.

K rubenu opranuzma npuBOJAT HE TOJBKO JePEKThl OEIKOB, HO U aHOMa-
muu pepmeHToB. Y uenoBeka mMmeerca okosio 10 Teic. ¢pepmento. g 200
(depMeHTOB U3 3TOro Koynmdectna (2%) xapakTepHbl pasnuyHbie aedekThl. OHN
IPUBOJAT K HAPYIICHUSIM OOMEHHBIX MPOLIECCOB, CHUKEHHOMY CHUHTE3y TOpPMO-
HOB, HEJJOCTaTKaM IE€PEHOCa BEILECTB Yepe3 KIETOUYHbIE MEMOpaHbI, OIIUOKaM
IIPU «PEMOHTE» MOBpexkAeHHbIX y4yacTkoB JHK m apyrum OTKIIOHEHHSM OT
HOpMbI. Ho, 171t HopMasibHON (PYHKITMH KJIETOK J0cTaTo4HO 50 % HOpMaIbHOTO
YPOBHSI aKTUBHOCTH (hepMEHTOB. B 3TOM cilyyae BO3MOKHO BBIKMBAaHUE II€-
JocTHOro opranusma. Ecim ke aedext (epMeHTa CHUKAET €ro aKTUBHOCTh
oompie uem Ha 50%, To opraHu3M Morudaer.

IHocsencrBus MyTaluu B MOJIOBBIX H COMATHYECKHUX KJIETKAaX

Pesynbrar nefictBust MyTanuu Ha (DEHOTHUIT YETOBEKa MOXKET Pa3IndaThCs
B 3aBMCHMOCTH OT THUIIA KJIETOK, B KOTOPBIX MPOUCXOJAUT U3MEHEHUE HACIE/I-
CTBEHHBIX CTPYKTYD. [ enepamugHnvie mymayuy A N3MEHEHUE HACIIEICTBEHHO-
ro MaTepralia B MOJIOBBIX KJIETKAaX MPOUCXOJUT B MEPUOAE OOTCHE3A WIIH CHEP-
marorenesa, npu permkaunu JJHK u pacxoxnenun xpoMocoMm B mponecce
Meiio3a. B pesynbTaTe MOXXET 00pa3oBaThCsl OJHA WJIM HECKOJIBKO aHOMAaJIbHBIX
ramMeT. B GOJBIIMHCTBE ClTydaeB 3TO TOJILKO HEOOJBINAs 4acTh BCEX MOJIOBBIX
KJIETOK OPTaHW3Ma, U OHA HE BJIUSET HAa (PEHOTHUIT YeTIOBEKa, MMEIOIIEro ITH Ta-
MeThl. OHAKO, €CJIM Hecyllas MYyTaldi0 MOJOBasi KJIETKa BCTYNMHUT B OIUIONO-
TBOPEHHUE, TO 0OPA30BABIINNCS U3 TAKOW 3UTOTHI OPTAHU3M MOXET UMETh OTpe-
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NeneHHble eHOTUNHYEeCKue 0COOCHHOCTH. B nanbHeilemM BO3MOXKHO HACen0-
BAHUE 3TOW MYTAallUH B Py NOKOJCHUM.

['eHepaTuBHBIC MyTAIIMK YaCTO OCJOKHSIOTCS THOEBIO 3apofpimia. Pox-
JneHueM pebeHka 3akaHuuBaeTcs Toiabko 30-40% 3avatmii. IHOr1@ IPOUCXOIUT
CIIOHTaHHBIA a0OPT WM BHYTpHYTpOOHas THOENb TUI07a, OCOOCHHO B TIEPBBIC
Tpu Mecsina 6epemenHoctu. [Ipu stom 60-65% 3aponbliieil UMEIOT U3MEHEHHUS
CTPYKTYPBI WU YHUCIIA XPOMOCOM.

Comamuueckue mymayuu — 3T0 U3MEHEHUs HACJIEACTBEHHOI0 MaTepualia B
COMATUYECKUX KJIETKax. Takasg MyTalus MepeiaeTcss TOJIbKO MOTOMKAM MYTaHT-
HOM KJIETKU B Tporiecce MUTo3a. B pe3ynbrare B opraHu3me 4ejaoBeKa MOTYT OKa-
3aThCs KJIETOYHBIE MOMYJISIIIH C Pa3HBIM HAOOPOM HACIIEICTBEHHOTO MaTepraia.

Ecmu MyTanuys mpoucXoauT Ha paHHHUX CTaausX APOOJICHUS 3UTOTHI, Gop-
MUpyeTCcsl Mozauyusm. MoO3andHblii OPraHu3M MOKET MMETh TKAHH KakK C HOp-
MaJbHBIMU, TAK U U3MEHEHHBIMU T€HOM WM XPOMOCOMOM. Mo3auimsM — O4eHb
pacnpocTtpaneHHoe siBjeHue. [Ipumepro 1 u3 48 60nbpHBIX ¢ cuHIpoMoM JlayHa
ABJISIETCS. MO3auKOM. JloJIsl KIETOK, HECYIIMX aHOMAJIbHBIN KJIOH, 3aBUCUT OT CTa-
JIUU pa3BUTHS 3apoipbiia. YeM Mo3aHee NpOUMCXOAUT MYTAllHsl, TEM MEHBIIE KIIe-
TOK OpraHu3Ma COJIEp>KaT 3TH W3MEHEHUs HACJEJCTBEHHOro marepuaia. Ilpu mo-
3aunu3Me (EHOTUITMUECKUE HAPYIICHUS Y YeJIOBeKa BhIPAXKEHBI ciadee, yeM, KO-
r7la MyTalusi COIEPKUTCS BO BCEX KJIETKaX OpraHu3ma. Mo3auln3M yCTaHOBJICH
JUTSl XPOMOCOMHBIX U MOHOT€HHBIX MYTallUi, XOTSI MHOTHE T€HHbIE COMAaTUYECKUE
MyTallil OCTalOTCsS HeIWarHocTupoBaHHbIMU. [logoOHOE H3MEHeHue Haciel-
CTBEHHOT'0 MaTepuaia ObUI0 0OHApYX)EeHO MpuMepHO 1pH 30 3a00I€BAHUSAX.

Ecnu comatnueckast MyTaius TpoOUCXOIUT MOce SIMOPHUOHATIBHOTO TIEPH-
0Jla, TO OHAa MPHUBOJUT K 0OpPa30BaHUIO TOJIHLKO HEOOJIBIIOTO KOJIMYECTBA aHO-
MaJlbHbIX KJETOK. Takoe M3MEHEHWE HACIIeICTBEHHOIO Marepualia MOXKET He
UMETh MOCIEJICTBUMN JIJIsl 3I0POBhs YesioBeka. Ho MHOrga KIeTKH, HeCYIUe My-
TalMI0, TIOJIBEPraloTCs 3J0KAYECTBEHHOMY MEPEPOKIACHHUIO. Y CTAHOBJIEHO, UTO
JUTsl O4€Hb OOJIBIIIOTO YHUCIIA OMYyXOJEBbIX 3a00JI€BaHUN XapaKTEepHBI CTICIH(U-
YeCKUEe U3MEHEHUS HACJIEACTBEHHBIX CTPYKTYp B MOBPEXKACHHBIX KJeTKaX. Tak,
MpU XPOHUYECKOM MHUENOJIeKo3€e (3JI0KaueCTBEHHOE 3a00JI€BaHUE KPOBH) Yy
OONBHBIX YacTO OOHapyKuBaeTcs «dunaaenbPpuiickas» XpomMocoMa (aenenus
ydacTKa JJIMHHOrO Tuieda 22-ii xpoMmocowmbl). [Ipu 3TOM yTpadeHHas 4acTb
OOBIYHO MpHUCOENIUHEHA K 9-i1 XxpoMocome. Criennduueckrue XpoMOCOMHBIE W3-
MEHEHHUS BBISBJICHBI U TIPHU JPYTUX OMYXOJIEBBIX 3a00JI€BaHUSAX YelOoBEKa (OCT-
PBIX JIeHK03ax, KaplIMHOMAaX, HeMpoOacToMe, peTUHOOJIACTOME).

OnaHuUM U3 MEXaHWU3MOB, IPUBOASIINX K Pa3BUTHIO 3JI0KAYECTBEHHBIX 3a-
OoJneBaHuM, SBISIOTCS MYTallul OHKOT€HOB. OHKO2EeHbl — ITO TEHBI, Y9aCTBYIO-
M€ B IPOLECCE OIyXOJIEBOT0 MEPEPOKAEHUS KIETOK. B HOpMe oHM onpenens-
IOT Pa3JIUYHbIC CTOPOHBI KU3HEACATEILHOCTH KJIETKU. Tak, HEKOTOphIE U3 HUX
KOHTPOJUPYIOT (haKTOPhl M PEIENTOPhl POCTa, aKTUBHOE JEJICHHE KJIETOK Ha
paHHUX CTaJUSX BHYTPUYTPOOHOTO pa3BUTHS OpraHu3Ma. MyTaluu TakuX Te-
HOB MPUBOJSIT K MEPEPOKICHUIO KIETOK B OIMYXOJIEBBIE, KOTOPHIE CIIOCOOHBI K
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HEorpaHnYeHHOMY jenieHrto. CoOMaTHYeCKue MyTallud OHKOT€HOB OOHAPYKEHBI
IPY KapIIMHOME MOYEBOTO ITy3bIPSL.

CuuTaroT, 4TO COMAaTHYECKHE MYTAIlMd YYacCTBYIOT W B IIPOIECCE HOP-
MaJbHOTO cTapeHus. M3BECTHO HECKOJIBbKO MOHOTCHHBIX HACIEACTBEHHBIX 3200-
JICBAaHUN, XapaKTEPUBYIOIMMXCA TMPEKIACBPEMEHHBIM CTapeHUEM YeJIOBEKa
(manmpumep, cunapom Bepuepa).

YcToiiunBOCTH U penapanus reHeTH4ecKOro Mmarepuajia
VY cTOHYMBOCTh TEHETUUECKOTO MaTepraia 00eCeunBaeTCs:
JUTUIOUTHBIM HAaOOPOM XPOMOCOM;
nBoitHo# cripanbio JTHK;
BBIPOKJIEHHOCTHIO (M30BITOYHOCTHIO) T€HETUYECKOTO KOIa;
MOBTOPOM HEKOTOPBIX F€HOB,;
penapanuent Hapymennii ctpykrypsl JJHK.

Penapayusa zenemuuecko2o mamepuana — 3T0 BHYTPUKIETOUYHBINA MPO-
necc, 00ecrneyrBaroiii BOCCTAHOBICHUE MOBPEKIACHHON CTPYKTYPhI MOJIEKY-
ael JIHK. Hapyuienuss MoryT ObITh BbI3BaHBI MOBPEKICHUSIMHU a30TUCTBIX OCHO-
BaHUIA, pa3pbIBOM OJHOW WJIM JABYX HUTEH MOJIEKYJIbl, BCTABKAMH WJIM BbINaJe-
HUSIMU HYKJIEOTUI0B, ciunBkamu Huten JJHK. Paznuuator penapanuto:

1. nopemnmukatuBHyto (10 yaBoenus modekyisl JJHK),

2. PpeIUIMKAaTHBHYIO (B MPOLIECCE YABOCHHS ),

3. TOCTPEITMKATUBHYIO (TIOCTIE YIBOCHUS).

Bnepsrie Bo3MoxkHOCTh penapammu Mosiekyibl [IHK Obuta ycranosnena
B 1948 r. A. Kenasnepom, K. Pynept (1962) onucan oaus u3 cnoco0oB penapa-
U — pomopeaxmusayuto. B0 BBIABIEHO, YTO MPHU YIbTPAPHOIETOBOM 00-
aydeHun ¢aroB, OakTepuil W MPOTHUCTOB HAOIIOMAETCS PE3KOE CHIKCHHE HX
XKU3HecnocoOHoCcTU. OTHAKO BEDKMBAEMOCTh UX 3HAYMTENIHHO MOBBIIIAETCS, €C-
JIM Ha HUX JOMOJHUTEIBHO BO3AEHCTBOBATh BUAUMBIM CBETOM. OKa3anoch, YTO
noj aeiictBueM ynbTpaduosera B Mosekyie JJHK obpasyrorcs numeps! (Xumu-
YECKHUE CBSA3U MEXKIY JBYMsI MUPUMUIUHOBBIMU OCHOBAHUSIMU OJHOM LIETIOYKH,
yamie (T-T), uro npensTcTByeT cuuThiBaHWIO UHPOpMaIi. Buaumeiil cBeT ak-
TUBHUPYET PEPMEHT homonuazy, pa3pyuaronifi TUMepsbl.

Temnosas (3xcuM3UOHHAsA) penapayus Obuia u3ydeHa A. I'eppenom B 50-¢
rojpl. OHa 3aKiIr04YaeTcsl B HAXO0XKICHUHM M yIaJ€HUU MOBPEXKACHHOIO YYacTKa
Hutu JIHK mytem ero "Beipe3anus'", B CHHTE3€ U BCTaBKE HOBOTO (hparMeHTa ¢
yuactueM ¢epMeHToB. TeMHOBas pernaparus nmpoTekaet B 4 ctaauu (puc. 25):

1. suoonykneasa "y3Haer" MOBpPEXKACHHBIA yU4aCTOK U PAIOM C HUM pas-
peiBaeT HUTH JIHK;

2. 9K30HYKIeasa "BbIpe3aeT’ MOBPEXKACHHBIN yUacTOK;

3. AHK-nonumepaza mo NPUHLHUIY KOMIUJIEMEHTAPHOCTU CHUHTE3UPYET
dparment JJHK Ha Mecte paspymieHHOrO;

4. nueasa "cuivBaeT" KOHIIBI PECMHTE3MPOBAHHOTO y4acTKa C OCHOBHOM
Huthio JIHK.
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Hapyiienue mporieccoB pemnapaiuy NpUBOAUT K psAy 3abosieBaHuil. Y
OOJBHBIX NUSMEHMHOU KcepooepMoti TI0f, JEUCTBUEM COJHEYHOTO CBETA MOSB-
JSIFOTCSI BECHYILIKH, PACHIUPSIIOTCS KaMWUISIPbl, OPOTOBEBAET 3IHIEPMUC, TOPaA-
MKAIOTCSl TJla3a, Pa3BUBAIOTCS 3JI0KAUYECTBEHHBIC OMyXoiu Koxu. [lpu awemuu
Danxonu HAOMIOJACTCS HEJOCTATOYHOCTh (DYHKIIMH KOCTHOTO MO3Ta, MPUBOJIS-
11asi K CHUKEHUIO COAEPKaHUsS BCEX KIIETOK KPOBU U THIIEPIIUTMEHTALUY.

AHTHMYTareHbl

MyTanuroOHHBIM HpPOLECC SABIAETCS MCTOYHUKOM H3MEHEHHUH, IPUBO-
OAIIUX K Pa3jJdYHbIM MATOJIOTUYECKUM COCTOSAHUSIM. KoMmIleHCcannmoHHBIN
NPUHIMII HA COBPEMEHHOM 3JTalle MpeAIojaraeT MepONpHUsITUs MO MPeaoT-
BpAILICHUIO T€HETUYECKUX IMOCIIEACTBUI 3arps3HEHUS Cpebl: IpeaoTBpalle-
HHUE WU CHUXKEHHE BEPOSITHOCTH BO3HUKHOBECHUS MYTAlMHd M YCTPaHEHHE
Bo3HUKIKX B JJHK n3mMeHeHuil myTeM penapanuu HAcJIeACTBEHHOIrO alma-
paTa METOJIaMU F'€HETUYECKOW UHKEHEPUU.

B nauane 50-x rogoB Obuia oOHapy>KeHa BO3MOKHOCTH 3aMEJUICHUS WA
ocnabyieHus TEMIIOB MYTHPOBaHHsI C IIOMOIIBIO HEKOTOPBIX BEIIECTB. Takue Be-
LIECTBA HA3BAIA AHMUMYMALEHAMU, & CaM TIPOLIECC AHMUMYMALEHE30M.

Beineneno oxono 200 mpupoHBIX M CHHTETHUYECKUX COEMHEHUi, o0nana-
IOLLMX AaHTUMYTar€HHON aKTUBHOCTBIO:

® HEKOTOPbIE AMUHOKHUCIIOTHI (ApTUHUH, TUCTUAWH, METUOHHWH),

e BUTaMUHBI (TOKO(EPOI, ACKOPOMHOBAsI KUCIIOTA, PETHHOJ, KAPOTHH),

e TpoBUTAaMHHBI U (hepMeHTHI (epokcuaza, HA JId-okcuaasa, katanasa),

® KOMIUIEKCHBIE COCIMHEHUS PACTUTEIBHOTO U KHUBOTHOT'O IPOUCXOXK-
JEHUs,

e (papmakosorudeckue cpeacTna (MHTEpGEPOH, COIM CeieHa).

VY CTaHOBIEHO, YTO AaHTUMYTAareHbl JOCTATOYHO 3(PPEKTUBHBI JJIsI YETTOBEKA.

Hama nuina sBnsieTcss OHUM M3 MOCTABIIMKOB HATYPAJIbHBIX TEHOTOKCHY-
HBIX NpOoAYyKTOB. C MHILEH YETIOBEK IMOITy4aeT HECKOJBKO I'PaMMOB B JIEHb Be-
IIECTB, CIIOCOOHBIX BbI3BAaTh FT€HETUUECKHE HAPYIICHUS. DTO B JECATH THICSIY pa3
OoJblIIE OCTATKOB CHUHTETUYECKHUX MECTUIMIOB, COAEPKAIIMXCS B Pa3IMYHBIX
npoJyKTax. Takue KOJMYEeCTBa MYTAr€HOB JOJKHBI BBI3BIBATH CYIIIECTBEHHBIC
MOpaXEHUs B HACIEACTBEHHBIX CTPYKTYypax uenoBeka. Ho 3Toro He npouncxoaur,
TaKk Kak Hapsay ¢ MyTareHaMH MHILIA COAEPXKUT BEIEeCTBA, KOTOPbIE HEUTpasn-
3y10T uX 3P dekT. COOTHOIICHHE TeX U APYTHX BEIIECTB B PA3IMYHBIX MPOTYKTaX
NUTaHUsT HeoJAnHakoBO. HekoTopkie BUIbI OOOOB, JIIONUH, HEOYUIIIEHHOE XJIOI-
KOBOE MacJilo, YEPHBII mepel, OnpeeeHHbIe BUIbl ChbeIOOHBIX TPUOOB coAepkKaT
Oonpblie MyTtareHoB. OOHApYXEHO, YTO MOTPEOJICHUE B MUILY MACA KUBOTHBIX,
MUTABIIMXCSA PACTEHUSIMHU, MOMVIOTUBIIMMHA MyTareéHHbIE BEILIECTBA U3 OKpPYKaro-
IIei cpeipl, MOBBIIIACT MYTAlIMOHHBIN YpOBEHb Yy ueioBeka. B 80-x romax ObL1
OIKCaH CIy4ail MOSBICHHS BPOXKICHHBIX 1€(EKTOB B OJHOM XO3siICTBE y HOBO-
POXKJIEHHOTO peOeHKa, BBIBOJKA IIEHAT U KO3/AT. OKaszaliock, 4To B nepuoj Oe-
PEMEHHOCTH >KEHILMHA U co0aka ynoTpeOsuii MOJIOKO, MOJYYEHHOE OT JIOMalll-
HUX KO3, KOTOPHIX KOPMWJIM JIIOMMHOM. ['eHeTnueckuii ammapar K03 ObLI HeTo-
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CPEICTBEHHO MOPAKEH T€HOTOKCHUYECKUMH KOMIIOHEHTAMH JIIOIIMHA, a YeloBeKa
U CO0aKH - yepe3 KOMIOHEHTHI MOJIOKA.

CooTHoIlIEHNE aHTUMYTar€éHOB ¥ MYTareHOB B MPOJYKTaX 3aBUCUT OT CpO-
KOB MX XpaHEHUs U KOHCEPBHPOBAHUSA, & TAKXKE OT CIIOCO0a MX MPUTOTOBJICHUSI.
Hanpumep, nospexnatonme JJHK-ipoaykTsl 00pa3yroTcs B rpeHKax, Msce, pbioe
NPy UX UHTEHCUBHOM HarpeBaHWU, T.K. XKHpP B MpOIEcce KyIMHAPHOU 00paboTKH
OKHCIIsIETCs ¢ 00pa30BaHMEM MHOKECTBA TOKCHUECKUX MPOAYKTOB. Parrions! Tpa-
JTUIIMOHHOTO TMTaHWS HE BCEr/a OTBEUYaloT jeMorpadudeckuM (BO3pacTHas
CTPYKTYpa HACEJNEHHUs) U SKOJIOIMYECKUM YCIOBHAM. 3allliTa HACIIEACTBEHHOIO
amrmapara OT BO3JICMCTBHUS CPEOBBIX TOKCMHOB MIPEIIOIAracT yBEJIMYCHHUE B TIOJb-
3y aHTUMYTareHoB OanaHca BelecTB B MpoayKkTax. OnHa u3 Hanbosee N3y4eHHBIX
TPYII NHIIEBBIX aHTUMYTAareHOB - BUTAMUHBI U IPOBUTAMUHBL. JTO: PETUHOI (BU-
TaMUH A M €r0 CUHTETUYECKUE aHAJIOTU - PETUHOW[IbI) U €ro MPOBUTAMUH Kapo-
TuH, Tokodepon (BuramuH E), donuenas kucnora (Butamud B,), ackopOuHOBas
kucinota (ButamuH C), hpuuioxuHoH (ButamuH K).

AnTHMyTareHHble cBoicTBa BUTamuHa E (a-Toxodeposna) BnepBble ObUIH
ornucanbl B 70-x rogax. OH colepKUTCS B paCTUTENBHBIX MPOIYKTaX: Maciax, ce-
MEHax M MPOPOCTKaX 37IaKOBbIX (00JIenuXe, MOCIEHE, CEMEHAX IUIIOBHUKA).

Jlpyroit pacripoCTpaHEHHBI aHTUMYTAareH — aCKOpOUHOBAsE KUCIIOTa (BUTa-
muH C). s nonaep:kaHusi ONTUMAIIBHOTO COCTOSIHUS 3/I0POBbsl €KEIHEBHAS T10-
TpeOHOCTh B BUuTamuHe C y pa3HbIX JItOJeil BapbupyeTcs B npegenax ot 250 Mr 110
HECKOJIBKUX I'paMMOB. ACKOpOMHOBAasi KUCJIOTa aKTUBHBIN aHTHKaHLEporeH. OT-
MEUaeTCsl BBICOKOE COJIEpKAHNE ACKOPOMHOBOM KHCJIOTHI B 3€JIEHOM U KPacHOM
nepue, YepHOH CMOPOAUHE, NETPYIIKE, anelIbCUHOBOM, JUMOHHOM, TpeindpyTo-
BOM COKax, IOMHJI0pax, Orypax, KJItOKBe, KPbKOBHUKE U JIp.

Buramun B, (dbonuesas kucioTa) Ciiy>kut 6apbepoM i BUPYCOB, MTPOBO-
LUPYIOIIMX paKkoBble 3a0osieBanus. ExxeqHeBHas no3a ButamuHa (0koso 800 MKr)
3HAYUTEIBHO COKPAILLAECT U JaXKe MPEKpaIlaeT pa3BUTHE MPEAPAKOBBIX COCTOSHUIMA
y *KEHIIHUH, IPUHUMAIOIINX epopaibHbIE TPOTHBO3a4aTOYHbIE CPEACTBA.

AHTUMyTareHaMu MOTYT OBITh HE TOJBKO KOMITOHEHTHI, HO M THIIEBBIC
NPOAYKTBl B LIEJIOM. OKCTPaKThl KPECTOLIBETHBIX PACTEHUM, CPEOu KOTOPBIX
HanboJiee aKTUBHBI Pa3IMYHbIC BUIBI KAIyCThl, YMEHBIIAIN YPOBEHb MYTallWH,
oonee ueM B 8-10 pa3. DKkCHepuMEHTAIBHO OMPEAETICHO, YTO TOKCUYECKH 3(hekT
CHIDKAETCS MOJ ACMCTBUEM IKCTPAKTa sI0JIOK — B 8 pa3, MITHOTO JiucTa - B 11 pas,
3eneHoro nepia — B 10, Oaknaxkana — B 7, BUHOTpaaa — B 4 pasza. Pexopacmenom
OKazaJiCsl JIOMYIIHUK OOJIbIION (CEMENCTBO CIIOXKHOIBETHBIX) - Oojyiee yem B 20
pa3. Cpeau JeKapCTBEHHBIX TPAB OTMEYAIOT aHTUMYTareHHOE AEUCTBUE 3BEpO0Os..

[IpaBusibHOE TIMTAaHUE SIBISETCS OJHHUM W3 IyTEH NPEIOTBpALICHUS ACH-
CTBHUSI T€HOTOKCHYECKUX (PaKTOPOB Ccpelibl. DKCIEepPTHAs rpymna MexayHapoaHO
KOMMCCHH TIO 3aIlIUTE OKPYXKAIOIIEH Cpeibl OT MyTareéHOB M KaHIIEPOTEHOB OTMeE-
YaeT JOCTOBEPHOE CHMKEHUE PUCKA Y JIMII, MPUICPKUBAIOLINXCS JUEThI, OoraTton
XJICOHBIMU 371aKaMU, OBOIAMU U (DPYKTaMU TIPU CHUYKEHUHU TIOTPEOIICHUS TIPOTYK-
TOB, OOTaThIX )KUPAMHU, U AJTKOTOJISI.
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MOJIYJb 2

Tema 6. HacneancrBennbie 00/1€3HUA U MX KJIaCCH(PUKAIAT
XpomocoMHbIe 00J1e3HU

Knaccuguxkayua nacareocmeennoii namoiouu

Bcio HacnencTBeHHYIO MATOJIOTHMI0O MOXKHO Pa3/eliuTh Ha MSTh TPYIIII
(Tabn.4).

1. XpomocomMmHble 00JI€3HHM — 3TO 3a00JIeBaHMs, BO3HUKAIOIIUE B pe-
3yJbTAaT€ XPOMOCOMHBIX U TEHOMHBIX MYTAaIIHA.

2. T'ennble 001€3HU — 3TO 3a00J€BaHUs, BbI3bIBAEMbIC TEHHBIMU MYTa-
uusmMu. OHU MEPEeAITCA U3 MOKOJICHHS B MOKOJICHUE W HACIEIYIOTCS MO 3aK0-
HaMm MeHners.

3. bone3nu ¢ HacmeACTBEHHOU MPEApPACIIOIOKEHHOCTRIO (MyIbTH(]AK-
TOpHaJbHbIE 00JE3HU) — ATO 3a00JIEBaHUs, BOZHUKAIOUIUE B PE3yJIbTaTe COOT-
BETCTBYIOLIEH T€HETUUYECKOW KOHCTUTYIIMU W HAJIUYUSI ONPENIeNICHHBIX (aKTo-
poB BHemHEN cpeabl. [Ipu Bo3aecTBUM CpelloBBIX (DAaKTOPOB peaTu3yercs
HACJICJICTBEHHAS MTPEAPACTIONIOKEHHOCTb.

4. TeHernueckue comMaTtuyeckue OOJE3HU - TpyINa I'eHeTHYECKUX 00-
JIe3HEH, BO3HUKAIOIIMX B PE3yJbTaTe MyTalluid B COMaTHYECKUX KIIETKaX, BbIJe-
JIeHa COBCEM HenaBHO. K HEl OTHOCSTCS HEKOTOPBIE OIYXOJIH, OTJAEIbHBIE I0-
POKH pa3BUTHSI, ayTOUMMYHHbIE 3a00JI€BaHUSI.

5. bone3nu reHernueckoil HECOBMECTUMOCTH Marepu M 1uioga. OHu
pPa3BUBAIOTCS B pe3yJIbTaTE UMMYHOJOTHUECKON PEaKIMu OpraHu3Ma MaTepy Ha
aHTUTEH TJI0/1A.

XpomocoMHbIe 00J1€3HI
Knuaudeckoe m3yueHre XpOMOCOMHBIX 00JI€3HEW Hadalloch 3a0JIr0 [0
yCTaHOBJIEHHS UX 3THoJIoruu. Enie B 1866 . anrnuiickuii Bpau [>xon JlaHrnon
Hayn onucan crnenupuueckyro Gopmy maTojOruu, MOJTYYUBIIYIO BIIOCIEICTBUN
Ha3BaHue Oone3nn [layna. Cungpom IllepemeBckoro-TepHepa omnucan
H.A. lllepemeBckum B 1925 1. u I'.Tepuepom B 1938 r. Cunnpom Knaitndpens-
Tepa Bnepsbie onucad ['. Kiaiindensrepom B 1942 r.
KauecTBeHHO HOBBIY 3Tall B Pa3BUTUM MEAULIMHCKON T€HETUKHA HA4daJICs B
1959 r., xorma OblIa YyCTAaHOBJICHA MPUYWHA BBHIIETICPEUNCICHHBIX OOJIC3HEH.
brnarogapsi MUHTEHCUBHBIM ITUTOT€HETUYECKUM HcclieoBaHusIM B 60-X romax
OblIa JOKa3aHa XPOMOCOMHAsI ATHOJIOTHUSI MHOTHX CHHJIPOMOB BPOKJICHHBIX TTO-
POKOB pa3BUTHS. YHUCIIO ONMUCAHHBIX TUIIOB XPOMOCOMHBIX IEPECTPOEK B HACTO-
smee Bpems npubmmkaercs Kk 1000, Ho Toabko HemHOTUM Oonee 100 M3 HuUX
UMEIOT KJIMHUYECKU OYEPUCHHYI0 KapTHUHY U HA3bIBAIOTCS XPOMOCOMHBIMHU 0O-
JI€3HSIMH (CUHJIPOMaMHu).
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HaCJ'IeIICTBeHHLIG Oone3Hu

Tabmnura 4

I'ennble 0os1e3HU XpomocomHbIe 00J1€3HU Myabra-
(daxkropuaabubie
T'ennbie Gone3sHu oOMmeHa BemiecTB (Ha | ['eHHbIe OOJe3HM (HA TEHETHYECKOM MPHHIUIIE) I'ennbie Oose3Hu (Ha Com o o | B3MeHenreM uucna | IMomurennsie
MaTOr€HETHYECKOM ITPUHLIUIIE) KIMHUYECKOM MpPUH- & e 5 2 2 5| u crpykTypsl ayTo-
IlI/Il'Ie) Qo BT = = cOM

1. HapymeHnus: aMrHOKHCIOTHOTO 00Me- | 1. AyTrocoHo-moMHHAHTHBIE (CHHApPOMBI Baapnen- | 1.MonorenHsle 3a060- | 1.Cungpom 1.Cunnpom Jlayna 1.Cepaeuno-
Ha (peHnnkeToHypHs) Oypra, Crtuxnepa, Mapdana, nagarpa, HOJUIAKTH- | JIEBaHU HepBHOH | IlepemeBcko- COCYJIUCTBIE: peBMa-

THS) CHCTEMBI ro- TepHepa, TH3M, AaTepoCKIepo3 H

Ip.

2. Hapymienust obmena yrieBomoB (ca- | 2.  AyrocomHo-peneccuBable ((eHunkeronypus, | 2.MoHorennsie 3abo- | 2.Cunapom 2.Cungpom 2. IHC: onumnencys,
XapHbI nuaber, rajJakTo3eMus, TJHKO- | MyKOBHCIIEHO3, CHHAPOM Ymiepa, oOmmii amsOu- | neBaHus  Jpixarens- | KmaitHpensTepa | DmBapica n30(peHus U JIp.
reHoBast O0JIC3Hb) HU3M, FaJIakKTO3EeMHs1, CaxapHbIN quabeT) HOH CHCTEMBI
3. Hapymenus naumumHoro oOMeHa | 3. X-cUemieHHbIe JOMUHaHTHbIe (BUTaMuH — J[- | 3.MoHorenHsie 3a60- | 3.CuHApOM 3.Cunnpowm Ilarya 3. KokHbIe: aTUINYECKUiA

(amaBpoTHYeCcKass WIUOTHS — OOJE3Hb
Teii-Cakca, MyKOJIHIIUIO3bI)

py3ucTeHTHBIH paxut ((ocharamader); xKopuuHe-
Basl OKpacka 3Mayu 3y0oB, curnpom Perra).

JIEBaHUS  CEPIIEYHO-
COCYAMCTOM CUCTEMBI

TprcoMuu - X

JIEPMATHT, TICOPHa3 U JIp.

4. HapymeHus CcTepoMAHOrOo OOMEHa
(ampeHOTeHUTATBHBIA CHHAPOM)

4. X-cuemieHHBIE pELEeCcCUBHBIC (IICEBIOTHIIEP-
TpoduUueckas MeImieyHas auctpodus JliomeHHa,
cuHIpoM MaprtuHa - bemna, remodumus A u B,
JTJIBTOHHU3M)

4. MoHoreussie 3a0o0-
JIEBAHMSI KOXKH

4. CHHAPOM «KO-
IAYBEro KPUKa»

4. JlpIxaTenbHoOl  CcUCTe-
MBI OpOHXHAIBHAS acTMa

u 1p.

5. HapymieHus mypuHOBOTO U IHUPHUMHU-
IMHOBOrO oOMeHa (momarpa, CHHAPOM
Jlema-Huxana)

5. Y-cueruieHHble (rojlaHpudecKue) (CHHIaKTUINS
— cparieHre 2 U 3 manblieB Ha HOTe; THIEPTPHUX03
(BOJIOCATOCTBH) Kpasl YITHOW paKOBHHBI)

5.MoHorennsie 3a60-
JICBAHUS OpraHoB
3peHUsI

5.BbigenurensHol  cu-
CTeMbl: HepUTHI, MOYe-
KaMeHHas 00JIe3Hb U 1.

6. HapyrmeHusi cBepTHIBaIOIIEH CHCTEMBL
kposu (remodumms A.B.C)

6. Muroxonapuanpasie (bomesnu Jles u Kepuca-
Cetipa, cunnpomsl [lupcona, Bomsdpama, muoma-
THH, KapIUOMHOIIATIH)

6.Ilcuxuueckre  MoO-
HOT€HHBIE 3a0o0JeBa-
HUS

6.JTnmeBaprTeIBEHOM
CHCTEMBI. sI3BEeHHast 00-
JIe3Hb, LHUPPO3 TCUCHH,
HecnenupHIeckud 513
BEHHBIIA KOJIUT U JIp.

7. Hapymenus obOMeHa metauioB (6o-
ne3Hb BuibcoHa)

7.OHIOKPUHHBIE  MO-
HOTeHHble  3a00JeBa-
HUsI

8 HaciiecTBeHHbIC HAPYLICHUS TeMMa 1
nopdupuna. (I'emornobuHOIATHH)

9. HacnencTtBeHHble HapylleHHs oOMeHa
COEIMHUTENbHONW TKaHU (cuHApoM Map-
(daHa, MyKONOIMCcaxapuI03bl)

HacrnenctBeHHble HapymIeHHs BcachiBa-
HUSI B IHINEBAPUTEIHHOM TPAKTe (MyKO-
BHCIIE/I03, HEIIEPEHOCHMOCTb JIAKTO3bI)




Xpomocomuvle 6one3Hu, WU CUHOPOMbBL, — ITO TPYIIa BPOXKIACHHBIX Ia-
TOJOTUYECKUX COCTOSIHUM, MPOSIBISIONINXCSI MHOXKECTBEHHBIMU ITOPOKAMH pa3-
BUTHS, PA3JIMYAIOMINXCS [0 CBOEM KIIMHUYECKOM KapTHUHE, YAaCTO COIMPOBOXKa-
FOLINXCS TSHKEJNBIMU HAPYLIECHUSIMU TICUXUYECKOTO U COMAaTUYECKOTO PA3BUTHSI.
OcHOBHOM Ae(eKT - pa3IMUHbIE CTENIEHN UHTEIUIEKTyaJIbHOW HEJIOCTAaTOYHOCTH,
YTO MOKET OCJIOKHSATHCS HAPYLICHUSIMU 3PEHUS, CIyXa, ONOPHO-IBUTAaTEIbHOTO
amnmapara, 0oyiee BBIpaKEHHBIMU, YEM HMHTEJUICKTYalbHBIN Je(PEKT, paccTpoi-
CTBaMHU PEYH, SMOILIMOHAIBHOMN C(epbl U MOBEIACHUS.

Jluacnocmuueckue npusHaxu XpOMOCOMHBIX CUHOPOMOS MOYKHO paszje-
JIUTh HA TPU TPYIIIIHL:

1)  wecnenmduyeckue, T.e. Takue, KaK BBIPAKCHHAS YMCTBEHHAs OT-
CTaJIOCTh, COUETAIOIIASACS C JUCIUIA3UAMH, BPOKIACHHBIMU IMOPOKAMU Pa3BUTHS
Y YEPEMHO-JINIIEBEIMU aHOMAIIUSAMU;

2)  NpU3HAKH, XapaKTEPHBIC I OTACIbHBIX CHHAPOMOB;

3)  MaTOrHOMOHWYHBIC I KOHKPETHOTO CHHIpPOMA, HAIpuUMep, CIe-
U(UYUECKU 1J1a4 IPU CUHIPOME «KOIIAYbeTro KPUKay.

XPOMOCOMHBIE CHUHIAPOMBI HE MOJYUHAIOTCS MEHIEIEBCKUM 3aKOHOMEP-
HOCTSIM mepeiauu 3a00JeBaHrs MTOTOMCTBY M B OOJIBIIMHCTBE CIy4aeB OOHapy-
KUBAIOTCS CHOPAAUYECKH, SBISISICH CIEICTBUEM MYyTalMd B MOJOBOM KIIETKE
OJIHOTO W3 POJUTENEH.

XpOMOCOMHBIE 00JIE3HU MOTYT OBITh YHACJEIOBAHbI, €CJIM MyTallUs UMe-
€TCsl BO BCEX KJIETKaX POJAMTENHCKOTO Oprann3Ma. bosbliias 4acTh HaclaeayeMbIX
CIIy4aeB XpPOMOCOMHBIX OoJjie3HEH 00yclOBJI€HA HAJUYHMEM Yy 3JI0POBOIO POAU-
TeJsl poOEPTCOHOBCKOM TPAHCIOKAIMHU JTMOO COATaHCUPOBAHHBIX PELIMITPOKHBIX
TPaHCJIOKAIMI MEXTy IBYMS UK 00Jiee XpOMOCOMaMHU U WHBEPCHUH.

XpoMocoMHBIE 00JIe3HH BCTpedaroTcs B cpenneMm ¢ yactorout 0,7-0,8%
CpeIy HOBOPOXAEHHBIX. YacToTa XpOMOCOMHBIX MEPECTPOEK Y IMOPUOHOB 3HA-
yuTeabHO Bbile. [Ipennonaraercs, uro 30-40% oOnia010TBOPEHHBIX AUIEKIETOK
norudarT Ha CTaJWM 3UTOTHl — OJIACTONMCTHI (TIEpBBIE HENETU TOCIIE OIJI0/O0-
TBOPEHUs), T.€. O UMIUIaHTauuu. B nepBoM TpumecTpe 6€peMEHHOCTH XPOMO-
COMHBIE mepecTpoiiku oTMmeuarorcs y 50% crnoHTaHHBIX abOpTOB, BO BTOPOM
TPUMECTPE UX YUCIO CHIKAETCA 10 25-30%, a mocine 20-it Hegenu — 10 7%.

Takum 00pazoM, 0oJIbIIasi YACTh XPOMOCOMHBIX MYTallMi MpeKpaIiaeT pas-
BUTHE 3apojblllla HA PAaHHUX CTAIUAX OEPEMEHHOCTH, MPUBOAS K CIHOHTAHHBIM
aboptam. JIuiib cpaBHUTEIBHO HEOOBIIIOE YUCIO XPOMOCOMHBIX aHOMAJIUN cOa-
JJAHCUPOBAHO U HE CONPOBOXKIACTCS BBIPAXKEHHOM NIATOJIOTUEN PA3BUTHS.

B nocnennue roapl B CBA3U C COBEPLICHCTBOBAHUEM IIUTOT€HETUYECKUX
METOJIOB HCCIEAOBAHMUS YCTAHOBJEHA XPOMOCOMHAs 3THOJIOTHS LIEJIOTO psijia
KIIMHAYECKUX CHHIPOMOB C HESICHOW ATHOJIOTHEH (Tpymma 0oJie3Hel, B ATHOJIO-
MM KOTOPBIX MOTYT UTpaTh PoJib MUKpoabeppamuu xpomocom). K atoit rpymiie
OTHOCSTCS cuHApOoMbl AHrenbmana, [Ipanepa-Bumnm, u I'eopre ([du xop-
mxa), I'mneona, Kopaenun ne Jlanre, bekBura-Bunemana, muonuctpodus Jlro-
nmeHHa-bekkepa, HelipodubdpoMaTos u Aap.
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Knaccudukaims XpoMOCOMHBIX OOJIe3HEH OCHOBBIBAETCS Ha CIIEAYIOLIMX
KPUTEPUSX: TUIIE MYTALMA, BOBJIECYEHHBIX XPOMOCOM, THIIE KIIETOK, B KOTOPBIX
MPOU30IILIa MyTallusl, YHACTICIOBAHHOM HJTH CIIOPAIMUECKOM XapakTepe Oose3HeH.

YacToTa pa3nnuHbIX XPOMOCOMHBIX CUHJIPOMOB 3HAYUTEIBHO Pa3IN4acT-
csi. Ha reHomuble cunapoMmbl npuxoautcs 95% Bcex ciyuaeB (u3 Hux 75%
npexacraBieHo cuHapomoM JlayHa). Ha XpomMocoMHBIE CHHIPOMBI MPUXOIUTCS
uiib 5% BceX cllydaes.

TspxecTh KIMHUYECKOW KapTUHBI ITPH AHOMAITUSIX XPOMOCOM 3aBUCHUT OT Be-
JMYUHBI XPOMOCOMHOTO aucOananca. [1oaToMy nosHble TPUCOMUHM BCTPEYAOTCS
pexe, 4yeM yacThuHble. [1oyHbIE TPUCOMUH TTO KPYIIHBIM XpPOMOCOMaM CpPEIu JKH-
BOPOXKIEHHBIX BOOOIIE HE OOHAPYKEHBI, KAK 1 MOHOCOMHH IO ayTOCOMAaM.

Yem Oosibllle B XpOMOCOME I'€TEpOXpPOMaTHHA, TEM OOJIbIlIE€ BEPOSITHOCTD
OOHapy>KEHUsI TIEPECTPOEK C BOBJICYEHHEM 3TOH XPOMOCOMBI CPEIU KUBOPOK-
JCHHBIX JeTel. DTUM OOBICHIETCS HauOOoJIbIIAask YaCTOTa MOJIHBIX TPUCOMUU T10
xpomocoMam &, 9,13,18, 21, X, V.

KnuHnyeckue mposiBieHHsT Npu aHOMAIUSAX X-XPOMOCOM H Y -XpOMOCOM
3HAYUTEIIBHO JIETYe IEPEHOCATCS OPraHU3MOM, YE€M ayTOCOMHBIE IIEPECTPOUKHU.
3OT0 CBSI3aHO C TEM, UYTO Y-XpOMOCOMA IOYTH MOJHOCTHIO COCTOUT U3 T€HETHUECKH
HEAaKTUBHOI'O T'E€TEPOXPOMATHHA, & B CIy4ae X-XpPOMOCOMBI UMEETCS MEXAHU3M
KoMIieHcaru. Bee X-XpoMocoMbl, KpOME OHOM, MHAKTUBUPYIOTCS, TTPEBPAILASICH
B IE€TEPOXPOMATUYECKHE M IO3JHO peIUMIMpyronecs Tenbla bappa. Bepost-
HOCTb OOHAPYKEHUSI aHOMAJTUI MTOJIOBBIX XPOMOCOM JJOCTATOYHO BBICOKASI.

AHomanuu 6 cucmeme no108bIX XPOMOCOM

KonnuecTBeHHbIE HAPYIIEHUS B CUCTEME IMOJIOBBIX XPOMOCOM IMPUBOJIST
anb0 K yBenudeHuto uncna X- (unu Y-) xpomocoMm (kapuotunsl 47, XXY, 47,
XYY, 47, XXX), 1160 k ux ymeHsblieHuto (kapuotun 45, XO). HacroTa nosmuco-
Muii o X- u Y-xpomocomaMm coctaBisgeT 1 : 1000 poxnaenuii; yacrora 45, XO
HUKe u ObiBaeT npumepHo 1 : 3000 HOBOpoXkACHHBIX NeBouek, wim 1 : 1500
CpeIr YMCTBEHHO OTCTaJbIX JI€BOYEK.

[Ipu KOMUYECTBEHHBIX aHOMAJIMAX TOJOBBIX XPOMOCOM YacTo Habiroma-
ercss Mo3auiu3M. K Hanbosee yacThiM aHOMAJIUSM MOJOBBIX XPOMOCOM OTHO-
cutcs cunapoM Knaiindensrepa, cunapom llepemesckoro-TepHepa u cuHIpOM
TpucoMuu X.

Cunapom Illepemesckoro-Tepuepa

Cunopom lllepewesckoeo-Tepnepa (MoHOCOMUST X) BCTPEUYAETCS C 4aCTO-
Toit 1:1430 HOBOPOKIEHHBIX JIEBOYEK M XaPAKTEPU3YETCS TMOJOBHIM MH(MAHTHU-
JU3MOM, CHIDKEHHEM pOCTa, KOPOTKOW Ieed ¢ KPBUIOBHIHBIMU KOXXHBIMHU
ckinagkamu. OTMedaeTcss HU3KU POCT BOJIOC Ha IIIee, KOPOTKasl TPyAHAs KIIETKa
Yy HOBOPOKJIEHHBIX — OTE€KH KUCTEH U cTom (puc. 35).

Hapy>xHble 1 BHYTpeHHHE TOJIOBBIC OpraHbl, BTOPUYHBIE MOJIOBBIC TPH-
3HAKU HEeIOpa3BUTHI. bonbmuHCTBO 60IBHBIX OecmionHo. Kinaccuueckuit Bapu-
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anT 45, XO cocraBnsier 55% Bcex cinyuaes. [Ipumepno B 10% cityyaeB BbIsBIIS-
€TCSl MO3auIIU3M, U TIATOJIOTUYECKHUE MPOSBICHUS B TaKUX CIy4asX 3aBHUCST OT
COOTHOIIICHHSI aHOMAJIbHBIX KJIETOK M KJIETOK C HOPMAaJIbHBIM KapHOTUIIOM 45,
XO /46, XX; 45 XO /47, XXX; 45, XO / 46, XX [ 47, XXX. 151 CTUMYJISILHHA PO-
CTa W TOJOBOTO Pa3BUTUs OOJILHBIM HA3HAYAIOT TOPMOHAJBHBIE MpErapaThl,
YIIYUIIAIOIIHE UX COCTOSHUE.

Tpucomus X

Cunopom mpucomuu X (47, XXX) Bcrpedaercst ¢ yactoroit 1: 770 HOBO-
OKJICHHBIX JIeBoueK. [Ipu poXIEHUH CHHIIPOM HE JUATHOCTUPYETCS, T.K. KIIH-
HUYeCcKas KapTuHa HecnerupuyHa. Cpeau yMCTBEHHO OTCTAIBIX JIEBOYEK TaKUX
O0onpHBIX Oosiee 1%. MHTemnekTyanpHas HEIOCTATOYHOCTh OTMedaeTcs y 2/3
O00NbHBIX. BhIpakeHHasi MHTEIIEKTyalbHasi HEAOCTaTOYHOCTh BapbUPYETCS OT
MOTPAHUYHOM 10 OJIUTrO(PEHUN pa3InyHON cTteneHu. Hepeako BHISBISIOTCS 00-
Jie€ BBIPAXKEHHBIC PEUYEBbIE HAPYILICHHS, YEM OKHMJIAECTCS NPU JAHHOM YpPOBHE
WHTEJUIEKTYalIbHOM HefocTaTroyHOCTU. C yBeIMUEeHHUEM Yrciia X-XpoMocoMm (48,
XXXX; 499XXXXX # T.11.) KOJMYECTBEHHAsI BBIPAKECHHOCTh aHOMAJIMM pa3BU-
THSI, B TOM YHCJIE YMCTBEHHON OTCTaJIOCTH, BO3PACTaET.

Cunpgpom 47, XYY

Cunopom 47, XYY Bcrpedaercs ¢ gactoroit 1:1000 HOBOPOKIACHHBIX Mallb-
YUKOB. MOXKET OTMeYarhCsi (PEHOTUIIMYECKOE CXOJCTBO € CHUHApoMOM KiaiiH-
denpTepa: BBICOKHI POCT, CBHYXOBUIHOCTh. HermyOokass yMCTBEHHAs! OTCTAIOCTh
BeisiBIsIeTCS Y 30-40% Oo0mbHBIX. BO3MOXKHBI 3MOITMOHABHO-BOJICBBIC HapyIIle-
HUs: AUC(OHUS, MOBBIIIIEHHAS BO30YIMMOCTb, arpECCUBHBIE Pa3psiibl, pACTOPMO-
»keHHoe BiiedeHue. [lonoBast yHKIMs B OOJNBIIMHCTBE CiTy4aeB He cTpagaer. Omu-
canbl 0osiee peakue BapuanTel 48, XYYY; 49, XYYYY. C yBennuenueM umcina Y-
XpOMOCOM CTETEeHb YMCTBEHHON OTCTAJIOCTH BO3PACTAET.

JlnarHocTka XpOMOCOMHBIX OO0JIE3HEH OCYIIECTBIISIETCS C TTOMOIIBIO M-
TOT€HETUUYECKOro aHanu3a. [IpoBonuTcs mpeHaTanbHas AMATHOCTUKA, C TIOMO-
IIbI0 KOTOPOM MOKHO OOHAPYXUTh XPOMOCOMHYIO aHOMAJIMIO €IIe JI0 POXKJe-
HUS peOCHKA C TTOMOIILI0 aMHHOIIeHTe3a Ha 14-16-11 Henene 6epeMEeHHOCTH.

Cunapom Kuaiingeabtepa

Cunopom Knatingpenomepa xapaktepusyeTcs yBEJIMYEHUEM YHCIa X-
XPOMOCOM B KJIETKaxX MY»CKOTro opranu3mMa (Bapuantsl cuaapoma: 47, XXY; 48,
XXXY, 47, XXXXY). Kiauaundyeckue mnpusHaku cuHapoma Kialindensrepa,
BcTpevaronierocs ¢ yactoror 1:500-700, He BBISBISIIOTCA 10 BO3pacTa MOJIOBOTO
co3peBanus. [locne myGeprarHoro nepuoaa cunapom Knaitndensrepa nposBis-
€TCsl 3aJIPXKKOM I10JIOBOTO CO3PEBAHUS M OTCYTCTBUEM BTOPHYHBIX MOJOBBIX
NPU3HAKOB (HEIOPA3BUTHE HAPYKHBIX IMOJIOBBIX OPTraHOB, cab0€ OBOJIOCEHHE
Ha JIOOKE W B TIOJIMBIIIICUYHBIX BITAJINHAX, JIUIIE, MATOJIOTHYECKass MyTallusl TOJIO-
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ca). Y Myx4uH ¢ kapuotunom 47, XXY MOryT OTMeYaThCsl €BHYXOUAU3M, OXKH-
pEeHHE TI0 KEHCKOMY THITY, THHEKOMACTHs (YBEJIMYCHUE TPYAHBIX jKeme3). boib-
HbIe OeCTUTOAHBI. B Takux ciydasx KIMHHYECKHE MPOSBIICHUS MEHEE BBIpaXKe-
HbI, UHTEIJUIEKT Yy OOJbHBIX HE CHIKEH. C HaKoIUIeHHEM X-XpOMOCOM CTENEHb
WHTEIJICKTYaTbHOM HEJOCTATOYHOCTH BO3pacTaeT

AHomanuu 6 cucmeme aymocom

Cungpom Jlayna otHocuTcsl K Haubojee pacnpoCTpaHEHHBIM 3a00seBa-
HUSIM C KOJIMYECTBEHHBIM HapyIIEHHEM XpOMOCOM — Tpucomus 21 (Hanmuue 47
XpoMocoM BMecTo 46 3a cuet auiHel xpomocombl 21-i mapsr). Cungpom [lay-
Ha BcTpeuaetcs ¢ yactoroit 1 Ha 700 poxknenuit. Y gereii ¢ Takum 3a00JIeBaHU-
€M OTMEYAIOTCSl XAPAKTEPHBIE YEPEIHO-JIMLIEBBIE AHOMAIMM: YIUIOIICHHE 3a-
TBUJIKA, MOHT'OJIOMIHBIH pa3pe3 Iiia3, KOPOTKUM HOC, OOJIbIION BBICYHYTHIH SI3bIK,
nehopMUpPOBaHHBIE YIIHBIE PAKOBUHBI, KOPOTKHWE U IIMPOKUE MAJIbIIbI, MOTIE-
peuHas ckiaaka nagonu. s cunapoma JlayHa xapakTepHbI MBIIIICYHAS] THUIIO-
TOHUS M IICUXUYECKOE HeAOopa3BUTHE. YacTO BCTPEYAIOTCS IOPOKH Pa3BUTHSA
BHYTPEHHUX OPraHoOB (Cepua, KeIyJOUYHO-KUILIEYHOIO TPAKTA U Ap.).

Puck poxnenus pebenka ¢ 60se3HbpI0 J[ayHa MOBBIIAETCS C BO3PAacCTOM
MaTepH U3-3a YBEJIMYEHUS BEPOATHOCTU HEPACXOKIAECHUS XPOMOCOM: ECIIH y Ma-
tepu A0 20 sieT yactora poxaeHus takux aerer cocrasiseT 0,003%, To y mare-
pei crapie 45 net — 6onee 4%.

Knunanuecku cunapom Jlayna Obut onucan B 1866 r. Ero renernueckas
npupoza Obu1a pacmdppoBaHa 3HAUMTEIBHO TO3ke — B 1959 r., koraa JlexeH c
COTPYIHHUKAMU OOHAPYX UM B KAPUOTHUIIE ITUX OOJIBHBIX JIMLIIHIOK XPOMOCOMY
21. Onucanbl U 60Jee pelKue IMUTOTeHeTUYECKUe BapuaHThl OoJie3Hn JlayHa —
MPAHCAOKAYUOHHBIU U Mo3auyHbll. Ha mpanciokayuonnsiii eapuanm npuxo-
nutcst okoJio 3% cimydaeB. Uucao XpoMOCOM B KapUOTHUIIE TaAKUX OOJBHBIX HOP-
ManibHOe — 46, Tak Kak JOMOJHUTENbHAs 21-1 XpoMocoMa TpaHCIOLHMpPOBAaHA
(mepemeliieHa) Ha JApyryro ayrocoMy. Moszauunvle éapuarmsi COCTaBISIOT 2%
BCEX clTydaeB 3a00JIeBaHMS.

Ponp oTia B BO3HUKHOBEHWH XPOMOCOMHBIX aHOMAJIMKM pacCMaTpHUBAaETCs
BO B3aUMOCBSI3H C BIUSHUEM pAZla (PAKTOPOB OKpYKarOLIEH Cpe/ibl, B TOM YHUCIIE
U aJKOron3Ma U KypeHus. UeM MoJioKe JKEHIMHA, UMEIolas peOeHKa ¢ CHH-
npoMoM /[layHa, TeM BeposiTHee TpaHCJOKaluoHHas ¢opma 0osne3nu. B atux
Clly4asiX 3HAUWUTEIBHO TMOBBINIAETCS MOBTOPHBIM PHUCK POXKACHHUS peOEHKA C
cuaapomom Jlayna. Ilpu TpaHCIOKAaIlMOHHOM BapuaHTe HauOoJiee 4YacTo B
aHaMHe3€ MMEIOTCA YKa3aHUs Ha MPUBBIYHBIC BBIKUIBIIIM HAa PAHHUX CPOKax
o6epemennoctu. B 50% ciyuaeB oauH W3 pOAMTENCH OKa3bIBACTCS 3JI0POBHIM
HOCUTEJIeM cOaTaHCHPOBAHHON pOOEPTCOHOBCKOM TpaHCIIOKAlUU

Cpenu pakTopoB pucka TpUCOMHH-21, TOMUMO BO3pacTa poauTesel, nMe-
IOT 3HaUEHHE YacThle BBIKHUJIBIIIN B aHAMHE3€, PEHTTEHOBCKOE 00ydeHuE, IpUMe-
HEHUE Pa3IMYHbIX JIEKAPCTBEHHBIX MPENapaToB 3a roJ A0 3a4aThs, TsDKENbIe 3a00-
JIEBaHUS Y POAUTENEH, MPUMEHEHUE OPAJIbHBIX TPOTUBO3aYaTOYHBIX ITPENApaATOB.
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CHHIPOM «KOIIAYbEro KPUKa

B kadectBe mpumepa CHHAPOMA CO CTPYKTYPHOU IMEPECTPOUKOA XPOMO-
COM MOKHO NMPUBECTU CHUHAPOM JEIEIHUU KOPOTKOTO Ijieda S-i XpOMOCOMBI —
CUHOPOM Sp~, U cuHOpom «Koulauvezo Kpuxay. Cpenu OOJIbHBIX 3TUM CHH-
JpoMoM TpeobnanaroT aeBouku. Yacrtora Bcrpedaemoctd — 1:50 000 HOBOpOXK-
JEHHBIX. XapakTEePHBIC CUMIITOMBI. MHUKpoIedanusi, Kpyrioe Juio (¢ Bo3pac-
TOM OHO BBITATHUBAETCS), IIMPOKO PACCTABJICHHBIC TJIa3a, aHTUMOHTOJIOWTHBIHA
pas3pes rJa3, HeIopa3BUTHE HIDKHEN YeIIOCTH, KaTapaKTa, KOCOTJIa3ue U Apyrue
TJIa3HBIC HAPYIIICHUS.

CuHIpOM TIOJTYYHJT CBOE Ha3BaHUE B CBSI3U C TEM, YTO KPUK HOBOPOKIIEH-
HBIX HANlOMHHAET KOIladbe MsIyKaHbe. BhIpakeHHas yMCTBEHHash OTCTaJOCTh
oTMeuaeTcs Bo Bcex ciydasx. Cpenu aeteit ¢ riyOOKoON yMCTBEHHOM OTCTalo-
CTBIO Ha ATy MATOJIOTHIO IpuXoauTcs 1% u3 Bcex ciiydaeB CUHAPOMA.

Cunapom DaBapjca (Tpucomus-18)

Cunopom J0sapoca, Bctpeuaercs ¢ yactoroit 1:5-7000. Jlumneii sBnsiet-
cst xpomocoMa 18-i1 mapsl. COOTHONIEHNE MAJIBYUKOB U JAeBoueK — 1:3. Xapak-
TE€pHBbIE CUMIITOMBI CHHAPOMA: BBICTYMAIONINI 3aThUIOK, TOHKHUE MEPEHOCHhE U
CIIMHKHU HOCA, HEIOPAa3BUTHE HMKHEH YENOCTH, «ITHUNN MPOoPHIIby», AePOopMu-
pPOBaHHBIC YITHBIC PAKOBUHBI U TSHKEIBIC TIOPOKU PA3BUTHUS BHYTPEHHUX Opra-
HOB (4allle BCEro cep/ua), B CBA3M C YeM TaKUe JETH YMHUPAIOT B paHHEM BO3-
pacre. Jlo roga noxuatot 10% nereit ¢ Tpucomueii-18. Bee 00abHBIE OTCTAIOT
B YMCTBEHHOM U (pM3HYECKOM pa3BUTHH (puc. 38).

Cunapom ae I'pymm (Morocomusi-18p~)

Monocomus-18p~. Yacrora BctpegaemocT — 1:60 000. O6b19HO peOEHOK
pPOKJaeTCsl B CPOK, HO C HEOOJBIION Maccod Tena. B manmbHelieM XapakTep-
HBIMH TPU3HAKAMHU SBIISIOTCS: MaJEHBKUM POCT, KPYTJIOE JIUIIO, MUKpOIledah-
HOU (OpMBI Uepern ¢ oyaraMu OOJILICEHUS Ha TroJIoBe. XapaKTepHbI AedhopMalius
3yOOB M YIIHBIX PAKOBHUH, aHOMAQJIMM KHUCTEH PYyK M MaJbIEB, CUHIAKTUINS
NajbIeB HOT, «CTOMA-Kadajika». ¥ MaJbuMKOB YacCTO OBIBACT HEAOPA3BUTHE IO~
JIOBBIX OpraHOB. XapaKTEPHO PE3KOE CHIKECHUE MPOJOKUTEILHOCTH KU3HU Y
OOJIbHBIX ¢ TpyOOi Mo3roBoil marojorueil. Pexxe HabOmomaroTcs 0oJiee JErkue
(GOpMBI HMHTEUICKTYalIbHOTO JedeKTa ¢ HOPMAIbHOW IMPOJIOKHTEIBHOCTHIO
KU3HH. BO3MOXHO coueTaHWe YMCTBEHHOW OTCTAJIOCTH C CYJOPOXHBIM CHH-
JPOMOM U Pa3IMYHBIMU PEUCBBIMU PACCTPOHCTBAMH.

Cunapom Jlexena
Jeneuus JUIMHHOTO IIleda XpoMocoMbI-18. BceTpewaercs ¢ wactoToi
1:60000. /IeBouku ¢ 3TUM CHHIPOMOM pOXxaaroTcs B 1,5 pasa gare, yeM Mallb-
yukd. OJIHAM W3 PaHHUX XapaKTEPHBIX IMPHU3HAKOB CUHUTACTCS CHHAPOM MBI-
IIICYHON TUIIOTOHHUH: PEOCHOK JIKUT HA CIIMHE B «I03€ JISTYIIKW». Y OOJBHBIX
MUKporehansHOi (HOpPMBI Yeper, YIUIOMIEHHOE JIMIIO ¢ BBICTYIAIOIIUM 110,100~
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POIKOM, pa3jIMYHbIE IOPOKU PA3BUTHS 3PUTEIIBHOM CUCTEMbl M HMHTEIIEKTA.
Cpenu HapylleHMH 3pUTENbHON (YHKIMM MPeo0iIaJatoT KOJI0OOMBI, KOcOria-
3We€, NTO3, HUCTarM, CH’KEHUE OCTPOTHI 3pEHUs, aTpO(pHs 3pUTEIbHBIX HEPBOB.

XapakTepHbl cBoeoOpa3Has (popma Hoca, pTa, BBICOKOE TBepAoe HEOO,
MHOT/Ia C PACLIEINHOM, cBoeoOpa3Has opma YIIHBIX PAKOBUH, HEPEIKO CyXkKe-
HUE€ WIM aTPe3Hsl HAPYKHBIX CIYXOBBIX ITPOX0A0B. Hepenko ormeuaroTcs nmopo-
KM CEpJla, IOYEK U HENOPA3BUTHE HAPYKHBIX IOJIOBBIX OPraHOB. MHTEIIEKTY-
aJIbHbIE HAPYIICHHS BAPbUPYIOTCS OT JIETKOM (MOrpaHUYHON MHTEIJIEKTYyaIbHON
HEJ0CTAaTOYHOCTH U Ja’Ke HOPMaJIbHOTO MHTEJUIEKTA) 0 OJMTOPPEHUH B CTEIe-
HU UJIAOTHUU.

Cunapowm Ilaray (tpucomus-13)

K reHoMHBIM MyTamusiM OTHOCUTCA Takxke Tpucomusi-13 — cunopom Ila-
may. Bcrpeuaercs cunapom c¢ yactotor 1:6000 HoBOopoxkaeHHBIX. [leTn pox-
JAI0TCS ¢ UCTUHHOW TpeHaTanbHOU runorpoduei. B 50% ciayuaeB GepemeH-
HOCTb OCJIOXHSETCS MHOTOBOJIMEM. THUIHYHBIM MIPU3HAKOM SIBJISIETCA PACUIEIU-
Ha ryosl 1 HEOa. JleTn cTpamaroT MOIUAAKTHINEH. XapaKTepHbl MOPOKHU pa3BU-
THS OpPraHOB 3pPEHHUS: KaTapakTa, MUKpodTaibMus, aHO(DTAIbMUS, ITUKIOMUS.
Yepen HenpaBuiIbHOU (DOPMBI, Y3KHE TIIa3HbIE IIEJIH, 3allaBIlee NEPEeHOChe, Je-
(GbopMUpPOBAaHHBICE HHU3KO PACIOJIOKEHHBIC YIIHBIE PaKOBUHBI. (OTMedaroTCs
«CTOMa-Kayaiaka», MOPOKH BHYTPEHHUX OPraHOB: BPOXKICHHBIE OPOKHU CEPIIlIa,
MOYEK, KETYI0YHO-KUILIEYHOTO TPAKTa, MOYETIOJIOBON CUCTEMBI.

[TpoaoMmKUTENbHOCTh KU3HU Pe3KOo CHibkeHa (95% perelt mormbaer B
BO3pacTe J0 roja). B pa3BUTHIX cTpaHax OTMEUYAETCs TEHJICHIIMS K YBEIUYCHUIO
MIPOJIOJDKUTEILHOCTH JKU3HU TaKuX OONBHBIX: 15% AeTeil MOKUBaKOT A0 MSTH-
JeTHero Bo3pacta u 2-3% — 10 jaecsaTuieTHero Bo3pacta. Bo Becex ciydasix ot-
MEUaeTCsl BEIPAXKEHHOE MICUXUYECKOE HEIOPA3BUTHE.

Cunapom Pertope (Tprcomus-9p)

C pa3iauuHbIMM TUIIAMU XPOMOCOMHBIX aHOMaJIHM MOXET ObITh CBsI3aHa-
cunopom Pemope. Ilpennonaraercs, 4To B rpymnie yMCTBEHHO OTCTaJbIX JETe
TPUCOMHUS 110 KOPOTKOMY ILIeyy 9-ii XpOMOCOMBI 3aHUMAET MO YAaCTOTE BTOPOE
MecTo nociie cuaapoma Jlayna. JIeBOUKH C JAHHBIM CUHAPOMOM BCTPEYAIOTCS B
JIBa pa3a yaile, 4eM Malb4yuKd. Yepen y HOBOPOKIECHHBIX C YIUIOUIEHHBIM 3a-
THUIKOM. POJHWYKKM HIMPOKO OTKPBITHI, UMEETCS JIOOHBIM II0B. XapaKTepHBI
rJIa3Hble aHOMAJIUU: MUKPO- WM SHOPTAIbMUS, KPYIHBIM HOC C IIUPOKUM KOH-
YUKOM, OMYUIEHHBIE YIJIbI PTa, KOPOTKas BEpXHss ry0a, «KOHCKHE» 3yObl. Y
25% neteit BpoXKIAEHHBIC MOPOKHU CepAlla. Y MCTBEHHAsI OTCTAJIOCTh JUArHOCTH-
pyercst y Bcex OOJbHBIX. BhIpaXK€HHOCTh MHTEIEKTYaJIbHOTO Je(eKTa Bapbu-
pyeTrcst OT JIerkoi a0 riryOokod. TUNHUYHBI SMOIMOHANIbHAS JTAOUIBHOCTD, MO-
BBIIIIEHHAs! TICUXOMOTOpPHAas BO30yJIMMOCTb, IBUTATEIbHBIE pPacCTPOMCTBA C
HapylIeHUEM KOOPAUHALIUY IBUKECHUN.
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Tpucomus-8

KnuHuueckas kapTHa CHHJIpOMa TPUCOMHUU-8 BIEPBbIC OMHCAHA Pa3HbI-
MH aBTopamu B 1962 u 1963 rr. y gereil ¢ oTcCTaBaHUEM B YMCTBEHHOM pPa3BH-
THUW, OTCYTCTBUEM HAJIKOJIEHHUKA U IPYTUMU BPOKJICHHBIMU MOPOKAMH Pa3BU-
tus. [lonHeie Tpucomun-8 - netanbHbl. X 4acTo oOHApYKUBAIOT y MpEeHATAIb-
HO MOTUOIMHUX SMOPUOHOB M TWIOAOB. Cpean HOBOPOXKICHHBIX TPHCOMUS-8
BCTpedaeTcs ¢ yacTtoror He Oosee uem 1:5000, mpeobaamaroT 60JbHBIE MaTbYH-
KU (COOTHOIIEHUE MAJTLYUKOB U JICBOYCK 5:2).

Tpucomus-8 siBisieTcst pe3ybTaTOM BHOBb BO3HHUKINEH MyTalliu Ha paH-
HUX CTaausAx OJacTyJibl, 34 UCKIIOYEHHEM PEIKUX CIIy4aeB HOBOM MYTAallMH B
raMeToreHese.

Jletu ¢ TpucomMueit-8 poxaaroTcs JoHOMEHHbIMU. /{11 Oosie3Hn Hauboee
XapaKTEpHbl OTKJIOHEHMsI B CTPOCHHUH JIMLA, MOPOKH OINOPHO-IBUIaTEIbHOTO
anmapata U MOYEBOW CHCTEMbI. Y HOBOPOXKICHHBIX NPU KIMHUYECKOM OOcie-
JIOBaHUM BBISABIIAIOTCS BBICTYHAIOUIMM J100, KOCOIUIa3ue, rIyOOKO MOCaXKEHHbIE
Ij1a3a, BBICOKOE HEOO (MHOTIa paCIENNHA), TOJICThIE T'yObl, BHIBEPHYTAs! HIKHSIS
ry6a, 0oJIblLINE YIIHBIE PAKOBUHBI C TOJICTON MOUKO. [Ipu ynbTpa3BykoBoM 00-
CJIEIOBAaHUM BBISBISAIOTCS AHOMAJIMM TO3BOHOYHMKA (J100aBOYHBIE IO3BOHKH,
HEIOJIHOE 3aKPBhITHE MMO3BOHOYHOIO KaHala), aHOMAJIMU (OPMBI M TOJOXKEHUS
pebep win 1o6aBouyHbIe pedpa. [Iporuo3 ncuxudeckoro u GU3NUECKOro pa3Bu-
TUS U KU3HU Y OOJIBHBIX HEOJIAronpusITHBINA (MHOTJA T0XKUBAIOT 110 18 ser)
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Tema 7. 'eHHbIe 00J1e3HU

I'ennble 00J1€3HU - 3TO pazHOOOpa3Has MO KIMHUYECKOM KapTHHE IpyIina
3a00JeBaHUl, 00YCIIOBICHHAS MyTallUsIMA €JMHUYHBIX TE€HOB.

Yucao U3BECTHBIX B HACTOALIEE BPEMsSI MOHOT€HHBIX HACJIEICTBEHHBIX 3a-
0oneBanuii cocrapisieT okono 4000 Hozonoruyeckux opm. Berpeuarores 31y 3a-
0oneBanus ¢ yactotoit 1:500 - 1:100000 u pexe.

B 0oIHOM M TOM XK€ T'€HE BO3HHMKAIOT Pa3HOOOpAa3HbIE BHJbI MyTaLHi.
W3BecTHO, 4TO OAHA U Ta e HO30J0THYeCKas hopMa MOXKET ObITh 00yCIIOBIIE-
Ha pa3IMYHBIMM MyTanusmu. Hampumep, B reHe MyKOBHCIUI03a OINHUCAHO
ceoie 1000 myramuii, okoao 300 U3 KOTOPBIX BHI3BIBAIOT KJIWMHUYECKUE IPO-
ABJICHUS. B KaXI0M reHe MOKET BO3HUKATh JJO HECKOJIBKHUX JECATKOB M JIaXKe
COTEH MyTalui, BeIyluX K 3a0osneBaHusM. Ho MyTanimoHHOe U3MEHEHHE Tep-
BUYHOM CTPYKTYpbl O€lika 4acTo MPUBOAUT K THOENTU KJIETKH, U MyTalus He
peanu3yeTcs B HACJIEACTBEHHYIO Oosie3Hb. Takue OenKu Ha3bIBAIOTCS MOHO-
mop@uvimu. OHU 00ECTIEYUBAIOT OCHOBHBIC (DYHKIIMU KJIETKHU, COXpaHss CTa-
OMJIBHOCTH €€ BUJOBOI OpraHu3aluu.

OCOOEHHOCTH HAcCNEOBAaHUSI TEHHBIX 3a00J€BaHUN OMPEAEISIOTCS 3aKOHA-
mu Mennensa. Mytaiun MOTYT BOHHUKATh B JTIOOBIX T€HAX, IPUBOIS K HAPYIIICHHIO
CTPYKTYpPbI COOTBETCTBYIOIIUX MOJUMENTUAHBIX LENel OeTKOBbIX MOJIEKYN. Tak
KaK B opranuzme yenoBeka cogepxkutcs 6onee 100000 pa3nuyHbIX BUIOB OEIKOB,
TO 3TO OOBSCHSIET pa3HOOOpa3ne KIMHUYECKUX MTPOSBICHUI MOHOTEHHBIX 3a00I1e-
BaHui. B 3aBUCHMOCTH OT (PYHKIIMM W3MEHEHHOTOo Oeika OyayT MpPOHCXOIUTH
OMOXMMHMYECKHE W3MEHEHUS! B OpraHu3Me, MPHUBOAS K CIEHU(PUUECKON KIMHUYE-
CKOM KapTHHE HACIeICTBEHHOTrO 3aboseBaHus. Hampumep, mpu MyTalyu T€HOB,
KOHTPOJIUPYIOIIMX CTPYKTYpY O€jiKa - KoJulareHa, BO3HUKAET MOPaKEHUE COEIU-
HUTEIBbHOU TKaHMU.

CxeMy matoreHe3a reHHbIX 00JIe3HEH MOYKHO MPEACTaBUTh CIEAYIOMINUM 00-
pa3oM: MyTaHTHBIN ajlIedb — MATOJOTMYECKU NEPBUYHBIN POAYKT — LIETH I10-
CIIEAYIOUMX OMOXUMUYECKUX PEAKIUI — KIJIETKH — OpraHbl — OpraHu3M.

[TaTomornyeckuii TpoOLECC, BOSHUKAIOLIUN B PE3YyJIbTaTe MyTallUW €AMHUY-
HOTO T'€Ha, MPOSIBIIETCS OJHOBPEMEHHO Ha MOJIEKYJISIPHOM, KJIETOYHOM U OpraH-
HOM YPOBHSIX Y JIFOOOT0 MHAUBU/IA.

I'ennblie 60s1e3HM 00YCIOBIEHBI IBYMSI BUJIaMU U3MEHEHUIN OEJNKOBBIX ITPO-
nyktoB. [lepBast rpymnmna GoJe3Hel cBs3aHa C KAYECTBEHHBIMH M3MEHEHUSIMU Oell-
KOBBIX MOJICKYJ, T.€. C HAJMUMEM Yy OOJBHBIX aHOMAJBHBIX OCIIKOB (HAIrpuMep,
AHOMAJIbHBIE TEMOTJIOOUHBI), YTO O0YCTIOBJIEHO MYTAlUSMHU CTPYKTYPHBIX T€HOB.
Bropast rpynna 6one3Heii xapakTepu3yeTcs KOJTMUECTBEHHBIMU N3MEHEHUSIMH CO-
Jiep>KaHusl HOPMaJIbHOTO Oefika B KJeTKe (TIOBBIIIEHHOE, MOHMKEHHOE), YTO 00Y-
CJIOBJICHO Yallle BCEr0 MyTalMsIMU (PYHKIIMOHAJIBHBIX T€HOB, T.€. CBS3aHO C Hapy-
MICHUSMU PETYJISIIKA PabOThl CTPYKTYPHBIX T€HOB. DTH HAPYIIICHUSI MOTYT IPOUC-
XOJIUTh Ha Pa3IMYHBIX YPOBHSX:
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® npemparckpunyuonHom (yBEIMYEHUE WM YMEHbIIIEHUE YMCiia KOMUH Te-
Ha);

® mpancKkpunyuonHom (TeHeTHIeckne AeQeKThl MOTYT MPUBOIUTEH K HAPY-
HICHUIO TPAHCKPUIIIIMKA BCErO F'eHa U U3MEHEHHIO 00beMa CUHTE3a COOTBETCTBYIO-
1ero Oenka);

® npoyeccunea N cnaaiicunea npo-u-PHK (HapylieHust Ha ypoBHE '"BbIpesa-
Hus" HenH(opMaTUBHBIX ydacTkoB Ipo-u-PHK u "cimBanus" nHOpMaTUBHBIX
Y4aCTKOB);

® mpancayuoHHom (HapyleHUsl Ha ypoBHE COOpKU OEIKOBOM MOJIEKYIIbI B
pubdocome);

® nocmmpaHciayuorHom (HapyllIeHus: Ha YpOBHE 00pa30BaHUsI BTOPUYHOM,
TPETUYHON U YETBEPTUYHOM CTPYKTYP OEITKOBOIM MOJIEKYJIBI).

BemiecTBa, HakarMBaroUMecs: B Pe3yJIbTaTe OTCYTCTBHSI WIIM CHUKEHUS aK-
TUBHOCTU (DEPMEHTOB, JTMOO CamMH OKa3bIBAIOT TOKCHYECKOE JIEHCTBHE, MO0
BKJIIOYAIOTCSI B IIEMM BTOPUYHBIX OOMEHHBIX MPOIIECCOB, B PE3YJIbTaTe KOTOPBIX
00pa3yroTcsl TOKCUYECKHE MPOAYyKThl. O0IIas 4yacToTa TeHHBIX OOJI€3HEN B TOITYy-
JSIUSIX JIFOJIEH cocTaBisiet 2-4%.

Cy1iecTByeT HECKOJIBKO MOX0/I0B K KiacCU(UKAIU MOHOTEHHBIX HACTe/I-
CTBEHHBIX OOJIE3HEN: TEeHETUUYECKHUI, TAaTOr€HETUUECKUH, KITMHUYECKUN U Jp.

Haubosiee yacTo moab3yrrcs Kiaccupukanmen, OCHOBAHHON Ha ceHe-
muyeckom npuryune. CoriaacHO € MOHOTCHHbIE OOJIE3HH MOXKHO TMOAPA3/IEIATh
0 TUIIaM HacCJICOBAHMUS:

® ayTOCOMHO-JJOMHHAHTHEIE,
ayTOCOMHO-PELIECCUBHBIE,

X-CIEIIEHHbIE TIOMUHAHTHBIE,
X-CLEIJIEHHBIE PELIECCUBHBIE,

Y -clierieHHbIe (TOTaHIPUIECKHE)
MUTOXOH/IPUAJIbHBIE.

Ora knaccudukanus Hanbonee yno0Ha, TaKk KaK Cpa3y IMO3BOJISET COPUCH-
TUPOBATHCS OTHOCUTENILHO CUTYaIlil B CEMbE U MIPOrHO3a TOTOMCTBA.

Bropas kinaccudukanus oCHOBaHA HA KIUHUYECKOM NpuHyune, T.e. Ha OT-
HeCceHUM OO0JIE3HU K TOW WJIM MHOM I'PYyIIE B 3aBUCUMOCTH OT CHCTEMbI OPI'aHOB,
HamOoJIee BOBJICYCHHON B MATOJOTHYECKHUI MPOIECC: MOHOTEHHBIE 3a00JIeBaHUS
HEPBHOM, NBIXaTEIbHOU, CEPACYHO-COCYIUCTON CUCTEM, KOXKH, OPTaHOB 3PEHU,
TICUXWYECKUE, SHIOKPUHHBIC U TaK Jayee.

Tperbsi k1accuuKamusi OCHOBLIBACTCS HA NAMO2EHEMUYeCKOM NPUHYU-
ne. CoriacHo Kiaccu(uKamyu BCe MOHOTEHHBIE 0OJIE3HN MOYKHO Pa3fieiuTh Ha:

® HaCJIeACTBEHHbIE 00JIE€3HN OOMEHA BEILIECTB,

® MOHOTE€HHBIE CUHIPOMBI MHO>KECTBEHHBIX BPOKJICHHBIX ITOPOKOB pa3-
BHUTHS

® KOMOWHHPOBAaHHBIE (POPMBI.
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PaccmoTpuM HekoTOpble Hambosee pacnpOCTPAHEHHBIE MPUMEPHI Pa3HBIX
TUTIOB T€HHBIX O0JIe3HEH.

bone3nu ¢ aymocomno-0omunanmuslm munom HAc1e008aHUs

Axonoponnazusa — reHHoe 3a00JIeBaHUE C ayTOCOMHO-IOMUHAHTHBIM THIIOM
HacJle/IoBaHUsl, 00YCIOBJICHHOE HApYIIEHUSIMU aKTUBHOCTU (pepMEHTa, MPUBO/IS-
11ee K HapyIIEHUIO POCTa XPSILIEBON TKaHU B SMH(H3axX TPyOUaThIX KOCTEH).

bone3nv Mapgpana — 310 Hacne1CTBEHHOE 3a00JI€BAHNE, XapaKTEPU3YIOILIE-
ecsl CUCTEMHBIM MOPaKEHUEM COEIMHUTENbHON TKaHu. B pa3Butuu sToro 3aboe-
BaHMs OTMEYaeTcs MOpakeHHe dIacTuHa U KojutareHa. OHO BhIpakaeTcs B Hapy-
IIEHUN BHYTPH- U MEXKMOJIEKYISIPHBIX CBSI3€H B 3THX CTpyKTypax. [y GombHBIX
TUIMUYHBI BBICOKHI POCT, JUIMHHBIE (MTayKOOOpas3HbIe) Majblibl, BOPOHKOOOpa3Has
WIN KWIEBWAHAS TpyJHas KJeTKa, riockoctonue. MHorna BeTpeydaroTest OepeH-
HbIE U MTAXOBbIE TPHIKH, THITOIJIA3HsI MBI U ITOJKOKHOM KJIETYATKH, MbIILICUHAs]
runiotoHusi. [Ipu oOcnenoBaHNU BBISBISAIOTCS BPOXKACHHBIE MMOPOKH CEPALA, a C
BO3pacTOM pa3BUBACTCS PAacCIauBAIOIIAsCs aHEBpU3Ma aopThl. 3pEHHE y TAKUX
OOJIHBIX CHMXKEHO, P OCMOTPE BBISBIISECTCSI MUOIUS, OTCJIONWKA CETYaTKH, Kara-
pakTa, Kocoriasue. B mMoue onpenensercs MOBBILIEHHOE KOJIUYECTBO MYKOIMOJIU-
Caxapu/IoB U MX COCTaBHBIX YaCTeW, KOTOPbIE UIPAIOT BaXKHYIO POJb B (POPMUPO-
BaHMM KOJUTareHa M AJACTUYECKUX BOJIOKOH. JIeueHune MpOBOST TOJIBKO CHMIITO-
MaTudeckoe. 3HaYUTeNbHbIC JeopMaIiy rpyIHON KIETKH TPeOyIOT OepaTuBHO-
TO JICYCHHUs, YTO CIIOCOOCTBYET JydilieMy (DYHKIIMOHHPOBAHHUIO CEpAIa, a TaKKe
yIY4IIEHUIO OOIIETr0 CaMOUyBCTBUS, TTOKA3aTENeH AIMEKTPOKAPIMOTPaMMBI.

Henpogpuopomamos (6one3nv Pexnuneayzena) Obul omucan B 1882 T.
Bcerpeuaercs ¢ yactoroit 1:3300 HOBOPOXAEHHBIX MOHOTE€HHBIX 3a00s1eBaHui. 13-
BECTHO CceMb Hozosiormueckux (opm Heripodudpomaroza (HD), cpean KoTopbix
H®-1 (nepudepuueckuit Hetipopubpomaros) 3aHUMAET BEyIIEE MECTO.

DT0 0JJHO U3 HauboJIee YacTO BCTPEUAIOIIMXCSI MOHOTEHHBIX 3a00JIeBaHUM.
B nactosiiee Bpems moApoOHO M3ydeHa €ro NeHeTMKa W KIMHUYEeCKas KapTHHA.
['en HO-1 momHocThiO pacmmdpoBaH, B HeM oOHapyxkeHo Oosee 100 mytarmii
(TpaHCcIIOKaluy, JeNeH, BCTaBKH, TOUKOBbIE 3aMEHbI), PacloiokeH OH Ha 17-i
xpomocome. bornee monoBuHbI ciy4yaeB 3a00J1€BaHUs SIBIISIIOTCS pe3yIbTaTOM HO-
BBIX MYTALIHM.

D10 3a00JIeBaHUE MPOSBISACTCS C POXKICHHUSA WM B MEPBOM JICCATUICTUH
XKHU3HA 00pa3oBaHMEM Ha KOKE MMUTMEHTHBIX MATEH THUTIA «KO(E ¢ MOTOKOM, YHC-
JI0 ¥ pa3Mep KOTOPHIX MOCTENEeHHO HapacTaeT. Dopma MATEH OBalbHAas, pacroia-
ratoTcsi OOBIYHO OHHM Ha 3aKPBITHIX YYaCTKaxX KOXKH — Ha TPYyIH, CIIMHE, KUBOTE
(mate u Oonee nATeH auamerpoM oT 0,5 cM y peOeHka U 1IecTh U OoJiee MATEH
JUaMETPOM OT 1,5 cM y B3pOCIOro Mo3BOJIAIOT TymaTh 0 fuarHoze HD).

C BO3pacToM y OOJILHBIX Ha KOXKE TMOSIBIISIOTCS MEJIKHE OMyXOJH (Helpo-
(GbuOpOMBI) — OT €IUHUYHBIX O HECKOJbKHX COTEH. OHU MOTYT JIOKAJTM30BaThCS
MOBCIOZY, B TOM YHCJIE U Ha CIM3UCTBIX 00O0JIOYKAaX POTOBOM MOJOCTU U SI3BIKA.
Onwucanbl manueHTs ¢ yrciaoM Heiipopudpom 1o 10000 u 6omee. HeiipodhuOpomsr
NPEACTABISIIOT COOOW MSTKUE Y3€JKH, MPU HA/JaBIMBaHUM KakK Obl MpPOBaIMBAIO-
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HIMECS B KOXKY - CUMIITOM «KHOMKH 3BOHKa». [10IKOXKHBIE y3€JIKH pacnoiaratoTcs
M0 XOYy HEPBHBIX CTBOJIOB (OKPYTJIble OYCHUHKH TUaMETpOM 1-2 cM, MOJBUXKHbBIE,
HE TMPUKPEIUICHHbIE K KOXeE). Y HEKOTOPbIX OOJBbHBIX pa3BUBAIOTCA AUPPY3HbIE
MaCCHBHBIE OITyXOJIeBUHbIE 00pa3oBaHusl. [loutn y Bcex OOJIbHBIX HAOIIOJAIOTCS
U3MEHEHHsI KOCTHOM CHCTEMBI — KH(03, CKOJMO3. BECHYIIIKM B TOJMBIIIICYHBIX U
MAXOBbIX CKJIaJIKaX, MSITHUCTAsI TUIIEPIIUTMEHTAIUS KOXKU BEpXHEW 4acTu Tpyau U
IIPOMEKHOCTH OTHOCATCS TAKXKE K YaCTBIM CUMIITOMaM 3TOro 3adosieBanus. B ps-
JI€ CIIy4aeB, PEAKO B JETCKOM BO3pPAcTe BO3MOKHO O3JI0KAYECTBICHUE OITyXOJIEH.

3arpyanenus B o0ydeHnn HabOmonatorest y 30% OoMbHBIX. YMCTBEHHAs OT-
CTaJIOCTh HE TIy0OKas ¥ HE MPOrPECCUPYIOILAsI.

Xopesa I'enmunecmona BCTpEYaeTCs ¢ 4acTOTOM OT 2-3 10 6-7 cilyyaeB Ha
100 000. Briepsbie 3a0oneBanue ObU10 onucaHo B 1872 . CuuTaroT, 4TO B OCHOBE
€ro JIeKaT rpyoble HAPYIICHHUSI OKUCIIUTENILHOTO MeTabom3Ma. My>KuuHbI 00JIEI0T
HECKOJIBKO Yallle >KCHIIMH. ['eH, OTBETCTBEHHBbIN 32 BO3HUKHOBEHHUE XOpeu | 'eH-
TUHITOHA, KAPTUPOBAH B KOPOTKOM IuIey€e 4-if XpOMOCOMBL.

Hauano 3a0oneBanust noznnee, B Bo3pacte 30 ser u crapiie. Pa3puBaercs
cnaboymue, MHOT/Ia BO3HUKAIOT TJUTIOIUHAIINY, Jeripeccuu, Open. Habmronaercs
HapacTaHWE HEYCTOWYMBOCTH BHUMAHUS, HEIMOCIEI0BATEIbHOCTh MBIILICHUS,
OCKyzieHue peun. BrocnenctBuu oOHapykuBaeTcsi aTpodusi Mo3ra. XapakTepHBI
HEMPOU3BOJIbHBIE IBUKEHUS] KOHEYHOCTEH.

Hacneocmeennutiit. mukpocghepoyumos (ceMeitHasi reMoJIuTU4ecKas aHe-
musi Munkosckoro-Illoddapa). 3a6oneBanre 00yCcIOBIECHO FTeHETHYECKUM JIe(eK-
TOM 3PUTPOLIUTOB — BPOXKJIEHHOM HEAOCTATOYHOCTHIO JIMIUAOB OOOJIOYKH. DTO
IIPUBOJUT K NPOHUKHOBEHUIO B KIIETKY MOHOB Hartpus U norepe AT®. M3menen-
HBIE SPUTPOLIUTHI Pa3PYLIAIOTCS B CEJIE3EHKE, B PE3yJIbTaTe Yero MPOUCXOAUT 00-
pa3oBaHKE TOKCUYECKOTO HempsiMoro OmmupyOrHa. 3aboeBaHue XapaKTepu3yeTcs
TPUAION CHHJIPOMOB: aHEMMUSI, KENTYXA U CIUICHOMETAJTHSI.

Henepenocumocmp 1axmo3vl — 3T0 HACIIEACTBEHHOE 3a00JI€BaHUE, CBA3aH-
HO€ C OTCYTCTBHEM WJIM CHWKCHHEM aKTUBHOCTH (hepMEHTA JIAKTa3bl, PACIICTLIS-
IOLLIEW MOJIOYHBIM caxap A0 IVIFOKO3bl M TaJlakTo3bl. HermaponuszoBanHas JiakTosa
MIOYTH HE BCACBIBAETCSA M YCKOPSIET MEPUCTAIbTUKY KUIIEYHHUKA. [Ipu nakTa3zHoit
HEI0CTATOYHOCTU TOHKOW KHILIKH C TIEPBBIX JHEH KU3HU Y peOeHKa HaOIr01aeTCs
YIOpPHOE TOCIabiieHne CTysa, OECTIOKOMCTBO (KOJMKH), CPhITMBaHUE, 00€3BOXKU-
BaHUE, OTCYTCTBUE MPUOABKKU B Macce Tena. B KpoBH 0TMEUarOTCs 3HAUUTEIbHbIE
AJIEKTPOJIMTHBIC HAPYIIIEHUS (CHUKEHUE YPOBHEU KaJIusl, HATPUSI, KAJIbITUS ).

HenepenocumocTs nakto3bl BeTpeuaercss y 15% 300poBbIX AeTeid, a npu
pa3IMYHBIX XPOHUYECKUX 3a00JieBaHUSX MuuIeBapuTenbHOro tpakta y 40-78%.
JledeOHBIE MEPOIIPUATHS CBS3aHBI C CUMIITOMATHYCCKON Tepanmuei (JIMKBUAIHIS
00€3BOKMBaHUS), a TAKXKE MEPEBOJIOM pebeHKa Ha OE3MOJIOYHOE BCKAPMIIMBAHHE
(IleTcKre CMECH, MPUTOTOBIIEHHBIE HA OCHOBE COM).

OcoOble TPYAHOCTH Uil JUArHOCTUKU MPEACTaBIsIeT OOJIe3Hb B MEPUOJE
HOBOPOXIEHHOCTH. Il AMarHOCTUKH UCIIOJIB3YIOT UCCIIENOBAHNE KPOBH.
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Muomonuueckan oucmpogua (MJ1) — 6onesns lllTelinepra, quCTpO-
¢buueckas muotronus. MJl — MHOrocucTeMHoe 3a00JIeBaHUE, XapaKTEPHU3YIO-
nieecsi CUJILHO BapuabesbHOM dKcpeccuelt reHa (KIMHUYECKUM ToJMMopdu3-
MOM) y 00OMX TOJIOB MO Hauyaly 3a00J€BaHUS U TSAKECTU TeueHUs. | aBHbIE
KJIIMHUYECKUE MPOSBICHUS: MUOTOHUS, MBIIIIEYHAs! cIab0CTh, KaTapakThl, Cep-
JIeYHBIC ApUTMUH, 0OJIBICEHUE CO JI0a, HapyIIeHHAs TOJEPAHTHOCTH K TIIFOKO3E,
YMCTBEHHAsI OTCTAIOCTh.

MpIiedHbIe Cy0pOTH BEIPAXKEHBI OCOOCHHO Ha PYKaX, YEIFOCTSX, S3bIKE
(B Buae pubdpumnsuuu). Hapsiny ¢ MHOTOHMEH OTMEYaeTcsl MOCTENEHHO YCH-
JIMBAIOIIASICS MBITIIEYHAs! CJIA00CTh B CBSI3U C JICTCHEPAIMEH OTEYHBIX MBIIICY-
HBIX KJIETOK U aTpodueit BOJIOKOH. MUOTOHHS W MBITIIEYHAs CJIa00CTh y Mallu-
€HTOB COUYETAIOTCSl C HAPYIICHUEM peuu U TioTanus. B mepByto ouepens B ma-
TOJIOTUYECKHUI MPOIECC BOBIEKAIOTCS JUIEBbIC M BUCOUYHBIC MBIIIIIBI (CTATyC
MHOMATUYECKOT0 JIMIA), 3aT€M - HIEHHBIE, TUICUYEeBbIC, OCIPEHHBIC MBIIIIBI (OT
MIPOKCUMAJIBHOTO HANPaBJICHUS K JUCTATILHOMY).

Hapsity ¢ HepBHO-MbIIIEYHBIMU cuMITOMamMu Tipu MJ] orMmewaroTcs kata-
pakThl (OYEHb PAHHUN CUMIITOM), TUTIOTOHAIU3M (aTpoduisi CEMEHHUKOB), aMEHO-
pesi, AMCMEHOopesi, KUCThI SIMYHUKA, OOJIBICEHHE CO J10a (OCOOCHHO y MY>KYHH), U3-
MEHEHHS TIPOBOJIMMOCTH CEpAlla C apuTMHUEH, a0IOMHHAIBHBIE CHMIITOMBI (Ha
TIOYBE XOJIITHA3A), TIPOTPECCUPYIOITAasi YMCTBEHHAS! OTCTAJIOCTb.

TspkecTh KIMHUYECKHUX TPOSBICHUA OYEHb CHUJIBHO Pa3IMuacTCs Take B
Ipeziesax OTHOM CEMBH.

MJI xapakrepu3yeTcsi BapbUPYIOIIUM HayajioM 3a00JeBaHUsA: OT MpeHa-
TanbHOrO nepuosa 10 50-60 net. Paznuuarotr 4 Gopmbl 0 BO3PACTHOMY ITHUKY)
Hayvajia 3a00JIeBaHMS: BpOXKJICHHAs1, FOHOIECKas1, kiraccudeckas (20-30 ser) u Mu-
HuManbHas (50-60 ner).

Cwmeptb ipu M/J] HacTynaet B Bo3pacte 50-60 jert (mpu kimaccuueckoi (op-
Me) KaK CJIC/ICTBUE THEBMOHHH, CEPACUHBIX OCIOKHEHUHN WU IPYTUX UHTEPKYP-
peHTHBIX 3a00seBanuii. Pacnpoctpanenocts M/] orenBatot kak 1:10000.

bone3nu ¢ aymocomno-peyeccuenvim munom Hac1e008anus

Yamie Bcero BEpOATHOCTh HACJIEAOBaHUSA OOJIE3HM ayTOCOMHO-pe-
IICCCUBHOTO THUIA cOCTaBIIsIeT 25%, Tak KakK BCJIEACTBHUE TSKECTH 3a00JICBa-
HUS 00JIbHBIC JTMOO HE JOKMBAIOT A0 JAETOPOJHOIO BO3pacTa, Ju00 HE BCTY-
MaroT B Opak.

Denunxemonypusa (OPKY, penunnupoBuHorpaganas onurodppeHusi, 00jae3Hb
®dennuara). 1o 3a00JieBaHUe 00YCIOBICHO OMOXMMHUYECKUM Je(EeKTOM mpeBpa-
IIICHUSI aMUHOKHUCIIOTHI (peHmMIanannaa. bruoxumudeckuii redexr cocrout B dep-
MEHTHOM OJIOKE HOPMAJILHOTO TIpeBpaiieHus (heHWIaTaHnHA B AMUHOKHUCIIOTY TH-
PO3HMH W3-3a HEIOCTAaTOYHOCTH (pepMeHTa (heHMITaTaHUHTHIpOKCcHIa3bl. Komude-
CTBO (peHMJIAJITaHWHA B OPTaHM3ME HAKAIUTMBACTCS M KOHIICHTPAIUS €T0 B KPOBH
yBenmuuBaercs B 10-100 pa3. [lanee on npeBpariaercs B (PeHUIMUPOBHHOTPATHYTO
KUCJIOTY, SIBJISTFOIILYFOCS] HEHPOTPOITHBIM SIJTOM.
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Hakonnienne gpennnanaHnHa B OpraHu3Me UJIET MOCTENEHHO U KIIMHUYecKast
KapTHHA Pa3BUBACTCS MEJICHHO. B mepBOM MOIYro K KU3HU y peOeHKa ObIBAIOT
CPBITMBaHUS, MOTYT Pa3BHBATLCS JEPMATUTBI U CyJIOpOKHBIE npunaaku. Cyno-
POKHBINM CHHIPOM pa3BUBAETCA IO THUITY Mol snwiencuu. B mocneayromiem co-
MaTHYECKOE Pa3BUTHE peOCHKA MaJIO CTPAJaeT, HO MCUXUYECKOE pa3BUTHE, MOTO-
pHuKa Bce 00JbIle OTCTAOT WK AerpaaupytoT. Tombko 0,5% O0MbHBIX COXPaHSIOT
HOPMAJTbHBIA UHTEIUIEKT. B XapakTepe BBISIBIISCTCS UMITYJILCHBHOCTD, pe3Kast BO3-
OyIMMOCTb, CKIIOHHOCTb K arpeCCHH.

[TouTtn Bce Aetr OIOHAUHBI C TOMYObIME Ti1a3amMu. C MOYOM M TIOTOM BBIZIE-
JISTFOTCSI TIPOTYKTHI 0OMeHa (heHmTanannHa ((eHIWTYKCYCHAsi KUCIIOTa) U OT peOCH-
Ka UCXOAWT HENPUSATHBIN 3amax («MBIIIUHBINY, «BOIUYUI, «3aTXJbliy). YactoTa
3TOrO 3a00JIeBaHus cocTaBisieT 1 Ha 5600 HOBOPOKICHHBIX.

Uckmrouenne u3 nutaHus (EeHWIATAHWHA C TMEPBBIX MECSIEB JKU3HU
CIIOCOOCTBYET HOpPMaJIbHOMY pa3BUTHIO peOeHka. B Hacrosiiee Bpems Bce
HOBOPOXKICHHBIE 00CIEYIOTCS Ha ypOBEHb (heHUTAIaHUHA B KPOBU: ISl ATO-
ro HECKOJIBKO Kareiab KpPOBH Ha (GUIBTPOBAIBHON OyMare mochuiatoT B J1abo-
paTopuio, Tl ¢ MOMOIIBI0 XpoMaTorpaduuecKoro METoAa OMpPEACSIOT CO-
JepKaHUe TaHHOW aMUHOKHUCIIOTHI.

Pexe ucnonb3yercs npoda demnunra: K 2-5 M cBexeil Moun pedeHKa J10-
oapisiroT 10 xamens 10% pactBopa TpexxiopucTtoro skesnes3a. llosBrienue cune-
3€JICHOr0 OKpAaIlIMBaHUs CBUACTEIBCTBYET O HAJIMYMM 3a00J€BaHUS M PEeOCHOK
JOJKEH OBITh O00CIEAOBaH KOJIMYECTBEHHBIMH METOJAMU JUISl YCTAHOBJICHUS
OKOHYATEJIbHOTO IMarHo3a.

Mykosucyuoo3 (xuctopuOpo3 MoJHKEITYJI0YHON Keae3bl) — ITO HACJIEI-
CTBEHHOE 3a00JIeBaHUE, MPUUYUHON KOTOPOTO SIBJISIETCS HAPYIIEHUE CEKPETOP-
HOM ()YHKIIMM BCEX DHIOKPUHHBIX JKEJI€3, BhIPAKAIOIIEECs B MOBBIIIIEHUN BsI3-
KocTu cekpeta. YactoTa 3a6071€Ba€MOCTH MO JIAaHHBIM PA3JIMYHBIX aBTOPOB OT 1
3 2000 mo 1 u3 2500. BeigensroT cieayromue OCHOBHBIE KIMHHYECKHE (hop-
MBI 3200JI€BaHUS

1) y HOBOPOJKI€HHBIX;

2) OpoHxoserounasi (popmMa ¢ pasBUTHEM XPOHHUECKOIO BOCIAIUTEIHHOTO
npoliecca v moTeper Macchl Tena,;

3) ey nouHO-KUIIeYHas (hopma ¢ pa3BUTHEM qucTpoduy;

4) cMenianHas dopma.

Cpenun Bcex cCilydaeB MYKOBHCIIM03a Y HOBOPOXKIEHHBIX COCTaBISIET S-
10%. B mpocBeT KuilleyHuKa Majio TIOCTYTMaeT TPUIICMHA U MEKOHUH He Mo IBepra-
eTcst (hepMEHTATUBHOMY BO3JICHCTBUIO, B PE3YyJbTaTe YE€TO0 OH CTAHOBUTCS OYCHD
BSI3KMM, YaCTO CKAIUTMBAETCS ¥ TIPMJIMITAET K CTCHKaM KHUIIeYHUKa. Y peOeHKa mo-
Clie POKICHHSI TIOSIBIIIETCS] PBOTA C YKEITUYBIO, B3AYTHE KUBOTA, OTCYTCTBHE BhIJIC-
JICHUS TIEPBOPOTHOTO Kajia, MOKET MPOU30NTH 3aBOPOT KHIIIEYHUKA.

[Tpu neuennn 31O (HOPMBI MyKOBHCIIHI03a TTPUMEHSIOT TTAHKPEATHUECKUE
(dbepMeHThI, Ha3HAYAIOT OYUCTUTENHLHBIC KIM3MbI, a TIPU 3aBOPOTE KUIIICUHUKA —
OIEPaTUBHOE JICUCHUE.
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Bponxosnerounas ¢popma MyKOBUCIMI03a MPOSIBIISETCS] IOBTOPHBIMU 3200-
JIEBaHUSIMHU JIETKUX, TPYIHO MOJIAOIIMMHUCS JiedeHuto. [Ipu 3toit popme Hepenko
y pebeHka pa3BuBaerca auctpodus. Hapsy ¢ mopakeHHMEM JIETKUX HMEEeTCs
HapylUIeHNE TIEPEBAPUBAOLLEH CITOCOOHOCTH MOIKETY0OYHOM Kee3bl. B kane 00-
HapyXUBAETCsl HEUTPaAIIbHBII KUP, CTYJ 1 OOMIIBHBIN C HETIPUSITHBIM 3aI1aXOM.

[pu xemynouHO-KHIIeuHON (hopMe HapyIIaeTcs MepeBapuBaroiias crnocoo-
HOCTH (DEpMEHTOB MOKEITYTI0OUHOM KeNe3bl U kuiiedHuka. [lotpedaenue 0ombiio-
IO KOJMYECTBA MUIIM C JOCTATOYHBIM KOJIMYECTBOM OEJIKOB, JIMITHJIOB, YIJIEBOIOB
¥ BUTAMHHOB HE JIMKBUIUPYET HUCTPO(durio. Y OOIBHBIX MYKOBHUCIHIO30M MOTYT
OBITh U HENOCTOSIHHBIE CUMIITOMBI: CEPO-KOPUYHEBAsI OKpacKa 3y00B, HEITPHUSITHBIM
3amax u30 pTa, JUIMTEIbHbIE OO B BEPXHEH MOJIOBUHE KMBOTA, BBINAJCHUE TPS-
MO KHIIKH, OTEKH, TIOPAKEHUE ITE€YEHH, CUHYCHUTBHI.

Jleyenne cumnromarnyeckoe. Ha3Hagaror auery, 0OOraieHHyo OeIKoM U
HaTpHueM, ¢ orpaHuueHreM JMnuaoB. C 3aMeCTUTENbHON LENbI0 Ha3HAvYaloT (ep-
MEHTHBIE MpenapaThl MOHKETYI0UHON JKeJe3bl (TaHKPEaTUH M €ro aHaJoru), MH-
11y [OACaINBAIOT.

I'nukozenosasn 601e31b. XapaKTepHON OCOOEHHOCTBIO ATOTO 3a00JIEBaHUS
SBIISIETCS HApYyILLIEHUE ITPOLIECCOB, CBA3AHHBIX C CUHTE30M M Pa3JI0OKEHUEM INIHKO-
reHa (>KMBOTHOTO KpaxMmaina). B Hopme oOpa3yromuiicst U3 TIIFOKO3bI TJIMKOTEH NPy
TOJIOJAHUU JIOJKEH CHOBA MPEBPATUTHCS B INIFOKO3Y M TOJIBKO B 3TOM BHUJIE€ Opra-
HU3M YEJIOBEKa MOXET MCHOJb30BATh YIVIEBOABI JUISl Apyrux uenel. Pasmuuaror
HECKOJIbKO TUIIOB TJTUKOT€HO30B.

llepsviii mun riukoreHo3a — Oosie3Hb I'mpke. [lpu sTOoM 3a0o0sieBaHUU
HAKOMMBILMICS TJIMKOTEH B TIEYEHH U MOYKAaX HE MOXKET 0OpaTHO MPEBPATUTHCS B
IJIIOKO3y U B OPraHU3ME pPa3BHUBAETCSl TMIIOIVIMKEMUS, TaK KaK B IIEUYEHU OTCYT-
CTByeT (DepMeHT TIIr0K030-6-(pocdaTaza, KOTOpas UrpaeT BaXKHYIO POJIb B PETYJIsi-
LIUU YPOBHS [NIFOKO3bI B KPOBHU.

B paznnunble BO3pacTHbIE EPUO/bl KIMHUUYECKast KapTuHa Oone3nu ['upke
HEOIMHAKOBA.

B nepuosl HOBOPOKIEHHOCTH OCHOBHBIMH CHUMITOMAamH SIBJISIFOTCSI THIIO-
ITIMKEMUYECKHE CYAOPOTM M TernaroMeraivs. 3aJep)Kka pocTa HauyMHAaeT OTMe-
yarbes ¢ 1-To roja ®u3HU. XapaKTepeH BHEIIHUI BUT OOJIbHBIX: OOJIbIlAsk TOJI0BA,
«KYKOJIbHOE» JINJI0, KOPOTKasl Ilesl, BEICTYNAIOIINN KUBOT. YPOBEHb TJIIOKO3bI B
KPOBH MOYTH BCET/la HUKE HOPMBI, a JIMIUAOB U MOJIOYHOM KHUCIIOTHI yBEJTUYEH.
Ha nouBe rumorivkeMuu OTMEUYaroTcsi OOMOPOUYHBIE COCTOSIHUSI WM CYJIOpPOTH.
YMCTBEHHOE pa3BUTHUE MOYTU HE U3MEHSIETCS, TTOJI0BOE — 3a/iep kuBaeTcs. B kpoBu
MOBBIIIAETCS YPOBEHb MOUYEBOM KHUCIIOTHI M MOCHE IMyOepTaTHOTO MEPHOAAa MOTYT
HaOTI0IaThCsl MPU3HAKH MTOJArphl.

Jlnarno3 MOATBEP)KIAIOT IOCTE MCCIEAOBaHMsS OMOICHIHOrO MaTtepuaia
MICYEHHU.

B neuebHOM 1utaHe 0oJbILIOE 3HAYEHUE YIENAIOT JueTroTepanuu. Yactoty
NPUEMOB MUILK HEOOXOAMMO YBEIUYUTH JUISl TIPEIYNPERKICHHUS BbIPAKEHHON T'H-
NOMIMKEMUU. B 3THX e 1eNsX MOBBIIIAIOT KOJIMYECTBO YIIIEBOAOB B auere. XKup
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OrpaHUYMBAIOT, OEJTKM HAa3HAYalOT B COOTBETCTBHU C BO3PACTHOM HOpMOIl. Jleue-
HUE [IFOKarOHOM HECKOJIBKO YTYUIIIaeT MPOTHO3 3a00JICBaHMUS.

Bmopoii mun rnukorenos3a, uinu 6one3np Ilomme, cambiii HeGnaronpusr-
HbIA. HakorsieHne rimkoreHa npoucXoUT HE TOIBKO B MIEYEHHU, HO U B CKEJIETHBIX
MBIIIIAX, MUOKapJE, JIETKUX, CENE3CHKE, HAAMOYEYHHKAX, CTEHKaX COCYJIOB,
HEHUPOHAaX.

Y HOBOPOXIEHHBIX JETEH pa3Mepsl cepaua HopMaibHble. Cnycrs 1-2 me-
ciara y peOCHKa TOSBISIETCS MBIIICYHAsT CIa00CTh, TEPSIOTCS YK€ HWMEIOITHECs
JIBUTATENbHbIC HAaBBIKU. [Ipy KOpMIIEHHH U TUIaye OTMeuaeTcs iaHo3. B 3To Bpe-
Ms1 BBISIBIIFOTCS. MaKporjioccusi (Upe3MepHoe yBeJm4eHue si3bika). CyXOKUIbHbIE
pedIIeKChl UCYE3ar0T, TUIOTHOCTh MBIIII OCTAeTCs HOpMalbHOW. HakommBmmiics
CEKpET B JBIXaTEIbHBIX MyTAX MPUBOJUT K 3aTSHKHOMY TEYCHHUIO THEBMOHHH, a 3a-
TEM U K rudenu O0JIbHOTO.

JlnarHoctuka 3a0051€BaHMsI BO3MOYKHA €I1Ie /10 pOKIeHUs pebenka. J{ist aTo-
TO OIPEENAIOT aKTUBHOCTD CIIEU(UIECKUX (PEPMEHTOB B AMHUOTHYECKOM KU1~
KOCTH U €€ KJIETKaX.

T'anakmozemus — 310 3a00J€BaHUE XapaKTEPU3YETCs] HAKOIICHUEM B KPO-
BU TaJaKTO3bl U MPOSBIISIETCS OTCTABAaHUEM B (PM3UYECKOM M YMCTBEHHOM DPa3BU-
TUH, TSHKEIBIM MOPAXKEHUEM TEUEHU, HEPBHOM CUCTEMBI, TJIa3 U JAPYTUX OPTraHOB.
Yacrora naronoruu cocrasiser 1 u3 16000. ['amakro3a sBisgeTcs cocTaBHOW 4a-
CThIO MOJIOYHOTO caxapa JaKTO3bl, MPU THAPOJIU3E KOTOPOU B MUIEBAPUTEIHHOM
TpaKkTe 00pa3yroTCs IJII0K03a U rajlakTo3a. ['aakro3a TOPMO3UT BCACHIBAHUE TITHO-
KO3bI ¥ 3TUM CO3/a€T YIJIEBOJIHYIO Cpey B KulleuHuke. OHa HeoOxouMma J1Jisi MU-
SJIMHU3AIMKA HEPBHBIX BOJOKOH. OJIHAKO M30BITOUHBIE €€ KOJIMYECTBA JIsl Opra-
HU3Ma HEIIeJIeco00pa3Hbl, U TTOITOMY OHa MPEBPAIACTCS B TIIFOKO3Y C TTOMOIIBIO
dbepmenTa ranaktosa-1l-hochar-ypunun-rpanchepaspl. [Ipu HU3KOM aKTUBHOCTH
aTOro (hepMeHTa MPOUCXOAUT HAKOIUICHHE rajakTo3a-l-ocdara, KOTOpHIN OKa-
3bIBAET TOKCUYECKOE JICUCTBUE HA (DYHKIIUIO MIEYECHU, MO3Ta, XPYCTAJIMK TJIa3a.

Hauano 3a0oneBaHMsI MOMET MPOSIBIISATHCS C TEPBBIX JTHEM JKU3HU pac-
CTPOMCTBAMH THUIIEBAPEHUSI, UHTOKCHKAIMEeH (IOHOC, PBOTa, 00E3BOXKHBAHMUE),
pa3BuTHeM runorpoduu. [ledenp yBennuuBaeTcs, MpU MaIbIAIMK OHA TUIOTHAS,
MOSIBJISIETCS JKEJITyXa, HapacTalOT MPU3HAKU MEYCHOYHOM HeIoCcTaTodHoCcTH. O0-
HapyKUBAETCsl TIOMYTHEHUE XpYyCTalMKa TJa3a (katapakrta). [Ipu Tspkenom Tede-
HUU U 0€3 JICUEeHHUs JIeTH MOru0ar0T Ha MEPBOM 'Oy KM3HH, a MPU BCKPHITUU 00-
HapYKUBAIOT [IUPPO3 NIEYCHU. Y BBDKUBIIHUX OTMEUAETCS PE3KOe OTCTaBaHHE TICH-
XOMOTOPHOTO pa3BUTHsI, KaTapakTa. Hanbosee ToUHbIM METO/I0M AUArHOCTUKH Ta-
JIAKTO3EMHUH SIBJISIETCSl MCCIIEIOBAaHUE B JPUTPOIMTaX (PepMEHTOB TajakTo3a-1-
docdara u ramakrosa-1-pocharypununrpancdepassl, TaTakTO3bl B KPOBH U MOYE,
IJIe YPOBHU €€ YBEJIUYEHBI.

Hckimouenue U3 Nuiy Mojoka (MCTOYHMKA rajlakTo3bl) 1a€T BO3MOKHOCTD
HOPMAJILHO Pa3BUBATHCS OOJTHLHOMY PEOCHKY.

Hapymienne oOMeHa JMITUA0B MOKET MPOUCXOANTh HA YPOBHE pacIieriie-
HUS1, BCACBIBAHUS, TPAHCIIOPTA, a TAKXKE MPU MEKYTOUHOM oOMeHe. Brinernstor qBa
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OCHOBHBIX THIIA HACJIEJCTBEHHBIX HApYyILIEHUI 0OMEHa JIMITUAOB: 1) TMNIUI03bl WK
CUHrOMMNNA03bI - OO0JIE3HU, MPUBOMAAIIME K HAKOIUIEHUIO C(HUHTOIUIIMIOB B
KJIETKaX pa3HbIX TKaHeW (BHYTPUKIIETOYHBIC JIUITUI03b1); 2) O0JIE€3HU C HApYIIICHU-
€M JIMIIONPOTEUIOB, COJIEPKAIIUXCS B KPOBH.

Cpenu HacleICTBEHHBIX 3a00JIeBaHUM, MPUBOMASIIMX K HAKOILICHUIO
JUNUI0B BHYTPHU KIETOK, Hanbosiee n3ydeHsl O6oe3ub ['ome u amaBpoTHUe-
CKas UAUOTHS.

Boaesns N'omte. [Ipu 3T0M 3a06071€BaHUM B KJIETKaX HEPBHOM, PETHKYJIO3H-
JOTENUAbHON CUCTEMBI HaKaIIMBAIOTCs 1epedpo3uasl. B ocHoBe Oone3nu [omie
JeXKUT yTpaTa akTHUBHOCTH (pepMeHTa TIIOKOoLepeOpo3nIa3bl, MPUBOAALIAS K
HAKOIJICHUIO B KJIETKaX PETUKYJIO-3HAOTEMAIBHON CUCTEMBI MIIIOKOLIEpeOpo3na.

Boigensitor 3 knmuHnueckue Gopmel: B3pocias (80% Bcex citydaeB), MH(paH-
TuibHas (15%) u roBeHmwbHAs (5%). B KOCTHOM MO3re, Cele3eHKH HaXOAAT KpYTI-
Hble KIeTku [ omre. Hakornenue 1iepedpo3naoB B KJIETKaX HEPBHOW CUCTEMBI TPU-
BOJMT K UX Pa3pyILICHUIO.

JIeTCKuil THI MPOSIBISIETCS B MIEPBBIE MECALIBI )KM3HU 3aJCPHKKON YMCTBEH-
HOTO U (PU3UUYECKOTO PA3BUTHUSA, YBEIMUECHUEM KHBOTA, TICUEHU U CEJIC3€HKH, pa3-
BUTHEM JIbIXaTEIbHOM HEIOCTATOYHOCTH (MHMUIbTpAIMs JITKUX KieTkamu ['o-
11I€), TUMIEPTOHMEN MBI, HAOIIOAAIOTCS CYJJOPOTU U peOEHOK MOrudaeT Ha mep-
BOM IOy >KU3HH.

HOBenunbHAs opma mopakaeT AeTeil pa3IM4HbIX BO3PAcTOB, M 3a00seBa-
HH€ HOCUT XPOHUYECKUH XapaKkTep. B KIMHNYECKON KapTUHE OTMEYAIOTCS AHEMMUS,
MUTMEHTALUA KOKU (KOPUYHEBBIE TSITHA), IEpEoMbl U Aeopmanus kocteil. Pas-
BUTHE UMMYHOACPHUITUTHBIX COCTOSIHUM MTPUBOJIUT K CMEPTH.

Amaspomuueckan uouomusn (6one3np Tes-Cakca). 1o 3a001eBaHUE CBSI-
3aHO C PE3KUM YBEIMYEHUEM B KIIETKAX MO3ra, a TAK)KE MEUEHU U CEJIE3CHKH r'aH-
TJIMO3HJIOB M3-3a JeduiiMTa rekcozaMuHuIa3bl A B opranusme. Yactora maroso-
ruu coctapiisieT 1 u3 3600 HOBOPOKIECHHBIX.

ITpu poxknenuu u B niepBbie 3-4 Mecsla )KU3HU JIETU HE OTJIIMYAK0TCA OT 370-
POBBIX CBEPCTHHUKOB. 3a00JIeBaHUE Pa3BUBAETCS MEIUIEHHO, PEOCHOK CTAHOBHUTCS
MEHEE aKTUBHBIM, TEpseT MPUOOpPETEHHBIC HABBIKU. PaHO MOSBIAIOTCS paccTpou-
CTBa 3peHusl, ciayxa. [lcuxuyecknue U3MEHEeHUsl IPOrPECCUPYIOT BIUIOThH 10 MIUO-
TUU. Pa3BUBaeTCS TMMOTOHUSI MBI, BO3HUKAET Mapajivd KoHeuHocTed. Yacto
OBIBaIOT TOHUYECKUE CYIOPOTH.

JlnarHo3 OCHOBBIBAETCSI Ha OMPE/ICIICHUH TUIMYHBIX U3MEHEHUSX TJ1a3HOTO
nHa (aTpodusi COCKOB 3pUTENIbHBIX HEPBOB, BUIIIHEBO-KpacHOe ATHO). HecMoTps
Ha JIeueOHbIE MEPOIIPUSITHS, IPOTHO3 HEOIATONPUATHBIM.

OO6pazoBaHre KOPTUKOCTEPOUIOB UMEET CIIOKHBIN (hePMEHTATUBHBIN MyTh.
W3 xopbl HAAMIOYEYHUKOB BbIIeTIeHO Oosee 40 coeMHEeHNH, OJJHAKO B KPOBH TO-
CTyHaeT TOJbKO HECKOJIBKO TOPMOHOB: TMAPOKOPTH30H, aJIbAOCTEPOH, KOPTUKO-
CTE€POH U HEOOJIBIIIOE KOJIMYECTBO aHIPOr€HOB U 3cTporeHoB. Ha mpomexyTouHoM
MyTH 00pa30BaHUS KOPTHKOCTEPOHUIOB MOTYT BO3HHKATh pasivuHbIe (hepMeHTa-
TUBHBIC OJIOKH, YTO MIPUBOUT K PA3BUTHIO 3a00JICBAHHIA.
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Aodpenozenumanvuvtit cunopom (AI'C). PasBuBaeTcsi B pe3yibrare
HacleicTBeHHoro nedekra depMenTa 21-ruapokcusiasbl, TPUBOASIILEIO K Hapy-
HICHHI0O OMOCHHTE3a TOPMOHOB KOPBI HAJIIIOYEUHUKOB. PacnpocTpaHeHHOCTh MY-
TAHTHOTO Te€Ha B nomyysinuu coctaBisieT | Ha 500 HOBOPOXKIEHHBIX, MOITOMY
AI'C otHOcuTCs y rpynme 3a00JieBaHHUM, MOJUIEkKAIIUX MMPOCEUBAIOIICH AUArHO-
CTUKE Y HOBOpPOXIEHHBIX (puc. 30). B KIMHUYECKON KapTWHE BBIAETSIOT TPU
(OpMBI: CONBTEPSIONILYIO0, BUPWIBHYIO U (JOPMY C TUTIEPTEH3UEH.

Convimepaowas ¢opma pa3BUBacTCs B NEpBbIe Henlenu ku3Hu. [Ipossis-
eTcs OTKa30M peOdeHKa OT Ipy/iv, PBOTOM, @ MHOT/AA M YYalIeHHEM CTYJIa, YTO CIIO-
COOCTBYET 3HAUUTEIHLHOMY 00€3BOKMBaHUIO opranusMa. [Ipu sTom y pebeHka mo-
TYT Pa3BUTKCS CYAOPOIH, HAPYIIEHUE CEPJACUYHON NEATETBbHOCTH, YTO MPUBOIUT K
JeTalbHOMY HCxoy. JlaboparopHoe MCCieIOBaHHE CHIBOPOTKH KPOBU BBISBIISICT
TMIIOHATPUEMHIO, TUIOXJIOPEMHUIO M TUIEPKAIUEMHUIO. Y HOBOPOXKIEHHBIX JIEBO-
YeK OTMEYAeTCsl Pa3lInyHas CTENEeHb TUIEepTPodUr KIMTOpa JO IMOJHOTO CpacTa-
HUS TYOHO-MOIIIOHOYHBIX CKJIAJIOK C (JOPMHUPOBAHUEM MOIIIOHKH. BHyTpeHHUE mo-
JIOBBIE OpPTraHbl TAKUX OOJBHBIX CPOPMHUPOBAHBI IPABUIIHHO, KapuoThil — 46, XXVY
MaJbUMKOB OCHOBHBIM KJIMHUYECKHM CHMIITOMOM SIBIISIETCSA IPEXKIECBPEMEHHOE
II0JIOBOE Pa3BUTHE, 3aKPHITHE 30H POCTa SIU(H30B, B CBA3U C 4YeM OOJIbHBIE UMEIOT
HU3KUKA pocT. Bo Bcex cilydyasix OTMEYaeTcs MOBBIIEHUE B MOYE YpOBHS 17-
KerocTeponioB. Eciii TakuM OOJBHBIM HE OKa3bIBACTCSA NMpPaBUIIbHAS U CBOEBpE-
MEHHasl TeparneBTUYeCcKasi MOMOIb (BBEIECHUE THAPOKOPTU30HA, (DU3HOIOTMYECKO-
r'O pacTBOpa), To 3a00JIEBAaHUE 3AKAHUYUBAETCSI CMEPTHIO.

Ha BckpbITHHM, TOMHMO OOILErO UCTOIIEHUS, 00E3BOKUBAHUS, Crienuduy-
HBIM SIBJIICTCS OOHAPY)KEHUE YBETUYCHHBIX HAIIOUYEYHUKOB.

Bupunvuaa gopma AI'C pazBuBaeTcsi BCIEACTBHE M30BITOYHOTO 00pa3oBa-
HUSl aHJIPOTEHOB IPHU HEAOCTAaTKE TMAPOKOPTH30HA. 3HAYUTEIBHOE YBEIMYCHHE
KIIUTOPA, TOJIOBOTO YJIEHA, OBOJIOCEHUE MO MY>KCKOMY THUITY XapaKTEpU3YIOT 3Ty
dbopmy AI'C, koTopasi MOkeT HAOMIOAAThCA Y JETe MIIAIIIET0 U JOUIKOJILHOTO
Bo3pacta. VICTUHHOE TOJIOBOE PA3BUTHE 3aJI€P/KUBACTCS, TAK KAK aHAPOTCHHBIC
TOPMOHBI TOPMO3SIT CEKPELIMIO TOHA/IO0 TPOIIMHA TUMO(U30M U MOJIOBBIE JKEJIe3bI HE
pa3BUBAIOTCSL.

T'unepmonuyeckas ¢oopma UMeEET TaKyIO K€ KIIMHUYECKYIO KapTUHY, KaK U
BUPUJIbHAS, HO COMPOBOXAAETCS YBEIMUEHUEM apTePUATILHOTO JABJICHUS, THIIEp-
Tpoduel 1eBOro keily104uka, 4TO BEAET B MOCIEIYIOIEM K M3MEHEHHIO B COCYaXx,
MOPAXKEHUIO TTOYEK.

T'unomupeo3 — 310 3aboneBaHue, 00yCIOBICHHOE MOHMKEHUEM (DYHKIUH
HIMTOBUIHOM skere3bl. OHO MOXKET Pa3BUTHCS BCIEICTBUE MOPAKEHUS IIUTOBHI-
HOM JKeJIe3bl — MEePBUYHBIA TUTIOTUPEO3, TOPAKEHUS TUTIOTAIAMO-TUIO(U3apHON
00J1acTH, peryupyroIIel THPEOUIHYIO (DYHKITNIO, — BTOPUYHBIN THIIOTHPEO3. | u-
MOTHUPEO3 MOXKET OBITH KaK BPOK/ICHHBIN, TaK U PUOOPETEHHBIM.

Ilepsuunviti 8podicOeHHbIl 2unomupeo3 4Yalme BO3HUKAET B PE3YJbTaTe
BHYTPUYTPOOHOTO MOPOKA Pa3BUTHS IMUTOBHUIHOM KeJe3bl (ariasusi, TUIOTLIA3Hs
U JIp.) WM U3-32 TEHETUYECKOTO JIeheKTa B CHHTE3€ TUPEOUTHBIX TOPMOHOB.
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BonbHbIe neTu poxaaioTcs ¢ OOJBIION MAacCod Tena, YTO CBA3AHO C OTEKOM
TkaHell. [locne poxxaeHus y peOeHKa IIUTEIbHO AEpKUTCS Kentyxa. OHU TUI0XO
pacTyT U UMEIOT MaJIyl0 MPUOABKY MaccChl TeNa, OTCTAlOT B HEPBHO-TICUXUYECKOM
pa3BuUTHH, OTMeuaroTcs 3anopbl. Koxka mpu runotupeose cyxasi, OienHas, Imemny-
HIaIascs, X0J0IHasl Ha OIIylb. YacToTa CepACUHBbIX COKPAILCHUN HUKE HOPMBI,
TPaHMIIBI CEep/Ila PACIIUPEHbl. Y MHOTUX OOJIBHBIX UMEETCS] CHCTOIMUYECKHM IIyM.
OTtmeuaroTcst rpyOblid TOJIOC U CKYJHBIA POCT BOJIOC HA TojioBe. PeHTreHonoruye-
CKO€ UCCJIEIOBAaHUE KOCTEH 3aIlsICThsI BBISBIISIET OTCTAaBaHHE KOCTHOT'O BO3pacTa.

JUI TUarHOCTUKY KCHOJB3YIOT HCCIEIOBAaHHE B KPOBU TOPMOHOB IIKTO-
BUJTHOM KeJie3bl (TUPOKCHHA U TPUHOJATUPOHUHA), a TaKXKE TUPEOTPOIHOTO Top-
MOHA TUTIO(H3a.

['unotupeo3 MOXKeET ObITh M Y B3pOCHbIX JHOAEH, KIMHUYECKUMHU TIPOsBIIE-
HUSIMUA KOTOPOTO CIIy>KaT 3aTOPMOKEHHOCTh, TMIIOIMHAMUS, OJI€THOCTb, CYyXOCTh U
OTE€YHOCTh KOXKU, OpajuKapusi, CHIDKEHUE TeMIepaTyphbl Teja, apTepHalbHOrO
nasienusi. [locne mHbekui, OXJIaXIeHus, MprUeMa CHOTBOPHBIX IpEnapaToB U
MIPOBEJICHUSI OMNEPATUBHBIX BMEIIATEIIBCTB MOXET PAa3BUTHCS TUIIOTUPEOUIHAS
(MHUKCEMaTO3Has) KOMa.

JleueHne runoTHpeo3a MPOBOAAT C NOMOIIBIO 3aMECTUTEIILHOM Teparvu
npernaparaMmu IUTOBUIHOM JKeJe3bl, HAUMHAS C MaJIbIX J103.

IIpn cBOEBpEMEHHOW IWArHOCTUKE W aJEKBAaTHOW TEPANWW ITPOTHO3 JUIS
OOJIBHBIX C TUIIOTUPEO30M OJIarOnpHUsITHBIM.

bone3nu ¢ X - cyennennvim 00OMUHAHMHBIM MUNOM HACIE006AHUA

T'unoghocghamemusa nposBnsieTcs B HAPYLUICHUAX CKeeTa. XapaKTEepHBI:
HU3KHUIM POCT, OrpaHMYEHHAas MOABMKHOCTh CycTaBoB. [loxo/ika HeyBepeHHas, a
B TSDKEJIBIX CITydasix OOJIbHBbIE BOOOIE HE MOTYT XOJuTh. [ unodocharemus He
NOJITAeTCsl JICUEHUIO0 BUTAMUHOM D, U B 3TOM €€ OCHOBHOE OTJIMYUE OT «OOBIU-
HOTO» paxuTa. Y >KEHIIUH 3a00JIeBaHUE MEHEE BBIPAXKEHO, YTO MOYKHO MHTEP-
IPETUPOBATh KaK HEIMOJIHOE JOMUHUpPOBaHUE. I'eH, OTBETCTBEHHBIH 3a 3TO 3a00-
JeBaHMe, JJOKAJIM30BaH B KOPOTKOM ILIede X-XpOMOCOMBI.

bonesnu ¢ X - cuennennvim peyeccusHvblM munom Hac1e006aHUA

Muooucmpogusa /[romenna-bexkepa (MJAB) 310 oaHa u3 yacteix Gopm
MHOTOYHMCJIEHHBIX HACJIEJCTBEHHBIX HEPBHO-MBIIIEYHBIX 3a0o0sieBaHuil. MblI-
HI€YHbIE AUCTPODUU XapPAKTEPUIYIOTCS MIPOTPECCUPYIOIIUMHU JIET€HEPATUBHBIMU
M3MEHEHUSIMU B MONEPEYHOI0I0CATON MyCKyIaType 0e3 MepBUYHON NaToI0ruu
nepudepruueckoro MoToHepona. @opMbl MBILIEYHBIX AUCTPOPUl 00ycIoBIe-
Hbl MyTalMsIMH B Pa3HBIX T'€HAX.

M/Ib BbI3BaHa MyTaluMel B T'€HE, OTBETCTBEHHOM 3a CHHTE3 Oellka Juc-
TpoduHa. DTOT OETOK HAXOAUTCS B OONBIIMX KOJIMYECTBAX B OOJACTH CapKO-
JeMMBI, TOJACpPKHUBas IEJIOCTHOCT, MeMOpaHbl. CTpPYKTypHbIE M3MEHEHUS B
CapKoOJIEMME MPUBOAAT K JEreHEpalyy LUTOIUIA3MAaTUYECKUX KOMIIOHEHTOB,
ycuneHnHoMmy Bxoay K' BHyTpb BOJIOKOH, 4TO BBI3BIBAET rMOEh MUO(GUOPHUILI.
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I'enetnueckn enunas gopma MJIb knuHMYEeckH paznensercss Ha JBe:
muoauctpoduro Jdromenna (M) u muoguctpoduto bekkepa (Mb).

Muooucmpogusn /Jiomenna sctpedaetcsa ¢ yactoror 3 Ha 10 000 xuBo-
POXKJIEHHBIX MaJIb4YMKOB. ['€eHETHUECKN OHA OTHOCUTCS K X-CIICTUICHHBIM periec-
CUBHBIM JICTaJIbHBIM HapylleHUsM. borne3Hp mposiBisiercs paHo. HawanbHble
CUMIITOMBI OTMEYAIOTCA €Ille 0 2 JIeT: JETH IMO3[HEE HAYMHAIOT XOJWUTbh, HE
yMEIOT OeraTh U MphIraTh. BeIpa)keHHBIE CHMITTOMBI TIOSIBIISIFOTCS Y JCTEH yKe B
2-3-JIeTHEM BO3pacTe B BUIE M3MEHEHUS TOXOJIKH («yTHHAs)), WCKPUBIICHHUE
WKPOHOKHBIX MBI, [Iporiecc arpoduy MBI MOCTENEHHO MPUOOpETaeT BOC-
XOJISIIIee HaIlpaBJICHUE: MBIIIIBI OeApa —Ta30BbIi MOsIC — IUIEYEBOM Mmosic —
pyku. HaGmrogaeTcs ricepnoruneptpodusi He TOILKO HKPOHOKHBIX MBIIIII, HO U
ATOAUYHBIX, JEIbTOBUIHBIX, MBIIII] )KUBOTA, SI3bIKa. Y JETEH pa3BUBAIOTCS IO-
SCHUYHBIN JIOP103, KPHUIOBBJAHOCTH JIOMATOK.

ATpoduueckuil mporecc pa3BUBacTCI U B cepjue (KapAuOMHOIATHUS).
Octpas cepaeuHas HEAOCTATOUYHOCTD SABJISIETCS MPUUMHOM JIETAIbHBIX UCXOJIOB.
Hapymaercs MoTopuKa KelnyJ0ouHO-KUIIIEYHOTo TpakTta. OOHapYyKUBAIOTCS W3-
MEHEHHUS B KOCTHOU cucteme (BTopuuHbie). HTEmIeKT y O0NbHBIX JAETe CHU-
xeH. Ha camoli mocneaneit craguu atpodust Ml (ci1adoCTh) 3aXBaThIBACT
MBIIIIIIBI JIAIA, TJIOTKH W JBIXaTeIbHBIC MBIIIILI. bonbHBIC YMHpAIOT Ha 2-3-M
JECATUICTUH KU3HU.

Muooucmpogua bexkepa sinsercs 1o0OpOKaYeCTBEHHON (POpPMON HEPB-
HO-MbIIIEYHBIX Oose3Hel. Yactota Mb y HOBOPOXKIAEHHBIX Malb4UKOB COCTAB-
aser 1:20 000. ITo knmuanueckum cumnrTomMaM Mb Hanomunaer M/I, ogHako, B
MeHee BhlpaxkeHHOU (opme. Hauano Oone3nun — He panee 10-15 ner, Teuenue
MATKOEe, OOJBbHBIE COXPaHSAIOT padoTocrnocoOHOCTH, B Bo3pacte 20-30 mer.
Hapymienust uHTeIIeKTa U KapJAMOMUONIATUHA HE OTMEUYAIOTCH.

«Msrkas» (wm nodpokadectBenHas) popma Mb 00bsICHSIETCS TEM, YTO B
otnuure ot M/] (moyIHOCTBIO Mpekpaiaercs cunte3 Auctpoduna) npu Mb cun-
Te3 AUCTpo(dUHA TETEPMUHUPYETCS, HO MO0 Oenka BbIpadaThIBAETCS MaJIO, JIU-
00 MPOIYIUPYETCS AaHOMATBHBIA TUCTPODUH.

I'enetuka M/] u Mb xopomio usyuena (eme ¢ 30-x TO0B). ITO THUMUY-
HBIM npuMep X-CHEIUIEHHOTO PElEeCcCUBHOIO HacnefoBaHus. I'eH auctpoduna
JIOKaJIN30BaH B KOPOTKOM Iiede X-XpoMocoMbl. OH yKe KIIOHUPOBAH U SIBIISET-
CsI caMbIM [UTHHHBIM TGHOM H3 BCEX M3ydeHHbIX. B Hem Goree 2x10° map ocHo-
BaHui (6osiee 60 nuTpoHOB): nNuHa MaTpuuHoit PHK 16 000 map ocHoBanmii. B
CBS3U C OOJBIION IJIMHOW reHa B HEM 4YacTO HAOMIOAAIOTCS MEPEeCTPOMKH, Be-
aymue K myTtanusaM. Jlois «CBexux» myTaiui B obmem yucie ciaydaes M/Ib
coctasisieT 30%.

Cunopom ymMcmeeHHOI OmMCmanocmu ¢ j10mMKoi X-Xxpomocomoii (CUH-
apom Maptuna-bemia) (CMB). Panee 3Ty 60j1€3Hb Ha3bIBAJIU CHHAPOMOM OJIH-
roppenun ¢ mapkepHoit X-xpomocomoit. CMb sBnsiercss onHol u3 Hambonee
4yacTo BcTpeyaromuxcs (mocie oone3nu JayHa) ¢opm yMCTBEHHOM OTCTaJIOCTH.
[Tonynsuuonnas yactora 3adoneBanus cocrapsuier 1:2000-1:2500 Ha Bcex xu-
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BOPOXKJEHHBIX. BOJIBHBIX MalIbYUKOB B 2-3 pa3a OoJbllie, YeM JIeBOYEK U OoJe-
I0T MAJIBYMKHU TsDKenee (puc. 33).

XapakuTepHa BHEUTHOCTh OOJIbHBIX: YJUTMHEHHOE JIMI0, BHICOKUN BBICTY-
Narmui 100, Makpo- U Jnonuxoredanus, TUIOIUIa3uPOBaHHAS CPEIHSS YacTb
auna (0coOEHHO B CPaBHEHUHU C BBICTYNAIOIIMMU M YacTO YBEJIMYECHHBIMU -
KaMH), BBICTymaronmii moadopoaok. Hebo oObrdHO myrooOpasHoe, TyOBI TOJ-
CTBIC, HIDKHSISI TyOa 9acTo BeIBEpHyTa. OTMEUAETCSl YBEIMYCHHBIA pa3Mep OTTO-
MIBIPEHHBIX YITHBIX PAKOBHH, OOJBIITNE KUCTH M CTOMBI. MOTYT OTMEUYaThCs T0-
BBIIIEHHAS PACTSHKMMOCTh KOXKHBIX IMOKPOBOB, CIa00OCTh CBSI30YHOTO ammapara
CYCTaBOB (YTO MPUBOJUT K CAMOIIPOU3BOJILHBIM BBIBHXaM, OOBIYHO TAJIBIIEB KH-
CTH), TUIOCKOCTOMHME. Bee 3TH cUMMITOMBI 00YCIOBIEHBI BPOXKIEHHOM TUCILIA3H-
€l COEIMHUTEIIbHOW TKaHU. YMCTBEHHAs OTCTaloCTh, TUnuuHas s CMb u
OILICHMBAETCSl KaKk yMepeHHasi uiu BbipakeHHas. Ho y 10-15% GonpHBIX 00Ha-
PYKHUBAIOTCA TIIyOOKasi OJIMropeHust 1 emie y Takoro ke MPOIeHTa OOJIbHBIX -
«MSITKash» YMCTBEHHAsl OTCTAJIOCTh. BOJBIIMHCTBO MAIIUEHTOB COLMATIBHO a/1al-
TUPOBAHBI, BBHITIOJIHSIOT HECIOKHYIO (PU3HUUECKYIO paldoTy.

[lcuxonorn ONEHWBAIOT HMX KaK KOHTAaKTHBIX M JTOOpOXKelaTeIbHBIX.
JIumib B TSDKEJBIX CydasX TaKuX OOJBHBIX HEOOXOJUMO MOMEIIATh B CIEIHa-
JM3UPOBaHHbIE MHTEpPHATHl. HeBposnormueckue CUMIOTOMBI BKIIOYAIOT B CeOs
MBIIIIEYHYIO TUITOTOHUIO U B OTJEIBHBIX CIIy4asix CyJIOpPOTH.

[Topoku pa3BUTHS U HAPYIICHUSI APYTHMX OPTraHOB CPaBHUTEIIBHO PEIKHU:
pacuiesvHbl Heba, HUCTarM, CTpabu3Mm, NT03, KaTapaKTa, KPUBOLLIES B COYETaHUU
CO CKOJIMO030M, K103, Ae(HEKT MEKIIPECEePAHON MEPETOPOIKH.

Myxkononucaxapuooszvl. I'apzounuszm. ]JIns 3abojieBaHUNA ATON TPYIIBI
oOIUM SIBJISIETCS HApYIICHHE METa0O0JM3Ma KHUCIBIX TJIUKO3aMHUHOTJIMKAHOB.
DT0 NPUBOJUT K TOMY, YTO MATOJOTUYECKUE MPOTYKTHl OOMEHA OTKJIABIBAIOTCS
B COCJIMHUTEIIbHOW TKaHU, a TaKKE€ B IEUYEHHU, CEIIE3€HKE, POTOBUIIE, KIIETKaX
LIEHTPAJIbHOM HEPBHOM CUCTEMBI.

Ha3Banue «rapromnmsam» TPOM30LUIO OT  (PpaHIy3cKOro  cloBa
«gargoille», xoTOpbIM Ha3bIBaJIM YPOIJIUBBIC (HUIYPHI, YKpaIlaoIke coOop
Hotp-/am B [Tapuxe.

VY 0GosibHOTO, B TEPBBIE MECALBI KU3HU YK€ OTMEYAIOTCS W3MEHEHUS
KoH(purypauuu yepena (OamieHHBIN Yeper), rpyOble YepThl JUIA ¢ KPYNMHBIMU
ry0aMu U S3bIKOM, KOPOTKasl Iles, 3amaBliasi IepeHOCHIIa, YKOPOUEHHOE TYJI0-
Bulle. B nanpHeliem pazBuBaeTcs Ku(o3 rpyIHOTO WU MOSICHUYHOTO OTAEJIOB
MO3BOHOYHMKA. ONU(U3bI KOCTEH YTOJIIECHbI. ['paHUIBl cepilia paclIMpEeHsI,
MOT'YT BBICITYIIUBATHCA IIyMbl. OKPYXKHOCTh KHBOTA yBEIMYEHA, OTMEUACTCS
YBEIIMYEHUE MEUCHU U CEJIE3CHKH, HAJTMUUE MyNIOYHON U NMaXO0BOM IPbIXKHU

HepBHo-nicuxuueckoe pa3BUTHE OTCTAeT. Y TaKUX OOJBHBIX CHIKEHBI 3pe-
HUE U clIyX. B mpouecce )XU3HU pa3BUBAETCS MOMYTHEHUE POrOBULIbL. B HacTos-
1iee BpeMsl BBIIESIOT 8§ OCHOBHBIX THUIIOB MYKOMNOJUCAXapUA030B, XapaKTepU3y-
IOIIUXCSl YTPATOM aKTUBHOCTU PA3HBIX (DEPMEHTOB M OMPEACTICHHBIMU OCOOECHHO-
CTSIMHU KJIMHUYECKOM KapTuHsbl. [IpuBeem onvcanue HEKOTOPhIX U3 HUX.
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llepsviti mun (cunopom I'ypnepa). 1 JTaHHOTO CHHIPOMA XapaKTEPHBI:
nedopmaly CKeyera, OTCTaBaHHE B POCTE, MOMYTHEHUE POTOBHIIBI, MPOTPEC-
CUpYIOIllasgs YMCTBEHHAas OTCTaJNIOCTh. bosibHBIE ornbaioT B Bo3pacte 10 10 ner
OT OPOHXOJIETOYHBIX UH(EKIIUN U CEPIeUHON HEAOCTATOUHOCTH.

Bmopoii mun (cunopom Xanmepa). ConpoBoxAaeTCs TIyXOTOU, KOCTHO-
CyCTaBHbIMM  HM3MEHEHUSMH, MEHEE BBIPAKXEHO OTCTABAHUE  HEPBHO-
IICUXUYECKOro pasButus. [IpogoipkurensHOCTh %Ku3HU 0KoJo 30 ser. Hacneno-
BaHHE CHHJPOMA PELECCUBHOE, CLEIUIEHHOE ¢ X-XPOMOCOMOM, 03TOMy Oo0Je-
10T TOJIBKO MaJIbUYUKH.

I'emogpunusa saBnseTcst KIACCHYECKUM IPUMEPOM MPU3HAKA, CUEIIIEHHOTO
¢ X-xpomocoMoii. CymiecTByroT 2 ¢popmbl 3TOro 3adoneBanus — A u B. Hacrora
ux cocTtaiisieT cooTBETCTBEHHO 1:2500 u 1:25000 HOBOPOXKAECHHBIX MaJTbYMKOB.
['eHbl, OTBETCTBEHHBIE 32 BOBHUKHOBEHHE 00euX (opM reMopuin, JOKaIu30-
BaHbI HA COCETHUX CErMEHTAX JIIMHHOTO Ijie4ya X-XpOMOCOMBI.

[Tpu remoduny HapyilleHa CBEPTHIBAEMOCTh KPOBH, TaK YTO JIaxKe HEOOIb-
1€ TPaBMbI MOTYT MPUBECTH K TSHKEIBIM MOCTECTBUAM. 3a00JICBaHUE PacIio3Ha-
eTcsi OOBIYHO Ha BTOPOM-TPETHEM IOy >KHU3HH, KOrZia peOEHOK YK€ HAuMHAET XO-
JUTh. 13-3a KPOBOM3IIHSHUI B KPYIIHBIE CYyCTaBbl pa3BUBAOTCS apTPO3bI.

I'emoduunst posBISIETCST TOJBKO y MY>KUMH. TeopeThudecku Ijisi TOTo,
yT0OBI reModuiiiet 6osena AeBOUKa, OHA JOJKHA POAUTHCS OT FETEPO3UTOTHOM
Matepu U 00apHOro reModunueit otua. B atom ciydae 50% pokaeHHBIX AEBO-
yek OyayT OonbHbL, a 50% — 340pOBBI, HO OHU OYIyT, KaK U MaTh, F€TEPO3UTOT-
HBIMHU HOCUTENbHUIIAMU Je(heKTHOro reHa. Onucanbl 1Ba Opaka MexXAy TaKUMU
cynpyramu. Bce poxneHHble Aouepu ObUIM 30POBBI; MO-BUIUMOMY, TOMO3H-
TOTHOE HOCUTEILCTBO FeHa FreMO(PHIINU Y KEHIIUH HECOBMECTUMO C JKU3HBIO.

['eTepo3UroTHOE HOCUTENILCTBO reHa reMO(PUINU UMENI0 MECTO Y MHOTHUX
JKEHIIMH - WICHOB MOHapuux ceMmed EBpornbl. [1o10BHHA MX CBIHOBEU MOJIYyYH-
au 3TOoT TeH. Tak, ot kpoBoTeueHus: ymep koposib @pannuu Kapn 1X, ynacne-
JOBaBIUH AeEeKTHBIN TeH OT cBoel MaTepu Exatepunst Mequun. ['emodunmeit
cTpajasl U 1apeBu4 AJIEKCEH, ChbIH MOCIEAHEro poccuiickoro ummneparopa Hu-
konas || u umnepatpuiibl Anexcanapsl Oeg0pOBHBI.

bone3nu ¢ Y - cuennennvim (201aH0puUdecKomM) MUNOM HACTIE008AHUSA

Ilpu Y-cyennennom (2onanopuveckom) mune Hacieo008aHuUsL:

1) OGoabHBIC UMEIOTCS BO BCEX MOKOJCHUSIX;

2)  OOJICIOT TOJBKO MY>KUHMHBI;

3) y OonbHOTO OTHA OOJBHBI BCE €r0 CHIHOBBS, TaK YTO BEPOSTHOCTH
HacjeqoBaHu JUIT MalbuynKoB cocTaBiisieT 100%.

[Ipumepamu HaACIEACTBEHHBIX aHOMAJHM, KOHTPOIUPYEMBIX T€HAMH, JIO-
KaJIM30BaHHBIMU Ha Y-XpOMOCOME, SIBJISIOTCA CHUHAAKTHINS (TIEpEemoHYaTo00-
pa3Hoe cpalieHue 2-To U 3-ro MaJibIIEB HA HOTE) U TUIEPTPHUX03 (BOJIOCATOCTH)
Kpas yIIHOW pakoBUHBI. I10CKOJIBKY Y -XpoMOcOMa BCTPEUYAETCS TOIBKO Y MYyXK-
YUH, 3TU T€HBI MIEPENIAIOTCA OTOMCTBY TOJBKO [0 MYKCKOW JIMHUU.
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Tema 8. boJie3Hu ¢ HaC/IeICTBEHHOM NMPEAPACIOJI0KEHHOCTHIO
(MyabTH(AKTOPHATBHBIE)

['eHHBIE © XPOMOCOMHBIC 3a00JI€BaHUS CTPOTO JIETEPMHUHHPYIOTCS (HaKTO-
pamMH HacCJIEJICTBEHHOCTU (T€HHBIMH WJIM XPOMOCOMHBIMH MyTalusiMu). X BO3-
HUKHOBEHHE MPAKTUYECKU HE 3aBUCUT OT OKpPYKaIOIEeH cpe/bl. Y CIOBUs, B KOTO-
PBIX CYIIECTBYET OOJILHOM, M JICYEHHE MOTYT TOJBKO U3MEHHUTh T€YEHUE T€HHBIX
WIA XPOMOCOMHBIX 3a0osieBaHui. Tak, nuetorepamnus npu (HEHWIKETOHYPHUH TIpe-
TYTIPEKAaeT MOpakKeHUe HEPBHOM CHCTEMBbI Y peOeHKa, BBEJICHUE TOPMOHOB MPHU
curzpome lllepermeBckoro-TepHepa obecrieyrBaeT yBEIMYEHUE POCTa U TOSIBIIC-
HUE BTOPUYHBIX TMOJIOBBIX MpH3HAKOB. OHAKO MOHOTEHHBIE W XPOMOCOMHEBIE T1a-
TOJIOTUYECKHE COCTOSHUS PETHUCTPUPYIOTCS TOCTATOUHO PEIKO.

3HAYMTENFHO YaIlle BCTPEYAIOTCS OOJIC3HH, PA3BUTHE KOTOPHIX 3aBUCHUT OT
COBMECTHOTO BJIMSHUS HACIEACTBEHHOCTH M (haKTOPOB BHEMIHEH cpenbl. [lpu
TOM B BO3HHWKHOBCHHH 3a00JICBaHWS TMPUHUMAIOT y4acTHE HECKOJIHKO T'CHOB,
KQKIIBIM U3 KOTOPBIX SBIISECTCS CKOPEE HOPMAIbHBIM, YEM MAaTOJOTHIECKUM (T10-
JUTeHHOE HacienoBanue). CodyeTaHne TaKMX T€HOB CO3/1aeT OMpE/eICHHBIC He-
OJIaronpuATHBIE YCJIOBUS, MPU KOTOPBIX BpeaHBIE (DAKTOpPHI BHEIIHEW cpeibl
IPUBOASIT K (DOPMHUPOBAHUIO MATOJOTUYECKUX cocTosiHui. [logo0OHbIe HapyIie-
HUS TIONYYWJIM Ha3BaHUE OoJe3Hell C HACIeOCMEEHHOU NpeopachnolOHCeHHO-
Ccmuio WA Myavmugaxmopuanvhulx 3aoonesanutl (MDB).

['ensl, ydyacTByrOIIMEe B MPOSBICHUUA MYJIbTHU(AKTOPUATIBHBIX 3a00JieBa-
HUH, TIOJYYUITH HA3BaAHUE 2eH08 npedpacnonodceHnocmu. OHU KOIUPYIOT OCIKH
C HECKOJIbKO M3MEHCHHBIMU (PU3UKO-XUMHUUYECKHUMH CBOWMCTBaMH. Takue Oenku
YY4acTBYIOT B PEaKIMsIX OpPraHW3Ma Ha HEOJaronpusTHHIC BHEITHUE BO3JCH-
CTBUs, oOecrieunBasi TETOKCUKAITMIO Pa3IMYHbIX BemiecTB. Kpome Toro, Ha Te-
HETUYECKYIO MPEAPACIIONOKEHHOCTh K MDb oka3pIBaeT BIMSIHUE T€HOTHUIT Ye-
JIOBEKa B 11€JI0M, MOAU(PUIIUPYIOIIUNA IEUCTBUE TEHOB MPEAPACTIOIOKEHHOCTH.

Dakmopbl 6HewHell cpedbl, TIPUBOJAIINE K Pa3BUTHIO OOJIC3HH, JCIAT, B
CBOIO Ouepellb, Ha cemelinble u nonyasayuonuvie. CeMEHHBIE OCOOEHHOCTU IIPH-
BBIYHOTO MTUTAHUS U YCIIOBUH JKU3HU Y€JI0BEKa MOTYT MPOBOLIMPOBATH MPOSIBIICHUE
T'€HOB TIpeapacnoiiokeHHOCTH. Hampumep, npeamnodreHue >KUpHBIX, CIAIKUX TPO-
JTYKTOB M CUJSTYEro o0pas3a KU3HU JaCT BO3MOKHOCTh PEalU30BaTh JCHCTBUE Te-
HOB TIPEPACTIONOKEHHOCTH K caxapHoMy nuabdery. CocTosiHUe 30POBbs YeIOBe-
Ka OMpPEIeTSIeTCs TAKKE IKOJIOTUIECKONH OOCTaHOBKOM, B KOTOPOM YKHMBET €r0 TO-
MYJISIHS], HAITMOHATGHBIMU TPAIUIIUSAMU TTUTAHUS U TTOBEICHUSI.

Kpome Toro, Ha nposiBieHre 3a0071€BaHMs OKa3bIBAIOT BIUSHUE U KaKHe-
00 ciydyalHble BO3JECUCTBUSA. bOJIE3HU C HACIEICTBEHHOW MPEeApacloIOKEH-
HOCTBIO MOYKHO YCJIOBHO Pa3JICINTh HA TPH OCHOBHBIE TPYTIIIBI:

1. BpooicOennvie nopoxku pazeumus (HampuMmep: CIIMHHOMO3TOBasi I'PhI-
’a, BPOXKJACHHBIA BBIBUX Oeqpa, paciiesnvnHa T'yOobl U HeOa, Ae@eKT MexoKeny-
JIOYKOBOM MEPETOPOJIKH CepIIia U T.1I.).
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2. Pacnpocmpanennvie ncuxuueckue u HepgHvle 0Oone3nu (HAPUMED:
30 peHus, SMUIETICHS, PACCESTHHBIN CKIEpO3 U T.11.).

3. Pacnpocmpanennvie 6one3nu cpeoneeo o3pacma (HarpuMep: TICOPH-
a3, OpoHXHAJIbHAS aCTMa, PEBMAaTU3M M T.JI.) Ta0J1.D.

MynbsTudakropuanbHbie 3a00I€BaHUsI UMEIOT ONPEICICHHBIC cneyupu-
yeckue 0coOOeHHOCMU.

1. Yacrora xaxxaoW OTAEIbHON OOJIE3HH B MOIMYJSALUU OOBIYHO MPEBBI-
maet 1%

2. Jlns HUX XapakTepHO pa3HOoOpasue KIMHUYECKOro TedeHus. Kpome
TOTO, MHOT/Ia TPYIIIIHI TATOJIOTHYECKUX COCTOSHUHN, BOSHHUKIIINE OT Pa3HBIX MPHU-
YUH, MPOSBIAIOTCS, KaK enuHoe 3aboiieBanume. Hampumep, caxapHbiii quadeT
BKJIIOYAET Kak MyJbTU(]akTOpuasbHbie (OpMbI, 00YCIOBICEHHBIE AyTOMMMYH-
HBIM MMOPAKEHUEM WJIM MMOPOKOM PA3BUTHUS TOJKEITYTOYHOMN JKeJe3bl, TaK U MO-
HOTCHHbIEC HapyIICHUs, BhI3BaHHbBIC JepeKTaMu 0Opa3oBaHUs [-KIETOK, UHCY-
JMHA WK ero penentopoB. KinnHuueckue mposBiieHUs] MyJIbTU()AKTOPUATIEHON
MATOJIOTUH OYEHb BAPHUPYIOT JAXKE CPEIU POJCTBEHHUKOB B OJTHOM CEMbeE.

Tabania 5
HaunGosee gacTrie O0JIE3HN ¢ HACTIEACTBEHHOMN MPEIPaCON0KEHHOCTHIO
I'pynmst 1 popmbl Goe3HU PacnipocTpaneHHOCTb
Ha 1000 uedn.
4. BpoxIeHHBIE TOPOKH Pa3BUTHS:
A) pacuienuHa ryosl 1 HeOa 1-2
b) cnuHHOMO3r0Bas rpbbKa 1
B) creHo3 mpuBpaTHHUKa 1-3
') yepentHO-MO3rOBas IpbKa 1
J1) BeIBUX Oefpa 2-5
E) xoconanocts 5
5. Ilcuxuueckue u HepBHBIE OOJIE3HU:
A) mm3odpenust 10-20
b) snunencus 8-10
B) ManunakanbHO-€NpPEeCCUBHBIN M1CUXO03 2-5
I') paccesiHHBIN CKIEPO3 1
6. Comarnyeckue O0JIE3HU CPEITHETO BO3paCTa:
A) nicopuas 10-20
b) OponxmanbHas actMa 2-5
B) s3BeHHas GoJe3Hb JKeNy/IKa U ABEHAAIATUIICPCTHON KUILIKU 20-50
I') xopoHapHas 00JIe3Hb cepa 50-100
M) runepronnyeckast 60J1e3Hb 100-200
E) nuaGer 10-20

3. ns kaxxaoro oTAenbHOTro 3a00J€BaHUsl OTHOCHUTENbHAS POJb CPElo-
BbIX M TE€HETHYECKUX (PAaKTOPOB OOBIMHO pasziuyaercs. [Ipy HU3KOM ypoBHE
HACJIEICTBEHHOM MPEapaCOI0KEHHOCTH ISl BOSHUKHOBEHHS MTaTOJIOTMYECKOTO
COCTOSIHUA TpeOyeTcsi MacCUPOBAaHHOE BHEIIHEe BO3jeiicTBUE. B TO ke Bpems,
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IPU CUJIBHOM CTENEHU MPepacroyioKEHHOCTH ObIBA€T JOCTATOYHO JAXKe Clia-
00ro HeOIAroNMPUATHOTO BIUSHUS.

4. Ilpu MynbTHU(AKTOPUANTBHOW MAaTOJOTHMU TPaHUIA MEXAY OOJbHBIMU
JIOJbMUA U 3J0POBBIMH paciuibiBYaTa. MHOrHe 3a00JieBaHUSI UMEIOT CKPBIThIE
cyOkimHnueckre popMbl. B To ke BpeMss XpOMOCOMHBIE U MOHOT€HHbBIE Hapy-
HICHUS XapaKTEPU3YIOTCS YETKUMU KIMHUYECKUMU U JTa0OPATOPHBIMU pa3INdu-
MU MEXy OOJTBHBIMU U 3JI0POBBIMHU.

5. TsxecTh TeUEHUsT U BEPOSATHOCTH IPOSIBICHHS OOJE3HEW C Haclel-
CTBEHHOM MPEIPaCIION0KEHHOCTHIO 3aBUCHT:

® OT I0JIa YEeJIOBEKa (HaIpuUMeEp: S3BCHHON OO0JIE3HBIO KETyIKa HECKOIb-
KO Yalle CTPaJaroT MYKUHUHBI, & ayTOUMMYHHOU MMaTOJIOTHEN IUTOBUIHOMN Ke-
JIE3bI - KEHIIUHBI);

® OT CTENEHU POJICTBA C APYTUMH OOJIBHBIMH B CEMbE: 4eM OoJjee
OJIM3KUI 4YJIEH CEMbU MMEET aHAJIOTMYHOE 3a00JIeBaHUE, TEM BBIIIE BEPOST-
HOCTh YHACJE0BATh IPYIINY T€HOB MPEAPACIOI0KEHHOCTH, a 3HAYUT, U camMy
MaTOJIOTHUIO;

® OT KOJIMYECTBa OOJBHBIX B CEMbE: UeM OOJIbIlIEe POJICTBEHHUKOB UMEIOT
OJIMHAKOBBIEC HAPYILIEHHUS, TEM BBILIE BEPOSITHOCTh UMETh TaKYIO K€ MaTOJIOTHIO
U JUIS 3I0POBBIX YWICHOB CEMBH;

® OT PacHpoCTPaHEHHOCTH 3a00JIEBaHUSI B IMOMYJALMH: YEM PEXKE OHO
BCTPEYACTCS, TEM BBIIIE PUCK I OIMKAMIIIUX POJCTBEHHUKOB O0JILHOTO UMETh
TaKyI0 e MaToJIO0THIO;

® OT TSDKECTHU TeueHUs O00JIe3HU: YeM OoJiee BhIPAXKEHBI MAaTOJOTUUECKUE
W3MEHEHHUS Y OJIHOTO POJICTBEHHUKA, TEM BBIIIE PUCK JJIS APYTUX UMETh aHaJIo-
TUYHBIC HAPYIICHUS.

6. s muorux M®b ycTaHOBIEHO MX HECIy4allHOE COYETaHHWE C HEKOTO-
peiMu  TTONIUMOp(HBIMU  OenkamMu  4esioBeka. [logo0Hoe coderaHue MOTyduIio
Ha3BaHUe accoyuayuu. VX u3ydeHne Ha4aaoch erie B epBoil mooBruHe XX Beka,
Korja yctanoBwid, uto Jitoau ¢ O (l) rpynmoit kpoBu Haille CTpajaroT S3BEHHOM
OO0JIE3HBIO KEITy/IKa U JIBEHAIIATUIICPCTHON KUIIKH. [103Ke Takas B3auMOCBSI3b C
rpymnmnamu kpoBu cuctembl ABO Oblia oka3aHa v JJisi MHOTUX JPYTUX 3a00JieBa-
HuM. OJHAKO 3TH accoldalyd OOYCIOBJIMBAIOT TOJIBKO HEOOJBIIOE MOBBIIICHHUE
puCKa 3a00JIeBaHUS 1711 HOCUTEISI ONPEICTICHHON TPYIIIbI KPOBH.

C 70-x rogoB XX BeKa CcTaJl aKTUBHO M3Yy4aThCs TJIABHBIN KOMILUIEKC TH-
CTOCOBMECTHMOCTHU: YeJIoBeuecKue Jerikouutapibie anturensl (HLA). Anture-
Hbl HLA pacnosnoxensl Ha JIeMKoIuTax u onpenenstores 4 gokycamu (A, B, C,
J1) kopoTkoro miae4a 6-ii XpoMocoMbl. JIJisi KaKJI0TO MX 3TUX F€HOB M3BECTHO
MHOTO ayieJiyiel, OEJTK1 KOTOPHIX UTPAIOT BAXKHYIO POJIb B UMMYHHOM OTBETE OP-
raHu3Ma 4eJoBeKa.

beuto nokazano, uro anturedsl HLA 1eMOHCTPUPYIOT CUJIbHBIE accoIra-
WU C UEIBIM PSIIOM ayTOUMMYHHBIX WJIM CBA3AaHHBIX C HAPYIICHUSIMH UMMYHH-
TeTa 3a001eBaHU: aHKWJIO3UPYIONTUH CITIOHAMINAT, PEBMATOUIHBIN MTOTHAPTPUT,
caxapHbIil nuadert | Thma, THPEOTOKCHO3, MUACTEHHUS | T.]I.
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[Ipeanonaraercs, yto anturensl HLA Moryt y4acTBOBaTh B HEMOCPE]I-
CTBEHHOM KOHTAaKTE€ C IMATOJOTMYECKUM areHTOM WJIM T€Hbl dTUX AHTUTCHOB
pacrosiararoTcst Ha XpoMocome OJIM3KO C IPYTUMU I'eéHaMU, KOTOpbIe Ompees-
10T pa3BUTHE KAKOro-I1100 3a001€BaHusI.

ITockonbky B (pOpMHpPOBAaHMHU TATOJIOTHYECKOTO COCTOsSHUA npu MDb
IPUHUMAIOT y4acTHE HE TOJbKO TNEHETUYECKAasl MPEAPACIIOIOKEHHOCTh, HO H
(dakTopbl BHELIHEH Cpe/bl, TO, €CIM OTPAaHUYNTh KOHTAKT YeJIoBeKa ¢ HeOnaro-
IPUATHBIMHA BO3ACHCTBUSAMHU, MOKHO MPEAYNPEAUTh BOZHUKHOBEHUE 3a00JIeBa-
Hus. [losToMy OCHOBHOE 3HAaU€HHE MMEET 30pOBBIA 00pa3 xu3Hu. Coanancu-
pPOBaHHOE MNHUTAHWE, MPABWIBHBIA PEXHUM JHS C PALMOHAIBHON (DPU3MUECKOM
Harpy3Kol U JOCTATOYHBIM CHOM, HCKIIOYEHHUE AJIKOTO0JIs, HAPKOTUKOB U Kype-
HUS, UCTIOJIb30BaHKE 3aILUTHBIX CPEJACTB IpU paboTe ¢ BPEAHBIMU U3ITYUEHUSIMU
U BEILECTBAMHU CO3AAIOT YCJOBHSI, MPEAYNpPEXKIAI0ME BOZHUKHOBEHUE O0JIb-
HIMHCTBA MYJIbTU()AKTOPHAJIbHBIX 3a00JIEBaHUM.

Ha ocHoBaHuu 3HaHMI O CTPYKTYpe U (PyHKIMSIX F€HOMa YeJIOBEKa CTaJo
BO3MOXXHBIM OOHapy»€HHE TPYII TE€HOB, OINPENESIOUINX IPEAPACIOI0KEH-
HOCTh K M®DB, KoaupyOMKX 4yBCTBUTEIBHOCTD K (hapMaKOJOTUYECKUM IIpera-
pataM. B HacTosee Bpems yK€ NPAaKTUYECKU HCCIEAOBAHBI «TCHHBIE CETH»
JUIsL OCTEONOpO03a, OPOHXHAIBHOM acTMbI, 3HJI0MeTpHro3a. OOHapyKEeHbI OCO-
OCHHOCTHU CTPYKTYpbI T€HOB U JJIsl TAaKUX 3a00JIeBaHUM, KaK caxapHblIid quadeT,
atepockiepo3, UbC, runeproHusi, HEKOTOPBIE 3JI0KAYECTBCHHBIE M IICUXHUYE-
ckue 3aboneBanud. OnpeeneHne npeapacnoioKeHHOCTH K 3a00J€BaHUIO CHe-
JaeT JOCTYMHBIM pa3palOTKy CHeUU(PUUYECKUX MPOPUIAKTUYECKUX MEPOIPHS-
TUW 711 KOHKPETHOTO YEJIOBEKa, PAHHIO JUArHOCTUKY MAaTOJOTUYECKUX HU3MeE-
HeHUH, 23(HEKTUBHYIO TEPANHIO U IPEIYIPEKIECHNE OCIOKHEHUH.
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Tema 9. BpoxaeHHbIe MIOPOKH PA3BUTHUA

IHonsiTHe TEpaToJIOTNH

Teparosiornsi — Hayka, W3yd4arolias 3THOJIOTHIO, MATOreHe3, KIMHUYe-
CKU€ MPOSIBJICHUS, METOJIbl AUArHOCTUKHU, JICUCHHE U MPO(UIAKTUKY BPOXKICH-
HBIX TIOPOKOB pa3BuTusi. BpoxaeHHsie nopoku pazsutus (BIIP) uzBectHsl ¢
rIIyOOKOM IPEBHOCTH.

OnHolt U3 epBBIX MyOJIMKAIMK, MOCBAIIEHHBIX onrcanuto BIIP, sBiser-
Csl KHUTA, u37aHHas B 1616 rony B 1. [1anye.

NuTeHcuBHOE pa3BuTHE TepaTojiorud mpoucxoaut B XIX Beke U OTHO-
cutcs K pabotam M. Mekkens, KOTOPBIA MOAPOOHO omucal MOp(OIOTHIO U CO-
3Mall TIepBYI0 aHaToMUYecKyr kiaccudukanuio BIIP, a Takke k paboram
0.K. Cent-Unep, KOTOPBI MPUMEHWI SKCIIEPUMEHTAIBHBIM METON JUIS U3yde-
Hus npuuuH BITP. OnHako NOAIMHHYIO HAYYHYIO OCHOBY TEPaTOJIOTHSI TPHOO-
perna B XX BeKe MocJie BTOPUYHOTO OTKPBITUS 3aKOHOB HACJIEICTBEHHOCTH.

B Poccuu Havasio TepaToONOTMYECKUM HCCIEIOBAHUSIM OBLIO TMOJIOKEHO
VYkazom Iletpa 1 ot 13 deBpans 1718 rona o co3nanuu B r. [lerepOypre "Myses
ypoanuBoctei" B 3HaMeHuTO KyHcTkamepe.

ITepBoif pycckoii paboToi 1O Teparosorud OblIa OMyOJUKOBAaHHAS
B 1847 rony crates I1. A. 3aropckoro "O6o3peHne pasHOOOpa3HBIX YeIOBEUEe-
ckux ypojctB". B aToM ke roay Beinuia nepsas moHorpadus I1. Jly6oBuiikoro
"Barsin Ha ypouymBocTH BooOIIIe".

KauecTBeHHO HOBBIN 3Tal B POCCUUCKON TEPATOJIOTUM CBsi3aH C pado-
tamu H.II. boukoBa, }O.B. I'tonbkeBuua, E.®. JlaBugenkosoii, I'. 1. Jla3toka,
MPUMEHUBIIUMHU B UCCIICIOBAHUSAX BPOXKJICHHBIX TOPOKOB METOJIbl MEAUIIN H-
CKOM T'€HETHUKH.

Xapaxkrepucruka BITP

[loHATHE BPOXKAECHHBIN MOPOK PA3BUTHSA MOIPAa3yMEBAET CTOMKOE MOp-
dosornyeckoe M3MEHEHUE OpraHa UM BCErO OpraHu3Ma, BBIXOIIEe 3a Mpese-
Jbl Bapuallui UX CTPOEHUS U CONpOBOXKAaroleecs: HapyuieHueM ¢yHkuuu. Kak
CUHOHUMBI 3TOT'0 IOHATHSA NPUMEHSAIOTCSA CII0OBOCOYETAHUSA: BPOKICHHBIE I1OPO-
KU, [IOPOKH Pa3BUTHS.

OO6bruyno BIIP Ha3pIBatOT MOPOKH, BO3HUKIIINE BHYTPUYTPOOHO (B pe3yJib-
TaTe HapYyIICHHUS MPOLIECCOB Pa3BUTHUS 3apO/IbIIla) WM MOCIE POKICHUS peOeH-
Ka, B pe3yJbTaTe HApYyLIIEHUS M[OCTHATAILHOTO (OPMHUPOBAHUS OpPraHOB
(HanpuMep, MOPOKHU pa3BUTHS 3yOOB, HE3apalleHHe apTepHaIbHOTO WUiu Oartal-
JIOBa MPOTOKA).

Bwmecrte ¢ tem k BIIP He ciienyer OTHOCUTH NOCTHATAIbHbIE HAPYILICHUS
MPOTIOPLIMI WIIM PA3MEPOB OPraHOB, SBISIFOLIMXCS MPOSIBIIEHUEM 3HIOKPUHHBIX
paccTpoicTB (runoduzapHas KapJIUKOBOCTh, TUTAHTU3M, aKPOMETJIHS ).
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Takum oOpazoMm, epoicoeHHblil NOPOK ATO TPYyOBI MopdojornuecKuii
(anaToMuueckuil) AepeKT pa3BUTHs, KOTOPbIH B HCTOPUYECKOM IUJIAHE YacTO
onpeaessiay, kKak "ypoactso" unu "ypoasmBocTh'".

BpoxneHHble TTOPOKM pPa3BUTUS 3aHUMAIOT OJHO M3 NEPBBIX MECT B
CTpYKType oO1elt 3a001eBaeMOCTH U cMepTHOCTH. Tak, mo ganHsiM BO3 nony-
nsiuronHas yactora BIIP B oTnenbHbIX cTpaHax kojieodnercs ot 2,7 1o 16,3%

B uactroctu, no nanueiM K. Henscona u JI. Xonmeca (1989) cpenu
70000 006ciieq0BaHHBIX UMH KUBOPOKIEHHBIX 1 MEPTBOPOKIEHHBIX MJIaJICHIIEB
2,3% peteli uMeNM HE MEHee OJHOTO Ipy0oro MopoKa pa3BUTHUAL.

B nocTHaTaJIbHOM NEPHUOJE YUCIO JAETEH C MOPOKAMU MOYKET JTOCTUTHYTh
6% x aByxuetHeMy u 8% - mATuieTHeMy Bo3pacTty. B Poccum B pacuere Ha
1000 poxxnenuii BIIP BeisiBisitores y 25-35-Tu 1eTeid, B TOM YHUCJIE OKOJIO TOJIO-
BUHBI COCTABJISIOT ciydan MHOXecTBeHHbIX BIIP (MBIIP), T. e. mopokos, joka-
JU30BaHHBIX B JIBYX U 00jee MOPPOPYHKIIMOHAIBHBIX CUCTEMAaX OpraHU3Ma.

Ipuuunvl, npusoosawue k BIIP:

® YPOBEHb OKa3aHHUS MEIUIIMHCKOW MOMOIIM OEpEeMEHHBIM U HOBOPOXK-
JEHHBIM (Y€M HM)KE€ CMEPTHOCTh HOBOPOXAEHHBIX OT ac(UKCUH, POJOBOM
TpaBMbl, THPEKINI 1 TOKCUK03a O€pEMEHHBIX, TEM OOJIBIINI yAEIbHBIN BEC CO-
ctaBistoT BIIP);

® COCTOSIHUE OKPYXaIoIIeil cpelibl (3arpsa3HEeHUE Cpeibl MyTareHHbIMU U
TEPATOr€HHBIMH BEILIECTBAMU MOCTENIEHHO BO3PACTAET);

® YBEIWYEHUE YACTOThl KOHTAKTOB HACEJICHUSI C ICTOYHHKAMH MOHU3U-
pyrouen pagualdd U XUMHUYECKUMH MYTareHamu, IIHPOKO MPUMEHSEMBIMU B
HapOJHOM XO3SIICTBE;

® OTCYTCTBHE ECTKOIO KOHTPOJII Ha MyTareHHOCTb U T€PATOr€HHOCTh
HOBBIX XMMUYECKUX COECIUHEHUH, BKIItOUas JIEKapCTBEHHbIE MIPEMapaThl;

e HE Bcerja ONpaBJAHHbBIC TOMBITKA COXPAaHEHHs JH000i OepeMeHHO-
CTH, MMPOTEKAOUIEN C YITPO30H IIPEPhIBAHUS.

BIIP upe3BbIdaiiHo MHOTOOOpA3HbI, UX KOJMYECTBO UCUHUCIISIETCS COTHSIMHU.

K naubonee pacnpocmpanennvim u 4acmo 8CmpeuaouuMcs OMHOCIMC
cneoyiowue BIIP.

A2enesuss — IOIHOE BPOKJIEHHOE OTCYTCTBUE OpraHa.

Annazus — BpOKIEHHOE OTCYTCTBHE OpraHa C COXpPAaHEHHEM €ro COCyIu-
CTOU HOXKKH.

Ampe3uss u cmeHo3 — COOTBETCTBEHHO IMOJIHOE OTCYTCTBHE WIIM CY>KEHHE
€CTECTBEHHOTO KaHajla WJIH OTBEPCTHSI.

OTtcyTcTBHE OTIENBHBIX YacTe opraHa 0003HaYaeTcs MPUCTaBKOW "OJu-
ro" IJII0C Ha3BaHHME MOPAXKEHHOTO OpraHa, HalpuMep, OJUTOJAAKTHINS (OTCYT-
CTBUE OJIHOTO WJIM HECKOJBKHMX NaNbIEB), OJUTOTHUPUS (OTCYTCTBHE OTAEIIBHBIX
W3BWJIMH TOJIOBHOTO MO3ra).

Bpooicoennas eunonnasus — HeOpa3BUTHE OpraHa, mposiBisitorieecs nedu-
IIUTOM OTHOCUTENTbHOM Macchl. Beienstotr: npocmyro (6€3 HapyIleHUs CTPYKTYpHbI)
U oucniacmuyeckyio (C HapyleHueM CTPYKTYPhI) (OPMbI TUTTIOTIIA3UH.
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Bpooicoennas cunompogus - ymeHbllIEHUE MAacChl T€Ja HOBOPOXKAECHHOTO
WM TUI0AA.

Bpoowcoennas eunepmpogpus (runepruiasus) — yBeJIUYEHUE OTHOCUTEIIb-
HOM Macchl (pa3MepoB) opraHa 3a CUeT yBeIndeHus o0beMa (runeptpodus) Win
KOJIMYeCTBa (TUIIEPIUIa3usl) KIETOK.

Maxpocomus (THTAaHTU3M) — YBEJIMYEHUE JUTUHBI TeJa.

I'emepoconus — HaMM4IUE KIIETOK, TKAHEH WM YYACTKOB OpPraHa B Jpyrom
OpraHe Wid B TeX 30HaX OpraHa, IJi¢ B HOpPME UX He JOJDKHO OBbITh, HAIPUMED,
kieTkn [lypkuHbE B KOpe MO3KEUKa, XpsAIIeBas TKaHb B JIETKOM BHE CTEHKH
OpoHxa.

Oxmonusi — CMEILIEHNE OpPraHa B HETUIIMYHOE JJI1 HETO MECTO, HalpuMep,
MoYKa B MaJoOM Taszy.

Yoeoenue opeana (Haripumep, yABOCHUE MaTKU WJIM IyTH a0OPTHI).

Ilpucmaska "nonu" nepen Ha3BaHUEM OpraHa 0003HAYaET JOMOTHUTEIb-
HbI€ Opranbl. Hanpumep, moiuIakTHIINS, TOJUTUPUSL.

Hepa3zoenenue (cnvsiHU€) OpPraHOB WJIM MOHO3UTOTHBIX OJIM3HEIIOB,
HalpuMep, KpaHWO- WM TOpOKomaru (OJM3HELbI, CPOCIIMecs YepernaMu HUiH
TPYAHBIMU KJIETKAMH).

B ciydae 0003HaueHHs CIMAHMS KOHEYHOCTEH WIIM MX 4acTell MpUMEHHU-
MBI IIpUCTaBKky "cuH" M "cuM", HapUMeEp, CUHIAKTUINA U CUMIIOJIHSI COOTBET-
CTBEHHO HEpa3/eJICHHE MaJblEB PYK U HOT.

Tepmunbl "auzpadus”, "apadus" o003HAUAIOT HE3apalleHUE IMOPHO-
HaJILHOM 1IeJH (paciieuHbl TyObl U He0a, TO3BOHOYHUKA WU YPETPHI).

Jlucxponus — HapyllleHHE TEMIIOB Pa3BUTHs (YCKOPEHHOE WJIU 3aMeJJICH-
Hoe). OTHOCUTCS K KJIETKaM, TKaHsIM, OpraHaM WJIM BCEMY OpPTaHHU3MY.

BIIP moryT Takxe nposiBIIATbCS B BUJIE:

e JI00yNsAIMU (JOTIOTHUTENbHAS OIS JIETKOTO, TIEYEHH ),

e BOoAsHKHU (THApoIedanus, ruapoHedpos),

e uyHBepcuu (00OpaTHOE MU 3ePKATBLHOE PACTION0KEHUE OPTaHOB).

Jl7is perucTpaiyu 1 ydeTa MajiblX aHOMaJIH pa3BUTHSI CYIIECTBYET CTaH-
JApTU30BaHHAS METOAMKA, COTJIACHO KOTOPOM Mallble MpPHU3HAKHU NENsAT Ha 3
IPYNIBL: ATbTePHATUBHBIE, U3MEPUTENbHBIC, OTMCATEIIbHBIE.

K anbmeprnamuenoii epynne OTHOCSTCSA NPU3HAKH, KOTOPbIE MOTYT OBITh
WM HE OBITH (MamIJIOMbI, HACEUKH ).

K uzmepumenvnoii epynne OTHOCSTCS TPU3HAKH, ONpeieseMble adco-
JIOTHBIM WJIM OTHOCUTEJBHBIM KOJMYECTBEHHBIM 3HaueHHueM (yIJIUHEHUe, YKO-
poUYeHUEe, YMEHbIICHHE, YBEIMUCHHUE, CMEIICHUE YaCTH TeJjla WK OpraHa, u3Me-
HEHUE KPUBHU3HBI IOBEPXHOCTH).

K onucamenvnoii epynne OTHOCSTCS TPU3HAKHU, IS KOTOPBIX TPYIHO
MIPUMEHUMBI KOJIMYCCTBEHHBIC METObI M3yUEHHUs, HapuMep, U3MEHEHHS (op-
MBI MSTKHX TKaHEH, [BeTa BOJIOC, KOKU M Jp. B TaHHOM ciydae MPUMEHSIOT
OaybHas OIIEHKA MPU3HAKa:

| 6amn — cnabo BeIpa)KEHHBIN NpU3HAK,
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Il Ganna — yeTko onpenenseMplid MpU3HaK,

Il 6anna — pe3ko BbIpaKeHHBIN MPU3HAK (C KpaWHUMU 3HAYCHHUSIMU).

PaznuuaroT 4 TMNA KIMHUYECKU 3HAYUMBIX J1e(DEKTOB pa3BUTHSL:

1. Ilopox pazeumus unu mopgonocuueckuti degpekm opeana Wi 00JbIIO-
ro y4JacTKa Tejla, BOSHUKIINKM B pe3yibTaTe HapyUICHUN pa3BUTH MO 1€ CTBU-
€M BHYTPEHHHUX IIPUYHH. 3a4aTOK OpPraHa M3Ha4yajJbHO AaHOMAJIEH U €r0 Pa3BUTHE
HE MOXXET MJTU M0 HOpMalibHOMY IyTU. Crofja OTHOCATCA KaK MHOTHE NOPOKHU
IIPU XPOMOCOMHBIX CHHAPOMAx (MOJUAAKTUIMS), TaK U MOPOKH, 00YCIOBJIECH-
HbIE TCHHBIMU MYTAllUsIMU (HarpuMep, CHHAPOM MeKKes).

2. Huspynyus unu mopgonocuueckuti oepexm 00HO20 opeara WA OOJb-
IIOTO y4acTKa Teja, BOSHUKIINN B PE3yJIbTaTe BO3ACHCTBHS BHEIIHUX (PAKTOPOB
Ha U3HAa4YaJIbHO HOPMAJIbHBIN TIpoliecc pa3BuTus (puc.40).

3. Hegpopmayusa — 310 aHomanbHasi ¢popma, pa3Mep UM MOJI0KEHHUE YacTH
TeNla B pe3yJibTaTe BO3JICHCTBUS BHEIITHUX MEXaHUYECKUX WM BHYTPEHHUX CHJI Ha
Wwio/. BHelHue cuiibl MOTYyT NPUBECTH K MEXaHHUYECKUM CIABJICHUSM YPETPBHI,
YMEHBILIEHUIO pa3MepPOB U 1eopMallii MaTKy, AedeKTaM HEPBHOM, MBIILIEUHON U
COCMHUTENILHON TKaHU y IUI0Ja. BHYTpeHHME CHUIIbI MOTYT BBI3BaTh T'MIIO/IMHA-
MHIO IJI0Ja, KOTOpasi BEAET HEOOBIYHOMY IOJIOKEHHIO KOHEUHOCTEW WM YacTei
TeNa MII0/Ia, YMEHBIIEHUIO pa3MepoB KOoHeuHocTel. Jlepopmannm MOryT BO3HH-
KaTh U B TOCTHATaJIbHOM IEPHOJE, HAPUMEpP, aCUMMETpHUSI depena y JIEeTeil
BPOX/ICHHOW TMIIOTOHUEH, 10JIT0€ BPEMS JIEXKAIIKX B OJTHOM 1o3e (puc.41).

Cpenu npyrux nNpuUMepoB: aMHUOTHYECKUE NEPETSHKKU ((PUOpO3HbBIE TH-
K1) MEXIY TUIOJJOM M OKOJIOIUIOAHOW 000JOUYKOW, MPUBOASIIKE K crerudpuye-
CKOMY CHHJIpOMY, Ha3zBaHHOMY AJIAM-KoMmIIekc.

4. qucnnazus — HEHOpMallbHAsE OpraHU3alysl KJIETOK B CTPYKTYpe TKaHEeH
WM aHOMajusi TKaHeBOW CTPYKTyphl. Hampumep: cunmpom Mapdana, Heco-
BEPILEHHBINA OCTEOrCHE3.

JIist BBIpaKEHUS THMA ASTHOJOTUYECKUX U TMATOTCHETUYECKUX CBS3EH
mexay BIIP mpenmoskeHsl cienyronue NoHITHS: clle0cmaeue, CUHOPpOM N acco-
yuayus.

Cnedcmeue — 3T0 TUIl MHOYKECTBEHHbBIX aHOMAJIMH, BOSHUKIIUX B PE3yJIbTa-
T€ OAHOM M3BECTHOW WM NpPEANojaracMoid aHOMalluu, JTUOO B pe3ysbTare Aei-
CTBHSI MexaHH4Yeckoro (akropa. Tak, OCHOBHOI MOPOK MOXKET MPUBECTH K CIIE]I-
CTBUSIM: TIApAIMYy HMKHUX KOHEUHOCTEH, aTpo(uu MBIIIL, KOCOJANOCTH, HHPEK-
IUSIM MOYEBOI'0 TPAKTa, MOPAKEHUIO MOYeK, 3anopaM. [Ipumepom creacTBus, Bbl-
3BaHHOTO MEXaHUYECKUM (haKTOPOM, SIBIISIETCSI apTPOrPUITIO3, TATOT€HE3 KOTOPOTO
CBsi3aH C runoAuHamueil mioaa. OHa, B CBOIO OY€pe/lb, MOXKET ObITh 00YCIOBJIEHA
pa3HooOpa3ubiMu ipuanHamMu (opakenue [[THC, manoBoaue).

Cunopom — ToAApa3yMeBaeT YCTOWYMBOE COUETAaHUE JBYX WIIU OoJiee To-
POKOB Pa3BUTHHU B Pa3HbIX CHCTEMAaX OpraHoB. B oCHOBe cuHIpoMa Bcerjaa Jje-
KUT OJHA TPHYMHA, KOTOpask MOXET OBbITh TEHHOW MyTallied, XpOMOCOMHOM
abepparueit Wik TepaTOreHOM.
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Korna peur 3axoaur o Jedexrax pa3BUTUS, HE CBS3AHHBIX MEXIY
cO0OM 3THOJIOTMYECKU U MATOI€HETUYECKH, TO NMPUMEHSETCS CTaTUCTUYECKOE
HNOHSATHE — accouuanus. Accoyuayusi — 3TO HECIy4allHOE COYETaHHE HECKOJIb-
KHUX aHOMaJIMH pa3BUTHUS y JBYX WM 00Jiee UHIUBU/IOB.

Hanpumep, BbIsIBJICHHE Y HOBOPOXKJACHHOIO TMIOIIA3UU OOJIBIIOrO Mallb-
11a KUCTH IIpearoaaraeT Heo0X0AUMOCTb €ro 00C/IeJOBaHUS Ha HAJIMYUE IPYTUX
npusHakoB VATER-accoumanmm.

DTHONOrUsl TOPOKOB Pa3BUTHsI reTEPOreHHa. B uX OCHOBE Jie’KaT MHOTO-
YUCJICHHBIE IPUYMHBI, KOTOpBIE 10 npeanoxenuto I'. 1. Jlazroka MOXHO ycIioB-
HO MOJPA3IEIUTh Ha SK30T€HHBIE U H/IOT€HHBIE.

JHAoreHHble npuunHbl BITP

o /3menenus HAcieOCMEEHHbIX CMpYKmyp (Mymayuu). BOIBITUHCTBO
UCCIIeI0BATENEl MOJIaraeT, YTO U3MEHEHHUS HACIEACTBEHHBIX CTPYKTYP KJIETKH
SBJISIIOTCS OJTHOM M3 HamOoJiee yacToix npuand BIIP.

e  DHOOKpuHHble 3a001e8anus u mMemaoboauyeckue oegpexmol. 3BECTHO
TaKke, 4TO pa3InyHbIe TOPMOHAJIBHBIE U METa0OIMYECKUE HApyIIeHUs y Oepe-
MEHHBIX HEPEJIKO MPUBOASAT K CaMOIPOU3BOJIbHBIM a00pTaM WM HApYyIICHUSM
MOpQoJoruyeckor U GyHKIHOHATBHOU AU dEepeHIUPOBKU OPraHoB miojaa (Te-
paTOr€HHbIE CUHAPOMBI), YTO OMPEEIIAET BHICOKYIO PAHHIOIO JETCKYI CMEpT-
HOCTh. TepatoreHHsbli 3G (HeKT JoKa3aH s caxapHOro auadeTa, HeHUIKETOHY-
pHH, TAIAKTO3EeMUH Y OepeMEHHBIX KeHIUH. Tak, AuadbeTnueckas sMOpruonaTHs
nposiBisiercs: komiuiekcoM BIIP, u3 kotopeix 37% mnpuxoguTcs Ha TMOPOKH
KOCTHO-MBIIIIEYHON CUCTEMBI, 24% COCTaBISIIOT MOPOKU CEPAIla U COCYI0B U
14% — nmopoku [JTHC. Haubonee xapaktepHa KayJaiabHasi TUCIIa3us (aria3us
WJIM THIOIJIA3KsI KPeCcTa U KOMYHUKA, MHOT/A MOSICHUYHBIX TO3BOHKOB U O€peH-
HBIX KocTei). J[naberndeckasi deronatusi NposiBIseTCss OOJIBIION Maccoil Tena
MpU POXKACHUU (OTIOKEHHE KUPOBOM KJIETUATKH), TUTIEPILIA3UEH MOIKeITy10Y-
HOM KeJe3bl, )KUPOBOM TUCTpodUeH meueHH.

o [lepespesanue” nonosvix xiemox. "llepe3speBanue" MOTOBBIX KIETOK
kak npuuuHa BIIP npusnaercs mHorumu tepartosnoramu. [lox atum tepmuHOM
MOAPA3yMEBAIOTCS U3MEHEHHS B raMeTax, POU30IIEAININE OT MOMEHTA UX MOJI-
HOTO CO3pEBaHHUA 10 MOMEHTa 00pa30BaHUs 3UTOTHI. UeM JJIMHHEE HTO BpeMs,
TEM HHUXKE CIIOCOOHOCTh K OTUIOAOTBOPEHUIO W BBINMIC KOJUYECTBO TIJIIOJIOB C
BIIP. «Ilepe3peBanue» rameT MOXKET ObITh KaK uHmMpagoiiuxyiapHuim (CBs3a-
HO C FOPMOHAQJIBHBIMU PACCTPOMCTBAMH, HAIPUMEP, B MPEKIMMAKTEPUUECKOM
Nepuose), rak u sxkcmpagoriukyisapruoim (II0xas MTPOXOJUMOCTh MATOUYHBIX
TpyO, MPUBOASIIAS K 3aJIEPKKE MPOXOXKIACHUS CIIEPMATO30MI0B, HEAOCTATOUHAS
MOABMYKHOCTh criepMaTo30u10B) [Ipenamnonaraercss 4T0 OCHOBHBIM pPe3yJIbTaTOM
"mepe3peBaHus" ABISETCA HEPACXOKAECHUE XPOMOCOM.

e Bospacm pooumereti. XOpOIlIO U3BECTHA CBSA3b MEXK]y HAJTUYHEM I10-
POKOB Pa3BUTHS y IOTOMKOB M BO3pacTtoMm poautenen. Tak, cungpom Illepe-
meBckoro-Tepuepa, BIIP onmopHo-aBUraTenpHOro armmapara U OpraHoB JbIXa-
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HUS Yalle BBISBISIOTCS y JE€TEW, pOAMBIIMXCA Y IOHBIX Marepeit (meHee 19-tu
JeT), 4eM y Matepei B Bo3pacte 22 - 35 net. Haobopot, y matepeit crapie 35-
TH JIET YBEJIIMYECHO YUCIO Aetrer ¢ cunapomamu Jlayna, [laray u DnBapaca, mo-
pokamu pazsutusi [THC.

VYcraHoBieHa 3aBUCHMOCTh OT BO3pPAcTa OTLIOB YaCTOThI PACIIEIIUHBI T'y-
Obl M Heba, aXOHAPOIUIA3UU M NPAKTUYECKU BCEX AyTOCOMHO-JIOMHHAHTHBIX
cuaapomoB BIIP. I10-BuauMoMy, OCHOBHOE 3HAUYE€HHWE MMEET CTapeHHUE IOJIO-
BBIX KJIETOK (CBOJUTCS K YBEIMUYECHHUIO YaCTOThI MyTalllii), U UX NIEpE3pEBaHUE

JK30reHHbIe IPUYUHBI

1. Qusuueckue gpakmopur:

A) Nonmsupyromas paauanus. Cpenu sx3oreHHbix npuuud BIIP Bexymee
MECTO 3aHMMAET MOHM3UpYymoWas paguanus. Hanpumep, no aBapun Ha YepHo-
obutbckoit ADC uncinio BHP B benapycu BHe 3aBUCMMOCTH OT YPOBHS 3arpsi3HEH-
Hoe Tepputopuii paguonykimuaamu (Cs-137) naxomunocs Ha ypoBHe 3,87-4,72%.
[Tocne aBapuu B 1986 romy oOHapyKuinach UHast KapTHHA: KOAPPHUIIMEHT TPUPO-
CTa KOJIMYECTBA IMOPOKOB COCTAaBWJI B 30HE 3arps3HeHus 1-5 Ku/km cocraBumi
0,35%, a B 30He 15 1 60ee Ku/km —0,79%.

b) Mexanunueckue. Cpeau MEXaHUUYECKUX MPHYWH, HHAyuupytonmx BIIP
W3BECTHBI:

e aMHUOTHuYecKHe cpaieHusi (Tsoku CuMoHapa) B pe3ysbTaTre pa3pbiBa
aMHHOHA; CpallCHMs IUIOJOBOM NMOBEPXHOCTH ITOCIIENA C MOBEPXHOCTBHIO IUIONA;
JITAM-KOMILIEKC WJIH CUHAPOM aMHUOTUYECKUX MTEPETSIKEK;

® uYpe3MEpPHOE JABJICHUE MATKH, (ITPU MAJIOBOJIMH) WM OIyXOJIH (KPYITHON
MHOMBI) Ha Pa3BUBAIOIINICS TLJIO;

® CIaBJICHHE OPTraHOB ILI0JIa BPOKIECHHON OMyXOJbIO0 WX JIPYTUM HETpa-
BUJILHO C(hOPMHUPOBAHHBIM OPraHOM

2. Xumuueckue ghaxmopui:

A) JlekapcTBeHHbIE TIpenapaThl. BOJbIy0 rpyIiny TepaTOr€HOB COCTaBIIs-
I0T JIEKapCTBEHHBIE Npenapatbl. Cpenn HUX:

® TIPOTHBOCYJOPOXKHBIE (TpUMETaIuOH, (peHuTouH, heHobapOuTai, Kap-
OamMaseruH),

® TeMOTEPaNEeBTHYECKUE (AHTUKOATYJISTHTHI),

HPOTHUBOOITYXOJIEBBIC (IIMTOCTATHKH),

aHAJIbI€TUKH, AaHECTETHUKH,

HapKOTUYECKHE BENIECTBA (KOKaWH, KOMa3uH, U30TPETUHOMH),
AHTUOMOTUKY (CTPETITOMUIIMH, TETPAITUKIINH),
TPAHKBWJIU3ATOPbI (TATUIOMHU),

CTEPOUIHBIE TOPMOHBI,

AJIKOTOJIb.

Hanpumep, mpu XpoHMYECKOM YIOTPEOJICHUH aJIKOTOJIsl BO BpeMsi OepeMeH-
HOCTU B OOJIBIIMHCTBE CIY4YaeB POXKAAIOTCSA JIETH C aJIKOTOJIbHOM (peromarueit
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(BpOX/IeHHAas TUNOIUIA3Usl U MOCTHATAJIbHBIA JEQULUT pocTa U Macchl Tena, 00-
1mias 3aJepxKa (PU3NYECKOro M MCUXUYECKOrO pa3BUTHS, MUKPO- WK ruapoueda-
M, YepeNHO-IULEBbIe aHOMaiuu). [Ipy TanuaoMuaHOM cuHApOME (TIPUEM TaIu-
nomusia Ha 4-10-i Hemensix OEPEMEHHOCTH) OTMEYAIOTCS AUCMHUEINH BEPXHUX U
HIDKHAX KOHEYHOCTEW, COYETAIOUIMecs C aHOMAIMSAMHU HAapyKHOIO yXa M IJia3
(25% cydaeB), TOpOKaMH >KETYAOYHO-KUIIEYHOIO TpPaKTa, CEpAla U APYTUMHU
HApYILICHUSIMH Pa3BUTHSL.

b) Xumundeckue BeliecTa, MPUMEHSIEMbIE B MPOMBIIUIEHHOCTH U ObITY. K
XUMHYECKUM TE€PATOr€HaM OTHOCSTCS MPAKTHYECKU KaKI0€ JECATOC XUMUYECKOE
COEIMHEHHE U KX bl BTOpoi necturu. Vx agdexrt 3aBucHr or:

® CTaauM Pa3BUTHSA SMOPUOHA M IUIOJIA, HA KOTOPYIO MIPUXOIUTCS BO3AEH-
CTBHE;

®  J103bl U XUMHUYECKOIO CTPOEHUS BEILECTBA;

® CIIOCOOHOCTH BelIEeCTBa (Mpemnapara) mpeoosieBaTh MIalleHTapHbIN Oa-
pbEp;

® [IyTH BBEJEHUS Mpenapara;

e TCHOTHIA IUI0JA (TpUMEHEeHrEe (PEHUTOHHA HHIYLUPYET NpEeHaTaIbHYO
Y MIOCTHATAJIBbHYIO 33JICPAKKY pPOCTa);

e TCHOTHIIA MaTepH (AuabeTudecKkas U (peHUIaIaHuHOBas 3MOPUONATHS).

BoigeneHo Heckoibko (GopM 3MOpHOIATHIA, CBA3aHHBIX C META0OIU3MOM
MeTayuioB. Hanpumep, nuHK-3aBUCHMast 3MOpHONIaTHs pa3BUBAETCs MpU Oe3Msic-
HOW JMeTe, MPHU CBSI3bIBAHWMU IMHKA JIEKApPCTBEHHBIMU IMpenaparamu (areraso-
aMHH, CaJIMLIWJIAThI), HAPYIIEHUU acOPOLMU HMHKA (IPYU XPOHUYECKUX KOJIUTAX).
[IposiBsiercst ymepeHHoU ruapoiiedanie, paciieTuHon Heba, UCKPUBICHUEM T10-
3BOHOYHMKA, TPhKaMU U IOPOKAMH cepaLa

B) I'unokcus.

I') HenonnouenHnoe nutanue. Cpenyd NpuyrH MOPOKOB SK30TEHHOTO TIPOUC-
XOXKJIEHHsI HEOOXOJMMO OTMETHThH HETTOJHOLEHHOE MUTaHUE U TOJI0AaHue MaTepH

3. Buonozuueckue gpaxmopwi. K 6Guonorunueckum (pakropaMm OTHOCSITCS BH-
PYCHI reprieca, KpaCHyXH, TpUIINA, 3MHUIEMUYECKOT0 MapoTUTa, WH(EKIMOHHOTO
rernaTuTa, MOJUOMHUENTA, BETPSAHOM OCIBl M NPOTO30iHbIE WH(PEKIUU (TOK-
coriazMa)

[Tox repmunoMm "'kpumuueckue nepuoost’" (Buepsbie BBesieH B 1897 roay I1.
W. BpoyHOBBIM), MOHUMAIOT MEPUOJIBI SMOPUOTEHE3A, OTINYAIOLIUECS MOBBIIICH-
HOWM YyBCTBUTEJIBHOCTBIO 3apofbllla K MOBPEXKAAIOIIEMY JEHCTBHIO (HDaKTOpPOB
BHEIITHEN CPEIBI.

| KpuTHUYECKUA TIEPUOJ] COOTBETCTBYET BPEMEHH MeHCOY KOHYOM NEepeou U
Hayanom emopoti Heoensimu bepemennocmu. [loBpexnaroiiee Bo3eiicTBUE Tepa-
TOT€HOB B 3TOT NIEPHO] B OCHOBHOM BeJIET K FMOEIN 3apOoIbIIia.

Il kpuTHYeckuil epruo OXBaTHIBAET BPEMS ¢ mpembeli No uecmyio Heoeu
bepemeHHocmuU, KOTJa OBPEKIAIOIIEE BO3ICHCTBUE BEJET K TIOPOKY Pa3BUTHSL.
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O0a KpUTHUYECKUX TIEPUO/Ia COBMANAIOT C NIEpUOJIaMU HanboJiee NHTEHCHUB-
HOTo (hOPMUPOBAHMSI OPIaHOB U CBS3aHBI B OCHOBHOM C MEPUOUYHOCTHIO MPOSIB-
JeHui MOp(OJIOTUUECKON aKTUBHOCTH SIZIEP.

[Tonsitue "'mepamocennviii mepmunayuonnwviii nepuod"” (TTII) moapazyme-
BAeT MpEeJeNbHbIN (KOHEUHBINH) CPOK, B TEYEHHE KOTOPOIo MOBPEXKAAOIIee JIeH-
CTBHE (TepaTOTeHHBIN ()aKTOP) MOKET BBI3BATh TAHHBIA TTOPOK PA3BUTHSL.

B cBs13u ¢ TeM, 4TO TeppaToreHHbIN (GaKTOP MPUBOANUT K PA3BUTHIO MIOPOKA
TOJIKO B CITy4ae €ro BO3JEHCTBUS 10 OKOHYaHUs ()OPMHUPOBAHUS OpraHa, KOTOpoe
HE COBIIAJACT MO BPEMEHH IS Pa3HBIX OPTaHOB, TO KaXbIil MOPOK UMEET CBOM
TEPMUHALIMOHHBIN Tiepuo] (HarmpuMmep, s AedeKkTa MEeKNPEICepIHON Mepero-
POJIKM — BpEMEHEM J10 55-T10 AHSI OEPEMEHHOCTH ).
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Tema 10. [IpodpuiakTka HACTEACTBEHHOH MMATOJOTUH.
Meauko-reHeTHYeCKOEe KOHCYJIbTHPOBAHUE

IlepBble yMOMHHAHUSA O MOMBITKAX HE BIIOJIHE OCO3HAHHOTO BMEMIATEIb-
CTBa B F€HO(OH]I MOMYJISILIUA OTHOCSITCS K TIIyOoKou npeBHocTH. Hampumep, B
npeBHerpedyeckor CriapTe MpUroTHOCTb HOBOPOKAEHHBIX MIIAJICHIIEB MYKCKOTO
M0JIa K HECEHUIO B JIaJIbHEHIIIEM BOMHCKOM CITy>KOBbI ONpeIeNsijiach BhIsSBICHUEM
KaKuX-JIM00 1e(heKTOB pa3BUTHUS U B CIy4yae UX HAMYUS MIIaJICHIIA YOUBAIH.

[TogoGHas "mpodrrakTuka" MO3BOJSAIA YHUYTOXKHUTH MATOJOTHICCKUI
TEHOTHII U Mpe/ICTaBIsIa cO00M METO/ UCKYCCTBEHHOTO O0TOOpa. DTa MpaKTUKa
CHapTaHIIEB MMeJla U HeraThuBHbIE MocieAcTBUs. CrapTaHCKOe TOCYJapCTBO HE
Jano JJuiajie He TOJBKO BhIIaronmMxcs (uinocodoB, XyI0KHUKOB, MUCATEIEH,
HO JIaK€ U MO-HACTOSIIEMY KPYITHBIX MTOJIKOBOIIIEB.

C Tex mop mpomuio MHOrO BpeMeHH. [IonbITKH MeHeTUUYEeCKOTO KOHCYJIb-
TUPOBAHUS MPEANPUHUMAIIACH HA MPOTSIKEHHH BEKOB B PA3JIMUHBIX CTpaHax,
0COOEHHO TIPH BCTYIUICHHH B Opak MOJOJbIX Jtojei. Hampumep, B HeMelKoM
roposie Mronxene B 1917 roay Obuto pazpaboTaHo crHeluaibHOE OOpalieHue K
MOJIOJIBIM JIFOJIIM, BeTynaromuM B Opak: "Tot, kTo 3akitodaer Opak, He pasys-
HaBIIIY 3/I0POB OH WK 00JIeH, OepeT Ha ceOst OOJIBITYI0 OTBETCTBEHHOCTH MIEpe
CBOUM CYIIPYTOM U MEPE]T TOTOMCTBOM...".

B Poccun nepBasi MeIMKO-TeHETHYECKasi KOHCYJbTAIUsl Obllla OpraHu30-
BaHa B 1929 rony C. H. JlaBu1eHKOBBIM B BO3rJaBisieMOM UM MHcTUTYTE HEpB-
HO-TICUXUYECKOU MPOPUITAKTUKH.

3a pyOeKOoM MPUHATO CUUTATh, UTO CUCTEMA T€HETUYECKONU MPOPUIaKTH-
KM BrepBble ObuTa Tipeasioxkerna B 1947 rony 1. Pugom, onpeaenuBiimum ee Kak
COIIMAJILHYIO CIIY>KOYy MOMOIIM HACJIEJICTBEHHO OTATOIICHHBIM ceMbsiM. B 1950
rojly UM e ObLJIO OINMyOJMKOBAHO KPATKOE PYKOBOJCTBO IO T'€HETUYECKOMY
KOHCYJIbTUPOBAHMUIO.

B ycnoBHsIX KIMHUYECKUX YUPEKIACHUN MEIUKO-TEHETUYECKHE KOHCYIb-
TaIllMM CTaJIu MPOBOAUTHCA 3a pyoexoM ¢ 1940 roma. B Hacrosiee BpeMs B MU-
pe HacumThbiBaeTcsa Oojiee 2000 MeIUKO-TEHETHYECKUX KOHCYJIbTAIlUH, M HX
yucyo noctosiHHo pacter. Hanpumep, B CILIA 6onee 500 xoHcynpranumii, AH-
riuu — 6oiee 50, B Poccun — 85.

Menuko-renernueckas ciryx6a (MI'C) oxBarbiBaet 4 ypoBHS:

1. PaiionHbIil (ropoxackoil) ypoBeHb. KoHCynbTanuio HpOBOAUT Bpay-
TeHETHK pailloHHOM (rOpOACKON) MONUKIMHUKU. Ero 3ajava: BbISIBIEHUE U YYET
CEMEN, OTATOLIEHHBIX HACJIEACTBEHHON NMATOJIOTUEN, U HAIIPABJICHUE UX B PETHU-
OHAJIbHOE MEIUKO-TEHETUUECKOE YUpeKICHUE.

2. PernonanbHblii ypoBeHb. MequKO-TeHETUUECKAsT KOHCYJIbTallusa Ha Oa-
3¢ 00JIACTHOM, KpaeBOM WUJIM pecyOIuKaHCKONW OOJIbHUIII. 3a/1aun: KOHCYJIbTH-
poBaHHE ceMel W OOJIbHBIX C HACJICJICTBEHHOW W BPOXKICHHOW MATOJIOTHEH C
MCIIOJIb30BaHUEM T€HEAJIOTMYECKOr0 aHaJIN3a, CUHJIPOMOJIOTMYECKOTO0 U IUTO-
TeHETHYECKUX METOJIOB; IIPEHATAIbHAS TUArHOCTUKA OCPEMEHHBIX.
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3.  MexXperuoHalibHbIi1 ~ ypOBEHb.  MeXperuoHajibHasi  MEIUKO-
reHeTuyeckas KoHcynprarus Ha 6aze HYUU unu oGnactHOM (peciyOIrMKaHCKON)
MI'K, obcnyxuBatomias 3-5 coceIHUX pErMOHOB. 3aJa4uM T€ e, YTO U Ha Peru-
OHAJILHOM YpOBHE. /[OMOJHUTEIHLHO MPOBOJAAT MAacCOBOE OOCIEI0BaHNWE HOBO-
POXAECHHBIX, KOHCYJIbTUPOBAHUE U JUATHOCTUKY CIIOKHBIX CIy4aeB, OpraHU3a-
MO JICUCHUS OOJIbHBIX.

4. ®enepanbHblii ypoBeHb. DenepalibHbId MEANKO-TEHETUYECKUN LEHTP
Ha Oaze Benyuux HUUM u xinHuk. 3a7aun: KOHCYJBTUPOBAHUE CIIOXKHBIX CITY-
YaeB MaTOJIOTHH, MOATBEPIKIAIOIIAS [IUTOTCHETHIECKasl, OMOXUMUYECKAsT U MO-
JEKYJSIPHO-TEHETHYECKasi IMarHOCTHKA CIIOXKHBIX U PEIKUX CIIy4aeB HACIE]I-
CTBEHHBIX OOJIe3HEH, pa3paboTka, anmpobaius U BHEAPEHNUE HOBBIX METO/IOB JIU-
arHOCTUKH, JICYECHUSI U peadWIMTAIINK, TTOJrOTOBKA U TOBBINIEHHUE KBaTu(uUKa-
MU KaJpOB.

Heau u 3a1a4u MeIMKO-TeHETHYECKOT0 KOHCYJILTHUPOBAHUS

Menuko-TeHeTHUeCKoe KOHCYJIBTUPOBAaHUE — ATO Haubosee pacnpocTpa-
HEHHBIN 1 3)PEKTUBHBINA MOAXO0 K MPODUTAKTUKE HACIEACTBEHHBIX OOJIE3HEH.

['maBHast yenv cenemuuecko20 KOHCYIbMUPOBAHUS — TPEAYNPEKICHUE
poxaeHuss 0onbHOro pedenka. Ilo mporHo3y 340pOBbsl MOTOMCTBA KOHCYJIBTHU-
pOBaHUE JENAT Ha JIBE TPYIIbL: npochnekmugHoe U pempocnekmueroe. lIpo-
CHneKmugHoe KOHCyabmuposanue - 370 Hanbonee 3(pPeKTUBHBINA BUA POPHIIaK-
TUKU HACIEJCTBEHHBIX O0JIE3HEW, KOrJa PUCK pOXACHUS OO0JBHOTO peOeHKa
OTIpeIeISICTCS €IIe 10 HACTYIICHUS OSpEeMEHHOCTH WJIM Ha PaHHHUX €€ CPOKax.
Pempocnexmuenoe — 3T0 KOHCYJBTHUPOBAHUE MOCTE POXKACHUS OOIBLHOTO pe-
OCHKa B CEMbE OTHOCHUTEIBHO 3JI0POBbsS OYAYIINUX JACTEH.

B 3apaun MeIMKO-T€HETUYECKON KOHCYJIbTAIIMN BXOMIST:

o pPETPO- U MPOCIEKTUBHOE KOHCYJIHTHPOBAHUE CEMEH U OOJBHBIX C
HACJIEICTBEHHOM MJI BPOKJICHHOM ITaTOJIOTUEN;

o MpeHaTalbHAs JUArHOCTHKA BPOKIEHHBIX M HACJICICTBCHHBIX 3a-
0O0JIeBaHUH;

o MOMOIIIb BpadaM Pa3JIMYHBIX CIHEIUATBHOCTEH B MOCTAaHOBKE JHa-
rHo3a 3a00JIeBaHUsl, €CIU JIsl 9TOTrO TPEeOyIOTCS CHeluaibHble TEeHETUYECKHE
METO/Ibl UCCIIeIOBAHNUS,

° JIOBEJICHHE MAIlMEHTY U €r0 CeMbe B JOCTYIHON (hopme mHbOopMa-
MU O CTETICHH PHCKA MMETh OOJIbHBIX JCTCH W OKa3aHWE MM MTOMOIIH B TIPUHS-
TUU PEIICHHUS,

° JMCIIAaHCEPHOE HAOJII0ICHUE W BBISABJICHUE TPYIIIBI MOBBIIIEHHOTO
pHUCKa Cpeu pOJCTBEHHUKOB MHANBHU/IA C HACIECTBEHHOM O0JIE3HBIO.
° Mporara’jia MeJIMKO-TeHETUUECKUX 3HaHUM Cpe/id HaCeICHHUS.

O} dekTUBHOCTh KOHCYJIbTAIMK KaK BPauyeOHOTO 3aKJIFOUCHHS 3aBUCUT OT
TpexX (aKkTOpOB: TOUHOCTH JAUATHO3a, TOYHOCTH pacuyeTa reHeTUIECKOTO PUCKA U
YPOBHSI IOHUMAaHUS TE€HETHYECKOTO 3aKIIOUEHUs KOHCYJIbTUpytonmumucs. [Ipu
OOJBIION BEPOSTHOCTH POXKJEHUS OOJIBHOTO pebeHKa MpaBWIbHBIMU, C TIPOdU-
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JAKTUYECKON TOYKU 3PEHUS, MOTYT OBITh JIBE PEKOMEHJIAIMU: JTUOO0 BO3JIEpHKa-
HUE OT JCTOPOXKICHHUA, TUOO0 MpeHaTajdbHas JUAarHOCTHKA, €CIIM OHA BO3MOYKHA
MIpU JaHHOM KJIMHUYECKOHN (hopMe HACIeICTBEHHOTO 3200 IeBaHMS.

ITo naHHBIM OTE€YECTBEHHBIX U 3apyOCKHBIX aBTOPOB, Kaxkast 8-10 ceMps,
oOpaTuBIAsCAd B MEIUKO-TEHETHUYCCKYIO KOHCYJIBTAIIMIO, HYXKJAeTCs B MpeHa-
TaJIbHOU JHUATHOCTHUKE.

IMoka3anus 1Jis MeTUKO-T€eHETHYECKOT0 KOHCYIbTHPOBAHUSA
HaJIMYHUE CXOJIHBIX 3a00JI€BaHN Y HECKOJIBKUX YJICHOB CEMbH;
MIEPBUYHOE OECIIOANE CYNPYTOB;

MIEpPBUYHOE HEBBIHAIIIMBAHUE OCPEMEHHOCTH;
OTCTaBaHUe peOEHKAa B YMCTBEHHOM U (DU3NYECKOM PA3BUTHUH;
pokIieHrne peOeHKa C BPOXKICHHBIMH TIOPOKAMHU PA3BHUTHSI,
NepBUYHAS aMeHOpes (OTCYTCTBUE MECSIYHBIX ), 0COOSHHO IIPH HE0-
Pa3BUTUM BTOPUYHBIX TOJIOBBIX IIPU3HAKOB;
® KPOBHOE POJICTBO MEX]Iy CYyNpyraMu;
® KOHTAaKT CYIIPYTOB C MyTareHHBIMU (haKTOpaMu;
® KOHTaKT OEpPEMEHHOH B TIEPBOM TPHUMECTPE C TEPATOTCHHBIMH (haKTOPAMHU;
® [I0JI03pEHHE HAa HapyIIeHUe pa3BUTHs 1uioaa mpu Y 3U B xKEHCKOM KOH-
CYJbTalIlNH.
OcHosHble nokazanus 0Jisi NPOB8EOeHUsT YUMOSEHEeMUUEeCKO20 AHAIU3A.!
e MpeHaTajbHas TUATHOCTHUKA T0JIA B CEMbSX, OTATOIICHHBIX PEICCCUB-

HBIMU 3a00JIEBaHUSIMU, CLICTUICHHBIMU C X-XpPOMOCOMOM;

o HenuddepennupoBanHas onuropperus (cnadboymue);
MPUBBIYHBIC BHIKUJIBIIITN 1 MEPTBOPOXKICHUS;
MHO>KECTBEHHBIC BPOXKJICHHBIC TTIOPOKH PA3BUTHS y PEOCHKA;
Oecriogne y My>KUKHBI;
BO3pacT MaTepu crapiue 35, orua — 40 ner.
OcHosHble noxkazanus 0iis NPo8eoeHUs OUOXUMUYLECKUX UCCAe00BAHUIL:
® YMCTBEHHAs OTCTAJIOCTh PEOCHKa;
® HapyIIeHHE NICUXUYECKOTO CTaTyca;
e HapymieHue (PU3NIECKOTO PA3BUTHS,
® CyJIOpOTH, MBIIIICYHAS TUIIEP- UM TUIIOTOHMSI, HAPYIICHUE TTOXOIKH U
KOOPJIMHAIIUU JIBUKEHUH, )KEJITyXa, TUIIO- WU THIEPIIUTMEHTAITUS;
® HEIMEePEHOCUMOCTh OTACIIBHBIX MHUIIEBBIX TMPOIYKTOB M JICKAPCTBECHHBIX
IpernapaToB, HAPYIICHUS TUIIICBAPCHHUS.

IlianupoBanue 1eTOPOKIACHUSA
[ImaHnpoBaHre NAIBHEWUIIETO JETOPOKIACHUS B CEMbE, B KOTOPOW 3aperu-
CTPUPOBAH CIIy4ail HACTCICTBEHHOTO 3a00JIeBaHUs, 3aBUCUT OT IIEJIOTO psija ¢ak-
TOpOB. Beayliyto posib npu 3TOM UrpaeT ypoBEHb PUCKA POXKIEHHS OOJILHOTO pe-
OeHka. ['eHeTHYeCKHit pHCK OOBIYHO BBHIPAYKACTCS B MPOIICHTAX.
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[Ipu HuzkoMm pucke NATOIOTMUYECKUE U3MEHEHHSI MOKHO OXKuAaTh y 5% 1mo-
TOMKOB. B 3TOM cityyae 0ObIYHO HET MPOTUBOINOKA3aHUM JJIs1 TATbHEHIIIETO J1eTO-
poxxaenus. Cpeonuti puck perucTpUpyeTcsi, €CIIM BEPOSITHOCTb POKICHHS O0JIbHO-
ro pedenka gocturaetr 6-20%. B Takol cuTyaluu IjIaHUPOBAHUE JETOPOKIICHUS
OIpeNIeNsIeTCsl MPEeanoIaraeMol TsHKECThIO 3a00JIeBaHUS U BOBMOXKHOCTBIO JI0pPO-
JIOBOW JTMArHOCTUKU. Buicokuii eenemuueckuti puck (6onee 20%) oObIMHO cOIpo-
BOXK/Ia€TCSl HEOOXOAUMOCTBIO MCCIIEIOBAHUS TUI0/1a TIpU OEPEMEHHOCTH sl OOHa-
PYXEHHs y HETO NMAaTOJIOIMYECKMX M3MeHeHHd. Eciu jxe 10poaoBas AMarHOCTHKA
HEBO3MOXHA, a 3a00JIeBaHUE SIBIIAECTCS OYEHb TSDKEINBIM, TO CYNPYraM HE PEKO-
MEHAYIOT JAIBHEUIIEE IETOPOXKICHHUE.

Takoe pasneneHue T€HETUYECKOTO PUCKA HA HU3KWM, CPEIHUN U BBICOKHMU
SBJISICTCS YCIIOBHBIM, TTOCKOJIBKY Ha OTHOIIIEHUE K €r0 YPOBHIO BIMSIOT OCOOEHHO-
CTU TedeHus: 3aboneBaHus. Hanpumep, BeposaTtHOCTh B 4% pa3BUTHS CHHAPOMA
JlayHa paciieHMBaeTcs, Kak BRICOKUN PUCK U TpeOyeT 00s3aTeIbHOTO UCTOIb30Ba-
HUSI METOJIOB JOPOJIOBOM TUArHOCTUKU. B To ke Bpemst 50%-Hblil pUCK MOSBICHUS
y peOeHKa IMIECTUMAIOCTH OOBIYHO HE OTPAHUYMBAET JIETOPOXKIACHUE B CEMBE.

[IOBBIILIEHHBI TEHETUYECKUH PHUCK YacTO COIMPOBOXKIAIOT KPOBHOPOJ-
cTBeHHbIe Opaku. OTKa3 OT pOXKICHUS JIETEM B TAKUX CEMbSIX SIBJISICTCS Mpoduiak-
TUKOW Hacle[CTBEHHbIX 3a0osneBanuil. Ho aiis 20% HaceneHust Mupa TpaauiiuoH-
HbI Opaky MeXxay ABOIOPOAHBIMU cuOcamu. B Takux momymnsinusix yBeJIMdeHa Ya-
CTOTa ayTOCOMHO-PEIIECCUBHBIX 3a00JI€BAHMM, MOBBIIIEHA BEPOSITHOCTh MJIAJICH-
YECKOM CMEPTHOCTH, YMCTBEHHOM OTCTAJIOCTH U BPOXKICHHBIX TTIOPOKOB PA3BUTHSL.

[InaHupoBaHHE OETOPOKIACHUS MOXKET COMPOBOXKAATHCA OTKA30M OT
Opaka JBYX IeTepO3UTOTHBIX HOCHUTEJIEH OJHOIO MaTOJOTMYECKOTO TeHa. ITO
BO3MOXHO, €CJIM MPOBOAUTCS MOJIEKYJISIPHO-TEHETUYECKOEe 00ClieJOBaHUE IO0-
MyJISIIIAU, B KOTOPOW PETrUCTPUPYETCS BBHICOKAS YacTOTa KAaKOTO-JIMOO MOHO-
T€HHOTO 3a00JIEBaHMUS.

Bo3spacT cynpyros Takxke umeeT 00IbII0OE 3HAUYCHHE TP IIAHUPOBAHUH
ceMbU. MHOTOYHCICHHBIMH HCCJIEAOBAaHUAMH OBIJIO TIOKA3aHO YBEIMYCHHUE
POKIICHHS IETel C HACIIECTBEHHOM MaTOJIOTHel 0OCOOEHHO Y JKEHIIUH CTapIie
35 et u y myxunH — crapie 40. [IoaToMy *enaTteIbHO OKOHYUTH JIE€TOPOXK-
JI€HUE JI0 3TOT0 BO3pacTa.

OkoHuaTenbHOE PElIeHUE CYNPYroB O KOJIUYECTBE JIETE B CEMbE 3aBU-
CUT TAaKX€ OT UX MHTEJUJIEKTYaJbHOI'O U COLIMAIIBHOTO YPOBHS, CTETIEHU POJ-
CTBa C OOJBHBIM POJCTBEHHUKOM, KOJMYECTBA WHIUBHUIOB C HACIEICTBEHHOU
[IaTOJIOTUEN B CEMbE.

IlepukoHuenuoHHAsA NPOPUIAKTUKA NPH IVIAHUPOBAHNU OePEeMEHHOCTH
[Tpu murannpoBaHuy OEPEMEHHOCTH B TIOCJICIHUAE TOJIbI MIPUMEHSIETCS He-
puxonyenyuonnasn npogunakmuxa. OHa O3BOJIET CHU3UTh BEPOSTHOCTH POXK-
JeHus: peOeHKa C BPOXKICHHBIM MTOPOKOM PA3BHUTHS U IPYTUMHU 3200JICBAHHSIMHU.
B ocHoBe 3T0#1 poprsIakKTHKY JIEKUT MYJIbTU(PaKTOpHATIbHAS TpUpoaa 00Tb-
[IMHCTBA TATOJIOTMUECKUX COCTOSIHHM, BO3HHKAIOIIUX TOJI BIUSHUEM HaCIeI-
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CTBEHHBIX U BHEIIHECPEIOBbIX (hakTOpoB. OrpaHMUYeHHE KOHTAKTa C BPEAHBIMU
BHEIIHUMU BO3JICUCTBUSIMH, CO3/IaHHUE OJIArOMPUSTHBIX YCIOBHM JIJIsi CO3peBa-
HUS TOJOBBIX KJIETOK, UMILIAHTAI[MU 3UTOTHl U ()OPMHUPOBAHUS IIOAA TPETISIT-
CTBYET MPOSIBJICHUIO MaTOJIOTMYECKOTO JICUCTBUS TEHOB.

[lepukoHuenuuoHHas MTPOPUIAKTUKA BKIIOYAET CJICTYIONIUE ITAIbIL:

1. Buibop eépemenu 3auamus. MHOTOUMCICHHBIMU UCCIIEIOBAHUSMU OBLIO
MIOKa3aHo, YTO pUCK poxacHHs peOeHka ¢ BIIP sBisiercs 0coO€HHO HU3KHUM, €c-
JM 3a4aTUe MPUXOAMUTCA Ha KOHEII JieTa - Hayano oceHu. Camasi BRICOKasi BEpO-
SATHOCTH TOSIBJICHHUsSI OOJIBHOTO MOTOMCTBA PETHUCTPUPYETCS NpU Hadaie Oepe-
MEHHOCTH B BECEHHUE MECSIIIbI.

2. Obcnedosanue cynpy2o8 10 OEPEMEHHOCTH TSI BBISIBIICHUS y HUX pa3-
JUYHBIX WH(QEKIIMOHHBIX, HJIOKPUHHBIX U JIpYrux 3abosieBaHuil. ['opMoHasb-
HbIE U3MEHEHUS], XpPOHUUECKHE MH(PEKINU, OCOOEHHO MOJIOBBIX MyTeH, HapyIa-
IOT MPOIIECCHI CO3PEBAHUS MOJIOBBIX KJIETOK U, €CIM 0OJIbHA JKEHIIMHA, (OPMU-
poBaHue >MOpHOHa U MiIoAa. B 3TuX ciyuasx TpeOyercs KOppeKLus 3TUX CO-
CTOSIHUM, 037]0pOBJIeHHE 000uX CynpyroB. Ha 3ToM 3Tare npoBOIUTCS MEIUKO-
IeHETUYECKOE KOHCYJIbTUPOBAHUE, YTOUHSETCS PUCK POXKACHUS OOJILHOTO pe-
O€HKa, OMPENENAIOTCs MOAXOAbl K JA0POAOBOM auarHoctuke. CympyraMm peko-
MEHAYIOT OTKa3aTbCsi OT KYPEHHS, ajJKOTOJIs, MO BO3MOXXHOCTH OTPAaHUYHUTH
KOHTAKThI C BPEIHBIMH MMPOU3BOICTBEHHBIMH (DaKTOpamH.

3. Ilpuem noaueumamurHviX npenapamos B TeUeHUE 2-3 MecsIeB 10 3a-
gaTtusi. DTH JIEKapCTBEHHBIE CPEJCTBA JOJDKHBI COAEpkKaTh (POTUEBYIO KUCIOTY
10 0,4-1 Mr B CyTKH, aCKOPOMHOBYIO KUCIIOTY, 0.-TOKO(EPOI, BATAMUHBI TPYIIIIHI
B. Pamyon nutanus cynpyroB oboramaercsl MpoayKTamMH, coaepkammmu ¢o-
JIMEBYIO KHUCJIOTY: 3€JIeHb, TOMHUIOPHI, 0000BbIe, neueHb. [logoOHast Tepamms
HOpMaJM3yeT OOMEHHbIE MpPOLECChl B KIETKaX, 00ECIeYMBAET MpPaBHIIbHOE
(YHKIIMOHUPOBAHUE T'€HETUYECKOro armapara, co3/1aeT OJaronpusTHbIE yCIo-
BUS JIJISl BHYTPUYTPOOHOTO pa3BUTHSA TIJI0IA.

4. IIpuem scenwyurotni nonusumamuros 1o 10-12-i Henenu 6epeMEHHOCTH.

5. Habnwooenue 3a bepemennocmoio, KOTOPOE BKIIFOYACT METOIbI JOPOI0-
BOI IMarHOCTUKH, MO3BOJISIONIEH 0OHAPYKUTh 3a00JIeBaHKE Y MJI0/A.

[IIupokoe pacmpocTpaHEHUE TaKUX MNPOPUIAKTUYECKHX MEPOIPUSTHUH,
Cepbe3HOE OTHOIICHHE CYNMPYroB K POXKIACHHUIO peOeHKa Hapsay C OOIIerocy-
JApCTBEHHBIMHM TIPOTpaMMaMH IO OXPaHE OKPYKAIOMIEH CpPelbl U COBEPIICH-
CTBOBAHHUIO 3JPaBOOXPAHEHUS] OYIyT CHOCOOCTBOBAaTH YMEHBIIECHUIO Tpy3a
HACJIECTBEHHON U BPOXKICHHOW MATOJIOTUH.

OpHOM M3 caMBIX OCTPBIX MPOOJIEM COBPEMEHHOCTH SIBISICTCS 3arpsi3He-
HUE TPUPOJHON Cpeibl, B TOM YHCII€ MUIIEBBIX MPOAYKTOB U BOJbI, MHOT000-
Pa3HBIMU TOKCHYECKUMH BENIECTBAMU (MPOAYKTHI MIPOMBIIIIICHHOTO U XUMUYE-
CKOTO MPOM3BOJCTBA, BBIXJIOMHBIE Ta3bl aBTOMOOWJIEH, COJM TSXKEIBIX METall-
JIOB, paJIMOaKTUBHBIC BEIIECTBA, XUMUKATHI U JIp.). Bce 9TH BelecTBa SBISIOTCS
TEPAaTOreHHbIMH (DaKTOpaMH, CIOCOOCTBYIOIIMMH POXACHUIO AETeH pa3HbIMU
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nopokamu pa3Butusi. [loaromy Oonblioe 3HaUeHHE MPUOOPETAIOT MEPHI IKOJIO-
IrMYecKoi 0€3011acCHOCTH.

® JCKIIIOUYEHHUE BO3JICUCTBUS BPEIHBIX MPOGECCUOHANBHBIX (PaKTOPOB;

® JWCKIIOUYEHHE PEHTTEHOBCKOTO OOIyICHHUS;

® OrpaHWYCHHE MpPHUEMa JICKAPCTBEHHBIX MPEMapaToB, KOppekmus (ak-
TOPOB PUCKA Pa3IUYHBIX 3200JICBAHMUIA;

e npodUIaKTHKA CTPECCOBBIX CUTYyallUid, (POPMUPOBAHUE IMOTOKUTEIb-
HBIX SMOLIUNA, TOBApHUIIECKas OOCTAaHOBKA M ONTUMAJbHBIM MCUXOJOTUYECKUNA
KJIMMAT B CEMbE U KOJIJICKTHBE;

® yCTpaHEHWE TUITOKWHE3WH, 3aHATHS (PU3NUECKON KyJIbTypOd M CIOp-
TOM;

® paluoHaJbHOE COAJIAHCUPOBAHHOE Pa3HOOOpa3HOE MUTaHHE (CyTOU-
HOE MOTpebieHne OENKOB, JKUPOB, YIJIEBOIOB, BUTAMUHOB U MUHEPAJIbHBIX CO-
JIell TOJKHO COOTBETCTBOBATh HOPMATHUBAM MUTAHUS OEPEMEHHBIX U KOPMSIIUX
JKEHIIIUH),

e npoduIaKTHKA OKUPEHUS;

® paNHMOHAJILHBIN PEXUM TPYa, OTABIXA U TUTAHUS;

® AKTHUBHBIM OTHBIX;

® TIOJHOIICHHBI HOYHOW COH C MCKJIIOYEHHUEM TMpHUeMa CHOTBOPHBIX
MIpernapaTos;

® CTporoe COOJIIOICHHUE MPABUJI JIMYHON TUTUEHBI,

® 3aKaJMBaHUE OPTaHU3MA;

e pemmuTenabHas 00opb0Oa ¢ BPEAHBIMH MPUBBIYKAMH (KypeHUE, aJKOTO-
JIU3M, HAPKOMaHHS).

KiMHUKO-TICHX0JI0T0-TIearOrnYecKast JUATHOCTUKA OTKJIOHEHUI
B Pa3BUTHH Yy JieTel

Takasg ITUArHOCTHKA SIBIISIETCS Ba)KHBIM 3TAallOM MEIUKO-TE€HETUYECKOTO
KOHCYJIbTUPOBAHUSA.

3agayeld TaKOW JUArHOCTHKH SIBJISIETCS YCTAHOBJIEHUWE CTPYKTYPhI aHO-
MaJbHOTO Pa3BUTHUS, €TO ITHOMATOTCHE3a U POJIM TEHETHYECKUX (PaKTOPOB B €r0
BO3HMKHOBEHUH, BBISICHEHHUE OCOOCHHOCTEW BOCIHTAHMS, OOY4YEHHS, B3aUMO-
JIEUCTBUN B CEMbE M B OJIMDKalIeM ceMeilHOM okpyxeHuu. [Ipu HEoOXommumMo-
CTH CO3[a€TC WHAMBUAYyaJlbHAas KOPPEKUHMOHHAs NPOTrpaMMa M HA3HAYAETCA
MEIMKAMEHTO3HOE JICUCHHUE.

B ocHOBE ICHXOMOTOPHOTO pa3BUTHS PEOCHKA JIKUT T€HETUYECKas TPO-
rpaMma, KOTopasi peajiu3yeTcs MoJ BIMSHUEM Pa3IUYHBIX (PAaKTOPOB OKPYIKaO-
nieit cpennl. [loaTomy B Tex citydasix, Korja peOeHOK OTCTaeT B pPa3BUTHHU He-
CMOTpS Ha HAJIMYKME CPEIOBBIX MPEINOCHUIOK, IPEXKIE BCEro HEOOXOIUMO IPo-
BEPUTH BO3MOKHOCTh POJIM HACTEICTBEHHOCTH B 3TOM OTCTaBAHUH.
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OOpaiaercs BHUMaHUE Ha crelupuyeckue OCOOCHHOCTH Pa3BUTHUA pe-
OCHKa, COYETAIOIINECS C XapaKTEPHON BHEIIHOCTHIO, M HAIIPABUTH €ro Ha MEIU-
KO-T€HETHYECKOE KOHCYIbTUPOBAHHUE.

Hapsiny ¢ xapakTepHbIM JTUIIOM HEMAJIOBAKHOE 3HAYEHHE UMEIOT KOXKa U
ee MPUJIATKH.

[Ipu oOcnenoBaHuM pedOEHKA € YMCTBEHHOM OTCTaJOCThIO OOpamiaroT
BHHMaHHUE Ha OCOOEGHHOCTH KOXHBIX IMMOKPOBOB peOeHka. Takue KOXKHbIe Hapy-
HIEHUS] OTHOCATCSA K CHCTEMHBIM [TOPOKaM Pa3BUTHUS KOXKHU:

® uHodcecmeeHnble Koghelinvle («kode ¢ MOJOKOM») IMATHA Ha KOXKE,
OCOOCHHO MEJKHE TMSITHA B TMOJIMBIINICYHBIX BHAJAWHAX, XapaKTEepHBIC IS
HelipodudpomaTosa (6osie3nu PexinunrayseHa);

®  B8podKICOeHHble cocyoucmble namua («IOPTBEHHOBBIN HEBYC)») Ha JUIIE,
qale OJHOCTOPOHHUE C MOPAKEHHUEM IJ1a3 U HEBPOJIOTHYECKUMH CUMIITOMAaMH,
BhIsBIIsTIOIIKECs ipu cuHapome [lITtypre-Bebepa (Crepmaxa-Bebepa);

® couemanue 0enUSMeHMUPOBAHHBIX NAMEH HA KOXMCe C NIOMHLIMU PO-
308amMO-diCeNMbIMU Y3eIKAMU PA3MEPOM C MPOCSHOE 3€PHO HA JIMIIE B BUE Oa-
O0OYKHM U Ha MOAOOPOJIKE C CYJOPOXKHBIM CHHIPOMOM M HUHTEJJIEKTYyalbHBIMU
HapyLICHUSAMHU, XapaKTEPHBIMU JJIs1 TYOEpPO3HOTO CKIIEpO03a;

® pAaCIIMpPEHUE COCYIOB Ha CKIIEpE, BEKaxX, JMIE B COYETAHHH C MO3-
YKE€YKOBOM HETOCTATOYHOCTBIO, YTO JUArHoCTUpyercs npu cuaapome Jlyn-bap;

e U30BITOYHOE OBOJIOCEHME (TMIIEPTPUX03) B COYETAHUU C MUKpoleda-
auen, CMHOPPU30M (CpocuIuMuUcs OpOBSIMHU), TYCTBIMHU 3arHYTHIMH PECHULIAMM -
CUMIITOMOKOMIUIEKC, XapaKTepHbIN 1y cuHapoma Kopuenuu ae Jlanre;

® TUPCYTU3M (M30BITOYHOE OBOJIOCEHHUE MO MYXXCKOMY THUITY) B COUYETa-
HUM C KPBUIOBUIHBIMH CKJIaJKaMH €U, aHOMAJUSAMU IPYJAHON KIETKH, BPOXK-
JICHHBIMU MTOPOKaMU CepJilia, HU3KMM POCTOM BOJIOC Ha 3aThUIKE, CyOHaHU3MOM,
XapaKTepHbIMU YepTaMH JIUIAa U HApYIIEHHUSIMHU YMCTBEHHOI'O pa3BUTHSI — OC-
HOBHBIE IMATHOCTUYECKUE MPU3HAKU cuHapoMa HyHaH;

® THUPCYTU3M B COYETAaHHH C IIMPOKUM |-M MajbLeM KUCTEH U CTOIl,
cnenu(pUYecKUM JUMIOM, YMCTBEHHON OTCTaJOCTbI0 M OTCTABAaHUEM B POCTE,
YTO XapakTepHO il cuHapoma PyOuHinTeiina- Teilou.
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Tema 11. MeToabl NpeHATAJIBHOM THATHOCTHKHT
HaCJeACTBeHHBIX 00J1e3Hel

[IpenaTanbHast AMArHOCTUKA CBSI3aHA C pEUICHUEM psifia OMOJIOTUYECKUX U
TUYECKUX TPOOJIeM 10 poxkieHus pedenka. [loaromy Ha epBoe MECTO CTaBUT-
csl 3a/1a4a NMpeAyNpeKACHUS POXKICHUS peOCHKA C MaTOJI0TUeH, He MOIatoIe -
Csl JIGYEHUIO (OOBIYHO MyTEM MpEephIBaHUS OEPEMEHHOCTH C COTJIACHUsl KEHIIU-
Hbl). COBpeMEHHbIE METO/Ibl MPEHATaTbHOM JUArHOCTUKHU MO3BOJIAIOT JIHUArHo-
CTHpPOBaTh BCE XPOMOCOMHBIE 0OJIe3HU, OOJBIIMHCTBO BPOXKIACHHBIX MOPOKOB
pa3ButTus. YacTh U3 HUX YCTaHABIMBAIOT Ha JIOOOM CpOKe OEpeMeHHOCTH (Xpo-
MOCOMHBIE 0O0JIe3HM), YacTh - mociie 12-it Hexenu (peAyKIHMOHHBIE MMOPOKUA KO-
HEYHOCTEM, aTpe3uu, aHdHIe(daINI0), YacTh - TOJBKO BO BTOPOU MOJIOBUHE Oe-
PEMEHHOCTH (TTOPOKHU CEP/IIIa, ITOYCK).

MeToapl IpeHaTaNbHON MTUATHOCTUKU JIEJIST HA TPH TPYMIBL npoceusa-
rowue, HeuHeasusHvle U uHeazusHvle. JIs KaKJoro METoa €CTh CBOM INOKa3a-
HUS U NPOTHUBOIOKA3aHUs, pa3pellaroliie BO3MOXKHOCTH, OCJIOXHEHHS IOCTe
IPOBEJCHUS MPOLIETYP.

K npoceusarowjum otHOCATCS METONBI, KOTOPBIE MO3BOJSIOT BBIIEIUTH
KEHILMH, UMEIOLUX MOBBIIICHHBIN PUCK POXKICHUS peOCHKA C HACIEICTBEHHOM
WIN BPOXKAEHHOM Ooiie3Hbto. [laTonorus minoga MokeT ObITh JUAarHOCTUPOBaHA
B CPOKH, KOTJla BO3MOKHO €Ille MpepblBaHue OepeMeHHOCTH. B 3Ty rpynmy ort-
HOCHUTCSL MeOUKo-2eHemu4eckoe KOHCYIbmupoganue ¢ NMPOBEICHUEM T'eHeallo-
TMYECKOTO aHaln3a BCEX CEMEH, IUIAHUPYIOUX AeTopoxkaeHue. [Ipu meauko-
TeHETUYECKOM KOHCYJIbTHPOBAHUH KCHIIWHBI HATPABJISIOTCS HA MPEHATATBHYIO
JUArHOCTHUKY TIO CIEAYIOUINM MOKa3aHHIM:

o HaJU4Khe B CEMbE TOYHO YCTAHOBIIEHHOI'O HACJIEJICTBEHHOIO 3a00-
JIEBaHUS;

o BO3pacT MaTepu crapuie 37 JIeT;

o HOCUTEJIBCTBO MAaTEPbIO reHa X-CIEMJIEHHOTO PELEeCCUBHOro 3a00-
JIEBAHUS;

o HaJu4Khe B aHaMHe3€ y OEpEeMEHHBIX CIIOHTaHHBIX abOpTOB B paH-

HUE CPOKU OEpPEMEHHOCTH, MEPTBOPOXKICHUM, IETeH C MHOKECTBEHHBIMH TTOPO-
KaMH Pa3BUTHUA U C XPOMOCOMHOM IaTOJIOTUEN;

o HAJIMYUE CTPYKTYPHBIX MEPECTPOEK XPOMOCOM (OCOOEHHO TpaHcC-
JIOKAlM 1 THBEPCHUIA) Y OJTHOTO U3 POJIUTEIICH;

o reTepO3UrOTHOCTh 00OMX POJUTENIEH MO OJHON mape ajienei npu
MAaTOJIOTMH C ayTOCOMHO-PELIECCUBHBIM THUIIOM HACIIEOBaHUS;

o OepeMEeHHbIE U3 30HbI OBBIILIEHHOTO PAIMALIMOHHOTO (hOHA;

o IpU OCJIOKHEHHOM TEUYEeHHUU OepeMeHHOCTH (Yrpo3€ BBIKH[BIIIA,
MHOTOBO/JINH );
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o OPU PA3IUYHBIX MYTAareHHbIX WM TEPATOTCHHBIX BO3JIEUCTBUAX
(uH(pekroHHbIe 3a001€BaHus, IPUEM JIEKAPCTBEHHBIX MIPENapaToB, peHTTEHOB-
CKO€ HCCIIEIOBAHKE U JIP.);

o B Cllydae XpOHHUYECKUX 3a00JieBaHUN OEpeMEHHOH KEHIIMUHBI (ca-
XapHOro auadeTa, TMIOTUPE03a, SIUIIETICUN).

[Ipu HeuneazugHnvix METOAX TPOUCXOAAT OOCIIEAOBAHMS TII0 A O3 orie-
pPaTUBHOIO BMeENIaTeNlbCcTBa. B HacTosiee BpeMsi K HUIM OTHOCUTCS (DaKTUYECKU
TOJIbKO YJbTpa3BykoBoe wuccienoBanue (Y3UW). Paano- wnu pentrenHorpadus
npuMeHsuich 20-30 et Hazaa Ha HaydaJdbHBIX dTanax MpPEHaTalbHOW JUArHo-
CTHUKH.

Y31 npennazHaueHO Uil BBIABICHUS BPOXKICHHBIX IOPOKOB Pa3BUTHSL.
OOBIYHO MPOBOJUTCS BO BTOPOM U TPETbEM TpPUMECTpax OEpeMEHHOCTH: Ha
cpokax 18-22 wenmenu (mepBoe, Haubosee ontuManbHoe Y3U), 25-29 Henenb
(Bropoe Y3U) u 32-36 "enenb (Tperbe Y3U mpoBoaMTCS Jisi BBIOOpA ONTH-
MaJIbHOM TaKTUKH BEJCHHUS POJOB aHOMAaJbHBIM IUIOJIOM, ONpeesieHus] o0beMa
HEOTJIOKHOU MOMOITY PEOSHKY MOCIE POJIOB U 11€JIECO00PA3HOCTH MEPEBO/Ia €T0
B CHEIUAIU3UpOBaHHOE OT/AeNeHue). Eciu umeroTcs 0osee onpeaesieHHbIE T0-
kazaHus Uit Y3U (Hanpumep, npeanoaraemasi peyKius KOHEUHOCTEHN 10/1a),
TO UCCJeAOBaHUE MOXHO HauuHaTh ¢ 13-14-i1 Henenu. Y3U uHoraa ucnosib3y-
0T JIJISl BBISIBIIGHUS 33JIEP’KKU POCTa SMOPHOHA WM T1J10/1a, HaunHas ¢ 6-8-i1 He-
nen 0epeMEeHHOCTH.

VY31 Mo)keT NpUMEHATHCS U KAaK MPOCEUBAIOLINNA, U KAK YTOUHSIOIIHMA
meroa. B Hekoropeix ctpanax Y3U mpoBomaT BceM GepeMEHHBIM. DTO MO3BO-
JS€T TpeayNnpeauTh poxkaeHue npumepHo 30% Bcex neteil ¢ BpOXKIACHHBIMU
MOPOKaMHU Pa3BUTHS.

V3U kak yTOUHSIOIINM TUArHO3 MPOBOJSAT MO CIAEAYIOIIUM MTOKA3aHUSIM:

1. [ToBrimenHoe conepxanue ADII B ceiBopoTke KpoBU Ha 16-18-ii
HeJene 6epeMEeHHOCTH.

2. HeOnaronony4yHoe nporekanue 0EpeMEHHOCTH, 3aJiepPKKa Pa3BUTHUS
10/a.

3. Poxnenne npenpiaymiero peoeHka ¢ BpoXKASHHBIME TTOPOKAMH pa3-
BUTHSI.

4, Hanmuure BpOXXKIEHHBIX MTOPOKOB Pa3BUTHSA Y KOTO-THOO U3 CYIPY-

roB (WK y POJACTBEHHUKOB 1-3-i1 CTEneHU poJICTBA MO JIMHUSIM 0O0UX CYMpYy-
rOB);

5. Hanuune 6omne3neli (quabeT, SMUEncrs, aJKOTOJIU3M) Y KEHIIHH,
MOBBIMIAIOIINX PUCK POXKIACHUS PeOCHKA C BPOKICHHBIMUA MOPOKAMU PA3BUTHUS.
6. BozneiictBue TteparorenHoro (akropa (pamuanus, XUMUYECKUE

BEIIECTBA, BUPYCHBIC MH(]eKInn) B iepBoie 10 HEeNl. 6EpeMEeHHOCTH.

C momomnipio Y3U BBIABISIOTCA: MOJMKHUCTO3 TTOYEK, CKEIeTHAS JWCIIa-
3Msl, pacllieMHa BEpXHEeW T'yObl, MSTKOTO U TBEpJOTro HeOa, BpOXKACHHbIE TTOPO-
KU cepaua, AepeKTbl HEBpAJIbHOM TpyOKH, MHKpoledanus, MOpOKH JHIIa,
HAPY>KHBIX MOJIOBBIX OPTaHOB, MOJIUJAKTUIIHUS.
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K wuneazuenvim oTHOCAT METONbI, HAPYIIAIOIIUE LEIOCTHOCTh TKaHEH.
OTUMH METOJIaMU TOIYYaloT KJIETKM U TKaHU AMOpHUOHA U Moaa B 1-M u 2-Mm
TpuMecTpax OepeMeHHOCTH. K 3TOH rpymme OTHOCATCS: XOPUOH- U TUIALIEHTO-
ouoricus, MoJy4YeHUe aMHUOTUYECKOW JKUIAKOCTH, OMOIMCHS KOXH IJ10/1a, KOp-
JIOLICHTE3 U JIpYyTHUE.

Xopuon u niayenmobuoncus IPUMEHSIIOTCS ISl TIOTYyYEHUST HEOOIBIINX
KYCOYKOB BOPCHH XOPHMOHA WJIM KyCOYKOB IUIAIIEHTHI B mepuoa ¢ 7-il mo 16-10
Heneno 0epeMeHHocTd. [Iporeaypa ocyiiecTBisieTcss TpaHCa0JOMUHAIBLHO WIIH
TpaHCLEPBUKAIIBHO 1oJ KOoHTposieM Y3U. OgHuUM M3 OCIIONKHEHUM XOPHUOH-
Oworicuu SBJISIETCS] CIIOHTAHHBIN a00pT (BBIKUABIIT). OOIMe moTepyu 1102 Mo-
CJIe XOPUOHOMOIICUU COCTaBIISIOT B cpemHeM 2,5-3%. Pannss xopruoHOHMOIICHS
(1o 8 Hem GEpeMEHHOCTH) MOXKET BBI3BIBATH pedyKYUOHHbIE NOPOKU - BPOXKICH-
HbIe ammyTanuu KoHeuHocteu. [Toatomy, ¢ 1992 r. XopruoHOHOIICHIO PEKOMEH-
JyeTcsl MPOBOJIUTH Tociie 8-U Hemenu OepeMeHHOCTH, a nocie 11-it Hemenu —
TIAIIeHTOOMOTICHIO.

Onpeoenenue anvgpa-gpemonpomeuna (ADIl) B aMHUOTHUECKOMN KUIAKO-
CTH U CHIBOPOTKE KPOBH OEPEMEHHOHN KEHIIMHBI MOMOTAET IUarHOCTHPOBATH
HEKOTOpbIE CEPhE3HbIC MOPOKH PA3BUTUS TUIOAA (OTKPHIThIE Ne(PEKTH HEPBHOM
TpyOKH, aHAHIED AT, BpOXKIACHHbIE T€PEKTHI KOXKH), TP KOTOPBIX €r0 COAEp-
JKaHWE 3HAUUTEJIPHO TMOBBIMIACTCSI. B cilydasix XpOMOCOMHBIX 00Jie3HEH, KOH-
neHtpauust A®II cumxkaercsa. Konnentpanuro A®II onpepenstor pamguonm-
MYHHBIMU MeToaMu. B HOpMe oHa 0OHapy>KUBaeTCAd B aMHUOTUYECKOM JKUIKO-
CTU yke Ha 6-ii Henene OepeMenHocTH. Hanbosnee BhicOKasi €ro KOHIEHTpaIUs
HaOmonaercs Ha 12-14-i1 Hepene OEpeMEHHOCTH, a 3aTeM PE3KO CHHKAETCS Ha
20-i1 Henerne.

Demockonusi — OCMOTP TJ10/1a PUOPOONTUUECKUM IHAOCKOIIOM, BBEICH-
HBIM B @aMHUOTHYECKYIO TTOJIOCTh Yepe3 OPIOIIHYI0 CTeHKY MaTKu. [IpumMensercs
Ha 18-23 Henene 6epeMeHHOCTH. MeTO/ TTO3BOJIIET OCMOTPETh IO, ITYITOBH-
HY, TUIALIEHTY, TPOU3BECTU OUOIICHIO M B3sTHUE KpOBU Muiofa. deTtockomus co-
MIPOBOXKJAETCSI BHICOKMM PHUCKOM TPEPHIBAHUS OEPEMEHHOCTH (BBIKUIBIIIN B 7-
8%) U TEXHUYECKH CJI0KHA, TTOITOMY UMEET OIPaHUYEHHOE MPUMEHEHHE.

buoncus mraneii nnooa Kak nUAarHOCTUYECKash MpOLEAypa OCYIIECTBIIS-
eTcsl BO 2-M TpUMecTpe OepeMEeHHOCTH NoJ KoHTposieM Y3U (paHee mon BU3Y-
aTbHBIM (DETOCKOMMMYECKUM KOHTpoJieM). [ AMarHOCTUKU TSDKENBIX Hacie-
CTBEHHBIX OOJIE€3HEM KOXU (MXTHO3, IMUAEPMOJIU3) ACNAIOT OUONCUIO KOMHCU
naooa. Jlanee mpoBOAUTCS MAaTOMOP(DOIOTHUECKOE HCCe0oBaHue (MHOTIA U
AIIEKTPOHHO-MUKpOCKon4eckoe). Mopdosorudueckue KpUTEpUH  HATAYHUS
HACJICICTBEHHBIX OOJIE3HEW KOXKH TMO3BOJIIOT MOCTABUTH TOYHBIN JMATHO3 WA
YBEPEHHO OTBEPTHYTH €TO.

JIJisi TMarHOCTUKUA MBIIEYHOU auctpoduu JlforeHHa Ha BHYTPUYTPOO-
HOU CTaJiM pa3BUTHUS pa3paboTaH UMMYHO(IIFOOPECIIEHTHBIN MeTo . J1Jist aTOTO
MPOU3BOMIAT Ouoncuio muiwy Toaa. buontat oOpadaThiBaeTCsi MOHOKJIOHAb-
HBIMH MEUEHBIMHU aHTUTENaMHU K OENKy IUCTPOPUHY, KOTOPHI y OOJIBHBIX HE
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cuntezupyercs. CooTBeTcTBYIOIIas (uroopeciieHTHas o0paboTKa «BhICBEUHBA-
et» Oenok. [Ipu yHaciaeg0BaHUM MATOJIOIMYECKOTO TeéHa CBEUEHUE OTCYTCTBYET.
OTOT mpHUeM SBISETCS MPUMEPOM JTUATHOCTUKHM HACJIEJACTBEHHOM OOJEe3HH Ha
YpOBHE MEPBUYHOrO MpOAyKTa reHa. B cmydae muonatuu J{1omeHHa Takond me-
TOJ AaeT 0oJiee MPaBUIbHBIC PE3YyJIbTAThl, YeM MOJIEKYJISIPHO-TeHETHUECKas JI1-
arHOCTHKA.

buoncus xopuona — B3siTHE YNUTENUS BOPCUHOK XOproHa Ha 8-10 Henene
oepemenHoctu. Mccnenyercs Toxe 4yTo ¥ npu amHuoneHtese, kpome ADIL. C
MOMOIIBIO ATHUX METOJIOB BBISBIISIIOTCS XPOMOCOMHBIE HApYIICHUS — TPUCOMUU
o xpomocomam 3, 18 u 21, X- u Y-xpomocomam; 6omnee 100 Gomnesneir oomeHa
(ramakro3emust, 6one3np Tes-Cakca, runodocdarasus u ap).

AmHuoyenme3 — MOMy4YeHUE aMHUOTHYECKON >KUJKOCTU U KJIETOK IUI0Ja
JUIS TIOCJIEAYIOIEro aHanu3a. [lyHKIHIo poBOAsAT B HaUajae BTOPOTo TpUMeECTpa
OepeMEeHHOCTH Yepe3 OPIOLIHYIO0 CTEHKY, MAaTKy U IJIOJHbIE 00OJOUYKU MO KOH-
TpoOJIeM YJIbTpa3ByKoBoro oocienoBanus. CTepuIbHBIM OJHOPA30BbIM IIIPHU-
neM HabuparoT 10-20 MJI aMHHOTHYECKOHN >KUAKOCTH. JKHUIKOCTh MCIOJIB3YIOT
JUTsT OMOXUMHUYECKUX HCCIIEIOBAaHUMN (BBISBJISIOT TEHHBIE MYTallUU), a KIETKH —
st ananmza JJHK (BBISIBISIOT TeHHBIE MyTalliH), IUTOT€HETHUECKOTO aHan3a
U BBIIBIICHUA X- U Y-XpoMmaTuHA (IMarHOCTHPYIOT TEHOMHBIC U XPOMOCOMHBIC
MyTaum). OCI0XKHEHHS IPU 3TOM METOJIE UCCIIEI0BaHUS HE MPEBBIAIOT 1%.

Kopooyenmes — B3aTHE KPOBU W3 MYMOBUHBI, CTAT UCIOIB30BATHCS LIUPE
MIOCIIE TOTO, KAK 3Ty MPOLEAYPY HAYAIM OCYLIECTBIATH MOJ KOHTpojeMm Y3MU,
T.e. 6e3 petockonuu. [Ipouenypy npoBoasT B cpok ¢ 18-if mo 22-10 Henemnto Oe-
pemeHHOCTH. OOpa3ibl KPOBHU SIBISIFOTCS OOBEKTOM I ITUTOTEHETHYECKHUX
(KyTbTUBUPYIOTCS JTUMDOIUTHI), MOJIEKYJISIPHO-TEHETU-YECKUX U OHOXUMUYe-
CKUX METO/IOB JMArHOCTUKH HACJIEICTBEHHBIX OOJIE3HEH.

Kopnonenres ucnosb3yroT A IUarHOCTUKA XPOMOCOMHBIX OoOJe3Hel,
reMaToJIOTUYECKUX HACIEACTBEHHBIX OoJyie3Hel (TeMOrIoOMHOmaTHH, Koa-
T'yJIOTIaTHH, TPOMOOIIMTOIIEHNUH ), UMMYHOAE(PHUIIUTOB, TEMATOJIOTHUYECKOTO CTa-
Tyca MpHU Pe3yCc-CEHCUOMIN3AINHN, BHYTPUYTPOOHBIX HH(PEKITHIA.

[Tpouenypa c neppoii nonsiTku ycrnemHa B 80-97% ciyyaes. [Ipeumymie-
CTBO KOPJIOLIEHTE3a MO0 CPABHEHUIO C aMHUOIIEHTE30M 3aKJIIOYAETCS] B TOM, YTO
KPOBB SIBIIsIETCS OoJiee yTOOHBIM OOBEKTOM JJISi UCCIIENOBAHMUS, YeM KIIETKU aM-
HUOTHYECKOU XKUAKOCTH. JIuMpouuTel KynbTUBHpYIOTCA ObIcTpee (2-3 1HS) U
HaJIe)KHEE, YeM aMHHOITUTHI.
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MNPAKTUYECKHUH PA3JIEJ

Moayas 1
IIpakTnuyeckasi padora Ne 1.

TEMA: MeToabl u3y4eHusi HACJIEACTBEHHOCTH YeJI0BEKA.
IIpoBeneHne JAKTHIOCKONMMYECKOT0 ¥ MAJTBMOCKONMNYECKOT0 aHAJIN3A

HEJIb 3BAHATHSA: 03HakOMUTBECST € pa3IMYHBIMH METOJIAMHU U3Y4YEHHS
HACJIEACTBEHHOCTH YEJIOBEKA: CYIIHOCTBIO M 3HAYEHUEM AaHTPOIOMETpHUYE-
CKHX, KIMHUKO-T€HEaI0TH4e€CKOro U OJIM3HEIIOBOI0 METOJIOB ISl THAarHOCTH-
KM HAcJIE€JACTBEHHON MaTOJIOTUH; 00JacTh MPUMEHEHHUS LUTOr€HETHYECKHX
METOJOB; CYIIHOCTb, BUJAbl U BO3MOYKHOCTH LHMTOTE€HETHYECKOIO0 METOJa B
JUAarHOCTHKA HACJIEJCTBEHHBIX OOJIe3HEH; MOKAa3aHUs K NPUMEHEHUIO ITUTO-
IFEHETUYECKOI0 MCCIEI0BAHUS U JOIOJHUTEIBHBIX CIELHHUAIBHBIX METOJOB
oOcneoBaHus. YPOBHM OMOXMMMUYECKON JUAarHOCTUKH; OCHOBHBIE KIJIACCHI
OMOXMMHUYECKUX HApyLIEHUW; METO/bI, UCIOIb3yEMbIE ISl JUArHOCTUKU [ie-
¢dexkToB 0OMeEHa; MOKa3aHUsI K OMOXMMUYECKOMY I€HETUYECKOMY HCCIIeI0Ba-
HUWO. [IpUHIUIIBI MOJEKYJISIPHO-TEHETUYECKUX METOAOB JIMArHOCTUKH, HUX
BO3MOKHOCTH U OTPAHUYCHHUS.

Ha 3ansATHM CTyZEHT AOJDKEH OBIAJETh METOAUKOW IPOBEIACHUS TAKTHU-
JIOCKOTIMYECKOT0 aHajn3a, BBIUUCIATh TPEOHEBBIM CUET U ONpPEAEATh ACNIbTO-
BbII TMOKa3zaTenb. 110 1eIbTOBOMY MOKA3aTeNto ONpeaessiTh CBOU (PU3HUECKHE
CIIOCOOHOCTH.

BOITPOCHI JIA AYIAUTOPHOI'O KOHTPOJIA 11O TEME 3AHATHUA:

1. KnuHHMKO-TeHeanornyeckuii meron. MeTonuka COCTaBJIEHUS POMIO-
CJIOBHOM.

2. bmusnenosbiit Metoa. Koadduruent nacnenyemoctu. [Ipuunnsl MHO-
TOTUIOIUSL.

3. MeTonbl pa3nmydyeHHBIX OJHOSHIIOBBIX OJW3HEIOB, KOHTPOJIHHOTO
Onv3Hera v OJM3HEI0BOM Maphl.

4. Iutorenetnueckuili meton. [lokazaHust Il MPOBEICHUS] TUTOTC€HETHU-
YEeCKHUX MCCIICTJOBAHUM.

5. IlonmynsuuoHHO-TEHETUYECKUN METOJI. ['eHeTHUeCKre pa3andusi Mexk-
Zly TPyIIIaMHi COBPEMEHHBIX JIFOJEH. Packl.

6. buoxumuueckue u MOJICKYJISIpHO-TeHEeTUUeCKrue MeTobl. [Tokazanust k
MX IIPUMEHEHHUIO.

/. AHTpPONOTEHETUYECKUE METOJbI: AHTPOIIOMETPHs, JAepMaTorivduka,
MAJIbMOCKOIUS, TECHOMHAs JTaKTUJIOCKOTIU.

8. Mmmynoreneruueckuit meron. Cuctema rpynn kpoBu ABO. Cucrema

pesyc.
118



Xo00 evinonnenus pabomot

Pabora Nel JlakTmiaockonus

B ximHUYeCKOW MemuIMHEe AepMaTorM(UKy WCHOIB3YIOT IS THATHO-
CTHKH Pa3MYHBIX 3a00JeBaHUi. MeTO/] MO3BOISIET YCTAHOBUTH XPOMOCOMHEIE
aHOMAJIUH, TIPOSIBIISIONINECS B YBEIIMUEHUN WM YMEHBIIICHUH YHCIIa XPOMOCOM
(cuampom [layna). OTkIIOHEHUS B JepMaTOrIudUKe HAOTIOJAIOTCS TPH TaKHX
00Je3HsX, KaK SIMIICTICHS, N30 PEHUS, JICUKO3bI, Pa3TUIHBIC BUJIBI YMCTBCH-
HOM OTCTaJIOCTH, HACTEACTBEHHBIC KOJKHBIEC OOJIE3HH. DTOT METOJ UCTIONB3YETCS
JUTST U3yYEHUS CUMMETPUU M aCCHMETPUHU YEJIOBEYECKOTO Tela. ACCHUMETPHUS
NAMAUISIPHBIX PUCYHKOB ompeaensercs: (yHKIIMOHATLHOW pa3sHOKAYeCTBEHHO-
CTBIO PYK, KOTOpasi BOZHUKJIA B MPOIECCE aHTPOIOTEHE3a.

Hean: [IpoBecTr MaKTHUIOCKOTMMYECKUN aHAIU3, BRIUUCIUTh TPEOHEBBIM
CYET U ONPEICIIUTh ACIbTOBBINA MOKA3aTEb.

OGopyaoBaHMe: METOIUYECKHE Pa3pabOTKH IS CTYACHTOB IO JTaHHOU
Teme, ororpaduyeckuii KaToK, KyCO4eK mapayioHa, cTtekyio 20x20 cM”, Tamo-
rpaduyeckas Kpacka, JaKTHJIOCKOIMMYECKas KapTa, pydHas Jyra.

1. HaHeceHMe HA JAKTWIOCKONNYECKYIO KAPTY OTNEYATKOB NAJIbIIEB
IPaBoil U JIEBOM PYKH.

Memoouka npucomognenus omneuamxkos naivyes

Ha ctekso HaHOCAT HEOOJIbIIOE KOJMYECTBO KPACKHU U TIIATEIBHO packKa-
THIBAIOT KAaTKOM JI0 TOHKOTO PaBHOMEPHOro cios. [lanbubl MCIBITYEMOTO MO-
OUYEpEHO MPIKUMAIOTCS K CTEKITy, a 3aTeM MPUKIAIBIBAIOTCA K Oymare, moj
KOTOpO# JIe)KUT moposioH. [lamerr ctaBuTcs Ha pedpo paauaibHOM CTOPOHBI U
MOBOPAYUBAETCS TaK, YTOOBI OTIEUYATaIacCh BCS MOBEPXHOCTDH MaIbIIEBOM MOY-
HICYKH, BILJIOTh JI0 €T0 YJIbHAPHOU CTOpOHBL. [logHMMAaTh nanen Haxo OCTOPOXK-
HO, YTOOBI HE CMECTUTH OyMary u He cCMa3aTh PUCYHOK.

2. OrmpeneneHrue puCyHKa y30pa Ha KaKIOM Tajblle JEBOW M MPABOU PYKHU.
O003HaUNUTh KaXAbld y30p COTVIACHO PUCYHKY |, YUUTBIBasi CUMBOJIBL: 3aBUTOK
(W - whorl), nyra (A - arch), u netns (L - loop).
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Puc 1. Tpu OCHOBHBIX THIA AEPMATOTIN(HUIESCKIX Y30POB:
A - nyra, b — et (1- nentp y3zopa) B — 3aButok (1- genbra).

Jlyza (A)- camblii peaKuii TajableBbiii y30p. Jlyru MOryT ObITh IPOCTHI-
MU - TJIOCKUMH, JINOO BBICOKMMH - MIATPOBBIMHU.

ITemns (L) - npencrapnsier coOOW MOTY3aMKHYTBIN y30p: OJIMH KOHEI 3a-
KpPYTJIEHHBIN (3aMKHYTBIN), Apyrol - OTKPHITHIA. [lomyuyaercs, 4TO KOXKHBIE
rpe0HU, HAYMHASACH OT OJIHOTO Kpas Mmajiblia, UIYT K APYroMy, HO HE JTIOXOS 10
HETr0, BO3BPAIIAOTCA K TOMY Kparo, OT KOTOPOrO OHA HAYMHAIUCh. Eciau OTKpEI-
ThIl KOHEL 0OpaIleH B CTOPOHY OOJIBIIOTO Majbla, TO METIU 0003HAYAIOTCS KaK
pamuanbHble - L', ecim B cTOpoHy Mu3HHIA - yubHapHbIE L.

3asumox (W) - 3T0 KOHIIEHTPUYIECCKHIA Y30p, IPH KOTOPOM MANHUISPHBIC
JIMHUAX PACIIONAraroTcs KOHIEHTPUYECKH BOKPYT CEPIALIEBHUHBI y30pa.

Pewenue:
JleBast pyka - KOJIMYECTBO [TpaBas pyka - KOJIMYECTBO
3BUTOK (W) - 3BuTOK (W) -
nyra (A) - ayra (A) -
metis (L) - netis (L) -

3. OmnpenesieHue 1eJ1bTOBOI0 MOKA3aTe s

HenvToBbiii cuet ([C) onmpenensieTcss CyMMapHbIM KOJMYECTBOM TpHUpa-
JMYyCOB Ha BceX naecatu manbiax (oH M.0. ot 0 go 20). Tpupamuyc (nenwra) -
TOYKa, TJe cxoaarcs Tpu cuctembl nuHuid (Puc. 1, b,B). [Toacuer uncna tpupa-
JIMyCOB Ha 00euX pyKax AaeT MpejcTaBieHue 00 MHTEHCUBHOCTU y30pa (Ieib-
TOBBIN CUET, WU JICTHTOBBIN MOKA3aTEIIh).

[leTns umeeT oJIMH TPUPAIUYC,

3aBUTOK - JIBa, CJIOKHBIN y30p OOBIYHO - /IBa,

Jyra Tpupaauyca He UMeeT.

Pewenue:

(AC) =
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4, Onpenenenue rpedOHEBOro cuera

['pebHEBOM cUeT ompenernseTcss s KaXJI0ro Majiblla OTACIBHO M CYM-
MapHO JUTS TISTH TaJbIEeB KaX 10l pyku. OO0Immast cymma rpeOHEBBIX CUETOB 00e-
UX PYK Ha3bIBaeTCsA «OOIIMM IpeOHEBBIM cueToM» M obo3Hauaercs TRC (total
ridge count).

Pexomenoauuu K 6b1noJIHEHUIO pAGOMbl

B Tabmmiry 3amucaTh CUMBOJIBI Y30pOB M TIOKa3aTeld TPEOHEBOTO cueTa
JUTST KQKJIOTO TaJIbIla B OTICTLHOCTH, HAYMHAS ¢ OOJIBIIIOTO; BHU3Y — CYMMHUPO-
BaHHBIC (POPMYIIBI I KXo pyku. [Ipr Hamu4mu 3aBUTKOB U CIIOXKHBIX y30-
pOB B 001U TpeOHEBOM CUET BXOAUT TOJIBKO UMCIO TpeOHEH ¢ TOMl CTOPOHBI
aJbla, Iae uX OOJIbIIeE.

Hanpuwmep:
Lo’ + Ws.1 +Ag + Wigs + Lyo'; TRC =42, JlensroBslit cuet: 1+2+0+2+1 =6
Ap+ Ag + Wi g+ Ws.1o+ L' TRC = 30. enbToBslii cyer: 0+0+2+2+1 =5

BrisBiiena ciepyroimas 3aKOHOMEPHOCTh: 4eM OoJibllle Ha Taibllax IyT,
TeM MeHblie okasarenb T RC.

S. Pe3ybTaThl HCCJIEI0BAHMSA 3AHECTH B TA0IMILY:
[TanmpLbr [IpaBas pyka JleBas pyka
JenbToBblii cueT |  ['peOHEBBIN JenpToBbIN ['pebGHeBbI
CYeT cyeT CYeT
|
1
11
\Y4
\Y
Bcero TRC = TRC =
BriBoa: | JlempToBBIM cueT (Ha 000X pykax)
TRC(na o0oux pykax) =
6. XapakTepucTHKAa Ka4eCTB JI0/eil, Y KOTOPbIX Peo0/IafaioT:

Jlyau. Te, y KOro cpequ NajibleBBIX y30pOB MPe00IaiatoT IyTH, OTInYa-
IOTCSI KOHKPETHBIM MBIIIJIEHUEM. DTH JIFOJW OJHO3HAYHBI U 1IEJICYyCTPEMIICHHBI,
UM TPYJIHO MNPUCHOCAOJIMBATHCS K M3MEHEHHUSIM OKpY’Karolel OoOCTaHOBKH U
MIPUCTYIIUBATHCS K MHEHHIO Ipyrux Jroged. OHU MpaBIUBbI, OTKPOBEHHBI, HE
JO0ST 3aKYJIUCHBIX MHTPUT, JIETKO PEXYT MPSAMO B JUIO MpaBAy-maTky. Jlro-
Jer-«ayr» B ®KU3HU HeMHOTO. Hepenko o mogo0HOro Tuma BEIOMBAKOTCS BO
BCSIKOT'O POJia HAYaJIbCTBA.

Ilemau. Jlvonu ¢ nipeobiialaHeM Ha MNaibllaX METIEBBIX Y30pOB - 3TO
«30JI0Tas cepeiuHay. Y HUX IIMPOKUN KPYTr MHTEPECOB, OHU JIETKO CXOISATCA C
OKPYXAIOIUMHU, TEPIAT UX JHOObIE CTPAHHOCTHU, BIIOJIHE AJC€KBATHO MPU ITOM
olieHuBas npoucxojdiiee. [Ipu Bcex ux miocax 1 MUHYCax 3TO HACAIbHBIE PY-
KOBOJIUTENIH, CIIOCOOHBIE XOTh M M0 MUHUMYMY, HO YJOBJIETBOPUTH BCEX. TeM
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0oJee, YTO Ha OKPYXAIOIIUX OHU HE NaBAT (KaK JIIOAM C AyraMu) U HE My4aroT
HUKOTO IMOCTOSIHHO MEHSIFOUTUMUCS 3aMbIciIaMu (Kak 00J1alaTean 3aBUTKOB).

3asumku. Te, Ha YbUX TANbIAX MPE0OJIAAIOT 3aBUTKH, OTINYAIOTCS pa3-
HOOOpa3HbIM M BeChbMa CIIOKHBIM MoBeZieHneM. HecMoTpst Ha CBOIO KOJIOCCANTb-
HYIO BBIHOCJIMBOCTb, OHU HE JIFOOSIT TEPIEeTh HEMPUITHBIE JUIsl ce€0s1 00CTOSATENb-
cTtBa. OHM MOCTOSIHHO HEIOBOJIbHBI COOOM, CKJIOHHBI K CAMOKOIIAHUIO, K My4YH-
TEJIbHBIM COMHEHUSIM. JI10/1e11-«3aBUTKOBY» OTJIMYAET KOOPAUHALIMS.

7. o neabTOBOMY MOKA3aTeN10, ONpeenTe Bamu pusndeckue cro-
COOHOCTH.

Huskuit (0o 10) - xapaktepu3yeT He3aypsIHbIE CKOPOCTHO-CHUIIOBBIC Ka-
YecTBa - BEJIOTPEK, JIETKas aTJIeTHKa, KOHbKH, B (yTOO0JIE M OackeT0oJie ATO
HamagaroIme.

Cpeonuit (om 10 0o 13) - nokaszaTesib BBIHOCIUBOCTH - JIbDKH, BEJIOTOHKA,
cTaiiepcKue JUCTAHIIUH.

Buicokuii (svtue 13) - ciocOOHOCTU K CIOKHOKOOPIMHUPOBAHHOM Jesi-
TEJIBHOCTH - IIITaHra, OOKC, purypHoe karanue, B ¢yrbdosne u 6ackerdosie 3To
3aIUTHUKHA M BpaTapH.

Bbwi600:

Paoora Ne2 IlaabmMockomnus
Hean: IIpoBecTy NMaabMOCKONMMYECKUN aHAIN3, OMPEACIICHUTh PAaCHOJIOKEHUE
IJIaBHBIX JIQJOHHBIX OOpO3/, OTMETHTh TPUPAAUYCHL: a, b, ¢, d u t U riIaBHBIA
JaloHHBIN yroi atd

OGopyaoBaHmMe: METOJIUYECKHE Pa3pabOTKH JJIs CTYJCHTOB IO JaHHOW TeMe,

. 2
doTorpaduyeckuii KaToK, Kycouek mnapayioHna, crekio 20x20 cMm”, tunorpadu-
yeckas Kpacka, TaKTHIIOCKOIIMYECKast KapTa, py4yHas JyIia.

Xo00 evinonnenusn padoomol
1. Hanecenue na OaxmunockonuuecKkyro Kapmy OMHeYamKos JadoHel
npaeou u 1e6ol pyKu
Metoauka NpUroTOBJICHUSI OTIIEUYATKOB JIaJIOHEH, aHAJOTUYHA METOIUKE
OTIEYATKHU MaJIbIICB

2. Onpeoenenue 21a8HbIX 1A0OHHBIX HOPO30

Paznuuaror nonykpyoscnyro 60po3dy OONBIIOTO TMallblia, NONEPEYHYIO
npokcumanvHyto (Kocasi), KoTopasi HAauMHAeTCS COBMECTHO C TEPBOMl OOpO3/0ii
WM OTACNIBPHO U HANPABJISETCS K YIbHAPHOU (BHYTPEHHEW) CTOPOHE JIAIOHH, U
nonepeynylo oucmaivbHylo (HAaUMHAETCS Ha YJIbHAPHOM Kparo JIAJOHW U UIET K
MPOMEKYTKY MEXY BTOPBIM U TPEThbUM NanblaMu) (puc.l).

122



Puc.1. 'maBHbIe naioHHBIE OOPO3/bI

1- nonykpyxHas Oopo3aa OOJBIIIOTO
najblia, 2- mornepeyHasl IpoKCUMaibHasl,
3 - monepeyHas JUCTalIbHast 00PO3.1bl

3. Onpeoenenue:

A) Ha nakTuiaockonmmyecko KapTe JIaJIOHHBIX OTTHUCKOB MPAaBOM U JIEBOU
PYKH OTMETHTH TPHPAIUYCHL: a, b, ¢, d u t.

B) Jlns xakaoW pyKd HaWTH TJaBHBIN JagoHHBIA yron atd. J{ns storo
HEOOXOIMMO COCTUHHUTD Tpupaauyche a t d. (puc. 2)

]
]
n

Puc. 2 Cxema aioHHBIX 00pO3.1
(b- 6onpmoro maneia, K — xocas,
IT — nonepeunas, atd —r1aBHbII
JTAJOHHBIN YTroJI)

Puc. 3. I'maBHBIC TagOHHBIC IO

B) [loanucaTts Ha JaKTUIIOCKOIMYECKON KapTe JaJ0OHHBIX OTTHUCKOB Ipa-
BOW U JIEBOM PYKH 13 JTaTOHHBIX MOJIEH.

4, Ha ocnosanuu pesynomamos ucciedosanusi coenamv 6bl8600 O
NATbMOCKONUU.

B nopme y uenosexa ecmpeuaemcs 3 enagnvix 1a0oHHuIXx 60po30vbl. Ecnn
noriepeyHasl JUCTallbHas 0Opo37la CIMBACTCA C HAYaJbHBIM OTPE3KOM IPOKCH-
MaJbHOUM 60pO3/bl M 00pa3yeT OJHY MOMEPEUHYIO PE3KO BRIPAKEHHYIO OOPO31TY,
TO OHA Ha3bIBaeTCA «00E3bSHbEW JTUHHEI». DTOT TUII OOPO3/bI YACTO BCTpeUa-
€TCs IpHU CUHIApOME /layHa M HEKOTOPBIX APYIMX aHOMAaJUAX. Takou pUCYHOK
MOKET HaOJI0IaThCS 'Y HOPMAJTBHBIX JTIFOZICH, HO B TAKUX CITydasx 3Ta 6opo3aa
OKa3bIBAETCA TOJIBKO Ha OJJHOM pyKe.

I 1asnvliil 1adonHbILL Yoo 8 HOpMe cocmasnsem 5 7°.

Hzmepums 1a00HHbIL Y201 U 3aNUCAMb PE3YTbMAaAm.
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Knunuueckoe 3nauenue y30poe nanvyes

- Jlyeu - Arches (A): HeoOBbIYHBI Y O€NBIX MYKYHH, O0jiee OOBIUHBI Y
YKEHIIUH U Y HerpoB Adpuku. B HEKOTOPBIX CEMbSIX IyTH YacThl U MOTYT OTpa-
*aTh d(PPeKkT ayrocoMHO-TOMUHAHTHOTO reHa. Hanbosnee yacto ayra orMmeua-
€TCSl Ha yKa3aTeJIbHOM Malibllé U YacTOTa €€ BCTPEUAEMOCTH yMEHBIIAeTCs B
yJIbHAPHOM HAIPaBJICHUH C CaMbIM HU3KHUM MPOILIEHTOM Ha MU3HUHIE. be30THO-
CUTEJIPHO TIPUYMHBI TYTH YKa3bIBAIOT HA TUIIOIUIA3WI0 TEPMUHAIBHBIX (hajaHT
nanbleB kuctu. | Hanuuue 5 u 6onee nyr TpedyeT THIATEABHOTO 00CIE0BAHUS
NAlMEHTa C LEJIbI0 UCKIOYEHUSI XPOMOCOMHON NMATOJIOTUH WJIM TEPATOT€HHOIO
BO3JICHCTBUSI BO BpeMsi O€peMEHHOCTH (TMAAHTOMHOEBIM CHUHIpPOM). [[yroBbie
y30pbl 9aCTO BCTPEUAIOTCS MPU PA3IUIHBIX (opMax OpaxHIaKTWIMH U aKpO-
nucruiazuu. [IpeoOnananue nTyr TUarHOCTUYHBIN MPU3HAK TPUILUIOUIUHU, TPUCO-
Muu 18, TpucoMun 8 Mo3aumIM3Ma, TETPACOMHHU 9, monmcoMuu X, CHHIpoOMa
XXV u XVV, ncepnorunonapaTupeonnzma, CHHaIpoMoB Pyounimrerina-Telou
Y HOTTU-HAJKOJICHHHUKA, JIOMKOH X XpOMOCOMBI.

- Paouanvnvie nemnu - Radial loops (R) - oTHOCHTENBHO HEOOBIYHBI.
MME0T 4eTKO BBIPAKEHHYIO TEHICHIMIO K JIOKAIW3allMM Ha YKa3aTeJIbHOM
Najble I BCEX MOMYJSILHUN U PEIKYI0 YaCTOTYBCTPEYAEMOCTH Ha 3-eM U 4-0M
najbliax, UCKIIOYUTEIBHO PEJIKM HAa MU3MHIAX. Hanuuue equHCTBEHHOU paau-
aJbHOM TETJIM Ha MU3MHIE CBUIACTEIBCTBYET O HAIWYUU PENKON BPOKICHHOU
natoyuorud. Jlokammzamus R Ha 3-5 majgpiiax MOKET CBUACTEILCTBOBATH B MOJIb-
3y CIENYIOLMX IHarHo30B: cuHApoMbl Jlayna, ne Jlanre, 3p-, Tpuruionauu,
dbparunsHoit X, metaduzapHoit aucrminazuu, TAR cunnpoma. [lpu OpaxugakTu-
JUU U Tpex(aaaHTOBOM IMEPBOM Majblle KUCTU OTUYETIMBO MOBBIIICHA YacTOTa
paauanbHbIX NETENb.

- Vavuapnoie nemau - Ulnar loops (U) - oObIYHBII y30p, PEIKO IUArHO-
ctuueH. Omnako mpu cunapome JlayHa (dbenotun 10 merenb) M CUHIPOME
Knaiindenbrepa yactora yabHApHBIX METETh OTYETIMBO MOBLIIICHA.

- 3asumxu -Whorls (W) - oTHOCHTEIBHO OOBIYHBIN Y30p, Yalle JOKAIU3Y-
ercs Ha 1-oM u 4-om nanbie. OUeHb peiKo y NalMeHTa BCTPEYAIOTCS U 3aBUTKHU
U Ayru (KOHKYPHUPYIOUTUE Y30pbl), YTO SBJISICTCS NMATHOCTUYHBIM MPU3HAKOM
CHHJIPOMOB TPUCOMHM § Mo3aulu3ma u Tpucomuu 13, Hactora 3aBUTKOB CHHU-
»keHa npu cuHapome XXVY. [loBellieHHas 4acTOTa 3aBUTKOB MJIM 3aBUTKOB YBe-
JUYEHHOI0: pa3Mepa OOHapyKMBaeTCs MpH clieayronmx 3adoneBanusax: 18q-,
9p-,5p-, aptporpuno3, kamnromakTuiaus 1ei-Hashomer, cunapom JlapceHa,
cunapom @Dpumena-lllennona, Mmukpoctomus, cuHapom Xour-Opama, TpUXO-
puHO-(danaHreaqbHbpIi CUHAPOM | THMA, OpO-GhalKuo-TUTUTATBHBIN CUHAPOM,
CUHAPOM KpacHyXH (3MOpromaTHsi), BOZMOXHO ITUTOMETaJIOBUPYCHAsE SMOpHO-
natus, cuaapom Cwmwurta-Jlemmu-Onutia. IIpeobnaganne 3aBUTKOBBIX Y30POB
OTMEYAETCs MPU AKAHTOJIUTHYECKOM JTUCKEPATHYECKOM JI€pPMATo3€, CEMEHHOM
rUHTUBaNbHOM (pubpomarose, cuHapome BumbsiMca u cuaapome "macku Kaly-
ku". UHTEepecHbl paboThl KOHCTATUPYIONIKUE MpeoliiajaHne 3aBUTKOB Kak Ono-
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JIOTUYECKUN MapKep HEOIUIA3WM: paka MOJIOUHOM MKEJe3bl, CEMEMHBIX KEOIlIa-
31, HelpopuOpomarTosa u Jieko3a y AeTe.

- IIpokcumanvHo pacnonodceHnvle y30pvl naivyes (PacupoCcTpaHsIonne-
Csl Ha CPelHIOI (alaHry Majblid) - OMUCAHBI Y OOJIbHBIX C KOHTPAKTypaMu
MajblEB, NPU apTPOTPUIIO3E, MUONATUAX, cuHIpomax @Ppumena-lllennona wu
Tet-Hashomer kamnromaktuimuu, Tpurioauu. M3BECTHO COYETaHHME C CHHIPO-
MOM "rpeberku 10 KoHIa'".

- "I'pebewxu 0o xkonya" - cnenuuUUEcKuii aepMaTorIn(puIecKuii CUH-
JPOM C HEOOBIUHOM "TpaekTopueil" y30poB OT OJIHOTO Kpas maliblia JI0 IPyroro
Kkpasi. OnucaH B HECKOJIBKUX CEMbSX U MOXET HACIIEIOBAThCS OT OTIIA K ChIHY.

- [ ueanmckue y30psi - y30pbl 4aCTO COYETAIOTCS C MPOKCUMAIIBHO PaCIIO-
JIO’)KEHHBIMU y30paMH TajbleB, apTPOrPUIIO30M, CHHIPOMOM 'TpeOemiku 0
koHIA" u kammnromaktuiued Tel Hashomer. I'mrantckue amoHHBIC Y30pBI
(OonbIIeH YaCThIO 3aBUTKH) MEXKIAJBIEBBIX MOAYIICYEK - OOBIUYHBIN MpPU3HAK
CUHJpOMa TPUCOMHH 8 MO3auli3Ma.

- 3asumku 1a0oHu - TUATHOCTUYECKH TOJIE3HBbIE MPHU3HAKH, T. K. BCTpE-
YalOTCs YPE3BbIYAITHO PEKO 6 00JIaCTH TeHapa U B 00J1aCTH MEXIAJIBIIEBBIX TO-
JylIeyeK, OTHOCUTENLHO PEJIKU B 00J1aCTH TUIIOTEHAapA.

- 3asumku medxncnanvyesvlx nooyuleyex - TMarHoCTUYECKUI MPU3HAK CHH-
npoma TepHepa U CHHAPOMA TPUCOMUH & MO3aUIU3Ma.

Kiinnuyeckoe 3Ha4eHHe Y30POB NAJIbLEB

- Odyrm - Arches (A): HEoObIUHBI y OENBIX MYXUYWH, OoJiee OOBIYHBI Y
KEHUIUH U Y HerpoB AQpuKku. B HEKOTOPBIX CEMBSIX IyTH YacTbl U MOTYT OTpa-
*aTh d(PeKkT ayrocoMHO-TOMUHAHTHOTO TeHa. Hamnbonee vacto ayra orMmeua-
€TCSl Ha yKa3aTeJIbHOM MaJblleé W YacTOTa €€ BCTPEYAaEMOCTHM YMEHBLIAETCS B
YJIIBHAPHOM HaIIpaBJICHUHU C CAMbIM HHU3KHUM IIPOLIEHTOM Ha MU3MHLE. be30THO-
CUTEJIbHO TPUYUHBI IYTH YKa3bIBAIOT HAa TUIOIUIA3UI0 TEPMUHAIBHBIX (ajaHr
najblieB KucTH. Hamuuue 5 1 Gonee ayr TpeOyeT TIIATEIBHOTO OOCIeIOBaHUS
NALMEHTa C LEJIBI0 UCKIOYEHUSI XPOMOCOMHON NATOJIOTHH WJIM TEPATOT€HHOIO
BO3JICUCTBUSI BO BpeMsi OepeMEeHHOCTH (THIAHTOMHOBBIA CHUHAPOM). JlyroBbie
y30pbl 4acTO BCTPEYAOTCS MPU Pa3IMyHbIX (popMax OpaxUIaKTHIUU U aKpO-
nucriasuu. [IpeoOnaganue n1yr IMarHOCTUYHBIN NpU3HAK TPUIUIOUIUU, TPUCO-
Muu 18, Tpucomuu 8 mo3zauuuszma, TeTpacoMuu 9, mosucomuu X, CHHApPOMA
XXV u XVV, ncepnorunonapaTupeonn3ma, CHHaIpomMoB Pyounireiina-Teliou
Y HOT'TU-HAJKOJICHHUKA, JIOMKOU X XpOMOCOMBI.

- Paguanbubie mersim - Radial loops (R) - oTHocHTenbHO HEOOBIUHHBI.
MIMET 4eTKO BBIPAKEHHYI0 TEHACHIMIO K JIOKAJIM3alUMUd Ha YKa3aTeIbHOM
najabLe A1 BCEX MOMYJIALMI U PEIKYIO YaCTOTY BCTPEYAEMOCTH Ha 3-eM U 4-0M
najablax, UCKIFOUATEIBRHO PEAKH Ha MU3MHLAX. Hanmuune ennHCTBEHHOW paau-
aJbHOW TETJIM HA MU3MHIE CBUAECTEIBCTBYET O HAJIIMYMHU PEIKON BPOKIACHHOU
NATOJIOTHH.
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Jlokanuzanusa R Ha 3-5 manbliax MOXET CBUIETEIBCTBOBATH B IMOJB3Y
CIeIYIOUMX JUarHo3oB: cuHapoMbl [layna, ne Jlanre, 3p-, Tpumiouauu, ¢pa-
ruibHOM X, MetaduzapHoi nuciuiazuu, TAR curapoma. [Ipu OpaxugakTiiiuu u
Tpex(asaHroBOM IMEpPBOM MaJIblie KUCTU OTYETIMBO MOBBIIICHA YacTOTa pajv-
QJIbHBIX TIETElb.

- Yabuapubie netiu - Ulnar loops (U) - oObI4HEIA y30p, pEAKO TUATHO-
ctuueH. OxHako npu cuHapome JlayHa (denotun 10 merens) W CHHIpOME
Knaitndenbrepa yacToTa yapHapHBIX METENb OTUYETIMBO MOBBILICHA.

- 3aButku - Whorls (W) - oTHOCHTENTEHO OOBIYHBIIN y30p, Yallle JTOKaTH-
3yercs Ha 1-oM u 4-om manbiie. O4eHb peIKO y MallMeHTa BCTPEUYAIOTCS U 3a-
BUTKU U AYTH (KOHKYPUPYIOIIHE y30pbl), YTO SIBISETCS TUATHOCTUYHBIM TIPH-
3HAKOM CHUHAPOMOB TPUCOMHM & Mo3aunu3Ma U Tpucomuu 13. YacroTa 3aBUT-
KOB CHIDKeHa npu cuHapome XXY. [ToBbllieHHas 4acTOTa 3aBUTKOB MJIM 3aBUT-
KOB YBEJIMUEHHOT'O pa3Mepa OOHApY>KMBAETCS MPH CIEAYIOINX 3a00JI€BaHUSAX:
189-, 9p-,5p-. Ilpeobiasanre 3aBUTKOBBIX Y30POB OTMEYAETCSl MPU aKaHTOJIH-
TUYECKOM JUCKEPATUUECKOM JIepMaTO3€, CEMEHHOM T'MHIMBAJIbHOM (uOpomaro-
3¢, IPU BapuaHTe CHUHApoMa Cutis laxa (cuHIpOM 3JacTo3a-lenpedayHu3ma),
cuapome Bunbsimca u cunapome "macku KaOyku". aTepecHsl paboThl KOH-
CTaTUPYIOIIME TMPeoOIaJaHue 3aBUTKOB KaK OMOJOTMYECKUWd MapKep Heorla-
3Uil: paka MOJIOYHOM Keje3bl, CEMEMHBIX HeoIUia3ui, HelpodubOpomarTosa u
JIEMKO3a y JIETEH.

- IIpokcuMa/ibHO pacnojioKeHHbIEe Y30Pbl NaJbleB (PAacIpOCTPaHsIO-
IIMECs] Ha CPEIHIO0 (pajaHry Majiblia) - OMKMCAHbl Y OOJBHBIX C KOHTPAKTypaMHU
NanblieB, MPH apTPOTpHUIo3e, MUomaTtuix, cuHapomax dDpumena-lllennona u
Tel-Hashomer kamnromakTuavu, TPUINIOIUH. V3BeCTHO coOYeTaHHE C CHHAPO-
MOM "rpeberku 10 KoHIa'".

- "I'pebemiku 10 KOHIA" - crienU(pUUSCKUN TepMaTOTIM(PUISCKUN CHH-
JIPOM C HEOOBIYHOM "TpaekTopuen" y30poB OT OAHOTO Kpas Hajiblla 10 JPYroro
Kpasi. OnucaH B HECKOJIBKMX CEMbSX U MOXKET HAcCJIe0BaThCs OT OTLA K CBIHY.

- I'uranrckue y3opbl (Large patterns) - y3opbsl 4acTO COYETAIOTCS C
IPOKCUMAJILHO PAcCIOiIOXKEHHBIMU y30paMu HaJlbLIEB, apTPOTPUIIO30M, CUHIPO-
MoM "rpebemiku 10 koHna" w kamnromakTwiauei Tel_Hashomer. urantckue
JaloHHBIE Y30phI (OOMBIIEH YacThIO 3aBUTKH) MEXKMAIBIIEBBIX IMOAYIICUEK -
OOBIYHBINA MPU3HAK CHHAPOMA TPUCOMUHN 8 MO3anIU3Ma
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JAKTUJIOCKOIIMYECKASA KAPTA

damunus Ilon

4098 HanmnonansHOCTE
OTtuecTBO

Pomnncs « » 19 r.

Mecto poxaeHus

[Hanabubl npaBoil pyku

1.boabInoi 2.Yka3aTeJbHBIH 3. Cpennuii 4. be3pIMAHHBIH | 5. Mu3nHel

[Hanbubl 1eBOH pPyKH

6.bojn10ii 7.YKa3areJbHbINH 8. Cpenunii 9. BespiMauublii | 10. Mu3zunen
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JOINOJIHUTEJIBHBIE CBEJIEHUA

OTTHUCK JIAJOHHU
JIEBOU PYKH

OTTUCK JIAJOHHU
IMPABOM PYKU

HNPUMETDI

®duznyeckre HEeJOCTATKU (YBEUbs, MOBPEXKICHUS, OOPOAABKU, PYOLbI, HIPAMBI

Ha JaJOHIX U MaJbllaX PyK):

Kapra 3anonneHa «

20 T

IToamuce

[IpaBUIBHOCTH COCTABJIEHUS KAPTHI POBEPUIT:

(®UO, noamnuck, nata)
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IIpakTnueckasi padora Ne 2
TEMA: MoJieKyJsipHble OCHOBbI HACJI€ICTBEHHOCTH

HEJIb 3AHATHSA: 3Hate npeaMeT M 3ajladyd Kypca «OCHOBBI T€HETHUKH
YEJIOBEKA», ATANbl €€ Pa3BUTHUS; OCHOBHBIC MOHATUS W IOJOXEHUS T€HETHUKH,
UCTOPUIO (POPMHUPOBAHUS TEHETUKH YEIOBEKa. B3aMMOCBS3h TEHETUKH YETIOBEKA
C APYTUMHU OOJACTAMHU HAyKU W MEAUIMHBI. 3HAUYCHUE T'€HETUYECKUX HCCIIE0-
BaHUI B 00JIACTH KOPPEKIIMOHHOW MENAroruku U rncuxojoruu. Posib renerude-
CKUX (paKTOPOB B MPOMCXOKICHUH HAPYIIICHUH CyXa y JIeTel, NHTCIUICKTyallb-
HBIX HapymeHui u nedexra 3penus. MoyeKyasspHbIie OCHOBBI HACIIEICTBEHHO-
CTH MX POJIb B XpaHEHHUH U Tepejaue HAcIeCTBEHHON nHbOpMaIIiK

Ha 3aHsaTHH CTYIEHT NOJDKEH OBJIAJETh METOJMKOM PELICHUS 3a/1a4 TEME
«HykJIeMHOBBIE KHCIIOTBDY.

BOITPOCHI JId AYAUTOPHOI'O KOHTPOJIA 11O TEME 3AHATUA:

1. Tlpenmer, 3agaun U METOABI TeHETUKHU. VIcTOpUsT pa3BUTHUS U CTAHOB-
JICHUSI TCHETUKHU KaK HayKH.

2. Drambl pa3BUTHA Kiaccudeckord reHeTukd. CoBpeMeHHasl (MOJICKY-
nspHas) renetnka. OCHOBHBIC TIOHATHS U TIOJIOKCHUS TEHETHKH.

3. Hcropust hopMupoBaHUS T€HETUKH YelIOBEeKa. B3anMOCBI3bh TCHETUKHU
YEJIOBEKa C IPYTUMH 00JIACTSIMHA HAYKH W METATTHBI

4. Poab HyKJIEMHOBBIX KHUCIIOT B XpaHEHUHU M TIepeiaue HacIeACTBEHHON
uHpopmaruu. Ctpykrypa mosekyisl JJHK. ITpaBuna Yapradda.

5. Pemmukamus JJHK, monstue perumkona. PHK, ee Buabl. 3anuck rexe-
TUYECKON MH(GOPMAITHU B MOJIEKYJIaX HYKJIEHHOBBIX KHCIIOT.

6. I'eHeTHueckHMii KOJI, €ro CBOWMCTBA. buonorumuyeckmii cuHTe3 Oenka:
WHUIIAALNS, SJIOHTAIUs1, TEPMUHAITHS.

/. Drambl peanu3alu TEHETUYECKOW WHGOpPMAIMU B KJIETKE: TpaH-
CKPUIIIHS, TpaHcsus. Perynsius 6uomornyeckoro cuuresa 0enka.

8. Kiaccuduxkanus reHoB: CTpyKTypHbIC U (DYHKIIMOHATBHBIE.

Xo00 evinonnenus padomot
3apaua 1. [lepeuncnsem psij XUMUYECKUX COEAMHEHUI: pubo3a, Je30K-
cupu0o03a, pochopHas KUCI0TA, A30TUCTOE OCHOBAHUE.
Onpenenure:
a) KaKue U3 HUX BXOJAT B XMMUYECKHM cocTaB HYyKJeoTu10B PHK;
0) KaKkue U3 HUX BXOAAT B cocTaB HykJeoTuaoB JJHK.

3amaua 2. [lepeuncnsieM HYKJICOTU[bI: aI€HWIOBBIA (A), TUMHAWIOBBINA

(T), ypununossrii (Y), ryanwmnossiii (I'), uutuaunossiid (I1). Onpenenurte, kakue
13 Hux BxoadT B coctaB PHK, a kakue - B cocra JIHK.
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3apava 3. Ha ¢parmente onnoii nenu JIHK Hykj1€0oTH 1B pPacioIOKEHBI B
nociaegoBareabHoctd: A—A—I'—T—I—T—A—I—[—T—A—T.

a) Hapucyiite cxemy CTpyKTyphI AByX1ienodeuyHoi Mosekyisl JJHK.

0) OO0bsicaute, kakuMm cBoiictBoM JIHK mpu 3TOoM BBl pyKOBOICTBOBA-
JIUCB,

B) KakoBa myiuHa (B HaHOMETpax - HM') 9TOrO ¢parmenta JIHK? (Kax-
a1l Hykaeotus 3anumaet 0,34 am o aymne nenu JIHK).

r) Ckosibko (B %) COAEPKUTCS HYKICOTHAOB (IO OTACIBHOCTH) B 3TOU
JIHK?

1 nanomemp (1m) = 10~° mm (6 1 muniumempe coOEpHCUMCA MUTIUOH
HAHOMempos),

Pemenue

OTtser:

3agaua 4. B monekyne JJHK o6uapyxeno 880 ryaHUTIOBBIX HYKJIEOTHU-
JIOB, KOTOpBIE COCTaBISAIOT 22% OT 0OIIero KOJIMYECTBa HYKICOTHIOB 3TOH
JHK.

Onpenenure:

a) CKOJBKO % CONEPXKUTCS NPYrUX HYKICOTHUIOB (IO OTIEIHLHOCTH) B
stoit mosiekyie JJHK;

0)xakoBa qmHa JJHK.

Pemenue

OrtBer:

3apaua 5. Jlansl ¢hparmenTsl ogHOM nenu moJiekyisl JIHK:
AYTATOTITITAAIL..T

b) THI'ATAATHUTI'AT

B) A'HHUITTAATT.

I JAAATTITALIT T A.

Onpenenure B KOKIO0M 3a71a4e:

a) comepkanue (B %) KaXI0ro BUJIa HyKJICOTHUIIOB;
0) nmuny JIHK;

B) CTPYKTYPY BTOPOH IIEIIH.

Pemrenue

Otser:

3ajgaua 6. Y4acTOK reHa UMEET CIEAYIOIIEE CTPOCHHUE, COCTOAIIEE U3 T0-
CJIIE€I0OBATEILHOCTH HYKJICOTH/IOB:

LI'T IOI'L TIHHA AAA THI ...

YkaxuTe CTpoOCHHE COOTBETCTBYIOIIETO yUacTKa Oeka uHdopmaius o
KOTOPOM COJICPKUTCS B TaHHOM TeHe. Kak oTpa3uTcsi Ha CTpoeHUHU Oeska yia-
JIEHUE U3 TeHa YeTBEPTOro HyKIeoTuaa?

Pemenne

OtBer:
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3apauya 7. Ilpu cunnpome @aHkoHU (HAKpyIIeHHE 00pa30BaHKs KOCTHOM
TKaHW) y OOJbHOTO ¢ MOYOW BBIJEISAIOTCS aMHUHOKHUCIIOTBI, KOTOPBIM COOTBET-
ctBYIOT koJ0HKI B U-PHK: AVA, I'VII, AVI, YHA, VVI, I'VVY, AVY. Onpe-
JIETIUTE, BBIACICHUE KAKUX AMUHOKHCIOT C MOYOM XapaKTEPHO ISl CUHApOMA
@aHKOMH, €CJIH Y 3JI0pPOBOTO YEJIOBEKA B MOYE COAEPKATCA aAMHUHOKHUCIIOTBI
aJaHWH, CEPUH, TIIYTAMHAHOBAs KACJIOTA U TJIALUH.

Pemenue

OrtBer:

3anaua 8. MccnenoBanus nmokazanu, 9to B u-PHK comepxkurcst 34% rya-
HuHa, 18% ypanuna, 28% nurto3una, 20% anennHa. Onpenenure MNPOLECHTHBIN
COCTaB a30THCTHIX ocHOBaHMWM B yudactke JIHK, siBrsromierocss marpureit ms
nagHou n-PHK.

Pemenue

OTtser:

3agaua 9. Onpenenure NEPBUYHYIO CTPYKTYPY OeiKa, 3aKOIMPOBAHHOTO
B JIEBOM LIENIM I'€HA, €CJIM YYACTOK €0 MPABOM LEMH UMEET CIEAYIOUIYIO MOCIIe-
JIOBATEIbHOCTh HYKJICOTH/IOB:

A)TAT - ATT- TALl - T'HA —

BH)T-T-T-T-A-T-OHI-A-A-I-T-T..

BDU-A-A-A-T-T-II-A-A-A-A-T-T-T-T-

TEHETHIECKEH KO
Heperii Bropoii myraeorny Tpernix
HYRA80- HYKTE0-
g y 1 A r —
v DEH CEP THP IIHC v
DEH CEP THP 1UC 11
JEH CEP | CTOH ( CTOHI A
JIEH CEP CTOH | TPH T
I JEH PO I'HC APT Vv
JE#H PO THUC APT i}
JIEE PO IJIH APT A
JE# PO THH APT T
A WIE | TPE | ACH | CEP v
WUIIE TPE ACH CEP 11
HIE | TPE 13 APT A
MET TPE N3 APD T
r BAJ AJTA | ACH [N% v
BAIJI ATA ACIT | T/ i |
BAJ ATTA THY Y A
BAN | ANA ray Ty T

Pemenune
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3apauya 9. Cpapuute JIHK ¢ PHK u 3anonmnurte tadnuiry.

Ipuznaku

Oco0ennocTn
cocTraBa H
CTPYKTYPbI MO-
Jgekya PHK

Oco0ennoctu
coCTaBa U

CTPYKTYPbI
moJekyJa JJHK

OO0uue yepThl
cocraBa
U CTPYKTYPbI
MOJIEKYJT
PHK u JHK

MecTo pacnonoxeHus
OyHKIMHU

Bunpl monekyin
Monomep

A30THCTBIC OCHOBAHUS
Yrieson

[IpyHoMIT ~ KOMILIEMEH-
TapHOCTHU

Pennukaius, ee BUABI
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IIpakTuyeckasi padbora Ne 3
TEMA: Ilutojiorn4yecKkue OCHOBBI HACJIEICTBEHHOCTH

HEJIb 3AHATHUA: 03HaKOMUTBCSI CO CTPOCHUEM U TUIIAaMU MeTada3HbIX
XPOMOCOM YEJIOBEKA; MOHATHUEM O KAPUOTHIIEC, KIIETOYHOM IUKIIE U €r0 NePUo-
JlaMH; OCHOBHBIMU TUIIAMU JICJICHUS] SYKAPUOTUUECKUX KJIETOK; OCOOCHHOCTSMHU
OBOTEHE3a U CIIEPMATOTEHE3a y YEJIOBEKa.

BOITPOCHI JIA AYIUTOPHOI'O KOHTPOJIA 11O TEME 3AHATHA:

CTpoeHMe U TUIIBI XPOMOCOM.

[TonsiTHE KapuoTHIIA.

Tunel 1e1eHus KIETOK.

Muto3, ero ¢a3bl 1 OMOJIOTUYECKOE 3HAUEHUE.
Meiio3, ero ¢a3bl 1 OMOJIOTUYECKOE 3HAUEHUE.
Otansl HOpMUPOBAHUS TTOJIOBBIX KIIETOK.
Cnepmarorenes3. OBorenes.

NoakowdE

Xo00 evinonnenus pabomot

3anaua 1. 3agaua 2.00mas macca Bcex monekyn JJHK B 46 xpomocomax
OJIHOM COMATHYECKON KJIETKU YeIOBEKa COCTABIsteT okoyo 6 - 10™ mr. O6bsic-
HUTE, YeMy OyJIeT paBHA Macca BCEX XpOMOCOM B OJHOM JouepHEel U B ABYX J10-
YepPHUX KJIETKaX, 00pa30BaBIIMXCS ITyTEM MUTO3A.

3anauya 2. [lonp3ysch yueOHUKOM, COCTaBbTE TAOIUILY.

Kparkas xapakrepu-
CTHKA NOBeJACHUSA
XPOMOCOM B ITOH (pa3e

Jpyrue usmMeHeHus

Haszsanue ¢a3spl
B KJIETKe

Nurtepdasza

IIpodaza

Meradaza

Amnadaza

Tenodas

3apaua 3. [lepeunciisiem psiji KOMIIOHEHTOB KJIETKHU U MPOLIECCOB, MPOUC-
XOISIIUX B HEH.

1 — Oesok

13 — Tenoaza

25 — XJIOpPOTIaCThI

2 — XKuUp

14 — muroriazma

26 — HUTH BepeTeHA
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3—ATD 15 — xpomocombl 27 — dhoToCcUHTE3

4 — a11po 16 — TU30COMEI 28 — MUTOXOHJIpUU

5 — JIHK 17 — nentpuonu 29 — untepdaza

6 — PHK 18 — pubocombr 30 — kommutekc ['onbmxu

7 — MUTO3 19 — yrneBogs 31 — sHpomIa3MaTHIeCcKast
CETh

8 — aMHTO3 20 — meTtadaza 32 — peayrukanusa JJHK

9 — AapBIIKO 21 — daromuTos 33 — rarIouIHBIN HAbop

10 — memOpana 22 — IMUHOLIATO3 34 — nunonaHBI HAOOP

11 — anadasa 23 — (hepMeHTHI

12 — xpomaTun 24 — mpodaza

Onpedenume (omseem 3auiugpyiime couemanuem puUmMcKux u apabckux yupp):

Bomnpocel OTtBeThl

|. 13 MoJeKkys1 KakuX BEIIECTB COCTOMT MeMOpaHa KJIeT-
Ku?

I1. Kakue opranouibl HaXOASITCSl B IUTOILIa3mMe?

I1l. Kakmne xumuueckue cOeTUHEHNUS BXOIAT B COCTaB
KJIeTKN?

V. U3 kakux CTpYKTyp COCTOUT SJIpO?

V.3 Kakux BEIEeCTB COCTOUT XpoMocoMa?

VI. B kakoi (aze KIeTKH XpOMOCOMBI PACKPYUYEHBI U
HEBUJIUMBI?

VII. B kakoii ¢a3e knetku ynauBaercs macca JIHK B
anpe?

VII1.B kakux ¢azax XxpoMOCOMBI CIUPUIIM30BAHBI?

IX. Kakoit Habop XpOMOCOM COJEP>KUT OFHA KIETKA KO-
xu?

X.Kakoii Habop XpOMOCOM COACPKUT CrIepMaTo30u1?

XI. TIpu xakoMm criocoOe JeIeHHsI HET BepeTeHa Jeie-
HUs?

XIl. Tlpu kakoM criocoOe AeJIeHHUs] TPOUCXOIUT PaBHO-
MEpHOE pacipeiesieHue HacaeACTBEHHOW nHPopMauu
MEX]Ty ABYMSI JOUCPHUMU KJIETKaMu?

XI1.ITpu kakoM crioco6e AesIeHHs] TPOUCXOIUT PaBHO-
MEpHOE pacipeaesieHue XpOMOCOM MEXKY JOUYEPHUMHU
KJIETKaMu?

XIV.Kakoii mpoiiecc IpUBOAUT K CUHTE3Y CTPOUTEIHHO-
ro MaTepuaa Jijisi CaMOYABOEHHUSI KaXKJ0il XPOMOCOMBI?

XV. B kaxoil ga3e XxpoMaTuabl OTACIAIOTCS U CTAHOBSITCS
CaMOCTOSATEIbHBIMU XPOMOCOMaMHU?
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XVI. Korna kaxaas XxpoMOCOMa COCTOUT TOJIBKO U3 O/JI-
HOW XpOMaTUJIbl?

XVILI. UYro 3acTaBiisIeT XpOMaTUIbI 1 XPOMOCOMBI
JBUTATHCS OT KBATOPHUAITLHOM TUIOCKOCTH K TTOTFOCAM
KJIETKU?

XVIII. UYro sABISIETCS ICTOYHUKOM SHEPTUH MPH Jie-
JICHUU KJIETKU?

XIX.Kakoe BeuiecTBo ABIIsIETCA HOCUTEIEM HACIIE]I-
CTBEHHOM MHbOpMaIu (TporpaMmMbl) opranu3Ma?

XX. Kakwue BeniectBa cojiepkarcs B iISPHOM COKe?

3agaua 4. Y KpoJuKa U KpOJIbYMXU B KOKIOH COMAaTUYECKON KIIETKE COAEP-
*Kutcs 1o 44 xpomocoMbl. CKOJIBKO XpOMOCOM, IO BalleMy MHEHHIO, COZIEp-

KUTCS Y KPOJUKOB:
a) B OJTHOM SIMIIEKIICTKE;
0) B OJTHOM CIIEpMATO30U/IE;
B) B OJTHOM 3UroTe (OTIOJOTBOPEHHOU SHUIIEKIIETKE);

I') B OJTHOM COMaTUYECKOU KJIETKEe JeTel (OJIMH KPOJbYOHOK Pa3BUBAETCS U3

OJIHOM 3UTOTHI);
1) B OJTHOM COMAaTHYECKOMN KJIETKE BHYKOB.

3anaua S. 3anonnute Tabauiy «CXoacTBa M pa3jinyns MUTO3a U Meii03a)

Bonpocsl \ MuTto3

Meiio3

Cxoocmea

®da3nl neneHns

Yro npoucxoaut ¢ JHK B unTep-
(daze 10 Havaa JaejaeHus?

Paznuuua

Hamuune wnm OTCYTCTBUC KOHB-
oraigui roMOJOTH4YCCKHUX XpPOMO-
COM

CKOJBKO XpOMOCOM KaXJ0M TO-
MOJIOTUYHOM Taphl MOJy4aeT Kax-
Jlasi JOYEPHsISl KJIeTKA?

N3mMmeHsieTcst M 4uciio XpoMocoM,
IIOJIy4a€MO€ KaXIOW JO4YEpHEU
KJIETKOM, 110 CPAaBHEHUIO C YHMCIIOM
XPOMOCOM B MaTEPUHCKOM KJIETKE?

CKOJIBKO JTOYEpHHX KJIETOK oOpa-
3yercs?

B kakux opranax mpoucxoaut (y
YKUBOTHBIX)?
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OO6pa3oBaHMI0 KaKUX KIETOK (Y
MHOTOKJIETOYHBIX KUBOTHBIX)
MpEeIIEeCTBYET?

CKOJIBKO JCJICHUI MOJps] TMPOUC-
XOIUT?

Kaxosa 6nonornyeckas poJib?

3agaua 6. Ha pucynke 1 uzoOpaxkeHa cxemMa MUTO3a U MeH03a KJIETKHU C
TpeMs mapamu xpomocoM (A, A, B, B, C, C).

Onpenenure:

a) CKOJIbKO U KaKhe XpOMOCOMBI MOJTy4aroT Jo4YepHHe KieTku 1 u 2 B pe-
3yJbTaTe MUTO3a;

0) CKOJIBKO U KaKue XpOMOCOMBI MOJy4YaroT IouepHue Kietku 3, 4, 5, 6, 7,
8 B pe3ysbTare Meio3a (BMeCTO BOIPOCUTEILHBIX 3HAKOB B KPY)KOUKaX BITHIIIH-
T€ CUMBOJIBI XPOMOCOM).

-

MaTepuicune
HIETHH

Puc.1. Cxema neneHus KIeTOK.

3agaua 7. Pewtume 3a0auy:

Hanbr nee rpynmsl 10 100 AUMIOUIHBIX KIIETOK, KaXJas U3 HUX COAEp-
*uT 1o § xpomocoM (A, A, B, B, C, C, D, D). Bo Bcex kineTkax nepBoi rpynisl
MPOU30IIET MUTO3, BTOPOl — ME03 (B CEMEHHUKE).

Onpeoenume:

a) CKOJIbKO MOJIOJIBIX KJIETOK 00pa30BaJIoCh B MEPBOM TpymIIe;

0) MO CKOJBKO XPOMOCOM M KaKHE€ COJIEPKHUT KaxKiaash MoJyiofasi KieTKa
nepBoil rpymnmnsl (yKa3aTh UX CUMBOJIbI);

B) CKOJIbKO TaMeT 00pa30BaioCh B CEMEHHHUKE;

I') 10 CKOJIBKO XPOMOCOM U KaKHE COJIepKaT 3TU FaMETBhI.

Omeem.
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3apava 8. 3anosHuTe TAOIUILY:
CpaBHUTeJIbHASI XapaKTEPUCTHKA NMPOIIECCOB
0BOreHe3a U cliepMaToreHesa

Bonpocsl Aj1s1 cpaBHeHUs OBorenes Cnepmarorenes

Kakue n3Menenus npoucxo-
JISIT C TIOJIOBBIMH KJIETKaMU
P MIX Pa3BUTHH B pa3iiny-
HBIX 30HaX MOJIOBOM XKEJIE3bI:
a) pa3MHOXKEHUS

0) pocta

B) CO3pEBaHUs

Kak PacpCaAcCsICTCA UTO-
IiasMa B IICpUOoa CO3pPCBAHUA
TTOJIOBBIX KJIETOK?

KakxoBo Owojiormyeckoe 3Ha-
YeHUE HEPaBHOMEPHOTO pac-
MpeaeNeHns IHUTOIIa3Mbl B
IIEPUOJ CO3PEBAHHUS?

Kaxkoe uucio ramer obpasyer-
Csl B pe3yJibTaTe Pa3BUTHS T1O-
JIOBBIX KJIETOK?

3amaya 9. BHHMaTENbHO PAacCMOTPUTE U 3aKOHYHUTE CXEMY Ipolecca
oBoreHesa (Puc. 2).

1. HazoBuTe 30HBI pa3BUTHS MTOJOBBIX KIIETOK.

2. JlaliTe KpaTKyr XapaKTEPUCTUKY U3MEHEHUM, TPOUCXOIAIINX B KaxkK-
JIOW U3 HUX.

3. KakoB pe3yinbTaT npouecca?

4. Packpoiite OMoJIornueckoe 3HaueHue rnpoiecca

3apaya 10. BHuMaTenbHO pacCMOTPUTE U 3aKOHUUTE CXEMY IpoIecca
cniepmarorenesa (Puc. 3).

1. HazoBuTe 30HBI pa3BUTHS MOJIOBBIX KIJIETOK.

2. JlaliTe KpaTKyr XapaKTepUCTUKY U3MEHEHHH, MPOUCXOMISIINX B KaxK-
JIOW U3 HUX.

3. KaxoB pe3ynbrat npornecca?

4. Packpoiite OMOJ0THUUECKOE 3HaUCHHE Mpoliecca.

3agaya 11. BHuMarenbHO pacCMOTPHUTE CXEMY CIIEPMATOTE€HE3a U OBO-
reHesa (puc.4).

1.Onpenenute u HaA30BUTE 30HBI PA3BUTHS MTOJOBBIX KIIETOK.

2. YKa)XUTe YepThl CXOACTBA, PA3IHUHSI.
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3.KakoBo 3HaueHuEe 3TUX IMpoueCCOB AJIA 5BOJIIOLIMU

J30HA |,

CTIEPMATOLMT OBOLMT
NEFPBOTQ NQPRAHA MAEPBOTO MOPALAHA

HEFBDE

CTIEPMATOUNT BTOPOTG MOPAAHA ' IONAPHOE é¥%§%ﬁ5

TENbUE .
ETOPGE AENEHWME HGH A

- BTOPOE '
MONAPHOE TESLLIE

AVMLUEHAETHA

 CREPMATO3OW AL

Puc. 4. Cxema cnepmaToreHesa u OBoreHesa

Omeem:
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IIpakTuuyeckas padbora Ne 4
TEMA: 3aK0OHOMEpPHOCTH HACJIEI0OBAHUSA NPU3HAKOB

HEJIb 3BAHATUS: o3HakoMUTBCS ¢ OOLICTIPUHITON CUCTEMOM Te€HETHY e-
CKUX 00O03HAueHUH; MaTepualbHBIMU OCHOBAMHU HACIJIEJICTBEHHOCTH YEJIOBEKa,
paccMOTPETh OCHOBHBIE 3aKOHBI HACIEACTBEHHOCTH, 3HAYEHHE TE€HETHMYECKUX
¢dakTopoB B popMupoBaHuU (PEHOTUIIA; MOHOTEHHBIM U MOJUTEHHBIM HACJIEa0-
BaHWEM NPU3HAKOB; KJIETOYHBIM U TYMOPAJIbHBIM UMMYHHUTETOM; CHUCTEMOM
rpyni kpou ABO.

Ha 3aHsTHM CTyIEHT IOJDKEH OBIAJE€Th METOIUKON pelieHus 3a7ad TeMe
«3aKoHBI HACJIEICTBEHHOCTU. VIMMyHOT€HETHKAY; aHATM3UPOBATH MOJTYYECHHBIE
JaHHbIEC U JIeJIaTh 3aKJIIOYEHHE O COOTBETCTBUU HAOIIOAAIONIETOCS paclIerlie-
HUS TOMY WJIM THOMY MEHJIEJIEBCKOMY THILY HacJIeJOBaHMUsI.

BOITPOCHI JUTA AYIUTOPHOI'O KOHTPOJIA 110 TEME 3AHATHA:
1. OcHOBHBIE OHATHS U TEPMUHBI B COBPEMEHHON T'€HETHUKE.
2. Ilpunuunel padotel Menaens. ['eneTnueckas CHUMBOJIMKA.
3. 3akoH pacmeruienuss. CTaTH4eCcKHe 3aKOHOMEPHOCTH 1-TO M 2-TO 3aKOHOB.
4. 3akoH HE3aBUCHMOI0 KOMOMHHpPOBaHHS (hakTOpoB. CTaTHUECKUI XapakTep
HACJIEI0BaHMSI IPU3HAKOB.
XpOMOCOMHas TEOPUS HACJIEACTBEHHOCTU. ClETIIECHUE T€HOB.
Bo3BpaTtHOE 1 aHANM3UPYIOIIEE CKPEILIMBAHUE.
B3anmoneiictBrue reHoB. THUITbI HACIEA0BAaHUS PU3HAKOB.
['eneruka rpynn kposu. Pesyc-dakrop.
KneTounslil 1 rymopanbHbIA UMMYHHUTET

©oo~N O

X00 evinonnenus padbomot

PaGora 1. Pemienne 3agau no 3akonam MeHnes:
MOHOTHOPHUIHOE CKPelluBaHUE

Y cBOEHHE 3HAHUIN 10 3TOM TEME JIyUIll€ BCErO MPOUCXOAUT B MPOLIECCE
pelIeHrs COOTBETCTBYIOIIUX 3a/1a4, HO JIJISL 9TOTO CTYJEHTHI 3HAKOMUTHCS C
OOILIETIPUHSITON CUCTEMOMN T€HETUYECKUX 0003HAUCHUM.

CornacHo OOLIENPHUHITHIM 0003HAUCHUSIM,

POIUTENBCKUX 0CO0EH MpU CKpEIIMBaHUM OTMeuYaroT OykBoil P (ot paren-
ta — ponurenn),

rameTsl — G (0T gamete — moJIoBbIe KIETKH),

riuOpuabl mepBoro nokosienus — F1. (ot fifii — getn),

BTOpOro — F, u T.1.,

CKpEILUBAaHUE JBYX OPraHU3MOB 3HAKOM — X,

KeHckue ocodu — 9 (3epkanio Benepsr),

MyKCKHE 0cobu — & (cTpena Mapca).
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3aoaua 1. XennyHa ¢ CHHIAKTUIMEH (CpallleHHE MajiblieB) BbIILIA 3a-
MY’ 32 HOPMAJIBHOTO MY»KUYMHY. Y HUX POAUJIMCH HOPMAJbHBIE ChIH U J10Yb, U
ChIH C CHUHJaKTUIued. Bce poOACTBEHHHKH MYXYUHBI ObUIM C HOPMajbHBIMU
nanbiaMu. OnpeaenuTe reHOTUIIbI KEHIIMHBI U MYKYUHBI.

Pewenue.

3aoaua 2.Y xypuaBoro otia (ero MaTh UMeNa KypuaBble, a OTEll - TJaj-
KH€ BOJIOCHI) U TJIaJJKOBOJIOCOM MaTepH MEPBBIA peOCHOK C KypuaBBIMHU BOJIOCA-
Mu. Kakue BOJIOCBI MOTYT OBITh y CAEAYIOIINX JACTEH.

Pewienue.

3aoaua 3.I'onyOornaspiii My>K4uHa, 00a pOAUTENST KOTOPOTO MMENH Ka-
pue I1a3a, )KeHWICS Ha Kaperyia3oi JKeHIIMHe, y OTIIa KOTOPOM Kapue riasa, a 'y
ee Marepu - roixyosie. OT 3TOro Opaka poAWIICS ChIH - TOXYOOTNIa3blii U 10Yb.
Onpenenure reHOTUIBI OTIA, MAaTEPU U JOUEPU U COCTaBbTE CXEMY UX POJIO-
CJIOBHOM.

Pewenue.

3aoaua 4. KenmyHa ¢ HEPBDKUMU BOJIOCAMU, MaTh U OTELl KOTOPOH HMe-
10T HEPBDKHE BOJIOCHI, a OpaT - pbbKHE, BCTYIHJIA B Opak ¢ PbIKEBOJIOCHIM MYX-
YUHOM, MaTh KOTOPOTO UMEET TOKE PhIKUE, a OTEL - HEPBLKHE BOJIOCKHL. OT 3TO-
ro Opaka poJWJIUCh MajJb4YMK C HEPBDKUMH M JIEBOYKA C PBDKUMH BOJIOCAMHU.
Onpenenure reHOTUIBI BCEX YHOMSHYTBIX JIMI[ U COCTABHTE CXEMY POJIOCIOB-
HOM DTOU CEMBHU.

Pewenue.

3aoaua 5.J]IBa roga noAps CUOMPCKUN NIMHHOIIEPCTHBIN KOT Myp3uk
CKpeIMBAJICS C coceackon kowmkou Ilycekoii. B niepBeiit ron y Ilycbku poau-
JIOCh 5 KOTST, U3 HUX 3 KOPOTKOWIEPCTHBIX U 2 JUIMHHOLIEPCTHBIX; a Ha CIIEY-
IOIINI 1o/ 4-KOTEHKa - 2 KOPOTKOLIEPCTHBIX U 2 JUIMHHOIIEPCTHBIX. M3BECTHO,
YTO y KOILIEK KOPOTKasl IIEePCTh TOMUHUPYET Hall JuinHHON. Kakas mepcTts Oblia
y Ilycpkun. Kakoe moTOMCTBO Ccieayer OXKuaaTh OT CKpemuBaHus Myp3uka c
JUJIMHHOIIEPCTHOW M KOPOTKOIIEPCTHOW TOYEPbMU?

Pewenue.

3aoaua 6. Jlerckas (opMa amMaBpOTHYECKON CeMeWHOU uauotuu Teu-
Cakca HacjemyeTcsl Kak peleCCUBHBIN MMPU3HAK U 3aKaHYMBACTCS 0OBIYHO CMEp-
TeJIBHBIM UCXOJ0M K 4-5 romam. [lepBbIii peObeHOK ymMep OT 3TOM OOJE3HU B TO
BpeMsI, KOTJIa IOJDKEH POAUTHCS BTOpoil. KakoB puck poxaeHusi 00JIbHOTO BTO-
poro pebenka?

Pewenue.
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3adaua 7. Y KypuaBoi MaTepH W TJIaJIKOBOJIOCOIO OTIIA 2 pedeHKa: Kyp-
YaBbId M TJIAJIKOBOJIOCHIH. Omnpenennure TeHOTUIT POAUTENeH, TeHOTUIT U (PeHo-
THUII JICTEN.

Pewenue.

3aoaua 8. KakoBbl TEHOTHIIBI POAUTENCH U AETEH, €CIIHU:

a/ y CBETJIOBOJIOCOM MaTepH W TEMHOBOJIOCOTO OTIA 5 JETEH, BCE TEMHO-
BOJIOCHIE;

Pewenue.

0/ y Tomy0oria3oro oTia ¥ Kaperia3zon MaTepu 5 AeTel, u3 HuX 2 peOeH-
Ka roiayOoriassble;

Pewenue.

B/ 'y poAuTeliel ¢ HEPbKUMHU BOJIOCAaMH 4 JeTe, U3 HUX 2 PhIKEBOJIOCHIE.

Pewenue.

3aoaua 9. Myx4nHa-mpaBiiia, UMEBIINI TpeX OpaTbeB U CECTEP, ABOE U3
KOTOPBIX OBLIM JIEBIIAMH, >KEHUJICS HA >KCHIIHUHE-TIpaBIIe. Y HHUX POIUICS

MaJIbYHMK-JICBIIA. OHpGIIGJII/ITG I'CHOTHIIBI pOI[HTGJIGﬁ.

Pewenue.

Tabmumal

Hacneoosanue NPUSHAKOB Y YejloBeKd

JIoMHHAHTHBIN NPU3HAK

TCMHBIC BOJIOCHI

CBCTJIBIC BOJIOCHI

HCPBI)KMEC BOJIOCHI

PBIKHE BOJIOCHI

HOpMaJibHasl IMUIMCHTAIUA KOXXH, BOJIOC,

ria3

Kapuc riasa

roJiyOble WIH Cephie

OOJIBIIIME TJIa3a

MAJICHBKHUC I'JIa3a

TOJICTBIE TYOBI

TOHKHE T'yOBI

«PUMCKHUH HOCY

IIPSIMOM HOC-

TOJTUJAKTUIINS (JIMIITHUE TTAJIbIThI)

HOPMAJIbBHOC YHCJIO I1aJIBIICB

KOPOTKOIIAJIOCTh

HOpMaJIbHAasd JJIMHA I1aJIBICB

BCCHYIIIKHW Ha JIMIIC

OTCYTCTBHUC BCCHYIICK

HU3KUU POCT TeJIa

HOPMAJIBHBIN POCT Tena

HOPMAJIBHBIN CIIyX

BPOXKJICHHAA I'IyX0Ta

HOPMAJIbHOC COCTOAHHUC 3J0POBbA

caxapHbIi 1uader

pe3yc-noJiokuTeNbHast KPOBb

pe3yc-oTpuareabHas KpOBb
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Pab6ora 2. Pemenue 3aja4 nmo 3akonam MenaeJs:
AUTHOPUIHOE CKpeluBaHue
3aoaua 1. Y romy0oriia3oro TEMHOBOJIOCOTO OTIIA U Kaperyia3oi CBETIIOBO-
JI0CcOM MaTepu yeTBepo jereit. Kaxaplil U3 HUX OTJIMYaeTcs M0 OJTHOMY YKa3aHHO-
My TMpu3HaKy. KakoBbI T€HOTUITBI POAMTENICH, TEHOTUIIBI U (DEHOTHITHI ICTEH.
Pewenue.

3aoaua 2. Kapernasplil mpaBiiia >KxeHWICS Ha Troiy0Oornasoi sesiie. Ka-
KO€ MOTOMCTBO MO>KHO OKHJIaTh OT 3TOr0 Opaka.

Pewenue.

3aoaua 3. TemHOBONOCAas Kaperia3as >KCHIIWMHA, TE€TEPO3UTrOTHAs IO
NEpBOM aJljIeNid, BCTYNUIa B Opak C CBETJIOBOJOCHIM Kaperja3biM MYKUHHOH,
reTepO3UTrOTHBIM IO BTOPOMY IpU3HaKy. KakoBbl BEpOSITHBIE T€HOTUIIBI IETEH.

Pewenue

3aoaua 4. MyxX ¥ )K€Ha UMEIOT KYyJIPSIBbIE TEMHBIE BOJIOCHL. Y HUX POJIHII-
csi peOCHOK C KYJIPSIBBIMU CBETJILIMU BoJocaMH. KakoBbl BO3MOXKHBIE T€HOTHIIBI
POIIUTETEH.

Pewenue

3adaua 5. TemHOBONOCAS KEHIIMHA C KyIPSABBIMU BOJIOCAMH, FE€TEPO3H-
TOTHAsl 10 MEPBOMY IPHU3HAKY, BCTYNHIIA B OpaK ¢ MYyXYMHOW, UMEIOIIUM TEM-
HbI€ TJIAJIKUE BOJIOCHI, FT€TEPO3UTOTHBIM IO MepBOoil ayuienu. KakoBbl BeposiTHbIE
TE€HOTHUIIBI IETEM.

Pewenue.

3aoaua 6. XenuyHa co CBETJIHIMU MPSAMBIMU BOJIOCAMU BCTyIUJIA B Opak
C MYXXYMHOM, OTEeIl KOTOPOro ObUT CBETJIOBOJIOCHIM KYAPSBBIM, MaTh - UMeJa
TEMHBbIE TIpsiMbIe BOJIOCHL. KakoBbl reHoTUTIBI poauTenei. KakuMu MOTyT OBITH
TeHOTHUITBI U (PEHOTHIIBI JCTEH.

Pewenue

3adaua 7. IIATHUCTBIA KOT C 3arHyTBIMHU yIIaMU CIIAPUBAETCA C OJIHO-
IBETHOM KOIIIKOM CO CTOSTYMMU yIIaMH. Y KOIIKH poAuiIoch 4 koTeHka: 3 c Oe-
JBIMU MSITHAMU U 1 OTHOLIBETHBIN, HO BCE C 3arHYTHIMM yiiamu. Bo BTopom 1o-
KOJIGHUM OT 3TOTO CKPEIIMBAHUS TIPU CHApPUBAHUU 2-X TATHUCTBIX KOIIEK C
3arHYTBIMU yIIaMu OoOHapykuiioch 4 denorumna. Onpenenure 3T (PEHOTHUIIHI,
TeHOTHUITBI BCEX 0CO0Ei, yJaCTBOBABIIMX B CKPEIIMBAHUH, €CITM W3BECTHO, UTO
MATHUCTOCTH M 3arHYTHIEC YU - JOMUHUPYIOLIUE TPU3HAKH.

Pewenue

3aoaua 8. Y cobak 4epHbBI IIBET MIEPCTU TOMUHUPYET HAJl KOPEHHBIM, a
KOpPOTKas WEPCTh HAA JIMHHOW. Kakoil MPOLEHT YepHBIX KOPOTKOLIEPCTHBIX
IIICHKOB MOKHO OXHJIAaTh MPHU CKPEIIMBAHUH JBYX 0COOEH, r€TEPO3UTOTHBIM 10
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o6ouM npuzHakaM. OXOTHHUK KyMHHJI YEPHYIO CO0aKy ¢ JJIMHHOM IIEPCThIO U XO-
YeT MOJYYUTh IIEHKAa YEPHOTO C KOPOTKOM miepcThio. Kakoro maptaepa no ¢e-
HOTHUITY ¥ TEHOTHITY HaJI0 TOA00paTh.

Pewenue

PabGora 3. Pemienue 3aj1a4 110 TeMe: reHeTHKA rpynn Kposu. Pezyc-pakrop

['pynmnbl KpoBU, BXOASIIKME B 3TY CUCTEMY, ONPEACIISIOTCA COYETAHUEM Pac-
MTOJIOKEHHBIX HA PUTPOIUTAX aHTUreHOB A mim B. [loaromy, BBIIEHSIOT YeThIpe
rpymnnsl KpoBu cuctemsl ABO:

e O (I) rpynna kKoHCTaTMpyeTCSd NpU OTCYTCTBHHM aHTUTEHOB A U B Ha
DPUTPOIUTAX;

e A (Il) rpynma ycraHaBaMBaeTCs MpU OOHAPYKEHUH Y YEJIOBEKAa TOJILKO
aHTUTeHA THUMA A;

e B (III) rpynma xapakTepu3yercs HATMYUEM Ha SPUTPOIIUTaX aHTUTeHa B;

e AB (IV) rpynna onpezensiercs npy HaJIMYUU y Y€JI0BEKA OJJHOBPEMEHHO
A u B aHTHUr€HOB.

Cucrema ABO ornpenensiercst TpeMsl aluieIbHbIMA T€HaMU, KOTOPBIE PacIo-
JIO’KEHBI Ha JUIMHHOM Iuleue 9-ii XpoMocoMbI M 00O3HauaroTcs 1°, 1A, 18, [Ipu
stoM 1° sBisiercst pereccuBHbIM, a 1% i 1® - TOMHHAHTHBIME TeHAMH U HACTICLY-
IOTCS KaK ayTOCOMHBIE MEHEIMPYIOIINE TPU3HAKH.

Yenosek ¢ O () rpymmoit kpoBu - 3T0 romo3urota no awiesnto 1°(1°1°). Bro-
past rpymma kposu - A (ll) - oOHapykuBaeTCst Kak P TOMO3UTOTHOCTH OpraHu3Ma
mo reny 1* (1*1”), Tak u rereposurorroctn ¢ rerom 1° (1*1°). Tpetsst rpymma - B
(111) - Take BO3HMKAeT MpH JBYX BaphaHTax rexoruma uenoseka: 1°1° u 1°1°.
YerBepras rpymma kposu - AB (1V) - dopmupyercs npu 0THOBpEMEHHOM HaJIH-
YUU B OpraHu3Me 000MX JOMHUHAHTHBIX aJJIEIbHBIX T€HOB: 1417 (Tabm 1).

3anoanumos maoauyy:

CoueraeMoCTh Ipyni KPOBH Yy AeTeH U poauTeIei
Coueranus y
poauresen
rpynn KpoBH
0xO
OxA
OxB
OxAB
AxA
AxB

OoOpazoBanmue BeposiTHOCTH HaC/IeI0BAHUA 1€ THbMU
TeHHBIX nap TOW WJIM MHOM IPYNIIbI KPOBH

AxAB

BxB

BxAB

ABxAB
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Kpome rpynn kpoBu cucrembl ABO Oosbllioe 3Ha4€HHE UMEET pe3yc-
dakTop.

Pesyc-daxTop - 3T0 TUnonpoTen, pacnoiaoKeHHbI Ha MEMOpaHax SPUT-
poruToB y 85% moneit. Eciu oH oOHapyXuBaeTcs y 4eloBeKa, TO TOBOPST O
pe3yc-ToJ0XKUTEIbHON puHaaIexkHOCTH KpoBr (Rh+). Ilpu otcyTrerBum pesyc-
dakropa (15% mnacenenus 3emiid) pPETUCTPUPYETCS PE3yC-OTPUILIATEIBHOCTD
(Rh-). B Hacrosiiee BpeMs H3BECTHO TPH IMaphbl HEAICIBHBIX T€HOB, PACIIOJIO-
KEHHBIX OJIM3KO NIPYT K APYTy Ha 1 XpoMOCOMe M KOHTPOIUPYIOMUX (HEHOTHU-
MAYECKOe MpOosBJICHUE pe3yc-(pakropa.

Ycra"oBneHo, uTo Rh — mMOJI0XUTEIBHBIC WHIAWBUABI SBJISIOTCS JOMH-
HAaHTHBIMM TOMO3UTOTAMH IO JIOMUHAHTHOMY TeHy (DD) wiu rerepo3uroramu
(Dd). Pe3yc otpuniatenbHbie HHAMBHIBI N — OyIyT TOMO3UIOTON 1O PEIIECCHB-
HoMy asutenio (dd)

3aoaua 1. 'V pebenka rpymrma kpoBu A, y otiia — O. Kakas rpynmna kpoBu
y matepu? (Bo3mMoxHEBI 1Ba BapHaHTa).
Omeem

3aodaua 2. MoxxHO 1 niepeanBaTh peOCHKY KPOBb MaTE€pH, €CJIH Y HEE
rpynna AB, a'y orua O?
Pewenue.

3aodaua 3. B poaguabHOM IOME NEPEMYTAIN IBYX MaJlbuMKOB. Ponurenun
onHoro u3 Hux uMeroT I u Il rpynmsl kpoBu, poaurenu apyroro — Il u IV. HUc-
cie0BaHueE MoKa3ano, uto Aety uMeroT [ u II rpynmnel. Onpenenure, KTo yei
CBIH.

Pewenue.

3aoaua 4. Kakue rpymmsl KpOBH MOKET HMETh PEOCHOK, €CJIU Y OTIIa OHa

AB, pe3yc nonoxurenbHbiid, y MmaTepu — OO, pe3yc oTpuiaTeIbHbIN?
Pewenue.
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IIpakTnueckas padora Ne 5
TEMA: U3MeHYHUBOCTH OPraHU3MOB

LEJIb 3AHATHS: 03HaKOMUTBCS ¢ U3MEHUUBOCTBIO, €€ BUJAMHU, MeXa-
HA3MaMU BO3HUKHOBEHHSI MYTalldii; OCHOBHBIMU NEPUOJAMH PA3BUTHS TEOPUHU
MyTarui, uX Kiaccuukanued; aHTUMyTareHaMH U CylepMyTarcHaMu; pera-
panuen FTeHeTUYECKOro MaTepuaa.

Ha 3ansiTMM CTYJEHT JOJDKEH OBJIAJIETh METOAMKOW PEHICHHS 3a7ad TEME
«HacmencTBeHHOCTh, cpelia U HaTOIOTHS».

BOITPOCHI T AYIUTOPHOI'O KOHTPOJIA 110 TEME 3AHATHA:

1. W3meHuUMBOCTH, €€ BHUJbl. XapaKTEpPUCTUKA ¢enomunuieckou (Moauduka-
LMOHHOW) n3MeHUYnBOCTH. Hopma peakuuu

2. T'eHoTunuyeckas U3MEHYMBOCTD €€ BUbl: KOMOMHATUBHAS U MYTallMOHHAS.
3. 3HayeHHe KOMOMHATHBHON M3MEHUMBOCTH B OOECIEUYEHUU I€HOTUITUYECKOM
IE€TEPOrE€HHOCTH JIFOJCH.

4. MyTtainmoHHasi ”3AMEHYUBOCTh. MeXaHU3Mbl BOSHUKHOBEHHSI MYTallUM.

5. OcHOBHbIE IEPUOABI PA3BUTHS TEOPUU MYTALIHM.

6. duszmueckue, XUMHUECKHUE U OUOIOTHYECKHE MyTareHHbIE (haKTOPHI.

7. Knaccudukanua myraumid. XapakTepucTUKa MYTalMi Ha MOJIEKYJISIPHOM
ypoBHE (T€HHbIE MYyTalMH), KJIETOYHOM YPOBHE (XPOMOCOMHBIE), TKAaHEBOM
YPOBHE; Ha YPOBHE OPTraHU3Ma, ITOMYJSIIUOHHOM YPOBHE.

8. IlonsiTue 00 aHTUMyTareHax u CyrnepMyTarcHax.

9. MyrareHes u KaHIIEpOTEHE3.

10. I'eneTnueckas OMacCHOCTh 3arps3HEHUS OKPYXKAIOIIeH cpeibl MyTareHaMHu.
11. YcroitunBOCTh U penapaiys TeHeTHYeCKoro MaTepuaia. JTanbl U BUIBI pe-
napanuu

X00 evinonnenusn padbomot

3anaua 1. 3anonnume maonuyy: «Xpomocomusie Mymayuu

VYcnoBHoe o603HaueHne | V3MeHeHue CTpyKTypbl Ha3zBanue
XPOMOCOMBI

ABBIJIE

ABJIE

BI'JIE, ABBI'

ABBBIJIE

ABJTBE

ABBI'MN
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3agaua 2. B kierke uenoBeka (eHusamaHuH (OJHA M3 HE3aMEHHMBIX
aMUHOKHUCIIOT) mpeTeprieBaet 6omnee 10 mocnenoBareabHO UAYIIUX OUOXUMUYE-
CKUX PEaKIMi P y4aCTUU TAKOTO ke Yucia (epMEHTOB, KKl U3 KOTOPBIX

CUHTC3UPYCTC:A IIOA KOHTPOJICM COOTBCTCTBYIOIICTO I'CHA.

Paccmotpute pucyHok 1 u oobsicHuTE:
a) B pe3ysibTaTe MyTallud KaKUX T€HOB BOSHUKHYT HOBBIC HACJIE/ICTBEHHBIC
TPU3HAKH - ATEONHI3M U QEHUIKETOHYPHS |
0) K KakUM TOCJIEJICTBUSM IPUBEIET OJHOBPEMEHHAas MyTanus reHa 1 u

reHa 3, mouemy; B) OyayT JIM 3TU HOBBIC IPU3HAKU HACIIEIOBATHCS, TOUEMY.

Menss Fen 1 Fen 2 Fen 3
Benun- Pepmnenr | "depuedT 2 MepmeyT 3
HEeRHeH TR
T
. 1 y :

Llene e n - == [ AKoKoH - o= MenaxuH

ae o oa Tupoany : .
pearuml  &REHUH + fERHN- (TemMHLA

anaHHH ANTMEHT)

Puc. 1. [locnenoBaTenpHbIe Tkl IpeBpanieHus GpeHuIasaHuHa

Omeem:

3apava 3 .3anoyiHATE TAOIUITY:

«CpaBHHTEJIbHAS XaPAKTEPUCTUKA (DOPM U3MEHUYUBOCTHY

XapakTepucTuka

MoaudukanroHHas
M3MEHYHBOCTD

MyTtanunoHHas
U3MEHYUBOCTH

OOBEKT M3MEHEHUS

OTt6uparomuii pakTop

HacnenoBanue npru3zHakos

[TonBepKkEHHOCTh U3MEHE-
HHSIM XPOMOCOM

[TonBepkE€HHOCTh U3MEHE-
HusAM moutekya JTHK

3HaueHue 1 0coon

3Ha4yeHue A1 BUga
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3agaya 4. CooTHecuTe METO] HCCAEA0BAHMSI M 3a7a4y, KOTOPYIO

MO7KHO PE€IIHUTD € €10 MIOMOIIbIO:

a) 'uGpugoioruyeckuii

1. BeIIBUTh T€HOMHBIC U XPOMOCOM-
HBIC MYyTaIllUH.

0) LluToreneTuyeckuii

2. 3y4nTh 3aKOHOMEPHOCTH HACIIEN0-
BAHMS IIPU3HAKOB

B) buoxummuuecknit

3. BBIIBUTH F'€HHBIE MyTallU

r)[lonynsaMOHHO- CTaTUCTHYECKUN

4. Paccuurath YaCTOTY BCTPCHACMOCTHU
I'CHOB U I'CHOTHUIIOB B ITOITYJIALIMH.

Omeem:

3agaua 5 CooTrHecure BUJA MyTauuu u 3a0oJieBaHue (-1), KOTOPoOe OH

BbI3bLIBAET.

a) I'ennas

1. eHUNIKETOHYpHSL.

0) XpoMocoMHast

2. CHHIPOM «KOIIAYberO KPUKay.

B) ['eHOMHas

3. Cungpowm JlayHa.

4. Cunapom Knaiindensrepa.

5. AIbOUHU3M.

Omeem:

3agaua 6 CooTHecuTe BUJ MyTallMu U 3a001eBaHue (-1), KOTOPOe OH

BbI3bIBACT:

a) Monocomust

1. AbOMHAU3M.

0) Iomucommus

2. Cunnpom lllepenieBckoro.

3. Cungpowm JlayHa.

4. Cunnpom Kiaitdenbrepa.

5. JlanbTOHU3M

Omeem:

3anaya 7 CooTHecuTe BHA M3MEHYMBOCTH U NPUYUHY(-bI) €¢ BO3HUK-

HOBCHHUA:

a) MoaudukarmoHHas

1. Bo3HuKaeT npu 3aMeHe MyPUHOBBIX
Y IMPUMHUJIMHOBBIX OCHOBAHUM.

0) MyTarronHast

2. CriocoOCTBYET BELKUBAHHUIO.

B) KomOunatuBHas

3. BosHukaeT mnpu OoOMEHE TOMOJIO-
THYHBIMH Y9aCTKAMH XPOMOCOM.

4. OOycioBlieHa Cily4yallHbIM CcoOueTa-
HHUEM raMeT MPU OTLJI0JT0TBOPEHUH.

Omeem:
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3agaya 8 CooTHecuTe B MyTAllMU U IPUYMHBI €r0 BOSHUKHOBEHMUS,
a TaKKe XapakTep HACJIeI0OBAHUA:

a) ['enepaTuBHas 1. He nacnmenyroTcsi mpu  TOJOBOM
pPa3sMHOKEHHUU.

0) Comarnueckas 2. Hacnenyrorcss 1pH BEreTaTUBHOM
pPa3MHOKEHUU

3. DEHOTUNHUYECKHA MPOABIIOTCA Y
CaMOI0 OpraHu3Ma.

4. BO3HMKAIOT B IOJIOBBIX KJIETKaX.

S. @EHOTUITMYECKU TIPOSIBIISIFOTCS Y
MTOTOMKOB

Omeem:

3agaya 9. Onpeaenure BUA MyTalMH, IPeICTABJICHHON Ha puc. 2.

e e
.- ?;.
=

Puc. 2
Omeem:

3agaua 10. Kak Ha3pIBaeTcsi MyTalusi, NpeJcTaBJIeHHAsA HA puc. 3?

@BCDE I‘"GH)EI(ADEEE):(FGH)

I T Puc. 3
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3anauya 11. Kak Ha3pIBaeTcs MyTanus, npeJacTaBjeHHas HA puc. 4

ABCDJ_E)S(FGH)—:—(ABCECDE_)C(FGI—I)

Puc. 4

Omeem:

3agaua 12. Kak Ha3pIBaeTcss MyTanus, nNpeJcTaBJeHHAsA HA PUC. S

(ABGDI@C(FGH)—F(ABGE):(FGH)

L, F S

Punc. 5

3anmava 13. . Kak Ha3pIBaeTc MyTanus, peaCcTABJICHHAs HA puc. 6

(ABGDE)(F.GH) @NDCDE)D(FGH)

F-

(MNOPQ@- @BCPQ):@

T Puc. 6

Omeem:
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MOJIYJb 2

IIpakTnueckas padora Ne6
TEMA: HacneacrBeHHble 00/1€3HM U X KJIaccupuxkanuu. XpoMo-
COMHbIE 00J1e3HH

HEJIb 3BAHATUA: 03HaKOMUTBCS C OCOOCHHOCTSIMH KJIIMHUYECKUX TMPO-
SIBJICHUI HACJICJICTBEHHOW MATOJOTHUH, OOIIMMH MPUHITUTIAMU KJIMHUYCCKOMN JT1-
arHOCTUKU HACIEJCTBEHHBIX OOJIE3HEH, MPUUMHAMU MPOUCXOXKICHUS U JUATHO-
CTUYECKON 3HAYMMOCThIO MOP(POTEHETUUECKUX BaPUAHTOB.

CTyAeHT JOJIKEH YMETh pa3inyaTh XPOMOCOMHYIO MAaTOJOTHIO U HEKOTO-
pbie HamboJiee paclpoCTPaHEHHbIE MOHOTEHHO HACIEyeMble CUHAPOMBI U 3a-
OoJeBaHus.

BOITPOCHI JUIA AYJUTOPHOI'O KOHTPOJIA 11O TEME 3AHATHA:

1. Knaccudukanus HaciaenacTBeHHOH natogorud. OcOOEHHOCTH KIMHUYE-
CKHX IPOSIBJICHUM HACJIEACTBEHHON ITATOJIOTHH.

2. XpoMOCOMHBIe 00JIe3HH, X XapakTepucTuka. CHHAPOMBI C YUCIOBHI-
MU AHOMAJIMSAMHU IIOJOBBIX XPOMOCOM, CHHAPOMBI C YHMCIIOBBIMH aHOMAIUSAMHU
ayTOCOM.

3. OcHOBHBIEC IPUHIIMIIBI YX0/a 32 OOJBHBIMU C HACJIEICTBEHHBIMH 3a00-
JIEBAHUSIMH.

Paoora 1. HacieacrBeHHbBIE 00JIE3HM:
MYJabTH(PAKTOPHATBbHBIE 1 XPOMOCOMHBIE

X00 evinonnenusn padbomot

Ha Tlapukckoii koH(bEpEeHIH 10 CTaHIapTU3alMKd 1 HOMEHKJIAType Xpo-
MocoM uesioBeka (1971) ObUTM TPHUHATHI MpPaBUIA OMUCAHUS CUMBOJIMYECKOTO
0003HaY€HHUsI KApUOTHUIIA YEJIOBEKA B HOPME U MPHU NATOJOTMYECKUX COCTOSHU-
X, OOYCJOBJICHHBIX MYTAlMSIMU XpPOMOCOM. HamomMHUM, YTO HOpMajbHBIM
MY>KCKOW KapHOTHUI MPUHATO 0003Ha4YaTh B BHUie GopMyisl 46,XY, a HOpMab-
HBIN JKEHCKHUM - 46,XX. 3arem, Ipyu HAIUYUU MYTAr€HHBIX U3MEHEHUM, OTMEYa-
I0TCSI JIMIITHASL XPOMOCOMa KapHOTHUIIA UITM HEXBATKA XPOMOCOMBI U UMEIOIIHUECS
CTPYKTYPHBIE U3MEHEHUS OT/IETBbHBIX XPOMOCOM.

Kapuotun 601bHOTO 3aMUCHIBAIOT B TAKOW IMOCJIEIOBATEILHOCTH: 001IIee
KOJIMYECTBO XPOMOCOM, HaDOp reTepoXpoMOCOM, HOMEP XPOMOCOMBI, KOPOTKO-
ro WIH JUIMHHOTO TIeda M U30bITOK (+) MM HeXBaTKa (-) TeHETUYECKOTO MaTe-
puana. Hanpumep, Oone3ns [layna y mampumka: 47,XVY,21+; cuaapom "koria-
ybero kpuka" y geBouku: 46,XX,5p-.

Obosnauenue: nauHHOE TWIeUo ((); KOPOTKOE TUICYO (P)

Taxk, nanmpumep, 3anucs 46, XY, 30+ xapakrepuszyeT MY>KCKOU KapUOTHUII €
46 XxpoMOcOMamH, TJie JUTMHHOE Tiedo (() OJHON M3 XPOMOCOM TPEThEH Mapbl
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nuHHee, yeM B HopMme. O6o3Hauenue 47, XX, 14+ p+ yka3biBaeT Ha KEHCKHUI
Kapuotun ¢ 47 XpoMocoMaMu, BKJItO4asi 100aBOYHYIO XpoMocoMy 14 ¢ yiu-
HEHHBIM KOPOTKHM (p) TIEUOM.

ITpu 3amucu 46, XX, del(1)(g2l) peub maeT O KESHCKOM KapHOTHIIC
c 46 XpoMOCOMaMH U C JeJeIrel XpoMOCOMBI | (B MEPBOM CETMEHTE BTOPOTO
paiioHa ee JUIMHHOTO IIIeYa).

R e 7%

—

J—
L]

Nk

Puc. Jlugpgepenyuanvro oxpawennvie 21 u 22 xpomocomwl

Pemure cienyoomnue CATYyallMOHHbIE 321241

3aoaua 1. Cpenaiite CUMBOJIMYECKYHO 3aIIMCh KApUOTHUIIOB CIIEIYIOLINAX
WHIUBUAYYMOB: 1) neBouka ¢ cu"apomoM llatay; 2) mManpbuuK ¢ CHHAPOMOM
OnBapaca, 3) Manpuuk ¢ cu"zapomoMm JlayHa, 4) Manpuuk ¢ CHHIPOMOM
Knaiindenbsrepa, 5) JleBouka ¢ cunapomom lllepemesckoro- TepHepa.

3aoaua 2. OT™MeThTEe, KaKUE U3 MEPEUHUCICHHBIX 3a00J€BaHUl CBSI3aHBbI C
HapylieHueM 4ucia xpomocom: 1) 6onesns layna, 2) cunapom Knaitndenbre-
pa, 3) remodunus, 4) Tpucomusi, 5) TaATBTOHU3ZM

3adaua 3. Yxaxure, Kakue U3 MEPEUUCICHHBIX 3a00JIeBaHUN CBSI3aHBI C
HapyIIeHueM 4ucia aytocoMm: 1) mamproHusm; 2) Oone3ns JlayHa; 3) cunapom
[Tatay; 4) cunapom DnBapaca; 5) cunapom Kiaitndenbrepa.

3aoaua 4. Cpaenaite CHMBOJMYECKYIO 3alMCh BO3MOKHBIX KapHOTHUIIOB
CIIEYIOIMX WHIAMBHAIYYMOB: 1) MalbuMK C CHHAPOMOM «KOIIAYbETO KpPHUKa»
(memerusi KOPOTKOTO TIJIe4a XPOMOCOMBI 5); 2) AeBouka ¢ cuHapoMoMm Opbenu
(menmeuust IIMHHOTO TUieda XpoMocoMsl 13); 3) manbuuk ¢ cunapoMmom Bombda-
Xupuixopsa (Jeierusi KOpoTKOoro rieda XpoMOCOMBI 4).

3aoaua 5.Buecute B HE3aMOJIHEHHBIE KOJOHKHU Tabi. 1 uHdopmaluio o
KOJIMYECTBE ayTOCOM, MOJOBBIX XPOMOCOM U TIOJIHOM KapUOTHUIIE MHIUBUAYYyMa
C COOTBETCTBYIOIIUM 3a00JICBAHUEM.

Tabnuya 1
XpoMocoMHBIE 00JI€3HH YeJI0BeKa
KosnuyecTBo
Ha3Banue ayToCcoM M0JIOBBIX Kapuorun
XpOMOCOM
bosnesns Jlayna 45 2 47, XY, 21+
47, XX, 21+
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Cunnpowm Illepemesckoro -
TepHepa

Cunnpom Knaitndpenbrepa

Tpucomusa X

Cunnpowm Ilaray

Cunapom DnaBapjca

3adaua 6. 3anuimKTe B COOTBETCTBYIOIIMX KOJIOHKaxX TaOJl. 2 Ha3BaHHS
MATOJIOTHYECKUX CHHIPOMOB U 3a00JICBaHUH, €CITH TAKOBBIE MOTYT BO3HUKHYTb,
Y TI0JT MHAUBUIYYMOB, UMEIOIINX MEPEUNCICHHBIC KAPUOTHIIBI:

Tabnuya 2
YcaoBHBIE 0003HAYEHUA PA3JIHYHBIX KAPHOTHUIIOB YeJI0BeKa

Kapuorun Ha3zBanue 3a00/1eBaHus I1oJ1 opranuszma

47, XY, 21+ Cungpom JlayHa MYXK

46, XY,

47, XXX

47,XXY

45,X

45, XY, 13+

47,XX, 18+

46,XX

3aoaua 7. I3 nepedncieHHbIX 3a00JIeBaHUI BBIOEpUTE TE, TPUUUHON KO-
TOPBIX SABJISIIOTCS CTPYKTYpHbIE abeppanuu xpomocoM: 1) cunapom Ilatay; 2)
cunapom lllepemesckoro -Tepuepa; 3) 6one3np Jlayna (tpucomus 21); 4) 6o-
ne3nb JlayHa (TpaHciokarmonHas Gopma); 5) CHHIPOM «KOIIAYbEro KPUKay; 6)
cunapom OpOenu.

3aoaua 8. Chenaiite pacmmpoBKy CIEIYIONIUX 3amMuceil KapHuOTHIIOB

OonbHBIX JrOfAeH: 1) 46,XX Ip+; 2) 46,XY,14q-; 3) 46,XX 14p+; 4)
46,XX,del(2)(g2l); 5) 46,XX,r(18).
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3aoaua 9. 3anonuurte TadauIty 3:

Tabnuya 3

IlaTosornueckue COCTOAHMA,
OﬁyCJIOBJIeHHI)Ie HAPYIICHUEM YHUCJIA HCKOTOPLIX ayTOCOM

Ha3zBanue
00J1e3HH

Yacrora
cpeau HOBO-
POKIEHHBIX,

10J1 HOBOPOXkK-

JEHHDBIX

XpoMocoOMHBbIE
OCHOBBI
NaTOJOT UM

Tunu4Hbie NaTOJIOTHYe-
CKHe NMPU3HAKHU
(kIMHMYeCKHUEe MPOosABJIe-
HUA)

boinesns [layna

Cungpom
DnBapjca

Cunapowm Ilaray

Cunapom noJi-
HBIX MOHOCO-
MHH 1o 1-22-i
XPOMOCOMaM
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HEJIb 3BAHATHUSA: 03HaKOMHUTBCS ¢ OCOOCHHOCTSIMH KJIMHUYECKUX TPO-
SIBJICHWI HACJICJICTBEHHOW MATOJOTHUH, OOIIMMH MPUHITUTIAMA KIIMHUYECKON JTH-
arHOCTUKU HACTIEJCTBEHHBIX OOJIE3HEH, MPUUYMHAMU MPOUCXOXKICHHUS U JUATHO-

IIpakTuyeckasi padbora Ne7

TEMA: I'ennble 00/1€3HH

CTHUYECKOH 3HAYMMOCTHI0 MOP(OTEHETUUECKUX BApUAHTOB.

CTyAeHT JOJKEH YMETh pa3inyaTh XPOMOCOMHYIO MMATOJIOTHUIO U HEKOTO-
pble HanboJiee PacIpOCTPAaHEHHBIE MOHOTEHHO HACIEAYEMblE CUHAPOMBI U 3a-

0oJIEBaHUA

BOITPOCHI U AYIUTOPHOI'O KOHTPOJIA 11O TEME 3AHATHA:

1. HaCHeI[CTBeHHI)IC 3&60J’I€B3HI/ISI, CBJ3aHHBIC C paCCTpOﬁCTBOM AMHHO-

KHUCJIOTHOI'O COCTaBd, HAPYIICHHUCM oOMeHa YIJICBOO OB,

2. HaCHeI[CTBeHHI)IG 3360JIeBaHI/I$I, CBA3aHHBIC C HAPYHICHUCM JIMIIUIHO-

ro ooOMeHa; oOMeHa B IPUTPOIUTAX;

3. HacnencrBennsle 3a005eBaHus, CBSI3aHHbIE C HApYyILIEHUEM BCacChIBa-
HUS 1 OMOCUHTE3a TUPEOUIHBIX TOPMOHOB, 3a00JI€BaAHUEM OOMEHA CTEPOUJIOB U
COCINMHUTEIbHON TKaHH.

4. OcHOBHBIC MPUHIUIBI yXOJa 32 OOJHHBIMU C HACJIEACTBEHHBIMU 3a-

00JIEBAHUSAMMU.

PabGora 1. 'eHnbIe HAC/IeACTBEHHBIE 00JI€3HA

Xo00 evtnonnenusn paoomul

3aoaua 1. Knaccudunupyite nepeyrciceHHbIC B Ta0IHIE 3a00ICBaHMS,
OTMETHUB UX MPUHAJICKHOCTD K ONPEASICHHON TPYIITIEC 3HAYKOM «» HITH «-»

I pynnul Hacneocmeennbix 3a001e6aHUL

Ha3zBanue 00J1e3HM

MyabTu(aKTOpH-
aJIbHbIE

XpoMoCoOMHBIE

I'enubie

MykoBHCLIEN03

(DeHunKeTOHypus

bosnesns layna

["emodrms

3o penus

bonesnr Tesg-Cakca

DIUJIENCUS

SI3BeHHas 00JIE3Hb

bponxuanpHas Actma

Tpucomus X
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AJZlpeHOTreHUTaIbHbBIN
CUHJIPOM

JedexTol HeBpalbHOU
TpyOKH

Cunapowm IllepemeBcko-
ro TepHepa

bonesnrs Buiscona-
KonoBanosa

["amakTozemus

bonesns Mapdana

bonesnr [o1me

3aodaua 2. 3anonuute TabIuUIly, paclpeie/iuB HACJIEACTBEHHbIC O0JIE3HU 10
rpymnmnam

I'pynnsl HacaencrBeHHble 00J1€3HI

1. bone3nu ¢ dYTOCOMHO-AOMHWHAHTHBIM
THUIIOM HaACJICOJOBaHUA

2. bone3nu ¢ dAYTOCOMHO-PCHCCCUBHBIM TH-
IIOM HaCJICAOBAaHU

3. bonesnmn ¢ X - CLOCIIJICHHBIM JOMUHAHT-
HBIM THUIIOM HACJICOOBAaHUA

4. bone3nu ¢ Y - ClEIUICHHBIM (TOJaHAPHU-
YECKOM) TUIIOM HACIEJOBaHUS

5. MuroxonapuanbHbie 6071€3HU

bonesnp Mapdana
Heiipodubpomaros (6one3nv Pexnuneayzena)
Xopes ['enTuHrTOHa

4. HacneacTBeHHbII MUKpOCPEpOLUTO3 (CeMENHas FeMOJIUTUYECKAs
anemusi MunkoBckoro-Illoddapa)

5. @®enunkeronypus (PKY, denunnupoBrHOrpaHas onuroppeHus,
0oJie3Hb DeuinHra)

6. MyxkoBucu03 (kucTohruOpo3 MoMKEITYTOUHOM JKEJIE3bI).

7. T'muxoreHoBas 6osie3Hb (6osie3Hb [Tomrie)

8. T'mmodocharemus

9. Muonuctpodus Jromenna-bekkepa (M/Ib)

10. Cunapom yMCTBEHHOM OTCTalIOCTH C IOMKOU X-Xxpomocomoi CHHO-
HUM: CHHJIPOM

11. Cunapowm ITupcona

12. HacnenctBeHHast HeMponaTusi 3puTeIbHBIX HEPBOB (atpodus Jlebde-

wp e

pa).
13. MutoxonapuanbsHas HIedasonatus (MHCYIbTONOAO0OHBIE COCTOS-
HUSA).
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14. HeliponaTus (aTakcus, MUTMEHTHBIN PETHUHUT).

15. Muonatus ¥ KapuOMHUOTIaTHS

16. Axonaporuiasus

17. Maprtuna-bemnna (CMB)

18. Myxkomnonucaxapuo3sl. ['apronnmsm

19. 'emopumnus

20. I'amakTo3zemus.

21. bonesuns ['ome.

22. AmaBpoTtuueckas uauotus (6ose3nn Tes - Cakca)

23. AApeHOTCHUTAIBHBIN CUHAPOM

24. T'unotupeos

25. HenepeHOCUMOCTD JIaKTO3bI

26. Muotonnyeckas nuctpodus (MJ]) Cunonumsr: 6one3ns llTeitnepra,
nucTpoduueckass MUOTOHHUS.

27. bones3ns ['mpke

3adaua 3. Peminre ciaeayllue CHTYalMOHHbIE 3a1a4H:

A) C nepBbIX AHEH XU3HU y peOeHKa HaOII0JaeTCsl yIOpHOE mociadiie-
HUE CTyJa, 0€CIIOKOMCTBO (KOJIMKHU), CPHITUBAHUE, 00E3BOKMBAHKE, OTCYTCTBUE
npuOaBKU B Macce Tena. B KpoBH OTMEYaroTCs 3HAUUTENIbHBIE AJIEKTPOJIUTHBIC
HapylleHus: (CHUKEHUE YPOBHEHM Kanus, HaTpus, Kajublus). JleueOHble Mepo-
NPUATUS CBA3aHBI C CUMITOMATHYECKON Tepanued (JIMKBUAAIMs 00€3BOKHBA-
HUs), @ TAaK)KE MEepeBOJOM peOeHKa Ha 0€3MOJIOYHOE BCKAPMIIMBAHUE (IETCKUE
CMECH, IPUTOTOBJICHHBIE HA OCHOBE COM).

VYKaxkute BEpOSTHBIN TMarHO3 U MPOTHO3 TaHHOTO 3a00JIeBaHUS.

B) PeGenoxk 6 neT mocTynui B KIMHUKY C jkaliobamMu Ha 00pa3oBaHHUE Ha
KOXXE€ MUTMEHTHBIX TMATEH THUIMA «KO(Ee C MOJIOKOM», YHCIO U pa3Mep KOTOPBIX
nocTteneHHo HapactaeT. [loMmumo 3Toro, y 6016HOTO HAOMIOAIOTCS U3MEHEHHUS
KOCTHOUM CUCTEMBI - KU(]PO3, CKOIHMO3. BECHYIIKN B MOAMBIIIEYHBIX U MaXOBbIX
CKJIAJIKaxX, MATHUCTAs] TUNEPIUTMEHTAIMS KOKU BEPXHEW 4YacTH TPyau M IMpo-
MEXHOCTH.

Kakoe 3a0o05eBanre MOKHO 3a0J03PUTH?

B) Pebenok 3-x jeT rocnuTaiu3upoBaH B TPETUH pa3 Mo MOBOAY MTHEBMO-
HuM. [IoYTH MOCTOSIHHBIA MPUCTYTOOOPA3HbIN Kalllellb, OJIbIIlKa, MaHo3. Pebe-
HOK MMEET HU3KYIO Il CBOETO BO3pacTa Maccy Tena, Iuioxor annetut. Crap-
il 6pat 60JILHOTO YMEP B BO3PACTE 5 JIET OT XPOHUYECKOM MHEBMOHUU. Pou-
TEIU 310pOoBbl. OTMEYEHO MOBBILIEHHOE COAEP/KAHUE HATPUS U XJIOPA B CEKPETE
CJIFOHHBIX Y TIOTOBBIX XKEJE3.

VYkaxxkute quar{os 3a00JIeBaHMUS.
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I') Ilpu poxxnenun pedeHka oOpaleH0 BHUMAHUE HA OTCYTCTBHE SIMYEK B
MOIIIOHKE, Yepe3 TPU MecsIa MOCTABJICH JIMarHO3 - JABYCTOPOHHUM OpIOUTHOM
kpunropxusMm. Ha 2-m roay u3Hu peGeHOK Hayasl ObICTpO pacT, B 5 JIeT MO-
SBWJIOCh OBOJIOCEHHE Ha JoOke. [lpu mpoBeneHuu nanapoTOMHUM C IENbI0 KOP-
PEKIMH MOJIOKEHUS SMYEK BBISIBICHO HAMYHUE SIMYHUKA, MATKHU, (hauIoNUeBbIX
TpyO. IIpu oOcnenoBaHumM depe3 roj: HaApyKHBIE TOJOBBIE OPTaHbl MOJHOCTHIO
c(OpMUPOBAHBI MO MYXCKOMY THIy, B MOYE IOBBIIIEHA KOHIEHTparus 17-
OKCUKOPTHUKOCTEPOUIOB.

[TocTtaBbTe qUArHo3 3a00eBaHU.

1) peGenok poauics ¢ OONBIION MAccoi Tena, 9To ObUIO CBS3aHO C OTe-
koM TKaHe#. [locie poxaeHus y peOeHKa JUIMTENBHO AepxKaiachk xenryxa. OH
IUTOXO POC, MMEIT MaTyro MprOaBKy MacChl Teja, 9acThIe 3arophl, HAOIIOIAIOCH
OTCTaBaHWE B HEPBHO-TICHXMUYECKOM Pa3BUTHU. B KadecTBe MpPUYIMHBI TOSBIIC-
HUs 3a00JieBaHUs, Bpad yKaszajdl Ha TMOPOK pPa3BUTHS IIUTOBHIHON >keje3bl. B
BO3pacTe 3 JieT y O0JIBHOTO OTMEYAIOTCS TPYOBIil TOJI0C M CKYAHBIH POCT BOJIOC
Ha TOJIOBE, CHCTOJIMUECKUN ITyM, cyXasl, OJie/iHas, IMIeTyIamiascs, X0JI0Has Ha
OIIyTTh KOXa. PEHTTeHOJIOTHYECKOE MCCIICIOBAaHNE KOCTESH 3arsiICThs BBISBIISET
OTCTaBaHHE KOCTHOTO BO3pacTa.

[TocraBbTe MuarHo3 3a00JieBaHUsI.
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IIpakTuuyeckasi padbora Ne 8

TEMA: BoJjie3Hu ¢ HACJIeACTBEHHOM MPeaPacnol0KeHHOCTHI0
(MmyabTH(aAKTOPHATILHBbIE)

HEJIb 3AHATHA: 03HaKOMHUTBCSI ¢ OCOOCHHOCTSIMH KJIMHUYECKUX IPO-
SIBJICHUI HACJIEJICTBEHHOW MAaTOJOTUH, OOIMIMMH MPUHUIUIIAMUA KIMHUYECKON T1-
arHOCTUKH HACJEACTBEHHBIX O0JIE3HEH, IPUUMHAMM MIPOUCXOKICHHS U TUarHo-
CTHUYECKOHN 3HAYMMOCTHI0 MOP(OTEHETHUECKUX BApUAHTOB.

BOITPOCHI JIAA AYAUTOPHOI'O KOHTPOJIA 11O TEME 3AHATUA:
1. YaenbHblll Bec MyJnbTU(DAKTOpUATEHO O0YCIOBICHHOM MATOJIOTHH 3a-
00JeBaeMOCTH, UHBAJIUIM3AIMN U CMEPTHOCTU HacelieHus. Haubosnee pacmpo-

CTPAHCHHBIC HO30JIOTHYICCKHUC (bOpMBI.

2. O01ue u 4acTHbIE MEXaHU3Mbl PEAM3aluU MIPEAPACIIONOKEHHOCTH U
PO HIAKTUKYA MYJIbTH(HAKTOPHAIBHBIX 3200JICBAHUM.
3. ®akTOphI pUCKA W MPUHIINAIIBI BBISBIICHUS JIUI] C TIOBBIIIEHHBIM PHUCKOM

Pa3BUTHS MYJbTU(PAKTOPUATIBHBIX 3a00JI€BAHUM.

4. I'eHeanornyeckuii MeTo 1 MyJIbTH(PAKTOPUAIbHBIX 3a00J€BaHUN U JIHUC-

Ma"ncepusanmsa HaCCICHMUA.

MynbTudakropuanbHbie
3a00eBaHus

Knuauueckue IIPOABJICHUA
M 4aCTOTa BCTPCUACMOCTH

Noa A W NI

158




IIpakTuuyeckas padbora Ne 9
TEMA: Bpo:kaeHHble IOPOKH PAa3BUTHS

[EJIb 3AHATHSA: 03HaKOMUTBCA C OCOOEHHOCTSIMU KIIMHUYECKUX MTPOSIBICHUIMA
BPOXKJACHHBIX MTOPOKOB Pa3BUTHSI, OOIIUMU MPUHIIUIIAMHA KIMHUYECKOU JUArHO-
CTUKM MOPOKOB PAa3BUTHUSA, NPUUMHAMHU TMPOUCXOKICHUS U JUATHOCTHYECKOU
3HAYNMOCTBI0 MOP(HOTCHETUYECKIX BApUAHTOB

BOITPOCHI JJTS AY AUTOPHOI'O KOHTPOJIA 11O TEME 3AHATUA:
1. IToHsiTHE «BPOXKIAEHHOTO MOPOKA PA3BUTHUSI.
2. Yactora, yJIeJIbHBIN BEC BPOKIACHHBIX TTOPOKOB PA3BUTHS B CTPYKTYPE
3a00JIEBa€MOCTH U CMEPTHOCTH.
3. XapakTepuctuka HauboJsee pacnpoCTPaHEHHBIX ITOPOKOB Pa3BUTHUSA
4. Knaccudukariysi BpoKJIEHHBIX TOPOKOB Pa3BUTHSI.
5. Dtnonorus. Kpurnuecku nepuojsl oHTOreHe3a. TepaToreHHsie GpakTo-

pHI.
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091

3anoJIHUTh Ta0JIUITY

Ha3panue (Tum nHacaenoBanusi| Korna u kem [[lomynasimuonnasi CooTHoueHune KiimHuveckasi XapakTepucTuKa
00J1e3HH OTKPbITA 4acToTra M0JIOB 00J1e3HH

1 AyTOCOMHO-
ITOMUHAHTHBIN (onu-
camv 10 pasnvix eu-
006 bone3nu)

2

3

4

9)

6

7

8

0

10 AyTOCOMHO-
pelieCCUBHBIN (onu-
camv 10 pasnvix eu-
006 Oone3nu)

11

12

13

14

15

16
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17

18

19

20 X -CILICTUICHHBIN pe-
[IECCUBHBIN
(onucamo Spaznvix
611006 DOJ1e3H1U)

21

22

23

24

25 Y -CIIeTUICHHBIN pe-
[1CCCUBHBIM
(onucamo Spaznvix
611006 O0./1€3H1U)

26

27

28

29




IIpakTuyeckas padbora Ne 10

TEMA: IIpopuniakTuka HaCJIeACTBEHHON MaTOJOT M.
Menuko-reHeTH4eCKoe KOHCYJIbTHPOBAHUE

HEJIb 3AHATHUA: npuunHaMu NPOUCXOXKACHUS W JUATHOCTUYECKOU
3HaYUMOCTBI0O MOP(OTEHETHYECKUX BapUAHTOB HACJIEJICTBEHHOW IaTOJIOTHUH,
npo(UIAKTUKON  HACJIEICTBEHHOW  TATOJOTHH;,  TMOHITHEM  «MEIUKO-
TEHETUYECKOE KOHCYJIbTUPOBAHHUE

BOITPOCHI JIA AYIUTOPHOI'O KOHTPOJIA 11O TEME 3AHATHA:

1.

2
3.
4.
)

UTo Takoe MEIMKO-TEHETHYECKOE KOHCYIbTUPOBAHUE?

Lenu, 3a1a4u U METOJIBI MEUKO-TEHETUUECKOTO KOHCYJIbTUPOBAHMS.
[TokazaHus AJi1 HUTOTE€HETUUECKOTO 00CIIeI0BaHUs 0OJIBHOTO:
DTanbl MEIUKO-TEHETUYECKOTO0 KOHCYJIbTUPOBAHUS

[TpodunakTka UHTEUIEKTYaIbHBIX HAPYIICHUMA

Xo00 évinonnenusn padoomol

1. 3aHI/IC8TB, 4TO TaKOC MCAUKO-TCHCTUYCCKOC KOHCYJIbTUPOBAHHC

2. 3anucathb e u 3aa4i MECAUKO-TCHECTUYCCKOI'O KOHCYJIbTHPOBAHUA

3. 3anucathb MCTOJAbl MEANKO-TCHCTHICCKOI'O KOHCYJIIbTUPOBAHUA

4. TlepeuncnauTh MOKa3aHUs JJISl IIATOTEHETUYECKOTO 00cIe[0BaHusl OOJIBLHOTO:

5. DTanbl MEUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS

6. [IpodunakTuka UHTEIUIEKTYaIbHBIX HAPYIIICHUMA
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IIpakTnueckas padora Ne 11

TEMA: MeToabl NpeHATAJIBLHOM IUATHOCTUKH HACJIEACTBEHHbIX 00J1e3Hel

HEJIb 3AHATHA: 03HaKOMHUTBCS ¢ OCOOCHHOCTSIMH KJIMHUYECKUX IPO-
SIBIICHUI HACJIEICTBEHHOW MAaTOJOTHH, OOIIUMHU MPUHIIUIAMH KIMHUYECKON TH-
arHOCTUKH HACJEACTBEHHBIX O0JIE3HEH, IPUUMHAMU MIPOUCXOKICHHS U IUarHo-
CTHUYECKOH 3HAUMMOCTHIO0 MOP()OTEHETUUECKIX BapHAHTOB

CoBpeMeHHbIE METOIbI ITpeHaTadbHOU nuarnoctuku BIIP u nacnen-
CTBEHHBIX OoJie3Hel: Y3, aMHHOIIEHT03, OMOTICUSI XOpeoHa, (PETOCKOIHS

1.

2
3.
4.
S)

Uto Takoe «IIpeHaraibHass AIMarHOCTHUKA»

MeToIbI OIIEHKH COCTOSHHUS II0Aa

[IpeHaranbHas AMArHOCTHKA XPOMOCOMHBIX 00JIe3HEH
[IpenaTanbHasi AMarHOCTUKA T€HHBIX OOJIE3HEN
HoBsie HanpaBieHus NpeHATAIBHON JUAarHOCTUKH

Xo00 evinonnenus padomot

Kakwne mMeToap! mpeHaTaaIbHON THAarHOCTUKH N300paskeHbl Ha puc. 2 -57

| VriLpaseyk
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2. PemnTe cieayromme CUTYallMOHHbIE 3a1aUM:

1. 310 3ab0sieBaHME IPOSBISAETCS
C POXKIIEHUS WJIH B TEPBOM JIECSATHUIIC-
TUU JKU3HU OOpa30BaHMEM Ha KOXKe
MUTMEHTHBIX TISITEH TUTA «KOode ¢ MOo-
JIOKOM», YUCJIO U pa3Mep KOTOPBIX IIO-
CTEIIEHHO Hapacrtaer. Popma nsaTEH
OBaJIbHAsl, PACcIOJIAratoTcsi OOBIYHO OHU
Ha 3aKPBITHIX y9acTKaX KOXH — Ha TPY-
M, ciuHe, xuBoTe. Kakoe 3T0 Hacnen-
CTBEHHOE 3a00JieBaHuE?

2. Oto 3aboneBaHue OOYCIIOBICHO
MOHIKCHHEM (QYHKIIUA TTUTOBUIHOU
xene3bl. OHO MOXKET Pa3BUTHCS BCIE-
CTBHUE TOPAKECHUS IIUTOBUIHOU JKeEJe-
3 WM TOpaXeHUs THUIoTalIaMo-
runodu3zapHoit oonactu. bonsHbie netu
POXKIArOTCS ¢ OOJBIION Maccoi Tena,
YTO CBSI3aHO ¢ OTeKOM TkaHeu. Ilocie
pOXJeHUs Yy peOeHKa IITUTENbHO Jep-
XKUTCS xenryxa. OHM TIJI0OXO pacTyT H
UMEIOT Mallyl0 MPUOaBKY MacChl Tela,
OTCTalOT B HEPBHO-TICUXWYECKOM pa3-
BUTHUH, OTMeYaroTcs 3anopbl. Koxa npu
TUIOTUPEO3€ cyxas, OJyieqHas, IIelny-
manfascs, XojgoaHasi Ha ourymb. OTMe-
4aroTcs rpyObIil rOJIOC U CKYJIHBIN POCT
BOJIOC Ha rosioBe. PeHTreHonornueckoe
HCCIIeIOBAHUE KOCTEM 3arsiCThsl BBISIB-
JISIeT OTCTaBaHUE KOCTHOTO BO3pacTa.

Kaxkoe 310 HacneacTBeHHOE 3a0o0Je-
BaHue?
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3. B kauectBe mpumepa CUHAPO-
Ma CO CTPYKTYPHOM MEPECTPOUKOU
XpPOMOCOM MO>HO TMPUBECTU CHHAPOM
JeJIeUMA KOPOTKOTO IIeYa 5-i XpoMo-
combl Cpenu OOJIBHBIX 3TUM CHUHIPO-
MOM TpeobiamaroT AeBoukd. Yacrora
BcTrpeuaemoctu — 1:50 000 HOBOpPOXK-
JNEHHBIX. XapaKTepHbIE CUMIITOMBI:
Mukpouedanus, Kpyrioe auio (¢ Bo3-
pacTOM OHO BBITATMBAETCA), MIUPOKO
paccTaBi€HHbIE TJla3a, AHTHUMOHIOJIO-
UIHBIA paspe3 IUia3, HEIOPa3BUTHE
HWDKHEHN YeII0CTH, KaTapakTa, Kocoria-
3M€ U Apyrue riasHsle Hapyuenus. Ka-
KO€ 3TO HACeACTBEHHOE 3a00s1eBaHue?

4. B 50% cinyuaeB 6€peMEHHOCTD
OCIHOXKHSIETCSI MHOTrOBOAHWEM. Tunmd-
HbIM TIPU3HAKOM SIBJISIETCS pacllesIiHa
ryObl u HEOA. JleTH cTpagaroT moJuIaK-
TAJMENd. XapaKkTepHbI TOPOKU Pa3BUTHSA
OpraHOB 3pEHMs: KaTrapakTa, MUKpPO(-
TaabMUs, aHOMTATbMUSA, I[THUKJIOTHS.
Uepen HenpaBmwibHOW (OPMBI, y3KHE
rJIa3HbIE ILEM, 3alaBlLIee NEPEHOCHE,
neOpMUPOBAHHBIE HHU3KO PAacIoJio-
JKEHHbIC YIIHbIE pakoBUHBI. OTmeya-
IOTCSl «CTOINAa-Kaydalikay, MOPOKU BHYT-
PEHHUX OPTraHOB: BPOXJACHHBIE TOPOKU
cep/ilia, MOYEK, HKeJIyJ0YHO-KUIIIEUHOT O
TpakTa, MOYENOJIOBON CUCTEMBI.

Kakoe 3T0 HaciencTtBeHHoe 3a-
OoneBanue?

Omeem:
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PA3JIEJI KOHTPOJIS 3HAHUM

IIpuMepHBIA IEpeYeHb TECTOB K 3a4eTy

1. Jlns amMuTo3a XapakTepHO: a) AeJieHHe HHTep(a3zHOTO slpa MyTeMm
MEePETSHKKHU; 0) BEPETEHO JICJICHHUS He 00pa3yeTcs; B) BEPETEHO JCICHUs 00pa3y-
eTCs; T) elieHne UHTep(a3HoTo sApa MyTeM MEPETsHKKY; BEPETEHO JICJICHUS HEe
oOpa3yercsl.

2. Ilpomecc hopmMupoBaHHsI MYKCKHX IOJOBBIX KJIETOK HA3BIBACTCS:
a) OCEMEHEHHEM; 0) OOTEHE30M; B) CIIEPMATOTE€HE30M; I') OCEMEHEHHEM, OOTCHE-
30M, CLIEPMATOTE€HE30M.

3. IlpaBuibHas MOCIEAOBATEIBLHOCTh CTAIWK MHUTO3a: a) mpodasa, Te-
nodaza, anadaza, metadaza; 0) Mmeradasa, npodasa, Tenodasza, anadasa; B) UH-
tepdasa, npodaza, meradasa, renodasa, anadasa, Tenodasa; r) npodasza, Mera-
daza, anadasza, Tenodasa.

4. Tlepuonbl criepMaToreHesa: a) pa3BUTHE, pa3MHOXKEHUE, pocT, Gop-
MUpOBaHuE; 0) pa3MHOXKEHHE, POCT, co3peBaHue, (OPMHUPOBAHUE; B) POCT, CO-
3peBaHue, (HOPMHUPOBAHUE, PA3BUTHE; T') CO3PEBAHUE, PA3BUTHE, POCT, HOPMHU-
pOBaHUE.

5. B mepuon co3peBaHus MpU raMeTOreHe3e KIETKU JENSATCS: a) MUTO-
30M; 0) ME030M; B) aMUTO30M; T') IIM30TOHUEH.

6. B mepuonm co3peBaHus (crepmaToreHe3) B pe3yibTare Meiosa I 00-
pa3yloTcs: a) 5 crmepMmaToroHuil; 0) 2 cmnepMaTolTa IEPBOTO MOPSIKA;
B) 4 ciepMaTupl; ) 2 criepMaToLMTa BTOPOTO MOPSIKA.

7.  OBymsamus — 3TO: a) BBIXOJ OOIIMTa BTOPOTO TOPSIKA W3 SUYHUKA,
0) dopMupoBaHHe OOIMTa MEPBOrO MOPsAKA, B) 0O0pa3oBaHME SIMIECKIICTKH;
r) THOEIIb HAIIPABUTEIIBHBIX TEJEIl.

8. Eciu nenTpomMepa pacrosnoxeHa OJu3Ko K KOHIY XPOMOCOMBI U O/I-
HO IJIEYO 3HAYUTEIHHO KOpOoUe APYroro, TO Takas XpoMocoma: a) cyOMeTareH-
TpU4ecKasi, 0) MEeTalleHTPUYECKas, B) aKpOIICHTpUUIECKasl.

9. K Buzmam Melio3a OTHOCST: a) 3UTOTHYECKUN M DHIOMHUTO3, 0) dyMeii-
03 U ACCUMETPUYECKHUI, B) TAMETHUYECKUN U 3UTOTUYECKHUH.

10. VYwmeHbllleHHE TarjOWIHOTO YHCIAa XPOMOCOM BJIBOE: a) aHEYIIOU-
nust; 0) raryIonIns; B) MOJMUILIOUAMS; T) MyTallusl.

11. VYBenuueHue uMCIa XPOMOCOM, KpaTHOE TaIlJIOMJAHOMY Habopy:
a) aHeyIuIouIus; 0) TarIonaAus; B) MOJUIIIIOUINS; T) MYy TalIHsL.

12. Myrtanuu, u3MEHSIOIIME MOCIeI0BaTEIbHOCTh HYKJICOTHAOB B TCHE:
a) TeHOMHBbIE; 0) TeHHbIE; B) (pU3HOIOTUUECKHUE; T') aMOp(HBIE.

13. Myramuu, B pe3yiabTaTe KOTOPBIX MPOUCXOJUT BBIMAJEHUE HYKJICO-
TUJIOB: a) MHCEpIIUU; 0) NeNenuu; B) AYTUTUKAINH; T) HEXBATKHU.

14. Myramuu, B pe3ysbTaTe KOTOPBIX MPOUCXOIUT MepecTaHoBKa (par-
MEHTa T'eHa: a) UHBepCUHu; 0) NyTUITMKAIUU B) JCJICINH; T) HEXBATKHU.
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15. Myranuu, B pe3ynbTaTe KOTOPHIX MPOUCXOAUT 3aMEHa OJHOW Maphbl
HYKJICOTHUJIOB Ha JPYTyI0: a) UHBEpcHUH; 0) 3aMeHa HYKJICOTUIOB; B) HEXBATKU;
T) JICJICIIUH.

16. V3MeHeHus T€HOTUIA, BbI3BaHHBIE (haKTOpaMu BHEIIHEW Cpelibl, HE
CBSI3aHHBIC C U3BMEHEHHUEM I'eHOTHIIA: a) MyTalluu; 0) 3BOJIIOIUS; B) MOIU]UKa-
IIUH; T') U3BMEHYHUBOCT.

17. Tlonumioua — 3TO OPraHu3M C: a) HOPMAJIbHBIM YHCIIOM XPOMOCOM;
0) BIBOE€ MEHBIIIUM YHUCIOM XPOMOCOM; B) JIMIITHEH XPOMOCOMOM; I') KPaTHBIM
YBEIUYEHUEM XPOMOCOM.

18. Myraiuu, BO3HHKAIOIINE B MOJOBBIX KJIETKaX, HA3bIBAIOTCS: a) XPO-
MOCOMHBIMH; 0) T€HEPAaTUBHBIMU; B) JOMHUHAHTHBIMU; T) SIIEPHBIE.

19. Myranuu, BO3HUKAIOIIME B COMAaTUYECKUX KIIETKAX: a) HE Haclely-
10TCs; 0) Y HEKOTOPBIX OPTaHU3MOB UTPAIOT BAKHOE 3HAYEHUE; B) BBHI3BIBAIOT
XUMEPBHI; T') HE UMEIOT OO0JIBIIIOT0 3HAUYCHHUS ISl OpraHu3Ma.

20. XapaxkTepHOW OCOOCHHOCTHIO MOJUPUKAIMOHHON H3MEHYHUBOCTH
SBJIIETCSL TO, YTO: @) BO3HMKAET CIy4yallHO U Haciexyercs; 0) He 3aBUCHUT OT
YCIIOBUI CPEJIbl; B) €10 MOKHO YIIPaBJIsITh, OHA HE HaclieAyeTcs, o0pa3yeT BapHu-
aIUIo MIPU3HAKA; T) AIIMMUHUPYET PEIIECCUBHBIC T€HBI.

21. W3MeHuMBOCTh, O0YCIOBIIEHHAsI Pa3jMYHBIMH BapuUaHTaMHU COYETa-
HUIl TEHOB M XPOMOCOM IPHU 0Opa30BaHUU TaMET W UX CIUSHUH, Ha3bIBACTCS:
a) MoIU(pUKAIMOHHOM; 0) TEeHOMHOW MyTalueil; B) KOMOMHATUBHOM; T') T€HHOU
MyTalHEH.

22. B mporiecce BHYTPHXPOMOCOMHON MyTallH MPOU3O0IILIA TEPECTPOM-
ka renoB ABCDEFGH — ABCEFGH. Kakas? a) nenerus; 6) HexBaTka; B) UH-
BEpCHUSI; T) TyTUTUKALIMS.

23. B mporiecce BHyTpUXPOMOCOMHOM MyTaIluu MPOU30IILIA TIEPECTPOii-
ka reHoB ABCDEFGH — ADCBEFGH. Kakas? a) nenenus; 0) HEXBaTka,
B) UHBEPCUS; T') TYTUTMKAIHS.

24. B mporiecce BHyTPUXPOMOCOMHOM MyTaIluu MPOU30IIIIA TIEPECTPONA-
ka renHoB ABCDEFGH — ABCBCDEFGH. Kakas? a) nenenus; 0) HEXBaTKa,
B) UHBEPCUS; T) TIYTUTMKAIHS.

25. AHTHUMyTareHbl — 3TO: a) BEIIECTBA, HAPYIIAIOIINE BOCCTAHOBICHHUE
NOBPEXJIEHHBIX ydyacTkoB moJiekyisl JIHK; 0) BemectBa, 3amemistoniye mnpo-
1[ECC MYyTalllK; B) NPOAYKTHI MeTa00JIM3Ma B OpraHU3ME;

26. K anTuMyTareHaM OTHOCAT: a) BUTaMHUHBI U (PapMaKOJOTHUYECKHE
cpeacTBa; 06) pepmeHThl; B) BUTaMuH E U HekoTOpbie BUILI 00OOB; I') HEOUH-
IICHHBIE XJIOMKOBHIE Maciia

27. YV dYenoBeka Kapuil I[BET Tja3 JOMUHHUPYET Haj roxyoeiM. Ompene-
JUTh BO3MO>KHBIE T€HOTHITBI JIETEH OT Opaka Kaperia3bIX TeTepO3UTOTHBIX PO-
nutenei: a) AA, Aa; 0) Aa; B) AA, Aa, aa; r) Aa, aa.

28. YV dYenoBeka Kapwii I[BET TJia3 JOMHUHHUPYET Haj roayosiM. Ompene-
JUTHh BO3MOXKHOE pacllerieHne no ¢peHotuny B Fi, mpu Opake reTepo3uroTHbIX
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Kaperjasbix poaurtenieit: a) 1 kapue:1 romnyOsie; 6) 3 kapue:1 ronyosie; B) Kapue;
I') roTyOBIE.

29. Omnpenenute T€HOTHUIIBI POAUTEINECH, €CITU Y CBETIIOBOJIOCON MaTepu U
TEMHOBOJIOCOTO OTI@a 5 TEMHOBOJIOCBIX U 1 CBETJIOBOJIOCHI PEOEHOK:
a) AA % aa; 06) Aa x aa; B) Aa X Aa;r) aa x Aa.

30. OmnpenenuTh BEPOSTHOCTHh POXKIICHUS CBETIOBOJIOCHIX JETEH y reTe-
PO3UTOTHBIX TEMHOBOJIOCKIX poauTeneit: a) 10%:; 6) 25%; B) 5%; 1) 50%.

31. OmpenenuTs BEPOATHOCTh POXKIEHUS TEMHOBOJOCHIX IETEH, eciu
o0a poauTeds] TETePO3UTOTHBI MO aJuIedl0 «TEMHBIE BOJOCHDY: a) 50%;
0) 75%:; B) 80%; r) 90%.

32. OmpenenuTs BEPOSTHOCTh POXKICHHUS CBETIOBOJOCHIX JAETEH, eciu
OJIMH POJUTENb TE€TEPO3UTOTEH, & JPYroll TOMO3UTOTEH MO AJUICNI0 «TEMHBIC
BOJIOCE: a) 5%; 6) 10%:; B) 0%:; T) 25%.

33. AHanu3upyoIIMM Ha3bIBaeTCA CKpEIIMBaHUE BUja: a) AA X aa, aa X
AA; 0) Aa x aa; B) Aa x Aa;r) Fy X P.

34. CkoJbKO THUTIOB raMeT oOpa3yeT opranusM ¢ reHoturnoM AaBgccEe:
a)4;06)8;8)10;T) 12.

35. Ilpu ckpemuBaHUM JIBYX TOMO3WUTOTHBIX JIMHUM (AA U aa) oJis re-
TEPO3UTOT BO BTOPOM MOKOJICHUHU COCTaBUT: a) 25%; 0) 50%:; B) 75%:; r) 30%.

36. Pacmienyienue mo (GeHOTUITY B IEPBOM IMOKOJICHUN THOPUAOB B COOT-
HOIIEHUH |:1 TPOMCXOIUT B TOM Cllydae, €ClH: a) 00€ pOAUTEIbCKHE (DOPMBI
TOMO3UTOTHBI; 0) 00€ poauTenbCcKue (GOPMbI FE€TEPO3UTOTHBI, B) OJHA TOMO3U-
rOTHA, a BTOPasi FETEPO3UTrOTHA; T') OJIHA MO PELIECCUBHOMY aJJIETI0 TOMO3UTOT-
Ha, a BTOpas (hopma rerepo3uroTHa.

37. Opranusm, 00pa3yOIINICs MPU CKPEIIMBAHUU JIBYX HACIEICTBEHHO
Pa3IMYarOIIIXCs 0COOCH: a) MOTOMCTBO; 0) MTOKOJIEHNE; B) THOPHU I, T) MyTaHT.

38. Ilpu MOHOTMOPUAHOM CKPEUIMBAHUM POJUTEIHCKHE (DOPMBI paziu-
YaroTcs 10. .. mpu3Haky: a) 1; 6) 2; B) 3; 1) Nn.

39. CkonlbKO THUIMOB TaMeT 00pa3yeT OpraHu3M C TEHOTUIIOM
AaBBCCDd: a) 4; 6) 6; B) 8; 1) 16.

40. Pacmennenue mo ¢GeHOTHIY BO BTOPOM IOKOJICHMH B OTHOIIECHUU
3:1 xapakTepHO ISl CKpEIIMBAaHUS: a) aHAJIU3UPYIOIIETO; 0) IUTHOPUIHOTO;
B) MOHOTMOPUIHOTO; T') TOJIUTHOPUTHOTO.

41. Pacmemnienue no (GEHOTHIY BO BTOPOM IOKOJIEHMH B OTHOILIEHUU
9:3:3:1 xapakTepHO JJI CKpeIIUBaHUs: a) aHAIM3UPYIONIET0; 0) TUTUOPUTHOTO;
B) MOHOTHOPUJIHOTO; T') TIOJIUTHOPUJTHOTO.

42. Y KypyaBoro oTla U riIaJKoBOJIOCON MaTepu, | peGEHOK KypuaBbI,
a BTOPOM TIaAKOBOJOCHIA. Omnpenenure TeHOTUIBI poauTeneil: a) Aa x Aa;
0) Aax aa; B) AA x aa; ) aa x Aa.

43. KoMIieMEeHTapHOCTh — 3TO: a) HAIMYHKE JIETAJbHBIX TEHOB B XPOMO-
come; 0) OAMH W3 BUJIOB HEAUICTHHOTO B3aWMOJICHCTBUS, KOT/a T€HBI JOIOJI-
HSIOT JIEWCTBHE JIPYT ApPYyra; B) HE3aBUCHUMOE IMPOSIBJICHHE T€HOB, OTCYTCTBHE
JIOMUHAHTHO-PEIECCUBHBIX OTHOIIICHUH; T') OJTMH U3 BUJIOB B3aUMOJCHCTBUS aJI-
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JIENbHBIX TE€HOB, KOIJla T'€H MOXET ObITh NPEJCTaBIIEH HE JABYMs aJUICNIMH,
a OOJIBIIIMM YKCIIOM COCTOSTHUM.

44, HacnenoBaHue IpyIIl KPOBH — 3TO MPUMEP: a) MHOKECTBEHHOIO aJl-
aenu3mMa; 0) KOJOMHUHUPOBAHUS, B) AMUCTAa3a; ') SKCIIPECCUBHOCTH.

45. Buna B3auMOACMCTBUSI HEAJUIENbHBIX T€HOB, MPU KOTOPOM OJUH M3
TE€HOB TMOJHOCTBHIO MOJABJISIET ACHCTBHE APYroro: a) smucTas; 0) 3KCIPEeCcCHB-
HOCTb; B) KOJIJOMUHUPOBAHUE; I') IEHETPAHTHOCTb.

46. Ilpu xoMImeMeHTapHOM B3auMojelcTBuu (dnuctasze) B F, Habmona-
eTcs pacuierienue: a) 9:7; 6) 15:1; 8) 3:1; r) 13:3.

47. B cnyyae AOMHMHAHTHOTO J3MHCTa3a HaOMIOJAeTCs paclierieHue:
a) 9:7;6) 15:1; B) 3:1; 1) 13:3.

48. T'enpl, mnojaBisAOLIME JACHCTBUE JPYIMX TI€HOB HAa3bIBAIOTCS:
a) aJUIeNIbHBIMU; 0) SMHUCTATUYECKUMHU; B) MOJUMEPHBIMHU; T') KPOCCOBEPHBIMHU.

49. Ecnu 3a0oseBaHHE MPOCIEKUBACTCS MO BEPTHKAIM, TO 3TO THI
HACJIEIOBAHUS: ) ayTOCOMHO-IOMUHAHTHBIN, 0) X-CIIETJICHHBIN TOMUHAHTHBIMH,
B) ayTOCOMHO- PEIIECCUBHBIN, I') X CIICTUICHHBIN PEIIECCUBHBIM.

50. Ecau chiHOBbS HM KOI'Jla HE HAcJIEQyIOT 3a00JieBaHus OTLA, & TO 3TO
TUI HACJENOBAaHUS: a) ayTOCOMHO-JOMMHAHTHBIM, O) X-CLEIUIEHHBIH JOMHU-
HAHTHBIN, B) ayTOCOMHO- PELIECCUBHBIN, T') X CLUEIJIEHHBIN pEeleCCUBHBIN.

51. Ecnu o6a moja mopaxkaroTcsl ¢ OJUHAKOBOM YacTOTOM, TO 3TO THII
HaCJIEJIOBaHUsI: a) ayTOCOMHO-JIOMUHAHTHBIN, 0) X-CIIETUICHHBIA IOMUHAHTHBIM,
B) ayTOCOMHO- PEIIECCUBHBIN, I') X CIEIUICHHBINA PELIECCUBHBIM.

52. Ecmu 0oneH OIWH W3 POIUTENIEH, TO PUCK POXKIACHUS OOJBHOTO pe-
OeHKa, MpU AayTOCOMHO-JOMHUHAHTHOM THUII€ HACJIEOBaHUS, COCTaBJISET:
a) 25%, 6) 75%, B) 100%, r) 50%.

53. IIpobGang - »T0: a) 60NMBHONM, OOpaTUBIIMIICS K Bpady; 0) 310pOBbIi
4eJI0BEeK, OOPATUBIIUICS B MEIMKO-T€HETUYECKYIO KOHCYJIbTALIMIO; B) YENIOBEK,
BIIEPBbIC MOMABIIWHN MO HAOMIOJACHUE Bpavya-TeHETHKA; T') UHAUBUIYYM, C KO-
TOPOT'O HAYMHAETCSI COOP POAOCTOBHOM.

54. Culchl - 3TO: a) BCe POJACTBEHHUKH MpobOanHna; 0) Asau mpoOaHma;
B) poauTeNH nMpobana; r) OpaThsi U CECTPHI IpoOaHA.

55. IIoTOMCTBO OJHOTO MOKOJIEHHSI 00O3HAyaeTcs: a) apabckuMu Iug-
pamu; 6) pUMCKUMH LU pamMu; B) 3arJIaBHBIMU OyKBaMHu, I') IPOMUCHBIMHU.

56. I'eHeanmornueckuii MeToj BIEpBbIE ObUT MpejoXkeH: a) B 1985r
2 xeddpuzom; 6) B 1931r. bonnesu; B) B 1865r. ®@. I'asnibToHOM, T) B 1959r.
N.N. KanaeBbiMm.

S57. MetonuKy oOmnpeAeneHus 3UroTHOCTH OJIM3HEIOB pa3padorali:
a) B 1924r. I'. Cummenc; 6) B 1865r. @. T'anwston; B) B 1959r. U.U. Kanaes,
r) B 1931r. bonnesu.

58. JlakTunockomusi — 3TO: a) U3y4eHUE OCOOCHHOCTEHN y30pOB JIaIOHEH;
0) n3yueHue pUCyHKa MaibIIeB; B) M3YUECHUE Y30POB Ha CTOMAX HOT, T') U3yYCHHE
OJIM3HELIOB.

169



59. MsydeHue ocoOeHHOCTEW y30pOB JiaJOHEH Ha3bIBACTCS: a) MabMO-
CKOITHEH; 0) MIIAaHTOCKOMHUEH; B) TaKTUIOCKOTIHEH.

60. MoHO3UrOTHBIE OJIM3HEIBI 00PA3YIOTCS U3: a) OJHOM 3UTOTHI, pa3Jie-
JUBLICHCS HA CTAAuU APOOJIeHU siflla Ha JBE YacTu; 0) OJIHOM 3UTOTHI, OIJIO-
JTOTBOPEHHOM JIByMs CIIEpMATO30MAaMH; B) IBYX 3UTOT, OIJIOJIOTBOPEHHBIX OJI-
HUM CIIEPMATO30UJIOM; T) IBYX 3UTOT, OIJIOJIOTBOPEHHBIX JIBYMS CIIEPMATO30U-
JaMH.

61. CoBOKYmHOCTh BHENIHUX MPU3HAKOB OpPraHWU3Ma, CIOKHBIIUXCS B
pE3yNbTaTe €ro Pa3BUTHS, HA3BIBACTCS: a) KAPUOTHIT, 0) TeHO(DOH T, B) TEHOTHII,
r) peHoTur.

62. JlaTtoii BOSHMKHOBEHHS TCHETHKH Kak Hayku cuutaior: a) 1900 r;
6)18651;B) 1908 ;1) 1845 .

63. ®yukmus monexynsl JIHK B kieTke ciemyromias: a) 3amacaromias;
0) XpaHeHHE W Iepejavya HaCJEICTBEHHOW HMH(pOpMallUU; B) CTPYKTypHas;
T') SHEpPreTUYecKasl.

64. Crpykrypuoit emununeit JIHK sBnsercsa: a) reH; 6) HYKICOTHT;
B) aMMHOKHCIIOTA; T') XpOMOCOMa.

65. CuHre3 Oeinka COCTOUT W3 CIEAYIOIIMX O3TaloB: a) pernapaunus u
TPaHCISIIHS; 0) PETUTUKAITUS U TPAHCKPHUIIIIHS; B) TPAHCKPHUIIIIAS ¥ TPAHCIISIIHS;
T') peIUIUKaIMs ¥ peraparus.

66. TpaHckpummms - 3T0: a) oxHa U3 GopM 0OMEHA TEHETHYECKOW WH-
dbopmarnueit; 6) mporiecc cuntesa Oenka mo Marpuiie u-PHK, BeimosHsembliil pu-
0ocomMaMu; B) MPOIECC CUUTHIBaHUS reHernyeckor mHpopmanuu ¢ JIHK Ha u-
PHK; r) myranus, npu koropoii B uenu JJHK nporcxoaut 3ameHa mypHHOBBIX
OCHOBAHHUH.

67. Tpaucnsusa - 9T0: a) MPOLIECC CUUTHIBAHUSI T€HETUYECKON MHPOP-
manmu ¢ JIHK na u-PHK; 6) myrtanus, Bo3HuKIIAs B mpoliecce OMOCHUHTE3a
Oenka; B) ogHa u3 ¢popM oOMeHa reHeTHYecKol nHpopmarueit; ) nporecc CuH-
Te3a Oenka o matpuiie u PHK, BeimonHsieMbrit Ha pubocomax.

68. Hcnpasnenne myTaniMoHHBIX noBpexaeHuit reHoB B JIHK HazbiBaet-
Csi: a) perTuKaius; 0) pernapalus; B) peBepCusi; T') pEKOHCTPYKITHSI.

69. Kakwue 3a001eBannsa ¢ X-ClHEJIEHHBIM JOMUHAHTHBIM THIIOM HacJe-
JIOBaHUs Bbl 3HaeTe? a) cuHApoM MapdaHa 1 axoHaporiaszus; 0) CHHIPOM JIOM-
kot X-xpomocombl U remoduius 4, B) hocharauaber u poTo-nuie-naibleBoi
cunapom? tun |; T) cunapom I'ypaepa u 6one3np Tes-Cakca.

70. KakoBO COOTHOIIIEHHE IO TOJy Cpeau OOJbHBIX C ayTOCOMHO-
JIOMHUHAHTHBIM THUIIOM HacJIeIOBaHUSA? a) 3TH 3a00JICBaHUS YaIlle BBISBIISIOTCS Y
JIUI] MYKCKOTO TI0J1a; 0) 9TH 3a00JIeBaHUS Yallle BBISBIISIIOTCS y JIUIT )KEHCKOTO
MoJIa; B) OTH 3a00JIEBaHMSI BBISBISIOTCS OJMHAKOBO YACTO Yy MpeEICTaBUTEICH
000MX TOJIOB.

/1. VYkaxuTe MOJIOKEHHUS], XapaKTEPUIYIOIIUE AyTOCOMHO-JOMUHAHTHBIN
THUII HACJIEIOBAHMS: &) POAUTETU OOTHLHOTO peOeHKa (PEHOTUITUYECKU 3JI0POBHI,
HO aHaJIOTUYHBIC 3a00JIEBaHUS BCTPEUAIOTCA y CHOCOB MpoOaH/a; 0) CbIH HUKO-
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r1a He HacjeayeT 3a0o0JieBaHMs OT OTIA; B) 3a00J€BaHUE OJIMHAKOBO YacTo
BCTPEYACTCS Y MYXYHMH U KCHIIUH U TIEPEAeTCsl OT pOAUTENIeH K ACTSIM B Kaxk-
JIOM TOKOJICHUH.

72. YKaxuTe BEpOSTHOCTb IMOBTOPHOI'O POXKACHUS OOJHLHOTO peOCHKA Y
CYNpPYroB, HMMEIOIIMX OOJIbHYIO NI€BOUYKY C (PeHWIKETOHypHel (ayTOCOMHO-
periecCuBHBIN THN HacaenoBanus): a) 50%; 6) 6musko k 0%; B) 75%:; 1) 25%.

73. YKaxuTe BEpPOATHOCTb MMOBTOPHOTO POKICHUS OOIBHOTO peOeHKa B
CeMb€, B KOTOPOI POAUTEH 3A0POBHI M HIMEIOT OOJIbHYIO I€BOYKY C CUHIPOMOM
Mapdana (ayTocOMHO-TOMUHAHTHBIN TUIT HacienoBanus): a) 50%; 6) 6au3ko K
0%:; B) 100%:; 1) 75%.

74, YkaxuTe BEpOSATHOCTb POXKACHHS OOJBHOTO peOeHKa KEHIIUHOM,
uMeronel OobHBIX Temoduinein ceiHa U Opata. a) 25%; 6) 50%; B) 100%;
r) 6:113Ko K 0.

75. BeposTHOCTh poOXkaeHHS OOJBHOTO peOeHKa B CEMbE, B KOTOPOM
MaTh 00JibHA (DEHUIIKETOHYPUEH, a OTEIl SBISETCA TE€TEPO3ZUTOTHBIM HOCUTEIIEM
retHa (peHUIKETOHYPHUH, COCTaBIIAeT mpuMepHo: a) 0%:; 6) 25%; B) 50%; r) 75%.

76. Mpimeunas auctpodus [iolieHHa HacieayeTcsl Mo TUITY: a) ayTo-
COMHO-IOMUHAHTHOMY; 0) X-CLEIUICHHOMY pELIECCUBHOMY; B) ayTOCOMHO-
periecCUBHOMY; T') X-CLIETJICHHOMY TOMHUHAHTHOMY.

[7. ]JluarHocTUYecKkue Kputepuu cuHapoma Mapdana: a) oTcTaBaHuE B
TICHXOMOTOPHOM Pa3BUTHH, MUKpoIedhaInsi, THIIOMATMEHTAINS;, 0) MOABBIBUX
XpyCTalluKa, TUIIEPIIOABIKHOCTh CYCTaBOB, BOPOHKOOOpa3HOE BIABJICHUE TPY-
JIMHBI, BBICOKHI POCT, aHOMaJbHBIA POCT 3yOOB; B) YMCTBEHHas OTCTaJOCTh,
JUIMHHOE JIUI0, BBICOKUI J100, I') MAaCCUBHBIN NMOJ00POI0K, OTTONBIPEHHBIE YIIIH,
YMCTBEHHAsI OTCTaIOCTb.

78. T'ennble 00ne3HU OOYCIOBJIEHBI: @) MOTEPEH YaCTU XPOMOCOMHOTO
MaTtepuana; 0) yBeIU4eHHEM XPOMOCOMHOI'O MaTepurana; B) MOTepeu AByX U 00-
jlee T€HOB; I') MyTallleil OHOTO T'eHa.

79. C xakoil 4aCTOTOM pPOXKIAIOTCS JCTH ¢ MyKOBHUCHHIO030M: a) 1:70;
6) 1:2000; B) 1:10000; 1) 1:20000.

80. Cunmpom Tes-Cakca siBIsieTCsSl HaCcJIEICTBEHHON O0JIE3HBIO HApYIIIE-
HUs: a) oOMeHa yTJIeBOJOB, 0) CTEpOUIHOrO OOMEHA; B) JIUMHUAHOTO OOMEHa,
I') IypUHOBOI'O U MUPUMHUIUHOBOTO OOMEHA.

81. Cunnmpom MapdaHna sBisieTCs HACIEICTBEHHON OO0JE3HBIO Hapylle-
HUS: a) JUOUAHOrO oOMeHa, 0) MypHHOBOTO W MUPUMHUIMHOBOTO OOMEHa,
B) 0OMEHa METAJIJIOB, T') 0OMEHA COCTMHUTEIILHON TKaHHU.

82. DeHWIKETOHYpHS SBIISETCS HACIEICTBEHHOW 00JIE3HBIO HAPYIICHUS:
a) oOMeHa MeTajIoB, 0) aMHHOKHCIOTHOTO OOMEHA; B) CTEPOUIHOTO OOMEHa,
T') JJUITHTHOTO OOMEHA.

83. AJpeHOreHUTAIBHBIA CHUHAPOM SBISIETCS HACJIEICTBEHHOW O0e3-
HBIO HApYIICHUS: a) OOMEHA YTJIEBOJIOB, 0) CTEPOUAHOTO OOMEHA; B) JIUTIUTHOTO
oOMeHa, T') MypUHOBOT'0 U MUPUMUIUHOBOTO OOMEHA.
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84. MyKoIunuI03bl SABJISIOTCS HACIEICTBEHHBIMU OOJE3HAMM Hapyllie-
HUs: a) oOMeHa yTIJIeBoJioB, 0) CTEpouIHOrO0 OOMEHa; B) JIUIHMIAHOTO OOMEHa,
I') IypUHOBOI'O U MUPUMHUIUHOBOTO OOMEHa.

85. VYkaxute 3a00JieBaHKEe, OTHOCAIIEECS K X-CUEIJICHHOMY JOMHUHAHT-
HOMY THIy HaclieloBaHus: a) cuHApoM PetTa, 6) cuHapom Yuiepa; B) oOmiuii
aIbOMHU3M, T) MBbIIIIeYHAss TUCTpodus JromeHHa.

86. VYkaxure 3a0oieBaHWE, OTHOCSIIEECS K Y-CUCIUICHHOMY THUITY
HACJIEIOBAHUS: a) CUHAAKTUIMS, 0) cuHapom MaptuHa - benna; B) monumakTu-
JMs, T) CUHAPOM Y1iepa.

87. VYkaxure 3a00yieBaHHE, OTHOCSIIEECS K ayTOCOMHO- PEIIECCUBHOMY
TUIYy HACJIEIOBAHUS: a) caxapHbId nauader, 0) cuHapom Perra; B) cuHIpoMm
Maptuna - benna, r) meimeunas guctpodus romieHHa.

88. VYkaxure npaBwIbHYIO (POPMYITy KapUOTHIIA NIPU CHHAPOME «KOIIIa-
ypero kpuka»: a) 45,X0; 6) 46,XX, 9p+; B) 46,XX, 5p-; 1) 46,XX/45, XO.

89. Vxkaxure npaBuiibHyI0 QopMyiy kapuotumna npu cunjapome Illepe-
meBckoro - Tepuepa: a) 46,XY, 5p-; 6) 45,X0; B) 47, XXX; 47, XXY; 1) 46,XX.

90. Vkaxute, KaKue HapyIICHUS B KapUOTHUIIC SBISIOTCS JICTATbHBIMHU:
a) MOHOCOMHHU MO X-XpoMOcoMe; 0) TPHUCOMHMH IO IOJIOBBIM XPOMOCOMaM;
B) MOHOCOMHH TI0 ayTOCOMaM; T') TPUCOMHUU IO ayTOCOMAaM.

91. B kakumx BO3PACTHBIX MHTEPBAJIAX PE3KO TOBBIIMIEH PUCK POXKICHUS
pebeHKa ¢ XpOMOCOMHBIMH aHOMayimsmu: a) 15-18 m 35-40 mer; 6) 20-25
u 35-40 nert; B) 25-30 neT; r) 30-35 ner.

92. VkaxuTe 00J€3HU, OTHOCAIINECS K MYIbTH(PAKTOPUATHHBIM: a) Te-
MOUIHS, TallacCeMHUs, CEPHOBUAHO-KIETOUHAs aHemus; 0) cuHapomoM Map-
dana, uimeMuyeckast 60Je3Hb Cepilia; B) MMU30GPEHUS, SMUIICTICUS, MAHUAKATb-
HO-JICTIPECCUBHBIN TICMX03; T') HACJIEICTBEHHbIE Ae(EKThl OOMEHA JTUTHIOB.

93. Yo siBNsieTCSA BEAYIIUM B KIIMHUYECKOM MPOSIBICHUU XPOMOCOMHBIX
Oomne3Hel: a) 3a7ep)KKa B TCUXOMOTOPHOM Pa3BUTHH Y JI€Ted MIIQIIIETO
BO3pacTa M YMCTBEHHAs OTCTAJIOCTh Y JIETEH CTapIiero Bo3pacTa; 0) HapyIIeHHe
bu3nYecKoro pa3BUTHS; B) CHUCTEMHOCTh TMOPAKEHHUS, T) HapyIICHHUE
YMCTBEHHOTO Pa3BUTHUS B COYCTAHUH C TIOPOKAMHU PAa3BUTHS U MUKPOAHOMAJIH SI-
MU Pa3BHUTHSIL.

94, Kakue m3MeHEHHUs CTPYKTYpbl XpOMOCOM JIeKaT B OCHOBE XPOMO-
COMHBIX OOJIE3HEH: a) TPUCOMHUHU, MOHOCOMUH, TOJUIUIONINH; O) HWHBEPCHUH,
OYTJIUKAIMK, TPAaHCIOKAIMK, [eJIelMh;, B) HOHCEHC, MHCCEHC, MYTalluH,
T) JIeJICLHH.

95. Vkaxwute npaBuibHYy0 (OPMY XPOMOCOMHOTO Habopa y O0JBHOTO C
cuangpomom Knairitndensrepa: a) 47,XXY; 0) 47.XXX; B) 47,XYY;
r) 45,XY, 5p-;

96. VxkaxuTte mpaBWIbHYIO (HOPMYTy KapHOTHIA TIPU CUHAPOME OI-
Bapzca: a) 46,XY, 21+; 6) 47,XXY; B) 47, XX, 13+; 1) 47, XX, 18+;

97. Vxaxute mpaBuwibHYy0 (Gopmyny Kapuotuna npu cuaapome Ilatay:
a) 47,XX, 18+; 06) 47,XY, 13+; B) 46,XX, 5p-; ) 47,XXY;
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98. Vkaxute ¢opmyny kapuotuma npu  cuHapome  JlayHna:
a) 47, XX, 13+; 0) 47,XX, 22+; B) 47, XXX; 1) 47,XX, 21+.

99. VkaxwuTe, UIsl KAKOTO XPOMOCOMHOTO CHHJpOMa HauboJjee XapaKTe-
pEH CHUMIITOMOKOMIUIEKC, BKIIIOUAIOMIMK MHUKpoleQainio, pacileJuHy ryobl u
HeOa, MOJIMJAKTUIIMIO U MOJIMKUCTO3 MOYEK: a) CUHAPOM DaBap/ica; 0) CUHIPOM
Hayna; B) cunnpom Bonbda - XupmxopHa; r) cunapom [latay.

100. YkaxwuTe, s KAKOTO XPOMOCOMHOTO CHHApPOMa XapaKTepeH Ha0op
CUMIITOMOB, BKJIIOYAIOIIMA YMCTBEHHYIO OTCTaJOCTh, JOJHUXOIE(alnio, Je-
(dbopMUpOBaHHBIE YITHBIE PAKOBUHBI, BPOKICHHBIM MOPOK CEp/Ia: a) CHHAPOM
OnBapaca; 0) cunapom Ilaray; B) cunapom JlayHa; T') CHHIPOM «KOIIAYbEro
KpUKay.
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BCIIOMOT'ATEJIBHBIN PA3IEJ

Y4yeOHas nporpamMma M CHUILTHHBI

TEMA 1. Begenune. OCHOBHBIE MeTOAbI HCCJIECIOBAHHSA T'€HETHKH
yeJioBeKa

IIpenmet renetuku. Llens u 3agaun quctumnianabl « OCHOBBI TEHETUKU Ye-
JIOBEKay.

Hctopus pa3BuTHs T€HETUKHU KaK (PyHJIaMEHTAIbHONW HAYKH, W3ydaroIiei
MPOLIECChl MPEEMCTBEHHOCTH JKM3HU HA MOJIEKYJSAPHOM, KJIETOYHOM, OPTaHU3-
MEHHOM U MOIYJISILIMOHHOM YPOBHSIX.

OCHOBHBIE pa3/eibl COBPEMEHHOM T'€HETHKH: OOIlas TeHeTHKa, reHe-
THUKAa MHKPOOPTAaHU3MOB, PACTEHHUH, >KUBOTHBIX, MEIUIMHCKAs TCHETHKA,
IICHXOTCHETHKA.

CoBpeMeHHbIE METOABbl HCCIICIOBAHUSI TE€HETUKHU YelioBeka. KIIMHUKO-
reHeaiorndyecknid metoa. COCTaBICHHE U aHAJIN3 POAOCIOBHOU. LuTorenernye-
CKHI M OHTOT€HETHYECKUU METOJIbl. bIIM3HEenoBble METObI: (pa3TydyeHHbIX OJ1-
HOSIMIIOBBIX OJIM3HEIIOB, KOHTPOJILHOTO OJNHM3HENa W OJW3HEIOBON maphl). AH-
TPOTIOTCHETUYECKUE METOJIbI: (aHTPOIIOMETPHUS, JepMaToOrI(puKa, MaJIbMOCKO-
Nusi, TEHOMHas JakTuiaockonus.) IlomynsimoHHO-reHeTnYeckuid Metod. I'eHe-
TUYECKHE Pa3InuMs MEXKIY IpynIaMu COBPEMEHHBIX JIIOJICH.

TEMA 2. MoJiekyJsIpHbI€ OCHOBbI HACJIEICTBEHHOCTH

OcHoBHbIe (QyHKIIUU U CTPYKTYpa Oenka. CtpoeHue u QyHKIUN HYKICHUHO-
BbIX kucioT: JJHK u PHK. I'enetnueckuii koa. CBoMCTBA FEHETHYECKOIO KOJA.

Martpuunsie npoueccol B kietke. Permakanus JJHK. [TonykoncepBaTuBHbIN
tun permukanun JJHK. buocunres 6enka. Tpanckpuniums. CTpoeHUe TPaHCKPUII-
IMOHHOM enuHULBI. OpraHus3anus MPOMOTOPHBIX W TEPMHUHATOPHBIX YYaCTKOB.
DK30H-MHTPOHHAs1 CTpyKTypa rera. OopazoBanue npo-uPHK y sykapuor. IIpo-
LIECCUHT U CIUTaWCUHT. TpaHcnsauysa. MexaHu3Mbl TPAHCISILUKU U €70 JTallbl.

Opranusanys reHOB. YIaKOBKa F€HETUYECKOI0 MaTepraia.

TEMA 3. Ilutosiorn4yeckue 0CHOBBI HACJIEACTBEHHOCTH

Krnerounsrit iukia. MuTo3, Kak MEXaHU3M OECITOJIOT0 Pa3MHOXKEHUS Y JY-
KapuoT. Meio3 Kak IUTOJIOTHYecKasi OCHOBA 00pa30BaHUs U PA3BUTHS MOJIOBBIX
KJIETOK. l{uTOoreHeTnyeckas xapakrepucTuka menosa. [IpuHunnuansasie pasinu-
Yusl IOBEJICHHUS] XPOMOCOM B MHUTO3€ U MENO3€E.

[{utorenerrnka 4esioBeka. MHIMBUAYaTbHOCTh W IAPHOCTH XPOMOCOM.
BunoBas cneuuduuHOCTs uncia U MOPQOJOTHUH XPOMOCOM. JIUIIIOMIHBIN
Ha0Op XpOMOCOM B COMaTUUYECKUX KJIeTKaX. [ OMOJIOrHYHbIE XpOMOCOMBI. [ 'amn-
JIOUJTHBIN Ha0Op XPOMOCOM B IMOJIOBBIX KJIETKaX. AyTOCOMBI U TTOJIOBBIE XPOMO-
combl. Kapnorun yenoseka.
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TEMA 4 3aK0HOMEPHOCTH HACJIe[IOBAHMS NIPU3HAKOB

HacnegoBaHue npu MOHOTMOPUAHOM M MOJIUTHOPUIHOM CKpPEIIMBaHHU-
ax. Ilonarne o reHax u aurenax. Asenu3M. MHOXECTBEHHBIM AJUICIIN3M.
B3anMopeiicTBrue amienbHbIX T€HOB (JIOMUHUPOBAHUE, HEMOJIHOE JOMUHUDO-
BaHME, KOJOMUHUPOBAHMUE, IPagyalbHOE JEUCTBHE I'€HOB, CBEPXJOMHHUPO-
Banue). [lepBriit 3axon Menaens. Paciiennienne no ¢eHOTUITY U TEHOTUITY BO
BTOPOM MOKOJIEHHU. ['OMO3UTOTHOCTh M TE€TEPO3ZUTOTHOCTH. BTOpOW 3aKoH
Mennens. Llutonornueckue oCHOBBI MOHOTHOpUIHOTO CKpentuBanus. Hacrne-
JIOBaHWE NpPU AUTHOPUIHOM CKpemuBaHuu. Tpetnil 3akoH Menaens. Lluto-
JIOTUYECKHE OCHOBBI HE3aBHCHMOI'O HAcCieIOBaHMs Npu3HakoB. Hacmenosa-
HHAE TNPU B3aMMOJECUCTBUU HEAJUIENBHBIX I'€HOB: KOMIUIEMEHTApHOCTb, JIH-
cras, nonuMepusa. lloHaTue agqUTUBHOTO AEUCTBUA T'€HOB. ' eHeTHKa nosa u
CLEIUICHHOE C I10JIOM HacCJIeI0BaHHUE.

TEMA §. U3MeHYUBOCTb OPraHU3MOB

Knaccudukanus nzmenunBoctd. MoaudukanmoHHas U3BMEHYMBOCTh. Te-
patorenes, Mmop¢o3sl, peHokonuu. ['eHoTunuueckass n3MeHUUBOCTh. KomOuHa-
THUBHAs U3MEHYUBOCTb.

Myrtauvonnas teopust I'. ne ®@pusa. [IpuHnunel kiaccupukauuii MyTa-
nni. ['enepaTtuBHBIE U comaTnyeckue MyTauud. CIIOHTaHHbIE U MHAYLIMPOBAH-
Hble MyTauuu. Knaccudukanus MyTaiuil o xapakTepy U3MEHEHUS] TeHOMA.

['ennpie myTanuu. [ eHOMHBIE MyTalIMu. XPOMOCOMHBIE MYTaLlHH.

TEMA 6. HacaeacrBeHHble 00J1e3HM M MX KJacCH(purauuu. XpoMo-
COMHBIe 00J1e3HU

Onpenenenre MOHATUN HACJIEACTBEHHOM M BPOXKIECHHOW Ooiesnu. Tep-
MUH «CeMeiHast OOJIC3HbY.

XpOoMOCOMHBIE 00JIe3HH, OTMpEesieMble XPOMOCOMHBIMA U T€HOMHBIMHU
MyTausiMud. DPPEKTbl XPOMOCOMHBIX aHOMAIMI B OHTOTEHE3E: JICTANbHBIN U
OTKJIOHEHHUA B pa3BUTHH. [ eHeTHUeckue u (PEHOTUNINYECKre OCOOCHHOCTH CUH-
JIPOMOB, OOYCIIOBJICHHBIX aHOMAJIUSMH YUCJIa XPOMOCOM (T€HOMHBIE MYTAIlUH).
’KuzHecnnocoOHOCTh ayTOCOMHBIX TpucoMukoB. Cunapom JlayHa, cunapom Ila-
Tay, CAHAPOM DJBap/ca.

['eHeTnueckue u (PeHOTUMUYECKHE OCOOCHHOCTH CHHAPOMOB, O00YCIIOB-
JICHHBIX CTPYKTYPHBIMH aHOMAJIUSAMH XPOMOCOM. TpaHCIIOKAIlMOHHBIN THIT 00-
ne3nu [Jayna. CHHAPOM «KOIIAYbETO KPUKAY.

['eneTnueckue u (PeHOTUMUYECKHE OCOOCHHOCTH CHHAPOMOB, 00YCIIOB-
JICHHBIX HApYIIEHUSMU B CHCTEME TMOJIOBBIX XpomocoM. Curapom KnaitHbensb-
tepa. Cunapom lllepemesckoro-Tepuepa, cuaapom ny0ms-Y, Tpucomus X.

TEMA 7. I'ennbie 00J1€3HU
Knaccudukaiys HaciaeICTBEHHBIX TEHHBIX 3a00J€BaHUN MO XapakKTepy
METa0OJMYECKUX PACCTPONCTB: HApYIICHUS OOMEHAa aMHUHOKHWCIIOT, JUIHUIOB,
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yrieBojioB. Knaccudukainus HacneaCTBEHHBIX M€HHBIX 3a00JI€BaHUM MO OpraH-
HO-CUCTEMHOMY NPHU3HAKY: HAPYIICHUS KPOBEHOCHOM, SHIOKPUHHOU U JIPYTUX
cucreM. Kraccudukamus HacaeICTBEHHBIX T'€HHBIX 3a00JICBAHUM IO THUITY
HACJICIOBAHUS:  ayTOCOMHO-JIOMUHAHTHBIN, ayTOCOMHO-PEIIECCUBHBINA,  X-
CLCTUICHHBIN PELIECCUBHBIN U JJOMUHAHTHBIA TUI HACJICIOBAHUS.

HacnencrBeHHble TeHHbIE OOJIE3HU C ayTOCOMHO-IOMUHAHTHBIM THUIIOM
HacjemnoBaHWs: cUHApoM BaapaenOypra, cuampom Mapdana, CHHIpOM
Pexnunxay3eHna.

HacnenctBenHbie TeHHBIE 0OJIE3HHM C ayTOCOMHO-PEIIECCHBHBIM THIIOM
HacjaenoBaHus: (EHUIKETOHYPHS, TAIAKTO3EMUsS, TOMOIIMCTUHYPHUS, CUHIPOM
VYepa.

HacnencrBennblie reHHbIe 00JIE3HH CIICTNICHHBIC C TTOJIOM: CUHJIpoM Map-
ThHa-bemta, cuaapom Jlromiena.

TEMA 8. boJjie3Hu ¢ HacJaeACTBEHHOH NMPeAPaCH0J0KEHHOCTHIO

(myJabTH(aKTOPHAIbHBIEC)

Bone3nu ¢ HacieqCTBEHHON MpenpacnoaokKeHHOCThI0. MOHOreHHbIE 00-
J€3HU C HACIEACTBEHHON NpEeapacioyioKeHHOCTbI0. [lonaurenHnsie 0osie3HH €
HACJIEICTBEHHOW MPeIpacloyioKeHHOCThIO. [IoHSATHE Te€HeTHYecKoro rpysa.
OO01Ke 3aKOHOMEPHOCTH MaTOreHe3a: KIMHUYECKUA MOIUMOp(U3M, reHeTuye-
CKasi F€T€pOreHHOCTb.

TEMA 9. Bpo:kaeHHbIe IOPOKHU Pa3BUTHS
Krnaccudukarys BposkI€HHBIX TOPOKOB pa3BUTHs. [[puIrHBI BOSHUKHOBEHUS,
Teparorennbie GakTopbl: aJTKOT0JIb, HHPEKITMOHHBIC 3a00JICBaHUsI, TICPEIAFOIITHC-
Csl OT MaTepH IOy, MOHU3UPYIOIIEE U3TyUeHUe, JIEKaPCTBEHHBIC MperapaThl,
HUKOTHH, HyTPUEHTHBIE N€(PUITUTHI.

TEMA 10. IIpopuiakruka HacJIieICTBEHHON mnarojornu. Meamko-
reHeTH4YeCKOe KOHCYJIbTUPOBAHUE

Menrko-reHeTHIeCKOe KOHCYJIBTUPOBAHUE, €ro 3Tanbl, 3G)(PEKTUBHOCTD.
[IpuHUIMIBI pacyeTa TeHETUYECKOro pucka. [IpUHIUIIBI JIeYeHUs HaACIEICTBEH-
HBIX OoJie3Her. CumnromaTnueckoe JieueHue. [laroreneTnueckoe neuenne. Xu-
pypruueckoe jedenue. [Ipodunakrudyeckoe neuenue. IIpodunaktuka Hacnien-
CTBEHHBIX 0OJIC3HE.

TEMA 11. Metoabl npeHATAJIbHON JTMATHOCTHUKH HACJIEICTBEHHbIX
0oJ1e3Heil

[IpenaranbHas (oposioBasi) auarHoctuka. Y3U kak NpoceuBaroui U
YTOUHSIOIIMA METOJI. AMHHMOIIEHTe3 U Ouoricusi XopuoHa. [IpocenBaromiue me-
TOJIbI PEHATAILHON JUArHOCTUKHU. [lokazaHus K MpeHaTaIbHOM THAarHOCTHUKE.
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