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Tema 1: 3axkonomepnocmu nHaciedoeanus nPU3HAK08 PO MOHO-, OU-
U noaucuoOpuoHom ckpewjueanuu. MuoscecmeeHnHtble aienu.
Hacneooeanue HLA, ABO, RH- cucmem

OcHoeHbvle 6onpocvl memol:

1. Ilpeamer, pa3ensl 1 OCHOBHBIE OTKPBITHS B 00aCTH T€HETUKH. Y POBHU
OpraHU3alHHA T€HETHYECKOTO MATEPHUAIIA.

2. KmioueBble MOHATHS T€HETHKHU (T€H, ajljieslb, TOMO3UIOThI, T€TEPO3UTOTHI, TEHOTHII,
¢deHoTum u reHoPoH, MIACHOTPOIH).

3. IonsTue «ao03a reHa» B reHoture. ['eHOTHN Kak cOaJaHCHUpOBaHHASI IO J103aM T'€HOB
cucrema. Hopma peaknny npu3HakoB, KOHTPOIUMPYEMBIX OJHOW WM IBOMHOM 10301,
HECKOJIbKUMHM  JIBOMHBIMM J103aMU  Te€HOB. [lpuumHBl HapymeHus A030BOM
cOaTaHCUPOBAHHOCTH T€HOTHUIIA OPraHU3Ma U UX NOCIEACTBY UIsl (peHOoTHMnA.

4. Kiaccupukanuss THUIOB MOHOI€HHOIO  HACIENAOBAaHUS IMPU3HAKOB.  3aKOHBI
I''Menpnens, ux qUTOJIOrMYECKUN MEXaHu3M. MeHIepyolye IpU3HaKkyd 4eJI0BEKa.
I'mnore3a «4UCTOTHI FaMeT».

5. MHO€eCTBEHHBIE aJUIEIH, ONPEAECICHNE, TIPUMEPBI.

6. 3akonomepHoctu HacienoBanus ABO cucrembl Tpynm KpoBu. MeauimHCKoe
3Ha4YEHHUE.
/. HacnenoBanue Rh- dakropa. I'emonutuueckas 60yie3Hb 1mioja.

8. Cucrema ummyHocoBmectumocTd, HLA u ee 3HaueHue.

Teopernueckasi cipaBka «Tanbl pa3BUTHS TeHETHKN

IlepBble uen 0 MeXaHW3Max HacJeICTBEHHOCTH BBICKA3bIBAJIM JAPEBHHE I'PEKHU YK€ B V Beke 10
H.3. ['unmokpaT BbICKa3aJl MACH O CYLUIECTBOBAHMM IOJIOBBIX 3aJaTKaxX (CErojHs 3TO SWLEKIETKUH U
CIIepMaTO30M/Ibl), YYaCTBYIOIIUX B OIUIOZOTBOPEHHMH, (POPMHUPYIOIIMXCS HPU YY4aCTHHM BCEX vacTel
OpraHusMa, B pe3yiabTaTe€ 4Yero IPU3HAKU DPOAMUTENEH HEMOCPEACTBEHHO MEPEAAl0TCs IMOTOMKaM,
IIPUYEM 3JI0POBBIE OpraHbl IOCTABIISAIOT 3JO0POBBIA PENPOAYKTUBHBIN MaTepuan, a HE3JOpPOBbIE —
HE3JIOPOBBIA. DTO TEOpHsl MPSMOT0 HacleAOBaHMs NpU3HAKOB. CBOIO TOYKY 3pEHHS O HENPSIMOM
HaclieZIoBaHUM BbIcka3biBai B IV Beke 10 H.3. ApUCTOTEb.

OCHOBOITOJIOXKHUKOM I'€HETUKH cuuTatoT I'peropa Mennens (1822-1884rr).

Beienstor sTansl pa3BuTHs reHeTUKH 1o 'epiien3ony 3 stana u no JJyouHuny 5 sTamnos.

ITo I'epiieH30Hy — 110 YPOBHIO U3YYECHUS:

| sman — 1900-1930 — xraccuueckuil: TOATBEPKAATN KIACCHYESCKHE 3aKOHBI MeH 1ems1, KOTOPBIC OH
OTKPBUI U OMyOIMKOBAJ BIepBbIC eiie B 1865 r. B 60TaHW4IeCKOM jKypHaiie Toro Bpemern «Floray
u 1p. (He meHee 11 — 12 pa3). YpoBeHb U3yUeHUs] — OpPraHU3MEHHBIH.

JocTmxeHns — J0Ka3aTeIbCTBO KIIACCHUECKOr0 XapakTepa 3aKOHOB MeHiensl.

Il sman — 1930 — 1953 — mneoxknaccuueckuii: yiydqileHWE MaTEepHATLHON 0a3bl, TEpexo]| Ha
KJICTOYHBIA YPOBEHb U3YUEHHSI.

JloCTIKeHNsT — VTBEpIKJIEHUE XPOMOCOMHOM TEOpHMM HacleACTBEHHOCTH (MopraH), pacKphITHE
LUTOJIOTHYCCKUX OCHOB 3aKOHOB MeHACS.

Il oman — ¢ 1953 — 0o cecoonswmne2o OHs - cunmemuyeckuii: CHHTE3 BCEX HAYK Ha OJHO JIEJO.
YpoBeHb M3yUeHUS] — MOJICKYIISIPHBIN, TONYIAIUOHHBIA. W celiuac OHOJOTHS cTana JTUAepoOM B
ecTecTBO3HaHNM — HoOeneBckue nmpemMumu.

JoCTHKEHHS — pacKPhIT TCHSTUYSCKUN KO/,

ITo 1yOnnuny:
| sman — 1900 — 1912 — nodeonoe wecmeue Menoenusma.
1906 — B. B3TCOH BBOAUT MOHATHE TEHETUKH.



1909 — Bunsrensm MoranceHn BBOJIUT MOHSATHS T'€H, aJlJIeNb, JJOKYC, TEHOTHI, ()EHOTHII.

Il 5man — 1912 — 1925 — xpomocomnan nacnedcmeennocms.

Moprat 1 y4eHUKH CO3JaI0T XPOMOCOMHYIO TEOPHIO HACIEACTBEHHOCTH.

Tepmun xpomocoMsl 6611 BBeZIeH eiie B 1888r. Banpaeiiepom.

VY Hac B 9TOM HarpaBiieHud paboTai BaBuUIoB — 3aKOH TOMOJIOTUYHBIX PSIOB.

Kob110B — OCHOBOIIOJIOXKHUK MEIUIIMHCKOW T'€HETHKH — WJeS O MATPUYHOM MPUHITUIE PETTHKAIIUN
HACJIEICTBEHHOCTH, HO OH JyMaJl, YTO 3TO OEJIOK.

1919r — oTkpeiTa epBas kadenpa renetuku — Basuios, Konb1ios, JlaBuaeHko.

19251 — KoubloB TOBOPUT O HEOOXOJUMOCTH CO3JaHUS KaTajora TE€HOB Jisi TE€HETHYECKOTO
KOHCYJIbTUPOBaHUSI.

11 9man — 1925 — 1940 — omkpoima 603mo0xcHocms 6b13618amMob UCKYCCMEEHHbBIE MYMAUUU.

Harcon n ®wmmnmos — y rpuooB.

Muiep — peHTT€HOBCKHMU JTy9aMHu.

JIyOMHUH NpeasioxKui UICI0 0 TPOOUMOCTH TeHa.

CepeOpOoBCKHil — 4aCTH T€HOB MOTYT PEKOMOMHHUPOBATHCSL.

YeTBepuKOB — MOMYJISAIMOHHAS T€HETHUKA.

IV aman — 1940 — 1955 — buoxumuueckuit sman.

bunn u TatyMm - KOHUENIUS TeH — PepMEHT — MPU3HAK.

Jlypusa, HennOprox u JlegepOepr — yCTaHOBWIM, YTO MaTEpHUAIbHBIM HOCUTEIEM HACJIECICTBEHHOM
nHdopmanuu seisercs JJHK.

B 1953r - Yorcon u Kpuk — monekynspaas monens JJHK.

Y Hac B 9T0 BpeMsi TeHEeTHKa 00bsBIICHA JDKEHAYKOH.

V aman — ¢ 19552 — coepemennuiil.

1960 r — Bo3Bpaiuenue renetuku B Poccuto.

B 60 — 70e rr onucaH MeXaHU3M CHUHTe3a Oelka. Y COBEPIIEHCTBOBAHbI IUTOT€HETUYECKUE METOMAbI —
TOHKasl CTPYKTYpHasi OpraHu3aIisl XpOMOCOM, U3YUY€H KapUOTHUII YeIIOBEKA.

B 70-80e rr — Omarogaps ObICTpOMY Pa3BUTHIO MOJIEKYJISPHONW M'€HETHUKU M T'€HETUYECKOro aHajau3a
ynaiaoch Oojee OETalbHO M3YyYUTh T'€HOM 4YellOBeKa, a Takxke CTpykTypy u ¢ynkuuu JJHK. Oto
MO3BOJIMJIO yCTAaHOBUTH MPHYMHBI MHOTHX HACJIEICTBEHHBIX OoJie3HEH uyenoBeka. Bce 3T0
MO3BOJISIET pa3paldaThIBaTh U BHEAPATH HOBBIE METO/IbI TUATHOCTUKHU U JICUCHHUS.

B konue 80x rr pazpabotana nmporpamMma «I'eHOM yenoBeKay.

B 2002 r pacmmdpoBaH Bech FTeHOM YellOBEKa.

3aoanue Nel. KiitoueBble MOHATHSA T'€HETUKH

n HAyKa O HaCJIEJACTBEHHOCTH U U3MEHYMBOCTH OPraHU3MOB.
TepmuH BBen€H B HayKy B 1906T. aHTIIMIICKUM T€HETUKOM
B. barconom.

. CBOWCTBO OpPraHM3MOB II€peAaBaTh IpPU Pa3MHOKEHUU
CBOM IPHU3HAKH U OCOOCHHOCTHU PA3BUTHS IOTOMCTBY.

= coBokynHocTh JJHK ongHOM KieTkH.

B CHCTEMA B3aUMOJICUCTBYIOIIUX aJUIEIEH, XapaKTEPHBIX
JUIsl JAHHOTO MHJMBUIYyMa.

= COBOKYITHOCTh BCEX MPU3HAKOB OPTaHU3MA.

. COBOKYITHOCTb TE€HOB ocobeid, COCTaBJIISIOIINX
NOMYJISIHUIO.

= Y4aCTOK XPOMOCOMBI, B KOTOPOM PAaCIIOJIOKEH T'€H.

. XpOMOCOMBI TapHbIE, OJUHAKOBBIE MO pasMepy, ¢dopme,
HabOpY T'€HOB.

. OJIHO U3 BO3MOKHBIX CTPYKTYPHBIX COCTOSIHUI I'€Ha.




€JIMHH1IIa TeHeTUYEeCKON nH(popmMaruu

I'CHBI, PaCIIOJIOKCHHBIC B OJMHAKOBBIX JIOKyCax
TOMOJIOTUYHBIX XPOMOCOM H OHNPCACIIAIOIMMNUC PA3JINIHBIC
IIPOABJICHUA OAHOI'O M TOI'O JKC IIPHU3HAKA,

I'CHBI, PACIIOJIOKCHHBIC B PA3HBIX JIOKYCAaX I'OMOJIOTHYHBIX
XpOMOCOM HJIIM B  HCTOMOJIOTHYHBIX  XpOMOCOMaAX,
OIIPCACIIAIOT PA3BUTHUC PA3HBIX IIPU3HAKOB,

ICHbI, JIOKaJU30BaHHbIE B YyYacTKaXx Y-XpOMOCOMBI,
HETOMOJIOTUYHBIX X-XpPOMOCOME, ONPENEISAIOT Pa3BUTHE
IIPU3HAKOB, HACJIETYEMBIX TOJIBKO MO MY»KCKOU JINHWH;

1). Yucno amneneiél NaHHOTO TEHA, MPUCYTCTBYIONIMX B
reHotune ocodbw. 2). Ywmcimo Kommid JaHHOTO T'eHa B
pacyere Ha A1po KIETKHU.

B3aMMOMCKIIOYAIOIIHE, KOHTPACTHBIC TIPOSIBJICHHSI
OJTHOTO MpH3HaKa (IBET IJIa3: Kapue- roayonie).

CKpelIMBaHue OCOOM C HEU3BECTHBIM TI'€HOTHUIIOM C
0COOBI0 TOMO3UTOTHOM MO PELECCUBHOMY MPHU3HAKY IS
YCTAHOBJICHUSI TEHOTUIIA HCIIBITYEMOTO.

CKpCIIMBAHUC ITIOTOMKOB C OAHHUM U3 pOHHTGHGﬁ.

9TO OpraHu3Mbl, HC OJarOIIHUC PacliCIUICHUA IIpU
CKPCIIUBAHHUN C TaKHMH KC II0 TI'CHOTHUIIY, T.C. OHH
SABJEIOTCA T'OMO3UI'OTHBIMU 110 IAHHOMY IIPU3HAKY.

9TO TAaKOW OPraHu3M, B TOMOJIOTHYHBIX XpPOMOCOMax
KOTOPOTO HaxXxOJATCS OJWHAKOBBIE aJUICJIbHBIE TI'E€HBI,
KOHTPOJIMPYIOIIME PA3BUTHE OJHOTO NpPHU3HAKA. Takowu
OpraHM3M JIae€T OJIMH THUIl TaMET U HE JTaeT PACIICIUICHHUE B
IIOTOMCTBE.

3TO TaKOM OpPraHu3M, B TOMOJIOTMYHBIX XPOMOCOMAax
KOTOPOTO  HAxXOJATCS  Pa3HbIE  aAJUICIbHBIE  TCHBI,
KOHTPOJIMPYIOIIAE Pa3BUTHUE OJHOIO IpHU3HAKa. Takou
OpraHu3M JaeT JBa THUINA TaMeT W pAaclICNJICHUE B
ITOTOMCTBE.

3TO METOJl, OCHOBAHHBIM Ha CKpENIMBaHHE OCOOEH,
KOTOPBIC Pa3IUYAIOTCS IO OJTHOMY WJIM OOJIBIIEMY YHUCITY
ajIeNiecd, a CcJIeJoBaTeJIbHO, - OJHOM WM OOJIBIIMM
YUCJIOM TIap NPU3HAKOB U CBOWCTB.

TeTepPO3UrOTHBIA  OpraHu3M, O0O0pa3oBaBIIMIiCS  MpHU
CKPEIIMBAHUY T€HETUYECKHU PA3INYAIOINXCS (OPM.

CKpPEIIMBAHUE JIBYX OPraHW3MOB, OTJIIMYAKOIINUXCS APYT OT
JpyTa 1o OJIHOW Mape albTePHATUBHBIX MPU3HAKOB.

CKPEIIMBAHUE ABYX OPraHU3MOB OTJIHYAIOLIUXCS IPYT OT
JpyTa no JABYM IapaMm aJbTePHATUBHBIX MPU3HAKOB.

CkpenvBanue, TpU KOTOPOM Y POIUTEILCKUX OcoOei
yUUTBIBaETCs 00JIee IBYX Map allbTEPHATUBHBIX MTPU3HAKOB.

npeo0iaiaomil TpU3HaAK, KOTOPBIM MpPOSBIAETCS KaK B
TOMO3UT'OTHOM TaK M '€T€PO3UTOTHOM COCTOSIHUH.




IMPpU3HAK, KOTOpBIfI IoAaBIIACTCA |y TICTCPO3UTOT U
IMPOABJIIACTCA TOJBKO B TOMO3UTI'OTHOM COCTOSHHU.

3aoanue Ne 2. Ypoenu opzanuzauuu HacieocmeeHHo20 mamepuaia

6 ma@zuue yKasikcume coomeememeyrouiue onucanuim ypoeHu opeaHusayuu
HAC1e0CmMBEeHHO20 mamepuaia

DneMeHTapHOW CTPYKTYpOH T'€HHOTO YPOBHSI OpraHU3allMM SIBISETCA
reH. ['eHbl OTHOCUTENBHO HE3aBUCHMBI JAPYr OT Jpyra, MO3TOMY
BO3MOXKHBI Pa3e/IbHOE M HE3aBUCUMOE HACIECAOBAaHUS U U3MECHEHHE
(MyTanus) OTAEIbHBIX PU3HAKOB.

['eHbl KJIETOK SyKapuOT HAXOAATCS B XpPOMOCOMax, oOecredyunBast
XPOMOCOMHBIM ypOBEHb OpraHM3alliyd HAclEeICTBEHHOIO MaTepuala.
['eHbI 0JTHOM XpOMOCOMBI 00pa3yIoOT IPYIITY CUEIUICHHUS U MEPeIatoTCs,
KaK MpaBWJIO, BMECTE. DTOT YpOBEHb OpraHU3alli — HEOO0XOAUMOE
YCIIOBHE CHEIUICHUS] TEHOB U TepepacnpeiesieHUs] TEHOB POAUTENEH y
MOTOMKOB TPU MOJOBOM Pa3MHOXKEHUM (KPOCCHHTOBEP U CIydyallHOE
pPacXOKJIEHHE XPOMOCOM M XPOMATHUJ K MOJIFOCAM MPU MEN03€).

Bcs COBOKYMHOCTh TE€HOB M MEKICHHBIX YYaCTKOB KJIETOK
opranu3Ma B (DyHKIIMOHAJILHOM OTHOIIICHUH BEJET ceOsl Kak IIeJI0e U
oOpazyeT eIMHYI0 CHUCTEMY, Ha3bIBAEMYyIl0 T'€HOMOM. | €HOMHBI
YPOBEHb OpraHu3ali OOBSICHSET BHYTPU- U MEXKaICIbHOE
B3aUMOJICHCTBUE, T'€HOB PACIOJIO)KEHHBIX KakK B OJIHOM, TaKk U B
pa3HBIX XpOMOCOMAX.

3aoanue Ne 3. 3axonvt Menoen.

Sanuwume 6 I’I’ld6]ll/ll4€ cxemosl CKpewuearusl u pacueniienHusd npu OCHOBHblX 3AdKOHAX

CeHEMUKU

[Ipu ckpenmBaHUM TOMO3UTOTHBIX 0COOCH, aHATM3UPYEMBIX
10 OJHOW Mape aJbTCPHATHBHBIX MPHU3HAKOB, HAOJOMACTCS
eauHooOpasue THOPHUAOB TIEPBOTO TMOKOJICHUS, KakK IO

dbeHoTuIy, Tak ¥ MO TeHOTHITY.
Sanuwume cxemy CKpeuueaHusl u pacuyenjienus

[Ipu  ckpemuBaHWUM  THOPUIOB  TEPBOTO  TTOKOJICHUS
(reTepO3UTrOTHBIX OPraHU3MOB), AHAIU3UPYEMBIX MO OJHOU

nape aIbTEPHATUBHBIX MIPU3HAKOB, HaOroaeTCs
pacuieruieHne u nosiBisieTcss 25% ocobeli ¢ perecCUuBHBIMU
pU3HAKaMHU.

Banuwume cxemy CKpewueaHus u pacuyenienus




[Ipu oOpa3zoBaHMM TOJIOBBIX KIJIETOK B KaXAyH TraMeTy IONajgacT
TOJIKO OJMH TE€H M3 KaXJOW alienbHOM mapbl. Ymcrora ramer
o0ecreunBaeTCss HE3aBUCHMBIM PACXOXKICHHEM XPOMOCOM BO BpeMs
Mmeiio3a.

l'umore3a Obwia mpemioskeHa B 1902r. V.barconom u umeer 2

TIOJI0KEHHUSL:

1. y rubpuaHoro opraHusMa TeHbl HE THOPUAM3UPYIOTCS (HE
CMEIINBAIOTCA), @ HAXOAATCS B YHCTOM AJUICIIBHOM COCTOSIHUM.

2. BCJEICTBHE  HE3aBHUCHUMOTO  PACXOXJIEHUS  T'OMOJOTHYHBIX
XPOMOCOM U XpOMAaTH BO BpeMs MeH03a U3 K01 mapsl aienen
B TaMeTy NOMAJaeT TOJIBKO OJIMH I'eH.

[Tpn CKpEIIMBAHUH TOMO3UTOTHBIX OpPraHU3MOB,
aHAJIM3UPYEMBIX 10 IBYM (W OoJiee) mapam albTepHATUBHBIX
MIPU3HAKOB, OTMEYAETCS €AMHO00pa3ue B MEPBOM MOKOJIECHUU
MMOTOMKOB; BO BTOPOM IOKOJIEHMM Ka)K[as napa MpU3HAKOB
HACJIEAYETCsl HE3aBUCUMO OT JPYroil U JAe€T C HUMHU pa3HbIE
COYETaHUSI.

DTOT 3aKOH JCUCTBYET B TOM CIyYae, KOrjla TCHBI,
KOHTPOJIMPYIOIIUE Pa3HbIe MPU3HAKH, JIEKAT B pa3HbIX Mapax
XPOMOCOM.

Sanuwume cxemy CKpeuwueaHusl u pacuyenjienus

YcnoBust ansg
MPOSIBIICHUS
3aKOHOB
Menpgens

st mposiBieHust 3aKOHOB MeH[enst HeoOXOANUMO COOI0IaTh Pl
YCJIOBHIA:

1) reHsl pasHbIX aIEIAbHBIX TMap JOJKHBI HAXOJUTHCS B




2) MeXIy TeHaMH HE JOJDKHO OBITh ¥ B3aMMOJICHCTBHSA
(KpoMe IIOJTHOTO TOMUHHUPOBaHMUS);
3) nomxHa OBITH BEPOSITHOCTh OOpa30BaHMS TaMeT M 3UTOT

pa3HOTO TUNA W paBHAS BEPOSITHOCTh BBDKHBAHHS OPTaHH3MOB C
Pa3HBIMH F'€HOTHIIAMU (HE JIOJDKHO OBITH JIETATbHBIX TCHOB);

4) npomxHa ObiTh 100% nNEHETpPaHTHOCTH T€HA, OTCYTCTBOBATH
IUICHOTPONTHOE ACHCTBUE U MyTaIlMU I'€HA.




3aoanue Ned. Xapaxkmepucmuka munoe Haci1e006anus.

Tun
HacCJe0BAHUSA

KpaTkasi xapakTepucTuka

Tun HacimenoBaHMS KOTOPBIA XapaKTEpU3YEeTCA TEM, 4YTO JUIA

pa3BUTHS OOJIE3HU JOCTATOYHO YHACJIEIOBAaTh MYTAHTHYIO AJIJIENb

OT OJHOTO U3 POIUTECIICH.

® [IPU3HAK NPOSBIAETCA B TOMO- U T€TEPO3ZUTOTHOM COCTOSHUM;

® [IPU3HAK NPOSBIAETCS B KAXIOM ITIOKOJIECHUU

e bone3Hb BCcTpeyaeTcs B KaKJI0M ITOKOJIEHUH (TIepeaaya o
BEPTHUKAJIE).

e HaumeHsas BEpOATHOCTD ITPOSIBJICHUSI IPU3HAKA B IOTOMCTBE
50%.

e [Ipu3Hak HE 3aBUCUT OT NOJIA U MPOSABIIIETCA C OAUHAKOBOU
BEPOSATHOCTBIO M Yy MYXXYHUH U Y JKCHIIUH.

e boJsIbHBIC JKEHIIMHBI U MY>KYMHBI OJMHAKOBO IIEPEIAIOT JaHHOE
3a00JieBaHNE

e VY HOpMAaJIbHBIX JIETEH, POKACHHBIX OT OOJBHBIX POJIUTEINEH, BCE
JETA HOPMAaJbHBIE.

e VY roMO3UroT pOKACHHBIX OT ABYX OOJIbHBIX POJUTENEH
00J1€3Hb OOBIYHO MPOTEKAET TSKEIIEE.

[Ipumepsl: kapue riasa, 6JIu30pyKOCTh, TEMHBIE BOJIOCHI,

TIOJIMTAKTHJIUS.

[Ipy pmanHOM TUME HacleIOBaHMS TMpu3HAK (3a0ojeBaHUE)

HPOSIBJSETCS. TOJABKO Y TOMO3UTOT, T€TePO3UTOThl (PEHOTUIMTUYECKU

HE OTJIMYAKOTCA OT 3J0POBBIX JIUI[ C JBYMS HOPMaJbHBIMU

aJUICIISIMHU.

e Pomutenn 0ObIYHO (EHOTUNUYECKM HOPMaJbHBI, HO 00a
JIOJKHBI OBITh T€TEPO3UTOTHBIMU TI0 TAHHOMY TEHY.

e [lpusHak TposSIBIASETCS HE BO BCEX IOKOJEHUAX, a IPU3HAK
4yepes MOKOJICHHE.

e Ecmu oba poauTesnss UMEIOT JaHHBIM MPHU3HAK, TO U BCE JETU
OyIlyT €ro UMETh.

e [lpusHak mnposABAsSETCA C OAMHAKOBOW BEPOATHOCTBIO W Yy
MY>KYHH U Y )KECHIIHH.

e B Opake 6071bHOTO CO 370pOBBIM (€CJIM OH TOMO3HIOTEH) BCE
JI€TH HOpMaJbHBIE.

e HaumMeHbIias BEpOSATHOCTh MPOSIBJICHUS TMPHU3HAKA B TIOTOMCTBE
25%

® PaCIpPOCTPAHSAETCS MO TOPU3OHTAIIH;

[Ipumepst: 'omyOpie Tnaza, | rpynma KpoBH, CBETJIBIE BOJIOCHI,

KOPOTKHE pecHHMIBI, anp0nam3M, @KV, ramakro3emus.

dopMa B3aUMOJACHCTBUS, IIPU KOTOPOM TE€TEPO3UTOTHASL 10
T€HOTUITY 0COOb UMEET MPOMEKYTOYHOE MPOSIBJICHUE TPU3HAKA.




H[!HMC[!I)IZ PO30BOC OKpalllMBaAHHUEC LIBETOB HOYHOM KpaCaBHUIIbI.

Teopemuueckan cnpagka:
«Cucmema pesyc — ghakmopa. I'emonumuueckasn 60ne3nsd niooay.

Hanuuue nnu orcyrcTBre pesyc (hakTopa B SpUTPOLMTAX JIOACH 00yClIaBIMBaeT MPUHAIIECHKHOCTh
WX K pe3yc-monoxutenbHoit (Rh+) wmm pesyc-orpunarensuoit (Rh-) rpymme.

YcranoBneHo, uto 86% moaeit eBponeonHon ("6enoit") packl 001a1a0T pe3yc-MOI0KUTEIbHBIM
(99% unpeiites u azuaros), a 14% - pe3yc-orpunarenbHbiM pakTopoM (7% appuKaHIEeB).

Pe3yc-npuHaasiexKHOCTh MOKHO OMNpPENeIuTh HadyuHas ¢ /-8 Hex OepeMEeHHOCTH, U OHa He
MEHSETCS B TEUEHUE JKU3HU YEIIOBEKA.

"Pe3yc-monoxxurensHble" CBOMCTBA KPOBH OOYCIIOBIICHBI BIMSHHEM JOMHHAHTHOTO T'eHa, a "pe3yc-
OTpHULATENbHBIE" - PELIECCUBHOIO T'€HA.

3HaveHUE:

1. Ilpu nepenuBaHUM KPOBHU.

2. TlpodwmrakTuka remosuTHuecKoi 0osie3Hu HoBOopoXkaeHHBIX (I'BH).

Pesyc -pakTop I'enbl I'enoTHIIBI
Pesyc - GakTop MonoKuTeNbHBIN C,D,E CDE
Pesyc - GakTop M0JI0KUTENBHBIN C,D,e C D ee
Pesyc - pakTop moaokuTeNbHbII c,D,E ccD E
Pesyc - GakTop MonoKuTeNbHBIN c,D,e ccD ee
Pesyc - pakTop «puma C,de C_ddee
Pe3yc — daxrop «pumarn c,d,E ccddE_
Pesyc — dakrop «cekyHma» C,d,E C ddE_
Pe3yc - dakTop oTpuaTenbHbIH cde ccddee

I'emouTnyeckas 601€3Hb HOBOPOXKAEHHBIX. Pe3yc-KOHPIUMKT.

Opranu3m MmaTepu U pebeHka BO BpeMsi OEpeMEHHOCTH - 3TO OJHa OHOJOrMyecKkas CHUCTEMa,
KOTOPYIO OOBEOUHSET W pazbeAuHSCT IUaneHTa. OHa MpemoxpaHseT IUIOA OT psiia BPEIHBIX
(akTOpPOB CO CTOPOHBI MATEPUHCKOTO OpPraHU3Ma, a MaTh OT HEXeJaTelIbHbIX (PAKTOPOB III0JA, HO
SPUTPOLMTHI IJI0AA MPOHUKAIOT CKBO3b Oaphep TUIAICHTHI.

['eMonuTHueckass OoJe3Hb IUIOJAa M HOBOPOXKIEHHOTO - 3TO COCTOSIHUE, BO3HMKAOIEe B
pe3yabTare HECOBMECTHMOCTH KPOBHM MaTe€pH M IUIOAA IO AaHTUTEHAM TPYIBl KPOBH MU pPeE3yc-
¢axTopa.

[Ipu Opake My>KYHMHBI, OOJIAZAIONIETO PE3yC-TIOJIOKHUTEIBHBIM (DaKTOpOM, M KEHIIMHBI C pe3yc-
OTpHLIATENILHBIM (PaKTOPOM Yallle BO3MOXKHO 3a4aTue "pe3yc-TmoNoKUTEIbHOro" mioja.

3aoanue Ne 5. Jlokanuzauusa 2enoe, anmu2eno0é U AaHmMume)l 2PYRn Kpoeu U pe3yc-

_dgakm opa.

3anonnume mabauyy.

I'pynnsi KpoBu Pe3yc-gakrop

Jloxkannzaius
T'€HOB

Jloxamzanusa
AHTUTCHBI

Jloxammzausa
aHTUTENA

Teopemultecmm cnpaeéka no meme: «Cucmema UmMMyHocoemecmumocmu HILA ee 3nauenue ons
npaxmuuecxoﬁ Meduuuubl».




To, 4To MBI HEMOXOXKM ApPYr Ha JApyra OOIIEU3BECTHO. MBI HEMOXOXH Jpyr Ha Jpyra BCEM
MHUMUKOH, KECTAMH, TOXOAKOM, BOCIIPUATUEM KU3HU, IPUBBIYKAMHU, BKYCAMHU O KOTOPBIX HE CIIOPST U
MIOBEICHUEM, KOTOPOE IIO4AC JACT OCHOBAHUE K CIIOPAM.

buonorn 3HaIOT, YTO HENOBTOPUMBI HE TOJIBKO TBOPYECKUMH TMOYEPK M CYXKICHHS, HO H
aHaTOMMYECKOe CTpoeHue Jroaeil. Het mozaei ¢ oquHakoBbIM KapKacoM 3yOHOH 3Maiu, ¢ OHUM U TeM
KE Y30pOM paayKHOW OOOJIOUKM IJla3a ¢ OJUHAKOBBIM KOXXHBIM PUCYHKOM TajibIIeB, JaJOHH, TYO.
bonee Toro, mourn kaxkaast KJI€TKa OAHOIO YEJIOBEKA HE IT0X0Xka Ha TaKy0 K€ JPYroro.

Pa3HooOpasue Tex WM MHBIX NPH3HAKOB IMOJYYHJIO HA3BaHHE MOMMMOP(U3MA, WM MHOKECTBEHHBIX

¢dopM. DTO 03HaYaeT HAIMUME BHYTPU OIHOIO OMOJIOTMYECKOro BHIAa 0COOeH,

HLA pasiMyarOuxcsa IO KakKuM- TO  IIOKa3aTCIIsAM. OI[HaKO HauOoJIbIIEE

MHC Complex pasHooOpasue y mozel Habmogaercs no crenu(UYeckuM KIETOUHBIM OelKaMm,
HLA-A_ | O CYIIECTBOBAaHMHM KOTOPBIX Y3HAJIM HECKOJBKO JIECATWICTHH Ha3aJ, KOorjaa
\ =t 213z MEIUIIMHA TOAONUIA B IUIOTHYIO K TpOOJieMe TPAHCIUIAHTAIIMA OpPraHOB.

."r-‘JF \_2:3”’ BBISICHMIIOCH, UTO KaXIbIi YEIOBEK MMEET YHHUKAIBHBIA COCTAaB THX OCJIKOB,

i _— KOTOPBIMH O0YCIIOBJIMBACTCS SIBJICHHE HECOBMECTHMOCTH TIPH MEPECATIKE TY>KUX

HLA-C |- tromere OPFaHOB. OTH K€ OEJIKH OINpPENEsA0T FapMOHUYECKYI0 COBMECTHMOCTb BCEX
| COCTAaBHBIX 3JICMCHTOB €IMHOIO JKMBOro Teja. VX o0o3Haumim OenkaMu

HLA-B F TKaHEeBoM coBMecTUMOCTH, KomiuiekcomM HILA. OcnoBarens cucrembl HLA
fl (bpanmy3ckuii yaensrii JKan Jlocce. HLA B mepeBone € aHIIIMICKOrO 3TO

wAor. | | 8 JIEHKOILMTapHBIE aHTUTeHBI YenoBeka». B 1970r Ha MexayHapoaHOM pabouem
Sag | COBCIIAHUK ObIIa TPEIOKEHA CTaHIApTHAS HOMEHKIIATypa CHUCTEMbl. Bech
HLA-DQ” " | KOMILIEKC OENKOBBIX crierduiaHocTeit Obi1 HasBaH HLA, a otaenbHble Oenku
- /=;‘ TIONTYYUIIM OMpEIEeHHBIN TOpSaKoBbI HOMep: 1, 2, 3, u T. 1. Cucrema HLA

KOHTPOJIMPYETCS PSIIOM  TECHO CIEIUICHHBIX TeHOB. Mx o0o3Ha4aroT
human chromosome 6 a7y cKIVK oykBamu: A, B, C, D u 1. n. Torma HanmeHoBaHHE OEIIKOB
a"TureHoB BeITVLIAT Tak: HLA — Al; B7; C9 u T.1. Beero otkpeiTo 6omee 100
OeKOB, KOTOpPOE KOHTpoNmpyercss reHamm 4 ommcaHHbiX JiokycoB HLA. Beck komruiekc HLA
pacronaraercsi Ha KOHIIE 6 XpOMOCOMBI YeJIOBEKa U 3aHUMAET OTHOCUTEIIbHO HEOOJBIIION ee ydacToK. Tem
HE MeHee, O€JIKW, OINpeleNsieMble STHM KOMILUIGKCOM, SBISIOT COOOM camyro pa3HOOOpa3HyrO
(momMopHYI0) TEHETUIECKYIO CUCTEMY U3 BCEX Ha CErO/IHs M3BECTHBIX Y yenoBeka. Kaxmas xpomocoma 6
TOMOJIOTUYECKOM Tapbl UMeeT 4 TEHHBIX JIOKYCOB U 4 cyosokyca D. A kapIil JIOKYC TIpE/ICTaBIIeH cepueit
MHOXKECTBCHHBIX aiuieneii: A-21, B-47, C-8 amreneii, D: DR-14, DQ- 36, DP- 6. KomudecTBo ameneit
CyOJI0KyCOB Jiokyca D yrounsiercs.

HctounukoM pa3HooOpazus aHTUreHHoM cucreMbl HLA ciyXuT siBJI€HHE MHOXKECTBEHHOTO
anenu3ma. Yucno BO3MOXKHBIX COYETAHMN U3 ajulelieil TONbKO M3BECTHBIX JIOKYCOB MPHUOIIMKaeTCs K
qUCITy JII0JIel Hacensomux ceifuac 3eMHOM map. ['eHeTnueckoe pasHooOpas3ue Buja 00ecreunBaeT ero
OMOJIOTMYECKYI0 YCTOMYMBOCTh M, CJ€I0BaTeNbHO, noinuMmopdHas cucreMa HLA sBuimace ogHUM u3
T€X IBOJIIOLMOHHBIX HHCTPYMEHTOB, KOTOpPbIE ONPEAEISIOT OMOI0OrMYECKUE TPEUMYILECTBA BUA.

B Tedenme Bcel JKM3HM JaHHOTO OpraHu3ma crnenuduueckuii Habop  OEJIKOB TKaHEBOM
COBMECTHUMOCTH HE MEHSAETCS, OAMHAKOBbIN «macnop™» HLA nmpucyin 4yenoBeky co BpeMEHU DPAaHHETO
SMOpPUOHAILHOTO pa3BUTUS M 1O cMepTu. JleTn HaclneayloT MO OJHOM XpoMOcOME pOJUTENEH,
II03TOMY UX T€HOTHUII OTIMYAETCS U OT MATEPUHCKOTO U OT OTLIOBCKOTO.

B Hacrosiiee BpeMsi HaKONWJIOCh MHOTO JaHHBIX O cBA3M aHTtureHoB HLA ¢ pasHbiMu
3a00JeBaHUAMU. AHTUTEHBI 3TOH CHCTEMBl SIBISIOTCS «MapKepaMu» MHOTuX 3aboneBaHuidl. OHHU
OTIPEIEIISAIOT YCTOMUMBOCTH MJIM HA0OOPOT BOCIPUUMYHMBOCTD K ONPEIEICHHBIM 3a00I€BaHUSIM.

AHTUTEHBI,  OTBEYAIOIIME 32 JOCTOBEPHOE CHMIKEHUE CTENEHH PHUCKA, 33 OTHOCHUTEIbHYIO
YCTOWYMBOCTh K OOJI€3HU Ha3BAIM aHTUTE€HAMHU «IIPOTEKTOPaMU», aHTUTEHBI, YBEIUYHMBAIOIINE PHUCK
3a00JIeBaHNsA- AHTUTE€HBI — IPOBOKATOPBI.

[Ipu caxapHoit 6one3Hn — nuabeTe aHTHUTeHaMH pucka siBistores B8 u B15, kak u rensr 13, /14
cepun /I, a anturenamu — nporekropamu A3, B4 u /12, B4. nu anturen B12 u B16 — npoBokatopsl
00J1€3HM MEHUHIUTA, HO MPOTEKTOP- 3alIUTHUK B8, KOTOpPHI B CBOIO 0uepe/ib SABISETCS IPOBOKATOPOM
6one3nu botkuHa.

Ho naumbonbiiee mpakTuyeckoe 3HAUYEHUE 3Ta CHCTEMa HMMEET NMPHU TPaHCIUIAHTAIlMM OpPraHOB M
TKaHel. B OCHOBe peakuuy NPOTHB TPAHCIUIAHTATA JIEKUT MPUHLIMII HEMAPHOCTH, T.€. JOHOP UMEET
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KaKOM-TO ajuienb U COOTBCTCTBYIOH_[I/Iﬁ €My AHTUI'CH, 4 PCHUIIMCHT 3TOro ajliCjisl HEC UMECT, IMPUUCM
pa3JII/I‘-II/I5I 9TN MOFYT 6BITB I10 OYCHb MHOTUM AHTUT'CHAM.
BOHpOCBI AHTUTEHHOU COBMECTHUMOCTHU N3y4acT HMMYHOI'CHCTHKA. Pazmnuaror JIBa OCHOBHEIX €€
pazzena:
— T'e”eruka I'PpyHIIOBBIX AHTHUT'CHOB JPHUTPOLIUTOB (I/I3BeCTHO 0K0JI0O 14 aHTUTEeHHBIX CUCTEM, OJTO
cucremsl ABO, Rhesus, MN, Kell, Daffy u npyrue).
— [I'eneTnka aHTUrEeHOB JIEUKOLMTOB (3TO AHTUT€HBI TKaHEBOU coBMecTUMOcT HLA.
3aoanue Ne 6. Cucmema mxaneeou coemecmumocmu - HLA. Cucmema mxaneeoi
coemecmumocmu - HLA.

IIpu uzyuenuu 0anHo20 80npPoca KPamKyro XapaKxmepucmuky 3anuiiume 8 maoauyy.

Pacumdpyiite HazBanue - HLA

I'me wHaxomgTcss aHTUTEHBI  DTOU

CHUCTEMBI?

B kakoil xpoMocoMe HaxOIsATCs T€HbI

3TOU CUCTEMBI?

Yro 3Hauur  «mapkeps»  HLA

CHUCTEMEI?

Yto 3HAYUT «aHTUTCHBI
IIPOTEKTOPBI»?

Yro 3HAYUT «AHTUT'CHBI
IPOBOKATOPBD?

MenuimmHcKoe 3HAQUEHHUE CHUCTEMBI

HLA

3adanue Nel. Pewienue 3adau.

3AJTAYA 1. Kenumna ¢ pe3yc-noyioxxutenbHol kpobio I (B) rpynmsl Beila 3aMmyx
3a MY)XYMHY C pe3yc-oTpuiiarenbHoil kpoBbio |l (A) rpymnmel. OnpenenuTe reHOTHITbI
pOJUTEINIEN, €CIIM MaJIbIII POJUIICS C pe3yc-0TpulaTesbHOM KpoBbio 1(O) rpynmsbl.
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Ilpenooasamens
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Tema 2: Cyennennoe Haciedoanue NPUIHAKOS.
I'enemuxa nona. CyenjienHHoe ¢ noj1oM HAC1e008aAHUe.
I'enomun kak cucmema 63aumooeiicmeyOuiuUx 2eHoe.

OcHoeHble 6onpocsl memvl:
OCHOBHbIE  TIOJOKEHUS XPOMOCOMHOH TEOpPUM  HACJIEICTBEHHOCTU. 3aKOH
CLEIUIEHHOTr0 HacnenoBanusa T.Moprana.
KaptupoBanue xpomocoM. ['eHeTHdeckue, TUTOIOTUYECKUE U CEKBEHCOBBIC KapThI
xpomocoM. Jlokanuzaius HEKOTOPHIX TEHOB B ayTOCOMAax M MOJOBBIX XpOMOCOMax
YeloBeKa.
I'enetnka mnosa. Teopun onpeneneHuss noja (XpoMOcoMHas, OajaHcoBas).
MopdodyHKImoHaTbHAS XapaKTEPUCTHUKA MTOJIOBBIX XPOMOCOM.
Knaccudukanuss TumoB HacienoBaHusi (CIEIUICHHBIX C TIOJIOM, OTPAaHUYCHHBIX |
KOHTPOJINPYEMBIX TIOJIOM).
®opmbl B3aUMOJICHCTBHUS aJIJIeNIbHBIX I'€HOB (ToMUHMpOBaAHHUE,
CBEPXJOMUHUPOBAHHUE,  HEMOJHOE  JOMUHHUPOBAHUE, KOJIOMUHUPOBAHUE,
MeKaJlIeNIbHask KOMIUIEMEHTAIUS, aJUIEIbHOE HCKIIIOUEHHE).
®opMbl B3aUMOJIEUCTBUSL HEAJUIETBHBIX M€HOB M HUX LUTOJOTHYECKHUE MEXAHU3MbI
(KOMILIEMEHTapHOCTH, 3UCTA3a, TIOJIUMEPUH).

3aoanue Nel, KioueBble MOHATHA FeHETHKH

3anonnume mabauyy

OOMeH ydacTKaMd TOMOJIOTUYHBIX XpPOMOCOM B IIpoLecCEe HX
KOHbIOTalMM B maxuHeme npodasel | wMeioza. Yacrora
KPOCCHUHIOBEpa 3aBUCUT OT pAacCTOSHUSA MEXAY T€HaMHu: 4YeM
0o0JbllIe pacCTOSIHUE, TEM MEHbIIE CHUJla CLEIJICHHS U TeM 4Yallle
IIPOUCXOJIUT KPOCCUHIOBEP.

FaMeTBI, B KOTOpPBIC IIOIIAJIX XpOMATHABLI IIPCTCPIICBIIUC
KPOCCHHI'OBECD.

['aMeThl, B KOTOpbIC TOMAIA XPOMATHIbI HE TPETCPIICBIINC
KPOCCUHTOBEP

Ocob6u, oOpa3zyromuecs B pe3ysibTaTe CIUSHUS KPOCCOBEPHBIX
ramer.

EnuHuia pacctosHus MeXy reHamu, paBHas 1% KpoccuHroBepa.

I'eHbl, JIOKanM30BaHHBIE B OJHOM XPOMOCOME, B JIMHEWHOU
MOCJIEIOBATEILHOCTH, KOTOPBIE MEepeaaroTcsi BMecTe (CIETUICHO).
WX 4ucno paBHO TamionIHOMY HAaOOPy XPOMOCOM.

YacroTa KpOCCHHIOBEpa, BbIpakaeMasi OTHOLICHHEM 4Hcla
KPOCCOBEpPHBIX 0cO0el K oOLIeMy 4YHCIO 0co0eil, XxapakTepu3yeT
paccTosIHUE MEXKTy TeHaMH.

3aoanue Ne2. 3axon cuenaenno2o nacaeoosanus T. Mopzana

Haszosume 6uovl cyennenuss eenog u 015l Kaxico0020 NPeosloAHCEHHO20 8U0A COCMABbIME

CXemy aHalusupyruieco CKpewuearus, yKasae Koaudecnieo d)eHomunuquKux Kjaccoe

U 603MOIHCHOE COOMHOUIERUE Meofcdy HUMU.
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HpI/ISHaKI/I, KOTOPBLIC  KOHTPOJHUPYIOTCA  CHCIUICHHBIMU  I'CHAMM
(KOTOpBIC OTBCYAIOT 34 IPOABJICHHUC PA3HBIX IIPHU3HAKOB, HO HAXOAATCA

B OJIHOM Mape XpOMOCOM ), HACIIETYIOTCS CLEIIIEHO.
3anucame L;MMOJZOZM’{GCKuﬁ MEXAHU3M.

HpOHCCC COCIITICHHOT'O HACJICOOBaAHUA  MOXKCT OBITH HapYyHICH
KPOCCHHI'OBCPOM H J3TO IMIPHUBOAUT K IIOABJICHHUIO OIIPCACICHHOI'O

MPOIEHTAa PEKOMOMHAHTHBIX 0COOEH.
Ranucame uumwzozuqecmtﬁ MEXAHU3M.

OcHOBHBIE
TTOJIOXKEHUS
XPOMOCOMHOM
TEOpHUH Ha-
CJIEICTBEHHOCTH
(T. Moprasn
1922r.).

1. Tenbl pacmonoxeHbl B XpOMOCOMax B JIMHEHHOM TMOpSAKE B
OTpEJICNICHHbIX JIOKycaX. AJUIeNIbHbIE TEHbl 3aHMMAIOT OJIMHAKOBbHIE
JIOKYCBHI TOMOJIOTMYHBIX XPOMOCOM.

2. T'eHbl, pacnojoXKeHHbIE B OAHOH XpOMOCOME, OOpa3ylT TpyIIy
CIEIUICHUS W HacleAyITCS MNPEeUMYIIECTBEHHO BMECTE; YHUCJIO TPYIII
CIIETIJICHHSI PaBHO TallJIONTHOMY HabOpy XpOMOCOM.

3. Mex 1ty TOMOJIOTHYHBIMH XPOMOCOMaMH BO3MOKE€H 0OMEH y4acTKaMu —
KPOCCHHI'OBEP, KOTOPbIN HapyIllIaeT CUEINICHHE T'eHOB.

4.TIpo1leHT KPOCCUHTOBEpa MPOMOPLUUOHANIEH PACCTOSHUIO MEX]y T'e€HaMH,
nu3mepsieMoMy B Moprauugax (M). 1 M — paBHas 1% kpoccuHTOBEpA.
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3aoanue Ne3. I'enemuka noaa.

3anonrnume mabauyol.

A) Buapbl 1oJia no ypoBHio GopmMupoBaHus.

Buabl moJia

XapakrepucTuka

ONnpCACIIACTCA 110 ITOJIOBBIM XpOMOCOMaM

I1O CTCIICHU PA3BUTHUA ITOJIOBBIX JKCJIC3

IO COOTHOIICHHUIO MCKAY MYKCKHUMH U ) KCHCKHUMHU ITOJIOBBIMH
rOpMOHaMH

I10 Pa3BUTHUIO IICPBUYHBIX 1 BTOPUYHBIX ITOJIOBBLIX IIPU3HAKOB

10 ayTOUJCHTHU(DHUKAIINN YEIOBEKa

0 MACTIOPTY

b) ITosioBBIE NPpU3HAKH

ITos0BBIE IMPU3HAKHN XapaKTepHCTHKa

(mpumepsi)

MOJIOBbIE TpHU3HAKU (TOHA/bBI, TOJIOBBIC
IyTH, HAPY>KHBIE TIOJIOBBIE OPTaHbl)

9T10 OpTaHbl, NIPUHHAMAIOLLINE
HEMOCPEACTBEHHOE Y4YacTHE B IIpoleccax
BOCIIPOU3BEJCHHUS, T.€. B TaMETOICHE3€ H
OTUIOJIOTBOPEHUHN W (QOPMHUPYIOTCS B
nepro] YMOpHUoreHesa

(TemOp

TEJIO0CI0KEHHS,

910 IIPU3HAKH, HC IMPUHHUMAIOIINC
IIOJIOBBIC IIPHU3HAKHU | HCIIOCPCACTBCHHOC ydqacCTHue B

roJioca, 0COOCHHOCTH | pEPOIYKIIHH, HO CITOCOOCTBYIOIIHE

CTEICHb Pa3BUTHS | BCTpEUH 0COOEH pa3HOro IMosa, 3aBUCAT OT

BOJOCAHOIO HOKpOBa) ICPBUYIHBIX IIOJOBBIX IIPHU3HAKOB, u

Pa3BUBAIOTCA 11O BOB)IGIZCTBPICM ITIOJIOBBIX
rFOPpMOHOB, a IOABJIAIOTCA Yy OpraHu3Ma B
MCpuoa ImoJIOBOro CO3pCBaHM.

B) XapakrepucTuka coMaTHYeCKHX NPU3HAKOB 00YyCJI0BJIEHHBIX MMOJIOM

OOycnoBieHbl T€HaMH, pACIOJIOKEHHBIMH B ayTOCOMax 000OuX
10JIOB, HO MPOSIBIISIIOTCSI OHU TOJIBKO Y OCOOM OJTHOTO T0JIa

OO0ycnoBIeHbI TeHAMU, PACTIOIO0KEHHBIMHU B ayTOCOMaX 000X
MI0JIOB, HO CTETICHb U YaCTOTa UX MPOSBIEHUS (IKCIIPECCUBHOCTD U
NEHETPAHTHOCTh) pa3Hasi y ocoOei pa3Horo nosja.

reHBI, KOTOPLBIX JIOKAJIN30BaHbl B HCTOMOJIOIMYHBIX YHaCTKax X-
XPOMOCOMBI — FCMO(l)I/IJ'II/ISI, JAaJIbTOHU3M.

I'eHbl, KOTOPBIX JIOKAJIM30BAHBI B HETOMOJIOTUYHBIX YYacTKax Y -
XPOMOCOMBI, THIIEPTPUXO3.
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3adanue Ne 4. Knaccugukauyusa munoe nacinedosanus, CenieHHblX ¢ HOJIOM.

3anonnume mabdauyy:

Tun
HAaCJIeA0OBAHUSA

KpaTkas xapakrepucTuka

JKenmmna, koTopas yHaciaeqoBaga JaHHBIM NIPU3HAK OT OJJHOTO U3
poauTene,  SBIAETCS  TETEPO3UTOTHOM, a  MyX4YMHA  —
TE€MU30TOTHBIMH.
1.mpu3HaK nepenaerca U My>KUMHAM U KEHIIMHAM.
2 KEHIIMHBI TIepeatoT NaHHbIM MPU3HAK U ChIHY U gouepu 1:1
3.My)XUMHa, MUMEIOIMIMIA JaHHBIA TpPU3HAK TEPeacT €ro BCEM
CBOUM JI0YEPSIM U HE NIEPENAET €r0 CHIHOBBSIM.
4.B cpelHEM Y JKEHUIMH JAaHHBI MPHU3HAK MPOSBISIETCS MEHEE
BBIPAKEHO, YEM Y MY)KUYHH.

VY OSKEHIUMHBI MMEIOLIMK [aHHBIM NPU3HAK OH KaK IPaBUJIO HE
pOSIBISETCS (PEHOTUITUYECKH.
1.4aie npu3HaK MpOSABIAETCA Y MYXKYHH, a KEHILUHBI SBISIOTCS
€r0 HOCUTEJIEM.
2.MYXUHHBI, Y KOTOPBIX HET ()EHOTUIINYECKOTO TPOSBICHHUS
JNAHHOTO IPU3HAKA, HE IEPEAAAYT €r0 CBOUM JETSM.
3.BCE JIEBOYKH, y KOTOPHIX HET (PEHOTUMUYECKOTO MPOSBICHUS
MPU3HAKA, POXKICHHBIE OT OTHA Yy KOTOPOTrO IpPHU3HAK
MIPOSIBIIAETCS, SIBJIIFOTCS HOCUTEIIIMM.
MY>KUYHMHA, UMEIOIINI (PEHOTUIIUYECKOE TPOSBICHUE MpPU3HAKA HE
IIepEaaeT ITOT IPU3HAK CBOEMY CBIHY.

[Ipy naHHOM THME HACIEAOBAaHUS MPU3HAK NMEPEHACTCA OT OTHA K
CBIHY.

3aoanue Ne 5. Pewienue 3aoau.

3AJJAYA 1. Tuneptpuxo3 (M30bITOYHAS BOJOCATOCTH) Iepenaercs dvepes Y —
XPOMOCOMY, a TOJHIAKTUIINS (IIECTUITAIIOCT) — ayTOCOMHBIM JIOMMHAHTHBIN TTPU3HAK.
B cempbe, T11€ oTen MMEN TUIIEPTPUX03, a MaTh MOJTHIAKTUIINIO, POJIMIIACh HOpMAaJIbHAS B
OTHOIIICHUH O0OMX MPHU3HAKOB J1049b. KakoBa BEpPOSATHOCTH TOTO, UYTO M CICAYIOIIHUM
pebeHok OyaeT 6e3 anoManuii?
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3AJJAYA 2. B cembe, Ti€ pOAUTENIM UMEIOT HOPMAJIbHOE IIBETOBOE 3PEHUE, ChIH —
nanbTOHUK. ['eHbl HoOpMmanbHOTO 1BeTOBOro 3penus (D) u  panproHmsma (d)
pacnosiaratotrcs B X xpoMocome. OnpeieuTe TeHOTUIIbI POJUTENEH, ChiHA-TalbTOHUKA,
I0JI ¥ BEPOSITHOCTh POKJECHUS JE€TEN — HOCUTENEH reHa JanbTOHU3MA.

3AJZIAYA 3. Atpodus 3puTenbHOr0 HEPBA HACJIEAYETCs KaK PElieCCUBHBIN MpU3HaK (a),
CLUEIUIEHHBIN ¢ X XpOMOCOMOMW. B ceMbe poauTenu 340pOBbl, HO MaTh KEHBI UMETA 3TOT
nedexr. Omnpenenure TEHOTUIIBI POJAUTENICH, BO3MOXHOIO TMOTOMCTBA, IO H
BEPOSITHOCTh POKJICHUS OOJIbHBIX JIETEH.
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3aoanue No 6. Dopmol 63auUMO0CUCHIEUS AIIEIbHBIX 2eHOE

®opma
B3aUMO/IeHCTBUSA

Onpenesenue

Paciensienne npu
CKpelMBAHUM
reTepo3uroT

OJIMH reH IIOJIHOCTBIO IIOJABIISAET
MpOSIBJIEHUE  JApyroro reHa (MpU3HAK
Hacjeayercs Mo 3akoHaM MeHpaens), Npu
3TOM TOMO3UTOTBI IO JOMHUHAHTHOMY
MPU3HAKY U TE€TEPO3UTOTHl (PEHOTUITUUECKH
HeoTauuuMbl. Hampumep, r1eH kenToro
LBETA CEMSH IrOpOXa MOJHOCTBIO MOAABIISAET
IEH 3€JICHOM OKpacKu, I'eH Kapux TIJa3 y
YeJloBeKa IO/ABJIAIET TI€H TolIyOood uXx
OKpaCKH.

IIo renoruny

ITo ¢penoTuny

JOMUHAHTHBIA T€H HE MOJHOCTBIO MOJaB-
JSI€T TPOSBIICHUE JIEHCTBHS PELIECCUBHOTO
reHa. Y TruOpHIOB MEPBOrO0 MOKOJICHHUS
HAOJIIOIaeTCsl  MPOMEKYTOYHOE HACIEAO-
BaHWE, a BO BTOPOM IIOKOJICHHUH —
pacuieruieHne 1o (EHOTUNY U T€HOTHILY
onuHakoBoe. Hampumep, ecim CKpecTUTbH
pacTeHusi JyUIMCTOr0 ropollKa ¢ KpaCHbIMU
u OenplMM I[BETaMU I[I€PBOE IOKOJEHUE
OyJeT UMETh PO30BbIE LIBETKH.

Ilo renorumy

IHo ¢penoTumy

JOMMHAHTHBIA TE€H B TETEPO3UTOTHOM
COCTOSTHUM NPOSIBISIET ce€0s1 CHIIbHEE, YEM B
TOMO3UTOTHOM. Y  MyXH  JApO30(HIIBI
UMEETCSl PEIECCUBHBIN JIeTanbHBIA TeH (a)
— romo3uroTel (aa) morubaror. Myxu,
FOMO3UTOTHBIE 1O TreHny A (AA) uMerT
HOPMAJIbHYIO KU3HECTIOCOOHOCTb, a
reTepo3uroTel (Aa) — KUBYT JOJbIIE U
Oojiee MJIOJOBUTHI, YEM JIOMHUHAHTHBIE
roMO3UTroThl.  OOBSICHUTH 3TO  MOXKHO
B3aUMOJICMCTBUEM NPOAYKTOB T'€HHOW ak-
TUBHOCTH.

Ilo renoTumy

IIo ¢penoruny

HJIN

TEHBI OIHOM aJUIeIbHOU apsl
pPaBHO3HAYHBI, HU OJWH M3 HUX HE
MOJIaBJISIET IEUCTBUS APYTOTo; €CIU OHU 00a
HaxXoAsTCs B TEHOTHUIIE, 00a MPOSBIAIOT
CBOE JeWCTBHE. THUIMYHBIM NPUMEPOM
KOJOMUHHUPOBAHUS SIBIISIETCS HACJIEIOBaHUE
rpynn KpoBu uenoBeka mo ABO- (rpynna
AB) u MN- (rpynima MN) cuctemam. OpnHo-
BPEMEHHOE IPUCYTCTBHE B T€HOTUIIE TE€HOB
J* u J® obycnoBmmBaer Hammume B
sputpouuTax antureHoB A u B (IV rpynna

18




A B
kpoBH). I'ensl J© u J° He mojaBisOT APYT
Jpyra — OHHM SBIISIOTCS PAaBHOIICHHBIMH.

peaKoe  B3aMMOJCICTBUME  TI'€HOB, MpHU
KOTOpOM BO3MOYHO dbopmupoBaHue
HOPMaJbHOIO TMpHU3HAKA y OpraHu3Ma
TETEPO3UrOTHOTO MO JBYM MYTaHTHBIM
TEHaM.

¢dbopma B3arMOIEHCTBHUS, 3aKIIFOYAOIASICS B
WHAKTUBALMHU OJHOTO M3  ajJjeleH,
pPacCloOJIOKEHHBIX B X-XpOMOCOME, 4YTO
CBSI3aHO C IMEPEXOAOM OJHOM u3 X-
XpOMOCOM B CHUPAJIM30BAHHOE COCTOSIHUE
(renmbie  bappa).  Ilpoucxomut y
FOMOTaMETHOTO II0Ja Ha PaHHUX JTamax
oHTOoreHesa. [Iponecc cinyyaiHbIi B pa3HbIX
TUIAX KJIETOK WHAKTUBHUPYIOTCS pa3HbIE UX
X-XpOMOCOMBHI, 4TO B ciIy4ae
reTepO3UTOTHOCTH MOKET MPUBECTU K
MO3aWYHOMY MPOSIBJICHUIO PU3HAKA

3aoanue Nol. Bzaumooeiicmeue HeaineibHblX 2eHO6.

3anoanume maodauyy:

dopma
B3aUMO/AEeHCTBHUSA

onpeeieHHe

Pacmensienne npu
CKpelMBAHUY
AUTEeTEePO3UIOT

IMpUCYTCTBUC B OAHOM TI'CHOTHIIC JBYX

JTIOMUHAHTHBIX (B TOMO- WIH
reTEPO3UTrOTHOM COCTOSIHUU) W
PELIECCUBHBIX (B TOMO3UTOTHOM COCTOSTHUU)
TE€HOB U3 pa3HbIX aJUICNIbHBIX Tap

OPUBOJUT K MOSABICHUIO HOBOTO BapHaHTa
pHU3HaKa.

JOMUHAHTHBIM TeH (B TOMO- WU
reTepO3UroTHOM COCTOSIHUH ) OJIHOM
QJUIEJIbHOW Tapbl  IMOJABJISET JCHUCTBUE
T€HOB JIPYrOM ajuIeJIbHOM Iapbl

pEelecCUBHBIH TeH (B  TOMO3UTOTHOM
COCTOSIHUM)  OJHOM  allJIeJIbHOM  Maphl
MMOJIABJISIET JIEUCTBUE T'C€HOB Ipyrou
AJUIEIIbHOU I1apbl

Ha  IIPOABJICHHUC IIPHU3HAKA  OKa3bIBAIOT
BJIIMIHUC AOMHWHAHTHBIC I'CHbBI M3 Pa3HBIX
AJUICIIbHBIX IIap, IIPpH 3TOM BaXHO HE
KOJINYCCTBO JOMHHAHTHBIX ajieneu B
I'CHOTHIIC, IIPUCYTCTBUC XOTH OBI OAHOI'O U3
HHNX

19




. Ha IPOABJICHHUEC IIPHU3HAKa  OKa3bIBAIOT
BJIIMIHUC AOMHMHAHTHBIC I'CHbI M3 Pa3HbIX
AJIJICJIBHBIX mmap, IIpu 9TOM YucCJiIo
JOMHUHAHTHBIX T'€CHOB BJHMACT Ha CTCIICHb
BBIPA’)KCHHOCTU ITPHU3HAKA

= 3TO BO3JAEUCTBHUE OJHOIO TeHa Ha

IIPOSIBJIEHHE HECKOJIbKUX IIPU3HAKOB.
Hampumep, wmyranus OZHOTO TE€HA  MOXKET
NOPUBECTH K  Pa3BUTHUIO TPEX  IMPH3HAKOB,
XapakTepHBIX g cuHapomMa  Mapdana:
BPOXKJICHHOIO  MOpOKa  Cepala, IOABBIBHXA
XpyCTaJIMKa U JJIMHHBIX Tay4YbUX IAJILICB.
W3BecTHO HECKOJIIBKO (OpM  B3aMMOJCHCTBHS
TCHOB B 3aBUCHUMOCTU OT HX PACIIOJOXKCHHUA B
XPOMOCOMaX.

3aoanue Ne 3. Pewenue 3a0au Ha (hopmwvl 63aumooeiicmeuss Hea11e1bHblX 2EHOE.
3aoaua Nel. T'en ]| onpenensieT HOpMalIbHOE pa3BUTHE YIUTKH, a TeH E — HopMaibHOE
pa3BuTHE clyXxoBoro Hepma. s ¢dhopMuUpOBaHHS HOPMAJIBLHOIO CliyXa Yy dYeloBeKa
HEOOXOJMMO HaJlMuyue B IeHOTUIIe 000ouX JOMHMHaAHTHBIX reHoB J[ m E. Onpenenure
BO3MOJKHBIC TEHOTHIIBI POJIUTENICH eclii 00a POJUTEINS TIIyXH, a UX CeMb JIETCH MMEIOT
HOPMAaJIbHBIHN CITyX.
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Ilpenooasamens
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Tema 3: H3menuueocmu u ee popmoi.
T'ennwvie 6oneznu u memoowt ux ouazHocmuKu

OcHognvie 6onpocvt memol:
OcHoBHblE (OpMBI U3MEHUMBOCTH (Kiaccupukanus). Ponp reHoruna u cpensl B
IPOSIBJICHUM NIPU3HAKOB, B 00yUY€HUE U BOCIIUTAHUE YEIOBEKA.
MonupukanonHass HU3MEHYMBOCTH.  ONpEJCIICHHE, MpPUMEpbl.  AIaNTHUBHBIN
xapaktep Mmoaudukanuu. Hopma peakunuu. DKCIPECCUBHOCTD U IIEHETPAHTHOCTb.
Bunbl  HacneACTBEHHOM  M3MEHUMBOCTU.  3aKOH  TOMOJIOTMYECKHX  PSAJOB
HaclieAcTBeHHOM n3MeHunBocty H.M.BaBuioBa, ero 3HaueHue Jj11 MEIULIUHBI.
KoMOuHatuBHasi W3MEHUMBOCTH CYIIHOCTh MPUMEPHI. 3HAU€HHE KOMOMHATHBHOMN
M3MEHYUBOCTH B 00€CIIEYCHUH T€HETUYECKOTO pa3sHO00pa3us JTIoei.
MyTtarene3 u MyTalnoHHas u3MeHYMBOCTh. Kiaccudukarms mytanuii. ['enoxonuu u
(eHokonuu. ['eHeTHUECKas OMACHOCTH 3arpsI3HEHUS OKPYXKAIOLIE cpebl.
['eHHbIE MyTaluu Kak MPUYMHA T€HHBIX Oose3Hel ((PEeHUIKETOHYpUs, aTbOMHU3M,
rajaKTo3eMHsl, CEPIIOBUIHOKIICTOUHAS aHEMHUS U IPYTHE).
MeToapl AMAarHOCTUKM TEHHBIX Oose3Hell (OMOXMMHYECKMH U MOJIEKYJSPHO-
TEHETUYECKUI METOJIBI).

3aoanue Ne 1. Knioueevie nonsmus memol.

11o npednooicennvim onpedeneHusm ykazams mepmuH.

CreneHp BBIPAXKEHHOCTH JAHHOTO T'€HA, KOTOpas 3aBUCHUT OT
(aKTOpPOB BHEIIHEN CPEJIbl U BIUSHHUS IPYTUX I'€HOB.

YacroTa IIPOABJICHUA recga, KOTOpasa BbIpakacTCA B
IMPOLCHTHOM OTHOIICHHH  YHCJIa OCO6€ﬁ, HMCIOIIIMX HaHHBII;’I
IMPU3HAK K YHUCIIY ocobOei HNMCIOIIIHUX ,Z[&HHI)IfI I'CH.

OnunakoBoe (PEHOTUITMYECKOE TMPOSIBICHHE MYTAIlMil pa3HBIX
T'CHOB.

SBneHue, Korjga nNpu3Hak TmoA JelcTBUEM (aKTOPOB BHEITHEH
cpebl KOMUPYeT MPU3HAKKU HACJIEICTBEHHOTO 3a00JICBaHUS.

CnocoOHOCTh OpraHU3MOB MPHUOOPETATH HOBBIE NMPU3HAKU TIOJ
HEMOCPEJCTBEHHBIM  BO3JEHCTBHEM (PAKTOPOB  OKpYyKarouleh
Cpelibl

910 I'paHUObI BAPbUPOBAHWA IIPU3HAKA B IIPCACIaX TCHOTHUIIA.

Bo3HUKHOBEHHE HOBBIX KOMOMHAIMi TE€HOB B TEHOTHIIE,
KOTOPBIE MPHU MOJOBOM PA3MHOKEHUHU NMPUBOIAT K U3MEHEHUIO
ONPENICIICHHBIX TPU3HAKOB U CBOMCTB OPraHU3Ma.

KauecTtBennbie unm konmuyecTBeHHble W3MeHeHusa JJHK wnm
XpOMOCOM KJIETOK OpraHu3Ma, NOPUBOASIINE K HW3MEHCHUIO
dbeHoTuIA.

[Iponecc, npuBOASAIIMI K BOSHUKHOBEHUIO MYTallUM.

CDaKTOpLI BbBI3BIBAIOIIKWC MyTalllN.
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3aoanue Ne 2. Hizmenuueocnio.
3anonnume cxemy:

HN3meH4yuBOCTH
x A
M3MEHEHHMEM T'€HOTHIA, 110 /{apBuHYy - M3MeHeHHeM (eHOTHIIA, 110
HEOoMpeeICHHas WIN HHMBHUyalbHAs JlapBHHY — OIpe/ie/ICHHAs HITH
IPYIIOBASL.
= Bun wu3mMeHUMBOCTH  OOYCIIOBJIEHHBIA  CIIOCOOHOCTBIO  OPraHHW3MOB
npuoOpeTaTh HOBbIE MPHU3HAKH TI0JI HEMOCPEACTBEHHBIM BO3JICHCTBUEM
(pakTopoB OKpYy)Xarollel cpeabpl - HasbIBaeTcs (EHOTUIINYECKas

HN3MCHYUBOCTD.

- OTO TpaHULBl BapbUpPOBAaHMA [PU3HAKA B
npezenax eHOTUIIa WU JUalla3oH U3MEHUYMBOCTH, B IIpeaeax KOTOporo,
B 3aBUCHUMOCTH OT YCJOBHM cpeAbl OJMH U TOT K€ T€HOTHUIl CHOCOOEH
JaBaTh pa3auvHble (DEHOTUIIBI.

* Ona MOXeT OBbITh , KOTJIa TpU3HAK H3MEHSICTCS
HE3HAUMTENbHO. Yame »5TO KadeCTBCHHBIC WJIM HETUIACTUYHBIC
npu3Haku (TMPU3HAKH, YCTAHABJIMBAEMBIE OMHUCATEIILHBIM ITyTEM
(okpacka 11BeTKOB, (popma TUI0J10B, TPYIIBI KPOBH, (hopMa HOCA U T.1I.)

= U KOT/Ia TpPHU3HAK U3MEHSETCS B IIUPOKUX
npenenax. ITO IUIACTHYHBIE TPU3HAKKM WM KOJMYECTBEHHBIC
(TpuU3HAKH, OMPENEISIIONTUECS MYyTeM HU3MEPEHHUs: SUIIEHOCKOCTh KYP,
MOJIOYHOCTh KOPOB, NMUTMEHTAIlMs KOXXH Yy YelIOBeKa, pPOCT, Macca
Tena). Takue Mpu3HaKu MOKHO BBICTPOUTH B MOJU(MDUKAITMOHHBIN DS,

T.o. ¢deHoTMI Kaxa0M 0COOM €cThb pe3yJbTaT B3aUMOJCUCTBUS €€
TeHOTHUIIA C YCIIOBUSMHU OKPY)KAIOIICH CPEIbI.

XapakTepHble MpU3HAKU MOAU(DUKAITMOHHONW W3MEHYMBOCTH (OTBETHTE Ha
MIOCTaBJICHHBIE BOIIPOCHI):
1. Tlepenaercst mo HACNEACTBY WM HET?
2. V3meHenus 3aTparMBarOT TEHOTHUI, (eHOTHI
WJIY U TO U Ipyroe?
3. M3MmeHeHus HOCST IPYNIIOBOU WJIA
WHJMBUAYJbHBINA XapakTep?
4. T'naBHbII QakTop ONpenessomnid MPOsSIBICHUE
JAHHOTO MpU3HAKa
5. Yro ompenenser npeaessbl MposBICHUS IPU3HAKA?

6. Kakomn XapakTep y JTAHHOTO BUJIA
U3MEHYNBOCTH?
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/. JlaHHBIN BUJ N3MEHYMBOCTH OOpATUM WJIU HET? \

- 9TO W3MEHEHHe (eHOoTuna BCIEJICTBUE U3MEHEHUS TIE€HOTHUIIA.
Ilepenaercs mo HacnencTBy. OHa mojpaszenseTcss Ha KOMOMHATUBHYIO U
MYTalMOHHYIO U UMEET PsAJ] OOIINUX XapaKTEPUCTHUK.

XapakTepHble NPU3HAKUA HACJIEACTBEHHOH HM3MEHYMBOCTH
1. Tlepenaetcs 1o HacIEACTBY WA

Het?

2. V3meHeHus 3aTparuBaroT
reHoTHI, (PEHOTUIT W U TO U
npyroe?

3. Kakoit xapaktep y AaHHOrO
BU/JIa U3BMEHUYUBOCTHU?

Popma W3MEHYMBOCTH, OCHOBaHHAas Ha BO3HUKHOBEHHME HOBBIX
KOMOWHAUWKA T'€HOB B T€HOTHUIIE, KOTOPbIE IPH IOJIOBOM Pa3MHOXKEHUU
IPUBOJAT K H3MEHEHHUIO  OINPENECICHHBIX IIPU3HAKOB M CBOMCTB
opranusma. CienoBaTenbHO, OHa O0YyCIIOBJIEHAa MEPEKOMOMHALNEW T'E€HOB
POAUTENEHN — T.€. TEHOTUIIOM U COXPAHSIETCSA B PALY NOKOJIEHUU.
MexaHu3Mbl WK HCTOYHUKA JaHHOW (POPMBI H3MEHYUBOCTH.

1

2.

3.

4,

3HaueHne KOMOWHATHBHON M3MEHYHUBOCTH:
KomOunaTtuBHas W3MEHYMBOCTL CO3JacT OCCUMCIIEHHOE MHOKECTBO
VHUKQJIBHBIX ~ TEHOTHIOB, oOOyclaBiuBas  (OPMUPOBAHUE  HOBBIX
(heHOTHUIIOB.

«+» - TIOBBIINIAET aJaNTUBHBIC CBOMCTBA BUAA

«-» - MOXET ObITh U HAUMEHEE y/IauyHasi KOMOWHAIIUS T€HOB.

OT 3TOr0 U Pe3yNbTaT KPOBHOPOICTBEHHBIX OPaKOB — JIMO0 OUEHb
XOpOIIIO0, JIMOO OYEHB TIJI0XO.

OTa U3MEHUYMBOCTD SIBIISIETCS PE3YJIBTATOM MYTAIIUM.
— 3TO CKauyKooOpa3HOE TPEPHIBUCTOE H3MEHEHHE
TF€HETUYECKOr0 MaTepuayia TMoJ BIUSHUEM (PAKTOpPOB BHEIIHEW WU
BHYTPEHHEH CpeJibl, epeaatouieecs o HACIECTRY.

Teopemuueckan cnpagka «Mymaczenes»
MyTranuoHHas TeopHs 3apoauiiachk B Hadaine 20-ro Beka B pabotax ne ®@pusa (1901-
1903).
OcnosHule nonodicenus mymayuonnou meopuu I, /le @pusa
1. MyTauuu — 3TO IUCKpPETHbIE U3MEHEHHUS HACJIeICTBEHHOTO0 MaTepHara.
2. MyTalu¥ — peikue, cay4daiHble, BHe3aNHble, CKAUKOOOpa3HbIE COOBITHSI.
3. MyTamuu MOTYT YCTOWYHMBO IepeaaBaTbcs W3 IOKOJIEHUS B TMOKOJeHue (T.e.
HACJIETYIOTCS).
4. MyTauMud BO3HMKAIOT HEHANPABJEHHO (CIIOHTAaHHO) W, B OTIMYHE OT
Mo uUKaIii, He 00pa3yeT HEMPEPHIBHBIX PSIOB N3MEHYHBOCTH.
5. MyTaluu MOTYT ObITh BPEAHBIMH, IOJIE3HBIMU U HEUTPaAIbHBIMHU.
6. MyTHPOBaTh MOXKET JIFOOOH JIOKYC XPOMOCOMBI.
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7. OOHU U TC KC MyTallUU B MPOLCCCC 3BOJIOLNUNU MOT'YT BO3HUKATH IMMOBTOPHO (T.e.
HEOTHOKPATHO).
Knaccupukauusi reHHbIX MyTALMA:

A) Mytanuu 6e3 ciBura paMKy CUATHIBAHUS

1. Tpan3uyuu — 5TO MyTanUHM CBA3aHHBIE C 3aMEHOM a30THCTOTO OCHOBaHHS B
monekyne JIHK: oqHo mypuHOBOe ocHOBaHHE 3aMEHSIETCSl Ha APYroe MypHHOBOE
(ameHUH HAa TUMHWH, WIH HA00OpOT), a MUPHUMHJINHOBOEC OCHOBAaHUE HA JPYroe
MAPUMHUIMHOBOE (TyaHHH Ha IIUTO3WH, HJIK HA000POT).

2. Tpanceéepcuu — 3TO MyTallUd CBSI3aHHBIE C 3aMEHOM a30TUCTOrO OCHOBAaHUS B
monekyne JIHK: mnypunoBoe ocHoOBaHue (aaeHUH, THUMHUH) 3aMEHSETCS
NUPUMHIMHOBBIM (TyaHWH, I[MTO3WH) WIM TUPUMUIAHOBOE OCHOBAaHHE —
TyPUHOBBIM.

3. Muucenc-mymayuu — TOUYEYHAss MyTalMs, B pe3yJabTare KOTOPOH H3MEHEHHBIIH
KOJIOH HAaUMHAeT KOAMPOBATH IPYTYI0 aMUHOKHUCIOTY (Hampumep, CeprioBUIHO-
KJIETOYHAsi aHEMUS)

4. Cetimcenc-mymayuy — MyTauuu 06e3 3aMEeHbl aMUHOKHCIIOTHOTO OCTAaTKa B COCTaBE
MOJIUTIENITH/IA.

b) Myrauuu co ciBurom pamku cuutbiBanus. Ha ux momo mpuxoautcs okosio 80%
BCEX 'CHHBIX MYTAIIHH.
1. Uncepyuu — BCTaBKM HYKJICOTH A (OB)
2. Oxcyuzuu — MOTEpH HYyKJIeoTuaa (OB)

B) Houcenc-mymayuu - 310 ocobas rpynmna TOUeYHbIX MyTalliii B IOCTIEI0BATEIHHOCTH
JIHK, xoTopble MPUBOJAAT K MOSIBICHUIO CTOI-KO/J0HA (3aME€Ha CMBICIIOBOTO KOJOHA
cTon-kogoHOM). [IpuumHOM MX  BO3HMKHOBEHHUS  SIBJIIETCA KAk  3aMEHa
HYKJICOTHIHBIX Tap, TaK W MOTeps WM BCTaBKa HykjJeoTuaa(oB). C mosBIeHHEM
CTOI-KOJIOHA CHHTE3 TOJIMIIENTHAa oOpbIBaeTcsi. B pe3ynbraTe MOTYT BO3HHKHYTH
HYJb-aJIJIENIH, KOTOPBIM HE COOTBETCTBYET HHM OJUH Oenok. Bo3MoxxHO U oOpaTHOe
SIBJICHHE: 3aMEHA CTON-KOJOHA Ha CMBICIOBON KOJOH. Torma ajmuHa MOJUMENTHIA
MOXET YBEJIUUUTHCA.

= [Ipormecc oOpa3zoBaHus

MyTalllii HA3bIBAETCS
® (haKTOpBI, BHI3BIBAIOIINE

MyTalu

Buabl MyTareHon IIpuMmepsbl
1. PopmanuH, UIPUT
2. Pannanus, TEMIIEpaTypa,
U3JIy4YECHHE

3. Bupyca, TOKCUHBI.

BO3HUKAIOT B €CTECTBEHHBIX YCIIOBUSAX IOJ JCHCTBUEM MYTar€HHbBIX
dakTopoB cpenbl 0e3 BMemaTeNbCTBa 4YeiaoBeka. OHU  IPOUCXOIAT
OTHOCHUTENBHO PEIIKO.

[TpuurHOM TakuX MyTaIuii MOTYT ObITh — HOHU3HpYIOIee 00TydeHue,
CIIy4alHbIE MMOBPEXKAECHUSI XPOMOCOM U T€HOB B X0J1€ HOPMaJIbHBIX
MeTa0O0JIMYECKHUX MPOIIECCOB, MTPOUCXOASIMUX B KieTke. OHU M.0. BO
BpeMs nerneHust xpomocoM u peruakaruu JJHK — B pesynbsraTe ommbok
MOJICKYJISIPHBIX MEXaHU3MOB. J|pyror npru4nHOM SIBJISICTCS IEPEMEIEHUE
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10 TEHOMY MOOMJIBHBIX AJIEMEHTOB, KOTOPbIE MOTYT BHEJPUTHCS B JIFOOOM
reH. [1o nanneim amep. I'enetuka Mensuna ['puna — okoso 80%
CIIOHTAHHBIX MYTalIUH MPUXOJIUTCA HA CUET MEepEeMEIEHNs MOOMIbHBIX
AJIEMEHTOB.

MyTanuu, BO3HUKAIOIIUE PY HApaBICHHOM BO3JICHCTBUHI HA OPTaHU3M
MyTareHHbIMU (haKTOPaAMH.

Brnepsbie nHAynMpoBaHHble MyTauuu Obutd nosydeHsl [.A.Hagconom u
I'.C. OwmunmoBeiM (1925) mpu o6mydeHun TPUOOB PEHTTCHOBCKUMH
aysamu  u [. Memnepom (1927) mpu oOaydeHun MyX-apo3ohui
PEHTTEHOBCKUMH Jy4yaMHU — 33 OTKPBITHE PAJUAIMOHHOTO MyTareHe3a OH
o1 yaocroen HobGeneBckoit mpemun. CHOHTaHHBIE MYTallMU CIIyKat
UCXOJHBIM MaTE€pHAJIOM JUIsl €CTECTBEHHOrO0 0TOOpa, a MHAYLUPOBAHHBIE
— JUIsl ICKYCCTBEHHOI'0 0TOOpA.

«AHmumym a2€HHble MEXAHU3MDL)

Buipaoswcoennocms cenemuyeckoco koda - CBONCTBO, 3aKJIHOYAIOIIEECs B TOM, UYTO OJHY U TYXKE
aMMHOKHUCIIOTY MOTYT KOJMPOBaTb HECKOJBKO KOJOHOB (0T 2 1m0 6). MckitoueHHeM SBISIOTCS
METHOHMH U Tpunrtodan. T.e. B mpolecce MyTallud H3MEHEHHBbIH KOJOH OyAeT ONpeiesiTh
BCTpaMBaHMUE TOM K€ aMHUHOKHCIIOTBI, UTO U B HOPME M HE IOBJIMAET Ha CTPYKTYPY HCXOAHOIO
MOJIMIENTHAA.

Lunnouonocmes — onpenensercss JBOMHBIM HAOOpPOM XPOMOCOM COMAaTMYECKUX KJIETOK (IIpaBHJIO
MApPHOCTH XPOMOCOM), TIPU KOTOPOM TOMOJIOTUYHBIE XPOMOCOMBI COJIEPKaT OIMHAKOBBIA HAOOp
reHoB. B ciydyae QUIIIOMIHOCTH €CTh Ba)KHBI MOMEHT 0Opa3oBaHUS T'€TEPO3UTOT B pe3yJbTare
MyTallU{ B OJTHOM M3 HaOopoB reHoB. [lockonbKy noaasistomniee OOIbIIMHCTBO MYyTalluil BPEIHBI,
a HOBBIE MYTAallUM 4Yalle BCErO0 PpELECCUBHBI, JUIUIOMJHOCTh PE3KO CHH)KAET YPOBEHb
OKCHPECCHPYEMBbIX  (AKTyaJbHBIX)  MYTalii,  TOCKOJBKY  OOJBIIMHCTBO  TI'€TEPO3HUTOT
(EHOTUMHMYECKH MaJIO OTJIMYAIOTCA OT MCXOAHBIX (IMKOTo Tumna) romo3urot. [loatromy nepBuuHas
U ThaBHeWmmass (QyHKUMS JUIUVIOUAHOCTH KOHCEPBATUBHAS: CHUICEHUE aKMYAlbHOU Yacmombl
Mymayuii.

HUnmponw - yaactku JIHK, He Hecymue napopMannu o mocie10BaTeIbHOCTH aMUHOKUCIIOT OerKa.
HNHTpOHHBIE y4aCTKU 2yKapUOT JOCTATOYHO IMPOTSKEHHBIE U MHOI'OYUCIICHHBIE 110 CPABHEHUIO C
9K30HHBIMU («cMbIciioBble» ydacTku JIHK), cienoBaTenbHO, BEpOSTHOCTh AEHCTBHUSI MyTareHHOIO
¢dakTopa Ha 3K30HBI CHIDKaeTcsa. Kpome Toro, B Xozie CrulaiicMHra Ha 3Tane TPAaHCKPHIILUU 3TH
yuactku yaanstores us npo-uPHK, u ve Oynyt Bxoauts B coctas 3penoit u”PHK.

TanOembl — MHOTOKpaTHBIE MOBTOPHI OJUHAKOBBIX I'€HOB B JIOMEHE (MOTYT OBITh YMEPEHHO- U
BBICOKOMIOBTOPSIFOIMMUCS). [Ipy  MyTanmuu OJHOTO W3 TeHOB TaHAeMa CyMMapHas [03a
HOpMAaJIbHOTO O€JIKa, CHUHTE3HMPYEeMOro  Ha OCHOBE HE IMOBPEXKJIEHHBIX TI'€HOB, IO3BOJISET
peanu3oBaTrh NPU3HAK.

Penapayuss — cBoiictBo wmonekyinsl JIHK k camoBoccranoBnennto. Ha pasHbIx 3Tamax
MUTOTHYECKOTO LIMKJIA (B TOYKAaX pEeCTpUKIMU) npoBoautcs «mposepkay JIHK Ha mpaBuiabHOCTB
HYKJICOTUAHOHN MocienoBaTrenbHOCTU. [loBpexieHHble (pparMeHTHl MOUIeKaT UCIPABICHUIO, MPH
HEBO3MOXXHOCTH perapaiyy BKIIOYAIOTCS BHYTPUKJIETOYHBIE MEXaHM3Mbl 00ecreunBarolye
aronTOo3 KIETKU.

Memunuposanue /JJHK — 570 mnpucoenqnHeHUWE MeTUIbHOro paaukana —CHz K a30THCThIM
ocHoBaHMsAM.  OOecrneynBaeT  COXpaHEHME  CTPYKTYpbl U CTaOMJIIBHOCTH  XpPOMAaTHHA.
OcymectBisiercss 1no OKOH4YaHuM permukanmu  Monekynsl JIHK. Hapymenuwe npoueccos
METWJIMPOBAHUS MPUBOANT K KAHIIEPOTEHESY.
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3aoanue Ne 3. Knaccuduxkauus mymavuii no ypoeHio usMeHeHus 2eHemudecKo2o

Mamepuana.
Bunabl myranuii
N3menenune
HYKJICOTUHOU HN3meHneHne CTpyKTyphl
Y A W3MeHeHne ynciia XxpoMocoM TPYKTYP
MOCJIE0BATEND XPOMOCOM
Hoctu JJHK
. BEITALCHIE KpatHoe He xpatHoe Baytpuxpomo | MexxpoMOCOMH
H KJ'I?OTH a(0 TarlONIHOMY | TaIuIOUIHOMY COMHBIE 13(S
B)y A Habopy Habopy MepecTPONKH
. r0GaBIeHIe XPOMOCOM XpPOMOCOM
yKIeoTHIA(0 " TPUCOMHU ol (S0 (200507 TpaHciokanuu:
B)y " MOHOCOMHU " TyTJIMKAIUU | ® PerunpokHbie
" HYJIUCOMUH " UHBEPCUU = Hepenumnpox-
" 3aMEHa Honumnonauu | _ B HELC
HYK1COTH13(0 = PoOepTCOHOBCK
B). e
Jlexar B
OCHOBE
pa3BUTHS
TEHHBIX
0oJie3HEH,
CBSI3aHHBIX .
Al BCErO ¢ JlexxaT B OCHOBE XPOMOCOMHBIX OOJIC3HEH.
HADVILEHIEM JInarHocTukKa: MUTOr€HETUYECKUE METO bl (KapUOTUIIUPOBAHHUE,
o 65/1 }e]:Ha KapTUPOBAHUE, SKCIIPECC-METObI OTIpeIeTIeHUSI X U Y XPOMOCOM)
BEIIECTB.
JlMargocTHka.
OMOXUMUYECKU
1 aHaIN3
(meTon)
CeprnioBuaHoO- bonesns [layna
KJIETOYHAas ( );
aHeMUs, Cungpom DnaBapiaca Crnpom
DEHUIIKETOH ( );
M ' KOIIIAYLETO Cunapom
us; Cunnpowm [laray KpHKa Jlayna
["anakro3emust; ( ); ( ; ( :
AbOMHU3M U Cunnpom
Ip. Kiaitngensrepa
S, (Yka3zatb
Cunapom
(YykazaThb KapUOTHUI)
IlepemeBckoro-
, KapUOTH)
TepHuepa ( );
U np.
(YKa3zaTh KapuOTHII)
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Teopemuueckan cnpaska «Memoovl OUaZHOCMUKU 2EHHBIX DoN1e3H el

A) Buoxumuueckue memoowt

CyTtb MeTOaa: BrisiBienne 3a0osieBaHUi CBS3aHHBIX C HApylIeHHEM oOMeHa BemecTB MeTton
OCHOBaH Ha OINpEACNCHUH YPOBHS MPOIYKTOB METabonHM3Ma B CBIBOPOTKE
KPOBH, MOYE U T.JI.

Bo3MmoxHOCTH Hcnone3yeTcss il  IUAarHOCTUKA TEHHBIX OOJe3HEH, Takux Kak
(EeHUITKETOHYPHSI, TATTAKTO3EMHUSI H JIP.

MoskeT NpUMEHSThCS Ha Pa3HBIX dTanax XU3HU U TOITOMY BBIIETSIOT
HEOHATAJIbHOE CKPUHUHIOBOE MCCIICIOBAHUE.

Ha ceronHsAmHuil 1eHb 3TO NPOBOAUTCSA B poajaomax Ha 3-5 JeHp mocie
poxnenus Ha 4 3a0osneBaHus: MykoBucummos, DOKVY, rumortupeos,
aJPEHOreHUTAIBHBIA CUHJIPOM.

CKpUHUHT MOXXET OBITh MAacCOBBIM — BCEM U YTOUHSIONIMH WIH
CEOCKTUBHBIN JUIs TEX Y KOTO MAaCCOBBIN J1aJl «+» pe3ysbTar.

b) Monekynapno-zenemuueckue menoowl.

CyTb MeTOA2 MoJjiekyJsipHO0 — TreHeTH4YeCKHe MeTOAbl — 0JTO OoJjblias U

pa3Ho0Opa3Has Tpymna METO/I0B, IPEAHA3HAYCHHBIX ISl BBISIBJICHUS BapUaIlui

B CTpykType wucciuenyemoro ydactka JIHK Bmmore 10 pacmmdpoBku

NepPBUYHON MOC/Ie10BATEIbHOCTH HYKJI1e0TH10B (cekBeHupoBanue JJHK).
HcxoaHbIiM 3TANOM I BCeX METOA0B SIBJISICTCH !

1. nonyuenue oOpasuoB JJHK wmm PHK u3 moboro Ouonoruueckoro

MaTrepuana;

noJIMMepasHas 1emnnas peakius (mero ammmudukanuu JTHK);

pectpuknus JJHK Ha ¢pparmenTsr;

650t — rudbpunuzanus JHK (monydenne meuenoit 3oum0Mm JJHK).

3aTeM CpaBHMBAIOT MYTAaHTHbIE W HOPMAJIbHBIE IOCJIEA0BATEIbHOCTU

JHK.

Jlto6ple MyTanmuu MOTYT OBITh BBISBICHBI myTeM cekBenupoBanus JIHK,

ananu3a nomuMmopdusma JIHK pomureneit u pereir mo UIMHE PECTPUKTHBIX

Y4aCTKOB WJIM MOJUMOPPU3MY F€HETHUECKUX MapKepPOB OOJIBHBIX U 3J0POBBIX

YJIEHOB CEMbH.

oW

Bo3moskHocTH 1. BeisiBneHue naToJI0rMYHON MOCIEN0BaTeIbHOCTH HyKIeoTH10B JJHK

MeToaa: 2. Hambomee oObexkTHMBHasT W TOYHAs JUArHOCTHKA HACJIEICTBEHHBIX
3a00J1eBaHNH, CBSI3aHHBIX C TEHHBIMHM MYyTallUSIMU

3. Hawmboiee TouHast TMarHOCTHKA BUPYCHBIX U OaKTepUaTbHBIX 3a00IeBaHUN

4. JlmarHoCTHKa pakoBBIX 3a00JeBaHUN

5. Ha ux ocHoBe pa3zpabarbIBaeTcsi reHOTEpanus

3adanue Ne5. Onpedenenue pucka noae1eHus 3a00J1€6aHUA 8 _CeMbe C_Y4emom
HeHempPaHmHOCHu 2eHa (peuieHue 3a0ay,).

Orockiiepo3  HacimenyeTcss Kak — JOMHHAHTHBIM ~ AyTOCOMHBIMA — TIPU3HAK  C
neHeTpanTHOCThIO 30%. ['mmepTpruxo3 HacinenyeTcss Kak IMpU3HaK, CHEIUICHHBIM ¢ V
XPOMOCOMOM, C TIOJIHBIM TiposiBieHHeM K 17 romaMm. Ormpenenure BEPOSATHOCTD
MPOSIBJIEHUSI OJTHOBPEMEHHO OOE€MX aHOMAJIUM B CEMbE, TIJe JKeHa HOpMaJibHa W
TOMO3UTOTHAs, @ MyX UMEET aHOMAJIUM, HO MaTh €ro OblJIa HOPMaJIbHON FOMO3UTOTHOM
JKEHIIIMHOM.
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lIpenooasamens:

Tema 4: Xpomocommuwie 601e31HU, MemoObl uzyuenus cenemuru yenosexka. MI'K.

OcnogHble 6onpocol memol:
XpoMOCOMHBIE O0JIE3HU KaK CIEACTBHE PA3INMUHbIX (DOPM U3MEHUHUBOCTH (T€HOMHBIE
MyTalM1 U XPOMOCOMHBIE a00eparim).
3a0oneBaHusi, CBs3aHHbIE C HM3MEHEHHMEM 4Yuciaa ayTocoM (cuHapomsl J[layHa,
Oneapaca u [laray). Mexanusm  pa3Butusi, (QeHotunuueckue 3SPPeKTsl,
JTUArHOCTUKA, POTHO3 JUISl )KU3HU.
3a0oneBaHusi, CBSI3aHHbIE C M3MEHEHHEM YHCIA MOJOBBIX XPOMOCOM (CHHIPOMBI
Knaindensrepa, lllepemenckoro-TepHepa, Tpucomus no X-xpomocome). Mexanuszm
pa3Butus, peHoTunudeckue 3PQPeKTol, AUATHOCTUKA, IPOTHO3 JIJIS )KU3HHU.
3a0oyieBaHus, CBSI3aHHBIE C HApyIIEHUEM CTPYKTYpPhl XpOMOCOM (CHHAPOMBI
«Komaubero Kpuka», TpaHCIOKAMOHHBIM BapuaHT Oone3nu Jlayna u ap.).
Mexanu3m pa3BuTusi, (eHoTunuueckue >3(PQPeKThl, IUArHOCTUKA, IMPOTHO3 JUIf
KU3HH.
[lonsiTue «no03a reHa» B reHotune. M3meHeHue A03bl M'€HOB IMPU XPOMOCOMHBIX
3a0071€BaHUSX.
Oco00EeHHOCTH U3YUYEHUS YeJIOBEKa KaK 00bEKTa TeHETHUECKOTO aHAIN3a.
Meroabl  U3yd4eHHs] ~ HACIHEACTBEHHOCTM W M3MEHUYMBOCTM Yy  4eJIOBEKa:
reHeaJOrM4eCKui, IUTOT€HETUYECKUN (KapUOTUIMPOBAHUE U HKCIPECC — METOJ
OMpeNeNeHusl IMOJOBOro X- XpoMaThHa M Y- XpoMaTuhHa), OMOXMMHYECKHH,
OJIN3HEOBBIM, AHTPONMOreHETUUECKUN (METOJl (DEHOTUITMYECKOTO aHajdn3a U METOJ
IepMaToTIM(UKH), MOJICKYJIIpHO — reHerndeckue metonbl JIHK- nmarnoctukw,
ruOpuaAn3aIms COMaTHYECKUX KIETOK, METOJl MOJICITUPOBAHMUS.
Menuko-TeHeTHUECKOe KOHCYJIbTUPOBAHUE U METOBI TPEHATAIIBHON JUATrHOCTUKH
(Y3, aMHUOIIEHTO3, KOPJIOIIEHTE3 U JP.).

Teopemuuecmm cnpaeéka
«l'eneanozuueckuii memoo OUAZHOCMUKU HACAEOCIBEHHOCHU U UZMEHUUBOCMU YE106CKA)

CyTb MeToaa. CocraBneHue pO,Z[OCJ'IOBHOfI — HCJICHAIIPABJIICHHOC BBIABJICHUC W H3YUYCHUC

CHUMIITOMOB BPO’KJICHHBIX HJIM HACIEJACTBEHHBIX 3a00JIeBaHUN y TTpoOaH/a, ero
OOJBHBIX U 3OPOBBIX POJCTBEHHUKOB. Hauan nmpumeHsThes eme JlanbToHOM B
1865r.

3HaueHune Hu YcranoBneHue HACIEeACTBEHHOIO XapaKkTepa IMpu3HaKka
BO3MOKHOCTH OIPEACIICHUEC TUIIA HACJICJOBAaHUA
MeToaa: OIPCACIICHUC BUTOTHOCTH Hp06aHna U POACTBCHHUKOB

NMEHECTPAHTHOCTE U OKCIIPECCUBHOCTE ITPHU3HAKa
OIpECACIICHUEC MCXaHN3MOB B3aHMOHCﬁCTBHH T'CHOB, I'PYIII CHCTIJIICHUA
IIPOTHO3UPOBAHNC

I A
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7. MEIUKO-TEeHETHYECKOE KOHCYIbTUPOBAHUE
8. W3ydeHHe MyTaLMOHHOTO IpoIecca

JTansl MeToAA:

1. cbop cBenenuii o cemMbe
2. COCTaBJIEHHE POJIOCIOBHOU
3. aHanm3 POJOCIOBHOMN

[Tocne cOopa reHeasornyeckoit MHPOpPMaIMU CoCTaBIIsAeTCs Tpaduieckoe

POAOCIOBHOM, COOIIO1As MIPAaBUIIA:

1) CocraBieHue pOJOCIOBHOM HauyMHAIOT ¢ mpobaHaa. bpares u cecTpsl
pacrioyiaratoTcsi B poI0CJIIOBHOM B MOPSIIKE POXKIICHHS CJIeBa HAIIPaBO, HAYMHAs
CO CTapuIero.

2) Bce uiieHBl pOJOCIIOBHOM JIOJDKHBI PACIIONIaraTbCsi CTPOTO MO IOKOJICHUSM B
OJIVIH DA,

3) IlokoneHnuss 0003HAYAIOTCS PHUMCKUMH IU(paMy clieBa OT POJOCIOBHOM
CBEpXy BHU3.

4) ApaOckumu 1udpamMu HyMepyeTcss HIOTOMCTBO OJJHOTO MOKOJICHUs (BECh Psi)
ClleBa HANpaBO IMOCIEAOBAaTeNbHO. TakuMm 00pa3oM, KaXIbld 4ieH
POJIOCTIOBHOM UMEET CBOM mudp.

5) Cynpyru poACTBEHHHKOB IPOOaHIa MOT'YT HE U300pa)aThCs B POJOCIOBHOM,
€CII OHU 3/I0POBBIL.

6) CocraBisisi pOJJOCIOBHYIO, KEIATSIBHO MOIYYUTh CBEICHUS O MAaKCHMaIbHOM
KOJIMYECTBE POJCTBEHHHKOB 3-4 mokonenuil. Ecmm paccmarpuBaeMbix
NPU3HAKOB HECKOJIBKO, TO MOYKHO IpUOerath K OyKBEHHBIM WU IITPUXOBBIM
pa3NUYMsIM BHYTPH CHMBOJIOB.

3aoanue 1. Ocnoenbvle cUME0.J1bl, UCNOIb3YVEeMbLe 0J15 COCMABICHUS POOOCIOBHOUL.

3anonnume mabauyy, pacuiugpyiime cumMB0.bL.

L]
O

po

Hg®
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1 ®

3aoanue Ne2. 3aoaua.

CocTraBbTe POJOCIOBHYIO CEMbU MO KOPOTKOMAJIOCTH, OMpPEACIUTE THUI HACIEIOBaHUS
ATOrO MPHU3HAKA M T€HOTUIIBI YKa3aHHBIX B POJOCIOBHOM null. [Ipobana — >kKeHuuHa ¢
KOPOTKOIAJIOCTHI0 — MUMEET TPOUX 3JI0POBBIX OpaTheB U OJIHY 3/I0pOBYIO cecTpy. OTely

npobaHaa KOPOTKOMAJbIi.

Co cropoHsl oOTHa mpoOaHAa A4S W OJHA TETKa

KOPOTKOITAJIBIE, & BTOPAsi UMEET HOPMAJIBHYIO KUCTh. Y JSIU U3 IECIATH AETEU CEMEPO C
KOPOTKONAJION KHUCTBIO (TPU ChIHA M YETBIPE JOYEpH), @ OJMH ChIH U JBE JIOUYEpPHU C
HOpMaJbHON KHCThIO. babka mo oTiry ObLia KOpPOTKOMAJOW, a BCE POJACTBEHHUKHU IIO
MaTepyu HOPMAaJIbHBIE.

Teopemuuecxa}z cnpaska « l[umoeeuemuuecxuﬁ Memoo».

CyTtb meTona: 1. W3yuyeHue CTPYKTYpbl XpPOMOCOMHOro HaOopsl (KapuoTuma) —
KapHOTHITHPOBAHUE.
2. W3ydeHue CTpyKTyphl OTAEIBHBIX XPOMOCOM — KAPTUPOBAHUE
Bruouaer 1. KapurunupoBanue
METO/bI: 2. DKcIpecc METOJ OTpeIeTICHHs TTOJI0BOTO X XpOMaTHHA
1. Dxkcnpecc meTon onpeaenacHus: Y-XpoMocoM

A) Meron kapuomunupoganus

32




3HayeHnue
BO3MOKHOCTH
MeToaa:

u | 1. BoisiBneHue wu3MeHeHud wuyucna ([lenBepckas kiaccupukanus) U

ctpyktypsl (I[Tapuxkckas) xpomocom
Onpenenenre KapuoTUIa

no

MyTalUsIMU
4. omnpexaeneHue noia

3. OnpeneneHI/Ie 3360H€BaHHﬁ, BbI3BAHHBIX TCHOMHBIMU 1 XPOMOCOMHBIMHU

B) Ixcnpecc memoo onpedenenus no06020 Xxpomamuna

CyTb MeTO12

OKpYTJIOTO TCMHOOKPAIICHHOI'O TCJIbLA.

Ornpenenenne Tenbia bapa (momoBoro X-xpomaTuHa UM HEAKTUBHOU
X XpOMOCOMBI), KOTOPOE BHIHO B SJIpax MCHCKUX KJICTOK B BHJC

3HauyeHnue

BO3MOKHOCTH ME€TOda

u | 1. ompeneneHue mosna

XpPOMOCOM — X (T€HOMHBIE MYTAIIVH )

2. JUarHoCTHuKa 3a6OHeBaHI/II71, CBA3aHHBIX C MBMCHCHHC YHCJIa ITOJIOBBIX

B). Ikcnpecc memoo onpedenenua Y-xpomocomut

3HaueHue

BO3MOKHOCTH METOaa

u | 1. Omnpenenenwue mojaa

XpoMOcOoM — Y (T€HOMHBIE MYTAaIIHH )

2. JUarHoCTuKa 3a6OHeBaHI/II71, CBA3aHHBIX C MBMCHCHHC 4YHCJia ITOJOBBIX

Meroauka:

D710 (pi1yopecueHTHbINH MeTO/.

I'STCPOXPOMATHHA U OHA HAYMHACT CBCTUTLCA.

Jias  3TOoro  n00aBisAOT  (UIYOPECLUEHTHBIM KpacUTeldb aKpeXHH,
KOTOpBIM azcopOupyercs Y-XpoOMOCOMOM T.K. OHa COAEPXKHUT MHOI'O

3aoanue Ne 3. Onpeodenenue noioeo2o XxpoMamuHd.

Hapucosams xnemku (cxemamuuno) u 6 A0pax yKasams KOJIUYECMBO meney Nojo8020
X-xpomamuna, xapaxmepHulx 0Jis1 O0GHHO20 KApUOMuna.

Kapuorun 46(XX) Kapuorun 46(XY) Kapuorun 45(X0)

Kapuorun 47(XXY) Kapuorun 47(XXX) Kapuorun 48(XXXY)

Teopemuueckas cnpaska «bauszneyoeswtit memooy.

Cytb: o0cie0BaHUE MOHO- U AU3UTOTHBIX OJIM3HEI0B U onpezesieHne KodphunueHTa
KOHKOPAAHTHOCTH (CXOJICTBA) U TMCKOPAAHTHOCTH (Pa3IUUMii) IPU3HAKOB.

3HaueHHne u llaeT BO3MOXXHOCTH OIICHUTH B3aHMO)IeI>'ICTBPIe TCHOTUIIA U CPEABI U UX BIIMAHUC HA

BO3MO’KHOCTH: | IIPOSIBIICHHE IIPU3HAKA.

Metoaunka: JU1s1 3TOrO COMOCTaBIISIOT:

1. MOHO3UTOTHBIX OJIM3HELIOB U JU3UTOTHBLIX OJIU3HELIOB
2. MOHO3UTOTHBIX M IM3UTOTHBIX MEXITY COO0M
3. aHaNM3 pe3yabTATOB OIM3HEIIOBOW BRIOOPKHU B OOIIEH MOIYIISIINY.
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Crenenb KOHKOPAAHTHOCTH (% CXOJCTBA) Yy MOHO3UTOTHBIX OJM3HEIOB
npubmmxaercs k 100%, a y aucurotHsix - okosno 50-70%.

Huckopnantaocts (% pa3inyusi) y MOHO3MIOTHBIX OJHM3HEI0B O0YCIOBIIEHA
TOJIKO BIIUSTHUEM CPEIbl, a Y TU3UTOTHBIX U CPEIOH U TEHOTHUIIOM.

JI1st OIIEHKH POJIM HACIEACTBEHHOCTH B PAa3BUTUU TOTO WJIM MHOTO MpPHU3HAKA
MIPOU3BOJIAT pacyer mo Gopmyse:

H = % cxoacrea M3b - % cxoactea [13b
100 - % cxoactea 136

H — koadunment nacneacreennoctu, M3b — Mono3urorssie 6u3Hensl, J[3b —
JIIU3UTObTHBIE OJIN3HEIBI.
H=1 — npusnak onpeaensercs MoIHOCThIO HACIECICTBEHHBIM KOMIIOHEHTOM;
H=0 — onpeaenstomnryro posb urpaet GakTop Cpeibl;
H=0,5 — cBugerenbcTBYyeT O MNPUMEPHO  OJMHAKOBOM  BIIMSHUU
HACJICJICTBEHHOCTH M CpeJibl HA (POPMUPOBAHUYU NIPU3HAKA.

3aoanue Ned.Onpeodenenue Kordhduuuenma Haci1edCmeeHHOCHU.

IIpoyenm xoHKOpOaGHMHOCMU MOHO3ULOMHBIX OIUZHEYO8 NO Snunencuu pasen 67%, a y
ouzuecomnuwix — 3%. Onpeodenume Kos3¢hhuyuenm nacreocmseeHnocmu u coeatime 8b1800
0 pOJiu HACTIeOCMBEHHOCIU U CPeObl 8 NPOSABIEHUU NPUSHAKOS OAHHO20 3a001e68aHUSL.

Teopemuuecxa}l cnpaeka «Anmponozwzuuecmte Memoovl»

SIBIISTOTCS BCIIOMOTaTeNLHBIMU METOdaMU.

A) @enomunuyeckuil ananus

CyTb MeTOA2

— W3yYyeHUEe OTKJIOHEHHWH OT cpeaHell HOpMbl (eHOoTHHa. MeEToJ
cTUrMarusanuu, Hanuuue 5-7 cturm (MAP) — HOpMma, a Gonee 7 He0OXOIUMO
UCKaTh BJIMSHUE BpEeIHBIX (pakTOpoB B aMOpuorenese. CTUTM MHOTO y OOIbHBIX
C XpPOMOCOMHBIMH abeppalusiMu.

B) Metoa nepmartoriuguku

CyTtb MeTOa

Jlepmamoznughuxa — pazaen MopQoIoruu, U3ydaromuil NanuuispHble JUHUU U
y30pbl U TO3BOJISIONIMKA HAa OCHOBE OTIEYATKOB Y30pOB JaJOHEW, MajblEB, a
TaK)Ke CTOM JUArHOCTHPOBATh HEKOTOPHIE HACIICICTBEHHBIC 3a00I€BaHNUS.

Bxuarouaer
METOAbI

1. makTHIOCKOMHUS —

2. TaJIbMOCKONHUS —
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3. I[UIAaHTOCKOIUS —

Bo3mosxkHOoCTH Jinst Toro  4WroOBl  pemiaTh  BONMPOC O  KPUTEPHUSIX  aHOMAaJIUH
JIepMaTOTTU(GUIECKUX y30pOB, HEOOXOIUMO 3HATh MX XapPaKTEPUCTUKH Yy 370pO-
BEIX JIIOJCH.

Hampumep, npu Oosie3nn JlayHa Ha JIaqoHSIX MMEETCS TOJIBKO B (BMECTO
Tpex) OocHOBHble JNUHH. OJHA U3 KOTOPBIX MPOXOJUT dYepe3 BCIO JIAJOHb (OT
yKa3aTeJIbHOTO MaJiblia 10 MU3UHIIA) — 3TO YeThIpeXNaliblieBasi TMHUSL.

Takast nmuHus BcTpevyaercs y 5% - 310pOBBIX JHOJEH.

Jlepmamoznughuka

Cpeau NHarHOCTUYECKMX TECTOB AHTPONOMETPHUYECKUX METOJIOB 3HAYUTENbHOE MECTO 3aHHMAaeT
nepmatornuduka (ot rped. derma — koxa, glipho — rpasupyto).

Hepmarornudpuka — pazgen MoOpQOJIOruM, U3YyYAOIIUKA MaNnuUISpHbIE JUHUU U Y30pbl U
MIO3BOJISIIOIIMKA HAa OCHOBE OTIIEYAaTKOB Y30pOB JIaJ0HEH, NaJIbLIEB, a TaKXE CTOI JUAarHOCTUPOBAThH
HEKOTOpBIE HacjeICTBEeHHbIe 3a0oneBanus. [Jist Toro 4rodsl pemaTh BOIPOC O KPUTEPHUSIX aHOMAIUN
JIepMaTOTIN(PHUECKUX Y30POB, HEOOXOIMMO 3HATh UX XapAKTEPUCTHKH Y 3I0POBBIX JIFOJCH.

[lepcrieKTHBBI MIMPOKOIO KCIONB30BAHUS STOW METOAMKH 3HAYUTENbHBI, TaK Kak 3TOT METO]
[I03BOJISIET JIMAarHOCTUPOBAaTh HA PAHHUX JTallax OHTOIEHE3a psAJ IATOJOTUH U ONPEAEIUTh HUX
npupoay. Jepmarornuduka HIMpoKo UCIOIb3YETCs B TPAKTUKE KOHCYIbTUPOBAHUSI.

KosxHbIe y30pbl Ha Majbllax M JIAAOHIX 3aKJIa/bIBAIOTCSA, HAYMHAS C TPETHETO Mecsa BHYTPHYTPOO-
HOM ku3HU. K KOHITYy yeTBepTOro Mecsia ux GopMUPOBAHNE 3aKaHYMBACTCS MOJHOCTHIO, U B TEUCHUE
BCEl JanbpHEHIIeN ®U3HU (Mpe- U MOCTHATAJIbHOW) y30pbl OCTAIOTCSI HEM3MEHHBIMU. TakuM 00pazom,
OCOOCHHOCTH Y30pPOB SIBJIIFOTCSI MOJIMTEHHBIMU TMPU3HAKAMHU M HACJIEAYIOTCS OT POJAUTENEH, M Kak
HaCJIeICTBEHHBIE (DAaKTOPHI TOJBEPKEHBI MYTAIMsIM B pe3yibTaTe ICHCTBUS MyTareHoB (B TEpBEIC
YeThIPE MECSIA KU3HU).

Koxxaple nuHUM, Wik «rpeOHM», (GOPMUPYIOTCS B CBS3H C PACIOIOXEHHBIMH HAa WX BEPIIMHAX
OTBEPCTUSIMHU IMOTOBBIX Kelle3, KOTOPbIE 3aBUCAT OT PAa3BUTHUS HEPBHBIX OKOHUAHUN U OOYCIOBIICHBI
MHOTHUMU T€HaMH, HAXOISIIMMHUCS, BEPOIATHO, B pa3HbIX xpomocoMax (Hazupos, 1975).

HepMarornuduka moapasfensercs Ha JaKTUIOCKONHWI0O — HM3y4eHHE pHUCYHKa MAalblIeB,
MaJIbMOCKOIIMI0O — HU3Y4YE€HHE OCOOEHHOCTEH Y30pOB JIaJJOHEH M IUIAHTOCKONHMIO — OCOOEHHOCTHU
y30pOB Ha CTOIMAax HOT.

JlakTHJ10CKONUSI — U3YYEHUE PUCYHKA NaJIbLIEB.

Cpenu y30poB, OTMEUaeMbIX Ha MalblaX, BBIICSIOT TpU TUMA. ['albTOH onucan ux kak 3aBUToK (W
— whorl), metnis (L — loop) u ayra (A — arch). ITozxe kiaccudukaius neTalu3upoBajiach U B
HacTosIee BpeMs BBIICISAIOT AYTH, NEeTIH (yIbHApHBIC U paJdalibHbIC), ICTUHHbIE 3aBUTKU U CIO0XKHbIE
Y30pBI.

Jyra — camslif penkuii nmanableBblil y3op. Jyru MoryTt ObITh MPOCTBIMU-TNIOCKMMU JINOO BBICOKMMHU
— mmaTpoBbiMU. Crnenu@uKoil 3TOro y3opa SIBISETCS OTCYTCTBHE TpUpaauyca. Y30p COCTOUT W3
HernepeceKaroImuxcs rpeOHel 1 MPOXOAUT Yepe3 BCIO MANIbLEBYIO MMOAYIIEUKY MOMEpEK.

[TeTnsa — npencraBisieT coO0M MOMy3aMKHYTBIN y30p: OJMH KOHEIl 3aKpYIJIEHHBIN (3aMKHYTBIH), ApY-
roil — oTkpbIThIi. [lomydaercs, yTo KOXKHbIe T'peOHU, HAYMHAACH OT OJHOTO Kpas Majblia, UAYT K
JIpyroMy, HO HE JIOXOJsl 10 HEero, BO3BpAIIAlOTCs K TOMY Kparo, OT KOTOPOTr0 OHM HauMHaIUCh. Eciu
OTKPBITHIH KOHEI 0OpallleH B PaIualbHyI0 CTOPOHY, TO TIETIM 0003HAYaloTCs KaK paauaibHbie — L,
eciu B ynpHapHyto — LY. Kasknas netns umeeT oqus Tpupaauyc (1eibTy).

3aBUTOK — 3TO KOHLIEHTPUUYECKUH y30D, TP KOTOPOM NMANMJUIIPHBIE JIMHUN PACIIONararoTcs KOHIEH-
TPUUECKH BOKPYT CEPLIEBUHBI y30pa. 3aBUTKH UMEIOT JIBE AENbTHI (TpUpaaAnyca).

CrnoxHble, M COCTaBHbIE, Y30pbl UMEIOT J[Ba TpUpaauyca u 6onee. Takue y30pbl 4acTO OBIBAIOT CO-
CTaBJICHBI IBYMsI METISIMU, OTKPBITBIMU B pa3HbIE CTOPOHBL. AHAJIN3 TaKUX Y30pOB JIy4lle MPOBOJIUTH
OTAeNnbHO (711 MHAMBHAYyMa). IIpu rpynmoBbIX OOCIEAOBAaHUSX CIOXHBIE Y30pbl CYMMHPYIOTCS C
3aBUTKaMHU

KpoMe OCHOBHBIX THIIOB Y30pOB MOT'YT BCTPEUaThCsl pa3IMyHbIe epeXoJHbIe (OPMBI OT OJJHOTO THIIA
K IpyroMy. MHOT1a y30pbl Ha pyKax XapakTepu3yIlTcs JeNbTOBbIM HHAEKcoM. Tpupanuyc (nenbra) —
TOYKa, TJE CXOIATCS Tpu cucTeMbl nuHuM. [loxcder ymcna TpupaauycoB Ha 00EHMX pyKax Jaer
MpeACTaBIeHUE 00 MHTEHCUBHOCTH y30pa (IeIbTOBBIA CUET, UJIM ETbTOBBIN MOKa3aTeNb). JembToBbII
CUET OIpEAEIAETCS CYMMApHBbIM KOJIMYECTBOM TPUPAIUYCOB Ha BceX AeciaTH naimpuax — ot 0 go 20.
[leTnst umeeT OAMH TpPUpPAIUYC, 3aBUTOK — JIBA, CIOXHBIA y30p OOBIYHO — JBa, Ayra TpHUpaauyca
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OOBIYHO HE UMEET.

B renerndeckux paboTax 4acTo UCHOIb3YEeTCS KOJIMYSCTBCHHAS XapaKTEPUCTHUKA y30pa, WK rpeOHe-
BOW cueT. ['peOHEBOM CYET MPEACTABISIET KOJWYECTBO TpeOHEH OT AENbTHI 0 IeHTpa y3opa. s
OMpeJIeTICHUs 3TOTO MOKa3aTeNsl MEeXAY TOUYKON TPUpaJUyca U LIEHTPOM y30pa Ha OTIEYaTKE MPOBOJISAT
KapaHJallloM MPSMYI0 YepTy U MOJICYUTHIBAIOT YUCIIO rpeOHel, KOTOphIe OHa nepecekia. B moacuer He
BXOJAT HU TOYKA TPUPAJINYCa, HU LICHTPAJIbHAS JTUHUA Y30pa.

B HacTodiee BpeMs MpeayokeHa TUIoTe3a O MOJUT€HHOM OIpelesieHMH THUIla y30pa Ha Maiblax
(I'yceBa U.C., 1974). CornacHo 3To# runore3e HauOoJiee BHICOKAs CTENEHb HACIETYeMOCTH METICBBIX
y30poB: 95,2%; 3aButkoB — 84,1% u 'y nyr — 38,9%. Cunraercs, 4To KaKJ1blil U3 T€HOB HACIEAYETCs
HE3aBHCHUMO M JIOMUHAHTHO.

[IpeanonoxxutenbHast JIOKaIU3alKs T€HOB:

* W — B rpymie xpomocom D; « A — B rpynimie xpomocoMm E; ¢ L — B rpynme xpomocom G.

JIst pa3IMyYHBIX 3THUYECKUX TPYII NANWUISPHBIC Y30Pbl, KaK MPaBHUIIO, CHCHH(PUIHBI: KOPEHHOTO
xutens JloHa MOXHO OTIMYUTH OT KOopeHHoro kurens JlampHero Bocrtoka. VY xureneit Jlona Ha
BTOPOM M YETBEPTOM MaJIbIIaX PYK JOJKHBEI ObITh METIH, a y kutens [lanpaHero BocToka — 3aBUTOK
JIOJbKeH ObITh mpeobnafaromuM  y30poM Ha manbuax. Jus xureneit  EBpombl, cTpagarommx
mU30QpeHneH, MPOCICKUBACTCA YBEIMYCHHE YMCIA 3aBUTKOB Ha mNanblax. [lo OTKIOHEHUsSM OT
CpeIHUX ACPMATOTTH(PHUUECKUX XaPAKTEPUCTUK MOMYIALIUNA MOXKHO HE TOJIBKO OINpPEAeIUTh MPOsBIsie-
Mble natosioruu (cunjapom JlayHa, popmsl onuroppeHuu u T.4.), HO ¥ BBISIBUTH €€ CKPBITOIO HOCUTEIS.
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TPHPAAHYCHI JalOHHbIE

y30pbi noas
7 w sw , A
I'naBHble JaAOHHDIE JHHHU ‘Tlanbuesbie

| =
ol

Puc. 13.13. I'nasubie nagoHHbie GOPO3AbI.

IManbMocKkonusi — aHaIN3 JIAJOHHBIX Y30POB.

JlanoHHBIE Y30pbl UMEIOT TPH TNIaBHbIE 00po3.ibl (puc. 13.13), koTopbie cTaHOBSTCA O0Jiee pe3KUMU
npu crubaHuM JnagoHed. MHorma WX Ha3bIBAlOT —CrudareibHBIMHM  CKJIaAKamMH. Pasnmuuaior
MOJIYKPYXKHYI0O 00po3ay OOJBLIOrO Maiblia, MOMEPEYHYI MPOKCUMAIbHYIO (KOocas, WIM nsATas
naybleBas), KOTOpas HAaYMHAETCS COBMECTHO C MEpBOM OOPO3/0i WM OTAEIbHO M HANpaBiIIeTCs K
yIIbHAPHOW CTOPOHE JaJIOHU, U TIOTIEPEUHYIO AUCTaIbHYIO (KOTOpasi HAYMHAETCS Ha yJIbHAPHOM Kparo
JIAJIOHU U UJIET K TPOMEXYTKY MEK/Y BTOPBIM U TPETHbUM HaJIbIIAMH).

Ecnu nonepeunas nuctanbHas 00po3jia CIMBAeTCs ¢ Ha4allbHBIM OTPE3KOM MPOKCUMaIbHOU 00po3-
Ibl 1 00pa3yeT OJIHY MONEPEUYHYIO PE3KO BBIPAKEHHYIO O0pO3ly, TO OHA HA3bIBaeTCs «0Oe3bsiHbEH JHU-
Hueir» (puc.13.13.(3). DToT THN GOPO31BI YACTO BCTpeuyaeTcs mpu CUHApoMe JlayHa W HEKOTOPHIX
Ipyrux aHoManusx. [lommyckaercss Takoll pUCYHOK M Yy HOPMAJIBbHBIX JIIOJEH, HO B TaKUX CIIydasx 3Ta
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00po3/1a OKa3bIBACTCS TOJIBKO Ha OJTHOM pYKE.

3aoanue Ne

10. Meouko-zenemuueckoe KOHCYJIbMUPOGAHUE: UeAU U 3a0ayll.

3anonnume npeonodicennyio Bam mabauyy.

3a/1auu ¥ CTPYKTYypa MEIUKO-TEHETUYECKON KOHCYJIbTallUH.

MI'K (ompenenenue) — 3T0 BUJI CIICIUATM3UPOBAHHON MEIUITMHCKON TTOMOIIIH

[ens: mpodrtakTiKa HACIEACTBEHHBIX 3a00JICBaHII

3amaun:

1.

2.

3.

Mertonbl (Ha3BaHUE, C KaKOH IEIbI0 HCTIOJIB3YIOTCS )

Teopemuueckan cnpaska « MemoOvl npeHamanbHOU OUAZHOCMUKU)

CyTb MeTOA2

T.e. noponoBelil MeTon. Mcronb3yroTes Aiist PeAyIPEesKICHUS POXKIACHUS
pebeHKa ¢ aToJIoruei

BxJirouaroT 1. mpoceuBaroIIuUi,
JTaNbI: 2. HEWHBAa3UBHLIE,
3. HUHBa3UBHLIE.
HeunBa3uBHLIE 1. Y3U
MeETObI Cpoku mpoBeIeHNUS:
. 10-13 men
1. 20-22 uwen
1. 30-32

IV. TIlo nmokazanusim 6-8 Hes.
2. CKpUHHMHT MaTePUHCKHX CHIBOPOTOUYHBIX (akTopoB (CMCD)

DTO0 HEMHBA3UBHBIM METOJ JOPOAOBON JUArHOCTUKU HEKOTOPBIX TSKEIBIX
3abosneBaHui y mioja. 3a pyOeXoM ero 4acTo Ha3bIBAIOT "TPOWHBIM" TECTOM,
MOCKOJIBKY TIpM €ro TPOBEACHHM UCCIENYyeTCs cojepkaHue B KPOBHU
OepeMeHHOI JKeHIIUHbI TPeX BellecTB:

1. anbda-deronporenna (ADII),
2. XOpHOHHYECKOro roHajaorponuHa (XI') u
3. HEKOHBIOTHPOBAHHOTO 3cTpHoia (HD).

A®II - 5TO BelecTBO, KOTOPOE BbIpadaThIBaeTCsA MEYEHBIO IUIOAA, a
3aTeM uepe3 IUIALEHTy IoMajaeT B KpPOBb OEpeMEHHOM JKEeHUIMHbL. B
Cllydasx, KOrja y IUIoJa UMEIOTCS HEKOTOPBIE TSDKEIbIe MOPOKH pa3BUTHS,
NPUBOJALIME K CMEPTH WJIM WHBAJUAHOCTH (UEpernHO-MO3TOBbIE HIIU
CIIMHHOMO3IOBBIE€ TPBIKH, Ha3bIBacMble Ae()eKTaMM 3aKPbITHS1 HEPBHOI
TPYOKHM, a TakKe He3apallleHue MpeaHel OpIOIIHON CTeHKU W T.JA.) aHaIHu3
IIOKAa3bIBAET 3HAUUTENIbHOE NoBbIIIEHHE YpoBHsI ADII B kpoBu marepu. U,
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HaoOopoT, npu curapome JlayHa y minoaa, ypoeHb ADII B kpoBu maTepu
CUJIBHO CHHMKAETCS.

OnpeneneHHyI0 MOMOIIbL B JUMAarHOCTHKE CUHApoMa JlayHa oOKa3bIBaeT
OIpEelIeJICHUE B KPOBU KEHIIUHBI YPOBHEW U IBYX Apyrux Bemects - XI' u
HD. B cnyuyae 6oe3Hu y mioja OHU TakKe OTKIOHSIOTCS OT HOPMaJIbHBIX
3HAYEHUU.

HNuorpa "TpolHOW TecT" MOMOJHAIOT: HUCCIAEAYETCS TaKKe YPOBEHb
HerTpoduiapHOU mienouHoi (ocdarazer (HI[D) B kpoBu marepu. [lpu
cugapome JlayHa y 1uiofa 3TOT ypOBEHb BbIIIE, YeM MpU OEpeMEHHOCTH
3I0POBBIM ILIOJOM.

KpoBb 149 nccienoBanus 4aile Bcero Oepercss U3 JIOKTEeBOW BeHbI
Oyayuieil MaMbl JIBa:KIbI: Ha cpoke 15 Hexeab u 4vepe3 1-3 Henenu ¢
TAKMM PacdyeToM, 4To0bI BTOPOii 3200p KPOBHU ObL1 He Mmo3:xe 20 Hexen
0epeMEeHHOCTH.

HNuBa3zuBubIe
METObI

1. xopuoHomeHTe3 — 3a00p KJIETOK BOPCHMHOK XxopwoHa Ha 10-11 Hemene
OepeMeHHOCTH. XOPHOH 3aKJIa/bIBAETCS U3 KJIETOK 3UTOTHI U UMEET TOT
’K€ XPOMOCOMHBII COCTaB, UTO U IJIO/.
2. aMHHOLEeHTe3 — 3a00p OKOJOIUIOAHOW kuIkocTh Ha 15- 16 Hemene
6epemenHocTu. B nabopaTopuu MOKHO MCCIeIOBaTh Kak caMy >KUJIKOCTh
(ee XMMHYECKHI COCTaB), TaK M KJIETKU IJIOJA, KOTOPbIE OOBIYHO B HEH
IJIaBalOT. B OKOJOMIIONHBIX BOAAX HAXOISTCS CIYIIEHHBIE KIETKH KOXHU
IUI0/1a, SIUTEIUOUUTHl M3 MOYEBBIBONAMMX myTed U T.4. [lostomy
BO3MO>XHOCTH aMHHOIIEHTE3a HECKOJIbKO O0JIbIie, 4eM OUOTICHH XOpHOHA.
3. KopaoueHTte3 — 3a00p KpoBH W3 MyHoBUHBI mocie 20 Henmenn
OCpEeMEHHOCTH.
Marepuan, B3ATHI MPU ITHX HMCCIEIOBAHUSAX, HANPABISAIOT B JIaboparopus
JUIS TIPOBEJEHUS IIMTOT€HETUYECKOrO, MOJEKYISIPHO-TEHETHUECKOTO WU
OMOXMMHYECKOTO METOJIOB.
Iloka3anusi K NPUMEHEHHI0) MHBA3UBHBIX METO/10B MPEHATAJIbHOI
JANATHOCTHKU:
1. Bo3spact marepu: abcoitoTHOE NoKa3aHue - 6osee 40 eT, OTHOCUTENBbHOE
- bonee 35 nerT;
Hanuune B ceMbe OOJIBHBIX C XpOMOCOMHOM NaTOJIOTHEH;
3. HocurenbcTBO cOamaHCHpPOBAaHHONW XPOMOCOMHOH TpaHCIOKAIUH Y
poauTenen;
4. Ompenenenne moja Tuioga Tpu X - CICTUIGHHBIX MOHOTEHHBIX
3a00JIeBaHUSX
5. Ilpm pucke MOHOTEHHBIX 3a00JeBaHUIl, €CIM TPEHATAIbHO MOYKHO
OIpesieUTh OMOXMMHMUYECKHE WIIM MOJIEKYJIIPHO-TEHETHYECKHE MapKepbl
JIaHHOT0 3a00JICBaHU,
6. Ecnu ycraHOBIEH NOBBIIICHHBI WJIM TMOHWXEHHBIM YpOBeHb aiib(a-
¢deTonpoTenHa B CBIBOPOTKE O€pEeMEHHOMN KEHITHHBI.

no

Teopemuuecxa;l cnpaeéka

«Hayunvie memoovl OuazHoCmMuKu 6 u3y4eHuu Hac1e0CmeEeHHbIX 3a001e6aHUIL)
A) Memod cubpuduzayuu comamuuecKux Kienmok.

CyTb MeTOA2

MeTtoa ruOpuUaAM3alUU COMATHYECKHUX KJIETOK -  KYJbTUBUPYS B OJHOH
MUTATENILHON cpelle KJIETKU pa3iNYHbIX BUAOB, MOXHO TONYyYUTh THOPUIHBIC
KJIETKH W UCIOJb30BaTh UX I KapTUpPOBaHUS XpoMocoM. KaprupoBanme - 3T0
METOJ] COCTaBJICHUS T€HETHYECKUX KapT XPOMOCOM (MCCIEIOBaTENb ONpPEACISET B
Kakol XpOMOCOME, B KaKOM JIOKYC€ HAaXOIUTCA TOT WJIM WHOM T€H, COCTAaBIIAECT
TPYIIbBI CIETUICHUS, OTIPEICTISET PACCTOSTHUE MEXITy TeHaAMH ).

IIposoaurcsa B HUMN.
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b) Memoo mooenuposanus.

CyTb MeTOA2

Meton MoaeJMpPOBAaHMS  HACJEACTBEHHBIX 00J1e3Heill —  OUOIIOTHYECKOE
MOJICTMPOBAHHE OCHOBAHO Ha 3aKOHE TOMOJIOTMYECKHX PAJIOB HACJIEIACTBEHHOM
n3MeHunBoctd H.M. BaBunoBa. VMcnosib3yss MyTaHTHbBIEC JIMHUU >KMBOTHBIX, MOKHO
CO3/1aBaTh HACJCACTBEHHBIX OOJIE3HEH, KOTOphIE MOTYT OBITh Yy XHBOTHBIX U
genoBeka (reMo(uiusi, SMIICTICUsI, CaXapHBI TUA0eT u Jp.), U3y4yaTh MEXaHU3MBI
MX BOSHUKHOBEHMSI, XapaKTep HACIEJOBAHMS, METObl TMAaTHOCTUKH.
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