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BBEJAEHUE

['eHeTnka 5TO Hayka O HACIEJCTBEHHOCTH W u3MeH4YMBocTU. Kak mo0as
npyrasi OMOJIOTUYECKasi HayKa I€HETHMKAa COCTOMT M3 OOIIMX W YaCTHBIX Pa3JiesioB.
OO61ue pazaenbl MOCBALICHB U3yYEHUIO MaTEPUAIBHBIX OCHOB HACIEACTBEHHOCTH U
U3MEeHUYUBOCTH. OHU BKIIIOYAIOT aHAJIW3 BEIIECTBAa HACIEJCTBEHHOCTH, KOTOPBIM
apisitoTcst MoJiekyiel JIHK, nzydenue croco0a yrnmakoBKH T€HETHUECKOTO MaTepuaia
B KJETKaX M €ro HacJEeJCTBEHHOW Nepenauyd B pALy IOKOJIEHWH, CTPYKTYphl WU
MYTalllil TEHOB, TUIIOB HACJIEIOBAHHUs, OCHOBHBIX MH(OPMAIMOHHBIX MPOIECCOB, a
TaK)kK€ MHOTHE JIpyrue BOmpochkl. YacTHBIA pa3fen FeHEeTUKU — FeHEeTHMKa 4YeIOBeKa
MOCBAILIEH M3YYCHUIO NPOSABICHHE OOIIMX TEOPETUYECKUX 3aKOHOMEPHOCTEU
HACJIEJACTBEHHOCTH M HM3MEHYMBOCTH y 4YelOBeKa. Te ee HampaBieHUs, KOTOPBIE
MOCBSIIEHBI MATOJIOTUHU YEJIOBEKA, SBIISIOTCS IPEAMETOM MEIUIUHCKON T€HETHUKH.

OCHOBHOI LEJIBI0 MEOUUMHCKON TE€HETUKH SBJISIETCS HM3YYEHHE POJIH
TEeHETUYECKUX COCTABJISIONIMX B 3TUOJIOTUU U MATOTE€HE3€ pa3iIMyYHbIX 3a00JeBaHUN
yesioBeka. B 3amaun MeMIIMHCKON T€HETUKH BXOJAT: TUATHOCTHKA HACIEICTBEHHBIX
3a00JIeBaHUl, aHaAIW3 HX PACIPOCTPAHEHHOCTH B Pa3JIMYHBIX MOMYJSALUAX MU
ATHUYECKUX TpYMNIMax, MEAUKO-TEHETHUYECKOE KOHCYJIbTHPOBAHHUE CEMEW OOJIbHBIX,
MpoQHIaKTUKA HACJIEICTBEHHBIX 3a00JieBaHMil Ha 0a3e MpeHaTaTbHOW JUATHOCTUKH.
N3yuyenue Kypca MEIULIUHCKOW N€HETUKH CTYIEHTAMH CIIELIHAIBHOCTH CECTPUHCKOE
7eno KpaitHe HeoOxoaumo st 3G(EKTUBHOTO BHEAPEHUS B KIMHUKY JTOCTUXKCHHI
COBPEMEHHOW T€HETUKH.

YyeOHoe mocobue MpU3BaHO YIUIYOMTh M 3aKpPENUTh 3HAHMS CTYACHTOB 00
OCHOBAaX HAaCJEACTBEHHOCTH M M3MEHYMBOCTH, OCHOBHBIX IPYIMax HACIEACTBEHHBIX

HaTOHOFHﬁ, IMPHUHOUITIAX MCAUKO-TCHCTUYCCKOTO KOHCYJIIbTUPOBAHNA.



1. BUOXUMHNYECKHUE OCHOBBI HACJIEACTBEHHOCTH
1.1. OcHoBHBIE TEOpETHYECKHE 0JI0KEHHS

B mawame 50-x romoB XX Beka ObUIO JOKa3aHO, 4YTO CIMHHUIICH
HACJICJICTBEHHOCTA W W3MEHUYHMBOCTH SBJSICTCS T€H, MaTE€pUAIbHOM OCHOBOWU
KOTOPOTO SIBJISICTCS Oe30Kcupubonykieunosas kucioma (JJHK).

Crpyktypa monekynsl JJHK 6bina pacumdposana J[xx. Yorconom, @. Kpukom
u M. Vunkuacom B 1953 1. OHa mpencraBiser coboi (puc. 1) nBe crmpanbHO
3aKpy4YEHHbIE aHTUNIApAJIJIENIbHbIC (HAIPOTUB KOHIIA 3/ oxHoit uenu pacronaraercs 5!

KOHELl JPYroif) MOJUHYKICOTHIHbIE LEIH.

Pucynok 1. CTpykTypa MoJIeKYJIbI JIHK"
Monomepamu JIHK sBisitorcst mykneomuowt (puc. 2), B COCTaB KaXKJI0TO U3
HUX BXOJST:
1. martuyriaepoHbIN caxap — 1e30KCUpru003a;

2. ocTtaTok (pochOopHOH KUCIOTHI;

KprokoB, B.WM. T'enetmka Yacte 1. BBenenme B reHeTuky. MONEKYyJIIpHBIE OCHOBBI
HacCJEeACTBEHHOCTH: y4ueOHoe mocobue st By30B / B. M. KprokoB. — Opén: Uza-Bo Opénl'AY,

2006. — 176c¢.



3. OJIHO W3 YETHIPEX a30THCThIX OCHOBAHUH (ITypUHOBBIC: AOCHUH U ZYAHUH,

IMUPUMHUANHOBLIC. MUMUH 1 uum03uu).
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Pucynok 2. Ctpoenune HyK.HeOTm[a2 Pucynok 3. BropuuHas CTpyKTypa
MOJIEKYJIbI JTHK®

HyxneoTubl COENUHSIOTCS B IIETIOYKY IyTeM OOpa30BaHUS KOBAJICHTHBIX
(bochomurupHbIX) CBsIze MEXIy JE30KCHPUOO30H OJHOTO U OCTaTKOM
dbochopHON  KHUCIOTHI  JPYroro  HYKJIEOTHJA.  A3OTHCTBIE  OCHOBAHUS
MPUCOCIUHAIOTCS K J€30KCUpHUO03€e U 00pa3yroT OOKOBbIE paaukaibl. Mexmay
a30TUCTBIMU OCHOBaHUsAMH Ienovek J[HK ycranaBnuBaroTcst BOJOpOHBIE CBSI3U: JIBE
— MEXIY aJCHUHOM M THUMHHOM, TP — MEXKIY I'YAaHHHOM M LIUTO3MHOM (pHC. 3).
Crporoe cooTBeTCTBHE (B3aWMOJIONIOJIHEHUE) HYKJICOTHUIIOB APYT APYry B TMapHBIX
nenoukax JJHK (A — T, I' — 1) Ha3bIBaeTCs KomnjiemeHmapHocmoio.

JIHK siBisieTcst XxpaHuTeaeM TeHeTuuecKor nH(popmaIum Bo BCeX KIIETKax Mpo-
1 DYKapHOoT.

Puobonykneunoeaa kucaroma (PHK) B otnnune ot JJHK comepxut caxap —

pu6osy. Taxxe B monekysne JJHK ne BcTpewaeTcs a30THCTOC OCHOBaHHME — TUMUH, B

2% Kprokos, B. U. I'enernka Yacts 1. BBenenue B renetuky. MosekyssIpHbIe OCHOBBI
HACJIeJICTBEHHOCTHU: yueOHoe mocobue st By30B / B. W. Kprokos. — Opén: Uzn-Bo Opénl'AY,
2006. — 176c.



COCTaB MOJIEKYJIbI BXOAWUT JPYroe NUPUMUIUHOBOE OCHOBaHHE — Ypauu.
HeoOxoaumo Ttakxke oTMeTHTh, uTo Mosekyia PHK B ommume or JIHK
MpE/ICTaBICHA OJMHAPHON IIEMOYKOM.

B knerkax cymectBytoT Tpu tuna PHK: nndopmannonnas, tpancrnoptHas u
prubocomabHasl.

Hngpopmayuonnaa PHK  (u-PHK) npencraBmser  coboit  Komuio
onpeaenenHoro yyactka JJHK u BoimonmusieT QyHKIMM NepeHOCUMKAa T€HETUYECKOU
nHpopmaruu ot JIHK k Mecty cuHTe3a Oenka (puOOCOMBI) U HEMOCPEICTBEHHO
y4acTBYET B COOpPKE €ro MOJICKYIL.

Tpancnopmuvie PHK (1-PHK) TpaHCcnopTHpylOT aMUHOKHUCIOTBHI U3
LUTOILIa3MbI B pUOOCOMBI.

Pubocomanvnaa PHK (p-PHK) Bxonut B coctaB pudocom. Cuurtaror, 4to p-
PHK obGecneunBaet onpezeneHHOe NPOCTPaHCTBEHHOE B3auMopacmnonoxenue n-PHK
u T-PHK.

Penauxkayua wmonexyn JIHK mnpoucxogutr B CHHTETHYECKUU TEPUOJ

uHTepdasbl IpHU y4acTHH KoMIuieKca (epMeHTOB (puc. 4).

AHK-nonumepaza Il
YABanBaeT NUANPYIOWYIO
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pylowen yenu
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N, O, 3
1 NN

I
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uem.\ \ PHK-npa#mep
3 \
5|

OpnuHodnas yens [HK, coeguxeH-
Hasa ¢ Denkamu, odecneumnsarowMu
BO3MOXHOCTL ANA pabors npaimMa-
3bl v AHK-nonumepass

Marpuua orcra-
owen yenn

Mpanmasa cuxre
3upyer npanmep

PucyHnok 4. Cxema pemyinkamum MOJIeKYJIbI JIHK4

* Tenernka. Kypc nexuwi: http://works.doklad.ru/view/kGrP1fGnyl4/2.html.
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Kaxnas u3 aByxX Leneu «MAaTEpUHCKONW» MOJIEKYJIBl CIIY)KUT MAaTpULIEH IS
«movepHeir». CtpouT modepHor Mojiekyny depmenTt JHK-noaumepaswt coriacHo
NPUHLHUIY KOMIUIEMEHTapHOCTH. [locie pennukanum BHOBb CHHTE3UPOBAHHAs
monekyna JIHK comepxutr oOOHY «MaTepUHCKYHO» LENOYKY, a BTOPYyI0 —
«JI0YEPHIOI0», BHOBb CUHTE3UPOBAHHYIO (TIOJTyKOHCEPBATUBHBIN CIIOCO0).

Tpanuckpunyus — npoiiecc cuHTe3a MoJiekybl u-PHK, npoucxoasiuii B sijpe.
®epment PHK-nonumepaza nonxonut x monekyne JJHK u paspeiBaeT BogopoaHsie
cBs3u, nocie yero monekyna JIHK packpyunBaercs Ha 2 nenouku. OgHa U3 Leneu
JHK sBnsieTcs koaupyromeid. OHa HaYMHAETCs C 3 koHIa, Tak KaK depment PHK-
MoJIMMepas3a JBWKETCS HMEHHO B O3TOM HalpaBlI€HUH, U TPAHCKPUIILUSA
OCYULIECTBJISIETCS. B HAIPABJICHUH 3 55 a uPHK oOpa3yercsi B HallpaBJICHUU 5 —
3. U3 cBoGomHBIX nykieoruioB PHK ¢depmentr crtpout monexymy u-PHK mo
INPUHLIAIY KOMIUIEMEHTAPHOCTH a30TUCTBIX OCHOBaHUM HYKJICOTHUIOB (aICHUHY
JTHK cootBerctByet yparun PHK, tumuny JJHK — anenun PHK, ryanuny JJHK —
uuto3ud PHK, murtosuny JIHK — ryanun PHK). I'enernueckas wuHpopmanus
moutekyn JIHK npeoGpa3zoBaniack B MOC/I€A0BATENBHOCTh HYKJICOTHIOB MOJIEKYJIbI -
PHK, xoTopas 3aTeM BBIXOJUT U3 sJipa U HAMpaBISETCA K pudbocoMam Jjisl mpoliecca
cUHTEe3a OeJKa.

Tpancnayua — 1epeBO]  TeHETHMUECKOM  uHpoOpMauumu C  s3bIKA
MTOCJIEAOBATEIBHOCTH HYKJIEOTHIOB Ha S3bIK IOCIECI0BATEIIBHOCTH aMHHOKHUCIIOT,
(pacmudpoBka reHeruyeckoro koxaa). [IpoucxoauT B nuroruia3mMe Ha pubdocomax.
VYyactBytor: u-PHK, amunoanun-t-PHK, p-PHK, ¢epmentsl. CuutbiBanue
unpopmanuu ¢ u-PHK ocymectBisiercs B HampaBlieHUU 5 3. Tpancnsauus
COCTOUT U3 TPEX ATANOB: MHULMALMSA, HJIOHTalusl U TepMHUHALMA (pUc S.).

Huuuuayusn — 00BbeHEHNE MaJIou CyObEIMHUITBI pudocom,
nnunuupytomiero tpuriera u-PHK (AVI), wmertnonun-amunoanmn-t-PHK wu

OOJBITION CYyOhETUHUIIBI PHOOCOMBI.



ow..

CeobofHue pHBoComMEl Danox

Pucynok 5. Cxema TpaHCIsiun Geska’

Anonzayus — HapalyuBaHUe MOJUIICTITHAA. ITa Paza BKIFOYAET BCE PEAKIIUH C
MOMEHTa OOpa3oBaHUs MEPBOM MENTUIHON CBSI3U 10 MPUCOCAUHEHUS TMOCIEIHEH

AMHMHOKHMCJIOTBI.

Ha 3aknrounTenbHOM 3Tane TpaHCISUuu (mepmunayus) pudbocomMa JT0XOIUT

10 OJTHOTO U3 «nonsens» kogoHoB MPHK u cuHTE3 monmmnentraa npekpamaercs.

Nudopmaruss 0 mepBUYHON CTPYKType OEITKOBOW MOJIEKYJIbI 3aKOJMpOBaHa
MOCJIEIOBATEIbHOCThIO HYKJICOTHIOB (2eHemuuecKuii Kod) B COOTBETCTBYIOIIEM

yuactke MoJiekyibl [JHK — rene.
CBolicTBa reHETUYECKOTO KOoJ1a!

1. Oonoznaunocms, T.€. KAXIAbIN TPUILIET (TPU HYKICOTUA) KOTUPYET
TOJIBKO OJIHY aMUHOKHUCIIOTY.

2. H3661mounocmsp — HEKOTOPBIE U3 AMUHOKHUCIIOT Oy IyT KOAUPOBAaThCA 2, 3,
4 vnu 6 TpuIieTaMu (BaJIMH KOAUPYETCs 4 TPUILICTAMH, a CepHH — 6).

3. Henepekpuvieaemocmsb — OMTHOBPEMEHHO | HYKIICOTH BXOJUT B COCTAB

TOJIBKO OJHOI'O TPHUILJICTA.

*> A. C. Criupus. TIpuHIHIIBT (yHKIIMOHHPOBAHHS PHOOCOM:
http://nature.web.ru/db/msg.html?mid=1157658&uri=index.html
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4. Yuueepcanbnocmp —y BCEX OPraHU3MOB OJMHAKOBBIC TPUILIICTHI
KOAUPYIOT OJJUHAKOBBIE aMUHOKHCIIOTHI.

5. OononanpaeneHHocmp — KOJl YUTACTCS TOJIBKO B OJJHOM HaIlpaBJICHUHU.

6. Hanuuue noucenc (cmon)-Kk000H06 — TPUILIETOB, KOTOPHIE HE KOJUPYIOT
amuHOKucnoThl. Korna pubocoma B mpoliecce TpaHCHISIIUK TIOXOIUT 10
TaKMX KOJIOHOB, TO CUHTE3 Oeska npekpaimaercsa. B monexyne PHK —
YAA, YT'A, YAT.

7. Henpepwvienocms (0€3 3HaKOB IIPEMMHAHNS ) — IPU BBIMAJACHUU OJTHOTO
HYKJICOTH/IAa B MIPOLIECCE CUUTHIBAHMSI €TO MECTO 3aHUMAET HYKJICOTH/ U3

cocenHero koaoHa. CrapToBeiMU KOgOHAMH B MoJiekyiie u-PHK sBisttorcst

AYTI'uI'VI.
MarpuyHas PHK HY KN EOTMW A4 bl
G A e e 24
1 S ' h 3
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PucyHnok 6. Tadiumna reHeTuyeckoro Kozla6
1.2. MeTtoauka penmieHusi THNMOBBIX 32124

3amava.l. Ogna u3 ueneit mosekynsl JIHK umeer cienmyrommii mopsiiok
HykieotusioB: AAITHTHTAITTALIAIT.

1. Onpenenure Mocaea0BaTEILHOCTD HYKJICOTHUIOB B KOMITJIEMEHTAPHOM 1IETIH.

® Unreprer pecype: http://festival.1september.ru/articles/604998/
10



2. Omnpenenure nocnenoBaTenbHOCTh kKoA0HOB MPHK, cuHTe3mpoBanHOl Ha
KOMILJIEMEHTAPHOU LIETIN.

3. Omnpenenute NOCIENOBATENBHOCTh AMHHOKHCIOT B  MOJIMIIENTHIE,
3aKOJUPOBAHHOM B KOMIIJIEMEHTAPHOU LIETIN.

4. Onpenenure Kak HU3MEHUTCS IOCIEAOBATEIbHOCTh AMUHOKHUCIIOT €CIH B
monekyie JIHK npousoiinet 3ameHa HykiaeoTu10B « T» B 6 U 8 nmonoxeHusx Ha «I'».

Pewenue: 1. CornacHO MNpPUHLMIA KOMIUIEMEHTAPHOCTH  a30THUCTBIX
ocHoBanuii B mosiekyse JJHK (A — T, Il - I'), ctpouM BTOpYIO LIETOYKY MOJIEKYJIBI:

AAITHTUTAITTALIIAIL'T

AAITHUTOTAITTALOUIAI'T — nepBas uenouka JJHK

TTHUTATATIHHATITTIIA — BTopas nenouka JJHK.

2. CornacHoO MPHUHIMITY KOMIUIEMEHTAPHOCTH a30TUCTBIX OCHOBAHUM MOJIEKYJI
JHK u PHK (A -V, 1| - I'), crpoum nenouky n-PHK:

TTHUIATATIHATITTIIA — BTopas uenouka JJHK

AAITHYUOYAITYALIHAI'Y — monekyna u-PHK

3. CornacHo CBOMCTBY TPUIUIETHOCTH TEHETHYECKOTO KOJa, pa3ouBaem
nenouky u-PHK Ha Tpumuiersl, 3ateM 1o Tabiuiie TeHETHUECKOTO Tojia ONpeaeisieM
MOCJIEI0BATEIbHOCTh AaMUHOKHUCIIOT B TTOJIUIIEITUAE:

AAT TTLY OYATITY ALLL ATY — tpumierst uPHK

JU3 — aja — JIeH — INIM — Tpe — Cep — MOJIUIENITH]

4. ITpon3BoauM 3aMEHY HYKJIEOTH]IOB:

AAITHTUTAITTALIAI'T — nepBas uenouka JIHK

AAITUI'OIATTTALILHAI'T — mytupoBanHas nepast nenouka JJHK

[anpiie omnpenensieM MOCIeI0BaTENbHO KOMIUIEMEHTapHyt0 1emnb, u-PHK u
AMUHOKHCIIOTHYO ITOCJIEI0BATEIBHOCTB!

ATTHI'ITCATTTAIIAI'T — myTtupoBanHas nepas nenouka JJHK

TTOOTOTOTHIATITTIA — BTopas nenouka JJHK.

AAITUOI'OIAITYAOUAT'Y — monekyna u-PHK
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AAT TOI HI'ATTY AL AT'Y — tpunnetst u-PHK

JIU3 — aja — apr — U — Tpe — Cep — MOJIUTEIITH]T

3ameHa Hykieotuna «T» B 6 TMOJOXKEHUHW HE TIpUBENIa K H3MEHEHHUIO
AMUHOKHUCJIOTHOM TMOCJIEIOBAaTEIbHOCTH, HO 3aMEHAa B 8 MOJIOKEHUU MNPUBEIET K
3aMeHe aMHUHOKHCIIOTHI JISUIIMH Ha apTUHUH.

3apava 2. [loaunenTtuaHas 1enb 0JHOTO OeliKa )XUBOTHBIX UMEET CJICIYIOIIEEe
Hayajo: JU3UH — IIyTaMUH — TPEOHUH — aJlaHWH — aJIAaHUH — aJlaHUH — Ju3HH... C
KaKOW TIOCJIeIOBATEIIbHOCTH HYKJICOTHJIOB HAUYMHACTCS T€H, COOTBETCTBYIOIIUI
TOMY O€NKy?

Pewienue: 1lockonbKy OJHY aMHHOKHCIOTY MOTYT KOJAUPOBATh HECKOJIBKO
TpUIUIETOB, TouHylo CTpykTypy M-PHK u yuactka JIHK onpenennts HEBO3MOXHO,
CTPYKTypa MOXKET BapbUpoBaTh. VcCHosib3yss MPUHLOUN KOMILUIEMEHTapHOCTH

HYKJIICOTHIOB U Ta6JII/I]_Iy I'CHCTHYCCKOI'O KOJa I10JIy4aCM OOMWH N3 BAPHUAHTOB!:

AAT TAA AITY TIIY TIIY TIIY AAT — u-PHK
TTIILTT TT'A LICA LITA LITA TTII - THK.

3agaHus 119 CAMOCTOATEILHOM PadoThI CTYICHTOB

HOJ’IB?,YHCI) MNpCACTaBJICHHBIMHA MCTOJUKAMU PCHICHUA 3a1a4, IJI 3aKPCIICHUA
Marcpuaaa CaMOCTOATCIIbHO PCHINTC CIACAYIOIIHUC 3aAd4u II0 TCMC «brnoxummnueckue

OCHOBBI HACJICACTBCHHOCTH .

3apaua 1. B oxHoit uccienoBaTeabCKoM 1a00paTOpUn U3yUYeH Y9acTOK OJTHOM
n3 nenodek Mmoiaekyasl JIHK. Oxa3zanock, 4To OH COCTOMT M3 24 MOHOMEPOB-
nykineotunoB: I'TIT TAA HI'A HII" ATA OTIT TALL ALl . KakoBo cTpoeHue

COOTBETCTBYIOIIETO y4acTKa BTOPOM LEMOYKH TOU ke Mojekyisl JJHK?

3amaya 2. Mounekyna JIHK pacnanace Ha aBe nenouku. OnHa U3 HUX UMEET
ctpoenue: TAI' AIIT ITT ALUA II'T I'TT I'AT THA ... . Kakoe ctpoenue Oyner
nMeTh Bropas Monekyna JIHK, korma ykaszaHHas nemnodka JOCTPOUTCS AO ITOJHOM

IBYXLEMOYEYHOU MOJIEKYJIbI?
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3apaua 3. OmnpenenuTe aMUHOKHUCIOTHBIN COCTaB TMOJIMIIENITHIA, KOTOPBIM
Koaupyercst caenayromen nociegoarenbHocThio M-PHK: A LY ITY VYVVY
['TLI.

3amauya 4. Kakas mnocieaoBaTeIbHOCTh AMUHOKUCIOT KOJIUPYETCS TaKoi

nocnenoBarenbHOCThIO HykieoTuioB JJHK: LT AI'T I'TT" AALL LIAT TLIA?

3amaya 5. C kakoil MmociaeaoBaTeIbHOCTH aMUHOKHCIIOT HauMHAETCs OEJIOK,
€CJIM OH 3aKOJIMPOBaH TaKOW MOCIEN0BATENbHOCTHIO HYyKIeoTu10B: ALl LTI ATI
O] ITT AL? KakuMm cTaHeT Hayalao MOJUIENTHUIHOMW IENH CHUHTE3UPYEMOTO
Oenka, €cid TOJ BIMUSHUEM PEHTICHOBCKHMX Jyded MSThIA HYKJICOTHZ OKaKETCS

BBIOMTHIM U3 MoJieKyJbl JJHK?

3amaya 6. OmnpenenuTe MOPSJIOK CIIEIOBAaHHS aMHUHOKHCIOT B YYacTKe
MOJIEKYJIbI O€JiKa, €CJI U3BECTHO, YTO OH KOJUPYETCSl TAaKOW MOCIEI0BATEIbHOCThIO
nykineotunoB JIHK: TT'A THI I'TT TAT I'UI' L. Kak u3smenutcs Geok, eciu

XUMUYECKUM ITyTeM OYIyT yAalIeHbl I€BSATHIM U TPUHAALATHIA HYKICOTHU IbI?

3agmaya 7. HazoBure mnocneaoBaTelIbHbIE MOHOMEPBI YYacTKa MOJIEKYJIbI
0eJnka, KOTOPBIM CUHTE3UPYETCs Ha OCHOBE MH(OpMAIIMH, «3aITMCAHHOW» B MOJIEKYJIE
JIHK takum nopsinkom Hykieotunon: THT LTI AAA AAT" ATA UT" LHAT. Kak

OTpa3uTCs Ha CTpOeHUH Oelka BhinaaeHue u3 mojekynsl JJHK nepBoro nykneoruna?

3apaua 8. Yuyactok memu [IHK wumeer cnemyromryto mocienoBaTenbHOCTh
nykineotunoB: [TA AIA ITA ITT AAA TAIl. KakoBa nepBuyHas CTPyKTypa
oenka, ecnmu B atou menu JIHK Bemager 10# nykineotun? KakoBa mnepBuyHas

CTpyKTypa Oemnka, eciau Mexay 9-m u 10-M HyKJIeoTH1aMHi BCTaHET HYKJICOTHA «T»?

3agaua 9. IlepBbie 9 aMMHOKHUCIOT B P-lienM WHCYJIWHA: (PEHWIANAHUH —
BAJIMH — acllapariHOBasl KUCJIOTAa — INIyTaMUH — FMCTUAMH — JIEWIUH — LIUCTEHH —

[JIMIWAH — CEPUH.

Omnpenenure 0OIMH U3 BapuaHTOB CTPYKTYpsl yuactka JIHK, konupyromero aty

4aCTb HCTIN MHCYJINHA.
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3agaya 10. @OparMeHT MOJEKyJIbl MHUOTJIOOMHA UMEET CIEIYyIoIIne
AMUHOKHCIIOTBI: BaJMH — QJaHUH — TJIyTaMUHOBAsl KUCJIOTa — TUPO3UH — CEPUH —

rIyTaMHUH.

Omnpenenure 0AMH U3 BO3MOXKHBIX BapUaHTOB CTPOEHHs (hparMeHTa MOJICKYIIbI

JIHK, xogupyrorieit 3Ty nmocieaoBaTeIbHOCTh aMUHOKUCIIOT?

3agaua 11. YyacTtok MoJeKyIbl Oejika UMEET CIEIYIOIIee CTPOEHHUE: PO — JIU3
— ruc — Baj — TAp. CKOJIBKO BO3MOXKHBIX BAPHAHTOB CTPOSHUS (PparMeHTa MOJICKYJIbI

JHK konupyet 3Ty 4yacTh MOJIEKYJIbI Oenka?

3agaya 12. Ogna w3 ueneil pubOoHykieasbl (hepMeHTa MOKEITYyI0YHON
xeJe3bl) cocTouT u3 16 amunokuciot: ['my — ['mu — Acn — [Ipo — Tup — Ban — I[Ipo —
Ban — I[Ipo — Ban — I'uc — ®en — AcH — Ana — Cep — Ban. Onpenenure CTpyKTypy

yuactka JIHK, kogupyroiero 3Ty 4acTb puOOHYKJIEa3bI.

3amaya 13. Kakoii mocienoBaTeabHOCThIO HyKIeoTun0B JIHK komupyercs
y4acTOK OejIka, €CJIM OH UMEeT CIICIYIOIIee CTPOCHHE: TIPOJIMH — BaJUH — apTUHUH —

IIPOJIVH — JIEULIUH — BAJINH — QPTUHUH?

3agauya 14. Menpinas 1enb MOHOMEPOB B MOJIEKYJIe HMHCYJIWHA (Tak
Ha3bIBaeMas Ienb A) 3aKaHYMBACTCS TAKUMU aMHUHOKHCIOTAMHM: JICHIIMH — THPO3HWH
— acrmaparuH — TUPO3WH — IHCTeWH — acnaparud. KakoW mocienoBaTeibHOCThIO

Hykieotu10B JIHK kogupyercs nanHas uenb MOJIEKYJIbI?

3agmauya 15. T'opMOH Ba30ONpPECCMH HMMEET CIEAYIOIIYI0 aMHUHOKHCIOTHYIO
nocieaoBaTeabHOCTh: [luc — Tup — ®en — I'mu — Acu — Huc — IIpo — Apr — I'nu.
CocraBpTe Mocaeq0BaTENbHOCTh HYKJIEOTHIOB, KOAUPYIOIKX 3TOT ropMoH, B JIHK u

n-PHK.
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2. HUTOJOI'MYECKUE OCHOBBI HACJIEACTBEHHOCTHA
2.1. OcHOBHbIE TeOpeTHYECKHUE MOJI0KEHHUS

BpeMs KU3HU KJIETKM C MOMEHTa €€ oOpa3oBaHMs 1O JACJICHUS COCTABIISICT
K1emoynslil yuka. KieTouHslid UK ENUTCA Ha CTAIUN: MUMO3 WU COOCTBEHHO
NEJIEHUE KIIETKU U uHmepgaza — niepuon Mexnay neneHusmu. Camoil IIUTeIbHOU
crtaaueil uHTepdasbl SABISETCS TNEPUOJ]] OTHOCUTEIBHOTO TIOKOS KJIETKH —
npecunmemuyeckana cmaoua GI, ee TPOAOIKUTEIBHOCTh MOYKET 3HAYUTEIBHO
BapbupoBath. [locne Gl HaumHaeTcss OUeHb BaKHASI CUHMemuueckas cmaous S, B
npouecce kortopou npoucxoaut permkanus JHK. Janee cinepyer moaroroBka k

MHUTO3Yy — nocmcunmemuyeckasa cmaoua G2 u cam MUTo3 — cmadua M.

$aza M

MUTO3
(nenenve anpa)

UMTOKUHE3
(nenenue umronnasmer) 4

¢aza G1
S-thaza
pennukaums AHK

PucyHok 7. CxemMa KJ1eTOYHOro HMKIa’
KitoueBast poJjib B MUTO3€ MPUHAJICKUT XPOMOCOMAM — TAaKUM CTPYKTypaMm B
Apax KJIETOK, KOTOpble B IEPUOJ JEJICHHS OTYETIMBO BHJHBI MPU CBETOBOMU
MUKPOCKOIIMA ¥ HCMOJB30BAaHUU  CHENUPUYECKUX METOJOB  OKpalldBaHUSI.

OKpamHBa}omeec;I BCUICCTBO XPOMOCOM HA3BIBACTCS XPOMAMUHOM.

! AraynnaxanoB @.U., I'pumyk E.JI. Kietka: koopauHaIus MOJEKYISIPHBIX TPOIIECCOB JCICHUSI.
http://www.prinas.org/article/5792
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HaGop xpoMocom oOIHOW KIETKH Ha3bIBA€TCA KapuOTUIIOM. Yuciao w

MOPQOJIOTHUSI XPOMOCOM OTHOCSTCS K BUIOBBIM ITPU3HAKAM.

Crynax KOpOTHOe NNeYo
UeMTDOWME DS
Uentpomepa
MO
ILnmHoe nneyo
feno- Axpo Cybmera Mera
EHTPWECKaAR ueHTprvelkan ueHTpuvecxan UEBHTPMYeCKasA

Pucynok 8. Tunsbi XpOMOCOM8

B kaxmoil XpoMOcOoMe€ €CThb BaKHbIA (DYHKIIMOHAJIBHBIA Y4YacTOK, KOTOPBII
Ha3bIBaCTCS LEHTpoMepou. Ilemmpomepa pa3gensieT XpoMOCOMY Ha JBa IIEya,
KOTOPBIE HA3bIBAIOTCS menomepamu. XpPOMOCOMBI JI€NIAT HA AKPOUEHMPUKU,
MemaueHmpuku U cyOMemayeHmpuxku TpU  JOKAIA3ALUU  LEHTPOMEPHI
COOTBETCTBEHHO HA KOHIIE XPOMOCOMBI, IOCPEOUHE KU B IPOMEKYTOUHOM
MOJIOKEHUU. BBIIENSIIOT TakKe TEIOLEHTPUUYECKUE XPOMOCOMBI, KOPOTKOE IJIEUO Y
KOTOPBIX OTCYTCTBYET.

B coMarnueckux Kie€TKax BBICHIMX Ka)KJas XpOMOCOMa MPEACTAaBICHA IBYMS
KOMUSAMHU, TO €CTb OUNIOUOHBIM HaOopom. W TOIBKO B TIOJOBBIX KIJETKaX
HaOIIOAaeTCsl OJUHAPHBIA WIH 2ANI0UOHBLI HAOOP XPOMOCOM, OOpa3yroIIHiics B
pe3yJabTare mnpoiecca Meiosa.

Muro3, B CBOIO OdYepenb, TakKe JAeNUTcs Ha crtaauu. Ha cranguu npodghazvl
MIPOUCXOJUT HCYE3HOBEHHE SJIEPHOM MeMOpaHbl, KOHJICHCAIUS WU YIJIOTHCHHE
XPOMOCOM 3a CYET UX CHUpaIM3alMK, MUTPALMUS IEHTPUOJICH K MPOTHUBOIOIOKHBIM
MOJIFOCaM, TIPUBONAIIAS K TIONAPU3AIMMA KJICTKH, W (OPMHUPOBAHHE BEPETCHA

JEJICHUS.

® Ariac no reseruke. Yue6. mocobue mogx pen. H.B. YepOsimesa. — M. : Pych-Omumm, 2009. — 318c.
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Pucynok 9. Muto3s’

B nepuon memaghazsr nieHTpOMEpHI pacmoyiaraloTcs IO IKBATOPY KIIETKU
MEPIICHIUKYJISIPHO OCH BepeTeHa JeneHus. Ha cragum awmaghazsr mpoucxoaut
paslieJieHue  IIEHTPOMEp, XPOMATHIIbl TMPEBPAIAIOTCS B CAMOCTOSTEIbHBIC
XpOMOCOMBI M, yBJIEKaeMble  IICHTpOMEpaMH, HA4YMHAIOT  JBUTAThCI K
MIPOTHUBOIIOJIOKHEIM ~ TIOJIFOCAaM ~ KJIETKM TI0 HHTSIM BepeTeHa jeneHus. Ha
3aKITIOYUTENBHON CTAAUN — menoghaze — MPOUCXOIUT JIECIIUPATU3ALNL XPOMOCOM,
ucye3aeT BEpeTeHO JAcieHus, (HOopMHUpYETCs sAepHas MeMOpaHa W IPOUCXOJUT
pas3JelieHne IUTOILUIa3MbI (4UumoKenes).

Meiio3 TPOUCXOAUT TOJBKO TIPU OOpa30BaHUM TIOJIOBBIX KIETOK, U OH
BKJIIOUAET JIBa KJIETOUYHBIX JIeNieHUs: Meo3 I unu pedykyuonnoe oenenue n meiio3
Il (Gxeéauyuonnoe oenenue). Bo Bpems mnpodassl wmeiioza | romoIOrHYHBIC
XPOMOCOMBI KOHBTUPYIOT (CIIMBAIOTCSA) APYr C JAPYTOM TO BCEHl myMHE, 00pasys
oueanenm. B 3T0 BpeMs MOXET NPOUCXOIUTh OOMEH YYacTKaMH MEXIY
HECECTPUHCKUMH XPOMATHIAMH — KPOCCUH206€p VIV TOMOJIOTHYHAS PEKOMOMHAIIHS.
B Touke pexkoMOuHanuu oOpa3yercs BUAMMAas B CBETOBOM  MMKPOCKOI

KpecTtooOpa3Has CTpyKTypa — xuazma. OOMeH MPOUCXOAUT TOJBKO MEXKIY ABYMsI U3

® Hutepuer pecype: http://www.clinicalnutritionsociety.com/31/mitoss
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0

yeTblpex Xxpomarun. Ha cragum wmetadassl

HNBAJICHTBI BBICTPAUBAIOTCA B

DKBAaTOPUAIBHOM IUIOCKOCTH, NPU 3TOM LEHPOMEPHI CIy4YalHO OPUEHTUPYIOTCS

OTHOCHUTEJIBHO IIOJIIOCOB KJIETKM. Ha cTaanuu aHa(baBBI TOMOJIOTHUYHBIC XPOMOCOMBI

OTACIAIOTCA APYT OT APyra U HAYMHAIOT ABHUI'aTHCA K ITPOTHBOIIOJIOKHBIM ITOJIFOCAM.

HpH 9TOM PACHICIVICHUA HCHTPOMCPBI HC IIPOUCXOAUT, U CCCTPHUHCKUC XPOMATHABI

OKa3bIBAIOTCsA CBA3aHHBIMMH. OI[H&KO OHHU MOI'YT OBITH YK€ HC HWACHTUYHLI APYT APYyIry

U3-3a2 TPOM3OIIESANIET0 KPOCCHHTOBEpa. Takum o0p

asom, B mpouecce menosa | u3

OJTHOM JWIUIOMIHOM KJIETKHM 00pa3yloTcs JBe TarlonaHble. [IpoMexyTok Mexmy

IICPBBIM W BTOPBIM ACJIICHUSAMUA MeMo3a Ha3bIBaeTCs UHMEPKUHE30M. Baxno

MMOAYCPKHYTL, YTO Ha TOM CTaarn HE ITPOUCXOAUT YABOCHUS XPOMATHU/I.

Pucynok 10. Meiio3
B mpodasze meiio3a Il BoccranaBimuBaeTcs B
pacmnoJiaratoTcsi B 3KBATOPHAIBHOM  IUIOCKOCTH.

paclleyieHue LEHTPOMEpP, M XPOMOCOMBI

Menos
/»——TT: KT i /.7‘-(_7\ CecTpuHckue
( K e (T xpomatuas
\;__/// XpomMmocoma \,,___;//
2n2c l 2n4c
PepykuunoHHoe / B‘—" B:Es:i:o
aeneHune L ﬁ = =
\ / 2n4c
&
/ .
& $ | 2nac
b e
SkKBauynoHHoOEe |/ “ \ /\‘ },}
Aenenve noe \77”/;,,. \‘q\\‘ii_r/w n2c
W — o e s
|/( \\| 1/< }\x
2nNn2c \7 J \& / 2Nn2c
\7 TS N e
__nc __nc n.g‘l\ nc
e B o~ B Y
& @ & &)
\,\';‘ 2 4 \,;‘7/ \\777‘ & 4 ‘\;‘7__/
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CPCTCHO ACJICHUA, XPOMOCOMBI

B anadaze II mnpoucxomur

ABUI'alOTCA K IIPOTHUBOIIOJIOKHBIM

19 Jlexrmu o Gmomormn. http://bio.fizteh.ru/student/files/biology/biolections/lection15.html
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nomocaM. TakuM 00pa3oM, Ha OAMH aKT YJABOCHHUS XPOMOCOM MPHUXOIATCS JiBa
MOCJIEIOBAaTEIbHBIX LMKIA JAeneHus kieTku. llocime 3aBepmienust temodassr |l
IUIUION/IHAs POAMUTENbCKAs KIETKa JAEIUTCS Ha YEThIpEe TalNIOUJIHbIE I10JIOBbIE
KJIETKH, pUYeM 00pa30BaBIIMECS raMeThl HE UASHTHYHBI JpYT APYTY — (hparMeHTshl

MAaTEPUHCKUX M OTIIOBCKMX XPOMOCOM HAaXOJSATCS B HUX B PA3IMYHBIX KOMOWHAIIUSIX.
3aganus 11 CAMOCTOATEILHOM Pa0d0ThI CTYJ1€HTOB

Jlns  3akperuieHuss Marepuana 1o Teme «lluronmormueckue  OCHOBBI
HACJICJICTBEHHOCTH» CAMOCTOSTEIBHO PEIINTE CICAYIONIME TECTOBBIC 3aJaHusl.
BoibepuTe 0JIMH WM HECKOJIBKO MPAaBUIIBHBIX OTBETOB.

1. OPTAHOMJBI KJIETKH, COAEPXAIIME JJTHK
1) sapo
2) pubOCOMBI
3) xomruiekc ["ombmku
4) MUTOXOHAPHUH
5) XJIOpoILTacThI
6) sHIOMIA3MATHYCCKUI PETUKYITYM
2. B XPOMOCOMAX OCYIIECTBJIAIKOTCS ITPOLIECCHI
1) cunre3 Oejka
2) cunte3 ATD
3) cunre3 PHK
4) dorocunres
5) cunre3 JJHK
3. BCOCTAB XPOMATHUHA BXOJAT
1) JIHK
2) YIIIEBOJIBI
3) monmcaxapHuabl
4) PHK
5) Oenku

6) >KupbI
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MECTO IIPUKPEIUIEHM S HUTEM BEPETEHA JIEJIEHUS K
XPOMOCOME
1) sApBIIIKO
2) Tenomepa
3) ueHTpomepa
CAMOYJIBOEHUE MOJIEKVYIJIbI IHK ITPOUCXO/JUT
1) B unTepdaze
2) B mpodase
3) B MeTadaze
4) B anadaze
5) B Tenodaze
CIIOCOBb AEJIEHUS COMATUYECKHUX KJIETOK )KUBOTHBIX
1) muTO3
2) Meiio3
BMOJIOTMYECKOE 3HAUYEHUE MEHO3A
1) obecrneurBaeT coxpaHeHHE UCXOAHOTO XPOMOCOMHOTO Habopa
2) oOecrieyrBacT peAyKIIMIO XPOMOCOMHOTO Habopa
3) obecrneynBaeT reHETHUECKYIO OHOPOAHOCTD JOYCPHUX KICTOK
4) NEeXUT B OCHOBE MEXaHH3Ma 00pa30BaHMUs TaMeT
BO BPEMS MENO3A, B OTJIMUME OT MUTOTUYECKOI'O JIEJIEHU A
KJIETKU, ITPOUCXOAUT
1) oOpa3oBaHMe ABYX KIETOK
2) oOpa3oBaHME YETHIPEX KIETOK
3) omHO IeeHHe
4) nBa aeneHus
5) oOpa3oBaHUE OJTMHAKOBBIX [0 TEHETHYECKOMY HA0OPY KJIETOK
6) oOpa3oBaHHE pa3HBIX KICTOK
7) YMEHBIIIEHUE YUCIIa XPOMOCOM

8) yBeiauueHHE YKCIa XPOMOCOM
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9. UHTEP®A3A - 3TO CTAAUA AEJEHWA KJIIETKH, BO BPEMSA
KOTOPOH
1) npoucxoaut cunte3 JJHK
2) paspyiiaercs 000I09Ka Sapa
3) oOpa3syercs 000J104Ka Aapa
4) XpOMOCOMBI HE BUJIHBI
5) XpOMOCOMBI BBICTPAUBAIOTCS TI0 IKBATOPY KIETKH
6) XpOMOCOMBI PACXOISTCS K MOJFOCaM
10. [TPODPA3A MUTO3A — OTO CTAANWA AEJIEHW A KJIIETKU, BO BPEM A
KOTOPOH
1) paspyiaercst 000104Ka sIpa
2) oOpa3syetcs 000j109Ka sApa
3) npowucxoaut cuute3 JJHK
4) XpOMOCOMBI PaCXOATCS K MOJIF0CaM
5) XpOMOCOMBI BBICTPAUBAIOTCS TI0 IKBATOPY KICTKH
6) CTaHOBSTCS BUIHBI XPOMOCOMBI
7) XpOMOCOMBI HE BUJIHBI
11. META®A3A — 3TO CTAJIUSA JEJEHN KJIETKH, BO BPEM S KOTOPOI
1) mpoucxoaut cunare3 JTHK
2) paspymaercs 000JI0UKa sijapa
3) obpasyeTcst 000JI0UKa AApa
4) XpOMOCOMBI HE BHJIHBI
5) XpOMOCOMBI BBICTPAUBAIOTCS TI0 IKBATOPY KICTKH
6) XpPOMOCOMBI PaCXOIATCS K TOITIOCAM
12. AHADA3A — OTO CTAAWA AEJIEHUA KJIIETKH, BO BPEMA KOTOPOU
1) XpOMOCOMBI HE BUIHBI
2) XPOMOCOMBI PACXOISTCS K MOJHOCaM
3) XpOMOCOMBI BEICTPAMBAIOTCS IO YKBATOPY KICTKH
4) npoucxoaut cuute3 JJHK

5) paspyiaercs 00004Ka sapa
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6) oOpa3syercst 0060I0UKa sIpa
13. TIOCJIEAOBATEJIBHOCTb ®A3 MUTO3A
1) meradasa npodasa — reaodasza — anadasa
2) metadasa — uaTepdasza — nmpodasza — aHadasza
3) untepdaza — Tenodasa — anadasza — metadasza — nmpodasa
4) anadasa — metadasza — npodasa — Temodasa
5) mpodaza — metadasza — anadaza — renaodasa
14. BO BPEMA S-ITEPUOJA KIIETOYHOI'O IUKITIA ITPOUCXOAUT
1) paspyireHue sepHOi 000T0IKH
2) cunte3 JIHK
3) cunte3 PHK
4) cuHTE3 OEIIKOB
5) XpOMOCOMBI HE BHJIHBI
6) XpOMOCOMBI BBICTPAMBAIOTCS 10 SKBATOPY KICTKH
7) XpOMOCOMBI PaCXOISTCS K TIOJTFOCaM
15. HAUBOJIEE KOPOTKAA CTAAMA MUTO3A CPEJU ITEPEUMCIIEHHBIX
1) unTepdaza
2) tenodasa
3) meradaza
4) mpodaza
16. TP MUTOTHUYECKOM JEJIEHUN JUTUIONIHOI'O S/1PA
[TOJIYUAETCS HABOP XPOMOCOM
1) rammougHbIH
2) IOUILTOMIHBIHI
3) MOJUILUIONIHBIN
17. TUII IEJIEHMS KJIETOK, KOTOPBI HE COITPOBOXJIAETCS
YMEHBINEHNEM HABOPA XPOMOCOM
1) muTO3
2) 1 nenenue metio3a

3) Il nenenue meiio3a
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18.

19.

20.

21.

22.

23.

THUIT AEJIEHW A KJIETOK, KOTOPBIN COITPOBOXIAETCHA
YMEHBIIEHUEM HABOPA XPOMOCOM
1) mpocroe aencHue
2) MHUTO3
3) I nencHue metio3a
4) 11 nenenune Meiio3a
TUIT AEJIEHW A KJIETOK, ITPM1 KOTOPOM KOJIMYECTBO XPOMOCOM
YMEHBIIAETCA POBHO B /IBA PA3A
1) mwuro3
2) 1 neneHue metio3a
3) Il nencuue meiio3a
4) aMuTO3
ITPABWJIBHOE OIIPEJAEJIEHUNE MEHNO3A
1) Melio3 — 3TO JIeIeHNE KJIETKH, IIPH KOTOPOM YHCIIO XPOMOCOM
OCTaeTCs MMOCTOSIHHBIM
2) Me#03 — 3TO JIeJICHHE KICTKH, IPU KOTOPOM YHCIIO XPOMOCOM
YMEHBIIIACTCS B /[BA pa3a
3) Meit03 — 3TO IIepBOE JICICHUE 3UTOTHI
MENO3 (Y PA3BHBIX OPTAHN3MOB) MOXET ITPOUCXOJAUTH
1) npu oOpa3zoBaHUU TaMeT
2) TpH JEJICHUN COMATHYSCKUX KICTOK
[IEPBOE JIEJIEHUE MENO3A HA3BIBAETCS .... [IOTOMY UTO...
1) MUTOTHYECKOE
2) 3KBaIMOHHOE (YpaBHUTEIHLHOE)
3) peayKIMOHHOE
4) ...K OJIFOCaM PacXoIATCS XPOMATHIBI OT KaKI0H XPOMOCOMBI
5) ...K MoJIr0caM PacXoAsATCs MEIbIe XPOMOCOMBI
BTOPOE AEJIEHUE MENO3A HA3BIBAETCS .... [IOTOMY 4TO...
1) MuTOTHYECKOE

2) SKBalMOHHOE (YPaBHUTEIIHHOE)
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3) pemyKIIMOHHOE
4) ...K IOJIIOCaM PacXOJISATCS XPOMATH/IBI OT KaXKIOW XPOMOCOMBEI
5) ...k IOJIFOCaM PacXoJIATCS MEIIbIe XPOMOCOMBI
24. KPOCCHUHI'OBEP — 3TO
1) caMOyaBOEHHE XPOMOCOM
2) SIBJICHHE KOHBIOTAIMK XPOMOCOM B npodase I nenenus meiiosa
3) sBIIEHUE MepeKpecTa XpoMocoM B ipodase | neneHus meiiosa
4) mporiecc pacXoXkICHUS XPOMOCOM K IOJIFOCAM KIICTKH
5) oOMeH ygacTKaM# XpOMOCOM
25. B OTJIMYUE OT ITPOD®A3BI MUTO3A, BPEMSA ITPOD®A3BI I IEJIEHM S
MEWO3A ITPOUCXOJUT
1) yaBoeHHE XpOMOCOM
2) crupanu3amys XpoMOCOM
3) cOnmKeHue roMOJIOTUIHBIX XPOMOCOM
4) obOpa3zoBaHuc OMBAJICHTOB
5) KpOCCHHTOBEp
6) pacxokIeHHe XpOMAaTHUJ K IOJIF0CaM KIETKH
7) pacxoxaeHHE XPOMOCOM K TIOJFOCaM KIICTKH
26. B XPOMOCOME K HAYAIJIY ITPO®A3bI MUTO3A HAXOJUTCA ....
XPOMATHU/IbBI
1) ongna
2) nBe
3) Tpu
4) veTwIpe
27. B XPOMOCOME K KOHITY MUTO3A HAXOIUTCHA .... XPOMATUbI
1) oxgna
2) nBe
3) Tpu

4) veTwIpe
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28. UCXOJIHAS KJIETKA UMEJIA 14 XPOMOCOM. B PE3VJIBTATE
MUTO3A XPOMOCOM JOYEPHAA KIIETKA BYJAET COAEPXATD
1) 7
2) 14
3) 28
4) 56
29. KOJIMYECTBO KJIETOK, KOTOPOE OBPA3YETCA B PE3VJIBTATE
MENO3A
1) onHa
2) nBe
3) Tpu

4) derwIpe
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3. 3AKOHOMEPHOCTH HACJIEAOBAHUS ITPU3HAKOB

3.1 OcHoBHbBIE TCOPETHYECCKHUE TTOJTOKCHUSA

Ilpuznaxk — mobass 0COOCHHOCTh CTPOEHHMs, JII0OO€ CBOMCTBO OpraHU3Ma.
Pa3BuTHe mpu3HaKa 3aBUCUT Kak OT MPUCYTCTBHS APYTHMX IE€HOB, TaK U OT YCIOBHI
cpenbl, popMupoBaHNE MPU3HAKOB IPOUCXOIUT B XOJ€ WHIAUBUAYATHLHOTO Pa3BUTHUS
ocobeit. [loaromy kaxmas OTAeIbHO B3sATasg 0coOb 00JiajlaeT HaOOpPOM MPU3HAKOB,

XApPaKTCPHBIX TOJIBKO IJIA HEC.

@enomun — COBOKYIHOCTH BCEX BHEIIHHX W BHYTPEHHHMX IIPU3HAKOB
OpraHu3Ma.
I'en — (QyHKUMOHANBHO HENEIMMAas €IUHUIA TEeHETHYECKOro Marepuaina,

ydyactok Monekynsl JHK, komupyronmmuii NepBUUHYIO CTPYKTYpy MOJUANEOTHAA,
MOJIEKYJIbI TpaHcnopTHoW wimm pubdocomuor PHK. B mmpokom cwmbicie TeH —
yuactok JIHK, onpenenstomuii BO3MOKHOCTb Pa3BUTHS OTAEIBHOTO 3JIEMEHTAPHOTO
MPU3HAKA.

I'enomun — COBOKYITHOCTh T€HOB OpPTaHU3MA.

JIoKyc — MeCTONOJIOKEHUE TEHA B XPOMOCOME.

Annenvuvle 2eHpl — TEHBI, PACHOJIOKEHHbIE B WIACHTUYHBIX JIOKycax
TOMOJIOTHYHBIX XPOMOCOM.

T'omo3uzoma — opranvsM, UMEOIIMN AJUIEIbHBIE T€HBI OJTHOW MOJIEKYJISIPHOU
(hopMBL.

I'emepo3ucoma — Opranu3M, WMEIOIIMKA AJUICJIBHBIE TE€HBI  PAa3HOU
MOJICKYJIIPHON (POPMBI; B 3TOM CiIy4ae OJUH W3 T€HOB SBIISETCS JIOMHUHAHTHBIM,
IPYrof — PELIECCUBHBIM.

Peueccuenuiit 2en — ajenb, ONPENCISIIONIMNA PA3BUTHUE TPU3HAKA TOJIBKO B
TOMO3UTOTHOM COCTOSTHUU; TaKOW NPHU3HAK Oy/I€T Ha3bIBATHCS PEIIECCHBHBIM.

Homunanmmusiii 2en — annesnp, ONPEACISAIONMNA Pa3BUTHE NPU3HAKA HE TOJIBKO
B TOMO3WTOTHOM, HO M B TE€TEPO3UTOTHOM COCTOSIHWM, TaKOW MpHU3HAK OymaeT

Ha3bIBAaThCA JOMHUHAHTHBIM.
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3akon eounooodpazusa 2ubpuooe nepeozo NOKOJIEHUA, WU NEPEblil 3aAKOH
Menoena: Ilpu MOHOTHOPHUITHOM CKPEIIMBAHUKM TOMO3HWTOTHBIX OCOOEH, MMEIOITNX
pa3Hble  3HAYEHUs  aJbTEPHATHUBHBIX  MPU3HAKOB,  TUOPHUIBI  SBISIOTCS

€IMHOOOPa3HBIMU IO TEHOTUITY U (DEHOTHITY.

O) .

-
i ‘@
Xentoe 3eneHoe

AA S " aa

Fy Xentoe
Aa J
S
AT
[ameTsbl (j/ ( A) ( a\
S .
g Q XKentoe Xentoe
=
=
™
AA Aa
Xentoe 3eneHoe

Ol u~ @~

Pucynok 11. IlepBblii 1 BTOPO#i 32aKOHBI Mengens

3axon pacwennenusn, unu emopoi 3axon Menoensa:. 1lpu MoHOTHOPUIHOM
CKpENIMBAaHUN TE€TEPO3UTOTHBIX 0CO0EH y THOPHUIOB UMEET MECTO pacHICIUICHUE TI0

(¢enoTuny B oTHomeHuu 3:1, mo renorumny 1:2:1.

3akoH He3zasucumMo2o Haciedosanus (mpemuii 3axkon Menoensn) — Tpu
CKPEILIMBAHUN ABYX OCOOEH, OTIMYAIOIIMXCS Ipyr OT Apyra mo AByM (u Oosee)
napam ajdbTEPHATUBHBIX TPHU3HAKOB, TE€HbI M COOTBETCTBYIOIIME WM TPU3HAKU

HaACJICAYIOTCA HC3aBUCUMO JpPYyr OT JApyra U KOM6I/IHI/IPYIOTC$I BO BCCX BO3MOXXHBIX

COUYeTaHUAX (KaK U MPU MOHOTUOPUTHOM CKPEIIMBAHUN).

! Unreprer pecype: http://ftl1.ru/tl_files/presentations/Pimenov
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Xentoe 3enenoe
rnankoe MOPLUMHUCTOE
AABB Searticia aabb

Fy rnapkoe

Aatb - g/ ~_
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XHenroe Kenroe Kenroe XKentoe
rnapkoe rnagkoe rnaakoe rnagkoe

[amersi

(3)-0
2

AA Aa Aa
BB ' Bb BB » Bb

Xenroe HKenroe Kenroe Xenroe
rnapkoe MOpPLUMHUCTOE | rnagkoe MOpPLLUHUCTOE
AA > AA Aa & Aa
_— Bb bb s Bb o bb

F2 XKentoe Kenrtoe 3enexoe 3enexoe

rnagkoe rnaakoe rnapkoe rnankoe

|

Aa Aa aa aa
- BB -y Bb BB Bb

HKenroe HKenroe 3enenoe 3enenoe
rnagkoe MOpUMHKUCTOR | rnagkoe MOpLLMHUCTOE

Aa J Aa aa ™ aa
<y Bb R bb Bb bb

Pucynok 12. HiutiocTpanusi TpeThero 3aKona Menes

2

OTHolIeHHWE MEXAy TeHaMHu U TpPU3HAKaMH JOCTaTOYHO CJlokHOoe. B
OpraHu3Me He BCerja OJWH T'€H OMNpeNessieT TOJbKO OJWH MPH3HAK U, Ha00OpOT,
OIMH TPU3HAK OMNpEAENseTCsd TOJbKO OJHMM Te€HOM. Yaile OJWH Te€H MOKET
CIOCOOCTBOBAaTh MPOSIBIICHUIO Cpa3y HECKOJBKUX MPU3HAKOB, U HA00OpPOT.
DEHOTUITNYECKOE MPOSBICHUSI TOTO WM WHOTO MPHU3HAKa SIBISIOTCS PE3yJIbTaTOM
B3aMMO/ICHCTBUSI MHOTHUX T€HOB.

Paznuuaior  1BE  OCHOBHBIX  2PYHRBL  63AUMOOCUCHIGUA  2€HOE.
eézaumooelicmeue Mexcoy a1eIbHbIMU 2eHAMU U 63AUMOOCUCHEUE MEHCOY
HeanneavHumol 2enamu. V3BecTHbl Takue (HOpPMBI B3aMMOJEUCTBUS MEXKIY
aJUICNIbHBIMM  T€HAMH: TMOJIHOE€ JOMHUHUPOBAHUE, HEIMOJIHOE JOMUHHUPOBAHUE,
KOJIOMUHHPOBAHUEM U CBEPXJTOMUHUPOBAHMUE.

OcHoBHasi (opma B3aUMOJICUCTBUSI — HOIHOE OOMUHUPOBAHUE, KOTOPOE

Brepble onucaHo 1. Mengenem. CyTp ero 3akirodaercs B TOM, 4YTO B

2 Murepuer pecype: http://ftl1.ru/tl_files/presentations/Pimenov
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FE€TEPO3UTOTHOM OpraHMW3ME MPOSIBIICHHE OJHOW W3 ajulesiel JOMUHUPYET Haj
MPOSIBJIEHUEM JAPYTOMU.

Henonanoe oomunuposanue — Gopma B3aUMOJCHCTBUSA, TMPU KOTOPOH Y
rE€TEPO3UTrOTHOrO opraHu3Ma (Aa) JOMUHAHTHBINA T'eH (A) HE MOJHOCTHIO MOJABISET
pPELECCUBHBIA TeH (a), BCIEJACTBUE YEro MPOSBIAETCS MPOMEKYTOUHBIM MEXIY
POJIUTENHCKUMU MPU3HAK.

[Ipu Kodomunuposanuu B TETEPO3UTOTHBIX OpraHU3Max KaXKIbld U3
aJUIEJIbHBIX TEHOB BBI3BIBAET (DOPMUPOBAHKE 3aBUCUMOTO OT HErO MPOJYKTa, TO €CTh
OKa3bIBAIOTCS MPOAYKTHl ob0eux asuieneil. KiaccuueckuM mnpumMepoM Takoro

IIPOSIBJICHHUSI SIBJIIETCSI CUCTEMA IPYNI KPOBH, B 4acTHOCTH cuctema ABO.

pynna kpoBM oTua

1 {0) Il (&) il {B) IV [AB)
Il (&) il {B) Il (A)
1{0) 1{0] -
= {0} [ {0) Il {B) z
9 i
=} I {A) Il (&) Il (A), 1l (B) o
§ I (A) . . nicBan o ES
o) 8
o Il {B) W{B) | 1(A), W (B] =
o iil (B) noBas ‘ o
o [{0) [ {0) IV [AB) e
c D
§ o W{A) | 1A), (B} |1 (A), W (B) N {A), I (B) 5
Il {B) IV [AB) IV [AB) IV [AB)
FPYTMA A B AB 9]
IPUTPOLMTHI >
L i )i
AHTUTENA B
M/IASME KPOBU ANTH-B AHTH-A MET ANTH-B M AHTH-A
AHTUIEHDI s = & 11 ——
B MEMEPAHE
IPUTPOLMTOB A 8 AUB HET

Pucynox 13. HacJiejoBaHMe rpynibl KPOBH

3 ps6uesa E. Kposroe nerno. http://elementy.ru/lib/4305042page_design=print
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OpUTPOIUTHI YEJIOBEKAa HECYT Ha MOBEPXHOCTU AHTUIEHBI, KOHTPOJIUPYEMBbIC
obeumu amiensiMu. ['pyniibl KpoBH Mo cucteMe aHTUTeHOB ABO— 00yciioBiieHbl 3-mst
aiersiMu ofHoro rera: I°, 1% u 1P (MHO>XECTBEHHBIN AJIJICTTU3M).

Auiens I° He IeTEpMUHHAPYET CHHTE3 aHTUT€HOB B 3PUTPOIMTAX. AJUICIIN 1* u
I° OMMHAHTHEI [0 OTHOMICHHIO K amIeqo 1° u JNETEPMUHUPYIOT CHUHTE3 B
pUTpoLUTaX aHTUTEHOB A U B cooTBeTcTBeHHO. [IpUCYTCTBUE B T€HOTHUIIE aJLIEIIeH
I* u1® o0ycnoBnuBaeT Hanuuue aHtureHoB A u B (IV rpynna kposn).

Ceéepxoomunupoeanue — Korga JOMHUHAHTHBIM TE€H B TE€TEPO3UTOTHOM
COCTOSIHUH TIPOSIBIIICTCS CUJIbHEE, YeM B TOMO3MTOTHOM. Tak, y npo30¢uisl mpu
reHotune AA-HOpMaJbHAs MPONOJLKUTEIBHOCTh KWU3HU;, Aa — yIJIMHEHHad
TPUBATUCTH KU3HU; aa — JIETAIbHbBIA UCXO/I.

Paznuuaror 4eThlpe OCHOBHBIX MIUNA 83AUMOOCUCH U HEAN1EIbHbIX 2EHOE.
KOMIUIEMEHTApHOCTh, JMHCTa3, IMOJUMEPHUI0 H  MOAUPUIHPYIOIIEe JeHCTBUE
(nneioTporus).

Komnnemenmapnocmp 3T0 TaKOM THUN B3aMMOJCHCTBUS HEAJUICITBHUX T'€HOB,
KOTrJa OJWH JOMHMHAHTHBIA T€H JIOMOJIHAET JACHUCTBUE JPYroro HEAUICIbHOTO
JOMHUHAHTHOTO T€HAa, WU OHM BMECTE OINPEICISIIOT HOBBIM IPU3HAK, KOTOPBIU
OTCYTCTBYET y poautenen. [IpyuemM COOTBETCTBEHHBIN MPU3HAK PA3BUBACTCS TOJBKO
B TIPUCYTCTBHM OOOHMX HeaJUICIbHUX TeHOB. IIpuMepoM KOMILJIEMEHTapHOTO
B3aMMO/JICUCTBUSI TE€HOB Yy YEJIOBEKa MOXET ObITh CHHTE3 3alllUTHOrO Oenka -
uarepdepona. Ero oOpa3zoBaHwe B oOpraHu3Me CBSI3aHO C KOMIUIEMEHTapHBIM
B3aMMOJCHUCTBUEM JIBYX HEAJICIbHUX TE€HOB, PACIOJOXKEHHBIX B  Pa3HbIX
XPOMOCOMAX.

Jnucmaz — 3TO TaKOE B3aMMOJCHCTBHE HEAJICNIBbHBIX T'€HOB, IIPU KOTOPOM
OJWH TE€H TMOJABJISIET ACHUCTBUE JPYTroro HEAJICIbHOTO T'€HA. YTHETECHHUE MOTYT
BBI3bIBATh KaK JIOMUHAHTHBIE, TaK M peliecCuBHBIC TeHBI (A> B, a> B, B> A, B> A), u
B 3aBUCUMOCTH OT 3TOTO PO3JINYAIOT 3MUCTA3 JOMUHAHTHBINA U PEIIECCUBHBIN.

Ionumepusa — Takoe B3aMMOJECHCTBUE HEAJUIEIBHBIX T'€HOB, KOTJA CTEIICHb

Pa3BUTHA IIPHU3HAKA 3aBUCUT OT O6IHCFO KOJIN4YCCTBAa JOMHWHAHTHBIX I'CHOB. IIo 9TOMY

MIPUHLNIY HACJEAYETCS UBET KOKH y 4esnoBeka. Harmpumep, y TEMHOKOXKUX JIIOJIEN B
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JBYX TMapax Hea/UIeJbHBIX T€HOB 4 JTOMUHAHTHBIX, a Y JIIOJEH ¢ Oenol KoKel — HH
OJIHOTO, BCE I'eHbl pereccuBHble. CodeTaHUsl pa3HOro KOJIMYECTBA JOMHHAHTHBIX U
PELECCUBHBIX T€HOB MPUBOJAT K 00Pa30BaAHUIO MYJATOB C Pa3HOW MHTEHCHUBHOCTBIO
OKPAaCKH KOXH: OT TEMHOM JIO CBETJIOM.

MHOXeCTBEHHOE JICHCTBHE TCHOB (mieilomponus) — TPOLECCHl BIUSHUS
OJIHOTO reHa Ha (POPMHUPOBAHKME HECKOJIBKUX MpU3HAKOB. Hampumep, y yenoBeka reH,
OTIPEICTISIONINI PBIKYIO OKPAcKy BOJIOC, OOYCIOBIMBAET Oojiee CBETIYIO KOXY U
NOSIBJICHHE BECHYILIEK.

HacnenoBanue Npu3HAKOB CUEIUVIEHHBIX C MOJOM. JTO IMPHU3HAKH, KOTOPHIE
KOJUPYIOTCSI T€HaMH, HaxOIAIIMMHUCA Ha IMOJIOBBIX XpOMOCOMax. Y YeJoBeKa
IIPU3HAKH, KOAUPYEMBbIE TIe€HaMu  X-XpPOMOCOMBI, MOIYT MpOSBIATBCI Y
MIpEeACTaBUTENECH O0OMX IOJOB, a KOAUPYEMBIE T€HAMH Y -XpPOMOCOMBI — TOJBKO Y
MYK4HH.

Crnenyer UMeTh B BUY, UTO B MY>KCKOM T'€HOTHIIE TOJIBKO OJTHAa X-XpOMOCOMa,
KOTOpasi MOYTH HE COJIEPKUT YYaCTKOB, TOMOJOTHYHBIX C Y -XpOMOCOMOM, IO3TOMY
BCE JIOKAJIM30BaHHbIE B X-XpOMOCOME TI€Hbl, B TOM UYHCJIE M PELECCUBHBIE,
MPOSIBIIAIOTCSA B (DEHOTUIIE B MIEPBOM Ke MOKOJeHUU. PaznuuaroT X-cuemieHHoe u Y -
clerieHHoe (rojaHapuyeckoe) HacienoBanue. [Ipu X-cuenieHHOM HaclleJOBaHUU
OynyT HaOmogaTbes (HEHOTHMUYCCKHE Pa3JIMUMs B IMOTOMCTBE B 3aBHCUMOCTH OT
HaIpaBJCHUS! CKPELIMBAHMUS, TO €CTh B 3aBUCUMOCTHM OT MPUCYTCTBUSA B
POIMTENBCKOM TOKOJEHUM IIpU3HAKa y Marepu wuiaum otua. Ecim  npusHak
JOMHHAHTHBIA M TPUCYTCTBYET y TOMO3UTIOTHOM Marepu, To B F1 Bce ocobu
HE3aBUCUMO OT Moja OyayT HMMeTh 3TOT MNpu3Hak, a B F20ynmer HaOmomaThcs
paciierienne 3:1, mpu 3TOM mpu3HaK OyAeT OTCYTCTBOBAaTh TOJIBKO Y TTOJOBHHBI
oco0ell My»XcCKoro mojia. B TOTOMCTBE Te€TepO3UrOTHOM MaTepu BEPOSITHOCTH
POKIIEHUS 0COOEH ¢ TOMUHAHTHBIM MPU3HAKOM cOCTaBUT 50% HE3aBUCHMO OT MOJa.
Ecnu ke JOMUHAHTHBIN MPU3HAK B POAUTEILCKOM IMOKOJIEHUU OyleT y OTia, TO B
MEPBOM MOKOJICHUHM 3TOT MPHU3HAK OyIeT MPUCYTCTBOBATh TOJBKO y JAOYEpE, a BO
BTOPOM — KakK y JJ0O4€pel, TaKk U y CbIHOBEM ¢ BeposTHOCThIO 50%. IIpu peneccuBHOM

COCIJICHHOM C ITO0JIOM THUIIC HACJICAOBAaHHWA IIPU3HAK Yalllc BCCTO 6y,21€T BBIABJIATBCA Y
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ocobeil MyXKCKOoro Tuma, u OyaeT HaOMoIaThCs Mepefada Mpu3HakKa OT «JIeAa» K
«BHYKY». Hukorna He Oyaer HaOmomaThes mepenadya 3a00JeBaHMs OT OTIA K CHIHY,
TaK Kak ChIH HE HacjieqyeT X-XpOMOCOMY OTI[a, OHa BCerja MAaTepUHCKOTO
NPOUCXOXKACHUS. THIT HacleOBaHUS TPU3HAKOB, OIpPEICIIEMBIX TeHaMH Y-
XpOMOCOMBI, Ha3bIBaeTCS TOJNAHAPHYSCKHMM W JJIsl HEro XapakTepHa Iepeaaya

IIpU3HAKa OT OTIIAa K CHIHY.
1.2. MeToauka pelieHUsi TUMOBBIX 32124

3apaua 1. Xonapoauctpodus (HapylieHUe pa3BUTHs CKeJleTa) B OOJIBIIMHCTBE
CIIy4aeB 3aBHCHUT OT JIOMHHAHTHOTO T'€Ha C TOJHOW TEHETPAHTHOCTHIO, MPHUEM
TOMO3UTOTBI MO0 JTOMY TeHy morubaroT 10 poxaeHus. Cynpyrun OOJIbHBI
xoHApoauctpodueir. Onpenenure BEpPOATHOCTb POXKIACHUS Yy HHUX 3J0pPOBOTO
pebeHkKa.

Pewenue. OpopmiiieM ycnoBue 3a1auu

Xouapoauctpodus — Aa

XoHapoauctpodus U BHYTpUyTpoOHast rubens — AA

HopmanbHoe pa3BuTHe ckenera — aa

W3 ycnoBus 3aaud M3BECTHO, TOMO3UTOTHI AA MOrudarT BHYTPUYTPOOHO,
CJIEIOBATENIbHO, CYNPYTU OYAYT T'€T€pPO3UTOTHBI IO T€HY XOHAPOAUCTPODUH.

['eneTrnyeckas 3anuch Opaka:

P odg  x  Aa BeposITHOCTL ~ POXACHHS  370POBOTO
LN TN pebenka coctasiser 1/3 wmm 33,3%.

r. .'I"I. I.Iu |
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norubawT, DONLHEL, AU UpPOHE]

3apaua 2. ['pynna KpoBU — HACJEICTBEHHbIN MPU3HAK, JETEPMHUHUPOBAHHBIN

F€HOM, KOTOpBIM MMeeT He JBa, a TpuU ayuienss (MHOXKECTBEHHBIN aJlJICIU3M),
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KaK Jpyr Apyra OHHM He NoJaBiisitoT). Kakue rpynmnsl KpOBH BO3MOXKHBI Y JETEH, €CIU
y UX MaTepu — BTOpas Ipynna, a y oTia — nepnas’?

Pewenue. I eHeTUECKas 3a1ChH 6paKa:
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Matp co Il-o#f rpynmoil KpoBH MOXET ObITh JUOO TOMO3UTOTHOM, JIHOO
reTepo3uroTHoii. B mepBom ciiyuae pebéHok Oyner mmers Il rpymimy KpoBu, BO

BTOpOM ciyuae - Il nnu I rpynner.
3aganus 1JIs CAMOCTOSAATEJILHOM Pad0ThI CTYJAEHTOB

HOHBByHCB MMpCACTAaBJICHHBIMU MCTOAWMKAMU PCIICHHA 3aaa4, 1JI 3aKPCIIIICHUA
Marcpuajaa CaMOCTOATCIIbHO PCIIUTC CIACAYIOIIHC 3ada4H 110 TCMC <<3aKOHOMepHOCTI/I

HaCJICJOBAHUS IIPHU3HAKOB!

3amauya 1. Y martepu nepBas rpymnna KpoBH, a y OTUa — 4eTBepTas. Moryr jau
JI€TH YHACIEA0BaTh IPYIITYy KPOBHU OJHOIO U3 CBOMX POJIUTENEH?

3amaya 2. B poawibHOM J0OME IepenyTald ABYX MallbuuMKOB. Pomurenu
OJIHOTO W3 HUX HMMEIOT NEPBYKD M BTOPYIO T'PyNIBbl KPOBH, POIUTEIN IPYroro —
BTOPYIO U 4eTBEPTYI0. MccaenoBanre mokasano, 4To I€TH UMEIOT MEPBYIO U BTOPYIO
rpynmsl kpoBu. Onpenenute, KTo 4yel chbiH. Bo3MOXXHO JIM 3TO caenaTh NpU IpYyrux
KOMOWHAIIUAX TPy KPOBU (MPUBEIUTE TPUMEPHI)?

3amaya 3. YV manpumka nepsas rpynmna KpoBH, a y €ro CeCTpbl — YETBEPTASL.
UTO MOXHO CKa3aTh O rpynmnax KpoBU UX poaUTENCH?

3amaua 4. Poaurenu umerot Il u III rpynnel kpoBu. Kakue rpynmbl KpoBH

MO>KHO OXKUJIaTh y UX JE€TEH?
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3agaya 5. YV OpareeB IV(AB) rpymnma kpoBu. KakoBbl rpymmbl KpoBU
BO3MOYKHBI Y UX pOAMUTENEH?

3anaua 6. B ogHOl cembe y Kaperiasbix poauTenei (JOMUHAHTHBIA MpU3HAK)
uMeeTcs YeTBepo neteit. JIBoe romy0Oorias3six aeteit (perecCUBHBIN MPU3HAK) UMEIOT
I u IV rpynnel kpoBu, a nBoe kapernassix — II u III rpynmer kpoBu. Omnpenenure
BEPOSITHOCTh POKJICHUS CIEAYIOIEro pedeHKa Kaperiaa3oro ¢ [ rpymnmoi KpoBu.

3agauya 7. T'en OpaxupgakTuiauu (KOPOTKHME M TOJCThlE Naiblibl)) B B
FOMO3UTOTHOM  COCTOSIHUM  NPUBOAUT K rubenmun  ocodbu. ['eTepo3urors
XKHU3HEeCcocoOHbI. OnpeaenuTe MPOIEeHT KUZHECIOCOOHBIX JIETEH Y TeTepO3UTrOTHBIX
poauTeIe.

3agaua 8. Penkuil TeH @ y 4enoBeKa BBI3BIBAET aHOPTAIBMHIO (OTCYTCTBUE
IJIa3HBIX SI0JI0K), ero amieib A OOyCJIOBJIMBAaeT HOPMallbHOE pa3BUTUE TIJa3, y
reTepO3UToT IJIa3HbIe SI0JI0KU yMEHbIIeHbl. ONpenenuTe paciieryieHue no GeHOTUILy
Y TEHOTHUITY Y TIOTOMKOB, €CJIM UX POAUTENIM UMEIOT YMEHbIIICHHbIE TJIa3HbIC S0TO0KH.

3agaya 9. Omgna u3 QopM UUCTHHYpHH (HapymieHHe oOMeHa 4YeTBIPEX
AMUHOKHUCIIOT) HACJIEAYETCsl KaK ayTOCOMHBIN pelieCCUBHBIN MPU3HAK. Y T€TePO3UrOT
HaOIIoAaeTCsl TMOBBILIEHHOE COJAEp)KaHWE LUCTMUHA B MO4Ye, y TOMO3UIOT —
oOpa3oBaHMEe IHCTHHOBBIX KaMHEHW B moukax. 1. Ompenenutre BO3MOXXHBIE (DOPMBI
MPOSIBJICHUS] LIUCTUHYPUU Yy JE€Ted B CEMbE, I€ OAWH CYNpPYr CTpajajl 3TUM
3a0o0eBaHuEM, a APYroid UMEN JHIb MOBBIIIEHHOE COJAEPKAHUE IUCTUHA B MOYE. 2.
Onpenenure BO3MOXKHBIE (DOPMBI MPOSBICHUS] ITUCTUHYPUU Y JIETEH B CEMbe, Te
OJIMH U3 CYNpPYroB MMEJ KaMHHM B MOYKaX, a APYyrod ObUT HOpPMAJIEH B OTHOILEHUU
aHaJM3UPYEMOTO PU3HAKA.

3apaua 10. AyTOCOMHBIN TOMUHAHTHBIN T'€H, BHI3BIBAIONINNA B TOMO3UTOTHOM
COCTOSIHUM BBIPAKEHHYIO Je(pOpMalIMI0 KOHEUHOCTEH, B TETEPO3ZUTOTHOM COCTOSIHUM
o0yCITaBIMBAET YKOPOUCHHE MajbleB (OpaxugakTUiINio). PerecCuBHBIN aieIbHBIN
re€H JETePMUHHPYET HOPMAJIbHOE CTpOEHHME TajibleB. KakoBa BEpOSITHOCTh
pokJieHus peOeHKa C¢ OpaxHIaKTHIMEH, €ClIM €ro PpOAMTENM TeTePO3UTOTHHI I10

JAHHOMY IIPU3HAKY?
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3agaya 11. Akaranasus (OTCyTCTBHE KaTajla3bl B KPOBH) 00YCIOBIEHA PEIKUM
ayTOCOMHBIM PEIIECCUBHBIM F€HOM. Y T€TE€PO3UTOT aKTUBHOCTH (PEPMEHTA HECKOJIBKO
CHHKEHa. Y o000MX poauTenel W HMX ChlHA AKTUBHOCTh KaTajla3bl CHHUXKEHA.
Omnpenennte BEpOATHOCTD POKIACHUS B 3TOM CEMbE CIIEIYIOMIETO peOCHKA 3J0POBBIM.

3apaua 12. Ot Opaka MY>XYUHBI M KCHIIUHBI, (DEHOTUIIBI KOTOPHIX OCTAIUCh
HEW3BECTHBIMHM, PpPOAWIOCH  YETBEPO  JAETEH:  YEPHOBOJIOCHIA  Kaperiasblid,
YEPHOBOJIOCHIM TOJyOOTJIa3blii, CBETJIIOBOJOCHIM TOMyOOria3biii, CBETIOBOJIOCKII
Kaperyaspiid. Onpeaenure reHOTUIbl U EHOTUTIBI POJUTETICH.

3agaua 13. B MeauKo-TEHETHUYECKYIO KOHCYJIBTAIIMIO OOpaTHIaCh MOJIOAs
KEHIIMHA C BOMPOCOM: Kak OYyIyT BBINVISACTh YIIU €€ OyIyIlIuX JAETeH, eclu y Hee
MpUXKAThIE YIIM, & Y My)Ka — HECKOJIbKO OTTONbIpeHHbIE? MaTh Myxka — C
OTTONBIPEHHBIMU YIIAMH, & €ro OTel] — C HprKarbiMd. W3BecTHO, 4YTO Te€H,
KOHTPOJUPYIOIINI CTENEHb OTTONBIPEHHOCTH YIIEH, — JIOMUHAHTHBIM, a TEH,
OTBETCTBEHHBIN 3a CTENIEHb IPHKATOCTH YIIEH, MPELIECCUBHBIM.

3apaua 14. MyxunHa ¢ Kyp4yaBbIMHU Bojiocamu U || rpynmoil kKpoBH eHuUics
Ha >KEHIIMHE C MPsAMbIMU BosiocaMu U [V rpynmoit kpoBu. Bee aetu ot sToro Opaka
MMEIOT BOJHHUCTBIE BOJIOCHI, a OAuH peOeHok poawics c Il rpynmoit KpoBw.
Onpenenure reHOTUIIBI POAUTENIEH U TOTOMCTBA.

3apauya 15. AnpOMHU3M 3aBUCUT OT ayTOCOMHOTO PEIIECCHBHOTO T'€Ha.
Myxunna ansbunoc ¢ |l rpynmoit kpoBu BcTymaer B Opak ¢ skeHIIMHON ¢ [V
rPyNnoNd KpOBU M HOPMAJIbHOM NMUIMEHTAlUHUEN KOXHU. MOTryT JIn y HUX POJIUTHCSA

neTH anbOuHOoCH co I rpynmoit kpoBu?
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4. HACJUEACTBEHHOCTbH U CPEJA
4.1. OcHoOBHbBIE TeOpeTHYECKHUE MMOJIOKEHUS

H3zmenuueocms — >T0 CBOWCTBO KUBBIX OPraHU3MOB MPUOOPETAThH B IIpoliecce
OHTOT€HE3a OTJIMYHS OT POAUTEIBCKUX (POPM.

Paznmuuaior 1Be OCHOBHbIE (OPMBI H3MEHUYMBOCTH: (PEHOTHIIHYECKYIO
(HEeHaCIeICTBEHHYI0) M TCHOTUIHUYECKYIO (HACJIEICTBEHHYIO).

Denomunuyueckou, uiu MOOUPUKAUUOHHOIU, UMEHUYUBOCHIbIO HA3BIBAIOT
u3MeHeHus: (heHoTuna mnoj AeiicTBuEeM (PaKTOpOB BHEIIHEH cpelbl 0e3 M3MEHEHUs
reHoTuna (U3MeHsieTCsl Jniib (YHKIIMOHAJIbHAsA aKTUBHOCTh TE€HOB). Paznuuaror
cienyromuye BUAbl (HEHOTUINUYECKON HM3MEHUYMBOCTH: MOJU(pUKAUu, MOpPPO3bl U
(heHOoKOIHH.

Moouguxkayuu — >TO HEHACICICTBCHHBIE W3MEHEHUS TE€HOTHUIIA, KOTOPHIC
BO3HMKAIOT TOJ JeHCTBUEM (aKTopa Cpeibl, HOCIT aJanTUBHBIN XapakTep U 4Yailie
BCEro OoOpaTUMBI (HampuUMep: YBETUYEHHE APUTPOIIUTOB B KPOBH MPHU HEIOCTATKE
kuciopoaa). Mopgho3st — 3TO HEHACIEACTBEHHbIE M3MEHEHUs (PEHOTHUIIA, KOTOpPbIC
BO3HHKAIOT TOJ] ICMCTBUEM HKCTPEMAIBHBIX (DAKTOPOB CPE/Ibl, HE HOCST aIaTUBHBIN
XapakTep W HeoOpaTuMbl (HampuMep: OKOr", pamsl). @Denoxonuu — 3TO
HEHACJIEICTBEHHOE M3MEHEHUE T'€HOTHUIA, KOTOPOE HAIIOMUHAET HACJIECICTBEHHBIE
3a0oneBanusl (yBEIMUYCHUE IIUTOBUIHOM >KeNe3bl HA TEPPUTOPHUH, TJE B BOJEC WIH
3eMJIe HE XBaTaeT Moaa).

['panunibl  (PEHOTUNMHYECKON HW3MEHYMBOCTH, KOHTPOJUPYEMbIE TE€HOTUIIOM
OpraHu3Ma, Ha3bIBAIOT HOPMOIL PEAKUUU.

I'enomunuueckasa uzmenuugocmsy CBs3aHa C MU3MEHEHHMSIMU T€HETHYECKOTO
Marepualia, KOTOpble TMepenaroTcsa 1Mo HacieactBy. OHa moapasnensercss Ha
KOMOWHATUBHYIO U MyTaI[MOHHYIO.

Komobunamuenasa uzmenuusocms CBsi3aHa C HOBBIMH KOMOWHAIIMSIMU T€HOB
poamTenei mpu oOpa3oBaHUMU raMeT 1 3UroT. Ee MexaHu3MbI:

1. mepexomMOMHAIMs TEHOB MPU KPOCCUHTOBEpE B Ipoda3zy meitosa 1;

2. HE3aBHUCHUMOE PACX0XKJICHHE XPOMOCOM B aHadazy metiosa 1;
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3. He3aBHCHMOE pacXOXJACHHUE XpoMaTu] B aHada3y Meiio3a 2;
4. ciy4dailHOE COYETaHHE raMeT IPH OIIOJOTBOPEHUU.

Mymayuonnoit uzmenuugocmplo Ha3bIBAETCsl CKAUKOOOPA3HOE U YCTOMUMBOE
W3MEHEHUE T€HETHYECKOr0 MaTepuaa, nepeaaromeecs o HacleICTBY.

[Tpouiecc oOpa3oBaHMsi MyTauuil Ha3bIBacTCs MymazeHe3om. DakTophl,
CIIOCOOHBIE BBI3bIBaTh MYTAllMU, HA3bIBAIOTCS MymazeHHvimu ¢pakmopamu. OHU
OBIBAIOT:

1. puznueckue  (pa3nuuHblE  BUABI  MOHU3UPYIOLIUMX  H3JIyYEHUH,
TeMmneparypa u T. 1.);

2. xumuueckue ((opmanuH, aHAJIOTH Aa30TUCTHIX OCHOBAHWMW, WIIPHT,
HEKOTOpbIE JIeKapCcTBa U Jp.);

3. bnosoruveckue (BUPYChI, OaKTEpHUH, TPOCTECUIITHE, TETLMUHTHI ).

[Io M3MEHEHHMIO TE€HETHYECKOI'0 MaTepuana MyTalWH IOAPA3NEIAIOTCS Ha:
Ir€HOMHBIE, XPOMOCOMHBIE U T€HHBIE.

I'enomnvie mymayuu 00yCIOBICHBl U3MEHEHUSIMU KOJMYECTBA XPOMOCOM B
KapuoTUIle OCOOM. DTO MOXKET OBbITh MOJUIUVIOWANS — KpPaTHOE TaIuIOMJIHOMY
YBEJIMYEHUE KOJIMYECTBA XPOMOCOM (2N+N+N) B KapUOTHIIE. DTU MyTAIH CBS3aHBI C
HapyIIEHUEM PacCXOXIEHUS XpPOMOCOM IIpU MUTO3€ U Menose. Hoaunnouous s
OOJIBIIMHCTBA JKMBOTHBIX U  YEJOBEKa SIBISIETCA  JIETAIbHOM  MyTaluei.
I'emeponnoudusa (aneynnoudus) — BUA TEHOMHOM MyTalWdH, NOpPH KOTOPOM
MPOUCXOAUT HEKPATHOE TaljIoOuJHOMY HaOOpy YBETMUYEHHUE WM YMEHbILICHUE YUCIIa
xpomocoM (obOmiasi popmyna rereporionauii: 2n+l, 2n+2 ...). ['erepormionauu
NPUBOASAT K HApYLIEHUIO HOPMAJbHOTO pa3BUTHUsS oOpranu3moB. Hamnpumep, y
YeJioBeKa JIMIIHSS XpomMocoma B 21-ii mape mnpuBoauT k Oone3nu [layna, a
OTCYTCTBUE BTOPOU X-XpPOMOCOMBI y KEHILIWH BbI3bIBACT CUHIApPOM lllepeuieBckoro-
TepHepa.

Xpomocomusie mymayuu CB3aHbl C USMEHEHUEM CTPYKTYPBI XpPOMOCOM. DTO
MOKET OBITb TOTEps y4yacTka (HIenenus) Wid YIABOEHUE (PparMeHTa XPOMOCOMBI

(mymnukanuys), MOBOPOT 4YacTh XpoMocombl Ha 180° (MHBepcus), MEPEHOC YacTH
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OJIHOM XPOMOCOMBI Ha JAPYryl (TpaHclokaiusi). MHOrue XpoOMOCOMHBIE MYyTallUH
CHWKAIOT KU3HECIIOCOOHOCTh OpraHu3mMa.

I'ennble mymayuu CBsI3aHbl C U3MEHEHHEM CTPYKTYpbl Moiiekyibl JJHK. Oto
MOTYT OBITh HApPYIICHUSI TIOPSKA HYKJICOTHIOB BCIICICTBHE TOOABICHNS, BHIITAICHUS
WIH IepecTaHOBKH UX. [Ipu 3TOM M3MEHsIeTCsl KOJUPYEMbIN T€HOM 00K, UTO MOKET
NPOSABIATHCS (EHOTUITHMYECKH (CEPIIOBUTHOKIICTOUHAS aHEMUS ).

[Io MecTy BO3HHKHOBEHUS BBIICISIOT coMamuueckue W 2eHepamueHbvle
mytanuu. ComaTudeckue (dYaile BCEr0 OHM HE HACHEQyHOTCSl) BO3HUKAIOT B
COMATHYECKHUX KJIETKaX W 3aTparuBaroT JUIIL 9acTh Tena. OHM OyayT HACIeI0BATHCS
CIEAYIOIIUM TIOKOJEHUSAM MPU BETETAaTUBHOM pa3MHOXKeHHH. ['eHepaTuBHBIE (OHH
HACJIEAYIOTCSI, T.K. MPOUCXOJAT B TMOJIOBBIX KJIETKAX): 3TH MYTAIlMU MPOUCXOJAT B
MOJIOBBIX KJIETKAX. ['eHepaTUBHbBIE MyTaIlUU JICTSATCS HA SIACPHBIC U BHESAIEPHBIE (MU

MUTOXOHAPHAIIHHBIE).
3aganus 1JIs CAMOCTOSAATEJILHOM Pad0ThI CTYJAEHTOB

I[J'ISI 3aKpPCINICHUS MaTcpualia I1I0 TEMC «H&CJ’IGI{CTB@HHOCTB H cpcaa»

CaMOCTOATCIIbHO PCIIUTC CIICAYIOINUC TCCTOBBIC 3alaHUA:

1. TUIT UBSMEHUYNBOCTMU, ITPU KOTOPOM OJIUH U TOT XXE OPI'AHM3M B
MEHAIOHNIMXCA BHEIIHUX YCIOBUAX IIPOABJIIAET CEBA II0-
PASHOMY, USBMEHAIOTCA ET'O ITPU3HAKHU

1) HacleacTBEHHAS

2) MyTalMOHHAsA

3) OHTOreHeTHUYECKas
4) momuduKanmoHHAs

2. I'PAHULBI UISMEHEHUA JTAHHOI'O ITPU3HAKA B 3ABUCHUMOCTHU OT
YCJIOBUU BHEIIHEN CPEJIbI

1) MyTarroHHass U3MEHYMBOCTh
2) MoaubuKaun

3) HOpMa peakiuu
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3. YEPE3 HECKOJIbKO JIET IIOCJIE BO3JEUCTBHUS PAJIUALINU
POANJICA PEBEHOK C HOBBIM ITPU3HAKOM. TUIT U3SMEHUYNBOCTHU
1) MoauduKarMOHHAS
2) OHTOreHETHYeCKast
3) reHoTHIHUYECKast
4) HacJeICTBCHHAS
5) ¢eHoTHIMUECKas
6) MyTanuoHHas
4, TUIT UIBSMEHUBOCTH, ITP11 KOTOPOM B PE3VJIbTATE CKPEIIUBAHU A
OPI'AHU3MOB C PA3HBIMU ITPU3HAKAMUM ITOTOMCTBO ITPUOBPEJIO
HOBBIE ITPU3HAKU (MJIK HOBBIE X COYETAHI )
1) MomuduKaroHHas
2) (deHoTHUUUECKas
3) OHTOreHeTHYeCKas
4) KOMOWHATWBHAs
5) MyTtanuoHHas
5. TIPUYMHBI HACJIEJCTBEHHON N3MEHUYNBOCTU
1) BnusHUe Pu3nUecKUx GakTopoB
2) BIUSHHE KIMMATHYCCKHX (aKTOPOB
3) BIUSHHE OJTHUX OPTaHWU3MOB Ha JAPYTHE
4) BIUSHUEC XUMHUYECKUX (DaKTOPOB
6. ITPMYMHBI HEHACJIEJJCTBEHHON N3MEHUYNBOCTU
1) BIUSHUWE OJHUX OPTAHW3MOB Ha JAPYTHE
2) BausiHHE HU3NYECKHUX (HAaKTOPOB
3) BIUSHHE KIIMMATUYCCKUX (PAKTOPOB
4) BIMSHHE pagnallid
5) BoszaeicTBUE yibTpaduoieTa
6) BIUSHHE XMMUYCCKHX (aKTOPOB
7. TIPEJEJIbI MOJU®UKAIIMOHHOU N3MEHUYMBOCTHU (HOPMA

PEAKIIMN) OITPEAEJIAKOTCA
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1)
2)
3)
4)

YCIIOBUSAMU CPCAbI
T'CHOTHUIIOM
HCTOPHUYCCKHUM PA3BUTUCM BHU A

HWHAWBUIYAJIbHBIM PA3BUTUCM OpraHU3Ma

8. B ITPUCIIOCOBJIEHMU JAHHOI'O OPTTAHU3MA K OKPYXXAIOIIM
YCJIOBUAM BOJIBIIYIO POJIb UTPAET

1)
2)
3)

TOJIBKO HACJICACTBCHHAA U3BMCHYHNBOCTD
TOJIBKO HCHACJICACTBCHHAA U3MCHUYNBOCTD

Hn HaCJICACTBCHHAsA, 1 HCHACJICACTBCHHAA U3MCHYNUBOCTD

9. ®U3NYECKUE U XUMNYECKUE ®AKTOPbBI MYTAT'EHE3A

1)
2)
3)
4)
5)
6)
7)

TeMIIepaTypa
aTMoc(epHOe TaBJICHUE
paananus

yIBTPapUOJIECTOBOC U3ITYUCHHEC
BUPYCBI

CBOOOJTHBIE PATUKAIIBI

OakTepuu

10. TUIIBI MYTALIMU 110 UBMEHEHUIO TEHETUYECKOI'O MATEPUAJIA

1)
2)
3)
4)
5)

XPOMOCOMHBIE
reHepaTUBHbIC
r€HOMHbBIE
TCHHBIC

HEWUTpaJIbHbIE

11. HEHACJIEACTBEHHBIE USMEHEHUA 'EHOTHUIIA, KOTOPBIE
HAIIOMUHAIOT HACJIEACTBEHHBIE 3ABOJIEBAHUA

1)
2)
3)
4)

(dheHOKOHHr
MOP(O3BI
MYyTaluu

AHCYILIION AU

12. UBSMEHEHUME CTPYKTYPBI 'EHA JIEXKWUT B OCHOBE
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1)
2)
3)
4)

KOMOWHATUBHON U3MEHUNBOCTHU
MOAU(UKAIMMOHHON N3MEHUYNBOCTH
MYTallMOHHOW U3MEHYUBOCTH

IMOJIHUITIION NN

13. PAJIMALIVIA — OTO.. MYTATEHHBIN ®AKTOP

1)
2)
3)
4)

XUMHUYECKUN
buzngeckuit
OHOJIOTHYECKUNA

BCPHOI'O OTBCTA HCT

14. MYTALIMU, KOTOPBIE 3ATPATUBAIOT JIMIIb YACTD TEJIA

1)
2)
3)
4)

COMAaTN4YCCKHUMH
T'CHHBbIC
I'CHCPATHBHLIC

XPOMOCOMHEIC

15. IIOTEPA YUACTKA XPOMOCOMBI

1)
2)
3)
4)

Jeenus
JTYTUTAKALHS
VHBEPCUS

TPaHCIOKAIIHS

16. IBJIEHUE ITOTEPU OJJHOM XPOMOCOMBI ITOJIYUMJIO

HA3BAHUE.

1)
2)
3)
4)

..(2n-1)

MOHOCOMUU
TPUCOMHUH
ITOJIMICOMUH

ITOJIHUIIIION AN

17. TIOCTOSTHHBIM UCTOYHUKOM HACJIEJICTBEHHOM N3MEHUMBOCTU
ABJAIOTCA. ..

1)
2)
3)

MOU(DUKALTUN
MOP(O3BI

dbeHokonuu
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4) mytanuu
18. 3AT’AP — OTO ITPUMERP...

1) Myranuu

2) mopdo3za

3) denokomuu

4) wmoaupuKanun

19. UBSMEHEHUME YNUCJIA XPOMOCOM JIEXKUT B OCHOBE...

1) KOMOMHATHMBHOW H3MEHUYMBOCTHU
2) TEHHOW MyTaIlHH
3) XpOMOCOMHOW MyTaIiH
4) TEHOMHOW MYTaIHH
20. [IOBOPOT YYACTKA XPOMOCOMBI HA 180°
1) TpaHCIOKaIHsI
2) IyIUTAKAI¥s
3) nmemenus

4) wuHBepcHs
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5. HACJIIEACTBEHHOCTbB U ITATOJIOT' UA
5.1.  OcHoOBHBbIE TeOpeTHYECKHE MOJI0KECHUS

Hacneocmeenuwvte 3adonesanuna oOyCIOBIECHb HApyHICHUSIMU B IpoIeccax
XpaHeHus, TMepeJaud M peanu3aluu reHetudeckod wuHpopmanuu. C pa3BUTHEM
FeHETUKM YeJIOBeKa, B TOM YHUCJIE U TEHETUKU MEIUIMHCKON, BBISICHUIACH
HaCJIeICTBEHHAs! PUpPOJa MHOTUX 3a00JIEBaHUI M CUHAPOMOB, CUMTABIINXCS paHee
00JIe3HSIMU C HEYCTAaHOBJICHHON ATHOJIOTHEH.

CyniecTByeT Kraccugpukayus Hac1e0cmeeHHbIX 3a001e8aHUll NO Xapakmepy
MemaodouyecKux paccmpoicme:

1. mapymeHuss oOMeHa aMUHOKHCIIOT (IpUMEphI: (DEHWITMPOBUHOTpaAHAS
oJUro(ppeHust, THPO3UHO3, AIKAITOHYPHS)

2. HapymieHus: oomeHa nmuruaoB (0one3ns Humana-ITuka, 6ose3ns [orme);
HapylIeHus 0OMeHa yriieBOJI0B (TalaKTO3eMHUsl, PPYKTO3YpHsi)

3. HapylIeHHsS MUHEPAIbHOTO 0OMeHa (remarorepeOpanbHas TucTpodus)

4. Hapymenuss OmnupyonHoBoro oOMeHa (cuiapom Kpuriep-Harpkapa,
cunapom Jlyoununa-JI>koHCcOHa).

Onnako MOCKOJIBKY OMOXMMUYECKUE MEXaHU3MBI OOJILIIMHCTBA
HACJIEACTBEHHBIX  3a00JIeBaHMI  TOKAa  HEU3BECTHBI, M,  CJIEJOBATEJbHO,
NaTOreHeTHYecKas KiacCupuKalus elm€ He MOXKET ObITh MOJIHOH, €€ IOIMOJIHSIOT
Kaaccugpukayueii no opeaHHo-CUCHEMHOMY NPUHYUNY '

1. macnencTBeHHbIe 3a00JieBaHUS KPOBH (T€MOJUTHYECKas O0JIe3Hb
HOBOPOXXIEHHBIX, TEMOTIIOOMHOTIATHH )

2. DHIOOKPUHHOM cucTeMbl (aJApEHOTCHUTANbHBI CUHApPOM, JAuaber
CaxapHbIU

3. HacneACTBEHHble 3a00JeBaHUsl C MPEUMYIIECTBEHHBIM MOpPAXEHUEM
nouek (pocdar-nuadbeT, MUCTHHO3)

4. coenuHUTENBHOU TKaHU (00sIe3HH MapdaHna, MyKOIOIHucaXxapu03bl)
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5. HacnencTBeHHbIE 3a00JE€BaHHS C MPEUMYIIECTBEHHBIM MOPaXKECHUEM
HEPBHO-MBIIICYHONH  CHUCTEMBI  (MPOTPECCUPYIOMINE  MBIIICUHbIC
aucTpodun) U T.1.

B Hacrosiee Bpemsi B kauecTBe paboueil kinaccuuKanuyu HaciaeICTBEHHBIX
OoJie3Hel uYenoBeKa, HauboJee YacTO MCHOJB3YETCS WX JIeJICHUE Ha YeThIpe
OCHOBHBIE TPYIIIIBI:

1. Gone3nu, oOyCIOBJIEHHBIE MyTallueid B OJHOM TI€HE, HacJeAOBaHUE
KOTOPBIX  TMOJYMHAETCS  MEHJEIEBCKUM  3aKOHOMEpPHOCTSM  (Tak
Ha3bIBACMbIC, MOHO2EHHblE MEHOeupylouiiue 3a001e6aHU)

2. XpOMOCOMHDBLE CUHOPOMBL, SBIISIONINECS CICICTBUEM CTPYKTYPHBIX WIIH
KOJIMYECTBEHHBIX MEPECTPOEK XPOMOCOM

3. mynsmughakmopuanvHsie 3a601e6anus, 171 BOSHUKHOBEHHUS] KOTOPBIX
HEOOXOJMMO COYETaHHOE JEWCTBUE TEHETUYECKUX U  CPEIOBBIX
(bakToOpoB, B TOM 4HcClie U O0JIE3HH COMAaTUYECKUX KIIETOK, K KOTOPBIM
OTHOCSITCSI PsIT OmyXoJied M 3a00JeBaHMs, BO3HUKAIOIIME B CBSI3U C
poLeccaMy CTapeHHsI OpraHu3Ma

4. monozennvie 3a601e6anun ¢ HeMPAOUYUOHHBIM, OMIAULAIOUUMCA OM
MEHOeNe6CK020, MUNOM HACe008AHUA — BTAa TPyNIa BbIIEICHA B
nocJieiHee AeCSITUIIETHE.

CyMMmapHasi yacToTa HacJeJICTBEHHbIX 3a0oyieBaHuM nocturaet 1,5%, u3 HUX
Ha JIOJI0 XPOMOCOMHBIX Oosieznelt mpuxoautcst 0,5% M Ha 100 MOHOTEHHBIX — JI0
1%. K  mynpTUdakTOpHalbHBIM  OTHOCSTCS ~ OOJIBLUMHCTBO  HaumOoliee
pacnpocTpaHEHHBIX 0OJIE3HEN UeIoBeKa.

XpOMOCOMHBIE 0O0JI€3HU MOTYT OBITh OOYCJIOBIIEHBl HapyIIEHHEM YHCIIa
XpOMOCOM WIIM WX CTPYKTYpbl — UYHCJIOBBIE WU CTPYKTYpHBIC alepparuu
COOTBETCTBEHHO. X IMarHOCTUKa MPOBOJUTCS MyTEM LIMTOI€HETUYECKOTO aHalln3a
KapuOTHTIA.

Pa3znooOpa3ue MOHOTEHHBIX 3a00JieBaHUN JOCTATOYHO BEIUKO U UX
KOJIMYECTBO MO HEKOTOPhIM olleHKaM jtocturaet 5000. C KITMHUYECKON TOUKHU 3pEHUS

ATO OYEHb pa3Hbie, B OOJBIIMHCTBE CBOEM JOCTATOYHO TSKEJIbIE HEU3JICUYUMBIE
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Oonesnn. [lpuunHON KakIOTO M3 3THX 3a00JIEBAHMM SIBIIACTCS TOBPEKICHUE WIIN
MyTanus ofHoro reHa. CiencTBUeM MyTallud MOXKET ObITh HapyIICHHE CTPYKTYPHI
WIM CHUHTE3a KOJUPYEMOIro IreHOM Oelika, YacTO COIMPOBOXKIAIOIIEeCs U3MEHEHUEM
€ro KOJIMYECTBEHHOT'O COJIEP KaHMsl BILIOTh /10 IOJIHOTO OTCYTCTBHUS. MyTaluu MOTyT
nepeaaBaThCsl U3 MOKOJEHUS B MOKOJIEHUE, HO MOPOMl MOTYT BO3HHKATh B MOJIOBBIX
KJIETKAaX pOAMUTENIed CHOHTAHHO. [IpUunMHA CHOHTAHHBIX MyTallMii B OOJILIIMHCTBE
CJIy4aeB OCTAETCA HEM3BECTHOM.

MoHoreHnHble 00JIE3HHM MOXHO pa3[eiduTh Ha ABe rpynmnbl. llepBas rpymnma —
MeHenupytolme 3adoneBanus. VX HacnenoBaHue COOTBETCTBYET 3aKOHaM MeHiest
O pELECCUBHOCTH M JIOMHUHAHTHOCTH T'€HAa W MpeObIBAHUU €ro B TOMO- WJIH
reTEPO3UTOTHOM COCTOSIHMM. B 3aBUCMMOCTH OT JIOKQJIM3AallMM MYTaHTHOI'O I'€Ha U
XapakTepa JOMUHUPOBAHUS BBIICISIOT ayTOCOMHO-JOMHHAHTHBIE, ayTOCOMHO-
pEliECCUBHbIE U CLEIUIEHHBIE C MOJOM 3a00JIeBaHMsI, KOTOPbIE TaKK€ MOTYT OBITh
JOMUHAHTHBIMM WJIM pELECCUBHBIMHU. HacnenoBaHHe HEKOTOPhIX MOHOTEHHBIX
3a0oneBaHUM HE MNOAYMHsETCS 3akoHaM Menzaenda. OHHM COCTaBIAIOT TPYIITY
0oJie3HEW C HETPATUIIMOHHBIMM THUIIAMH HACJIEIOBaHUS. JTO MUTOXOHApPUAIBHBIC
3a0o0neBaHus, OOJE3HM SKCHAHCUU, OOYCIIOBJIEHHBIE NUHAMHUYECKUMHU MYTALUSIMHU,
O0OJIe3HM TEHOMHOTO WMIPUHTUHTA U OO0JEe3HU, OOYCIOBJICHHBIC JPYTUMH
HapYIIEHUSMH IUTEHETUIECKON PEeTyIainu paboThl TEHOB.

[TpodunakTnka MOHOTEHHBIX 3a00JIEBaHUI MPOBOAMUTCS Ha 0a3e MpeHATATIbHON
nuarHocTuku. [IpeHaranbHasi [UarHOCTUKA MPAKTUYECKH MPOBOJMTCS TOJIBKO B TEX
CEMBSX, TJIe yKe uMmeeTcs: 00JapHOIN pedeHokK. Llenbio ee ABisieTcsl NpeaoTBpallleHue

MTOBTOPHOTO POKJICHUS B CEMbE OOJILHOTO.
5.2. MeToauka pelieHUsI THIOBBIX 33124

3amaya 1. Bce wieTku OOJIBHOTO MY>KYHMHBI UMEIOT 47 XpOMOCOM 3a CYET
JumHed X-XpOMOCOMBI. YKaXXUT€ Ha3BaHWE JTOM MYTAlMM, BCE BO3MOKHBIC
MEXaHM3MBbI €€ BO3SHUKHOBEHUS U BEPOATHOCTD NIEPENAYH €€ IIOTOMCTBY.

Pewenue. Aueynnouusi — TPUCOMUS IO MOJOBBIM XPOMOCOMAaM.
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Hepacxoxnenue XpoMOcoM IIpU MEWO3€ BO BpeMsl OBOIEHE3a WM
criepMaToresesa:
1. cnuBaeTcs sMLIEKIIETKa, UMEIOIIasl ABE X-XpPOMOCOMBI U CIIEPMATO30U/I,
coaepKamun Y -XpoMOCOMY
2. cnuBaeTcs SUIEKIETKa, HMeromas X-XpoMOCOMY M CIEpMaTO30M/I,
uMeronuid X- 1 Y-XpoMocoMbl. Takue My>XK4rHBI OCCIIIIOHBI (CHHIPOM

Knaitndpensrepa).

3apaua 2. Otenl U ChIH — JAJIBTOHUKH, @ MaTh pa3jMyacT IBETa HOPMAJIBHO.
[IpaBunbpHO 11 OYZET CKa3aTh, YTO B ATOM CEMbE ChIH YHACJIEI0BaJ CBOM HEJOCTATOK
3peHus OT OTHA?

Peuwienue. OpopmiisieM ycnoBue 3a1auu:

HansTonusm X X*, XY

HopmanbHoe 3penue XX, XY

CocraBisieM TeHETHYECKYIO CXeMy Opaka:

P. X*X* x X¥

F1. )

CbIH HE MOXKET yHacJeA0BaTh JAIBTOHU3M OT OTIIA, TaK KaK T'eH JaJbTOHU3MA
HaxoauTcsl B X-XpOMOCOME, a OTEL IEPEAAET CBIHOBBSAM Y -XPOMOCOMY.

[ToaTOMY CBHIH YHacneAyeT reH JaIbTOHU3MAa TOJIBKO OT MaTepH BMECTE C ee X-

XPOMOCOMOHM.
3agaHus 119 CAMOCTOATEIbHOM PadoThI CTY/ICHTOB

HOJ’IBBYHCB MMpEaACTaBJICHHBIMU MCTOAUKAMU PCIICHHA 3aaa4, AJI 3aKPCIIJICHUSA
Marcpuaia CaMOCTOATCIIBHO peImnTe cieayronme 3aJa4Hn 1o TEMC

«HacneacTBeHHOCTh M AaTOJIOTHS

3agauya 1. Bece kieTku 00JIBHOTO MY>KUYMHBI UMEIOT 10 47 XpOMOCOM 3a CUET
JUIIHEH Y-XpPOMOCOMBI. YKaKUTE€ HAa3BaHUE JOTOW MyTallUM U BO3MOKHBIC

MEXaHHU3MbI €€ BOSHUKHOBCHU .
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3agauya 2. [laument I'.c cunapomom Knaitndensrepa: Hanummre kapuotum
00JBEHOTO, CKOJIBKO Telell bappa oOHapyKUBaeTCsl B COMaTHIECKUX KIIETKAX JTAHHOTO
00JIBHOTO?

3agaua 3. PeGenok c¢ cunapomom Jlayna: Hamwmmurte KapHOTHUI 3TOrO
pebeHKa, yKaKUTe K KaKOMY TUITY MyTalluid OTHOCUTCS 3TO HapyIICHHE.

3apauya 4. Manpuuk 5 ner. Oten; pedeHka 00JIeH KJIacCUYECKOM reModrIne:
KakoBa BEpOATHOCTH TOTO, YTO PEOCHOK YHACJIEAOBAI OT OTIA TeMOMHINIO?(THIT
HaCJIEJIOBAHUS — CLIETUICHHBIN ¢ X-XpOMOCOMOI).

3amaya 5. OTCyTCTBHME TOTOBBIX XKe€J€3 Yy 4YeIOBeKa mepemacTcss Kak
PELECCUBHBIN TPU3HAK, CUEIUNICHHBIM C X-XxpoMmocoMmou. He crpagarommii stum
HEJIOCTATKOM IOHOIIIA KEHUTCS Ha JIEBYIIKE, OTEL KOTOPOM JUIIEH MTOTOBBIX JKEJIE3, a
MaTh U €€ mpeaku 310poBbl. KakoBa BEpOSTHOCTh, YTO CHIHOBBSI U JOUYEPU OT ITOTO
Opaka OyAyT CTpajaTh OTCYTCTBUEM MOTOBBIX keJe3?

3apaua 6. Jloub anbTOHHMKA BBIXOJMUT 3aMY’X 3a ChIHA JIPYroro JajlbTOHHUKA,
MPpUYEM KEHUX M HEBECTa pasjinyaroT 1BeTa HOpMaibHO. Kakum Oyner 3peHue y ux
neren?

3agauya 7. Kakue netm Morim Obl poaMThCs OT Opaka TreMopuiIvKa C
KCHIIUHOM,  CTPAJAIoONIEd  JAIBTOHM3MOM, a, B  OCTAJIbHOM, HMEIOIICH
0J1aromoayYHbIN TeHOTHUTI?

3apaua 8. B cembe, rae oren OoneH remoduivel, a MaTh (PEHOTHITHYCCKU
3JI0pOBa U UMEET OJIaronoIy4YHbI T€HOTHUII, POAUIICS MalburK. KakoBa BEpOSTHOCTD
HaJlnuus y Hero reMopuinu?

3agaua 9. Otery cTpagacT OAHOBPEMEHHO TeMOoMWIMeld M aJbTOHH3MOM.
MoryT 11 JeTH MOIYYUTh OT HETO TOJBKO OJIMH W3 3TUX MATOJOTHYECKUX T€HOB?

3amauya 10. Y HEKOTOPBIX KEHIIUH HAOIIOJAETCS XPOMOCOMHAasl OO0JIE3Hb,
CBSI3aHHasT C TEM, 4YTO B MX KapuUOTHIE UMEeTcs OJHa X-XpOMOCOMa.
OOnHapyxuBaeTcs I B KJIETKaX dTUX >KeHIUH Tenbiie bappa (X-xpomaTtun)?

3agauya 11. Tuneptpuxo3 (pocT BOJOC MO Kpaw YUIHOM paKOBHUHBI)
HacJllelyeTCsl KaK TOJIAaHAPUYECKUN Tpu3HaK (T€H HaxoauTcs B Y XpOMOCOME), a

aTbOMHU3M PEIIECCUBHBIA ayTOCOMHBIM TMpu3Hak. B cembe, rae oter umen
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TUNEPTPUX03 U OBLI TETEPO3UTOTEH IO TeHY HOPMAIbHOW MUTMEHTAIUU KOXH, a
MaTh ObUTa adbOMHOCOM, pOAMJIACH 370poBas JeBouka. KakoBa BEpOSTHOCTDH

POXKJICHUS CIEAYIONIEro pedeHKa 3I0POBbIM?

3apaua 12. T'mmormasus sMaim (TOHKasl 3€pHUCTas 3Mallb, 3yObl CBETIIO-
Oyporo 1BeTa) HacleayeTcss KakK CHEIUICHHBIM ¢ X-XpOMOCOMOW JIOMHUHAHTHBIM
npusHak. B cembe, re o0a poauTenss UMEIH THUIOIIA3UI0 AMAlld, POAUIICS CHIH C
HOpMaJIbHBIMU  3yOamu. Ormnpenenure BepOsTHOCTh POXKIEHUS B OTOM CEMbE

clIeyIolero pebeHka ¢ HopMaabHBIMU 3y0aMu.

3amaua 13. AmnruzgposHas dKToJepMaibHas — JUCIUIa3ug  (OTCYTCTBUE
MOTOOT/ICJICHUSI, HAPYIICHUE TEPMOPETYIISLNK) HACIEAYETCsl KaK CIEIUICHHbIA ¢ X-
XPOMOCOMOM PELIECCUBHBIM TMPU3HAK. 3I0POBBI MYKUMHA KEHUJICA Ha 3JI0POBOM
KEHIIMHE, OTel[ KOTOpOW wuMen JaHHoe 3abosieBaHue. KakoBa BepOSTHOCTD

POKJIeHUs OOJIBHBIX JIETEN B 3TOM ceMbe?

3azlaqa 14. B CCMBC, I'IC MYXK OAJIBbTOHHK, a JKCHaA 3J0pOBa M HC HMMCCT B
ICHOTHIIC ITATOJOIrHYCCKOI0 IrcHa, poanujiaCb A€BOYKa ¢ CHHIPOMOM I_HepCH_ICBCKOFO'

Tepuepa. KakoBa BEpOATHOCTB, UTO OHA OKAXKETCS JATbTOHUKOM?
3amaua 15. Vkaxute popmyy KapuoOTHUIIA:

1. npu cunnpome KnaitHpenbrepa

2. npu cunapome lllepemesckoro-Tepuepa.
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6. METOAbI TEHETUKHA YEJIOBEKA

6.1. OcHoOBHBIE TCOPETUIECCKUEC MMOJOKCHUA

I'eneanozuueckuiit.  memoo — 3TO METOJ  aHalIW3a  POJIOCIOBHBIX
(mpocnexxuBaHUE HAcJIeIOBaHWS HOPMAJIBHOIO WJIM TMATOJOTHYECKOro IMpHU3HAKa B
CEMbE C YKa3aHHEM THUIa POJICTBEHHBIX CBSI3€H MEXIy UYJICHAMHU POJOCIOBHOI). B
MEIVMLIUHCKOM TE€HETUKE €ro Ha3blBAlOT KIMHUKO-TEHEAJIOTMYECKUM, TaK Kak
IPOCIICKUBAIOTCS  IMATOJOTMYECKWE  NPU3HAKK W NPUMEHSIOTCS  METOJbI
KJIIMHUYECKOT'0 UCCIJICIOBAHUSI.

CyTb MeTO/1a: BBISIBIEHUE POACTBEHHBIX CBSI3€U U MPOCICKUBAHUE U3YHAEMOTO
MpU3HAaKa Cpey OJU3KUX, TAICKUX, MPSIMBIX U HETIPSAMBIX POJICTBEHHUKOB.

Oranbl METOJA:

1. cOop cBemeHMii O POJCTBEHHUKaX y HpoOanda  (4eloOBeEKa,
oOpaTUBIIETOCS K Bpauy-T€HETHUKY).
2. COCTaBJICHHE POJIOCIOBHOM.

3. aHaju3 POJIOCIOBHOM.

MeTona npuMeHseTCs IS YCTaHOBJICHUS:
1. HaAcneICTBEHHOTO XapakTepa Mpru3HaKa
2. TWIA HACJEeIOBaHUS
3. TEHOTHUIIOB YJIEHOB POJOCIOBHOM
4

NEHETPAHTHOCTHU I'eHa (BEPOSATHOCTh (PEHOTUIMHMYECKOTO MPOSBICHNUS).

[Ipy mNOCTpOEHUH POJOCIOBHBIX HEOOXOJUMO COOJNIIOATh  CIENYIOIIHE
npaBuJia:
HEO0OXOJAMMO BBISICHUTH 110 COOPaHHOMY aHAMHE3Y YHUCJIO MTOKOJICHUM
POJOCIOBHYIO HAYMHAIOT CTPOUTH € IIpoOaH 1

KaXXJ10€ ITOKOJICHUC HYMEPYCTCA PUMCKUMHU I_[I/I(l)paMI/I CJICBa

M w0

CHMBOJIBI, 0603Haqafomne ocobei OJHOI'0 ITOKOJICHHA, PacCIiojIararoTcCsAa

Ha TOPU30HTAIBHOU TMHUU U HYMEPYIOTCS apabCKuMu 1udpamu.
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I[J'IH MMOCTPOCHUA POJOCIIOBHBIX HUCIIOJIB3YCTCS CUCTCMa CUMBOJIOB!

- WCHCEKAH OPpraHdss (He AMC I HA aHANHIHPYECMOTO NPHIHAKA)

. - MVMCEON OPradmsas (MM MHA aHaIHINp YoM H NPAIHAK)

- ol Geofu u|!|l.|i-l;:rl,|_j|- HEHSRECTEH

- u|'ll.|i-l:1rl_.|, MYBCEODD O00a

AT —

- fpak (peaHTenN]

F
- neTH | poaHue cabos )

O - FETEPOSHIOTHE A HOCHTENE AHANHIHPYEMOTD NPAIHAES

Pucynok 14. CHMBOJIBI, HCIIOJIb3yeMble /LISl TI0CTPOEeH s POXOCI0BHOI

CymecTBYIOT CIEAYIOIIUE TUITBI HACIEA0BAHNS IPU3HAKOB:
ayTOCOMHO-JOMHUHAHTHBIN
ayTOCOMHO-PELIECCUBHBIN

1.
2.
3. cIerIeHHbIN ¢ X-XpOMOCOMOM (C TTOJIOM) TOMUHAHTHBIN
4. cuemieHHbIN ¢ X-XpOMOCOMOi (C MOJIOM) PEIIeCCUBHBIM
5.

TOJIAHAPUYECKUH.

1. Aymocomno-0omunanmHwLl TATI HACIICTOBAHNUS
1) OobHBIC BCTPEUYAIOTCS B KAXKIOM ITOKOJICHHH
2) OOJICIOT B PaBHOM CTENCHHU U MYXUHHBI, M KCHIITUHBI
3) OonmbHOM peOCHOK poXaaeTcs y OOJBHBIX POAMTENCH C
BeposiTHOCThIO 100%, ecau OHM TOMO3UTOTHBI; 75%, €ciau OHHU
TeTEPO3UTOTHBI
4) BEpOATHOCTb pOXKACHHUS OOJBHOTO pebeHKa Yy  3I0POBBIX

ponuteneit 0%.

1 MyroBuH I'.P. Kinnnnueckas reHetuka. [ eHOMHKa ¥ IPOTEOMHKA HACIIEACTBEHHOM NAaTOJIOIMH : y4e0. nocobue. - 3-¢
u3a., nepepad. u gor. - 2010. - 832 c.



2. Aymocomno-peyeccugnblil TUI HACITICIOBAHUS:

1) OosbHBIC BCTPEUAIOTCS HE B KAXKIOM IOKOJICHUH

2) 0OJICIOT B PaBHOM CTCIICHH U MY>KYHHBI, ¥ JKCHIIIMHBI

3) BEpOSATHOCTH POXKJICHUS OOJBHOTO peOCHKAa Y  3JI0POBBIX
poauteneit 25%, eciau oHu reTepo3urotHel, 0%, eciu oHU o0a, WiIH
OJINH M3 HUX TOMO3UTOTEH MO0 JIOMUHAHTHOMY T'€HY

4) 4acTo MPOSIBIIAETCS MPH OJIM3KOPOJCTBEHHBIX OpaKax.

3. Cuennennwtii ¢ X-xpomocomout (¢ noaiom) OOMUHAHMHBIL TUTI

HaCJICaOBaHMA:

1) OosbHBIC BCTPEUAIOTCS B KAXKIOM ITOKOJICHUU

2) 00Jer0T B OOJIBIIEH CTEIICHH JKEHIIMHBI

3) ecnu orelr 00JIEH, TO BCE €T0 TI0UEPU OOJTBHBI

4) OompHOW pEOCHOK pOXKIaeTcsi y  OONBHBIX POJUTENCH C
BeposiTHOCThIO 100%, ecniu Math romos3urotHa, 75%, eciu Math
TeTEPO3UTOTHA

5) BeposATHOCTH pOXACHUS OOJBHOIO peOCHKA Yy  3J0POBBIX

ponuteneit 0%.

4. Cuennennvtit. ¢ X-Xpomocomou (¢ noaOM) peueccUGHbvlii TUIl

HaCJICcaOBaHUA:

1) OonbHBIC BCTPEUYAIOTCS HE B KXKIOM MOKOJICHUN
2) 00JICIOT, B OCHOBHOM, MY>KYHHBI
3) BEpPOATHOCTH POXKIACHHMS OOJBHOIO Majb4yMKa Yy 3J0POBBIX

poauteneit 25%, 6onapHOM AeBouku — 0%.

5. I'onanodpuueckuii mun Hac1e006aHUA.

1) GosbHBIE BCTPEYAIOTCS B KaXK/IOM ITOKOJICHHN
2) OOJICIOT TOJIBKO MYXUNHbBI

3) ecmu orely OOJIEH, TO BCE €TI0 CHIHOBBS OOJIBHBI
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4) BEpOATHOCTH POXKIEHHS OOJBFHOIO MaNbYMKa y OOJBHOTO OTIA

paBHa 100%.

bnu3zneyoswlit memoo — 3T0 N3YyYCHUE TCHETUYECKHUX 3aKOHOMEPHOCTEH Ha
Ou3HEIax.

CyTh MeTO/Ia: CpaBHEHHE MIPU3HAKOB Y PA3IUYHBIX IPYIN OJU3HEIOB, UCXOIS
U3 UX CXO0JICTBA (KOHKOPJIAHTHOCTH) WK Pa3Inuus (IUCKOPIAHTHOCTH).

DTanel METOIA:

1. CocTtaBneHue BRIOOPKH OJIU3HEIIOB U3 BCEH MOMYJISIIIUY.

2. JImarHoCTHUKA 3UTOTHOCTH OJIM3HEIIOB.

3. YCTaHOBIICHHE COOTHOCHTEIBHOH pOJIM HACJIEICTBEHHOCTH W CpPEIbl B

hopMHUpOBaHUM MPU3HAKA.

Humocenemuueckuit memod — 3TO WU3YYEHUE KApUOTHNA MPH MOMOIIH
MUKPOCKOITNYECKON TEXHHUKHU.

Oranbl METOJA:

1. Tlonyyenue u KylabTUBHpPOBaHUE KJIETOK (MuMdbouutsl, GpudbpodnacTel) Ha
HMCKYCCTBEHHBIX MTUTATEIbHBIX CPEIaX.

2. JloGaByieHHE B MUTATEIBHYIO Cpey (PUTOreMarraIoTUHUHA JIJIs1 CTUMYJISIIUN
KJIETOYHOI'O JICJICHUS.

3. OcTtaHOBKa JIeJIeHHs KJIIETKU Ha CTaJluu MeTada3bl J00aBICHUEM KOJIXUIIMHA.

4. ObpaboTka kieTok runoroHmyeckum pactsopom NaCl, BcrmeacTBue yero,
pazpyuiaeTcs KieTouHas 000JI04Ka, U MOJIy4aeTCsl «POCCHIIbY) XPOMOCOM.

5. OkpaliMBaHue XpoMOCOM CeU(PUIECKUMU KPACUTEIISIMH.

6. MukpockonupoBanue u GpororpadhupoBaHHE XPOMOCOM.

7. CocTaBieHHUE UIUOTPAMMBI U €€ aHaJIu3.

MeTtoa 1o3BOJISET:
1. TMarHoCTUPOBATh TEHOMHBIE U XPOMOCOMHBIE MYyTaIlUU;

2. OIpenenuTh TCHETHUECKUI TI0JT OpraHu3Ma.
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Honynayuonno-cmamucmuueckuit memoo — 3T0 U3y4eHHE T€HETHUUYECKOTrO
cocraBa mnomyisiquu. OH OCHOBaH Ha 3akoHe Xapau-BaitHOepra u mo3BoJisgeT

OIIPCACIINTD YaCTOTY I'CHOB M IT'CHOTHIIOB B PA3JIMYHBIX ITOITYJIAINAX.

Buoxumuueckue memoowv. IlpuuumHOW OOJIBIIMHCTBA HACJIEICTBEHHBIX
MOHOTEHHBIX 3a00JIeBaHUIl SBISAIOTCA JAe(DEeKThl OOMEHa BEIIECTB, CBSI3aHHBIC C
dbepMeHTONATHSAMU  (HApYILICHUSIMH  CTPYKTYpPBHl (PEpMEHTOB, YYaCTBYIOIIUX B
peakiusax obmena). Ilpu 5ToM B oOpraHusMe HaKalJIMBAIOTCA POMEKYTOUHBIC
OpOAYKTHl OOMEHa, M TIOSTOMY, OINpEAeNsiss WX WM aKTUBHOCTh (PEPMEHTOB, C
NOMOUIbI0 OMOXMMHUYECKHMX METOAOB MOXHO JIMAarHOCTUPOBATh HACJEICTBEHHBIC
O0one3Hn oOMeHa BewecTB (reHHble MyTauuu). KoinyecTBeHHbIE OMOXMMUYECKUE
METO/Ibl (Harpy304yHbl€ TECTbI) MO3BOJISIOT BBISIBUTH FE€TEPO3UTOTHOE HOCHUTEIHCTBO

IMaTOJOIrMICCKOIo p€ucCCMBHOIO I'CHaA.

Memoowvt pexomounanmnoi /JHK (xnonupoBanue JJHK u rubpumuzanmus
HYKJIEHHOBBIX KHCIIOT) — IO3BOJISIIOT OOHAPYXUTh MATOJIOTHUECKU TeH B T€HOME,
€CIM  3TOT TE€H CEKBEHHpPOBaH (MOJHOCTBHIO  OMpejelieHa  HYKJICOTHUIHAS

MOCJIEA0BATEIBLHOCTB).

Jlepmamoznughuueckuit ananu3z — 3TO U3YUYEHUE TPEOCIIKOBONM KOXH
yesioBeKa (KO MOAYIIECYEK MajblEB, JAJOHHOW CTOPOHBI KHCTEH U MOJOIIBEHHON
CTOPOHBI CTOM ), TJIe CUIILHO BBIPAKEH COCOUKOBBIN CJIOU JIEPMBI.

Merton npumeHsiercs:

1. nayist yCTaHOBJIEHUS 3UTOTHOCTH OJIM3HEIIOB,;

2. KaK JKCIpecc-MeTOH AUArHOCTUKH BPOXKIECHHON KOMITOHCHTHI HEKOTOPBIX

HaCJICACTBCHHBIX 3a00J1€BaHM.

Xumuueckue memoost OCHOBAaHBLI Ha KauyeCTBEHHBIX OBCTHBIX XHUMHUUYCCKHUX
pEeaKnusiXx. Onn HCITOJB3YIOTCA pIRIb | Hpe)IBapHTeHBHOﬁ JAUAarHOCTHUKHU

HACJIEACTBEHHBIX 00JIE3HEN 0OMEHA BEILIECTB.
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Onpedenenue X- u Y- nonoseozo xpomamuna. Jlna uccieqoBaHUs
WCTIONB3YIOTCA KJIETKM OYKKAJIBHOTO AHUTENUS WIH JIEHKOUUTHL. X-XpOMaTUH
onpeeNsieTcss MpyU OKpalllMBaHUM TperapaTa aleTOpceuHOM, a Y-XpOMaTUH — IpH
OKpallIMBAHUU aKPUXUHUIIPUTOM. ITU METObI MTO3BOJISIIOT BBISIBUTH YHCIIO MOJIOBBIX
XpOMOCOM B KapuoTumne (4uciio X XpOMOCOM BCErja Ha OJHY OOJbIIE, YEM YHUCIIO
IIIBIOOK X-XpOMaTHHA, YUCIO0 Y XPOMOCOM PaBHO YHCIY TJIBIOOK Y-XpoMaTHHA);
YCTAaHOBUTH TEHETHYECKUH TOJI OCOOM, JUArHOCTUPOBATH XPOMOCOMHBIE OOJIC3HH

noJia (B KOMILJIEKCE C APYTUMU METOJIAMH).

Memoovl  npenamanvHoil  OUAZHOCMUKU  TIO3BOJBIIOT  YCTAHOBUTH
HACJIEJICTBEHHBIC Je(EKTHI IJI0/]a HAa pAaHHUX CTAAUIX OEPEMEHHOCTH.
1. Henpsimbie MeTO b1 (OOBEKT UCCIIEIOBaHUS — OEpeMEHHAs )KEHILMHA).

2. Ilpsimbie MeTO/IbI (0OBEKT UCCIETOBAHUS — ILIO).
6.2. MeToauka penieHusi THIIOBBIX 32124

amaua . OUPEIEATE THIT HACTSIOBAHNS 3a60ICBAHUL,
"0 0 MOo00 0 oM
" @UOMO1OL1 1 ] Moo

FIITXX

Pemenne: IlpusHak BcTpedaercs B KaKIOM IOKOJIEHHM. OITO cpasy

HCKJIFOYAET PEIIECCUBHBIN THUI HACIEIOBaHUs. TakK KaK JTaHHBIM MTPU3HAK BCTPEYACTCS
Y Y MY)XKUYHMH U Y KEHIIMH, TO 3TO MCKIIIOYAET TOJIAHAPUYECKUN THUI HACJICIOBAHUS.
Ocraercss 11Ba BO3MOXHBIX THUIIA HACIEJOBAaHUS: AyTOCOMHO-JOMUHAHTHBIA U

CUCIUICHHBIA C TOJOM JOMHUHAHTHBIA, KOTOPBIE OYEHb CXOXH JIPpyr C JAPYyrom. Y
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My>xunHbl Il — 3 ectp nouepu ¢ nanueiM npusHakom (III-1, 111-5, 111-7), Tak u Ge3
mero (l11-3), d4To wuCKIOYAaeT CHCIUICHHBIH C IIOJIOM JOMHUHAHTHBIA THII
HacJe0BaHus. 3HAYUT B JAHHOM POJIOCIOBHOM - ayTOCOMHO-IOMHHAHTHBIA THII

HaCJICAOBaHM:I.

3aIlaHl/Iﬂ AJIA CaMOCTOSITEJIbHOM paﬁoTbl CTYACHTOB

HOJ'II)BYHCI) MpCaACTAaBJICHHBIMU MCTOAUKAMU PCIOCHUA 3a4a4, OJIA 3aKPCIIJIICHUA
MaTepuajla CaMOCTOATCIIBHO PCIOUTC CICAYIOIINC 3adadn II0 TCMC « MGTOIIBI
T'€HCTHUKHU 4YCJIOBCKa»:

3agaua 1. Onpenenute TUI HACIEAOBAHUS

' o

] D—{EJ
"W ooTO W orO0

é:aiﬁc’::i&u H:»cH:

3agaua 2. Onpenenute TUIN HACIEAOBAHUS

| o
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" Dre U e O  erd

| | 5 & T
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3amauya 3. Onpenenure TUI HACIEOBAHUS

| o1

" B0 0 OO0 B
"8 M00T00 U 0r00 B0

3 1

3amaya 4. Omnpenenure THUII HACIEIOBAHUSA IIPU3HAKA M BEPOSITHOCTH

poxxaeHust 6osibHOTO pedbernka B cembe III. 9 — 10.

é——|:|

7 8

OO
1 b, 6o, (5—

, Gan qqciﬂiri o
 WEROZECR  GmD RACOIM
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3amaya S. Omnpegenure TUN HaciaeAoBaHUS Npu3Haka. Yemy paBHa
BEPOSTHOCTH POKJICHHUS 3I0POBOTO peOEHKa B CeMbE MPOOaH/Ia, €CIIA OH KEHHUTCS Ha

JKCHIIWHC C TCHOTUIIOM KaK Uy €T0 pOI[HOﬁ CCCTpI)I?

I 4
| 1 ]
1\
OI 2 a I
OOC
T .
1 a2 & 7 8

3agaya 6. OmpegenuTe THUN HAcIeAOBaHUS Tpu3Haka. Yemy paBHa
BEPOATHOCTh POKJEHUS 3/J0POBOr0 peOEHKa B CeMbE MpoOaHia, €CIu OH BCTYNHT B

Opak C >KEHIIUHOM, TeTEPO3UTOTHOM MO ATOMY MPU3HAKY.

| B O

1 2

i
I =

1 2 3 4 2
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3amaya 7. Kakue U3 TEPEUUCICHHBIX MPU3HAKOB, XaPAKTEPU3YIOT
PEIECCUBHBIHN, CIEIUICHHBIA ¢ X-XpOMOCOMOW THIT HAcleOBaHUS: a) 3a00JICBaHHE
NPEUMYIIECTBEHHO BCTpEYaeTcsl y MYX4HWH; 0) 3a00JeBaHHE BCTPEYAETCs HE B
KaXJIOM TIOKOJICHWW; B) y OOJBHOTO OTIIA BCE JO0YEPH OOJBHBI, T) CHIH HACIEAyeT
3a0oieBaHue OTLA; J) €CIU 3[0pOBas MaThb SBJISIETCS HOCUTEIbHUIIEH Te€Ha, TO
BEPOSITHOCTh TOTO, YTO CHIHOBbs OyAyT 60JbHBI paBHa 50%?

3amauya 8. Kakue U3 nepedyuciIeHHBIX MPU3HAKOB XapaKTEPU3YIOT ayTOCOMHO-
JTOMUHAHTHBIA TUI HACIIEIOBAaHUs: a) 3a00JI€eBaHUE OJIMHAKOBO YACTO BCTPEYAETCS Y
KEHILIMH U Yy MY>KUuH; 0) 3a00JieBaHUE MEPEIACTCS OT POAUTENICH NETSIM B KaKIOM
MOKOJICHUHU; B) Y OOJILHOTO OTIa BCE I0YEPH OOJIbHBI; T') ChIH HUKOT/Ia HE HACIEAYyeT
3a00s1eBaHUE OT OTIA; /1) POJUTENN O0JIBHOTO pedeHKa 310POBbHI?

3agaya 9. Kakue n3 nepeyncieHHbIX IPU3HAKOB, XapaKTEpU3yIOT ayTOCOMHO-
PELECCUBHBIN THUIl HAcIeAOBaHUs: a) 3a00JeBaHUE OJMHAKOBO YacTO BCTPEYACTCS y
KEHIIUH ¥ y MYX4HH; 0) 3a00JieBaHUE MEPEACTCS OT POAUTENCH JETSAM B KaXJI0M
MIOKOJIEHUH; B) y OOJBHOrO OTLA BCE AOYEPH OOJBHBI, T') POJIUTEIN SBISIOTCA
KPOBHBIMU POJICTBEHHUKAMU; 1) POJAUTETU OOJHLHOTO peOeHKa 30POBHI?

3amaya 10. Kakue U3 TMEpPEUUCICHHBIX NPU3HAKOB XAPAKTEPU3YIOT
JIOMUHAHTHBIN, CIEIJICHHBIA ¢ X-XpOMOCOMOM THIT HAclleIOBaHMS: a) 3a00JieBaHUE
OJIMHAKOBO YacTO BCTPEYAETCS y KEHIIUH U y MYX4MH; 0) 3a00JeBaHre nepenaercs
OT poauTeseH JETAM B KaXKJI0M MOKOJICHUH; B) y OOJIBHOTO OTIIA BCE J0Uepr OOJIHHBI,
I') CbIH HUKOTJIa HE HacjieayeT 3a0oJieBaHHE OT OTIA; 1) €clid OOoJibHa MaTh, TO

HE3aBHCHUMO OT I10J1a BEPOSTHOCTh POXKICHUS O0JIbHOTO peOeHka paBHa 50%?
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7. MEJUKO-TEHETHYECKOE KOHCYJbTUPOBAHUE

7.1. OcHoBHbBIE TCOPETUIECCKUEC MMOJOKCHUA

Meouko-zenemuueckoe  KOHCYIbmuposanue  CEMei, OTSITOIICHHBIX
HACJIEICTBEHHOM  MAaTOJIOTHEH, MpencTaBisieT co0OM  OJMH U3  BHUJOB
CHEIUATN3UPOBAHHON METUITMHCKONW TIOMOIIH, KOTOpPask MOXKET KBATH(HUIIUIPOBAHO
OCYUIECTBIISATHCS JUIIIb BPauOM-CIEIUATMCTOM B 00JIaCTU METUIIMHCKONU T€HETHKHU.

Opna W3 TVIaBHBIX 3a7a4 MEAMKO-TEHETUYECKOW KOHCYJbTallMd — MPOTHO3
3a00J1€Ba€MOCTH JETEH B CEMBSIX, OTATOIICHHBIX HACIEACTBEHHOM naTojiorneii. Eciun
B CEMbE MOBTOPSIOTCA CIIy4aH TSKEIBIX HACIEACTBEHHBIX HENYTOB, OOJBHBIC MM UX
3J10pOBBIE€ POJCTBEHHUKHU OOpAIIAIOTCS K Bpady € BOIIPOCOM O MPOTHO3€ 3a00J€BaHU
y ux jaerei. [lpu oTAromeHun cemMbu TSKEIBIMU HACIIEICTBEHHBIMU OO0JIE3HSIMU
OTBETCTBEHHOCTh Bpaua, JAlOIIEr0 COBET, OYEHb Beauka. OT ero pexoMeHIaluu
3aBUCUT TNPEAYNPEKICHUE PpOXKJICHUA peOdEHKa, OOpEYEeHHOTr0 Ha  TSKEN0oe
¢bu3nUecKoe cTpagaHue Wi MCUXUIECKYIO HEMTOJHOIEHHOCTb.

3adauamu MEANKO-TEHETUYECKOTO KOHCYJIbTUPOBAHHUS SIBIITFOTCS:

1. IToBBIlLIEHHE TEHETUYECKOM TPAMOTHOCTH HACEIEHUS.

2. BelsicHeHHWE TPUYMH YBEIWYEHUs 3a00JeBaeMOCTH, OOYCIOBICHHOMN
TF€HETUYECKUM TPYy30M, U BO3MOKHOCTEW €€ CHUKEHUS.

3. CocTaBieHHEe TEHETHYECKOTO0 MPOTrHO3a POXKIeHUs O0JbHOro pedeHKa y
oOpaTUBIIEHCS B KOHCYJIBTAINIO CYTPY>KECKOM Maphl.

[IporHo3  310poBbsi  Oyaymiero MOTOMCTBA  MOXKET — OCYIIECTBIISATHCS
IIPOCIIEKTUBHO WJIM PETPOCHEKTUBHO. lIpu mpocnekmuenom koncynomuposanuu
PUCK pOXIeHUsT O00JIBLHOTO pedeHKa OmpenesaeTcss A0 HACTYIUICHHS OEpEeMEHHOCTH
WJIM Ha €€ paHHUX Cpokax. ITo Hanbosee 3 (HEKTUBHBIN BUJI KOHCYJIbTUPOBAHMS, HO
OH BO3MO>KEH JIMIIb B OTPAHUYECHHOM YKCII€ CEMEW: TPU HAJIMYUU KPOBHOTO POJACTBA
MEX]ly CynpyraMmu, HeOJIaronmpusiTHOM CEMEHHOM aHaMHU3€, BO3JCHUCTBUM BPEIHBIX
CpenoBbIX (DaKTOPOB (NMPOM3BOJACTBEHHBIX BPEAHOCTEH). 3HAYMTEIBHO dallle

IIPOBOAUTCA pempocneKmueHoe KOHCYibmupoearnue B TCX CCMbIX, TIAC YXKC
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ponuiics peOCHOK C HACJEICTBEHHOW WM BPOXKIEHHOUW matojorueir. Ero memnsro
ABIIIETCS IPEIYTIPEKICHNE TTOBTOPHOTO POXKACHUS OOJIBFHOTO peOCHKA.

CocraBneHue TeHeTUYeCKOro MPOTHO3a BKIIOYAET 4 sTarna:

1. YTouyHeHue auarHo3a HaCIEACTBEHHOro 3a0oieBaHus. YcCHEX MEAHMKO-
T€HETUYECKOT0 KOHCYJIBTHUPOBAHMSI  ONpPENENsieTcs NPaBWIbHOW  MOCTAHOBKOM
JMarHo3a. Y TOYHEHHE JUarHo3a KOHCYJIbTUPYEMOTO MPOXOJIUT B TECHOM KOHTAaKTe
MEXIy T€HETHKOM U BpadyoM, CIECHUATIH3UPYIOUIMMCS B TOW 00JAacTH MATOJOTHH,
KOTOpas SBWJIACH TMPEIMETOM KOHCYJIbTUPOBaHUS (TIEAMATPOM, HEBPOIATOJIOTOM,
SHJIOKPUHOJIOTOM H JIp.).

2. OmpeneneHue CTENIEHH T€HETHMUYECKOTO pucka. OOMMA PUCK MPOSBICHUS
HACJIEACTBEHHOW maroioruu coctaBiser 5-10% (cOOTBETCTBYET T'€HETHUUECKOMY
rpy3y). Takasa crenens pucka cuuraerca HU3kou. Ecnu puck pasen 10-20%, To oH
curTaercsi cpeqHuM, 6osee 20% — BBICOKHUM.

3. OmeHka TsDKECTM  MEIUIIMHCKUX U COIHUANBHBIX  IOCJEICTBHIMA
MPENoJIaraeMoun aHOMAaJINH. Ecmn HaCJICICTBEHHOE 3a00JieBaHue HE
CONIPOBO’K/IAE€TCS] 3HAUUTENBHBIMU U3MEHEHHUSIMUA B OPTaHU3ME M MOXKET MO1aBaAThCS
«HOPMAKOIUPOBAHUIO», TO U MPHU BBICOKOM PHUCKE POKIEHUS OOJILHOTO peOeHKa He
OyZAeT TSKeNbIX MMOCIEICTBUH.

4. 3axmoueHue Bpada-reHeThka. CaMbIM OTBETCTBEHHBIM JTAllOM MEIHUKO-
T€HETUYECKOr0 KOHCYJIBTHUPOBAHUS SIBISIETCS TOMOIIb POJUTENSIM B MPHUHITHH
pellleHusl MO MOBOAY IJIAHUPOBAaHUS OEPEMEHHOCTH M IPOBENEHUS MpEHATAIbHOM
IUarHocTuku. Ilpu 3TOM Bpad-reHeTrK JO0HKEH MPeJOCTaBUTh CEMbE OOBEKTUBHYIO
MH(OpMAIMI0O O BO3MOXKHBIX PUCKAX HA BCEX ATamax MOATOTOBKH M TPOBEICHHS
IpeHaTaJbHOW AMArHOCTUKH. B ciiyuae HeOMarompusTHOrO NpPOrHO3a pEIIeHHE O
MpPEPHIBAHUM WU MPOAOKEHUU OEPEMEHHOCTH CEeMbs JOJKHA MPUHUMATD

CaMOCTOATCIIbBHO, OCHOBBIBAACH Ha ITOJITYUYCHHBIX pE3yJIbTAaTax.
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7.2. Meronuka pelieHus TUIOBBIX 3a/1a4

3agaya. Ilo pJaHHBIM aHaMHE3a MaThb 370pOBa M IPOUCXOAWT U3
OJlaromoaydyHol 1o ofHOW u3 ¢GopM WxTHO3a (X-CIETUICHHBIA PEIICCCUBHBIN THIT
HACJICIOBaHMsI) CEMbH, a OTEI] — OOJICH 3TOM (opMoi uxTHo3a. Jlo4b 3THX poauTeNnei
BBIXOJIUT 3aMyX 32 3JI0pOBOTO FOHOIITY. ONpeneuTe CTENeHh TeHETUIECKOTO PUCKa
poXieHus1 OOJLHOTO JaHHOW (GOpPMON MXTHO3a peOCHKA B 3TOW MOJIOJIOW CEMbe.
Kakue pekoMeHaIum T0JHKEH 1aTh Bpay reHETHK?

Pemenune: Ha ocHOBaHMM JaHHBIX aHAMHE3a CTPOUM POJIOCIOBHYIO.

3areM O(bOpMJI}IeM YCIOBHUC 3aJa4d M 3aIlIMCbIBACM TI'CHCTHYCCKYIO CXCMY

6paxa: Mxtrox: X°X*, X*Y; Hopma: XX, X*Y
P XX x XY

F;. X'y

P Xy ox X'y

F'l. X £ -1'.1‘-11] -IIL-'.I r -111 r

N

Kenmuua, kotopas coOupacTcss WMETh peOeHKa, TeTepPO3UroTHA IO TEHY
UXTHO3a. BepoATHOCTh poXkjaeHUs OOJIbHOTO pedeHKa B Opake Cco 3J0pPOBBIM
MyX4MHOUN coctaBisieT 25% ot Bcex gered, 50% — ecnu poautca Manbuuk, 0% —
ecnu JeBouka. Eciu Oyner ycTaHOBIIEHO, YTO MOJ Oyayuiero peOeHKa MYXKCKOW
(reaetmyeckuii  puck 50%), TO Bpad-reHETHK MJOJDKEH OOBSICHUTH TSKECTh

MCOUITMHCKHUX HOC.HCI[CTBI/II\/'I 3a00JIEBaHUS u PEKOMCHAOBATDH IMPOBCCTHU
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HCKYCCTBEHHOE MpepbiBaHuEe OepeMEeHHOCTH. [Ipu BBISBIEHHWH >KEHCKOTO MOojia Y

IU10J1a PUCK pOXACHUS O0IbHOTO pedeHka paBeH 0%.

3aIlaHl/Iﬂ AJIA CaMOCTOSITEJIbHOM paﬁoTbl CTYACHTOB

[Tonb3ysich MpEACTaBICHHBIMUA METOAUKAMU PEIICHUS 3a]1a4, JJIs1 3aKPEIICHUS
Marepualia CaMOCTOSITENIbHO PEIIMTE CIeAylolue 3aiaun 1o Teme «Meauko-
T€HETUYECKOE KOHCYJIbTUPOBAHUEY:

3amaua 1. [IpoGang — 310poBas xeHmuHa. Ee cectpa 310poBa, a 1Ba Opata
CTpajaloT AaJIbTOHM3MOM. Math W otell npobaHaa — 370pOBbl. UeEThIpe CECTphI
MaTtepu npobaHaa 310POBBI, UX MYXKbs 310pOBbl. O AIBOIOPOIHBIX CHOCAX CO CTOPOHBI
Martepu IpoOaHa U3BECTHO: B OJHOM ceMbe OJMH OOJIBHOM Opat, 1BE CecTphl U OpaT
3I0POBBI; B JIBYX JPYTHX CEMbSIX — IO OJHOMY OOJIbHOMY OpaTy M IO OJHOM
3I0POBOI cecTpe; B 4-i ceMbe — OJIHAa 3J0poBas cecTpa. balyiika mpobaHma co
CTOPOHBI MaTEPH 3JI0POBA, JAej cTpagal AaTbTOHU3MOM. CO CTOPOHBI OTIIa TpoOaH 1a
OOJBHBIX JATBTOHU3MOM HE OTMEUYEHO.

CocraBbTe poaocioBHY0. OnpeaeuTe: TUIT HACIEIOBAHUS ATOM MAaTOJIOTHH H,
10 BO3MOYKHOCTH, T€HOTHIIBI JIUI] POJIOCIOBHOM; BEPOSITHOCTh POKACHUS Y MpoOaHa
OOJBHBIX JAIBTOHU3MOM JIETEH MPHU YCIOBUH, YTO OHA BBIMET 3aMY3K 3a 3JI0POBOTO
Myx4nHy. Kakoil coBeT HOJIKEH JaTh NpoOaHy Bpady-TeHETUK?

3amaya 2. YV denoBeKka ONMCaHA AHOMAJIMS — HAJIMYUE MEPEIOHKU MEXKIY
najgpiaMu HOor. OT Opaka MEXIy >KCHIIMHOW C HOPMAalbHBIMHU TajibllaMU HOT U
MYKYMHOM, UMEBIIUM MEPETNOHKY, POJUIIOCH TPOE JIETEH: J0ub OblJIa HOPMAJIBHOM, a
CBIHOBBS OOJlamani 3ToM aHomanuei. OauH W3 ChIHOBEH B Opake ¢ HOPMaIbHOM
KEHIIMHON nMen 6 touepel ¢ HopMaabHBIMU NajbliaMU U 4 ChIHA C aHOMAJIUEH.

CocTtaBbTe POJOCIOBHYHO M OIpEASIUTEe: THI HACJeJIO0BaHUsS;, BEPOSTHOCTH
pOKJIeHUs peOeHKa C aHOMAJIMEH, €CITM BHYK KEHUTCS Ha JKCHITUHE ¢ HOPMaJIbHBIMU

najJabliaMu HOT'.

3apaua 3. [IpoGang — GompHOM muomnarueit [liomenHa (atpodus CKeIeTHON

MYCKyJNaTypbl) Majgb4uK. [0 1aHHBIM cOOpaHHOTO y poJaWTeNed aHaMHe3a, caMu
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POJIUTENN U JBE CECTPhI pobaHaa 310poBbl. [10 OTIIOBCKOW JIMHUM ABA IS4, TETKA,
nen u Oabka mpobGaHma — 310poBBL. J[Be JBOIOPOMHBIE CECTPHI OT IAIU H
JBOIOPOJIHBIN Opar oT TeTku npobGanjga — 3740poBbl. [lo nmuHuM MaTepu mpobanaa
OJMH U3 JBYX Asjel (ctapimii) Oonen muonatued. Bropoit asas (310poBblid) UMe
JIBYX 3JIOPOBBIX CBHIHOBEH M 3I0POBYIO J0uUb. TeTs nmpobaHma umesna O00JIBHOIO ChIHA.
Jlen u 6abka — 3/10pOBHI.

CocraBbTe poaocioBHyto. OnpeaenuTe: TUI HACIEIOBAHUS U T€HOTUIIBI JIUI]
POJIOCIIOBHOM; BEPOSITHOCTh POXKACHUS OOJBHOTO pedeHKa B CeMbE, €Cli MpoOaH/
KEHUTCS Ha 3I0POBOH KEHIIMHE, OTEI] KOTOpoi OoJjieH muonatueit J[romenna. Kakue

PEKOMEHIAIMHU JTOJKEH J1aTh Bpauy-T€HETUK?

3agaua 4. OnHa u3 GopM paxuTa HE HU3JICUYMBACTCA OOBIYHBIMHM J03aMU
ButamuHa D. I[IpoGann — roHoma, crpagaromniuii 3toi hopmoit paxurta. Ero cecrpa
3nopoBa. MaTh mpoOaHja 0oJIbHA PaxuUTOM, OTEIl — 3/I0pOB. Y MaTepu mnpodaHaa
OBLIIO TpOE OpaTheB — BCe 3710POBHI. [len mpobanaa mo auHuu Matepu 0ojieH, 6abka —
3mopoBa. Jlenx wMen AByX 3J0pPOBBIX OpaTheB W OAHOTO OOIBHOTO. Y 3I0POBBIX
OpaTbeB JieJ1a OT 3/I0POBBIX KEH OBLJIO 5 37J0POBBIX CHIHOBEH (y OJHOTO — 4 ChIHA, Y
npyroro — 1). Y OonbHOro Oparta jgeda »keHa Obuta 370poBa. Y HHUX ObUIO TpHU
OONBHBIE JOUYEpPU M JBa 370POBBIX ChIHA. Y JBYX OOJIBHBIX Jlodepeil Opara aena
npoOaHJa OT 3J0POBBIX MYXKEW ObUIO MO OJHOU 370poBOMl modepu. Emie y omHoM
OonbHOW Jouepu Opata jAeda mnpoOaHja, COCTOsIIEH B Opake €O 310pOBBIM
MY>KUMHOM, JIBa ChIHA, OJMH M3 KOTOPHIX OOJieH, W OOJbHAs J04Yb. Y 3I0POBBIX
ChIHOBEH Opata jaena npodaHa KEHBI U UX JIETU 3[10POBBHI.

CocraBbTe pomoCiOBHYI0. Ompenennute: THI HACICAOBAHUS; BEPOSTHOCTH
pOkIeHrs OONMBHBIX PAXUTOM JIETEH B CEMbe MPOOaHa B Cydyae, €Ciu OH BCTYIUT B
Opak co cBoel 00JBHON TpOIOPOHON cecTpoil. Kakne pekoMeHaauu JODKEH 1aTh

Bpay-T€HETUK?

3anaua 5. [IpoGana crpagaer remodmineil. Y ero MaTepu M OTiia HOpMaibHas
CBEpPTHIBAEMOCTh KPOBU. Y JEAYIIKK CO CTOPOHBI Marepu remoduius, a 0adymika

3nopoBa. Jletu nmpobaHaa: 1Be T0YEPH U OAUH ChIH C HOPMAaJIbHON CBEPTHIBAEMOCTHIO

63



KpOBHU, IPYrol ChIH cTpagaeT remodrmeii. B ceMbe oTiia OONBHBIX TeMOpUIHEH
HeT. Onpeaenure, Kakue JETH MOTYT ObITh y mpoOaHia, eCIl OH BCTYNHT B Opak ¢

KEHIIUHOW, TETEPO3UTOTHOM 10 3TOMY MPU3HAKY.

3agauya 6. [IpobGana 6oneH BpoxkaeHHON KaTtapakToil. OH cocTOUT B Opake co
3I0pOBOM >KEHIIIMHON U MMeeT OOJIbHYIO J0Ub M 370poBoro chiHa. Otell mpobaHia
OoJieH KaTapakToi, a MaTh 3J0poBa. MaTh mpobaHma UMEET 370pPOBYIO CECTPY U
3I0pPOBBIX poautenen. Jleayiika mo JMHUM OTHAa OoJieH, a Oalylika 370poBa.
[IpoOGann uMeeT Mo JMHUM OTIA 3I0POBBIX POJIHBIX TETIO U Asia0. Jsas KeHaT Ha
310pOBOI keHIuHe. VX Tpu cbiHa (JIBOIOPOAHBIE OpaThsi MpoOaH/Ia Mo JUHUU OTIA)
310poBbI. OnpeenuTe BEpOSTHOCTh MOSIBJICHUS B CEMbE JJOUepU ITpoOaH 1a OOJIbHBIX
BHYKOB, €CJIM OHa BBIMJET 3aMyK 3a T€TEPO3UTOTHOIO MO KaTapaKTe ATOro THIIA

MYX4YUHY?

3apaua 7. [IpoGann ctpanaer AedeKTOM HOTTEH M KOJECHHOW YalledKH, a ero
Opar HOpMajeH. DTOT CHUHApPOM ObUI y OTHa MpoOaHja, a MaTh OblIa 3/10pOBA.
Henymika mpoOaHga MO JUHUM OTIA C CHUHAPOMOM, a Oalymika 3mopoBa. Otery
mpoOaHia UMEET TpeX OpaTheB M YETHIPEX CECTEP, U3 HUX JiBa Opara U JIBE CECTPHI C
CUHJpOMOM Je(deKTa HOTrTel M KOJICHHOW 4aimieuku. BoJbHOW SISl 10 JIMHUM OTIa
YKEHAT Ha 3J0pPOBOM >KEHIIMHE U MMEET JABYX JO4Yeper U ChlHA. Bce OHM 310pOBBL.
Onpenenure BEpPOATHOCTh TOSIBICHHS JeTed ¢ 3a00jeBaHMEM B CeMbe MpoOaHna,

€CJIU ero cymnpyra He OyAeT cTpaaaTh AeEeKTOM HOTTEeH U KOJICHHOM YallleuKH.

3apava 8. Y npobanna momuaakTimsa. OTell ero Takyke MHOTOTANIBINA, & MaTh C
HOPMAJIBHBIM CTpOEHHEeM KHUCTH. [lampHelmas pomocioBHAsh M3BECTHA TOJBKO IIO
JUHUYU OTIA. Y OTIAa €CTh OpaT W CecTpa C HOPMAJILHBIM CTPOCHHEM KHCTH U Opart,
cecTpa MHoromaable. MHoromajaeli Asas mpoOaHAa OBUTI JBaXKIBl JKEHAT Ha
KEHIIMHAX C HOPMaJbHBIM CTpoeHrueM KUCTU. OT olHOro Opaka y Hero Obljia J10Yb C
MOJIUJIAKTHIIMEH, OT BTOPOTO Opaka ObLIO MIECTEPO NETEH: ABE JOUEPHU U OJIUH CHIH C
MOJIMAAKTHIIMCH, M JIBa ChIHA W OJIHA JO0Yb C HOPMaJbHBIM CTPOSHHEM KHCTH. TeTs
npoOaHJa ¢ HOPMaJIbHOM KUCTBIO ObLIa 3aMy>KeM 3a MY>KUYMHOMN 0€3 aHaIu3upyeMoun

aHOMAaJIMM. Y HHUX OBLIO TPpHU MaJIbUWKa W TPHU ACBOYKH C HOPMAJIbHBIM CTPOCHUCM
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kuctu. [enymka mpobanna Oe3 aHomanuu, a 6alymika MHoromanasi. Omnpenenaute
BEPOSTHOCTH POXKICHHUSI MHOTOTIABIX JIETCH B CEMbe MP0OaH/Ia, €CJIM OH BCTYIHT B
Opak C >KEHIUHOM, UMEIOIIeH HOPpMaTbHOE CTPOCHHUE KUCTH?

3agaua 9. [IpoGann HOpPMAIBLHOTO POCTa MMEET CECTPY C aXOHAPOIIA3HEH.
Martpe npobanza HOpMalibHa, a OTEll CTpajaeT axoHaporuiazuei. [lo nuHuUM oTna
npoOaH UMEET BYX HOPMAJbHBIX TE€TOK, OJIHY TETKY C aXOHApPOIUIa3ueld U OJHOTO
IS0 ¢ axoHJporuiazuei. Ters, uMeromas axoHIpoIuIa3uio, 3aMyXKeEM 32 3J10POBBIM
MY>KUYMHOUN. Y HUX €CTh CbIH KapiiuK. 30pOBasi TETS OT 3J0POBOTr0 My»a UMEET ABYX
MaJLYMKOB ¥ JBYX JEBOUYCK - BCE OHU 370POBBIL. [/ — KapauK KeHAT Ha 370POBOM
KEHIMHE. Y HEro JBe HOPMAaJbHBIC NIEBOYKUA W CHIH Kapiuk. Jlemymika mo JTUHUW
oTIIa Kapiuk, a O0alOymka HopMmanbHa. Omnpenenure: BEPOSITHOCTb IMOSBICHUS
KapJIMKOB B CeMbe MPoOaH/a, €CIIU ero keHa Oy1eT MMETh TaKO! e TeHOTHII, KaK OH
caM; KaKOBa BEPOSTHOCTh MOSIBJICHUS! KAPJIMKOB B CEMbE CECTPHI ITPoOaHIa, €CJIM OHA
BCTYIUT B OpaK CO 3I0POBBIM MYKUHHOM.

3apaua 10. [IpoGana — 310pOBBIN IOHOIIA UMEET YEThIPEX OpaTheB, OONBHBIX
MbIIIedHOM auctpodueit [romena. MaTeb U oTelr nmpodaHaa 370pPOBBL. Y MaTepH
npobaHaa ecTh JBE CECTPhI, OJIUH 3JIOPOBBIM OpaT u emie nBa Oparta, OOJBHBIX
MbIlIeuHol auctpodueir. babymka u penymka mpoOaHga €O CTOPOHBI MaTepu
30pOBBl. Y 0aOyIIKu OBUTO TPU 3J0POBBIX CECTPHI, JBA 30POBBIX OpaTa M OJUH
Opat, 60JIbHOM MbIlIeuHON AucTpoduel. Bece 3m0poBbie OpaThs U cecTpbl 0adyIIKU
UMENU 3JI0POBBIX CynpyroB. Y o0oux OparbeB OBLJIO MO S5 3J0pPOBBIX JETEH
(MaTbYUKKM M JEBOYKU). Y OJHON W3 cecTep 0aOymiku ObUl O00NMBHON gucTpoduein
CBIH, Y BTOPOI CECTpPbI — TPH 37I0POBBIX ChIHA M OJHA 3/I0pOBasi 104b. TpeThs cecTpa
0a0yIIKK BBIXOIAJIA 3aMYX HECKOJBKO pa3 3a 3I0pOBbIX MykuuH. OT nepBoro Opaka
y Hee poauics OOJBHOM MBIIIEYHOW AUCTpodued ChIH, OT BTOPOTrO Opaka ABOE
CBIHOBEU (OAMH 3M0pOBBI M onuH OosibHOM). Pommrenu 6abymiku mpobaHma 1mo
JUHUU MaTepu 3A0poBbl. OmnpenenuTe BEPOATHOCTh POXKIACHHUS OOJIBHBIX JETCH B
ceMbe MpoOaHja, eciau ero cymnpyra OyJeT HMMETh TaKoW >Xe€ T'€HOTHUIl, KaK MaTh

nmpoOaHya.
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