Tema 2. OcHOBHBIE IOHATHS MICUXOT€HETUKHU
Henu: - paccMOTpeTh OCHOBHBIE TIOHATHS T€HETUKH;
- OIPEJIIUTH POJIb MYTAIlUi B COBPEMEHHOM OOIIIECTBE;
- paccMOTpeTh Kilaccu4eckue 3aKkoHbl Menaens;,
- pacKphITh 3aKOH Xapau-BaiinOepra.
OcHOBHBIE BONPOCHI:
OcCHOBHBIE OHSTHS TEHETUKHU
Kitaccnueckue 3akonbl Menpens
Knaccudukanus myranuit
['ensl B monynsmusx. 3akoH Xapau-BaiinGepra
[Tonstne kapuoruna. Ilon
1. OcHOBHBIE IOHATHS TeHETHKH

I'enemuka — >TO HayKa O HACJIEICTBEHHOCTH W W3MEHUYMBOCTH >KUBBIX OpPraHU3MOB.
H3MEeHYNBOCTh — CBOMCTBO >KMBOT'O OpPraHM3Ma H3MEHSITHCS, BBIPAXKAIOILIEECs] B CIIOCOOHOCTHU
prOOpeTaTh HOBBIC IPU3HAKU WM yTpauuBaTh npexHue. OHa obecrneunBaeT HEHOTHITHYECKOE
pazHooOpaszue ocooeil.

Hacneocmeennocms — CBOMUCTBO CTPYKTYP KIETKH U OpPTaHHU3Ma B IIEJIOM 00eCIeYHBaTh
MaTepuaibHyl0 ¥ (YHKIMOHAIBHYIO TPEEMCTBEHHOCTh MEXIYy MOKOJeHUsIMH. B ocHoBe
HACJICJIOBAHUS JIEKAT MPOILIECCHl YIBOCHUS, OOBEAMHEHHUS U PACIPEICICHHUS TE€HETUYECKOTO
maTepuana. OOBIYHO HacCJIEIOBAaHUE MOAPA3JCIAIOT HAa ayTOCOMHOE (HaclielyeMble T€HbI
pacroyiaraloTcsi Ha ayTOCOMHBIX XPOMOCOMax) M CHEIUICHHOE C TO0JIOM (HaclieyeMble T'€HBI
pacroiararoTcs Ha MOJOBBIX XpoMmocomax). KpoMe Toro, pa3nuyaroT JOMHUHAHTHOE (TIOJHOE U
MPOMEKYTOUHOE) W PELEeCCUBHOE HAaCJIeIOBaHUE;, HACJeIOBaHWE, 3aBHUCHMOE OT TM0ja, U
HACJIEIOBaHHE, KOHTpoOJIUpyeMoe (OrpaHHYEHHOE) II0JIOM; HacjlelOBaHHE MOHOTCHHOE
(HabOmrolaeMple  pasziidyusi MEXIy OcCOoOSIMH OOYCJIOBJICHBI aJUICJISIMH OJHOTO Te€Ha) |
HACJIEIOBaHHE MOJUTeHHOE (HAOMI0IaeMble Pa3Inyusl MEXKAY 0COOSIMH OOYCIIOBJICHBI aJIeNsIMU
HECKOJIbKHX T'€HOB).

OO011re 3aKOHOMEPHOCTH HAClIeJIOBaHUS CHCTEMaTU3UPOBAHbI B paMKaxX TaKk Ha3bIBAEMOI
XPOMOCOMHOW TEOPHH HACJICICTBEHHOCTH — YYCHUHU O JIOKAJTU3alUU HACJICICTBEHHBIX (DaKTOPOB
B XPOMOCOMaX KJIETOK. [ TaBHBIM TOJIOKEHUEM ITOW TEOPUU SBISETCS YTBEPKACHHUE O TOM, YTO
MPEEMCTBEHHOCTh CBOMCTB OPraHU3MOB B PsIIy MOKOJIEHUU OMPENENSIETCs] MPEeeMCTBEHHOCTHIO
UX XpOMOCOM. lleHTpalbHBIMU SIBIAIOTCS TOHSATHS «T€HOTHUID», «XPOMOCOMa», «IE€H» U
«@IUIETIbY.

@enomun — NOObIE TPOSBIEHUS JKUBYIIETO OpraHu3Ma — €ro Mop(OJIOTHUYECKHE,
(U3HOTIOTUYECKHE, TICUXOJIOTHUYECKME U TOBEACHYECKHE OCOOCHHOCTH. {DEHOTHNBI HE
HacJenylTcs, a (GOPMUPYIOTCS B TEUYCHHE XU3HU;, OHHM MPOIYKT UYPE3BBIYAHHO CIOKHOTO
B3aUMOJICCTBUS TEHOTHUIIA U CPEJIBI.

l'enomun — cyMMa BC€X T€HOB OpPraHU3Ma, HACIEACTBEHHAs KOHCTUTYLIMS OpraHU3Ma,
COBOKYITHOCTh BCE€X HACIJIEJICTBEHHBIX 3aJaTKOB JAHHOW KJETKH WM OpraHu3ma, T.e. Habop
T€HOB, COCTOSIIIIUX U3 MOJIEKYJ Ae30KcuprOoHykienHoBoi kucnothl (JIHK) u oprannsoBaHHbIX
B XpOMOCOMHBIM psifi. ['eHOTHN oOpraHu3Ma SBISETCA pPE3YIbTATOM CIUSHUS JIBYX TaMeT
(SIMLIEKJIETKH U OTUIOIOTBOPSIOIIETO €€ CIIePMHUSI).

I'en MOXET CyIIECTBOBAaTh B HECKOJBKUX CTPYKTYPHBIX COCTOSIHUSIX (ayensx). B siape
KJIETKM T€HBbl HE «CBaJEHbI B Ky4y», & OPraHU30BaHbl B JIMHEHHBIE CTPYKTYPhl — XPOMOCOMBI,
KOTOpBIE TPEJICTABIIAIOT COOOM MPOMOITOBATHIE BRITSHYTHIE Tenblla. [1o cBoei cTpykType Bce
XPOMOCOMBI UEJIOBEKA TPEXWICHHBbI, T.€. COJEpXkKaT KOPOTKOE IUIeYO, JJIMHHOE IUJIEY0 U
neHTpomepy. ['eHbl "yemoBeka pacmpenesieHbl B CTPOr0 YHHUBEPCATHHOM TOPSIKE 1Mo 23 mapam
XPOMOCOM; XPOMOCOMBI, COCTaBJISIOIIME Tapy, HA3bIBAIOTCS TOMOJIOTMUYHBIMH XPOMOCOMAaMH.
Kaxnmas xpoMocoma m3 maphl MOJydeHa OT OJHOTO W3 POAWTENEH, T.€. OJHa XpOMOcoMa B
OpraHu3M 4YeJlOBEeKa MPUXOAMUT OT OTLA, BTOpas — OT Marepu. /[Baauare JBe mapbl XpOMOCOM
HA3bIBAIOTCS aymocomamu, WX HabOp OAMHAKOB Ui 0COOEM MYKCKOrO U >KEHCKOTO IOJIOB.
JBanuath TpeThs mapa — 3TO Mapa, KOTOpast ONMPEESIeT MOJI U COOTBETCTBEHHO PAa3IMYaeTCs MO
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CBOCH CTPYKTYpE Yy MY>KUHH U KCHIIWH: KCHIIUHBI SBISIOTCSI HOCUTEISIMH JIBYX X-XPOMOCOM, a
MYXYUHBI OTHOW X- ¥ OJTHOU Y -XPOMOCOMBI.

Yucno XpoMOcOM B KJIETKaxX Tejla YeJIOBEKa B JBa pa3a OoJIblLIE, YEM B €ro IMOJOBBIX
KIeTKkax — camemax. CrefoBaTelnbHO, B ramMeTre KaXKIbli T'eH MPEICTaBIEH TOJbKO OJHOMN
KOIIMEH; MHaue TIOBOps, KaKaas raMera COJEp)KUT JIMIIb OJMH aJljiesib JaHHOro reHa. B
npouecce GopMUPOBaHUS raMeT XPOMOCOMHBIM Ha0Op NENHUTCS CIy4dallHbIM 00pa3oM HaIBOE,
XPOMOCOMBI KaXJIOM Tapbl pacXoIsTCs MO Pa3HbIM IOJOBBIM KIETKaM, M Kaxaas raMmera
MOJIy4yaeT TaKuM 00pa3oM ciydyailHbli Ha0Op XPOMOCOM, a CJelI0BATENIbHO, CIy4aiHbII HAOOP
TEHOB.

[Ipu cnusiHum ramer obpasyercsi 3ueoma — OIJIOJOTBOPEHHAs SIMIIEKJIETKA, B KOTOPOM
OKAa3bIBAETCS IO JIBE€ XPOMOCOMBI KaXI0TO THIA, 00pa3yroIre Mapbl TOMOJOTHYHBIX XPOMOCOM
— IO OJHOM OT MYXKCKOM M EHCKOH rameTbl. OIIoAOTBOPEHHOE SHIIO AUIIOUIHO, KaK M
MOJIABJISIOLIEE OOJBIIMHCTBO KJIETOK OpPraHM3Ma, KOTOpPOMY (IIyTeM KJIETOYHOI'O JIEIECHUsS, WU
MHUTO32) OHO JaeT Hayajo; AWUIJIOWIHBI, B YAaCTHOCTH, M T€ KIJIETKH, U3 KOTOPBIX 3aTEM
oOpasyrorcsi rameThl. Kaxmas M3 TakuX raMeTrooOpasylomux KIETOK IpeTepreBaeT ocodoe
neneHrne — Meiio3. B mporiecce Melio3a roMOJIOTMYHBIE XPOMOCOMBI OOMEHHBAIOTCS y4aCTKaMU
(KpOCCUHTOBEp), TaK YTO YETHIPE TaMEThl, MPOUCXOISIINE OT KICTKU-TIPAPOIUTENS,, MOTYT
CoJIepKaTh pa3Hble KOMOMHAIIUY TEHOB.

Mumos3 (Tped. meisis — HUTh) MPOUCXOIUT CICIYIOIIMM 00pa3oM: B MPOIECCE JICICHHSI
KJIETKU JIeJSATCS Ha JIBE JOYEPHHME KIIETKH, KaXKIas U3 KOTOPBIX, B CBOIO OYepelb, €lIe pa3
JICJIUTCS Ha JIBE KJIETKHU U T.J. buosornueckoe 3Ha4eHUE MUTO3a COCTOUT B CTPOTO OJAMHAKOBOM
pacnpeieieHuu peAyIUIMIMPOBAHHBIX (TOYHO CKOMMPOBAHHBIX) XPOMOCOM MEXKIY JAOYEPHUMU
KJIETKaMH, 9TO oOecreynBaeT 0Opa30oBaHWE T'€HETHYECKH PABHOIICHHBIX KIETOK M COXPaHSET
MIPEEMCTBEHHOCTb B PSAY KIETOYHBIX TOKOJICHHIA.

Meiio3 (Tped. meiosis — yMEHBIIIEHUE) TPEACTABIACT cO00H 0COOBIH Croco0 ereHUs
KJIETOK, MPUBOJASIINN K PEAYKIIMH YUCIA XPOMOCOM U K MEpPEeXOAy KIETKU U3 JUIIIOUTHOTO
COCTOSIHUS B rarionHoe. B pesynbraTe Melio3a ¢popMHpYIOTCS TIOJIOBBIE KIETKH — raMeThl. Kak
U B MUTO3€, 3TOT MPOIleCC HAYMHAETCSA C YABOCHHUS KOJMYECTBA XPOMOCOM, HO KaXKIas KJIeTKa
Opu Meio3e JenuTcs JBaXAbl, 3TOMY MCXOJHas JUIUIOMAHas (T.e. co3jarollas IapHble
XPOMOCOMBI) KJIETKA MPOU3BOAUT 4 TaMeThl, KaXKAasi U3 KOTOPBIX COJAEPKUT TariongHOe YUCIIO
XpOMOCOM (TI0 OJTHOM XpOMOCOME M3 Kaxaou mapbl). OMH U3 YJIEHOB KaXKI0H TOMOJOTUYECKON
XPOMOCOMHOM Maphbl MOMAJAeT B OJHY M3 IPOU3BOANMBIX TAMETHBIX KJIETOK.

Xpomocomuwiii Habop (ducio, pasmep, Gopma XpoMOCOM) HYeJIOBEKa Ha3bIBAETCS €ro
kapuoturnoMm. Kaprotun yenoeka 46 xpomocoMm win 23 mapbl, BKIOYas OJHY Mapy MOJOBBIX
xpoMocoM (X- u Y-xpoMocom).

2. Knaccnueckne 3akoHbl MeHaens

Annenn (rpeu. allenon — pasnuunble GOpMBI) — 3TO adbTEpPHATUBHBIE (OPMBI I'eHa,
OTIpeIeNIAIONINE aNbTepHATUBHBIE (DOPMBI OJHOTO M TOTO e Mpu3Haka. OHU BO3HUKAIOT B
pe3yabpTaTe MU3MEHEHUU CTPYKTYPhI T€Ha 3a CUET TaKUX T€HHBIX MPOIECCOB, KaK MyTalHs U
pexomOuHanus. Aunenud, oOyCIOBIMBAIOIIME pPa3BUTHE MPU3HAKOB, TUIMWYHBIX IS BHJA,
HAa3bIBAIOT AJUIEISIMHU JUKOTO THUIIA, @ IPOUCXOIAIINE OT HUX aJUIeNId — MyTaHTHBIMU.

B HOpME y KakI0r0 YenmoBeka MMeeTcs JBa ajiels KakKIoro reHa — M0 OJTHOMY aJUIelTto
Ha KaXJ0i U3 XpOMOCOM.

W3 oxnolt maps! anneneii (A, a) MOXKHO COCTaBUTh HECKOJIbKO KoMOuHaImii (AA, aa, Aa).
Korga oprannsm sBIsS€TCS HOCHTENEM JBYX ajuleledl TUKOro thma AA WM JBYX MYTaHTHBIX
ajyienel aa, TO TOBOPST: ATOT OpPraHU3M F'OMO3HUTOTEH IO aJIelo A WU 1o aiento a. Ecnu xe
OpraHU3M COJEPKUT OJMH aJuleNb A U OJMH ajlieib a, TO €ro Ha3bIBalOT T€TePO3UTOTHBIM.

CymiecTByeT HECKOJIBKO THIIOB B3aMMOJICHCTBHSI ajlieNied, BEAYIIUMH CPeIu KOTOPBIX
ABIISIOTCS JOMMUHAHTHOCTD U PELIECCUBHOCTD.

JIOMMHAaHTHOCTBIO HA3bIBAIOT YYacTHE TOJNBKO OJHOTO Qe B ONpPEICICHUU
(eHOTUIINYECKOT0 MPHU3HAKA Yy TeTepO3UroTHON ocolu. JloMHMHaHTHBIE ajuienu 0003HAYaloTCs
3ariaBHBIMU OykBamu A, B u T.11.



PeriecciBHOCTBIO HA3bIBAIOT OTCYTCTBHE (DEHOTUITUYECKOTO MPOSBICHUS OJHOTO aJIelis
y TeTepo3uroTHor ocodu. PerieccuBHbIC amienn 0003HAYAOTCS MaIBIMA OyKBaMH a, B U T.]I.

Menaenupyrouiye Npu3Haky y yeloBeKa

JlIoMHHaHTHBIE  TPU3HAKU:  OpaxuIaKkTWIHS  (KOPOTKOIMAJOCTh),  MOJUAAKTHIINS
(MHOrOInanoCTh), apaxHOAAKTWINSA («1ayuybd Majibllbl»), HU3KUI pPOCT, TEMHBI IBET TIJa3,
BBIOIIIMECS BOJIOCHI, MEPEHOCUIIA C TOPOMHKON, MPAMOIM HOC, AMOYKA Ha MOJIOOPOJKE, paHHEe
oOJpICeHHE y MYKYUH, TNPABOPYKOCThb, OCNBIH JIOKOH HAIO JIOOM, HEKOTOpbIe (HOPMBI
OJIM30PYKOCTH.

PenieccuBHBIE TNpU3HAKU: MATKHE MpPsIMbIE BOJIOCBHI, KYpPHOCBIH HOC, CBETJbIE IJla3a,
TOHKasi KOa, BBICOKHI pOCT, OTpuIaTeNnbHblil pe3yc-gpakrop, I (0) rpynma KpoBH, MHOTHE
Oone3nn oOMeHa BemecTB ((hEHWIKETOHYpHS, TaJlaKTO3eMHs, THUCTHIMHEMHS, MHUTMEHTHAs
KcepojaepMa 1 ap.).

3akonbl MeHaess

C 1856 mo 1863 rr. I'MI. Menaenp mpoBen OOIMIMPHBIE OMBITHI MO THOpUAU3AIMH 22
copToB Topoxa. KonnuecTBeHHBIH ydeT BCEX THUIIOB IMOJIYUYEHHBIX TMOPHIOB W BapHALMOHHO-
CTaTMUECKUW TMOJAXOJ TO3BOJWJIM €My BIEpBble 000CHOBaTh M  cHOpPMYIHpPOBATH
3aKOHOMEPHOCTH CBOOOJHOIO PacX0kKJIE€HUS U KOMOMHHPOBAHUS HACJIEJICTBEHHBIX (PaKTOPOB.
OTH 3aKOHOMEPHOCTH JIETJIU B OCHOBY YYE€HHS O HACJIEACTBEHHOCTH U B NAJIbHEUILIEM MOJTYYUIIN
Ha3BaHHUE 3aKOHOB MeHiemsl. YUeHbIid BBeJ B HAyKy THOPUIOIOTHUECKUI METO/] — CKpEIINBaHHE
COpPTOB U THOPUAOB U HAOIIOJICHHE MPU3HAKOB B PSIIY MOKOJICHUIA.

[Io coBpeMEHHBIM NIPENCTABICHUAM, KaKIAbIM IMPU3HAK KOHTPOJUPYETCS Mapod I'EHOB,
PacIOJIOKEHHBIX B OJHUX M TE€X K€ JOKYCaX FOMOJOTHYHBIX XpOoMOcoM. OAHY rOMOJOTHUYHYIO
XpOMOCOMY M3 Ka)J0H Mapbl 0coOb MOJy4YaeT OT OTLA, APYrylo — OoT marepu. Kaxnaplil rex
MOJKET OBITh B Pa3HBIX COCTOSIHUAX (pa3HbIe COCTOSHUS OJTHOTO M TOTO € T'€Ha Ha3bIBAIOTCS
aiensimu). Hanpumep, reH, onpeaensionuil Kpacky CeMsiH y ropoxa, UMeeT 2 ajulelid: OJHa
ONpeleNsieT KENTYI KpacKy, Jpyra — 3eleHyl. B TOMOJOrMYHBIX XpOMOCOMax MOTYT
COJIEpXKAThCS OAMHAKOBBIE TIO pa3Mepy U (popMe aJljIesid OJJHOTO TeHa (TaKue 0COOM Ha3bIBAIOTCSA
TOMO3UIOTaMHU) WM pa3Hble ajield OJHOTO reHa (rerepo3uroTHsie ocobu). CopTa U MOpoIsI
ABIIAIOTCA ToMo3uroramu. TOT mpu3Hak (ajijiesb), KOTOPbIA MNPOSIBISIETCS y TIETEPO3UTOTHI,
Ha3bIBAETCSI IOMUHAHTHBIM, a TOT, KOTOPBII MOJIABIISAETCA, — PELIECCUBHBIM.

Pa3nble annenu ogHOro reHa 00O3HaAuYarOTCA OJHOM M TOM e JIATUHCKOM OyKBOH, HO
JOMHMHAHTHBIM anenb — 3ariaBHOW OyKBOHM, a peleccCHBHBIM — mpomnucHoil. Hampumep, y
rUOpUIOB, MOJYYEHHBIX NPU CKPEIIMBAHUM COPTOB rOpoXa C KEIATOW M 3€JIeHOH OKpacKou
CEMSH, — XKEJIThIE CEMEHA, CJIEJOBATEIbHO, B IAaHHOM CIIy4ae, JOMUHAHTHBIN NIPU3HAK — XKEJITas
okpacka. [TorTomy reH, OTBeUaroIuii 3a JKEJITYI OKpacky, 0003HaunM A, a Te€H, OTBEUAOIIHI 32
3eJICHYI0 OKpacKy cems, — a. [lepBbIM B TI€HOTHIIE TE€TEpO3UTOTHOM OCOOM Bcerja MHIIYT
JIOMUHAHTHBIN reH — Aa. ['€eHOTUIIBI HCXOJHBIX COPTOB B JAHHOM CKpEIMBaHUU: AA U aa.

Ponureneit npunsTo o603Hauath — P, rubpuaos nepsoro nokosienus — F1, Broporo — F2
u T.11. CkpemyBanre 0003Ha4ar0T 3HAKOM «X».

PasnnuaroT crneayronye BUAbl CKPEIMBaHUNI:

® MOHOrMOpUIHOE, JAUTHOPUAHOE U TOJIUTHOPUIHOE — CKPELIUBAHUE COPTOB,
OTJIMYAIOIIUXCS 110 OJTHOM, ABYM MJIM HECKOJIBKUM IapaM ajljiesieid COOTBETCTBEHHO;

e aHanu3upylolmee — ckpemuBaHue rubpuga F1 ¢ ¢dopmoii, TroMO3UTOTHOH 110
perieccuBHOMY ajiento (Aa X aa), MOTOMCTBO OT TaKOr'O CKPELIMBaHHUS 0003HAYaIoT
Fa;

e Bo3BpatHOe (Oekkpocc) — ckpemuBanue TuOpuaoB F1 ¢ ogHON M3 TOMO3UTOTHBIX
poautenbekux GopMm (Aa x AA wim Aa X aa), MOTOMCTBO OT TaKOT'O CKPEIIH-BaHUS
Fo;

® DpEIMIPOKHOE — O3TO TMapa CKPEIIMBaHHWM, KOT/Ja TOMO3HWTOTHBIE OpPTraHU3MBI C
PEIEeCCUBHBIM U JIOMUHAHTHBIM MPU3HAKAMHU HCIIONB3YIOTCS B OJTHOM CKpPEIIMBAHUH
KaKk MAaTEepUHCKHI, B JpPYroM — Kak OTLOBCKHI: NpsIMOE CKpElIMBaHUE —
MaTEepPUHCKHI OPraHu3M C JOMHUHAHTHBIM MPU3HAKOM, OOPaTHOE — OTIIOBCKHUM.



I 3akoH MeHnens B COBpeMEHHOH (HhopMyIHpOBKE (3aKOH €AMHOO0Opasusi IMEepBOTO
IIOKOJIEHHUs1): IPU CKPEIIMBAaHUM TOMO3UTOTHBIX 110 JOMHHAHTE M PELECCHBY OCOOel mepBoe
MOKOJICHUE OMHAKOBO 0 TEHOTHITY U (DEHOTHITY.

P Q Aa (;kenTas oKpacka ceMsiH) X ¢ aa (3e1eHast OKpacka CeMsH)
I"ameTb1 A a
F1 Aa (xenrTast OKpacka CEMsH)

I 3aK0H MeHzens B COBpEeMEHHOW (HOpPMYIHUPOBKE (3aKOH paCIICIUICHHS): TPH
CKpEIIMBAaHUU TUOPUIOB MEPBOr0 MOKOJEHUS paciieryienue no ¢eHoruny 3:1, mo reHoTumy
1:2:1.

3aKOH MeH/iens B COBpeMEHHOM (popMyTUpOBKE (3aKOH HE3aBUCUMOTO HaCle0BaHUS 110
JIBYM TpPU3HAKAM): MPH JUTHOPUIHOM CKPEIIMBAHWM KaXKIas Tapa NPHU3HAKOB HACIEAYETCS
HE3aBHCHUMO, 00pasys dyeTbipe (eHOTUIIMYECKUE TPYIIIbBI, COOTHOIIEHHE KOTOphIX 9:3:3:1.

P @ AABB X J aaBB

Kenteie (A) rnagkue (B) cemena 3eneHble (a) MOPIIMHKUCTHIC (B) cCeMeHa

I'ameTsr AB aB
F1 AaBB (;kenThIe TIIaaKue)
I'ameTsr
Q@ AaBs AB, aB, AB, aB x & AaBs
AB, aB, AB, aB
st F2 cocraBum pemierky [lennera:
4 AB aB AB aB
¢
AB AABB AaBB AABB AaBs
Kenteie Kenteie Kenteie Kenteie
rIagKue TJIaIKHC TJIaIKHC TJIaJKHAe
aB AaBB aaBB AaBs aaBB
Kenreie 3eneHble Kenroie 3eneHnie
raajgKue rIagKue rIagKue rIagKue
AB AABB AaBs AABB AaBB
Kenrnie Kenrwie Kenreie Kenrnie
raajgKue rIagKue MOPILUHHUCTHIE MOPILIUHUCTHIE
aB AaBs aaBB AaBB aaBB
Kenteie 3emneHble Kenteie 3eneHbIe
raajgKue rIagKue MOPILUHHUCTHIE MOPILIUHUCTHIE

9 XKenteix rnaakux: 3 3enenblx rmankux: 3 KenTeix MopruHUCTHIX: 1 3eneHas
MOPIIUHHUCTAS.

Pacmennenue no kaxxaoMy NpHU3HaKYy:

Kenras: 3enenas = 12: 4 = 3:1;

I'mankas: Mopmunucras = 12: 4 = 3:1.

VYcnoBust, o0ecrnieynBaromye cooI0eHne 3aKOHA PACIIETIICHUS:

1 Haymmuwne TOJBKO MBYX ajljIeNied OHOTO T'€Ha W TMOJIHOE JOMHHHpPOBaHUE (IIPOSIBICHUE
JOMUHAHTHOTO IIPU3HAKa Y TETEPO3UTOT B TIOJHOM MeEpE).

2 PaBHOBeposiTHOE O00pa3oBaHHWE BCEX COPTOB TaMET, BCEX COYETaHWH TaMeT W
KHU3HECTIOCOOHOCTh BCEX TMOPHJIOB.

Omnpenesienue rpynnbsl KpOBH



Ha sputponurax uMerTCs crienuaibHble OCKM — aHTUTEeHBI TPYII KpoBU. B mia3zme k
STHM aHTUTEHAM WMeEITCs aHTuTena. [lpu BcTpede ONHOMMEHHBIX aHTHIEHAa M aHTHTEJa
MPOUCXOJUT UX B3aUMOJICHCTBUE M CKIICMBAHUE IPUTPOIUTOB B MOHETHBIE CTOJIOMKH. B Takom
BUJIC OHM HE MOTYT IIEPEHOCUTH KKCIOpo . [103TOMy B KPOBH OJTHOTO YEJIOBEKA HE BCTPEYAIOTCS
OJIHOMMCHHBIC aHTUTCH U aHTUTEeN0. X KOMOMHANMs — Tpymnma KpoBu. Ee Hao yuyuTsIBaTh mpu
NEpeIMBaHUU KPOBH, T.€. IMEPEIMBATh TOJBKO OJHOTPYIIHYIO KpPOBb, YTOOBI H30€XKaTh
CKJICMBaHUSI. AHTUTEHBI U aHTHUTENA TPYMI KPOBH, KaK BCe OCIKM OpraHu3Ma, HACICIYIOTCS —
UMEHHO O€JIKH, a He CaMH T'PYIIbl KPOBH, MO3TOMY KOMOWHAIIHMS STHX OCJIKOB y JIETSH MOXET
OTIIMYATBCS OT KOMOWHAIIMM Y POJUTENICH, B pe3ylbTaTe MOJydaeTcs Apyras rpymmna KpoBH.
CylecTByeT MHOXKECTBO aHTHUTCHOB Ha DPUTPOIMTAX M MHOXKECTBO CHCTEM TIPYII KpoBH. B
PYTUHHOW TUArHOCTHKE TOJIB3YIOTCS OMPEIeICHIEM IPYIIBI KpoBH 10 cucteme ABO.

AHnturensl: A, B; anturena: anbda, Oera.

HacnenoBanwue: ren IA xomupyer cunre3 6enka A, IB — Oenka B, 1 He koaupyer cunTe3
OenKoB.

Beigensitor 4 rpynimbl KpoOBU:

1 I'pynna kpoBu I (0). I'emotun ii. OTCYTCTBHE€ aHTHUT€HOB Ha OJPUTPOIUTAX,
MPUCYTCTBUE 00OWX aHTUTEI B IJIa3Me.

2 I'pynna kposu II (A). I'enotun [A/IA unu [A/i. AHTUTEH A Ha SPUTPOLIUTAX, AHTUTEIIO
Oera B m1a3me.

3 I'pynna kposu III (B). I'enotun IB/IB unu IB/i. Anturen B Ha sputpouurax, aHTUTENO
anbda B MIa3zMe.

4 T'pynna kpoBu IV (AB). I'enotun [IA/IB. O0a anTUreHa Ha 3PUTPOIMTAX, OTCYTCTBHE
AHTHUTEI B TUIa3MeE.

CyIecTByeT OINpeesIeHHbIA MOPSI0K HACICIOBAHUS TPYII KPOBH, MPEACTABICHHBINA B
TabsuLe.
Tadoauua 6 — Ilopsaaok HacIe0BaHus TPy KpoBu 1o cucreme AB(Q

['pynma kpo ['pynna xpoBu oTua
BU MaTepH 1 (00) 2 (AO) 3(BO) 4 (AB)
1 (00) 1 (00) — 100% 1 (00) — 50% 1 (00) — 50% 2 (A0) — 50%
2 (A0) — 50% 3 (B0) —50% 3 (B0) —50%
2 (AO) 1 (00) — 50% 1 (00) — 25% 2 (A0) — 50%
2 (A0) — 50% 1 (00) — 50% 2 (A0) — 25% 3 (B0) — 25%
2 (A0) — 50% 3 (B0) — 25% 4 (AB) — 25%
4 (AB) — 25%
3(BO) 1 (00) — 50% 1 (00) — 25% 1 (00) — 50% 2 (A0) — 25%
3 (B0) —50% 2 (A0) — 25% 3 (B0) —50% 3 (B0) —50%
3 (B0) — 25% 4 (AB) — 25%
4 (AB) — 25%
4 (AB) 2 (A0) — 50% 2 (A0) — 50% 2 (A0) — 25% 2 (A0) — 25%
3 (B0) —50% 3 (B0) — 25% 3 (B0) —50% 3 (B0) — 25%
4 (AB) — 25% 4 (AB) — 25% 4 (AB) — 50%

ITpu GepeMeHHOCTH MOKET BOZHUKHYTh KOH(UIMKT IO rpymnam KpoBu. Eciau miog nmeer

AQHTUTEH, KOTOPOTO HET Y MaTepH, OHa MOXKET BbIpaOaThIBaTh MPOTHUB HETO aHTHUTENA: aHTHUA,
anTuB. KoH}AUKT MOXeT BO3HMKHYTb, eciau Iuion umeet Il rpynmy kposu, a mate I umm 11
mwion I, a mare | wm II; mmox IV, a mare moOyio apyryro. HyxHO mpoBepsaTs Haimuue



TPYNIIOBBIX AHTUTEN BO BCEX Mapax, e y MYKUYHHBI U JKCHIIUHBI pa3Hble TPYMIbI KPOBH, 32
UCKJIFOUEHHEM CIIy4aeB, KOI/la y MyXYMHBI [IepBas Tpymna.
Onpenenenue pesyc-pakropa

Pesyc-paktop mpencraBmsier coboii  aHTHreH (0€NOK), KOTOPBIM HAXOIUTCS B
spurpountax. Ilpumepno 80-85% mroneil MMEIOT €ro M COOTBETCTBEHHO SBIISIOTCS PE3YC-
HOJIOKHUTEIbHBIMU. Te %Ke, y KOTro ero HeT, — pe3yc-OTpULATeIbHbIMU.

Pe3yc-kKOHGIUKT MOXET BO3HHKHYTh MpH OEpeMEHHOCTH pe3yc-OTpHUIaTeIb-HON
KEHIUHBl PE3yC-TIOJOKUTENbHBIM IUIONOM (pe3yc-pakTop oT otua). Ilpm mnonaxanuu
SPUTPOIMTOB IUIOAA B KPOBOTOK MaTepu TMpPOTUB pe3yc-hakTopa y Hee o0Opa3yroTrcs
aHTUpE3yCHbIE aHTHUTENA. B HOpMe KpPOBOTOK MaTepH M IJIOJa CMEIIMBAETCS TOJIBKO BO BpeMs
pPOZIOB, TOATOMY TEOPETUYECKH BO3MOXHBIM Ppe3yC-KOH(JIHMKT CYMTACTCI BO BTOPYIO H
nocjieayonue 6epeMeHHOCTH pe3yc-TI0JI0KHUTENbHBIM TU100M. [IpakTuueckn B COBpEMEHHBIX
YCIOBHUAX YacTO MPOMCXOJHT IOBBIIICHUE MPOHUIIAEMOCTH COCYAOB IUIALICHTHI, Pa3IUYHbIC
[aTOJIOTUU OEPEMEHHOCTH, NMPUBOJSAILME K IONAJaHUI0 SPUTPOLUTOB IIJI0OAA B KPOBb MaTepu U
BO BpeMs mepBoil OepemenHocTH. [lo3TOMY aHTHpe3yCHBbIE aHTHTENAa HEOOXOAUMO OIPEIEIsATh
npu J000H OGEepeMEHHOCTH Yy pPe3yC-OTPULIATENIbHOW JKEHIIMHBl HauMHas ¢ 8 Helenb (Bpems
oOpasoBanus pesyc-pakropa y mioza). s nmpenoTBpaiieHuss ux o0pa3oBaHus BO BpeMs POJIOB
B TE€YEHUE 72 4acoB IOcie JH00ro OKOHYaHHs OEpeMEHHOCTH cpoka Oosiee 8 Henenab BBOJAT
AHTUPE3YCHBI UMMYHOTIJIOOYJIHH.

HacnenoBanue: Rh — ren pesyc-akropa, r — orcyrerBue pesyc-tpakropa. Eciu poaurenu
pesyc-nonoxurenbhbl (RR, Rr), To pebenok moxeT 0bITh pe3yc-nonoxutenbHbiM (RR, Rr) niu
pe3yc-OTpULIATENbHBIM (IT).

Ecnu onun ponutens pesyc-nonoxutenbHbiit (RR, Rr), a npyroii pesyc-orpunarenbHblii
(rr), TOo peOEHOK MOKET OBITh pe3yC-TIOJIOKUTENbHBIM (Rr) min pe3yc-oTpunaTenbHbIM (IT).

Eciu poaurtenn pesyc-oTpuuaTesbHbl (IT), TO peOCHOK MOMKET OBITh TOJBKO pe3yc-
OTPHUIIATEIILHBIM (IT).

Pesyc-¢akrop, kak u Tpymnmy KpoBH, HEOOXOJMMO YUUTHIBATH NPHU MEPETUBAHIH KPOBH.
[Ipu mnonaganum pesyc-¢pakropa B KpPOBb pPE3yC-OTPULATEIBLHOIO YEJIOBEKAa MPOUCXOJUT
o0pa3oBaHNe aHTUPE3YCHBIX aHTUTEJ, KOTOPbIE CKJIEUBAIOT PE3YC-TION0KHUTENbHbIE SPUTPOLUTHI
B MOHETHbIE CTOJIOUKH.

3. Knaccuduxanus myranuii
Mymayuu (naT. mutation — H3MEHEHHE) — O3TO BHE3aIlHbIE, €CTECTBEHHbIC WM
BBbI3BaHHBIE MICKYCCTBEHHO HAcJelyeMble H3MEHEHUS! TeHETHUECKOTO MaTepraa, MPUBOISIINE K
U3MEHEHMI0O TE€X WIM HHBIX (DEHOTUIMYECKUX IpU3HAKOB opraHuzMa. OCHOBBI YYEHHUS O
MyTaIusAX ObUTH 3a7105KEHBI TOJUIaHICKUM 00TaHukoM [le @puzom B 1901-1903 IT.
CornacHo ero MyTallMOHHON TEOpUH, MyTallusl BO3HHUKAET BHE3ANHO, 0€3 BCAKHX IEpeXO0JI0B;
MyTaHTHbIE (DOPMBI TIPEJCTABISAIOT COOOM BIIOJIHE YCTOHYMBEIE Ka4yeCTBEHHBIC N3MEHEHUS; OHU
JIEMCTBYIOT B PAa3HBIX HANpPABIECHUSX U MOTYT OBITh MOJIE3HBIMH MJIM BPEIHBIMU; OJTHU U T€ XKe
MyTalli MOTYT BO3HHKAaTh IOBTOP-HO. MyTalii TPHUCYIIM BCEM JKHUBBIM OpTaHH3MaM.
MornekynsipHble MEXaHHW3Mbl MYTAIlMi CTadd BBIACHATBCS C PAa3BUTHEM MOJIEKYJISIPHON
O6uosnoruu ¢ cepeuHbl XX B.
MyTanuu Ha3bIBAIOTCS NPAMbIMU, €CIU WX TMPOSBICHHE NPUBOIUT K OTKJIOHEHHUIO
NPU3HAKOB OT JMKOTO THTA, U 0OpamHuimu (PEBEPCUBHBIMH), €CIIH MX TPOSBICHHE TPUBOJIUT K
MOJTHOMY WJIM YaCTHYHOMY BOCCTAHOBJIEHUIO IUKOTO THUIIA.
Cy1iecTByeT HECKOJIBKO Kiaccu(PUKAINi MyTaluid.
1 MyTanuu B 3aBUCUMOCTH OT YPOBHSI HOCUTEJEH TeHeTHUeCKOH HH(POPMALIHUH:
e reHHble (MyTanuu, npoucxonsdue Ha ypoBHe HykieorunoB JHK (umm PHK), B
KOTOpbI€ OOBIYHO BOBJIEYEH OJIUH I'€H);

® XPOMOCOMHBIE (XPOMOCOMHBIE IEPECTPONKH, BOBJIECKAIOIINE YYACTKH XPOMOCOM (T.€.
HECKOJIbKO I'€HOB));

® TeHOMHbIE (M3MEHEHHE YHCIIa XPOMOCOM).

2 B 3aBHCHMOCTH OT MPHUPO/IbI MyTaIHil:



® CIIOHTAHHBIE;
® UHIyLHUPOBAHHBIE.

3 B 3aBucumocTty 0T (hEeHOTUIUYECKOTO MPOSIBICHUS MyTaIIHIA:

e MOp(}OJIOTHYECKHE;

¢ OHOXMMHYECKHE;

® JICTAJIbHBIE U T.II.

4 B 3aBUCUMOCTH OT THUIIA HACJIEIOBAHUS MYTAHTHBIX MPU3HAKOB:

® OMHHAHTHBIE;

® pelecCUBHBIE.

5 B 3aBUCHUMOCTH OT U3BMEHEHHI B HACJICICTBEHHOM aIlapare:

e rameTHbIe (T€HEPaTUBHBIE, T.€. IPOUCXOIAIINE B IMOJOBBIX KIIETKaX);

e comaThueckue (MPOUCXOASIINE B COMaTUYECKHX, T.€. TFOOBIX HEMOIOBBIX, KJIETKaX);

e sJepHbIE (3aTparuBaroIIle XPOMOCOMBI AJIpa);

e [UTOMJIA3MATUYECKUE (3aTparvBarollfe TeHETHYECKU MaTepual MHUTOXOHIPUH,

IJIACTU[ M IPYTHX HUTOIIa3MAaTHUYECKUX OPTaHOUIO0B KIIETKH).

OpHOll M3 caMbIX pacHpOCTPAHEHHBIX MYTAllMW, CBSI3aHHBIX C HapylIEHUEM Habopa
ayTocoM, SfBIIETCS TpUcOMHUA MmO 21- mape XpomMocoM, BbI3BIBAWOINAs 0OonesHb /[layha.
Tpucomus, T.e. HUIMYUE TPEX XPOMOCOM BMECTO APl TOMOJOTUYHBIX XPOMOCOM, BO3HUKAET
Yaie BCEero B Cllydyae HapyIIEeHUsl MPAaBUIBLHOTO PACXOXKACHHUS TOMOJIOTUYHBIX XPOMOCOM IPHU
o0pa3oBaHNM MOJIOBBIX KJIeTOK (TameT). Koaddunment unTemiexkra koediercs B rpanunax (20-
60 G6ayIoB).

Cunopom Knatingpenomepa — 310 MyKCKoe 3a00JIeBaHHE, BBI3BAHHOC BPOXKICHHOMN
AHOMAJHEH MOJOBBIX XPOMOCOM, IIPU KOTOPOIl UMEETCsl HE MEHee BYX X-XpPOMOCOM U HE MEHee
onHO# Y-xpoMocoMsbl (XXY). Takue nHAMBUIBI O0JI€€ BHICOKOTO POCTa, YeM UX OpaThs, 3a CUeT
OombIIel UIMHBI HOT, UMEIOT €BHYXOUJHOE TEeIOoCIOXKeHHe. B mepuon moioBoro co3peBaHus
CTaHOBUTCS OYEBUIHBIM HEIOPA3BUTHE TOJOBBIX OPTaHOB, TaKue O0JIbHBIE OecTIoqHbl. MHOTHE
MATONCHUXOJOTUYECKHE CUMITOMBI Y TaKUX MY>KYMH OOBSICHSIOTCS YMEHbBIIEHHEM TOPMOHOB
AH/IPOTCHOB, KOTOPBIE HEOOXOAMMBI Uil (POPMHPOBAHUS MY)KCKOTO IOBEACHUS. Y OOJIBHBIX
CHU)KEH HMHTEJUICKT, OHU HCIBITHIBAIOT OCOOBIE TPYJHOCTU C OOYYEHHEM UYTEHHUIO U MHCHMY,
4yacTO BCTpeyaeTcsl JucieKkcus. B 1mkone y HHMX BO3HUKAIOT TPYAHOCTH BCIEJICTBUE
0COOEHHOCTEM MX MOBEJNEHMS, KOTOPOE OIMUCHIBAIOT KaK MAaCCUBHO-aIPECCUBHOE, 3aMKHYTOE,
uH(paHTWIbHOE. B3pocible 00BIYHO 3aHMMAKOTCS HEKBATU(UIMPOBAHHBIM PYUYHBIM TPYAOM.
Ecnu monoBast akTHBHOCTh MPUCYTCTBYET, TO YaCTh OOJIBHBIX KUBET B Opake. B 1ienom, 60nbHbIE
cunapomoM KuaiiHdenpTepa ¢ TpyioM crpaBigioTcs ¢ TpeOoBaHUSAMU KU3HU. VX criocoOHOCTH
YCTaHABIMBATh COIMANBLHBIE W TOJIOBBIE OTHOIIEHUS CHUXKEHBI, YTO MOXET MPUBOAHUTH K
poTecTaM B BHJE Bemblliek arpeccuu. [lostomy cpeau Hapymuteneid B 7-10 pa3 waiue
BCTpEUaIOTCs HMHIWMBHUIBI C cuHApomoM KiaitHdenbTepa, ueM cpeau NpoYero HaceleHUs.
OTmMeTHM TakXe, YTO CTENEeHb YMCTBEHHOW OTCTAJIOCTH Yy OTHX JIMI YBEJIUYUBAETCS C
YBEJIUYEHUEM YHCIIA JOTIOJHUTEIBHBIX X-XPOMOCOM.

Cunopom Lllepewesckoco-Teprepa BCTpeyaeTcsl y )KEHIUH U 00YCIIOBJIEH OTCYTCTBUEM
BTOpOil X-xpomocombl (kapuotur X0). ITO KEHIIMHBI HU3KOTO pOCTa, 3HaueHus [Q HeCKOIbKO
CHI)KEHBI 110 CpaBHEHUIO C HOpMOMl. OjHaKo Cpeau TaKUX >KEHIIUH HHTEJIEKTyallbHbIe
CHOCOOHOCTH PAa3BHBAIOTCA HE OJMHAKOBO. JTO OOYCIOBIEHO TEM, YTO MPH 3TOM CHHIPOME
HaOJIOZAeTCs MHOTO CTPYKTYPHBIX BapHuaruidi X-XpOMOCOMBI M BCTPEYAIOTCS MoO3aiidyarbie
¢dopmbl. Takue AEBOYKM YACTO XOPOILO YCIEBAIOT B MIKOJE, IMOCKOJBKY 3TO CHOKOHHBIE
MPUJIEKHBIE JEBOYKU C XOPOIIUM IMOBEACHUEM, MIEaroru MOryT EPEOLEHUBATh UX UHTEJUIEKT U
HIKOJIbHBIE ycrexH. Ilcuxonoruueckoe TecTupoBaHUE MOKa3allo, 4To BepOaibHble CIOCOOHOCTH
y HUX HaxoJsATCS B Mpefesiax HOPMbI, a BBINOJHEHHE JEHCTBUI 3aTpyAHEHO. Takum
JEBOYKAM TPYIHO JAIOTCS aOCTpaKTHBIE MPEIMEThI, Y HUX TJIOXOE€ BOCIPHUSTUE MPOCTPAHCTBA,
YTO MPUBOJUT K TPYAHOCTSIM B pa3IMUEHUU MPABOrO U JIEBOrO HampaBieHWH. bbputo HaiiaeHo
COOTBETCTBUE TAKUX HAPYLIEHUW C OMNPEACIICHHBIMU OPraHUYECKUMH MOPAXKEHUSIMH MO3Ta.
Yacto cpeny TakuxX S>KEHIIMH BCTpeyaeTcs oOmias 3a7epikKa ICHXOJIOTHYECKOTO pa3BUTHUSA,



WH(AHTUIBHOCTh TICUXUKH Y B3POCIBIX, MOJYUHEHHOE MOJIOKEHHUE B COIIMATLHBIX OTHOIICHHSIX,
OTCYTCTBYET aHTUCOLMaIbHOE TMoBelaeHue. CeKcyalbHOE IMOBEACHHE MallOAaKTUBHOE, OJHAKO
4acTO TaKHWe >KCHIIMHBI COCTOST B Opake W B OCHOBHOM HMX NPOOJIEMBbI OOYCIOBJICHBI WX
MaJICHbKUM POCTOM.

Cunopom Ilamay (CII) — xpomocomHasi aHomanusi (Tpucomusi mo 13-ii xpomocome),
npenpacronaraionias K pa3BUTHUIO OCTPbIX MHeNOHAHbIX Jielko3oB. [lns CII xapakTtepHbI
MHOKECTBEHHBIE  BpPOXICHHBIC IOPOKH pa3BUTUs TOJOBHOTO MO3ra W JHma. ITO
naToreHeTH4Yeckas eAuHas Trpynna paHHuUX (U, CIEAO0BaTeNbHO, TSDKEIbIX) HapyIIeHUN
(GbopMUPOBaHUS TOJIOBHOTO MO3Ta, TJIA3HBIX sI0JIOK, KOCTeH MO3TOBOW M JTUIICBOM YacTel depemna.
OKpy>KHOCTh uepena OObIYHO YMEHBIIIEHA, BCTpeuaeTcss U TpuroHouedanus. JIoO ckomeHHbIH,
HU3KUN; TJIa3HbIC IIETU Y3KUE, IEPEHOChE 3araBllee, YIIHbIE PAKOBUHBI HU3KO PACIIOIO0KEHHBIC
u nepopmupoBannbie. Tunuuneiii mpuszHak CII — 3To pacmienuHbl BepxHed T'yObl UM HeOa
(0OBIYHO NByXCTOpOHHME). Beerna oOHapyKUBAIOTCS MOPOKK HECKOIBKUX BHYTPEHHHUX OPTaHOB
B pa3HOi KoMOWHAIMK: 1e(eKThl NEePEeropoIoK cep/iia, He3aBEePIICHHBIH MOBOPOT KUIIEYHUKA,
KHUCTHI MMOYEK, AHOMAJIMA BHYTPEHHUX IIOJOBBIX OPraHOB, NE(PEKThI MOKETYIOYHOU KEIE3Hl.
Kak npaBuino, Habmro1aeTcsl MOIUAAKTHINS (Yalle IBYXCTOPOHHSS U Ha pykKax) U (JIeKCcopHOe
MOJIOKEHUE KUCTEH. B CBS3U ¢ TSKEIBIMH BPOXKICHHBIMUA TOPOKAMH Pa3BHTHS OOJBIIHHCTBO
neteit ¢ CII ymuparot B niepBbeie Henenu uinu mecsisl (95% — o 1 roma). OnHako HEKOTOpHIE
OOJIbHBIC XKUBYT B TEUCHHME HECKOJBKUX JIeT. bosiee Toro, B pa3BUTHIX CTpaHaX OTMEUYAIOTCS
TEHJCHIIMS YBEIMYEHUS NMPOIOIDKUTENbHOCTH kn3HH O0nbHbIX CII 1o 5 ner (okxono 15% nereii)
u gaxe 1o 10 et (2-3% nereit).

Cunopom D0eapoca (tpucomus o 18-if xpoMocome) BCTpeuaeTcsi Y HOBOPOXKICHHBIX.
BonpHbIE A€TH YacTO pOXKAAIOTCS HEJAOHOIICHHBIMH WM TepeHomeHHbIMU. Hapymenus npu
TpucoMuu 1o 18-if xpomocome ropaszmo Tskenee, 4yem npu cuHiapome [layna; mumb 50%
npobaHioB JOXKUBAaOT 10 2-mecsiuHoro Bospacta; 10% xuByr 1 rox. CpenHss
MPOAOJKUTEIIBHOCTh KU3HU MalbuukoB — 60, neBouek — 280 nueil. KnnHuueckas kapTuHa:
yepen HEOObYHOW Qopmbl (Y3KHUH JI00 W MIMPOKHN BBICTYNAIOMIMKH 3aTBIJIOK), HHU3KOE
pacrosoXeHue yied, MUKpOTHATHs, cruOaTenbHas KOHTPAKTypa KHUCTeH U CTON, AUCILIA3US
CTOM, TIOPOKHU CEp/illa, CUJIbHAs 3aJepKKa ICUXUYECKOTO pa3BuTHsA. [J1aBHbIE HapylICHUS
oOMeHa BEelIeCTB U SHIAOKPUHHBIE PACCTPOMCTBA: TMIOMIIA3US MMOAKOKHOM KIETYaTKH, CUIIbHAS
3a/IepKKa pocTa. JlucreHe3us: NMTOBUIHON JKEJIe3bl WM HAAMOYEYHHUKOB BCTPEYACTCS MEHEE
yeM y 10% OosIbHBIX.

4. T'enn! B nonyasauusax. 3axkon Xapau-BaiinGepra.

I'eneTnueckuii Koj HE MepeKpbIBaeTCsA. Y BCEX JKUBBIX OPraHU3MOB Ha 3eMje B
TEHETUYECKON MporpamMme KOJUPYIOTCS T€ € aMHUHOKHCIOTHL. 3a mnociegnue 30 et
MCCIIEIOBATENN M3YYalld U COOMpATM MCKIIOUEHUS M3 OTKPBITHIX U O(GOPMIICHHBIX MPaBUI, UX
OKa3aJIOCh MHOTO — BO3HMKJIM HOBBIE THUIIOTE3bl U TEOPUM, YTO M MPHUBEIO K BO3HUKHOBEHHIO
COBPEMEHHON MOOWMIBLHOW TeHETHKH, KOTOopas MpHUIIIa Ha CMEHY TEeHETHKE KIIaCCHYECKOM.
Cerofs MBI 3HaeM, 4UTO:

e TIecHEeTHYeCKas IMporpaMMa HE COBCeM CTa0WiIbHa — CYIIECTBYIOT MOOWJIbHbBIE

JUCIIEPTUPOBAHHBIE TEHbl; BHYTPU TI€HA CYIIECTBYIOT YYAaCTKH C COJEPKAHHEM
(3x30HBI) 1 0€3 HEro (MHTPOHBI);
e 0OIBIIOE KOTHYECTBO UH(OPMALIMK UMEET PerysITOpHbIe (HYHKIUY;
e TreH 00JIaaeT CBOMCTBOM JICTUTHCS,
® B reHOME MMEIOT MECTO HE TOJBKO YHUKAIbHBIC KOAUPYIOIINE TTOCIEI0BATEIHHOCTH,
HO ¥ OTPOMHOE KOJIMYECTBO MMOBTOPOB HH(POPMAIIHH;

® 3amKCh FreHETHUYECKON HHPOPMAIIH MOXKET OTINYAThCS OT YHUBEPCATLHOIM;

e uH(pOpPMAIIMOHHBIE MOJEKYIbI COJEPKATCSA B KJIETKaX HE TOJIBKO B siipe (OCHOBHAS
MporpaMMa), HO ¥ B HEKOTOPBIX COCTABIISIONINX IIUTOTIA3MbI: MUTOXOHIPHSIX U T. 11.;

e peanu3anys TeHETHYECKOW HHPOPMAIINK, 8 UMEHHO CHHTE3 OeJIKa, OCYIIECTBIISIETCS B
[ATOIUIA3MAaTUYECKHUX CTPYKTYpax — puoocomMax;



® KO/OBas 3amUChb O CTPyKType OenkoBoil Monekynsl mnepenocurcss ¢ JIHK Ha
nHpopmanuonnyro (marpuunyio) PHK (ona xe PHK-nepenocumk, cuHOHUM — T-
PHK) nyrem kommnemenrapHoro, marpuuynoro cure3a PHK na JIHK, cpaBHuMBIIi €
perumukanuen (cuaTe3 JIHK na JIHK). Monekymna PHK konupyeT Bech reH dyKapuoT
BMECTE C HE3HAUYMMBIMHM MHTPOHBI. Takue BpPEMEHHbIE MOJIEKYJIbl HA3bIBAIOTCS Ipe-
uPHK. Monekynbl npe-uPHK nepemernarorcs U3 siapa K HUTOILIA3ME, a UMEHHO K
pubocomam, cocrosimuM u3 pudbocomusix PHK (pPHK) u Genxos. Ilo mytu mpe-
nPHK monudunupyrores, U3 HUX yAansioTcs He3HAYal[Me YYacTKU KoJa (MHTPOHBI).
3Haue€HUE UHTPOHOB, BHUAMMO, OUYEHb BAXHOE, HO €ILIE IOJHOCTbIO HE
pacippoBaHo.

Kcraru, eme B koHie XX B. cTallo U3BECTHO, UTO B T€HOTHUIIE YEJIOBEKa coAepkutcs S0—
100 ThIC. paznuuHbIX TeHOB. OHU KOJIUPYIOT MPOAYKTHI, HEOOXOAMMBIE ISl CYIIECTBOBAHHS
KJIETKU (KyXOHHBIE I'€Hbl), OpraHu3My (T€Hbl POCKOLIN), WIN HE KOAUpyroT Hu4dero. Ilocnennue
ceiluac HA3bIBAIOTCS OJTOMCTHUYHBIMM T'€HaMH, W30BITOYHOW TeHeTHdyeckol uH(popMalreH,
KOTOpask MOXKET COJEPKaTh WM MaMTh O MPOLUIONW SBOJIOIHUH, WIN ObITH Pe3epBOM (IIAHOM)
OyyIIei SBOJTIOLIHH.

Jlo6aBuM: 3akoH Xapau-BaiiHOepra riacut, 4ToO B YCJIOBUSAX HJI€aIbHOW IMOMYISILIUU
YaCTOTbI T€HOB U T€HOTUIIOB OCTAIOTCS IOCTOSIHHBIMU OT IOKOJIEHUS K IIOKOJIEHUIO.

VY ci10BHS €ro BhINOJHEHUS:

1. Cny4allHOCTh CKpEIIMBAHHS B MOMYJALMU. DTO BAXKHOE YCJIOBHUE IOAPa3yMEBAET
OJINHAKOBYIO BEPOSTHOCTb CKpPEUIMBAHUS MEXIYy BCEeMH OCOOSMH, BXOJSIIMMH B COCTaB
nomynsuu.  HapymeHuss 3TOro  ycioBUsT y  YellOBEKa MOTYT OBITh  CBSI3aHBI  C
KPOBHOPOJICTBEHHBIMU OpakamMu. B 3ToM ciiydae B MOMYJSIUM MOBBIIIACTCS KOJIHYECTBO
romo3uror. Ha »3TOM o0OCTOSITENBCTBE Ja’)k€ OCHOBAH METOJl OINpEAENCHUS YacTOThI
KPOBHOPOJICTBEHHBIX OpakoB B MOMYISALWU, KOTOPYIO BBIYUCISIOT, ONPEACNsis BEIUYHHY
OTKJIOHEHHS OT COOTHOIIeHUM Xapau-BaitnOepra.

2. Eme onna mpuuMHa HapyuleHHs 3akoHa Xapau-BaiinOepra — 3To Tak Ha3pIBaeMas
ACCOPTAaTHUBHOCTH (HECIy4allHOCTh) OpakoB, KOTOpas CBs3aHAa HMEHHO C HECIy4aifHOCTBIO
BbIOOpa OpauHoro mapTHepa. Hampumep, oOHapykeHa ompeneiacHHas KOPPESAIUsS MEeXIY
Cympyramu 1o Kod(pQHUIHUEHTY WHTEIUIEKTa. ACCOPTATUBHOCTH MOXKET OBITh IMOJOKUTEIHHON
WIM OTPULATENIBHOM U COOTBETCTBEHHO MOBBIIIATH U3MEHYMBOCTD B MOIMYJISLUN WIN TTOHUXKATh
ee. AcCOpTaTUBHOCTD BIIMSET HE HAa YaCTOTHI ajliesIel, a Ha YaCTOThl FTOMO— U F€TEPO3UTOT.

3. He nomxHO OBITH MyTaIHii.

4. He nomxHO OBITh MUTpAlM KaK B MOMYJISALUIO, TAK U U3 HEe.

5. He nomxkHO OBITH €CTECTBEHHOTO O0TOOpA.

6. Ilonmynauust nOMKHA MMETh JIOCTATOYHO OOJIBIIME pa3Mephl, B NMPOTUBHOM CIIy4yae
Jla’ke MU COOJIIOJICHUH OCTAJIBHBIX YCIOBUH OyayT HaOIr0AaThCs YMCTO CllydailHble KoseOaHus
YaCTOT IeHOB (TaK HA3bIBAEMBIN JPEi( TEHOB).

OTH TOJIOXKEHUs, KOHEYHO, B €CTECTBEHHBIX YCIOBUSAX B TOH WIM HMHOW CTENEHU
HapymaTcs. OAHaKo B II€JIOM HUX BIMSHHME HE TaK CHJIBHO BBIPAXKEHO, U B YEIOBEUYECKHX
HOMYJISALUAX COOTHOIIEHUS 3aKoHa Xapau-BaitHOepra, kak NMpaBuil0, BBITOJIHAIOTCS.

Ha yacToTy nosiBiieHHs TOMO3UTOTHBIX T€HOTHIIOB MOTYT OKa3aTh BIUSHUE, KaK Mbl yXKe
3HaeM, KPOBHOPOJCTBEHHble Opaku. Ilpum OIM3KOPOACTBEHHOM CKpeIMBaHUM (MHOPUAMHIE)
4acTOTa FOMO3UTOTHBIX F€HOTUIIOB YBEIMUYMBAETCS MO CPaBHEHHIO C COOTHOIIEHUSMHU 3aKOHA
Xapau-BaiinO6epra. B pesynbraTre 3TOro BpenHbIE PELECCHBHBIE MYTAllUM, OIpPEEISIONINe
3a00yieBaHus, Yallle OKa3bIBAIOTCS B TOMO3UTOTHOM COCTOSIHUM U TPOSIBIAIOTCS B (DEHOTHUIIE.
Cpenu moToMCTBa OT KPOBHOPOJICTBEHHBIX OpakoB C OOJbIlEH BEPOATHOCTHIO BCTPEYAIOTCS
HacJIeICTBEHHbIE 3a00JIeBaHMsI U BPOKJEHHbIE ypoacTBa. C yBelIMUEHUEM CTENeHH MHOPUAMHTA
CHIDKAIOTCSl TOKa3aTeld yMCTBEHHOTO pa3BUTHUA W y4yeOHas ycmeBaemocTh. KoadowuimeHnt
UHOpUIMHTA B cilydae Opaka JBOIOPOIHBIX cHOCOB paBeH 1/16, mis TporopoaHbIX crbcoB — 1/32
(mkana Bexkcnepa). B cBsi3u ¢ moBbllIeHHEM MOOMIIBHOCTH HAcCeNCHHs B Pa3BUTHIX CTpaHax U
pa3pylieHHueM H30JIMPOBAHHBIX  TMOMYJANHMA  HAOMIONAIOCh CHIDKEHHE  Kod(duimeHTta



WHOpUIMHTa B TEUEHHWE BCErO0 MPONUIOro Beka. Ha 3To Takke TOBIUSIO CHHXKCHHE
POKIIAEMOCTH ¥  yMEHBIICHHE KOJIMYECTBA JBOIOPOAHBIX cuOcoB. [lpu oTmameHHOM
CKpEIIMBAHUH MOYKHO HAOIIOAATh MOSBICHHUE THOPUIOB C TIOBBIIIICHHOHN KHU3HECTIOCOOHOCTHIO B
MEPBOM TIOKOJICHUHU. OTO SIBJICHHE IOJYYWIO Ha3BaHHWE Tereposuca. [IpuumHON rereposuca
SBJISIETCS] IEPEBOJI BPEIHBIX PEIIECCUBHBIX MYTallUi B TETEPO3ZUTOTHOE COCTOSIHUE, TP KOTOPOM
OHH HE MPOSBIAIOTCS B (DEHOTHIIC.

II, : J
‘ AA . aa .
—~—q° ——p
0‘8 : 0 'n
, A 2pq
0‘6 > ‘5 -
Q o O O v
04 1 & e
o : g Q
02 +—5% e -
0 =" . R S

p~-0 010203040506070809 .1
q-1 090807060504030201 0

3akon Xapau-BaiinOepra s AByX ajuleliei: TOPU30HTAIBHO OTJIOKEHBI YacTOTHI
ajieneil p U q, BEpTUKAIBHO IOKa3aHbl YacTOThl T€HOTHUIIOB, TPU BO3MOXKHBIE T'€HOTHIIBI
MIOKa3aHbl pa3HbIMU CUMBOJIAMHU

5. [lonsitue kapuoTuna. o

B mnawane 70-x romoB XX B. Obun pa3paboTaHbl MeTOHbI AH(HEpEeHINATHHOTO
OKpaIlIMBaHUS XPOMOCOM C HcHojb3oBaHueM kpacurens ['mmsa (G-, R-, C-, Q-meronst). Ilpu
TOM Ha XPOMOCOMaXx BBISBIISCTCS XapaKTEepHAs IMOMepeyHas: MCUEPUYCHHOCTh — OFHIBI (CM.
BBIIIIE), PACHOJOXKEHHE KOTOPhIX CHEUU(UYHO JUIs KakIOW mapsl XpOMOCOM. MeTojsl
QG GepeHIMaIbHOr0 OKPAIIMBAHUS XPOMOCOM IO3BOJISIIOT HWACHTH(HUIMPOBATH HE TOJIBKO
KaXIyl0 XpOMOCOMY, HO M  OTJAE€JbHble palloHBl ~ XpPOMOCOM,  IOCJEIOBAaTEIbHO
IIPOHYMEpPOBaHHbIE OT ILIEHTPOMEPHI K TEJIOMEpPE U CErMEHThl BHYTpH paiioHoB. Hampumep,
3anuch Xp21.2 o3Ha4aeT KOPOTKOE IUIEY0 X-XPOMOCOMBI, paiioH 21, cermeHT 2. Drta 3amnuchk
OuYeHb yA00Ha JJi OIpeleieHHs] MPUHAJIEKHOCTH T€HOB WJIM JPYTUX JIEMEHTOB I'€HOMa K
OTIpe/IelIEeHHBIM XPOMOCOMHBIM JIOKycaM. B udactHocTH, B obnactu Xp21.2 nokanu3oBaH I'eH
muonuctpopun Hromenna — DMD.

Tak O6buUIM CO37aHBI METOAMYECKUE OCHOBBI Ul M3y4eHHsS OCOOCHHOCTEW KapuoTumna y
Pa3HbIX BUJOB OPraHU3MOB, ONpPEAENEHUS €ro WHAWBHUIYaJbHOW M3MEHYMBOCTH U aHOMAJIUN
IIPU ONPEJEIICHHBIX MAaTOJIOIMYECKUX COCTOSIHUSX. TOT paszfen reHeTUKH, KOTOPBIM 3aHUMAaeTCs
M3YYEHHEM XpPOMOCOM M UX aHOMAJIMH, HAa3bIBAETCS LIMTOI€HETUKOM.

B mnepsoii nomnoBnHe XX B. XpOMOCOMHas TEOpHUS HACJIEACTBEHHOCTH IIOJIy4YHIIa
3HAUUTENbHOE Pa3BUTHE. BBIIO MOKa3aHO, YTO I'e€Hbl PACHOJIOXKEHBl B XpPOMOCOMAaXx JIMHEHHO.
['enpl omHOI XpoMocoMBbl 00pa3yloT TIpyIIy CHEMJeHUs M HacleayloTcss BMecte. HoBble
COueTaHMs ajuiesiell TEHOB OJIHOM XPOMOCOMBI MOTYT 00pa30BBIBATHCS 3@ CUET KPOCCHHIOBEPA,
IpUYEM BEPOSTHOCTh 3TOr0 COOBITHS BO3PACTACT C YBEIMUEHHEM PACCTOSHHS MEXIY I€HaMu.
bbuin BBeAEHBI E€AMHMIIBI W3MEPEHHUS TEHETUYECKOTO PACCTOSIHUSI — CAHTHUMOPraHbl WK
MOpraHM/ibl, Ha3BaHHbIE TaK B UYECTb OCHOBOIIOJOXHHUKA XPOMOCOMHOH  TEOpUU
HacsencTBeHHocT — T. Moprana. CuuTaercsi, 4To J1Ba FeHa OJHOW XpOMOCOMBI HaXOJSATCS Ha
paccrosiHuu 1 cantTumoprasa (cM), eciu BEpOATHOCTb KPOCCHHIOBEpPA MEX/y HUMU B IpoIiecce
Mmerio3a coctaBisger 1 %. KoHedHO, caHTUMOpPTraHbl HE SIBISIOTCS aOCONIOTHBIMH €IMHHUIIAMU
U3MEpPEHUS PacCTOSIHUS B XpoMocoMax. OHM HEMOCPENCTBEHHO 3aBUCAT OT KPOCCHHIOBEpA,
KOTOPBIN C pa3HOM 4aCTOTOM MOKET MPOUCXOJNUTH B Pa3HbIX ydacTKax XpoMocoM. B wactHocTH,
B 00JIaCTH reTepoXpoMaTHHA KPOCCUHTOBEP MPOXOIUT MEHEE HHTEHCHUBHO.



MonekynspHble OCHOBBI HACIEACTBEHHOCTH COCTABIISIOT HYKJIEUHOBbIE KUCiIoThl — JIHK
(y Bcex MHUKpPOOOB, OJHOKJIETOYHBIX, PACTUTEIbHBIX OPraHU3MOB, HACEKOMBIX, )KMBOTHBIX) U
PHK (y HekoTOpbIX BHUpPYCOB, B YacCTHOCTM OHKOI€HHbIX). VIMEHHO B 3THX KpYIHBIX
OuonoiaMMepax C IOMOIIBIO €JUHOIO s3blKa, al(aBUT KOTOPOTrO COCTaBIAIOT 4 OyKBbI —
HYKJICO3M[IbI, 3alMcaHa TeHeTnuyeckass uHpopmarus >xuBblx cymectB. B JIHK undopmarus
u3sokeHa depenoBanueM aneHuHa (A), tumuna (T), ryanuna (I') m murosuna (L), koTopsie
00pa3yloT OIpeNeIeHHBIe IOCIEI0BATEILHOCTH, CBSI3BIBAsSCh OCTAaTKAaMH JIE€30KCUPHOO3BI U
dochopom B OJHOLENOYEUHBIX MoJIeKyJaaX. [IoTOM /1Be KOMILJIEeMEHTapHbIe APYr ApPYyry Lenu
0o0pa3ytoT BOJOpOJHbIE CBs3M: aneHUH-TUMUH (AT) wu ryanun-uurosuH (I'L]), xotopsie
3aKpy4yMBalOTCd UM O0pa3ylT [BOHHYI cCHMpallb, MPEUMYIIECTBEHHO IPAaBOBHHTOBYIO,
OJTHOBPEMEHHO OMOJIOTHYECKYIO M MH()OPMAITMOHHYIO, «3MEHHYIO JiecTHHIY». Monekyna PHK
UMEET OIHOCIIUPATIBHYIO CTPYKTYpPY. B ee coctaB BMecTo THMUHA BXOAUT ypauui (Y), a BMECTo
ocTaTka JIe30KCHpUO03bl — pubo3a (XMMHYECKH HECKOJBKO WHAs IEHT03a). Mojekyna
HykJenHoBoH kucnotel (HK) numeer crnocoOHOCTE K pa3MHOXKEHUIO, YIBOCHUE WIIN PEIIUKALUH.
Pa3sMmHOXaIOTCS, TUPaXHUPYIOTCSA HE O€NKH, a HYKJIEHHOBbIe KHCIOTHL Ilpu Hanmmuum
HEOOXOJUMBIX KOMIIOHEHTOB U COOTBETCTBYIOLIMX ()EPMEHTOB HA MaTpHlle Kaxa0i HUTH
nsycnupanbHoit JIHK (rmociie ux pazpeAMHEHNs) CUHTE3UPYETCSI KOMIIJIEMEHTAPHBIN LIEelTb HOBOM
JHK. Perumkauus nopKHa MMETh INOJIYKOHCEPBAaTUBHBIM, MaTpU4HBIA XapakrTep. B kaxnon
JBYCIIMPAJIIbHOM MOJIEKYJIE COJEPXKUTCS U MaTepuHCKas (crapas), U JodepHss (HOBasi) LEMb
HYKJIEOTHI0B. Ha ypOBHE OIHOKJIETOYHBIX OPraHU3MOB HET CMEPTH OT CTapOCTU. OTOT
MEXaHU3M O00eCleYnBaeT CTA0MIBLHOCTh T€HETHYECKOH HH(OpMaIim, ee COXPaHHOCTh TNpPHU
IIPOLIECCE NEPENAYU ITOTOMKAM.

VY XKeHIIMH 00€ XPOMOCOMBI KaXJOW Mapbl MOJHOCTbIO MOMOJIOTMYHBI JIpYT APYTYy MO
(dopMe 1 pUCYHKY OKpaIIMBaHUs. Y MY)KUUH Takas TOMOJIOIHS COXPaHSETCs TOJIbKO JUIst 22 map
XpPOMOCOM, KOTOpbIE€ Ha3blBaloTCA ayrocomamu. OcTaBuiasicsi mapa y My>KUMH COCTOUT U3 JIBYX
Pas3IMYHbIX NOJOBBIX XpoMOocOoM — X M Y. VY JKEHIUIMH IOJOBbIE XPOMOCOMBI MPEACTaBICHBI
JBYMsI TOMOJIOTUYHBIMU X-XpoMOcoMaMU. TakuM 00pa3oM, HOPMaJIbHbBIN KapUOTHUI >KEHIUHBI
3anuchiBaeTcs kKak (46, XX), a myxuuHsl — (46, XY). B 1onoBble KJIETKH KaK MYX4YHH, TaK U
JKEHILIMH IONa/aeT TOJIbKO OJUH Habop xpomocoM. Bcee siinekneTku HecyT 22 ayToCOMbl U X-
XpOMOCOMY, @ BOT CIEpMaTO30M]Ibl pa3IMyaroTCcs — MOJOBUHA M3 HUX MMEET Takoi ke Habop
XpPOMOCOM, KaK U SIWIEKJIETKH, a B IPYyroil NMOJOBUHE BMECTO X-XPOMOCOMBI IPUCYTCTBYET Y -
xpomocoma. [Ipu orm1o10TBOpeHUH 1BOIHOI HabOp XpoMocoM BoccTaHaBiuBaercs. [Ipu atom,
KTO POJMTCS — JA€BOYKA MJIM MaJb4UK — 3aBUCHT OT TOT0, KAKOM CIIEpMAaTO30M]] IPUHSI ydacThe
B OILIOIOTBOPEHUH, TOT, KOTOPBI HEceT X-XPOMOCOMY, MJIU TOT, KOTOPBIN HECET Y -XpPOMOCOMY.
Kak nmpaBuiio, 310 ciy4alHbIN IPOLIECC, TOATOMY JI€BOYKH U MAIBUYMUKHU POKIAIOTCS IPUMEPHO €
paBHOU BEPOSITHOCTBIO.

Ha HauanpHBIX 3Tamax aHaiau3a KapHOTHUIA YEJIOBEKAa MHIAUBUAYAIbHAS WACHTU(PUKALUS
MorJia ObITh OCYIIECTBIICHA TOJIBKO B OTHOIIEHUH TPEX MEPBbIX Hanbojee KPYIMHBIX XPOMOCOM.
OcTtasibHbIE XpOMOCOMBI JI€IWJIM Ha TPYIIBl B 3aBUCUMOCTH OT HUX pa3Mepa, pacrojioKeHUus
LEHTPOMEPbI M HAJIMYMS CITYTHUKOB WM CATEJJIMTOB — HEOOJBIIMX KOMIAKTHBIX (parMeHTOB,
OTJIEJICHHBIX ~OT XPOMOCOMBI TOHKMMM TepeTsbkkamu. Huke  m300pakeHbl  THUIbI
XPOMOCOM: aKpOLIEHTPUKH, METALIEHTPUKU U CyOMETAlEHTPUKH NP JIOKATU3AIMU 1IEHTPOMEPHI
COOTBETCTBEHHO HA KOHIIE XPOMOCOMBI, [IOCPEANHE U B IIPOMEKYTOYHOM IOJIOKEHHH.



