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HOACHUTEJBHASA 3AIIMCKA

OmHUM 13 TyTeH MOBBIIIEHUS Ka4eCTBA MTOATOTOBKH IEIaroroB-Ae(heKTOI0T0B
B YUPEXKJIEHUHU BbICIIEro 00pa30oBaHUs SBISETCS pa3pabOTKa U COBEPIICHCTBOBAHHE
METOJMYECKOro o0ecreyeHus: y4eOHO-BOCIUTATENBHOIO MpoIecca, B TOM YHUCIE
CO3/1aHHE Y4YEOHO-METOJUYECKMX KOMIUIEKCOB IO BCEM JUCHUIUIMHAM Yy4eOHOTO
IJiaHa.

Y4yeOHO-MeTOAMUECKUI KOMIUIEKC MO0 Y4YeOHOW AMCIMIUIMHE — 3TO CHUCTEMa
y4e0HO-METOJIMYECKUX MAaTepUaioB, MCIOJb30BaHUE KOTOPHIX 00OecleurnBaeT
CaMOCTOSTENIbHOE MPUOOPETEeHUE CTYJIEHTaMU KOMIIETEHTHOCTH B OO0JacTH OCHOB
TCeHETHUKHU.

Y4eOHO-METOAMUECKUI KOMILUIEKC M0 IUCHUIIuHE «Menuko-0uoiornueckue
OCHOBBl KOPPEKIIMOHHOW TEJaroruki # CHENUaIbHOM TICUXOJOTUU (OCHOBBI
TE€HETUKHN)» MpeIHAa3HAYeH CTyJIeHTaM (akyibTeTa CHEUUaIbHOrO 0Opa30BaHUS
BI'TIY (nHeBHas u 3aouHas hopma MoTydeHUsI 00pa30BaHUs).

CrpykrypHbiMu KoMnoHeHTamMu Y MK siBasroTcs:

o [IporpammHbIii OJI0K;

TEOPETUICCKHI OJIOK;
MpaKTUYECKUM OJIOK;

0JIOK KOHTPOJIS 3HAaHUMU;
BCIIOMOTATENbHBIEC MaTepHUAIbI.

Y4eOHO-MeTOAMUECKUI KOMIUIEKC OPUEHTHUPOBAH HAa MPUMEHEHUE TEXHOJIOTHI
JTUCTAHIIMOHHOTO  O0y4YeHHs  (KEHC-TEeXHOJIOTHSl,  HMHTEPHET-TEXHOJOTUU) U
MPEIOCTABIISACTCA CTYJIEHTaM B DJJIEKTPOHHOM BapuaHTe. Pabory ¢ martepuaniamu
y4eOHO-METO/IMYECKOr0  KOMIUIEKCa  cleAyeT  codyeTrarb C  H3Y4YCHHEM
PEKOMEHIOBAaHHOW HAYYHOUN M Y4E€OHO-METOAMUECKON JTUTEPATYPHI.

Y4eOHO-METONMUECKHH | KOMIUIEKC  pa3paboTaH B COOTBETCTBHU  C
TpeOOBaHUSIMU K 00SI3aTCIbHOMY MHHUMYMY COJAEp’KaHUS YYEOHBIX MPOTpaMM U
KOMIETEHIUSIM TI0 pazaeily JUCUUIUIMHBI «OCHOBBI TEHETHUKH», JIEUCTBYIOIIHUX
00pa3oBaTeNbHbIX CTaHAAPTOB BHICIIEr0 00pa30BaHMS MO CIIEHUATBHOCTSIM:

1 -03 03 01 Jloroneaus

1-03 03 06 Cypaomnenaroruka

1-03 03 07 Tudnonengaroruka

1-03 03 08 OnurodpenHomnenaroruka.

Pexomenmyercs ciaenyromui aaropuTM padoThl HaJ TEMOM:

® O03HAKOMJICHHE C y4eOHO-TEeMaTHYECKUM IUIAHOM, U3y4deHUEe y4eOHOM
MPOTPaMMbI U OIPEIETICHUE BOIIPOCOB MO TEME, KOTOPHIE BHIHOCITCS Ha
3aUeT;

® 3aKpCIUICHWE 3HAHWUM, TOJYYEHHBIX Ha JIeKUMH (€Cau CTYJEHT
y4aCTBOBAJI B JICKIIMU IO JAHHOM TEME€) WJIM W3YUYCHHE JICKIIMOHHOTO
Marepuana (cMm. manky «Teopetmueckuit Onok», «BcrmomoratenbHbIN
0JI0K»);



® BBIIOJIHEHHE IPAKTUYECKON padoThI 110 TeMe (cM. manky «IIpakrnueckuii
0JI0K»);
® OTBETHI HAa BOIIPOCHI, BEIHECEHHBIEC HA 3a4eT.



TEOPETUYECKHUW PA3IEJ



Jleknus 01. leneruxa: npeamer, 3a1a4u, METOAbI M HCTOPUS PA3BHTHS

Bonpocut:
1. Ucmopus pazsumus eenemuku Kax ()yHOAMEHMATbHOU HAYKU.

1.1 Obwee npedcmasnenue o cenemure KaxK o Hayke.

1.2 OcHnognble amanvl pazgumust 2eHeMuKU. KI1acCUuyecKuti nepuoo
2. Memooul uccnedosarnus cenemuKku 4eosexd.

2.1 I'eneanoeuueckuii memoo.

2.2 Bnusneyoswiit memoo.

2.3. [Jumoeenemuueckuii memoo

2.4. Buoxumuueckuti Memoo

1. UcTropusi pa3BUTHS T€HETHUKHU KAaK (DYHJAMEHTAJIbHON HAYKH
1.1. Obwee npeocmasnenue o cenemuKe Kak HayKe
I'enemuxa uenosexa — HayKa O HaCJl€ICTBEHHOCTU U U3BMEHUYUBOCTH YEJIOBEKA.
Hacneocmeennocms — 3TO CHOCOOHOCTH KUBBIX OPIaHU3MOB COXPAHATH U
nepeaBaTh U3 MOKOJICHUS B TTIOKOJICHUE MMPU3HAKK U CBOMCTBA OpraHu3Ma.
H3menuusocms — 3T0 CIOCOOHOCTH XKUBBIX OPraHM3MOB B MPOLIECCE OHTOTEeHE3a
yTpayuBaTh CTapble U MPUOOPETATh HOBBIE TPU3HAKU U CBOMCTBA.

1.2. OcnogHule 3manvl pazeumus 2eHemuKy 1ej106eKa

1900 r. — Hayano OypHOTO pa3BUTHUs FCHETHKHM KaK HAyKH — BTOPUYHOE
OTKpPBITHE 3aKOHOB MeEHIeNsl TpeMsl YUeHbIMM HE3aBUCHMO JpYT OT apyra: nae dpus
(Fomnanus), Koppenc (ABctpusi), Uepmak (['epmanus).

I'. Menzenb OTKpbUT 3aKOHOMEPHOCTH HAClIeIOBAaHUSI MPU3HAKOB B 1865 T. U
OMmyOJIMKOBAJ HAa HEMEIIKOM SI3bIKE B TPyJax OOIIECTBA €CTECTBOUCIBITATENCH IO
HazBaHueM «OTBITHI HAJI PACTUTCABHBIMUA THOPUIAMI.

1900-1930 rr. — KIaccuYecKnuid Mepruo Pa3BUTHS TCHETUKH (ITal MEHICIU3Ma
¥ XPOMOCOMHOM TEOPHH HACJEICTBEHHOCTH).

1930-1940 rr. —1epro ] HHAYITMPOBAHHOTO MyTareHe3a (IMoIydeHrne My TaIHi ¢
MTOMOIIBIO PaTUAIIM, i XUMUIECKUX BEIICCTR).

1940-1953-2000 rT. — mepuo1 MOJIEKYJISIPHON TeHETUKH (M3YUCHHE CTPYKTYPHI
1 (yHKIMOHAIBHOU npupobl mojekyn JHK).

1953 r. — Yotcon u Kpuk pacuudpoBanu crpykrypy mosexynisl [JHK.

2000 r. — MOJHOCTHIO pacmu@poBaH TEHETUYECKUU KOJI YEIOBEKa — OH
MOJIHOCTHIO MOXKET OBITh 3aMKMCAH C MTOMOIIBI0 XUMHUECKUX (POpMYIL.

nocse 2000 r. — cCOBpeMEHHbIN 3Tall — OCHOBHOE HAMNPAaBJIEHUE — CTPYKTYPHO-
CUCTEMHOE TO3HAHUE TITyOUHHOM CYIIHOCTH IeHa.

2. MeToabl ucC/Ief0BAHNUS F'eHETHKH YeJI0BeKa
2.1. I'eneanozuueckuii memoo (Menoo pooocio08HbIX)
[Ipennoxen ['anibToHOM B 1865 1. 3amaun meToaa:
— YCTaHOBJICHHUS HACJICICTBEHHOTO XapakTepa 00JIe3HU;
— OTIPEJICJICHHS TUTIA €€ HACJICIOBAHMS;
— U3YUYEHHUE CIICTUICHUS 00JIE3HU C Pa3IMUYHBIMU F€HETUUYECKUMU MapKepaMHu.
Meroauka coCcTaBiIEHUS POAOCIOBHOM



1. C60p poaociIOBHOM HAaUMHAETCS € MpoOaHa — 00IBLHOTO peOeHKa (UeIoBeKa).
Ecnm »T0 B3pochbiii cpasy coOuparoT HHPOPMAIMIO O €ro ACTIX, 3aTeM OpaThsix U
cecTpax (cubcax) ¢ ydyeToM MOCJIeI0BaTEIbHOCTH OEpEeMEHHOCTEH y MaTepu M HX
CXO/ax.

2. COop cBeneHmit 060 BCEX KPOBHBIX POJACTBEHHUKAX MO MATEPUHCKOH JINHUU.

3. Coop cBeaeHMi 000 BCEX KPOBHBIX POJACTBEHHUKAX IO OTIIOBCKOM JIMHHH.

K ponocnoBHoM npennaraercs JereHaa.

Kaxxnioe nokosnenune nzoopaxxaercst Ha OJHOM JIMHUK U 0003HAYAECTCSI PUMCKUMHU
udpamMu CBEpXy BHHU3.

CHUMBOJIBI, HCHOJB3yE€MbI€ IPU COCTABICHUH POAOCIOBHOM (MPEeI0KEHBI
FOctom B 1931 1.)

2.2. bausneyoeswiit memoo

[Ipennioxen ['anbToHOM B 1876 1. 3amaun meToxa:

— YCTaHOBHUTHb pOJb HACJIEJICTBEHHOCTH U CpeAbl. B (PEHOTHINHYECKOM
pa3zHO00pa3uK pa3IMYHbIX TPU3HAKOB Y YEIIOBEKA.

DTamnsl peanu3anuy METOA:

1. Coop OnM3HENOBOrO MaTepuaga M JUarHOCTHKA 3UTOTHOCTH (METOJ
«CXOJCTBA-NOJ00US», MO SPUTPOLUMUTAPHBIM M JIGMKOLMTapHbIM MapkepaMm, JIHK-
JTMarHOCTHKA).

2. Ananu3 OJU3HEIOBBIX JIAHHBIX.
Ycranopnenue ko3¢ duimeHTa napHo KOHKOPIAHTHOCTH, KOTOPBIN yKa3bIBaeT
Ha OTHOCHUTEJIBHOE YHCIIO Tap, B KOTOPHIX00a MapTHEpa HECYT U3ydaeMblid TPU3HAK.
Berancasercs otaensHo 111 M3 u /I3 61m3HEOB.
K=C/ C+]]
C — 4HCII0 KOHKOPIAaHTHBIX-11ap (CXOAHBIX);
J| — 4rciio TMCKOHKOPAAHTHBIX Tap (pa3iuyaronuxcs).
K BeIpaxkaeTcst 7100 B 10X €AUHULIBI, JIMOO B MPOIEHTAX
Jlanee BBIYMCIAIOT OO HACJIEACTBEHHONW OOYCJIOBJIICHHOCTH TPU3HAKA —
HacnenyeMocTh (H),koTopas Takke BeIpa)kaeTcsl B IPOLICHTAX WU JIOJISIX €IUHUIIBIL.
H=KM3-K A3 /1 (unu 100 ecoin B %) — K /13
K M3 u K /I3 — ko3@punmenTsl mapHoit KOHKOpAaHTHOCTH M3 u /13 6:113HEenoB.
1- 0,7 — mpu3Hak (00JIe3Hb) IETEPMUHUPYETCSI TEHETUIECKUMHU (PaKTOpaMH
04 — 0,7 — OomesHb C HACIEJACTBEHHOM IIPEAPACIIOIOKECHHOCTHIO,
peanu3yIonascs Mo/ BIUSHHEM CPEOBBIX (haKTOPOB.
0 — 0,4 — 6on1e3HB, BO3HUKIIIAS MO BIMSIHUEM OKPYKAIOIIEH CPEIbI.

2.3. llumozenemuueckuit memoo

[TpoBoauTCS TIPU TIOIO3PEHUU HE XPOMOCOMHYIO 0OJIe3Hb. 3aa9H:

— WICHTU(PUIUPOBATH MEPECTPOCHHYIO XPOMOCOMY;

— YCTaHOBUTH TUII XPOMOCOMHOU IEPECTPONKH.

npenaparbl XpOMOCOM YeJIOBEKa MOKHO MPUTOTOBUTH U3 (hUOPOOIACTOB KOXKH,
KOCTHOTO MO3ra, HO HauOoJjiee IOCTYNMHOW MpU TaKUX HCCIEAOBAHUSX SIBIIAETCS
KyJbTypa TMMGOIUTOB nepudepruyeckoil KpoBU (KPOBb MOMEIIAIOT B CHELUATBHYIO



cpely C BeELIEeCTBAMH, CTUMYJHPYIOIIMMHU POCT M KIETOYHOE JEIICHUE, 3aTeM
A00aBJISIOT KOJXUIMH, YTO MPUBOAUT K OCTAHOBKE MHUTO3a HA CTaauM Metadasbl, B
KOTOPOM XpOMOCOMBI MaX CIIUPAIU3UPOBAHBI).

2.4. Buoxumuueckuit memoo

MIPUMEHSIOT TP MTOJ03PCHUHN Ha BPOXKIEHHBIE MedeKkThl oOMeHa. [Ipumenstor
HUX B 2 JTamna:

— CKPUHHUPYIOIIHUE SKCIPECC-METObI, MO3BOJIIONINE 00CIeIOBATh OOJBIITHNE
TPYIIBI HaceJIeHUs (HarpuMep, MUKpoOHoiornueckuii TecT ['aTpu (kak BapuaHT TECT
denuAra) 11 00CIIeI0BaHUS BCEX HOBOPOXKICHHBIX Ha (PCHUIIKETOHYPHIO;

— OoJiee CIIOKHBIE METOAbI OMOXMMHUHU U MOJICKYJISIPHOH OHOJIOTHMH — METOJIbI
(bpakIMOHUPOBAaHUS W KOJMYECTBCHHOI'O aHallM3a, >JKUJIKOCTHOW M Ta30BOHU
XpOMOTOTrpaduu.

Jumepamypa

1. Acanos, A.}O. Memnmmnnackas reaetuka / A.JO. Acanos, H.I1. boukos, H.A.
Kyuenko. — M.: I'DOTAP-manua, 2008. — 230 c.

2. 3asm, P.I. OcHoBel o0mer u MeaunuHcKOM reHetuku / P.I'. 3asm,
N.B. PaukoBckas. — MuHck: Beimiimas mikona, 2003.< 232 c.

3. MactiokoBa, E.M. OcHoBBI reHeTHKH. KIMHUKO-TE€HETHYECKHE OCHOBBI
KOPPEKIIMOHHOW TMeAaroruku u crienraibHou ncuxonoruu / E.M. MactiokoBa, A.T.
MockoBkuHa. — M.: Baagoc, 2001. — 367 c.

Jleknusa 02-03. OcHoBbI MOJIEKY/IAAPHOI T€HETHKH

Bonpocor:

Cmpoenue u (pynkyuu benxa.

Mooenv cmpyxkmypwt monexyavt JJHK J[. Yomcona, @. Kpuka.
Hyxneunosvie kucioms (cpasnumenvras xapaxmepucmuxa /{THK u PHK).
['enemuueckuil KOO u e2o ceolicmaa.

Pennuxayus /IHK.

buocunmes b6enka. Tpanckpunyusi.

buocunmes b6enka. Tpanciayus.

Opeanuzayus 2eHos.

Ynakoexa cenemuueckozo mamepuana.

10 Kapuomun uenosexa.

©CoNoakrwdE

Crpoenue u pyHKuMHU 0esika

benku urpaioT BaXXHEHIIYIO POJIb B JKU3HEEATEIBHOCTH JIIOOBIX OPraHU3MOB.
MHuoroo0Opa3re u CI0XHOCTh >KMBOM Marepuu, IO CyTH [eJa, OTpPaxaroT
MHOT000pa3ue 1 CII0KHOCTh caMux 0enkoB. Kaxx b1t 0€710K UMEET CBOIO YHUKAIbHYIO
(GYHKIUIO, KOTOpas OMPEAENSeTCs MPUCYIIUMH €My CTPYKTYpPOH M XMUMHYECKUMHU
cBoiicTBamMu. Hekoropeie Oenku SBISAIOTCA pepmenmamu, T.e. KaTalu3aTOpamu
OMOXMMHUYECKUX pEeaKIuid B JKMUBBIX oOpraHm3Max. Kaxmas Xumudeckas peaxius



KaTanu3upyeTcs: omnpezeneHHbM ¢epmenTtoMm. be3 yudactus (epMeHTOB momoOHbBIE
peakiuu He TMPOUCXOAAT BOBCE, WJIM MPOTEKAIOT KpalHe MEIJIEHHO, YTOOBI
00ecreynTh camy BO3MOKHOCTb CYIIECTBOBAHUS KUBBIX OpraHU3MOB. Jpyrue Oenku
— CmpyKmypHbvie — BBIOJIHAIOT B OPraHU3ME POJIb CTPOUTENBHBIX OEJIKOB — HJIA CaMU
no cebe (HampuMmep, KOJUIAreH), WiId B KOMIUIEKCE C HYKJICHMHOBBIMU KHCJIOTaMHU
(HYKJI€ONPOTEUHBI), YTIIEBOIaMU (TJIMKOMPOTEUHBI) I JTUNKUAAMU (JIUIONPOTEHUHBI).
HekoTtopsie Oenku, BOBJCUEHHBIE B CHUCTEMY 3amaca W TPaHCIOpPTa KHUCIOPOAa,
CBA3BIBAIOTCA C (DYHKIIMOHAJIBHO BaXXHBIMH METAJUIOCOAEPKAIIUMHU OPTraHUYECKUMHU
MoJieKyJlaMu. Tak, HampuMep, MUOTIIOOMH U TeMOIJIOOUH Crielu(PUUEeCcKH CBI3bIBAIOT
KEJIE30COICPIKAIILYIO TPYIITUPOBKY, HA3bIBAEMYIO TEMOM.

benku — 310 OoJbIIKE MOJTUMEPHBIE MOJIEKYJIbI, TIOCTPOEHHBIE 13 MOHOMEPHBIX
AMUHOKHUCIIOTHBIX 3BEHbEB. B cocTaB OENKOB BXOIAT JIBa/lIaTh Pa3IMYHBIX BHUJIOB
aMUHOKUCTIOT. Bce OenkoBble aMHUHOKHUCIOTHI (32 UCKIIOYEHHUEM TPOJIMHA)
XapaKTEpU3yOTCs OOLIEH CTPYKTypou, OOsA3aTENbHBIMH 3JIEMEHTAMU KOTOPOM
ABJISIFOTCS: aMUHOTPYIIIa, KapOOKCHIIbHAS TPYMIa, BOJOPO U KaKOH-IHO0 paJIuKall.

AMMHOKHCIIOTHI B O€JIKaxX CBSI3aHBl MEXY COOON MPOUYHBIMUA KOBAJEHTHBIMH
NenMmuOHbIMU CBSI3SIMM, BO3ZHHUKAIOIIMMU MEXAYy KapOOKCHIBHON TpyIION OIHOU
AMUHOKUCIIOTBl W aMUHOTPYHNNOW cleayromer kucaorel. OOpasyromuiica B
pe3yiabTaTe  TakOro  B3aUMOJCHMCTBUSL  OJMIOMEpP. HA3bIBAIOT  NEenmuoOoM.
AMMHOKHCIIOTBI, BXOJSAIIUE B COCTAaB MENTU/IA, YACTO HA3BIBAIOT AMUHOKUCTOMHBIMU
ocmamxamu (1abmn.1). CTpyKTypHYIO OCHOBY“ JIIOOOTO TENTHAAa COCTaBIIAET
3Ur3arooOpasHbIil 0CTOB, 00PAa30BaHHBIN aTOMAMHU YTJIEPOAA U a30Ta.

2. Ctpykrypuas moaeab JTHK Ik Yorcona u @. Kpuka

JHK — ne3oxkcupruOOoHyKIEMHOBASI KUCIOTa — OMOJIOTHYECKasi MaKpOMOJIEKyJIa,
HOCHUTEJIb TEHETUYECKONW UWHEMOpPMAIIMM BO BCEX DJYKAPUOTHYECKUX KIIETKAX.
TpexMepHass MozeNlb TPOCTPAHCTBEHHOTO cTpoeHus asyxuenoyeynor JIHK Obuia
onmcana B 1953 r. JIxk. Yorconom nu @pencucom Kpukom. CoriacHo 3Tol MOJIENH,
Mosekyna JIHK cocTtouT u3' AByX MOJMHYKJICOTHAHBIX LIETEH, KOTOPbIE 00pa3yroT
MpaByl0 CHOUPATb (BUHTOBYIO JIMHUIO) OTHOCHUTEIBHO OJHOW M TOM K€ OCH.
Hanpasnenune neriet B3auMHOo mpotuBonotioxkHoe. Crtpykrypa JHK — nmommmep,
CTPYKTYPHOU €IMHULIEN KOTOPOTO SBJIAETCS HYKIE0MUo.

Hyxkieotur COCTOUT U3: a30TUCTOTO OCHOBAHUS: yPUHOBOTO — aJIeHUH (A) win
ryanuH (I') wmu nupumugunHoBoro — uuro3uH (I1) wmm tumun (T); yrieBona
T€30KCUPUO03bI (TIITUYTIEPOTHOE CaxapHOE KOJIBIIO); ocTaTka PochOpHOIl KUCIOTHI
(HPO3").

3nanune cTpykTypbl u (yskrmuit JJHK HeoOxommMo nisi MOHWMaHUS CYTH
HEKOTOPBIX NT€HETUYECKUX IIPOLIECCOB, ITPOTEKAIOIIUX B KIIETKE. bbUIO SCHO, YTO caMa
JTHK He MOKeT urpath poJib MaTPHUIILI PU CUHTE3E OSITKOB U3 aMUHOKHCIIOT, TaK KaK
noutH Bcs [JHK HaxomuTesa B Xpomocomax, pacrioJIOKEHHBIX B SIAPE, B TO BPEMS KaKk
MOYTH BCE KIIETOYHbIE OCJKM CHUHTE3UPYIOTCA B LUTOIIa3Me. TakuMm oOpazom,
reHetuueckas uHdopmanus, 3akiaodeHHas B JIHK, nomxna nepenaBaThes Kako-To
MIPOMEKYTOUHON MOJIEKYJE, KOTOpasi TPAaHCIOPTUPYETCS B LUTOILIA3MYy U y4aCTBYET
B CHHTE3€ NOJMNENTHAA. Takol MNpoMexyTOuyHOW Mojekyiaon ciyxutr PHK
(pnOOHYKIICMHOBASI KUCIIOTA).



4. CpaBaurtenbHas xapakrepuctuka /JHK u PHK.

PHK — pubonykiienHOBas KUCIIOTa, UMEEeT MHOTO 0011ero co ctpykrypoit JJHK,
HO OTJIMYAETCS PSAAOM MPU3HAKOB:

o yraesogom PHK, k KoTtOopomMy mpHUCOEOUHAIOTCA IIypUHOBBIE WIIU
MAPUMUINHOBBIC OCHOBaHUS U (ochaTHBIE TPYMIIBI, IBISETCS pruO03a;

« B coctaB PHK, kak u B coctraB JIHK, BXOAST a30THCTBIC OCHOBAHUS aJICHUH,
ryanuH u uuto3ud. Ho Bmecto tumuna PHK conepxut ypanun,

« B otTianuue ot apyxuenodeynoi [JHK, PHK — onHonenoyeynas mosekyra.

PHK ObiBatoT pasHbIX THIIOB: HH(popmarponHas wuian matpuuHas (MPHK),
tpancnoptHas (TPHK), pubocomansnas (pPHK), B siipe kKi1eTok 3ykaproT COAEPKUTCS
rereporenHas sjepHas (rssPHK). Matpuunas PHK sBisieTcst konueit (TpaHCKpUIITOM)
cootBeTcTBYtOMIeH JIHK. DTa KOmus CIy»KUT MaTpulieH 1Ji1 CUHTe3a Oefka.

Monekynsl TpancnoptHot PHK y3HaroT B murToruiasmMe COOTBETCTBYIOILIUM
tpurier (kogoH B MPHK) u mepeHocAT HYXHYIO aMUHOKHCIOTY K pacTylien
MOJIMIIENITHIHOM LENH. Y 3HaBaHue kogoHa B MPHK ocyiiecTBiIseTCs ¢ MOMOIIBIO TpeX
rmocaenoBaTelbHBIX  ocHoBaHMM B TPHK, HaswmBacMbIX  ammuxodonamu.
AMUHOKHUCIIOTHBI OCTaTOK MOET MPUCOCAUHATHCA K 3 <KOoHIy MoiekyJybl TPHK.
Cuuraror, 4TO I KaKJI0M aMUHOKHUCIIOTBI UMeeTcs, o-Kpaitnen mepe, ogqna TPHK.
Monekyna TPHK conepxut 0koiio 75 HyKI€OTH/I0B, KOBAJICHTHO CBA3aHHBIX APYT C
IPYTOM B TUHEUHYIO IIEMIOYKY. DTy CTPYKTYPY Ha3bIBAIOT «KJIEBEPHBIM JTUCTOM.

5. 'enernueckuii koa. CBOMCTBA r€HETHYECKOT0 KOJa

['eneTnueckuit Ko — elMHAsE CHCTEMA 3aITMCH HACIIEACTBEHHOM MH(POPMAIIUU B
MOJIEKYyJIaX HYKJIIEMHOBBIX KHCJOT “B BHJE IOCIEAOBATEIBHOCTA HYKJIECOTHUIOB.
['eneTnyeckuii Ko/l OCHOBAH HA ) MCMOJB30BaHUU ali(paBUTa, COCTOAIIECTO BCETO W3
yeTelpex OykB A, T, I, I', CoorBerctBytomux Hykiaeotuaam JIHK. ITockonbky B
Oenkax BcTpeuaercs 20 pa3inuyHbIX aMUHOKHCIIOT, TO KaXK/1asi HE MOKET KOJUPOBATHCS
OJIHHMM WITH ABYMS HYKA€OTHAaMH (Oy €T 3aK0AUPOBAHO TONBKO 4°=16 aMMHOKHCIIOT).
HauMenbiias BO3MOXKHAS JITIMHA «CI0BAY, ONMPEIEIISIONIAasi aMUHOKUCIIOTY, COCTOUT U3
Tpex HyKJIE€OTUIO0B (MHCIIO BO3MOKHBIX TPUILIETOB paBHO 4°=64). U3 64 KOIOHOB TpH
— YAA, VAT, YI'A — He KOIUpPYIOT aMUHOKHUCIIOT, OHU ObLIM Ha3BaHbl HOHCEHC-
konoHamu. [lo3gHee OBUIO MOKA3aHO, YTO OHHU SIBJISIOTCS TEPMHUHHUPYIOIIUMU
kogoHamu (TK) (Ta6m.2).

Ceoticmea cenemuyecko20 Kooa:

o [l'eHernueckuil koj TpurieTeH. Tpurier (KOIOH) — MOCIEA0OBATEIbHOCTh
TpeX HYKJIEOTUAOB, KOAUPYIOIIAsl OJTHY AMUHOKHUCIIOTY.

o BBIpokIEHHOCTH TEHETHYECKOrOo KoJa oOOyCJIOBJIEHA TeM, YTO OJIHA
AMUHOKHUCJIOTa MOXET KOJUPOBATHCS HECKOJIBKUMU TPUILIETaMH (aMUHOKHUCIOT 20, a
TPUILIETOB —64), HCKIIOUEHHE COCTABJISIOT METHOHHWH M TpuntodaH, KOTOpPbHIC
KOJUPYIOTCSI TOJBKO OJHMM TpuruietoM. Tpu tpuriera TK — 3T0 cTom-curHalisl,
NPEKPAIAOIIAE CUHTE3 MOJUIIENTUIAHOM UENU. TpUIIET, COOTBETCTBYIOIIUN
MeTuoHuHy (AVI), BbimosHAeT (QYHKUUIO WHUOUMUPOBAHUS  (BO30YKIECHMS)
CUUTBHIBAHUS U HE KOJUPYET aMUHOKHUCIIOTY, €CJI CTOUT B Havaiie nenu JJHK.



o OIHO3HAYHOCTH — KAXKJAOMY JTaHHOMY KOJIOHY COOTBETCTBYET OJJHA U TOJIBKO
OJIHa OTIpEIEIeHHAs] aMUHOKHCIIOTa. CllelyeT OTYETIMBO IOHUMATh TPUHIIMIHAIBHOE
OTJIMYME JBYX BAXHEHIIMX CBOWCTB — BBIPOXKIACHHOCTH M OJHO3HAYHOCTH,
OJTHOBPEMEHHO NPUCYIINX FEHETUYECKOMY KOJY.

« Kom He mnepekpsiBaercs, T.6. B TOCJIEAOBATEIBHOCTH OCHOBAHUU
ABBI'IEJK3UK mnepssie Tpu ocHoBanusA, AbBB, xoaupytor amunokucinoty 1, I'IE —
aMUHOKHCIIOTY 2 ¥ Tak najee. Eciu Obl KO ObLI MEepeKphIBAIOIIUMCS, TO KHCIOTY 2
Morua 0bl KOAUPOBaTh nocienoBaTesibHocTh BI'JI. B Koae OTCYyTCTBYIOT 3alIsThIE, T.€.
HET 3HAKOB, OTACIIAIOIINX OJWH KOJIOH OT JPYIoro.

o [I'enernueckuil Ko yHHMBEpCaJl€H, T.. BCA MHQOpPMAIM B SIEPHBIX T'€HAX
IUIA BCEX OPraHU3MOB, OOJIAJAIOUIMX DPAa3HBIM YPOBHEM OpraHu3aluu (Harpumep,
0a0ouka, poMalika, pak, JsArymika, yaaB, Opell, UeJI0BeK), KOAUPYETCs OAMHAKOBO.

MaTtpuy4HbIe Ipouecchl B KiIeTKe

5. Pemimukamusa JJTHK

Pernmukanueit unu penymukarueit (yasoenwem) JIHK Ha3biBaroT ee cuHTE3.
OcHoBHOE (GyHKIMOHATBHOE 3HaueHue mpoiecca permkanuu JJHK 3aximrouaercs B
CHA0XKEHHH IMOTOMCTBA T'€HETUYECKON nHpOpMaIiel, KOTopas JI0JKHA TepeaBaThCs
MOJTHOCTBIO M C BBICOKOW To4yHOCThIO. Pemimkaumss JHK mnpoucxopsmee B
CUHTETHYECKYI0 (S) craguio wuHTep(aszbl MNEPEH KaxAbIM JCJICHUEM KIIETKH.
Nudopmanus, neodbxoaumas mis perutmkarun. JJIHK, 3anoxkena B ee cTpykType.
ITockonbky HuTH [IHK kommmemeHTapHBL Apyr Ipyry, T.€. OCHOBaHHs B Ilapax
JOTOJHSAIOT APYT APYyra, KaXaas Lelb aBTOMaTUYECKU MOCTABISIET HHPOPMALIMIO JJIs
o0pa3oBaHuUsl TOYEpPHEH TETIH.

Takol THI peIuIMKaly HAa3bIBACTCS noyKoHcepsamueHvim. 1Ipu 3TOM 1BE HUTH
JHK pacmierarorcst (Kak 3aCTEKKa-MOJIHUS) U KaKJask IENb CIYXUT MaTPULICH IS
oOpazoBanusi HOBOH. I[Ipu pemmkaruu monekyina JIHK mocremenno pasnensercs
crienuaibHbIM (DEPMEHTOM Ha JIBE TIOJIOBUHBI B TIPOJI0JIbHOM Hampasiienuu. [1o mepe
TOT'0, KaK OTKPBIBAKOTCSLHYKIICOTH Bl pA31eII€EMON MOJIEKYJIbI, K HUM JIOCTPAUBAKOTCS
CBOOOJIHBIE HYKJICOTH/IbI, paHEEe CUHTE3UPOBAHHBIC B IUTOIIIa3Me. B WTOore Kaxkmas
MOJIOBUHHASI CIIUPaJIb CHOBA CTAHOBUTHCA 11eJI0M. Takum 00pa3oM, T0YepHUE KIETKU
IIEPBOT0 MOKOJIEHHs noiiyyaroT oaHy unens JIHK ot pomurenei, a Bropas sBisercs
BHOBb CHHTE3UpOBaHHON. Takoll e mpolecc NOBTOpsAETCca NpH 0Opa30BaHUU
JNOYEPHUX KIIETOK 2-TO MOKOJEHUS U3 KJIETOK MEPBOro nokosneHus. M tonpko nse us3
YETHIPEX JOYEPHUX KJIETOK BTOPOTO MOKOJEHHUS CONEPIKAT MO OAHOU POAUTEIBCKOU
uern JIHK. OcranbHble nBe NOYEpPHUE KIETKHM HMMEIOT BHOBb CHUHTE3UPOBAHHBIE
MOJIEKYJIBI.

CrtpykTypa, KoTopas 00pa3yercst BO BpeMsl peIIMKalliy, Ha3bIBACTCS PEIIIMKAaTUBHON
Buwikor. Permmukammio JIHK ocymectBnsier depment JHK-noaumepaza. ITOT
(dbepMEeHT TPHUCOCTUHSACT KOMIJIEMEHTAPHBIM HYKICOTHI K MATPUYHOM IICTIH.
Hanpumep, k HykJIeOTUly A MAaTpUYHOW LEMU MOJIMMEPA3a MPUCOETUHSIET HYKJICOTH]T
T, u coorBercTBeHHO, K Hykineotuay I — nykmeotun L. depmenTt cnocoben
HapammwmBate JIHK Tompko Ha 3'— konme. Ilockonbky wmosekyna JIHK
aHTUIIApAJIJIENIbHA, pa3HbIE €€ KOHIIBI Ha3bIBatoTCA 3 -KoHel U 5 - koHel. [Ipu cunTtese



HOBBIX KOIWW Ha KaXI0W HUTH OJHA HOBAsk HUTh YJUIMHAETCS B HAIIPABJIEHUU OT 5~ K
37, a apyras — B HanpasieHuu oT 3" k 5-koHy. Ognako 5 konen JJHK-nonmmepasa
HapamuBarb He MOXkeT. [loatomy cunte3 ognont nutu [IHK, Toii, koTopas pacrer B
"ynobHnoM" s ¢depMeHTa HampaBJIEHWH, HAET HENpPEephIBHO (OHAa HA3BIBACTCS
JUOUPYIOWas NI 6e0yuias HUTh), a CHHTE3 IPYTOM HUTH OCYLIECTBIISIETCS KOPOTKUMU
dbparmenTamu (OHU Ha3bIBAIOTCS pacmenmamu Oxkazaky B Y€CTh YICHOTO, KOTOPBIN
UX ONHCAJ, Y 3YKapHoT UMEIOT nocienoBaTenbHocTh 100200 nykiieotuaos). [lorom
ATU (parMeHTHI CIIMBAIOTCS, U TaKas HUThb HA3bIBACTCS 3ama3ibIBalolIcH, B LIEJIOM
peIMKanus 3TOM HUTU UIET MEJIJICHHE.

6. buocunres O0enka. Tpanckpunumst

Tpanckpunmust (nepenucbiBanne) — cuHTe3 Ha JIHK—marpune MPHK
(mepBUYHOIO MPOYKTA reHa), OCYIIECTRISIOMMIACS B sijpe Ha cMmblciaoBoi HuTH JHK,
HAXOJSIIEHCS B JIECIIMPAIM30BAHHOM COCTOSIHUM. DTO TMEPBbIM 3Tam OEIKOBOIO
CUHTE3A.

Martpuunas PHK (MPHK) conmepuT reHeTHYecKyr0 MHCTPYKIMIO MO CHUHTE3Y
ONPEJEICHHOTO MOJUIENTUAA U IEPEHOCUT €€ K OCITOKCUHTE3UPYIOIIMM OpTraHesuiam
KJIeTKH — pudbocomaM. CuHre3 komruieMeHTapHo HuTH PHK Ha monekyne JIHK
ocyuiectBisiercs: ¢pepmentom PHK-nmonumepaszoil. Kaxapiii Bua 3yKapuoTHUECKOU
PHK-nonumepassl o0jiajaeT CBOMMHU CHEUUAIBHBIMU  (DYHKIUSIMU, TO €CTh
TpaHCKpUOUpyeT omnpeAcieHHbli Habop reHoB: Cunte3 MPHK wumeer cramuum
WHULMAIMH, SJIOHTalli U TEPMUHALIAH.

JIJ1st THUIIMAIIMY TPAHCKPUTIIIUK HEOOXO0AMMO HAJIMYME CIEIUATBHOTO YYacTKa B
JIHK, wnassiBaecMoro mnpomoropoMm. Korma PHK-nmonumepasa cBs3biBaeTcs ¢
MIPOMOTOPOM, TPOMCXOAMUT JIOKAJbHOE paciuieTanue naBoiHou crnupanmu JHK u
o0OpazyeTcsi OTKPBITHIN IPOMOTOPHBIH, yHaCTOK.

Ononramus (yanuHenue) dend PHK — 3t1o craams TpaHckpunuuu, KOTOpas
HACTyHaeT TMocje NPUCOCAUHEHUs TMepBbIX &8 puOoHykieoTHaoB. [lpu sTOM
newxkymascs saodae nemnd JJHK PHK-nonmumepasa neiicTByeT mogoOHO 3aCTEXKe-
MOJIHMM, PACKpbIBasi JBOMHYIO CIHpalb, KOTOpas 3aMblKaeTcs mo3aau pepMeHTa 1o
Mepe €ro NPOABHKCHHS.

Tepmunamums (mpekpaiienue pocta) uenu MPHK npoucxonut Ha cnieniupuueckux
yuactkax /JJHK, Ha3pIBaeMbIX TEpMUHATOPAMMU.

[lepBuuHBIi MpPOAYKT TeHa, QOPMUPYEMBIA B SAIpe — TOYHAs KOMUS
TpaHckpuOupoBanHoro yuactka JIHK. Ota Monekyna Ha3bIBaeTcs Hespenou
rereporeddon suepHoit PHK (rsPHK). Ilpouecc ¢opmupoBanusi 3penbix MOJIEKYI
PHK w3 npenmecTBEHHUKOB Ha3bIBaeTCs npoyeccuneom. B pe3ynprare 3TOro
MpoIiecca MOJIEKYJIbl TOABEPTalOTCsI MOAU(MUKAIIUY TI0 5°— 3’ KOHIIAM M CTUIANCHHTY.
Cnnaticune TaPHK — 310 ynanenune nocnenoBarenbHoctedl PHK, cooTBercTByromumx
WHTPOHHBIM (HE HECyIIMM HH(pOpMaIHi0 O CTpykrype Oenka) obmactsam JIHK, u
COCIMHEHHE YYaCTKOB C TPAHCKPUOMPYEMBIMU MOCIEAOBATEILHOCTIMUA HK30HOB
(yyacTkos, KOTOPBIE HEIMOCPEACTBEHHO KOJHUPYIOT AMHUHOKHUCJIOTHYIO
MOCJIe0BaTEILHOCTD B O€JIKE).

7. buocuures 0eaka. TpaHcasius

Tpancnsuus (MEpeBoj) — MPOIECC BOIUIOMICHUS TeHETUYeCKOW WHdOpMaluu
MPHK B cTpykTypy nonunentuga. 9To BTOPOU 3Tan OEIKOBOr0 CUHTE3A.




3penas marpuuHas PHK BeIXoauT B LHTOIIA3My, TI€ OCYILIECTBISIETCS TIPOLIECC
TpaHcsiuuu — AekogupoBanne MPHK B aMMHOKMCIIOTHYRO TOCIEI0OBATENBbHOCTH
Oenka. [Iporecc AeKoAMpPOBaHUS OCYIIECTBISICTCS B HampaBiIeHUH OT 5°—3’° u
npoucxoaut B pubocomax. Kommneke MPHK u pubocom HasbiBaeTcst noaucomoii.

[Tomo6HO TpPAaHCKPUIIIMK MEXAHW3M TPAHCISAIUN COCTOUT W3 TPEX OTaIloB:
VHUIWALNY, SJIOHTallud U TEPMUAHALMH.

TpaHcnsanus Ha4YMHAETCA CO CTApTOBOrO KomoHa AVYI, KOTOpel mnpH
JOKAJIM3allMd B CMBICIIOBOM YacCTU CTPYKTYPHOIO T'€Ha KOAUPYET aMUHOKHUCIOTY
METHOHUH. KaxXIyt0 aMHUHOKHUCJIOTY [OCTaBIIIeT K mosmcome TpaHcropTtHas PHK,
cnenuuyHasg K JaHHOW amuHOKuciore. Takum obpasom, TPHK BeimonHser ponb
nocpeanuka Mexay kogonoM MPHK u amunokucnoroii. Monekynsl TPHK y3HatoT B
[UTOIJIa3Me COOTBETCTBYIOMMIA TpurieT (kogoH MPHK) no npunnuny cnapuBanus
KOMILIEMEHTAPHBIX a30TUCTBIX OcHOBaHWi. Monekyna TPHK, koTopas mogxonur k
MaJio cyObeIMHuIlEe, 00pa3yeT CBsA3b [KOJAOH — aHTUKOJIOH |, TPU 3TOM OJTHOBPEMEHHO
nepeaeT CBOK0 aMUHOKHUCIIOTY B aMUHOAIMJIBHBIA y4acTOK (A-y4acTOK) OOJIbIION
cyobenuauiel pudocombl. K komony AV «moaxoauT» ~aHTUKOAOH TOJBKO TOU
aMUHOKHCJIOTBI, KOTOpasi IEPEHOCUT METUOHUH. [loaToMYy, npesxie Bcero Kk pubocome
NOCTABIISIETCSI METUOHUH. 3aTeM KOJOH AV mepexoauT-Ha NeNTUANIBHBIA y4aCcTOK
Oosbiiol cyobeauHuibl (P-ydactok). B pesynbrare 3TUX MporeccoB oOpasyercs
TpaHCIupylolas pudocomMa — HUHUIUUPYIOUUNA KOMIUIEKC.

DJIOHTaIMs — 3TO MOCJIEA0BATENBHOE BKIIFOUECHUE aMUHOKHUCIOTHBIX OCTAaTKOB B
COCTaB pacTylled MOJUIMENTHAHON Henu. KaXablid akT 3JIOHTallud COCTOUT U3 TPEX
ATaIOB:

o VY3HaBaHHE KOJOHA, KOTOPOE€ J3aK/IF0YaeTCsl B CBSA3BIBAHUM AHTUKOJOHA C
ouepenHoin mosekynon TPHK, Hecyilieli aMMHOKHUCIIOTY, ¢ KOJIOHOM CBOOOHOTO
A-ydacTka Ha pubocome;

o OO0pazoBaHue MENTUIHOW CBS3U, KOTOPOE MPOUCXOAMT JIMIIbL TOTJa, Korjga oda
yuactka A u P 3angtei.mosekyinamu TPHK. Yacte Oombiioil cyObeauHUIIBI
pubocoMbl — (GepMeHT NenTuAmITpaHcdepasa, KaTalu3upyolas oOpa3oBaHUE
MENTUIHON CBA3M

o Tpancnokanus, .rane TPHK yuactka P, He cBA3aHHas ¢ MENTUIOM, MOKUIAET
pubocomy. 3ateM Mmozekyina TPHK c¢ momunentumom mnepexoaut u3z A- Ha P-
y4acTOK, U HaKoHell, pudbocoma nepemeraercs Baoiabr PHK Ha ogun xoaoH.

TepmuHanus (OKOHYAHHE CHHTE3a) IMPOMCXOIUT MO KOMaHAC KOJOHOB YAA,
VAT, YT'A. B npupoze He cymecTByeT Takux MoJiekya TPHK, aHTHKOJ0HBI KOTOPBIX
COOTBETCTBOBAIM OBbI 3TUM KOJIOHAM.

Kaxnas MPHK Tpancimupyercs, kak npaBWJIO, HECKOJIBKO pa3, IOCJIE 4Yero
paspymaerca. Cpennee Bpemsi xu3Hu MPHK okono 2 muH. Pa3pymias crapeie u
o6pasys HoBble MPHK, KkjeTKa CTpOro KOHTPOJIUPYET TUIT TPOAYLIHUPYEMOro OeKa 1
€ro KOJIMYECTBO. JTO PEryJsilius CHUHTe3a OejlKa Ha YPOBHE TPAHCKPHUIIIUU. Y
AYKapUOT BO3MOKHA PETYJISAIUS U HA YPOBHE TPAHCIISLIUH.

8. Opranuzanusi reHOB



Tak uto e Takoe reH? ['en — 310 yyactok monekyJisl JIHK, nerepmunupyromnmii
CHUHTE3 OIpeNeJCHHOro mnojunentuaa (0enka) Wi HYKIEHMHOBON KHUCIIOTHI, WU
OPYTMMM CJIOBaMH, 3TO IOCHEAOBaTenbHOCTh HykieotnaoB B JIHK, xoropas
00yClIaBIMBAET OIpENeJICHHYI0 (YHKIHMIO B OpraHu3Me WM O0ecreunBaeT
TPAHCKPUIILHUIO IPYroro rexa.

Monekyna JIHK conepxutr MHOKeCTBO reHOB. ['aruionaHblii HAOOp XpOMOCOM
yesIoBeKa couepkuT 3,5x10° HyKICOTHAHBIX 1ap, STOro KOJIUYECTBA JOCTATOYHO IS
KoaupoBaHus 1,5 MuH. nap reHoB. OAHAKO, U3BECTHO, YTO OPTAHU3M YEJIOBEKA UMEET
He 6osee 100 Teicsy GenKkoB. DTO 3HAYUT, YTO B KJIETKaX desioBeka Tosibko 1% JIHK
KoaupyeT oOpa3oBaHue OenkoB. B oTHomeHun ocraiasHoro koiudectBa JIHK
CYIIECTBYIOT  pa3iuuHble rumnore3bl. HekoTropas dYacTe HETPaHCIUPYEMBIX
nocnenoBarensHocTedl JIHK perymupyer skcrpeccHio T€HOB B XOAE pa3BUTHS,
muddepenurpoBku U agantanuu. pyras yacte uzositounoit JJHK Bxoaut B coctas
UHMPOHO8, HEKOTUPYIOIINX YYACTKOB I'€HOB, PAa3/ICIISIONINX KOTUPYIOHIHE (9K30HHbIE)
obmactu. W Bce ke Oombmas dyactb u30bITouHo . JIHK mpencrasnena
MHOTOYHCIIECHHBIMM CEMEWCTBAMM MOBTOpSAIOIMXCA mnocaeqoBarensHocTen. [JHK
reHoMa »JyKapuoT MOXHO pa3[eluTh Ha JBa KJacca “I10CJIeI0BaTEIbHOCTEM:
VHUKaIbHble (HETIOBTOPSIOUINECS) U nosmopsoujuecs. K. NepBoMy THUITy OTHOCSTCS
OJIHOKOITMIHBIE TeHbl, Koaupytomue Oenku. [loBropstouinecs nocieaqoBaTeNbHOCTU
JIHK BcTpeuaroTes y uenoBeka ¢ 4acToToi ot 2 10.10%

B 3aBucHMOCTH OT BBINOJIHSEMBIX (DYHKIIMIT IT€HbI TOAPA3JEISIOT Ha pa3uYHbIC

rpynmbl. OCHOBHBIE U3 HUX:

o  cTpyKTypHble (cMmbIcioBble) — koaupyromue PHK, winm nocnegoBaTtenbHOCTH
aAMUHOKHCJIIOT B OEJIKOBON MOJIEKYJIE, T.€. ONPEACIIAIONINE CTPYKTYpY O€IKOB.

e  KOHCTUTYTHUBHBIC («IOMAIITHEr0"XO034lCTBa») — PabOTAIOT MOCTOSIHHO BO BCEX
KJIETKaX OpraHu3Ma u KOJUPYIOT hepMEeHThI 00IIero MeTadoim3Ma. IKCIPecCHs
TUX TEHOB HE 3aBUCHT “OT' OKPYXAIOLIUMX YCIOBUH W NOJJEPKUBAETCS Ha
MOCTOSIHHOM YPOBHE:

o u3iumiecTBa  («pOCKOWIM») —  KOJHUPYIOT  CTPOro  OMpEJETCHHBIC
CreuaInu3upoBaHHbIe OEJKH, KaK MMPaBUJIO, B KJIETKaX 0COOOro THUIa, HaIpUMeED,
reMOrjI00MH B'OPUTPOLUTAX, UMMYHOTJIOOYJIMH — B KJIETKaX IJIa3MBbl.

e  KOHTPOJMPYIOUIME Pa3BUTHE — T'€HbI, (DYHKIMEH KOTOPBIX SIBISETCA KOHTPOJIb
IyTEN Pa3BUTHSL.

e  00IIEro KOHTPOJS — OTBETCTBEHHBI 3a CTAOUIBHOCTh F€HOMA, Je(PEKThl B ITHX
reHax IPUBOASAT K YBEIMUYEHUIO YaCTOThHI MyTallUi.

e  ONpENeNSIONMe THUMN CTPOEHUS — BIUSAIOT Ha JuddepeHunpoBaHHe
HaJIMOJIEKYJISIPHBIX, TKAHEBBIX CTPYKTYP.

OYyHKIMOHUPOBAHUE CMPYKMYPHBIX 2€H08 TECHO CBSI3aHO CO CIEHU(UIECKUMU
nocienoBarenpHocTIMUu B MoJiekyne JIHK, Ha3piBaeMbIMH  peryiasiTOpHbIMU
ydyacTkaMu. CTpyKTypHbIE T€Hbl OAPA3JIEISAIOT Ha CIAEAYIOIINE TPYIIIbI:

He3aBucuMble — TPaHCKPUOUPYIOTCA HE3aBUCUMO, MX TPAHCKPUIIIHS HE CBsA3aHa
C JpYyT'MMHM T€HaMH, OJIHAKO AaKTUBHOCTh 3THX T'€HOB MOXET pEryJIupoBaThCs,
HarpuMmep, FOpMOHAMU;




IHoBTOpsAIOIIMECsT — OAWH T€H MOXET HAXOIWUTHCS B XPOMOCOME B BHJE
MOBTOPOB, MOBTOPSISICH MHOTO COTEH pa3, BIUIOTHYIO CIeays APYT 3a APYyTroM, oopasys
manoemvl. Hanpumep, rensl pPHK;

Kuacrepsl reHOB — TPyIIIBI PAa3JIMYHBIX T€HOB, HAXOISIIMECS B ONPEACICHHBIX
y4acTKax WM JIOKyCaX XpOMOCOM, OOBEAMHEHHBIX oOUMMH QyHKIMsIMH. B renHome
YeJI0BEKa, HalpUMep, KIacTepbl TMCTOHOBBIX I'€HOB MHOBTOpstoTcs 1o 10-20 pas,
oOpa3yst TaHIEMHBIE TPYIIIBI MOBTOPOB. MeXy reHaMu, 00beIMHEHHBIMH B KJIaCTEpe
oOmuMu QyHKIUSAMU, HaxoaATca creiicepubie yuactku. Crieficepnast JIHK He Bcerna
TpaHcKpuOupyerca. MHorna 3T y4yacTKU HecyT MHGOPMALMIO O PEryJjsiiud WM
VWHULMAIUY TPAHCKPUIILIMK, HO B OCHOBHOM 3TO TIPOCTO KOPOTKHE IOBTOPHI
n36b1TouHOM JIHK, posib koTOpOit HE BBISICHEHA.

IIpepbIBUCTBIE TeHbl — OTIWYUTEIbHAs YepTa CTPOCHUS MHOTUX TEHOB
sykapuoT. OHa BBIPAKAETCS B MO3AaUYHOCTH CTPYKTYPbI CMBICIIOBOM YaCTH F€HOB. JTO
CBA3aHO C YEPEJOBAHMEM 3K30HOB M MHTPOHOB. B pe3ynbrare o0las IiauMHa TeHa
OKa3bIBaETC OOJIbIIE, YEM MOXXHO OBLJIO 0XHAAaTh, MIPUMEPHO. B 5—7 pa3. B Hauane
reHa, J0 €ro CMBICIOBOM YacTH, HAXOASATCS YYacTKH, KOTOpble OOECIEeYMBAIOT
MPaBUJIbHYIO PETYIISILIUIO PAOOTHI FeHa.

9. YnakoBka reHeTH4eCKOro Marepuasa

Ecnu 651 Bcto JIHK oHOi# KiteTKH B (hopMe HPOCTOM TBOMHOMN CIUPAIHN BHITSIHYTh
B OJIHY JIMHMIO, TO ee JuyinHa Obuta Obl 1,74 m..IIpeacraBieHHoil B Buae JIMHUU
cymmapHoir JIHK opHoro dyemoBeka MOXHO  TpU pa3a OOCpHYTh 3€MHOM Iap IO
skBatopy. CunpHO KOHAeHcupoBaHHbIe cTpykTypbl [IHK, conmepxammecs B sapax
KJIETOK, Ha3bIBAKOTCS Xpomocomul. Alpu~KOHIEHCAIUU TPOUCXOJIUT YMEHbBIICHUE
MpOIONIbHBIX pazmepoB MoJekyinl JJHK B mecarku Teicsau pa3 3a cueT oOpa3oBaHus
ceepxcrmpanen JJHK.

Y  3yKapuOTHYECKHX OpraHu3moB 3HauutTenpHas dvacth JHK oxpyxkena
MHOKE€CTBOM pa3iNuHbIX OejikoB. ITu O6enku BMecTe ¢ JJHK o0pa3yroT KoMITIeKCHY 10
CTPYKTYPY — Xpomamur, KOTOPbIA oOecrieurBaeT crieun(Ppruueckuil 1uist 3yKapuoT THUIT
pEeryJsiiuy SKCIPEcCH ~TeHOB. B cocTaB XpomaTMHa BXOJAT OYEHb JJIUHHBIC
nByxuenoyeuynble Monekynbl JIHK, OGenku eucmonsi, Kuciple OENKH U HEOOJbIINE
konnuectBa PHK. Bcero m3sectno msate tumnos rucroHos: H1, H2A, H2B, H3, H4.
['McTOHBI 00BENUHSAIOT HECKOJIBKO Tpynn OCHOBHBIX OenkoB. H1 HambOosee cimabo
CBSA3aH C XPOMAaTHHOM.

B xpomocome THK ¢ momMomipro rucTOHOB yliakOBaHa B CIIELIUAJIbHBIE PETYIISIPHO
MOBTOPSIOLINECS CTPYKTYPBI — HyK1eocomsl. Tak, 00pazyeTcsi CTpyKTypa, IOX0xKasi Ha
Oychl, T1e Kaxaas OycuHa — HykjaeocoMa. Hykineocoma npeacTaBisieT co00il CerMeHT
JNHK nmuuo#t okono 200 map oCHOBaHWM, HaBUTHIM Ha OCIKOBYIO CEpAIICBUHY,
COCTOSIYKD M3 BOCBMH MOJIEKYJI-TUCTOHOB. B HYKJIEOCOMHYIO CEpALIEBUHY
(HYKJIEOCOMHBIM KOp) BXOJUT MO JIBE€ MOJIeKysbl rucroHoB H2A, H2B, H3, H4.
[ToBepXHOCTH 3TUX OEJIKOBBIX MOJIEKYJ HECYT MOJIOKHUTENIbHbBIE 3apsibl U 00pa3yIoT
CTAOMJIM3UPYIOIIUNA OCTOB, BOKPYT KOTOPOTO MOXET 3aKpPYUMBATHCS OTPULATEIBHO
3apspkeHHas  mousiekyna JIHK. I'mctom HI pasmemaercs nHa yuwactkax JIHK,
COCUHSIONMNX OAHY HykjJeocoMy c apyroi. JIHK 3Tux y4yacTkOB Ha3bIBaIOT
coenuHuTenbHON (nuHKepHOM). [Ipeanonarator, yto H1 ywacTByeT B perynsuuu



TPAHCKPUIIIIMOHHOM AaKTUBHOCTHM XpOMaTMHA W HE Y4YacTBYeT B CTAOWUIIM3ALUU
CTPYKTYPbI XPOMOCOMBI.

[lepen HayaoM JiesIeHHs KJIIETOYHOTO SApa XpOMOCOMA, IIPEICTaBIEHHAs HA 3TOT
MOMEHT MEeTOYKON HykieocoM ((puOpuiuioii), HAYMHAST CHUPATU30BATHCS, 00pazys
XpOMaTHHOBBIE METIN U YIIaKOBBIBAThCS, 00pa3ys mpu nomoinu 6enka H1 B Tonctyro
XPOMAaTUHOBYIO HUTh, UM XpoMaTtuay, rmamerpom 30 HM. B pesynbrate gansHenmen
CHUpaIN3aluil JUaMeTp XpOMaTHIbl JAOCTUTaeT ko BpemeHu meradaszsl 700 HM.
3HauuTeNnpHAs TOJIIMHA XpoMmocoMmbl (auamerp 1400 HM) Ha cramguu Mmetadasbl
MO3BOJISIET, HAKOHEII, YBUJIETh €€ B CBETOBON MUKPOCKOII.

KonnencupoBanHasi xpomocoma uMeeTr BUJ OykBbl X (Y4acTO ¢ HEpaBHBIMU
Iie4aMH) U TPEJICTABISIOT COOOM BBICOKYIO CTENEHb KOHJIEHCAIUU XPOMAmuHa,
MOCTOSIHHO TIPUCYTCTBYIOIIETO B KIETOYHOM SIJIpE.

MutoTHueckasi XpoMOCOMa COCTOMT U3 JIByX CECTPUHCKUX XpOMaTHA H
LHEHTpOMEpPbl. B 3aBUCUMOCTH OT pPacHoOJIOKEHHSI LEHTPOMEPHI XPOMOCOMBI
MOP(hOIOTUYECKH P30T Ha

o MeTanenTpuyeckne — IIEHTPOMEpPaA PaCHOJIOKEHA IOCEPEIUHE XPOMOCOMBI

(paBHOIUIEUHE);

o CyOMeTaleHTpHYECKHE — IIEHTPOMEpPA CMeElIeHa K 0JJHOMY U3 KpaeB (ciabo
HEpaBHOIUIEYHE);

o AKpOUEHTPUYECKHE — [[EHTPOMEPA CHILHO'CMEIIIECHA K OTHOMY H3 I1J1ed (PEe3KO
HEpaBHOIUIEYHE);

o TesoueHTpUYecKHe — IIEHTPOMEPA PACTIONOKEHA B TEIIOMEPHOM (KOHIIEBOM)
Y4aCTKE XPOMOCOMBI.

KpoMe miepBHUHON NEPETIHKKH XPOMOCOMA MOXKET HMETh BMOPUYHYIO
nepemsaAMcKy, HE HUMEIOLIYI0 OTHOWIEHUS K IMPUKPEIUICHUID HUTEH BEPETEHA.
MecToHaxoxAeHHE 3ITOW TMEPETHKKH B XPOMOCOME CBS3aHO C (HOPMHPOBAHHUEM
SZIPBIIIKA. DTOT y4aCTOK XPOMOCOMBI HA3bIBACTCS SIAPHIIIKOBBIM (HYKJICOJSIPHBIM)
opranuzaTopom. [lonarawt, 4To OH UMEET CIOKHYIO CTPYKTYPY U OTBEUYAET 3a CUHTE3
pubocomuoit PHK. Muorma Ha KOHIIaX XpOMOCOM HaxoJaTcsi HEOOJbIIuEe Telblia —
CIyTHHKH. Takne XpOMOCOMBI HA3bIBAKOT CNYMHUYHBIMU.

Kaxxnas xpoMmocomMa 00513aTelIbHO UMEET LIEHTPOMEPY, BBITIOJIHSIOMIYIO (YHKIIHIO
MEXaHHUYECKOTO IIEHTpa XpoMOcoMbl. UIMEHHO K Hell B MeTada3e MpUKPEIISETCS HUTh
BEPETEHA, Pa3BOJAIIAS XPOMOCOMBI K MOJNKOCaM. MeCTOMONIOKEHUE LIEHTPOMEPHI B
Pa3HBIX XPOMOCOMAX MOXKET OBITh PAa3JIMYHO, OHO TUITUYHO JJISI KaXKJI0H XPOMOCOMBI.
I{enTpoMEpBI ONPEAENSAIOT OPUEHTALUID XPOMOCOM B MHTO3€ U KX IIPABUIIBHOE
pacxoXxjeHue K TmomocaM. B cimydae pasziomMa XpoOMOCOMBI, OECIEHTPOMEPHBIA
y4acToK (ayermpuueckuii ¢ppaemenm) HE MOXKET BOCCTAHOBUTDH IIEHTPOMEPY M TIPH
KJIETOYHOM JICJICHUU Yalle BCEro yrpaunBaercs. DparMeHT MOKET COXPAHUTHCS JIUILb
B TOM ClIy4yae, €CIIM NPUKPENUTHCSI K XPOMOCOME, HMEIOIIEH LEHTPOMEDY.
[Hentpomepa coaepxutr JHK wu Takxe sBIsieTCs CamMOBOCIPOW3BOSIICHCA
CTPYKTYPHOM YACTHIO XPOMOCOMBEI.

Ha koHIIax XpoMOCOM HMMEIOTCSI CETMEHTHI, MPEMSATCTBYIOIINE CKJIECHBAHUIO
XpPOMOCOM KOHIIaMU. Takne CerMeHThl Ha3BaHbl menomepamu. XpOMOCOMBI IO CBOEH
OCHM HEOTHOPOJHBI KakK MO0 XUMHYECKUM M (DU3UYECKUM CBOMCTBaM, TakK H
reHetuuecku. [Ipu gukcaum u okpacke OCHOBHBIMHM KPACUTEISIMU Pa3HbIC YYaCTKU
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(palioHBl) UM Ja)Xe€ HEKOTOpBIE LEJbIE XPOMOCOMBI JAIOT pa3Hylo peakuutoo. OaHu
YYaCTKM HMHTEHCHBHO OKpAIMBAKOTCA — WX Ha3bIBAIOT 2emepoxpoMamuHo8biMu,
Apyrue okpammuBaioTcs cnabo. Ux HaspBaloT 3yxpomamunosvimu. letepo- u
YXPOMATHHOBBIE YYACTKH 00J1a/1al0T pa3HbIMU T€HETUYECKUMU cBOMcTBaMu. [lepBbie
IIOYTH HE COJIEpkAT '€HOB U HACJIEICTBEHHO MHEPTHBI (COOTBETCTBYIOT MHTPOHHBIM
obnactam JIHK), Torma kak BTOpbIE colep>KaT IF€Hbl M HACJIEICTBEHHO AKTHBHBI
(cooTBercTBYrOT 3K30HHBIM obOnactsam JIHK). I'erepoxpomaTHHOBBIE Yy4YacTKH
paz0OpocaHbl 1O BCEW JUIMHE XPOMOCOMBI, HO 4Yalle pacloyiaraloTcsi BOJIN3H
LEeHTpoMepbl. Pa3pbIBEI XpOMOCOM IPOMCXOAAT Kak MpaBWIO HMEHHO B ITHX
y4acTKax, WIM Ha TPaHUIE IETEPOXPOMATHHOBOIO YYacTKa C 3YXPOMAaTHHOBBIM.
Cy11ecTByIOT HEKOTOPBIE BUABI XPOMOCOM, KOTOPBIE NMPEUMYIIECTBEHHO COJEPKaT
reTepoXpOMaTHH, HalIpUMep, Y —XpOMOCOMa.

Ilonogvimu xpomocomamu Ha3bIBAIOT XPOMOCOMBI, PA3JIMYHO YCTPOEHHBIE Y
MY>KCKHX U 5KEHCKUX Opranu3moB. [1o Tpaauim, mojioBbie XpOMOCOMBI, B OTIUYHE OT
ayTocoM (HE MOJIOBBIX XPOMOCOM), 0003HAYarOTCsA HE MOPSAKOBBIMHU HOMEpPAMH, a
oykBamu X, Y, mpuuéM OTCYTCTBUE XPOMOCOMBI 0003HavyaeTCs uudpoii 0 (Hons). Kak
MpaBUjIO, IPU 3TOM OAWH M3 IOJOB OMpPEAENACTCS HaJIU4MEeM Mapbl OJAMHAKOBBIX
MTOJIOBBIX XPOMOCOM (TOMOTaMETHBIN M0J1), a APYTrol — KOMOMHAIMEN TBYX HENAPHBIX
XpOMOCOM WJIA HAQJIWYHUEM TOJIBKO OJHOW IOJIOBOM “XPOMOCOMBI. Y HYEIIOBEKa,
rOMOTaMeTHBIN Mol — keHCKui (XX), rereporaMeTHbIN noj1 — myskckoi (XY).

10. KapuoTum 4eoBeKka

Kapuomun — cOBOKYHOCTb XpOMOCOM KJIETKH, XapaKTEPU3YIOILAsACS UX YUCIOM,
pazmepom u GOpMOI.

[Ipenaparbl XpoMOCOM YEJIOBEKA MOXHO MPUTOTOBUTH M3 BCEX TKaHEH W
KJIETOYHBIX CYCIIEH3UH, COJIEpHALUX JieTsiuecs KieTku. Ho, yamie Bcero npenaparbl
MeTadazHbIX XPOMOCOM TOTOBST ‘U3 JTUMDOIIUTOB NEPUPEPUIECKON KPOBU, KOTOPHIE
MPEABAPUTENHHO KYJIbTUBUPYIOT B MPUCYTCTBUUM MUTOT€Ha (BEIIECTBO, CIIOCOOHOE
WHIYIIUPOBATh MUTO3, HAPUMED, GUTOTEeMATTIIOTHHUH).

Knaccudukaius <1 HOMEHKJIATypa paBHOMEPHO OKpAIICHHBIX XPOMOCOM
yesioBeKa OblTa BRIPAOOTAaHA HA MEXKIYHAPOIHBIX coBemanusix B 60-x ronax (/ensep,
Jlonnon, Yukaro). CornacHo 3TOM HOMEHKJIAType, XPOMOCOMBI PacIoJiaraloTcs B
MOPSIIKE YMEHbLIEHUSI UX IJIMHBI. Bce XpoMocoMBbl paszieneHbl Ha 7 rpyIii, KOTOphIe
ObLTH 0003HaYeHBI OykBamMu aHTIHiicKoro andasuta oT A 1o G. Bee mapsl xpomocom
HYMEPYIOT apaOCKUMH LIUPpaAMH.

e [Ipymma A (1-3) — cambie KpymHbIE XpPOMOCOMBI. XpomMocoMbl 1 m 3 —
METalEeHTPUYECKHuE, 2 — CyOMeTalleHTPUYeCKasl.

o« [Ipymnma B (4-5) — aBe mapbl JOBOJBHO JUIMHHBIX CYOMETAIlCHTPHUYECKUX
XPOMOCOM.

o I'pymmna C (6-X-12) — XpOMOCOMBI CPEAHHUX pa3MepoB. XpoMocombl X, 6, 7, 8
1 11 Gosbllle MOXOXKHK HAa METallEHTPUKHU (LIeHTpoMepHbIid uHaeke 40—30%),
Xpomocomel 9, 10, u 12 cyOMeTaleHTpUKHY.

o I'pymma D (13-15) — akporieHTpHUYECKHE XPOMOCOMBI CPETHUX Pa3MEPOB.

o TIpymna E (16-18) — KOpOTKHE XpPOMOCOMBI, XpoMocoma 16 dacTto Ha
MPOKCUMAaJIbHOM KOHIIE JITTMHHOTO I1JIeYa UMEET BTOPUUHYIO TIEPETIKKY.
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o I'pynma F (19-20) — camble MaJleHbKHE METAILICHTPUKHU, IPAKTUICCKH MEXKTY
co00l HE pa3IMuUMBbI.

o I'pymmna G (21-22) — camble MEIIKHE aKpOIICHTPUICCKIE XPOMOCOMBI.

e Y—XpomocoMma BBIIEICTCS KaK CAMOCTOSITEIIbHAS.

XPpOMOCOMBI Pa3IMYHBIX TPYIIT XOPOIIO OTIMYAIOTCS APYT OT ApyTra. Pazmuyarsh
XpPOMOCOMBI BHYTPU TPYMI CTajO0 BO3MOXHO C OTKpHITHEM B Hadaie 70-X TOoB
MeToj1a Tu(PepeHInanbHON OKPACKH XPOMOCOM.

Kaxmas xpoMocoMa dYelOBEKa COACPKHUT TOJBKO €H  CBOWCTBEHHYIO
MOCTIEIOBATEIBHOCTh TOJIOC, YTO TO3BOJISIET TOYHO HACHTHU(MHUIIMPOBATH KaXIYIO
XpOMOCOMY H ¢ OoJjiee BBICOKOH TOYHOCTBIO OIPENETUTh B KaKOM CErMEHTE
IPOU30IILIa MIepecTpoiika. XpoMoCcoMbI B MeTada3e MaKCHUMaIbHO KOHICHCUPOBAHBI,
B ipodaze u mpomeTadase 60see pacIuieTeHBI, YTO MO3BOJISIET BBIIBUTH €I OOJIbIIee
koaudecTBO cermMeHToB — 800-1200. DTOT METOA HCHOJB3YIOT I 0ojiee TOYHOM
UJEHTU(UKAIIMN TOYEK Pa3phIBOB XPOMOCOM U MUKPOJIEIIECLUN.
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Jleknusa 04. U3ménunBocTs

Bonpocut:

1. Knaccugurayus uzmenuusocmu. Henacneocmeennas uzsmeHuU80Cms u ee
Munbl.

2. Hacneocmeennas usmeHuu80oCcmy u ee munul.

3. Mymazenvl u memazenes.

4. Knaccugurayus mymayuii Ha XpoOMOCOMHOM YPOGHe.

Hanuune o0mmx BUAOBBIX MPU3HAKOB MO3BOJISIET OOBEIUHATH BCEX JIFOJICH Ha
3emJie B eauHbIin B HOMO sapiens. Tem He MeHee, Mbl O€3 Tpy/a, OJHUM B3TJISI0OM
BBIJICJISIEM JIMIIO 3HAKOMOTO YE€JIOBEKA B TOJINE HE3HAKOMBIX JtOAcH. Upes3BbrualiHOE
pazHooOpa3ue JItoIe — Kak BHYTPUTPYNIIOBOE (HapUMeEp, pasHooOpasue B mpeaeiax
ATHOCA), TaK U MEXKTPYNIOBOE — O0YCIIOBJICHO T€HETUUECKUM UX OTIIMYHUEM.

JIrobast momnyJsiiuss  OOHApy>XMBAaeT BHEIIHIOW WK  (EHOTUITHYECKYIO
W3MEHYMBOCTh 1O OOJIBIIMHCTBY KAaue€CTBEHHBIX M KOJWYECTBEHHBIX IMPU3HAKOB.



[Tonmynsiuy 4denoBeka TE€TEPOreHHBI MO POCTY, MUTMEHTAIMKA KOXHW, YepTaMm JIula,
rpynmnaM KpOBH U MHOTUM JIPYTUM MPU3HAKAM.

Bonee ToOro, pacdyersl KOMOWHAIIMK TE€HETHUYECKOTO MaTepuaia 4YeloBeKa
CBHUJIETEIILCTBYIOT, YTO 3a BCIO UCTOPHIO YEIOBEYECTBA HA 36MHOM IIIape HE OBLIO, HET
1 B 0003puMOM OyIyIIeM HEe BCTPETHTCS TEHETHUYECKOTO TOBTOPEHUS, T.€. KaXKIIbIi
POXKICHHBIM  YEJIOBEK SBISETCS YHUKAIBHBIM  SIBICHUEM BO  BceneHHOM.
HemoBToprMOCTh TEHETHYECKOW KOHCTUTYIIMH BO MHOTO OIPEACIISIET OCOOCHHOCTH
pa3BUTHS 3a00JIEBaHUA Y KXKI0T0 KOHKPETHOTO YeJIoBeKa.

Kakumu  xe  cmocobamu  jgocturaercss  OECKOHEYHOE  pa3HOOOpaszue
YEJI0BEUECKOU MOMYJISIIIAN?

B ocHoBe Bcex crmoco60B JIeKUT CIOCOOHOCTh OPraHU3MOB ITPHOOPETATh HOBBIC
CBOWCTBAa B TMpollecce OHTOreHe3a (MHIWBHUAYAJIBHOTO pPa3BUTHS OT MOMEHTa
OTUIOJIOTBOPEHUS JI0 CMEPTH), T.€. U3MEHSIThCHI.

1. Knaccngurkauus nuzmenuuBoctu. HenaciieacrBeHHasi U3MEHYUBOCTD U
ee THUIIbI

N3MeHunBOCTH ObIBAaCT HEHACECTBEHHAS U HACIGACTBCHHASI.

K HeHacnencTBEHHOM OTHOCSTCSI OHTOreHeTWdeckas W MoJIU(UKAIIMOHHAS
M3MEHYMBOCTH. CyTh OHTOI€HETHYECKOW M3MEHYMBOCTH 3aKJIIOYAETCS B TOM, 4UTO
(heHOTUIT OpraHu3Ma MEHSIETCSl Ha MPOTSKEHUU BCEH KU3HU, B TO BPEMS KaK T'€HOTHUIT
HE MEHAETCS, a IPOUCXOUT JIUIIb IIEPEKITIOUYECHUE FEHOB.

MoaudukaioHHas HW3MEHYUBOCTH . BO3HUKAET T1I0J] BJIUSHUEM CPEIOBBIX
(GakTOpoB, OJIHAKO €€ pa3Max ONpENeseTcss TEeHOTUIIOM, T.e. TEHETUYECKU
00yCJIOBJIEHHON HOPMO peaKInu.

HacnenactBenHnass W3MEHUYMBOCTH MOJpA3CisieTCs] Ha KOMOWMHATHUBHYIO H
MyTalMoHHY10. KoMOWHATHBHAS M3MEHYMBOCTH CBs3aHA C TEPEKOMOMHAIIMEH
POAUTENBCKUX T'€HOB.

2. HacneacrBeHHasi M3MEHYHUBOCTDH U €€ THIIbI.

KomMOuHATHBHASI ~ MI3BMEHYHUBOCTHL BO3HUKACT B TE€HOTUIIAX MOTOMKOB
BCJIC/ICTBUE CIydalHOW mnepekoMOuHaruu asieneid. CamMu TeHbl TP ATOM HE
M3MEHSIOTCSI, HO TCHOTHUIBI poauTered u jgered pasznuubHbl. KomOuHaTuBHAas
M3MEHUYHUBOCTh BO3HUKAET B PE3YJIbTATE HECKOJIBKUX MTPOLECCOB:

e HE3aBHCHUMOI0 PACXO0XKICHUSA XPOMOCOM B IIPOLECCE MEN03a;

e PEKOMOWHAIIUU T€HOB MPU KPOCCUHTOBEPE;

e CIly4aWHOM BCTPEYU raMeT MPHU OMIOJOTBOPECHUH.

KoMmOvHaTtiBHAasT ~ W3MEHYMBOCTH  SBJISIETCS ~ TJIaBHBIM  HCTOYHHUKOM
Ha0JII0/1aeMOTO TeHETHYECKOTO pa3HooOpasus. M3BeCcTHO, YTO B T€HOME YEJOBEKa
conaepxutcs nmpuMepHo 30-40 Teic. reHOB. OKOJIO TPETH BCEX T€HOB UMEIOT 00Jiee ueM
OJIH aJliesb, T. €. SBIAIOTCA mosmuMopHbIMU. OHAKO Ja)ke MPU HAJTUYUU JIMIIb
HEOOJIBIIIOTO YHUCJIA JOKYCOB, COACPX AIIUX MO HECKOJIbKY ajijielied, TOJbKO MpH
pexoMOuHanUu (BCJIEICTBUE TEPEMEIIMBAHUSA TEHHBIX KOMIUIEKCOB) BO3HHMKAET
KOJIOCCAJIbHOE; MHOKECTBO YHUKAIBHBIX T€HOTHUIIOB.

Tak, Tonpko npu 10 renax, cogepkanmx no 4 ajaiens KaxIbli, TEOPETUIECKOE
YHUCJIO YHUKAJIBHBIX JUILIOWIHBIX TEHOTUIOB cocTaBiser 10 Mmuimuapaos!



[TockonbKy OKOJIO OAHOW TpPETH TE€HOB B TI'€HOME 4YEJOBEKa SBISIOTCS
MOTMMOP(PHBIMHU, TO TOJBKO 32 CYET PEKOMOWHAIIMK CO3/1aeTCs HEHCYepIriaeMoe
IreHEeTHYECKOe pa3HooOpa3ue 4yenoBeka. B cBOW ouepenbp HENOBTOPUMOCTb
FEHETUYECKOM  KOHCTUTYIIMM BO  MHOIOM  OMNPENEISET YHUKAIBHOCTh U
HETIOBTOPUMOCTbD KaX0T0 YeJIOBEKA.

MyTanMoHHas W3MEHUYHUBOCTh OOYCJIOBJIIEHA MYyTalUsIMU — YCTOMYHMBBIMHU
W3MCHEHUSIMA TEHETHYECKOTO MaTepualia M, COOTBETCTBEHHO, HACIIEIyeMOro
IIPU3HAKA.

MyTannoHHass U3MEHYUBOCTh BO3HUKAET BCIICJACTBHE MyTamuii. MyTarmum —
HapyIIeHWEe TeHETHYECKOro Marepuajia, HMEIONIMe CTOWKHMHA XapakTep W
BO3HHUKAIOIIHE BHE3AITHO, CKauK0oOpa3Ho (1e Dpus).

3. MyTareHbl 1 MyTareHes.

Mymazen — coequHEHUE XUMHUYECKOU, OMOJIOrMYecKor win (HU3NYECKOn
MPUPOBI, CHOCOOHOE MPSIMO UITM KOCBEHHO MOBPEXAATh HACIEACTBEHHBIE CTPYKTYPBI
KJIETKH.

Mymayus — B INPOKOM CMBICIIE CJIOBA BHE3AIMHO BO3HUKAIOIIEE HACIEAYEMOE
M3MeHeHue. {pyrumu ciioBaMu MyTalus — J000€ CTPYKTYPHOE WIH KOMITO3ULIMOHHOE
m3menenne B JIHK opranusma (B mociieoBaTeIBHOCTH HYKJIEOTHIOB, XPOMOCOM,
reHoMa), TPOU30ILIEIIEE CIIOHTAHHO WIIK HHAYIIMPOBAHHOE MYTar€éHaMHU.

[To MPOUCXOXKIECHUIO MYTareHbl MOXKHO, PasleiNTh HAa 9K302eHHble (MHOTHE
dakTOopel  BHEIIHEH cpenpl) U 9HOQeeHHble  (00pa3yroTcss B Ipolecce
KU3HEACATEIILHOCTH OPTaHI3Ma).

[lo npupone BO3HMKHOBEHMs . PasiMyaroT: (QU3NUYECKHE, XUMUYECKUE U
OMOJIOrMYeCKUE MyTareHbl.

K @usuveckum mymazenam OTHOCATCS:

o HOHHUBHpYIOLIME M3MydeHUs (Hampumep, o-, (- W  y-WU3JIy4YCHHUS,
PEHTI€HOBCKOE M3TyUYEHUE; HEUTPOHBI);

e PAAMOAKTUBHBIC, DJIEMEHTHI (HApPUMEpP, PAaUN, PATOH, WU30TOIbI Kajws,
yriepozaa u ap.);

o yIBTPAPHOIETOBOE U3ITYUECHUE;

e UYPE3MEpHO BBICOKAS WJIM HU3Kas TEMIlepaTypa.

K xumuyeckum mymazenam OTHOCATCA:

e CHWJIbHBIC OKHCIIUTENU WM BOCCTAHOBUTENHM (HAITPUMED, HUTPATHI, HUTPUTHI,
aKTUBHBIC (DOPMBI KUCIOPO/IA);

o QIKWJUPYIOUIME areHThl (HampuMep, HoAareTaMu/);

e TECTUIHUBI (HapUMeEp, TePOUITHIbI, (YHTUIIHUIBI);

e HEKOTOpHBIC MUILEBbIE T00ABKU (HApUMeEp, ApOMATUYECKUE YTIIEBOIOPOIbI,
[UKJIaMaThl);

¢ MPOAYKTHI NEPEPaOOTKU HEDTH;

e OpraHUYecKHe PaCTBOPUTEIIH;

o JIEKAPCTBEHHbIC Mpenaparsl (HalpUMeEp, LUTOCTATUKH, PTYThCOJEpKallnue
CpelCTBa, UMMYHOAEMNPECCAHTHI) U IPYTUE XUMHUUYECKUE COCTUHEHMUS.

K buonoeuueckum mymazenam OTHOCSITCS:

¢ HEKOTOpHIE BUPYCHI (HAPUMEp, KOPU, KPACHYXH, TPUIITA);



e TIPOIYKTHI OOMEHA BEUIECTB (HapuMep, NPOIYKThI TUMONEPOKCHIAIINHN );

¢ AHTUI€HBl HEKOTOPHIX MUKPOOOB U Mapa3uTOB.

K cambpIM HIMPOKO pacnpoOCTpaHEHHBIM MyTareHam, C KOTOPBIMU YEJIOBEK
HEIOCPEJICTBEHHO KOHTAKTUPYET B CBOEH ITOBCEOHEBHOM MXU3HH OTHOCATCS:
necmuyuowvl, 00JIaJAK0IINE UCKIIOYUTEIBHO BBICOKOW CTOMKOCTBIO K XUMUYECKOMY U
OMOJIOTHYECKOMY  PAa3JIOKECHUIO, MUHEpalbHble U Opeanudeckue y0oOpeHusl,
ABJISIFOLIUECS] OCHOBHBIMU MMOCTABIIMKAMH B OKPYKAIOILYIO CPEey HUTPOCOECANHEHUI
— MYTareHHbIX U KAHLIEPOT€HHBIX OKUCIIOB a30Ta, HUTPATOB, HUTPUTOB, HUTPO3aMUHOB
u 1ap. K mmpoko uCHonb3yeMbIM BELIECTBAM C BBISBICHHBIMH MYyTareHHbIMHU
CBOMCTBAMHU  OTHOCHUTCSl  nOIUXA0pOUgenun, TPUMEHSIOMUNACI B  KauecTBe
IIacTU(UKATOPa, HAMOJIHUTEISA, KOMIIOHEHTa CMOJI, PE3UH, TUMOTPA(CKUX KPacoK,
TEKCTUJIbHBIX KPACUTEIIEH.

CyllecTBEHHBIM HCTOYHMKOM MYTAareHOB B OKPYXAIOIIEH cpeae SBISIOTCSA
MPOMBILIUICHHBIE OTXOJbl U BCEBO3MOXHBIE OTKPBIThIE TEXHOJIOIMYECKUE MPOLIECCHI,
MO/IBEPTraloIlIre YEJIOBEKA JICHCTBUIO PAa3IMYHBIX BRICOKOPEAKTUBHBIX COCIUHEHUH, B
YAaCTHOCTU QIKUAUpYIOWUX. IDTOMY KIACCY COCIMHEHUM XapaKTepHa BBICOKAs
pEaKIMOHHAsA CIOCOOHOCTh, @ MEXaHWU3M JCHCTBUS 3aKIIOYAETCs BO BBEJICHUU B
a30THCThIe OCHOBaHMS MoJieKysl JIHK MeTunoBBIX, OTHIOBBIX M JIp. pPaJHUKaJIOB.
HIMeHHO B 3TOM KJ1acce COeAMHEHUI 0OHapyKEHbLBEIIECTBA, 001aJa0II1E OTPOMHOM
MYTareHHOM CHJIOM M OTHOCHUTEIBHO HE BMSIOIINE Ha >KU3HECHOCOOHOCTH
OpraHu3MOB W KIIE€TOK, Ha3BaHHble M.A. Panomoprom cynepmymacenamu. s
CO3JaHMUs PAa3JIUYHBIX TUIIOB a’p030JI€H, W3TOTOBIEHUS IIJIACTMACCOBBIX YIAKOBOK,
M30JSIIMOHHOTO MaTepuana IIUPOKO MCIHONb3YeTCS GUHUIXIOpUO, OO0JIaJa0LIHi
MyTareHHbIMU U KaHIIEPOT€HHBIMU CBOMCTBAMH.

M cTOYHMKOM MYTareHHbIX, COEIMHEHUN SIBIISIOTCS. M HEKOTOpPbIE NHIIEBBIC
NpOayKThl. Tak, NpM KOHCEPBUPOBAHMM MCHOJIB3YIOTCS TAaKHUE MYyTareHsl, Kak
Gopmanun, 2excamemuieHmempaiut, 6aHUIUH, HUMpPAam Kaaus, HUmpam Hampus u
ap. Y XoTs CHIIbHBIX MyTareHOB B MHUILEBBIX MPOAYKTaX HE BBISBICHO, MpoOiieMa
3aKJII0OYAETCS B OLICHKE CyMMapHOTO 3¢ (deKxTa oT coequHeHu, 001a1aronmx ciadoit
U CpeAHEN MyTareHHOW akKTUBHOCTHIO. ONpeeuTh MaIyl0 MyTareHHY0 aKTUHBHOCTb
TPYJIHO, K TOMY >K€/1IeJIbIil psif BEIECTB, 00JIaJal0IUX MyTareHHOM aKTHUBHOCTHIO,
U3J]aBHA TPHUCYTCTBYET B cpeae (Hampumep, xogheur, manun) M 3aNPETUTHh HUX
HCIIOJIb30BaHNE HEBO3MOXKHO.

CoObITHs, NPUBOJALIME K  BO3HMKHOBEHMIO  MyTallMif,  Ha3bIBalOT
MYTaIl[MOHHBIM  TIporieccoM  (MyTareHe3om). PasnuuaroT  CIIOHTAHHBIA |
WHIYLIMPOBAaHHBINA MyTareHes3. Pazienenue MyTallMOHHOTO IPOLECCA HA CIIOHTAHHBIM
Y UHAYLIUPOBAHHBIN B OIPEICIICHHON CTEIEHU YCIOBHO.

Hnoyyupoeannvle mymayuu — 3TO MyTallMW, BbI3BaHHBIE HAIPABJICHHBIM
BO3/elicTBHEM (DaKTOPOB BHENIHEH WM BHYTpeHHEH cpenbl. WMHIynupoBaHHBIN
MYTAIMOHHBIA IPOLIECC MOXKET OBITh KOHTPOJIUPYEMbBIM (HapUMep, B SKCIIEPUMEHTE
C UENbl0 HW3YYEHUS MEXAaHU3MOB JIEUCTBUS W/WIM MX TOCIEACTBUH) H
HEKOHTPOJIMPYEMbIM (HampuMep, B pe3yibTaTe OOJdy4yeHuss TMpu  BbIOpoOce
PaZAMOAKTUBHBIX 3JIEMEHTOB B Cpe/ly OOMTaHU).

Cnonmannsie mymayuy BOSHUKAIOT CAMOIIPOU3BOJIBHO, B XOJI€ €CTECTBEHHOTO
MeTaboJiM3Ma KJIETOK U OpraHu3Ma 0e3 BUAMMOTro JOTOJHUTEIBHOTO BO3ICUCTBUS HA



opraHu3M BHeImHUX (pakTopoB. CrIOHTaHHBIE MyTallMd MOTYT BO3HUKATh, HAIIPUMED,
B pe3yibTaTe JEHUCTBHUS XUMHUYECKHX COCIMHECHHH, O0Opa3yIIUXCs B IPOIECCEe
MeTaboJIM3Ma; BO3ICUCTBUS €CTECTBEHHOTO (GoHA pamuanuu Wik Y Q-u3aydeHus;
OIKMOOK PETUIUKAIUU U T.1.

CroHTaHHbIE MyTalMu (caMO Ha3BaHHWE TOBOPUT 3a cels) OyayT BO3HHUKATH
JaXKe B TOM CJIydae, €CJIM YAACTCS UCKITIOYUTh BIUSHUE (DaKTOPOB BHEITHEH CPEIBI.

CyllecTBYIOT JIB€ OCHOBHBIE THUIOTE3bl, OOBSCHSIONIME MPOUCXOKICHUE
CHOHTaHHBIX MyTauuid. IlepBasi yTBep»HaeT, YTO B CHUCTEME T€HOTHIA, KaK U BO
BCAKOM CHCTeMe, 3aJI0’)KeHa BO3MOXXHOCTh OIIMOKU. BTopas rumore3a oOBsCHSAET
BO3HUKHOBEHUE CIIOHTAHHBIX MYTallUd KaK CTPEMJICHHE TMOMYJSIMH K BBICOKOU
CTENIEHU TeHETUYECKOW U3MEHYMBOCTH, U KaK CJIEICTBUE ITOTO pa3HOOOpa3usl.

OnsATh MBI BO3BpaliaeMcsi K TMOHSATHUSAM Pa3HOOOpa3us M U3MEHUYHUBOCTHU
NOMYJISIUY, U, 10 TIPaBy, BO3HUKAET BOIPOC: «3aueM (U1 4ero) Takoe pazHooOpasue
WHJIUBUOB B YEJIOBEUYECKOU MOMYJISIIIUU, €CJIM HACIEACTBECHHAs! MATOJIOTUS SIBIISIETCS
pe3yJabTaTOM  HACJIEICTBEHHOW  HM3MEHYMBOCTU?».  OTtpuuarenbHbli  3d@ext
HACJICJICTBEHHOM MAaTOJIOTUU OYEBUJICH U MPOSIBIISCTCS MOBBIMEHHON JETAThbHOCTHIO
(rubenp ramer, 3UTOT, OHMOPUOHOB W JETEH), CHIKEHUEM (PEepTHIHLHOCTH
(YMEHBIIIEHHOE BOCIIPOM3BOJICTBO MOTOMCTBA), YMEHBIIIEHUEM MPOJ0JIKUTEIIBHOCTH
KU3HU, COLMAIIBHOW Je3ajanTallied W WHBAIMIM3ALUEH, a Takke 00yCIllaBIUBaET
MOBBIIIIEHHY0 HEOOXOAUMOCTh B MEIUITUHCKOM MOMOIIH.

[To nanupiM BecemupHO# opraHu3anuu 37paBOOXpaHEHUs TeHETUYeCKue (akT
00yCIIaBIUBAIOT:

80% MHTEIUIEKTYyaJIbHOW HEJOCTATOYHOCTH;

70% BpOKJI€HHOM CIIETIOTHI;

50% BpOKJIE€HHOW TITyXOThI;

40-50% croHTaHHBIX a0QPTOB M BBIKUJIBIIIICH;

20-30% mimageHYecKOit CMepTHOCTH.

[lepBbIM OTBET ObLI, MPENJIOKEH AaHMIMUCKUM TeHeTuKoM J[k. XonaeidHow,
KOTOPBIM MPEANOJOXKIII;, YTO BBICOKAs CTENEHb T'€HETUYECKOM WM3MEHUUBOCTH,
HeoOXoauMa OMOJIOTMYECKOMY BUIY JJIsI TOrO, 4YTOOBI HMMETh BO3MOXKHOCTH
MPUCIIOCA0IMBATHCS K MEHSIOIIUMCS YCIOBUSM Cpefibl. Y YeJIOBEKa, Kak U y JIF0OOro
JIPYroro OMOJIOTMYECKOTO0 BHJA, HET PE3KOW TpaHUIlbl MEXAY HaCIeICTBEHHOM
M3MEHYMBOCTHIO, BEAYIIEH K HOpMaIbHBIM BapHallusM IPU3HAKOB, U HACJIEICTBEHHOMN
M3MEHYMBOCTHIO, 00YCIIaBIMBAIONIEH BOBHUKHOBEHUE HACIIEICTBEHHBIX OOJIC3HEH.

Takum o6pazom, mpogoskas Meicib Jx. XomaeitHa, Mbl MOKEM YTBEPXKIIaTh,
4eM TOMmyJsius pa3HooOpasHel, TeM OHa CTabwibHee W y Hee OOJbIle IaHCOB
BBDKATh M aJalNTUPOBAThCS JaXKE€ K OKCTPEMAJIbHBIM  YCJIOBUSIM  CPEJIbIL.
CrnenoBaTenbHO, JIOIA C OCOOCHHOCTSIMU TCHUXO(U3UYECKOTO PA3BUTHS SBISIIOTCS
HEOOXOJAMMOM TOCTOSIHHOM COCTaBHOM YacThI0 Pa3HOOOpPAa3HOW UEIOBEUYECKOM
MOMYJISILIMU, KaK U BCE OCTAJIbHBIE 00ECIEYMBAIOIINE €€ CTAOMIBHOCTb.

4. Knaccupukanusa MyTaumid Ha XpOMOCOMHOM yYPOBHe

SnepHble UI3MEHEHHUsI, KaK MPaBUJIO, AT Ha 3 OCHOBHBIX TUMa (Tabmnuia 1)

4.1. U3meHeHHMs1 4yMcJIa XPOMOCOM (reHOMHbIe myramum). B pesynbrare
00pa3yroTcsi OpraHu3Mbl C OTIIMYHBIM OT HOPMAJILHOTO THIA KOJTUYECTBOM XPOMOCOM.



OTH ABIIEHUS UTPAIOT OOJBIITYIO POJIH B BOIIOIIUHN PACTEHUH U ITUPOKO UCIIOIB3YIOTCS
CEJICKITMOHEPAMH JIJIsl BEIBEJICHUST HOBBIX COPTOB U BUJIOB PACTCHHIA.

Aneynnoudusn. B HopMaJIbHOM XpOMOCOMHOM Habope MO0 OTCYTCTBYET OJ[HA
nm 60s1ee XpoMOoCcoM, TNOO MPUCYTCTBYET OAHA HIIA OoJiee JOOABOYHBIX XPOMOCOM.

o Hynmucomux — opranusm, cofepKaliuii Ha OJHY Mapy XPOMOCOM MEHBIIIC
HOPMBI, O0IIIEE YUCIIO XPOMOCOM 2N—2;

o Monocomux — opraHu3M, COCpKAIIHI Ha OTHY XPOMOCOMY MEHBIIIE HOPMEI,
ob11ee ynciio xpomocom 2n—1;

o Tpucomux — B XPOMOCOMHOM Ha0ope TMPUCYTCTBYET OJIHA JIUIIHSA
XpoMOcoMa, 00111ee YUCI0 XpoMocoM 2N+1;
o To>mpacomux — B XPOMOCOMHOM Ha0ope MPHUCYTCTBYET JIBE€ JIMIIHUE

XPOMOCOMBI, 00III€e YUCIIO XPOMOCOM 2N+2;

Mononnououa. Yucno HaOOPOB HETOMOJIOTUYHBIX XPOMOCOM OTJIMYAETCS OT
ABYX. BONBIIMHCTBO 3YKapUOTHYECKUX OPTaHMW3MOB JUIUIOMAHEI (2N), T.€. HECYT IO
JBa HaOOpa HETOMOJIOTHYHBIX XPOMOCOM B COMATHYECKOW KJIETKe M OgHOMY (N) — B
rameTax. MoHonnouoHsle OPTaHU3MBI COJIEPXKAT MO OJHOMY HAaOOpy XpomocoMm (N).
3amMeTuM, YTO AJii HEKOTOPBIX OPraHU3MOB TaKO€ MOJNOKEHHE SIBISETCS HOPMOM
(Hanpumep, caMIbl muen);

Honunnouousa. Illonunnouousvie OpraHu3Mbl, MMEIOT Oosiee IBYX HaOOpPOB
HETOMOJIOTUYHBIX XPOMOCOM (TPHUILJIOUIBI — OPLFAHUBM UMEET TpH Habopa XpoMOCcoM
(3n), Terparona — yersipe (4n) u 1.1.). HanbeJiee pacpocTpaHEeHbI MOIUILIONTHBIC
OpPTraHU3MBbl, Y KOTOPBIX YMCJIO XPOMOCOMHbIX HA0OPOB B KJIETKE KpaTHO ABYM: (4 —
TETPAIJION]Ibl, 6 — TeKCAIIONIbI, 8§ — OKTOILJION/IBI).

4.2. I3MeHeHUs1 YN CJIa U MOPS/IKA PACHOJI0KeHHs TeHOB (XPOMOCOMHBIE
nepecTpoiiku). XpoMOCOMHBIE TIEPECTPOUKH (MX TaK)KE HA3BIBAIOT abepparusiMu)
BO3HUKAIOT B Cy4yae ABYX-MWIU 00Jee XPOMOCOMHBIX pa3phiBoB. OHH MOTYT
3aTparuBaTh YUCJIO TEHOB B XPOMOCOMAaX (JECINH U TyTUTMKAIUHN) |
JIOKAJIM3AMIO T€HOB. B XpOMOCOMax (MHBEPCUU U TPAHCIIOKAIUN).

o [leneyus, wmi HeXBaTKa. YTpPaueH y4acTOK XpoMOcOoMbI. Ciiyyall KOHIIEBOM
(TepMHUHANIBHOM) JA€enunu ObUT MOAPOOHO PacCMOTpeH Bhuime. WHTepKamspHbIC
(MHTEepCcTULIMATIbHBIE) AENEeMH BO3HUKAIOT B CIydae JABYX pa3pbIBOB XPOMOCOM C
oOpa3oBaHHUEM TpeX (PparMeHTOB.

o [ynauxayus, nan yaBoenure. OAUH U3 y4aCTKOB XpOMOCOMBI MPEJCTABIIEH B
XPOMOCOMHOM Habope 6oJiee OAHOTO pa3a.

o Hneepcus BO3HUKAET B Pe3yJIbTATE JABYX Pa3pbIBOB B OJJHOM XpOMOCOME, HO
MpU YCJIOBHH, YTO BHYTPEHHHUH (PparMEeHT XpOMOCOMBI COBEpUIMT MoBOpoT Ha 180
IpaaycoB, T.€. €ro MOJSIPHOCTh U3BMEHHUTHCS Ha 00paTHylo. MIHBEepcHU He BIUAIOT Ha
KU3HECIIOCOOHOCTh KJIETKM M HE BBI3BIBAIOT (PEHOTUIMYECKUX HW3MEHEHUH, 3a
UCKJIIOYEHHEM CIIy4aeB, riae BaxeH 3(Q(eKT mojokeHusi reHoB.MIHBepTHUPOBaHHBIN
Y4aCTOK XPOMOCOMBI MOYKET BKJIIOYATh WJIM HE BKJIOYATh LIEHTpoMmepy. B mepBom
CJIy4yae NHBEPCHUsS Ha3bIBACTCS nepuyenmpuyeckou (T.e. 0XBaThIBAIOLIEH LIEHTPOMEDPY ),
a BO BTOPOM — napayermpuyieckotl (OKOJIOIEHTPOMEPHOM ).

Tpancnoxayuu. Ecnu pa3pbIBbl OKa3bIBAalOTCS B JIBYX XpOMOCOMAaX, TO IpPH
BOCCOEIMHEHHH  BO3MOXEH o00meH  (¢parmeHtamu. Ilpm  cummerpuyHOM



BOCCOEAMHEHUN O0pa3yloTCs HOBBIE XPOMOCOMBI, B KOTOPBIX MpOHU30IIET OOMEH
JUCTAJbHBIMA y4aCTKAMM HETOMOJIOTMYHBIX XpOMOCOM. Takue TpaHCIOKauuu
Ha3bIBAKOTCS PeYUnpPOKHLIMU.

Y4acToK XpOMOCOMBI MOKET TaKKe€ HW3MEHSITh CBOE MOJOKEHHE U 0e3
PELHUIPOKHOTO OOMEHA, OCTaBasiCh B TOW € XPOMOCOME, WJIM BKIIIOUAsCh B KaKyrO-
HUOynbp Jpyryto. Takne HepeuunpoKHbIE TPAHCIOKAMM HWHOTAA Ha3bIBAIOT
MPAHCROZUYUAMU.

B ciywae coenuHeHus JBYX AaKpPOLICHTPUYECKHX XPOMOCOM B paiiOHE HX
LIEHTPOMEpP C MOTEeped KOPOTKHX Iuled HAOII0AAaeTcd LEHTPUUYECKOE CIUSHUE —
P0obepmcoHO8CKAsL MPAHCIOKAYUSL.

4.3. U3MmeHeHNs] MHAUBUAYAJIbHBIX F€HOB (BHYTPUICHHBIC U3MEHEHUS, WJIH
MyTallii B HauOoJiee y3KOM CMBICIE 3TOro clioBa). boiee ToyHOe Ha3BaHUE
BHYTPUTCHHBIX MYTallMi — TOYKOBBIE MYTAIlMH, TaK KaK OYEHb CIIOXKHO OTIUYUTH
UCTHHHBIC BHYTPUTCHHBIC MyTAIlMU OT MaJIbIX CTPYKTYPHBIX H3MEHEHU# (Tabmuia 1).

Jlumepamypa

1. JanuBens O.B. I'eHeTnueckue HapylmI€HUsT M HX MPOSBICHUE Yy JIHI[ C
ocobenHocTsMu ncuxodusudeckoro pazputus / O.B. Jlanusens, JI.M. KykyyymikuHa.
— Mumnck: BI'TIY, 2009. — 64 c.

2. aitnytnuaoB, W.K. Menununckas renernka / W.K. TaitnyTauHOB,
2. M. Py6ak. — PoctoB u//1: ®ennke, 2007. —315.¢.

3. 3asu, P.I'. OcHoBBl 00men i~ MenuiuHCKON reHetnkn / P.I'. 3asdr,
N.B. PaukoBckas. — Munck: Bermaiimas mkona, 2003, — 232 c.

Jlexknus 05. Knaccnpukanusi HAC/IeACTBEHHBIX 00J1e3Hel

Bonpocot:

1. Knaccupuxayus.®w nacreocmeenHvlx — 3ab0aesaHuti  no  xapakmepy
MemaboIuuecKux paccmpoucms.

2. Knaccughurayus no opeanHo-cucmemHomy RPUHYUn).

3. Knaccugurxayusi no munam Hacie008anusl.

Hacneocmeennvle 3aboneéanus 00yCIOBIEHB HapyUIEHUSIMH B IIpOLIECCaX
XpaHEeHMs], Tepellayd W peanu3auuu reHetndeckod uHpopmanuu. C pa3BuTHEM
TEHETUKH YEJIOBEKa, B TOM YHMCJIE€ W TEHETUKM MEIUIMHCKOW BBIACHUIIACH
HACJICJICTBEHHAs MIPUPOJIa MHOTUX 3a00JICBaHUN M CHHAPOMOB, CUYMTABIINXCS PaHEE
OOJIE3HSIMH C HEYCTAaHOBJICHHOW O»THOJIOTHEH. Ponbh HaciencTBeHHBIX (PaKTOpOB
MOATBEPKIAETCS O0JIee BRICOKOW YacTOTOM psija 3a00JIEBaHUM B HEKOTOPHIX CEMbSIX
[0 CPaBHEHHUIO C HACEJIEHHWEM B IIeJIOM. V3yueHnem HacienCcTBEHHBIX 3a00JieBaHUN
YEJI0BEKA 3aHUMAETCS IPEUMYLIECTBEHHO MEAULIMHCKAs TEHETHKA.

B ocHoBe HacnencTBeHHBIX ~ 3a0O0JIEBaHMM  JieKAT  MYyTallMA — —
MIPEUMYLLECTBEHHO XPOMOCOMHBIE U TEHHBIE, COOTBETCTBEHHO Y€MY YCJIOBHO IT'OBOPST
O XPOMOCOMHBIX OOJIe3HSX W COOCTBEHHO HACJICJICTBCHHBIX (I'€HHBIX) OOJIC3HSX.



MyrTaius BeAET K HApYIIEHUIO CUHTE3a ONPEEICHHOr0 MOIUNeNnTHAA (CTPYKTYPHOTO
Oenka win hepmenTa). B 3aBucuMocTH OT TOT0, KaKOBa POJIb 3TOTO MOJMIENTHIA B
KU3ZHENICATCIILHOCTH OpraHn3Ma, y OOJIBHOTO BO3HHMKAIOT HapyHICHUS (M3MEHEHUS
(dbeHoTHIa) JIOKATHLHOTO WM CUCTEMHOTO MOPSIIKA.

Haubonee panumonansHa kiaccuguxayus HAcie0CmEeHHbIX 3a00Ne8anuti no
xapaxkmepy mMemadoIu4eckux paccmpoiucms.

— HapymieHuss 0oOMEHa aMHHOKHUCIOT (TpuMephl: (EeHUITUPOBHHOTPATHAS
OJIMTO(PPEHHUSI, TUPO3UHO3, ATKATITOHYPHS);

— HapymeHuss ooMeHa nunuaoB (OonesHb Humana-Iluka, 6onesns [ome);
HapyIlIeHUs: 0OMeHa yTiIeBOI0B (TaTaKTo3eMusl, GPyKTO3YpHs);

— HapyIIeHUsI MUHEPaJIbHOro 0OMeHa (rernaronepedpaibHast TUCTpodus);

HapyleHus omnpyonHoBoro oomena (cunnpom Kpurnep-Haipkapa, cunapom
Jlyoununa — J[>koHCOHA).

Onnako MTOCKOJIBKY OMOXUMUYECKUE MEXaHU3MBI OOJILIIMHCTBA
HACJIEJICTBEHHBIX  3a00NeBaHMiI  TIOKa  HEW3BECTHBI, .M,  CJEIOBATENbHO,
MaTOTeHeTHYeCKas KiacCUpUKalus eme He MOXKET OBITh TOTHOU, €€ IOMONHSIOT
KJIaccu(pukamueit Mo OpraHHO-CUCTEMHOMY NPUHITAITY

—  HACJIEJICTBEHHBbIC 3a00JIeBaHUSA KpPOBH . (FEMONHTHYECKas  OOJE3Hb
HOBOPOKJICHHBIX, FTEMOTJIOOMHOTIATHH);

— SHJOKPUHHOM CUCTEMBI (3pEHOTCHUTAIBHBIN CHHIPOM, CaXapHBIi qHa0eT);

— HACJICJICTBEHHbIC 3a00JIEBaHUSI C MPEUMYIIECTBEHHBIM MOPAXKEHUEM TMOYEK
(bochar-nuadber, UUCTUHO3); COeAUMHUTENbHOW TkaHu (Oone3nb Mapdana,
MYKOIOJIUCAXAPHUI03b1);

— HacJeACTBEHHBIC 3a00JIEBaHM. C MPEUMYIIIECTBEHHBIM MTOPAXKEHUEM HEPBHO-
MBIIIEYHON CUCTEMBI (ITPOTPECCUPYIOLTNE MBIIICYHBIE TUCTPOPUH) U T.1.

B 3aBucuMoCTH OT TOTO, T/ JIOKATU30BaH MATOJIOTHUECKUI (MyTaHTHBIN) TeH
— B ayTOCOME WJIM B TIOJIOBOH -XPOMOCOME— M KAaKOBBI €r0 B3aWMOOTHOIICHUS C
HOPMAaJIbHBIMAJIIENIEM, T. €. SBJISCTCS JIM MyTallusl JOMUHAHTHON (HOpMAaJIbHBIN TeH
MOJABISIETCSl TATOJOTHMY  ©CKMM) WM PELEeCCUBHOW (MAaTONIOTUYECKUH TEH
MOJABIISICTCS  HOPMAbHBIM),  PA3NIUYAIOT  CJHCAYIONIME  OCHOBHBICE  THIbI
HacJ1e/I0OBAHUS:

— ayTOCOMHO-JIOMUHAHTHBIH,

— ayTOCOMHO-PELIECCUBHBIMN,

— CUEIUICHHBIN C MOJIOM (HJIA OTPAHUYEHHBIN TIOJIOM).

Tun HacnenoBaHWs YCTAaHABIMBACTCS IYTEM aHaln3a poAOocCIOoBHOM. [lpum
COCTABJICHHH TIOCJICIHEH YUYWTHIBAIOTCS PACHPOCTPAHEHHUE B CEMbE H3y4aeMOro
3a001€BaHUs W POJCTBEHHOTO OTHOIICHUS MKy OonbHBIMU. [locTpoeHre U aHamu3
POJIOCIIOBHON COCTABJISIIOT TIPEAMET KIIMHUKO-TEHEAIOTUYECKOTO NCCIEA0OBAHMS.

[Ipu 3ab0oneBaHusX, HACIENYEMBIX IO ayTOCOMHO-JOMHUHAHTHOMY THITY,
MYTaHTHBIA T'€H MPOSBIISETCS YK€ B TE€TEPO3UTOTHOM COCTOSHUH; OOJbHBIC MATBUNKH
U JICBOYKH POKIAIOTCS C OJIMHAKOBOM YacTOTOM; MAaTOJIOTUYECKasi HACIEICTBEHHOCTD
IIPOCJIEXKUBAETCST B POJOCIOBHOM 'MO BEpTHKANM'; MO KpaHEW Mepe OAWH U3
poauTeneit 60JbHOTO TaKXke OO0JICH.

ITo ayTOCOMHO-TOMHUHAHTHOMY TUITY HaCJICAYIOTCH, HaIpumep,
apaxHOJAKTHIIHS, axXOHIPOTIIA3HS, OpaxuIaKTUIIHS, reMopparnyueckas
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TeJICaHTUIKTA3ZHS Ocrnepa, rUnepomIMpyOruHeMus, HelipohubpomMaros
PexknuHray3zena, mnenprepoBCKas aHOMaIMS JIEMKOLUMTOB, MOJHMAAKTHINS, TTO3
HACJIEJACTBEHHBI, Myprnypa TPOMOOLMTONIEHUYECKAsT WAUOMATHYECKAs, SKTOIHS
XpycTajauKa u ap.

[Ipu 3aboneBaHusX, HACIEAYEMBIX IO ayTOCOMHO-PELIECCUBHOMY THIY,
MYTaHTHBIA T€H NPOSBISAETCS JUIIb B TOMO3ZUTOTHOM COCTOSIHUU; OOJbHBIE MAJIbYNKH
U JICBOYKHU POXKJIAIOTCS C OJUHAKOBOW YaCTOTOW; POAUTENHU OONBbHBIX (DEHOTHUITMYECKU
3I0pPOBBI, HO SBIAIOTCS TI'€TEPO3UTOTHBIMM HOCUTEISIMH MYTAHTHOTO T€HA;
[ATOJIOTHYECKAs] HACIEACTBEHHOCTh IPOCIIEKUBAECTCS B POJOCIOBHOM CEMbH 'TO
TOPU30HTANN"; BEPOSATHOCTb POXKIEHUS OOJBHBIX JETel BO3pacTaeT B Cilydae
KPOBHOIO pojacTBa poaureneil. Eciaum oauH W3 poauTenel TOMO3UIOTEH 110
[ATOJIOTHYECKOMY PELIECCUBHOMY TI'€HYy, a IPYIOW SIBISIETCS €r0 I'€TEPO3UTOTHBIM
HOCUTEJEM, TO B TIOJIOBHUHE CIy4aeB JIE€TU MOTYT OKa3aThCsl OOJBHBIMHU, U CO3AAETCA
BIIEUATJIICHUE HACJEI0BaHMs 3a00JIeBaHUs MO JOMHHAHTHOMY THUIly. Takoe siBlieHHE
HOCUT Ha3BaHUE MCEBAOJOMUHUPOBaHUSA. OT HMCTUHHOTO .JOMUHUPOBAHHS OHO
OTJIMYAETCS TEM, YTO OOJIbHBbIE C PEUECCMBHOM MyTaluei B Opake co 310pOBBIMU
JOJbMH Bcerga OyAyT JaBaTh 3/I0pOBOE TOTOMCTBO; a “3J0pOBbIE B Opake cC
reTEepPO3UTOTHBIMH HOCUTEISIMU C ONpeleseHHON uacrotoil (25%) OyayT HUMETh
OonpHbIX  gereid.  Ilo  ayTOCOMHO-peLlECCMBHOMY  THIy  HacleIyloTcs
araMmaryioOyJuHeMusi, alKanTOHYpHs, adbOMHU3M; amMaBpOTHYECKas WIUOTHS,
renaronepedpanpHas  AucTpodus, JTUCTOHUS  MblIIEYHas jAepopMupyromias,
MYKOBHCIIHJI03, CEPIIOBUIHOKJIETOYHASI AHEMUS U JIp.

W3 3a0oseBaHui, CLEIJIEHHBIX € II0JIOM WM OrPAaHUYEHHBIX IIOJIOM, JJIs
KJIMHUKA 0co00€ 3HaueHue uMeroT, 0oJe3HH, OOYCIOBJIEHHBIE PELECCUBHBIMU
MyTauusMu B X-XpoMocoMe (3TOT. TN HacleOBAaHUSA Ha3bIBaE€TCs Takke X-
XpOMOCOMHBIM). JKEHILIMHBI ¢ TAKOI0 THUIAa MyTallUuel, KaK MpaBuUiio, (PEHOTUIHYECKU
3JI0pOBbI, TTOCKOJIBKY PELECCUBHOMY MATOJIOTMUYECKOMY T'€HY NMPOTHUBOCTOUT y HHUX
HOPMAJbHBIN aJUIeNb APYIoi X-XpOMOCOMBI. Y MYXYMH K€ MYTAHTHBIM TI'€H
MPE/ACTABICH B €AMHCTBEHHOM YHCIIE W ompenenser nartojoruto ¢enoruna. Ilpu
00JIe3HsIX, MepealouUXcsa M0 X-XpOMOCOMHOMY THITY, IEMCTBHE MYTAaHTHOI'O T'€HA
MPOSIBJISIETCS. TOJBKO y T€TEPOTraMeTHOro mojia (T. €. Y MYX4YHH); B OTATOILIEHHBIX
CeMbAX 3a00JIeBaeT IMOJIOBMHA CHIHOBEH, a IMOJOBHHA J0Yepe — HOCUTENIH
MYTaHTHOTO T€Ha (KOHIYKTOPbI); POAUTENN KIMHUYECKU 3/I0pOBBI. boJe3Hb 4yacTo
0oOHapyKMBAETCsl y CHIHOBEW cecTép 0oyibHOTO (Mpo0aH/a) WM Y €ro JBOIOPOIHBIX
OpaTbeB MO MaTEepUHCKOW JMHUU. BoibHOUW oTern He mnepenaér AePEeKTHHIA TeH
CBIHOBBSIM.

[To X-xpoMocoMHOMY THIly HacienyroTcs remopmwius A, remodpunus B,
MIePUOIMYECKUIA MTapaany, MUTMEHTHBIN PETHHUT, GocdaT-auader, BETOBAsI CIENOTa
U Jp.

[lepeuriciieHHbIE TUIBI HACIEAOBAHUS MPETyCMATPUBAIOT TJIABHBIM 00pa3oM
MOHOT€HHbIE 3a0oyeBaHusi (ompenensieMble MyTalued oaHoro TreHa). OnHako
MATOJIOTMYECKOE COCTOSIHUE MOKET 3aBUCETh OT IBYX U 00Jiee MyTaHTHBIX FeHOB. Psiz
MaTOJIOTMYECKUX TE€HOB OO0JIaJaeT CHW)KEHHOW MeHeTpaHTHOCThI0. [lpu sToM
MPUCYTCTBHE MX B TF€HOME, JaXK€ B TOMO3UTOTHOM COCTOSIHUM, HEOOXOJUMO, HO



HEJIOCTATOYHO JIJIsi pa3BUTHUs OoJie3HU. T. 0., He BCe TUIIBI HACJIEIOBaHUs OOJIE3HEH
YEJIOBEKA YKJIAJAbIBAOTCS B IEPECUNUCICHHBIE CXEMBI.

[TockonpKy BCsiKMM (EHOTHIN, KaK HOPMAaJbHBIM, TaK M TATOJIOTHYECKHH,
JNETEPMUHUPYETCSI HE TOJBKO T€HOTUIIOM U SIBJISECTCS PE3YJbTATOM B3aMMOACHCTBUSA
TE€HOTHIIA U CPEJIbl, IIOCTOJBKY HACIIEICTBEHHOM IMATOJIOTUU MPUCYIL 3HAYUTEIbHBIN
KIIMHAYECKUA TOJIMMOPHU3M: B TIpeesiax OJHOW HO30JOTUYECKOW €IMHUIIBI MOTYT
BCTPEUATHCS PA3IMUYHbIC KIMHUYECKUE CUHIPOMBI, CTENEHb TSAXKECTU 3a00JIEBaHMS
TaKXKe BapbUPYeT B IIMPOKUX Mpeaenax. bombiias BapuabenbHOCTh KIMHUYECKHUX
nposiBjieHui u TeueHus H. 3. HaOmrogaeTcs mopoi naxe y 4ieHOB OJHOM ceMbH. JIJis
00BEKTHBHOM OIICHKU COOTHOCUTEILHON POJIM HACIIEACTBEHHBIX (DaKTOPOB M CPEJIbl B
ATHOJIOTMHM U maTtoreHe3e H. 3. BakHO u3ydaTh OCOOCHHOCTH HUX KIWHUYECKOM
KapTUHBI U TCUYCHUSI Y OJHOSHIICBBIX U PA3HOSHIIEBBIX OJIM3HEIIOB.

Ho3omoruueckas MPUHAJICKHOCTD HACJICJICTBEHHOIO 3a00JIeBaHUS
YCTaHABJIMBAETCSI HA OCHOBE BCECTOPOHHETO KJIMHUYECKOTO (B TOM YHCIIEC KIMHUKO-
reHeaJorM4eckoro) U JadopaTopHOro oOciaeAoBaHUs. BOJbILyI0 JUArHOCTUYECKYIO
LICHHOCTh HMEIOT OMOXMMHUYECKHUE, AACKTPO(DU3NOTIOTUUECKUE,
UTOMOP(OJIOTUYECKUE, UMMYHOJIOTHYECKUE U Ap. JTaOOPATOpHBIE METObI, 4acTO
MO3BOJISIIONIME UICHTU(UIUPOBATH HE TOJIBKO 3a00JiCBaHME, HO U TeTEPO3UTOTHOE
HOCUTEIICTBO MYTaHTHOTro TeHa. MHorjga auarHoeTUKY oOJjierdaeT IJIeHOTPOIHBIMN
3 deKkT TEeHOB, T. €, MHOXXECTBEHHOCTb 3aBHUCSIIUX OT HUX (HEHOTUNMHYECKUX
NPOSIBJICHUN. B 4acTHOCTH, JEUCTBUE MATOJIOMMYECCKOr0 T€Ha MOYKET MTPOSBUTHCS HE
TOJIBKO B 3a00JI€BaHMHM, HO M B psAJie JAPYTHX, OOBIYHO HMHAM(POEPEHTHBIX IS
OpraHu3Ma MPU3HAKOB, 10 KOTOPHIM B COMHHUTEINIBHBIX CIy4asX U YCTAaHABIMBACTCS
MIPUCYTCTBHE I'€HA-"BUHOBHUKA'.

bnaronmaps nporpeccy MEIMIMHCKONW TEHETUKU U PACILIMPEHUIO IPEACTABICHUN
0 XapakTepe HacleIOBaHMS Pa3InyHbIX 3a00I€BaHUM M BIUSHUHN (DAKTOPOB BHEIITHEH
Cpeabl Ha MPOSIBISIEMOCTh MYTAHTHBIX F'€HOB CTaJId HAMHOTO SCHEE IMyTH JICUCHUS U
npoUIAKTUKA HACJEICTBEHHBLIX 3a0oyieBaHUN. (OCHOBHBIC TNPUHITUIBI JICUCHUS:
WCKJIIOUEHUE WM OTPAHMYECHUE MPOAYKTOB, MPEBPAIICHUS KOTOPBIX B OPraHU3ME B
OTCYTCTBUU HE0OXO0AMMOro (epMeHTa MPUBOJAT K MATOJIOTHYECKOMY COCTOSIHUIO;
3aMEeCTUTUTEIIbHAs \Tepanus JeUIUTHBIM (EPMEHTOM WU HOPMAJIbHBIM KOHEUHBIM
MPOAYKTOM M3BpAIIEHHOW pEeaKUMUM; UHAYKIUS AeHULIUTHBIX (epMEeHTOB. bombinoe
3HaueHue npuaaércss (akTopy CBOCBPEMEHHOCTH Teparuu, KOTOPYHO CIEIyeT
HAauYWHATh JO Pa3BUTUA Yy OOJBHBIX BBIPAKCHHBIX HapylieHuid. Hekoropsie
Oomoxumu4eckue JaedeKThl MOTYT C BO3PAacTOM YacCTHYHO KOMIICHCHpPOBaThCs. B
MEePCIIEKTUBE OOJIBINNIE HAJIEHK Il BO3JIATAIOTCS HA TEHHYIO HH)XCHEPHUIO, MO KOTOPOM
MO/IPa3yMEeBaETCs HAMPABIIEHHOE BMEIIATEILCTBO B CTPYKTYPY U QYyHKIIMOHUPOBAHHE
TEHETUYECKOr0 arapara — yJaJeHUe WM UCIIPABIECHUE MYTAHTHBIX '€HOB, 3aMEHA
WX HOPMaJIbHBIMH.

Baxneimei 3agaueit MeIUIIMHCKON TeHEeTUKHU ocTaércsa npodunaktuka H. 3.,
OCYIIECTBJISIEMAsi B OCHOBHOM 4Y€pe3 MEIMKO-TEHETUYECKUE KOHCYJIbTALINH.

Jumepamypa
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Jlekmust 06-07. Xpomocomurie Gosie3nn

Bonpocut:
1. Knaccugpuxayus xpomocommnvix 6onesneu
2. Mexanuzmbl 603HUKHOBEHUS 2EHOMHbBIX MYMAYUli
3. 3abonesanus, evizeannvie aneyniououell 8 aymocomax 4eiosexKd
4. 3abonesanus, evl3eannvle aneynIououeli 8 NoI08bIX XPOMOCOMAX 4eN08eKA

1. Knaccugukauus xpomocomuoix 6o1e3neil
XpOMOCOMHBIE 0OJ€3HM — DOTO TIpynna NaTOHOIMUYECKUX COCTOSHUH,
00yCIJIOBJIIEHHBIX MyTallUOHHBIMU U3MEHEHUSIMU B XpPOMOCOMHOM Habope.
[Tokazano, uro mpumepHo y 40% crnonTadveiX® aboptoB u 6% Bcex
MEPTBOPOKACHHBIX UMEIOTCS XPOMOCOMHBIE U3MEHEHMS. B TO ke BpeMs, okoJsio 6 u3
1000 HOBOpPOXAEHHBIX HMMEIOT XPOMOCOMHBIE “HAapyIIEHUs, a YACIbHBIM BeEC
XPOMOCOMHBIX OOJIE3HEH B IpymIe AETe C BPOXKIEHHBIMA AHOMAJUSIMU COCTaBJISIET
okosio 50%. KiuHMueckM TmoYTH BCE “XPOMOCOMHBIE OOJI€3HH MPOSBISIIOTCS
HapyLIEHUEM HWHTEJUIEKTYaJbHOTO pa3BUTHUS; MHOXXECTBEHHBIMH BpOKICHHBIMU
MOPOKAMH. DTO MOXKET OBITh YMCTBEHHOE M (PU3NYECKOE HENOpa3BUTHE, MOPOKHU
pa3BUTHS CKeJeTa, neopmanus yepera, MUKpouedanus, SIMKaHT U MH. Jp.

2. Mexanu3zmul 603HUKHOGEHUA 2EHOMHBIX MYMAWUL
MexaHu3M BO3HUKHOBEHHS T€HOMHBIX MYTAaldW CBSI3aH C IMaTOJIOTHUEU
HapyIICHUS HOPMAJIBLHOI'O PACXOXKIACHUS XpOMOCOM B Meio3e (aHadasa-1 u anadaza-11),
B pe3yJIbTaTe€ 4Yero .o0pa3yroTcsi aHOMaJbHBIE TaMEThl (IO KOJIMYECTBY XPOMOCOM),
MOCJIE OIIOAOTBOPEHMS KOTOPBIX BO3HUKAIOT F€TEPOTIONU IHBIE 3UTOTHI.
XpOMOCOMHBIE MyTallul  (XpOMOCOMHBIE TEPECTPOUKH, XPOMOCOMHBIE
abeppanuu) NpUBOAAT K U3MEHEHHUIO YUCIA, Pa3MEPOB U OpraHU3aLMKA XpoMocoM. B
Cllydae reTeporuiouIMd OCOOCHHO TSHKEJIbl MOHOCOMUU. MOHOCOMUU TI0 ayTOCOMaM
3aKaHUMBAIOTCS JIETAJbHO €II€ B TEPBbIE JTHU JIMOPUOHAIBHOTO Pa3BUTHSA WM
MPUBOJAT K THOEIH 3apojibliia Ha 0oJiee MO3IHUX CTaAusAX (CIIOHTAaHHBIE a0OPTHI).
[TonmHBIE TPUCOMUU OIMUCAHBI Y UEJIOBEKA MO OOJIBIIIOMY KOJIMYECTBY XpOMOCOM: &, 9,
13, 14, 18, 21, X, Y. Haubosnee n3yueHHbIMH CUHAPOMAaMU, B OCHOBE KOTOPBIX JIeKAT
HapylI€HUsI B CHUCTEME ayTOCOM (T€HOMHbIE MYTallMM, XPOMOCOMHBIE MYTAaIlUH)
spisitotcst Tpucomuu 21, 13, 18, TpancmokanmonHas (opma JlayHa, cuHApoM
«KOUIIAYbEro KpUKa», B cUcTeME MON0BBIX XpoMocoM TpucoMun XXY, XXX, XYY u
moHocomus XO.
Bonesus /layna (mpucomus 21; 47, XX(XY)+21)
Huarnoctuka Oone3nu JlayHa yxe y HOBOPOXKJICHHOTO HE BBI3BIBACT
sarpyaaenuii. [lpu Oomnesnu Jlayna BcTpeuaercs oT 9 a0 29 comarmueckux



anomanuii. Hanbosnee yacto mpu 3TOM CHHAPOME BCTpeyaroTcs: OpaxunedanbHbIil
Yepen CO CriaXXEHHbIM 3aThUIKOM M YIUIOUNIEHHBIM JIMIOM, 3MUKAHT; MSTHA
bpymdunpna (cBeT/iple MATHA Ha pagy’kKKe); MAJICHBKUE HEIOPa3BUTHIC YIITHBIC
PAKOBUHBI; YBEJIWYEHHBIA «CKJIQAUaThblil» S3bIK, IMIUPOKUE KUCTU C KOPOTKHUMH
najbllaMd ¥ YKOPOUCHHBIMM  MCKPUBJICHHBIMH  TSATBIMU  MaJIbIlaMU
(KTMHOJAKTHIINS ); TIOTIepeyHas 00po3/1a Ha OJJHOM Ui 00eUX JIaJOHX («00E3bsIHbS
CKJIaJIKa»); PpACIIMPEHHBbIE MPOMEXKYTKH Mexay | U 2-M mnaibllaMd CTOIL
NurtennextyanbHbiil 1eekT O00nbHBIX yriyOmisieTcsi ¢ Bo3pacTtoMm. M3BecTHO, 4TO
npumepHo y 60% nereit ¢ Oose3nbio JlayHa umeroTcs pasHbie (OpPMBI TI1a3HOM
natosioruu, a'y 70% oOHapy>KHBaIOT TyTOyXOCTb.

Bonbmioe BHMMaHue B MOCIHEAHUE TONbI YACNSIETCS W3YUYEHHUIO MaToreHesa
cunapomMa [layna. B Hacrosimee Bpemsi mpemsioxkeHa oObeTUHEHHAsh FeHeTHYecKas
runore3a cuHjapoma Jlayna u Oonie3Hu Adjbireiimepa. B craryce Takux OOJIbHBIX
BBIABIISIETCS ~ MPEXKICBPEMEHHOE  CTapeHue, mpeoliajgaHue  JereHepaTUBHBIX
COCYIMCTBIX HApyIICHUH, caxapHbI AuadeT, KatapakTa, JUNOoPyCIUHO3, AMUIONU 103,
M30UpATEIbHOE MOBPEKICHUE XOIMHEPTUUECKUX HEUPOHOB, B 0a3aibHBIX TaHTIIHUSAX,
CKJIOHHOCTb K 3JIOKQU€CTBEHHBIM HOBOOOPA30BaHUSIM, . CHEIU(DUUECKUE HAPYIICHUS
CllyXa W Jpyrde NpHU3HAKW, a TJIABHOE — XapaKTEPHBIC HApYIICHUS HMHTEIUICKTA,
HaIOMMHAIOIIKE TAKOBBIE IIPU CTapUECKOM 00JIe3HU AJblreiMepa.

Hcnonb3oBaHWE UUTOT€HETUYECKUX METOJOR HCCIEAOBaHUS IOKAa3ajo, YTO
npuMmepHo 80% Bcex cllydaeB MpOCTOW~ TpucoMun 21 wHMeEeT MaTEepUHCKOE
npoucxoxjaeHne u okono 20% — oruoBcko€. IIpu 3tom mmmb 20% Bcex ciaydaeB
«MaTepuHCKOro» cuHapoma JlayHa oOycClIOBJICHO HEPACXOKIACHUEM XpOMOCoM 2 1-0i
napsl BO BTOPOM JICJICHUU Meii03a, a.O0CTalbHbIE — OIMMOKAMH TEPBOTO JCICHUS
Meno3a.

Bonesnv /layna mpancinoxayuonnoii popmut (46,XX(XY)t14(13,15,22)/21)

TpanciokannoHHble” (popmbl cuHapoma Jlayna Habmonarorcs B 3-4% ciyuaes.
Uucno xpoMocoM B/ JaHHOM BapuaHTe O00Jie3HM HOpMalibHOe — 46, Tak Kak
JOTIOJTHUTENbHAS XpoMocoma 21 TpaHcmomupoBaHa Ha oaHy u3 aytocom (13, 14, 15
i 22).

[Ipu 3TOM OJMH U3 (EHOTUMUYECKHU 3JOPOBBIX POIUTENEH SIBISETCS HOCUTEIEM
cOaJIaHCUPOBAHHOM TpaHCcIoOKauu. B kapuoTune 3Tux poauTeneil HacuuTbiBaeTcs 45
XpOMOCOM, a OJHAa M3 ayTOCOM COCTOUT Kak Obl M3 JBYX YacTell U COAEPKUT
TeHETUYECKUI MaTepHuasl HeJOCTAIoIIEed XPOMOCOMBI, O3TOMY MpHU OOILEM Yucie
XpOMOCOM, paBHOM 45, HET yTepu reHeTuueckoro marepuana. [Ipumepno B 1/3 Bcex
CIIy4aeB TPAHCJIOKAMOHHBIM BapUaHT CUHIpoMa JlayHa WMeeT HAacleACTBEHHBIN
xapaktep. BrisBienne y koro-nmu6o u3 poauTenei cOataHCUPOBAaHHON TPAHCIOKAIIMH
orpeesnsieT He0OX0AMMOCTh MPEHATAIBHON TUAarHOCTUKH.

Cunopom Jo0eapoca (mpucomusn 18; 47, XX(XY)+18)

[Ipu xapuonsoruyeckoM oOcIeA0BaHUM OOJIbHBIX BBIABIISIETCS JUIIHSIS XpOMOCOMaA
u3 rpynnsl E (xpomocoma 18). @eHoTUnMueckue MposiBICHUS CUHApOMa DABapjca
JIOBOJILHO XapaKTEPHbL. DTO HAIWYUE JOJIMXOLealbHOrO Yeperna, CIAaBJICHHOTO C



OOKOB, C HU3KUM JIOOM U HIMPOKHUM BBICTYIAIOLIUM 3aThUIKOM; IJIa3HbIE 1IN Y3KHUE;
SNUKAHT;, HIKHSS YENIOCTh MaJE€HbKasl, CKOIIEHAa Ha3aJ (MUKPOPETPOTHATHs); POT
MaJeHbKUH, TPeyrojbHOW (HOPMBI C KOPOTKOM BepxHEHl ry0oif, mies KOpoTKas, ¢
KPBUIOBUHOM CKJIAIKOM.

[Ipy maHHOM CHHIpPOME THIWYHBI aHOMAJIMM OIOPHO-JIBUTAaTEJIBHOrO ammapara:
KUCTH U MaJblLbl KOPOTKHUE, IATHIE MalbIbl UCKPUBIICHBI, MAIbIBI CXKATHl B KYJAK,
BTOPOU U MATHIM NalbLbl PACIOJIOKEHBI CBEPXY M MPUKPBIBAIOT MIPUKATHIE K JTaJOHU
BTOPOM W YETBEPTHIA MaJbIbl; MEPBBIM A€l CTOIBl KOPOTKMW W IIUPOKHUH,
CUHIAKTUJIUSI BTOPOTO U TPETHET0 NaNbIeB; (hOpMa CTOIBI B BUIE «KAYAJIKI.

[Toutn 95% OONBHBIX UMEIOT MOPOKHU CEpJilla, KPYMHBIX COCY/IOB, MOUYEIIOIOBON
CUCTEMbI, aHOMAJIMK OpPraHoB nuiieBapeHus. [[poruo3 ais >ku3Hu HeOIaronpusi THBIN.

Cunopom Ilamay (mpucomusn 13; 47, XX(XY)+13)

[Tpu KapHOJOrMUECKOM aHAIM3€ COMATUYECKUX KIETOK OOJIbHBIX BBISBIISETCS
JUIIHASA XpoMocoma u3 rpyiibl D (xpomocoma 13). Knnanueckas kapTuHa TUITMYHA:
MUKpoLedanbHbII Yepern ¢ HU3KUM CKOIIEHHBIM JIOOM W BJABJICHHBIMU BHUCOYHBIMH
00J1aCTsAMU; TJIa3HbIE IIENIN y3KHE, PACIIOJI0KEHBI TOPU30HTAIbHO, PACCTOSHUE MEXKIY
HUMHU YMEHBIIEHO (TUIIOTEIIOPU3M), TIOUTH BCETJa BCTPEUAETCS IiIa3Hasl MaToJIOTHs;
VIIHBbIE PAKOBHHBI PACIOJIOKEHBI HU3KO, MaJIEHbKHE ‘MOYKHM MpPHXaTbl K TOJIOBE,
3aBUTKH HEMPaBUJIBLHON (POpMBI; Yepern ¢ YriayOJeHUusIMH B TEMEHHO-3aThLJIOYHOM
00J1aCTH, pacCTOSTHUE MEXAY TEMEHHBIMU OYrpaMu. YBEITUYEHO.

JleMOHCTpaTUBHBIM TpU3HAKOM cuHApoma llaTay sABisIOTCS «3asubsd rydoa» u
«BOJYbSl MAcTh». PacmienuHsl MoryT “ObITh Kak JIBYCTODOHHHUMH, TaK U
onHocTopoHHUMH. [louTn Bcerna pacuienyieHue BEpXHEW I'yObl CONpPOBOXKAAETCA
pacuienMHoi Heba.

XapakTepHbl TaKXE TAKWE€ “AHOMAJIMHM KOCTHO-MBIIIEYHONM CHUCTEMBI, Kak
MOJINJTAKTWIIAS HAa BEPXHUX M-HWKHUX KOHEUHOCTSIX, BTOPOW M YETBEPTHIN IAJIBLIbI
COTHYThI, MPUBEIEHBl K.JIAAOHU M TMEPEKPBITHl MNEPBbIM M MATHIM MaJIbLIAMH.
BoiaBisitoTcst 1eeKThL pa3BUTHS MPAKTUYECKU BCEX CUCTEM M OpraHoB. Mo3r yacto
HE pa3/iesieH Ha Noyyiapusi, HaOJI0JaeTCsl TUIOIUIA3Hs JIOOHBIX 10JI€H, MO3KEUKa.

Y 50% OO0nBHBIX *BBISABISIIOTCA TOPOKUA PAa3BUTUS MOYEBBIBOISIIMX IyTEH:
KUCTO3HAasl ToOukKa, ruapoHedpo3, aucruiazusa mnouek, y 50% [aeBodek HaxomsT
YABOCHHUE BJIarajvilia ¥ JIBYpOTYIO MAaTKy C TMIOIUIa3uedl sIM4HUKOB. IIporHo3 s
KU3HU HEOJIaronpUsTHBIN.

Cunopom «xkowauvezo kpukay (cunopom 5p—, 46XX(XY)del(5p-))

HawnGosiee 9acThlii M3 BCEX CHHAPOMOB JCIIEIMHA ayTOCOM — CHHIPOM JEIICIHU
KOPOTKOIO III€Ya XPOMOCOMEI 5. Y OOJBHBIX IIPH KApPHOJIOTHYECKOM aHaJIM3€e
00HApYKMBAETCS YKOPOUEHHE KOPOTKOTO IIedYa OJHOM M3 XpOMOCOM IpyIIis! B.

DeHOTUIMMYECKUMU TPU3HAKAMHU CHHIAPOMA SIBJISTIOTCS: MUKpoLehans; Kpyrioe
«JIyHOOOpPa3HOE» JIMIO B IEPBBIC T'OABI XH3HM W Y3KO€ JIMIO B 0Ojee crapiieM
BO3pACTe; aHTUMOHIOJIOUIHBINA paspes a3, dIUKAHT, KOCOIrIa3he, KaTapakra, oYard
OUTMEHTAIMKA CETYATKM, aTpo(usi 3pHUTENBHBIX HEPBOB; ILIOCKAs CIMHKA HOCA,
BBICOKOE HE0O; YIIHBIE PAKOBHHBLI Ie(OPMUPOBAHBI, CHHIAKTHIIMS MAlbIEB HOT,
KOCOJIAIIOCTh, MbIII€YHas THIoTOHMs. CBOeOOpasHBI CHMITOM — IIa4 IIpH



POXICHUH, HAIOMUHAIOIINN KPUK KOIKU. OH MPUCYTCTBYET Yy JCTEH MEPBOTo roja
KU3HU U 00yCIIOBJICH HapYyIIEHUEM JICITCIbHOCTH IIEHTPAIbHOW HEPBHOW CUCTEMBI U
W3MEHCHHUSMHU FOpTaHHu (YMEHBIIICHHE HAaITOPTAHHHUKA, CYXKCHHE TOPTaHU, OTCYHOCTh
CIIM3UCTOMN 00OJIOUKH).

[TporHO3 JUIsl )KU3HU 3aBHCHT OT BHIPAXKEHHOCTH CUMIITOMOB. MHOTHE OOJIbHBIC
JO0KHUBAIOT JI0 TIOJJPOCTKOBOTO BO3pacTa. Y MCTBEHHAsI OTCTAIOCTh BCEria TIy0oKasl.
OxoHYAaTeIbHBIN JJHArHO3 YCTAaHABIMBACTCS B PE3yJIbTATE HCCIICIOBAHUS KapHUOTHUIIA.

Cunopom Illepewesckozo-Tepuepa (monocomun X; 45, XO)

JIist cuHApOMa XapakTEepHO OTCYTCTBUE B KAPUOTHIIE TMOJIOBOM X-XpOMOCOMBI.
Yactota BcTpeuaemoctu 1:3000, cpeau neBouek, CTpajaroldx OJUTroppeHuern —
1:1500. Yactora cuHApPOMA BO3pPACTAET CPEAUM HUZKOPOCHBIX JKEHIIUH C
HEJIOPa3BUTUEM BTOPUYHBIX MOJIOBBIX MPU3HAKOB U aMEHOPEEH.

BonbmmHcTBO O0NbHBIX ¢ cuHApoMoM IllepemieBckoro—TepHepa HMEIOT
HOpMAaJIbHBIA WM OMU3KUM K HOPME MHTEUIEKT, HO YMCTBEHHAsl OTCTANOCTh y HHUX
BCTpeUaeTcsl yame, 4eM B oOmiedl momymsiiuu. VHTEMIeKTyalbHble HapyIICHUs
OOBIYHO COYETAIOTCS C HEJOPA3BUTHUEM HMOIIMOHAIBHO-BOJIEBOU cepbl: OOIbHBIC
MOBBIIICHHO BHYIIAEMbI, HECKOJIBKO HEKPUTUYHBI, YIIPSIMBI, 4aCTO SH(OPUYIHBIL.

JlmarHocTKa CHHIpPOMa BO3MOXKHA YK€, B TEPHUOJ HOBOPOXKICHHOCTH, TaK y
HOBOPOXKJICHHOW OTMEUAETCSI OTEYHOCTh KUCTEN U CTOII, HU3KHI POCT BOJIOC Ha IIee,
1esi KOpOTKasi C KPbUIOBUIHBIMU CKJIQJIKAMU, UTYIIIUMHU OT COCIIEBUIHBIX OTPOCTKOB
K Iieyam. XapakTepHa upe3MepHas. MOABIKHOCTh KOXHU Ha mee. OTMeuaroTcs
MHOKECTBEHHbIC aHOMAJIMK PAa3BUTHA: SMUKAHT, aHTUMOHTOJIOMAHBIA pa3pe3 Tiias;
HU3KO PACTOJIOKEHHbBIE YITHBIC PAKOBUHBI, THTTOMUMHUS («JIUIIO CPUHKCA»); BHICOKOE
He00, aHOMaJTNH 3yOOB.

XapakTepHbl ~ pasHOOOpa3HbIE CKEJIETHBIE HapyLIEHUs, HaIpumep
«IUTOOOpa3Has» IIUPOKas TpyJHas KieTKa, rumnoriazus win cpamienue | u |l
HIEHHBIX MO3BOHKOB; [IIUPOKHUE KUCTU ¢ KOpoTkuMH |1V u V manmpuamu, aedpopmanus
JIOKTEBBIX U KOJIEHHbIX cycTaBoB, ykopoueHHbie |1 u IV nanbiiel cron, cuHIakTHIIHS.

BaxHpIMM TMArHOCTMYECKUMHU TpPU3HAKAMU SIBISIIOTCS TaKKe BPOXKICHHBIC
MOPOKU cepAla, Hu3Ku pocT (B 98% ciydaeB), mojioBOM MH(PAHTUIU3M C IEPBUYHOMN
aMUHOpEeH, 4YacThl THUNOIJIA3us WM TUIEPTPOPHUS HOTTEBHIX IUIACTHHOK,
runepnurMenTanus koxu. Habmogarores nedextst 3penus (22%) u ciayxa (52%).

Od¢Tranpmonorundeckoe 00CiIeIOBaHUE BRISBIISCT OJICTHOCTh COCKOB 3pPUTEILHOTO
HEpBa, MHUKpOpTAIbM,  KaTapakTy, CyXEHHE apTepuil  TJa3HOTO  JHA.
JHepmarormuduieckoe UCcCieJOBaHUE BRISBIISET U3MEHEHHE KOJKHBIX Y30POB MMAJIbIICB
U JaJ0HEH.

I[I/IaFHOC} MOJKET OBITh YCTAHOBJICH C IIOMOIIBIKO HOUTOJIOTHYCCKOIO MCETOAA
HCCICAOBAHMA IIOJIOBOT'O XpOMAaTHHA U KAPHUOJOTMICCKOI'0 aHaJIn3a.

Cunopom mpucomuu (47, XXX)



JUisi CHHApPOMA XapaKTepHO HAJIWYUE B KApPHUOTHUIIE JIONOJHUTEIBHBIX X-
xpoMocoM. Hacrota Tpucomuu X cpelyd HOBOpOKJIeHHbIX AeBouek 1:800. Yactora
BO3pacTaeT cCpeau MAaUWeHTOK IMCUXHATpUYecKux OoibHHML. B mepuoa
HOBOPOKJICHHOCTH M JIETCTBA PEJIKO MOXKHO BBISIBUTH Kakue-T00 (EHOTUIUYECKHE
0COOEHHOCTH, UMEIOIINE JUArHOCTUYECKOE 3HAYEHUE. OcHoBHas
MICUXOMATOJIOTHYECKass OCOOCHHOCTh CHUHIpPOMA — TMPOSIBICHUE HSMOIIMOHATHHON
HE3pPEJOCTH M 3MOLMOHAIBHO-TIOBEICHYECKUE HAPYIICHHUS C HEBPOTUYECKHUMH H
HEBPO30M0I00HBIMH PAacCTPONCTBAMHU, MHOTAA CO CKJIOHHOCTBIO K ayToarpeccuu. B
paHHEM BO3pacTe XapaKTEPHO BBIPAKEHHOE OTCTABAHUE B PA3BUTHH PEUU. Y KEHIIUH
c Tpucomueil X wyacTo HaOmroAaeTcs SHIOKPUHHBIM aucOanaHc, Oecruioaue,
NpeXAEBPEMEHHBIN KirMMakc. MoryT Habmonatbes 0oJiee CIOXKHBIE MOIUCOMUN X:
terpacomust (XXXX) u nentacomus (XXXXX). Cunraercs, 4TO CTENEHb ICUXUYECKOTO
HEZOPa3BUTHUA KOPPEIHUPYET C YACIOM JOMOJHUTENBHBIX X-XPOMOCOM. Y JKEHIIUH C
nonmcoMuerd X yBeJIMYEHA YacTOTa ICUXUYECKUX 3a0osieBaHuil (MM30ppeHus,
ANWJIENCHUS, MaHUAKAJIBbHO-ACNPECCUBHBIA Mcux03). OKOHYATENbHBIA JUArHo3
YCTaHABJIMBAETCA HA OCHOBAHUU LIUTOJOTUYECKOTO OOCIEA0OBAHUS IIEYHOT'O SIUTEIUS
B pe3yibTaTe OOHAPYKEHUs MTOJIOBOIO XpOMaTHHA B KAPUOTHUIIE.

Cunopom Knaungenomepa (47, XXY)

JUist cuHIpoMa XapakTepHO HAJIMYUE B.-KAPUOTHUIIE MY>KUYUHBI TONOJHUTEIBHOM
MoJOBOM X-XpomMocoMbl. Yactora cuHapoma cocrtaBisieT B cpegHem | Ha 850
HOBOPOXKICHHBIX MYKCKOTO mosa u 1-2,5% y OGonpHBIX onuroppeHueid B CTETICHU
NeOMIIBHOCTH. Kimuanueckue [IPOSBJICHHUS JIOCTATOYHO BapuaOEeIIbHBI.
OO0s3aTeNbHBIMU  TMarHOCTHYECKUMU,, KPUTEPUAMH SIBJIAIOTCS TUIIOTCHUTAIM3M U
TUIOTOHAAN3M. XapaKTePHBIMU. -IIPU3HAKAMHU TaKXKE€ SABIISIFOTCSA: BBICOKHHI pOCT,
BBICOKOE CTOSIHHE Ta3a, €BHYXOWJHbIC MPOMOPIUHU, ACTEHUYECKOE TEIOCIOKEHHE,
Y3KHE IUIeUH, YUIMHEHHBIE KOHCUHOCTH.

MplieyHast cueTema” pa3BuTa cinabo. JTO OCOOEHHO YEeTKO MpOsBIsAETCS B
npenyoepTaHTHOM M MyOEpTaHTHOM BO3pacTe. Y B3pPOCIBIX HEPEIKO BCTPEUarOTCs
CKJIOHHOCTb K OKHPEHHUIO 110 )KEHCKOMY THITY, THHEKOMACTHsI, cJ1ab0e MOIMBIILIEYHOE
OBOJIOCEHHUE, OBOJIOCEHHE Ha JIOOKE IO KEHCKOMY Tuiy. OTMedaroT HeAopa3BUTHE
BTOPUYHBIX IOJIOBBIX IIPU3HAKOB C THIIOILIA3UEN SAMYEK M 4YacTO IIOJIOBOI0O YIEHA.
Myxuunbl ¢ cuHgpoMoM KnaitHpensTepa Oecrionnbl. YacTbiMU — SIBISIOTCS
paszMyHble UCIJIACTUYECKUE MPU3HAKU: Opaxuiiedanus; HU3KUNA POCT BOJIOC Ha
3aThUIKE, YIUIOIIEHHBIM 3aThUIOK; THUIIEPTENIOPU3M; SIUKAHT; JHedopMmanus YIIHBIX
PaKOBMH; BBICTYMAIOIIME HAJOPOBHBIE Iyrd; aHOMAJIUM 3yOOB; HCKPHUBIICHHE U
yKkopoueHue V naniblieB.

bone3Hp 4acTo COnmpoBOXKAAETCA 3aACPKKOU MICUXUYECKOTO pa3BuTHs. J(narnos
MOXET OBbITh YCTAHOBJIEH Ha OCHOBAHUHM KApUOJOTUYECKOTO aHalin3a, OOHApYKEHUS
[10JIOBOTO XPOMATHHA B IIICYHOM JIIUTEIUH.

Cunopom oyone Y (47, XYY)



CHUHIpOM XapaKTepu3yeTcs HaJIWYUMEM B KapUOTHIIE JIONOJHUTEIBHON Y-
xpomocombl. HabmogaeTcst y MaabuMKOB U MY>KYHH BBICOKOTO pocTa. Yactora cpenu
HOBOPOXKJCHHBIX ManbuuKOB 1:840. BeipaxkeHHbIX HapylIeHUH (EHOTHUIIa MOXKET HE
HaOmonarbes. [Ipumepno y 80% il ¢ JaHHBIM CHHIPOMOM HaOJIIOAAI0TCS PU3HAKU
IICUXWYECKOTO HENOPA3BUTHS B COYETAHUU C HAPYLIEHUSIMHU SYMOLMOHAIBHO-BOJIEBOU
cdepsl u noBeneHus. bonbHBIE UCTIBITHIBAIOT TPYAHOCTH B COLIMATIBHON aJamTalllu.
MHOruM XapakTepHbl 3aMEIJIEHHOCTh U PUTHIHOCTh MBILUJIEHUS, pE€YU U MOTOPHUKH,
4acTO CHM)KEHA CIIOCOOHOCTh K caMoKpuTuke. HaOmtogaercs coueTanne yMCTBEHHOM
OTCTAJIOCTH C IICUXONATONOI00HBIM IIOBEJICHUEM, arpecCUBHOCTBIO,
PaCTOPMOKEHHOCTBIO M H3BpAllleHHEM BiledeHUs1. OTMEYAarTCs CaMOYBEPEHHOCTD,
UMITYJIbCUBHOCTD, THIIEPCEKCYAIBHOCTh. OKOHYATENbHBIN JUAarHO3 yCTaHABIMBACTCSA
IPU HUTOJOTUYECKOM 00CIIEI0BaHUY.

Bricka3biBaeTcsl MpeANOI0KEHUE, YTO MICUXOMATONOA00HbIE (POPMBI TOBEICHUS
MPY HAJUYMK HECOAIIaHCUPOBAHHOTO KapHOTHIIA T10 MOJOBBIM XPOMOCOMaM CBSI3aHbI
C BTOPUYHBIMM M3MEHEHUSMH B JCSATEIBHOCTH HEPBHOW CHUCTEMBI KaK CIICJICTBHE
HapyILIEHU TOPMOHAIBHOU c(hepHI.

Jumepamypa

1. Hanusens, O.B.'eHeTndeckue HapyIIeHUS U HUX TPOSBICHUE Yy JHUI[ C
ocobenHocTsmu ncuxodusnyeckoro pazputus / O.B. lanmusens, JI.M. Kykymikuna. —
Mumnck: BI'TTY, 2009. — 64 c.

2. Kykymikuna, JI.M. ['eHeTnudeckne u KIMHUYECKHE OCOOCHHOCTU JIETEH C
HapyleHussMH ncuxodusnueckoro passutus / JI.M. Kykymkuna. — Munck: BI'TTY,
2003. - 38 c.

3. llleBuenko, B.A. T'enernka demoBeka: ydeO. IS CTyA. BBICHI. Yu4eO.
3aBeAcHU. — 2-¢ wa., uenp. u gon. / B.A. Illewenko, H.A. TomopnuuHa,
H.C. CrBommmuckas. — M.wI'ymanut. uza. uentp BJIAZIOC, 2004. — 240 c.

Jlexuus 08-09. HaciencrBeHHble reHHbIE 00JIE3HI

Bonpocuwi:

1. Ilpuuunel cennvix 6onesneti (Ha npumepe SH3UMONAMULL)

2. ['ennvie bone3nu aymocomHo-00MUHAHMHO20 MUNA HACeO008AHUSL.
3. ['ennvle bone3nu aymocomMHoO-peyeccu8Ho20 muna Hacie008aHus.
4. ['ennvie 6one3HU, CUENIIEHHbIE C NOJOM.

1. Ilpuuunwl zennvix 6ones3neil (Ha npumepe IH3UMONAMUIL)

HacnenctBennsie TeHHbIE 00JIe3HHM OOYCIIOBIICHBI TEHHBIMH MYTAIlUSIMHU,
M3MEHSIONMMU TeHETHYECKUN KOJ CcuHTe3a OenkoB. ['€HHbIe MyTalli BO3HUKAIOT,
KOT/Ia MocieIoBaTeabHOCTh HyKieoTH 0B B JIHK rena uamensercs. CymiecTByrOT 1Ba
OCHOBHBIX Kjlacca T€HHBIX MyTaIlMi: 3aMEHa Tap HYKJICOTHIOB, KOTJa OJHA WA
HECKOJIbKO HyKJIeoTHaHbIX nap B JIHK 3aMeHsroTcs ApyruMu; MyTamus cO CABUTOM



paMK{ CUWTBHIBaHMs, OOYCIIOBJIEHHbIE BCTaBKOH WJIM BBINAJEHUEM OJHOIO WU
HECKOJBKMX  HYKJIECOTHAOB. 3aME€Hbl Map OCHOBaHWW B  HYKJIEOTUIHOU
MIOCJIEIOBATEIbHOCTH CTPYKTYPHOTO TI€Ha YacTO NPHUBOAAT K 3aMEHE OJHOU
AMUHOKHUCIIOTHI B MOJIUIENTHUAHON IENH, ONpeIeasieMoil OqHUM reHoM. MyTanuu co
CABUTOM PAMKH{ CUMTBIBAHMSI CUIILHO WU3MEHSIOT MIOCIIE0BATEIBHOCTh aMUHOKHCIIOT B
TpPaHCIUPYEMOM OeJIKe.

Hapyuienne cunTe3a 0enka npyu MyTalii COOTBETCTBYIOLIETO T€HA TPUBOIUT K
KOJINYECTBEHHOMY WJIM Kaue€CTBEHHOMY HM3MEHEHHIO Oeika B opraHusMe. ['eHHble
MyTallMd y 4YeJNOBEKAa SABIIAIOTCS IPUYMHAMU MHOTUX (OpPM HAacClEACTBEHHON
natojoruv. Ecnu usmensiercss 0en0K—(pEpMEHT, BBIIOJHSIOIUN KaTaTUTHUYECKYIO
(GYHKIUIO, TO HApYIIAeTCsl CJI0KHAs LIETb IPEBPAILEHUs BEIIECTBA B OPTaHU3Me: T€H
— (epMEHT — OMOXMMMUYECKasl PeaKusi — MPU3HAK.

B Ouonoruueckoil nuTepatype Takoro poja M3MEHEHUs NPUHATO Ha3bIBaTh
OMOXMMUYECKUMH MYTalUsIMH, B MEIUUMHCKOM JIUTEpaType HX Ha3bIBAIOT
HACJEACTBEHHBIMU  JlepexkTaMu OOMEHa  BEIIECTB WK | HACJIEJACTBEHHBIMU
SH3UMONATUAMU. PYHKIMOHAIBbHASI HEMOJIHOLUEHHOCTh (DEPMEHTHON CUCTEMBI BEAET K
PE3KOMY  HApYIICHHIO  OMNPENEIEHHOr0  OMOXMMHUYECKOIOo  Mpolecca WM
onoxumMuyeckoMy Osioky. Merabonnyeckuid  OJIOK .~MOXHO OHNPEAEIUTh IO
HaKOIJIEHUI0O B OpPraHu3Me€ BEIIECTBa, KOTOpoe o0Opa3zyercs Ha CTaauH,
MPEAIIECTBYIOIIEH 3TOMY OJIOKY.

Boinasienve OIHOTO €IMHCTBEHHOTO META00JMYECKOr0 3BE€HA MPUBOAUT K
CEpbE3HBIM BTOPUYHBIM pPACCTPONWCTBaM OOMEHa BELIECTB M K MHOXKECTBEHHBIM
IIATOJIOTMYECKUM U3MEHEHHSIM B OPTraHU3ME.

CreneHb CHUXKEHHUS AaKTUBHOCTH (PEPMEHTA MOXKET OBbITh pa3HON Kak MpH
Pa3IMYHBIX YH3UMOIIATUAX, TaK U IIPU JAHHON 3H3UMonaThuu. CHIYKEHNE aKTUBHOCTH
(depMeHTa WM €ro OTCYTCTBUE MOKET ObITh OOYCIIOBJICHO Pa3HbIMH MYTALUSIMH,
MPOUCXOSIIMMHU B PAa3HBIX KOJAOHAX T'€HA.

Kpome TOro, cHukeHue akTUBHOCTH (PEPMEHTa MOKET OBITh CBSI3aHO C
MYTalMOHHBIM ~ 1€()EKTOM OJHOTO U3 KOMIIOHEHTOB (DEPMEHTHOM CHCTEMBI.
CrnenoBaTenbHO, OJHN U TE€ K€ OMOXMMHYECKHE M3MEHEHHUS MOTYT ObITh BBI3BaHbI
aJUIEIbHBIMU MYTANMSIMHU WM MyTallMsIMU B HECKOJIBKUX HEAJJIENbHBIX FeHaX. Takum
o0pa3oM, O7lHa U Ta K€ SH3UMOMNATHS MOKET UMETh HECKOJIBKO T€HETHUECKUX (OpPM.
DTO0 sBJIEHUE NOJYYHSIO HA3BAHHE T€HETUYECKON T€TepOreHHOCTH.

[IInpokast reHeTH4ecKasi TeTEPOreHHOCTh YH3UMOIIATUN B 3HAYUTEIILHON Mepe
ONpeneNnsieT MW3MEHYMBOCTh WX KIWHUYECKHX MposBiIeHUH. OOHAKO TOJIBKO
O0COOCHHOCTSIMU MYTAI[MOHHOTO I'€Ha Helb3sl OOBSICHUTh HEOJMHAKOBOE MPOSIBIICHUE
00JIe3HU y pa3HbIX OOJbHBIX. B 3HAYMTENBHOM CTEMEHM TE€H NPOSBISETCS BO
B3aUMOCBSI3H C IPYTUMHU I'€HaMH, BHE 3aBUCHMOCTH OT MEPEAAIOIINXCS B CEMbE. DTH
reHbl MOT'YT YCUJIMTh WJIHM 3aTOPMO3HUTh MPOSIBIEHUE OCHOBHOrO reHa. OHM MOTYT
M3MEHUTHh (PEHOMEH HacJIeICTBEHHON OoJie3Hu. OCHOBHOW T€H, B CBOIO OYepe/b,
BIIMSIET HA IPOSBJICHUE APYTUX T€HOB, O1aroaaps 4yemy y O0JIbHOTO MOTYT BbISIBIIATHCS
JOTIOJTHUTENIbHbIE, HECBONCTBEHHBIE OCHOBHOMY 3200JIEBAHUIO CUMIITOMBI.

Takum o00pa3om, 3(h@exT MyTaHTHOrO TIeHa MOXKHO paccMaTpuBaTh, Kak
MHOT'OCTYIIEHYATbI MIPOLECC, NEPBOU CTYNEHBIO KOTOPOTO SBJISIETCS IEPBUYHBIN
OnoxuMuyeckuil 1eeKT, BTOPO — BOBJIEUEHHUE B IpoOlECC APYrUX (PEepMEHTHBIX



CUCTEM M pa3BUTHE CIIOKHBIX META0OJIMUYECKUX PACCTPOMCTB, TPETUH —
(dhopMHupoOBaHNE KIMHUYECKOTO (PeHOMEHA 0O0JIe3HMU.

MoHoreHHbIe 00JIe3HH HACJICIYIOTCS B COOTBETCTBUHU C 3aKOHAMH MeHeNs 1
pa3IMYaroTCs TUIIOM HACJICIOBAHUS

2. I'ennble 00J1€3HM AYTOCOMHO-JOMUHAHTHOI'0 THIIA HACJICA0OBAHUA

Cunopom Baapoenoypza

Cunnipom BaapnenOypra umeer cienyroye KIMHUYECKUE MPU3HAKU: TEICKAHT
(JlarepaiibHOE CMEILEHNE BHYTPEHHETO YIJla ria3a), FeTepoXpOMHUS paly>KKu, ceast
Ipsiib HAJI0 JIOOM M BPOXKIACHHAS TIIyXOTa.

TenekaHT B COUETAHUU C ITUPOKOU U MPUIIOJHATON CIMHKOM HOCA U
CpoCIMMUCS OpPOBSIMHU CO3/1a€T BEChbMa CBOCOOPa3HbIN OOJIUK MOPAKEHHBIX —
«rpedeckuit mpoduiiby. OueHb XapakTepHbl cpociunecs: OpoBu. Pagyxku 1u6o
pa3IMYHO OKpalleHsbl (0JIMH IJ1a3 roxy0oil, Ipyroi — Kapuid); IO UMEETCSI CEKTOP
MHOTO IIBE€TA B OJHOM U3 payKeK. Y OOJIbHBIX OU€Hb PEAKO MOXXHO BBISIBUTH BECh
Ha0Op TUMUYHBIX MPU3HAKOB: KAXK]IbI CUMIITOM UMEET CBOIO CTEIIEHb
sKcpecCuBHOCTU. C HAaUOOJIBIIINM TTOCTOSTHCTBOM! IPOSIBIISIETCS TEAEKAHT — Y 99%
HOCHUTENEH TeHa, MUpoKasi ClIMHKa Hoca — 75%, cpociiuecs OpoBu —y 45%,
TETEPOXPOMUS PALyKKU — Yy 25%, cenast npsiab Wiin panHsis ceauna —y 17%
HaOIIOAABIINXCSI HOCUTENIEH TeHa.

Kpome ykazaHHBIX MPU3HAKOB, y 'OOJIBHBIX WHOTJIAa €CTh YYacTKU THUIEP— U
JNEMUTMEHTAllMM Ha KOXKE€, NMUTMEHTHBIE M3MEHEHMs IinazHoro aHa. Cepas mpsiib
OBIBAaCT yKe Y HOBOPOXKJICHHOTO, HO 3aTE€M AT JACTUTMEHTUPOBAHHBIE BOJIOCKU YaCTO
rcuesaroT. Hoc 4acTo mMeeT He TOJIbKO MPUIOAHATYIO CIHUHKY, HO Y THIOILIA3UI0
KPBUILEB.

[TaTosiorns KOHEUHOCTEH BKJIFOUAET TAKME aHOMAJINH, KaK TUIIOIUIA3Us KUCTEU U
MBIIII, OrpaHuYEHUE TIOABMKHOCTH JIOKTEBBIX, JIy4E3aIlSICTHBIX U MEXK(aTaHTOBBIX
CYCTaBOB, CIMSHUE OT/AENbHBIX KOCTEH 3aMsICThsl U TUTFOCHBI.

CHmxeHue ciyxa MpU 3TOM 3a00J€BAHUU BPOKIEHHOE, BOCHPUHUMAIOIIETO
TUIA, CBSI3AHHOE € arpoduel NpeaABEpPHO-YJIUTKOBOrO opraHa (KOpPTHEB OpraH).
['myxoTa BbI3BaHa HAPYLIEHUSIMU CIIUPAIBHOTO (KOPTHEBA) OpraHa ¢ aTpopuUeCcKUMHU
M3MEHEHHSIMU B CIMHAJIBHOM Yy3JI€ U CITyXOBOM HEPBE.

Cunnmpom BaapaenOypra Bctpewaercss ¢ gactoror 1:4000. Cpeam nereir ¢
BPOXKAEHHON TyxoTol coctaBisier 3%. CuHapoM omnpeaensiercs ayTOCOMHO-
JOMUHAHTHBIM T'€HOM C HEMNOJIHOW TIEHETPAHTHOCThIO M  BapbUpYIOLIEHCS
AKCIPECCUBHOCTHIO. ['eH JIokanm3oBan Ha xpoMocome 2037.

[Ipy nedyeHMM B HEKOTOPBIX CIydasX IMOKa3aHa KOCMETHYECKas XUPYprus
TenekanTa. JleueHue riryxotsl HeAPHEKTUBHO.

Cunopom Mapghana
Cunapom Mapdana 00ycCiIOBJIEH TOPOKOM Pa3BUTHSI COSAUHUTEIILHON TKAHU U
XapaKTepHU3yeTcsl TMOpPaKCHHEM, B TIEPBYIO OYEpelb, OIMOPHO-IBUTATEIHLHOTO



annapara. boibHbBIE, Kak IpaBUIIO, HMEIOT BBICOKMM PpOCT, XapaKTEpPU3yHOTCs
JUCOPOIIOPLMEN B pOCTE TYJIOBHILA U KOHEYHOCTEW, KUCTH U CTOIBI Y HUX JJIMHHBIE C
TOHKHUMH «MAayKOOOpa3HbIMH TadbllaMW», TpyJHAs KIETKa KWJIEBUIHON WM
BOpOHKOOOpa3Hoil (opmbl. [l cuHapoma xapakTepeH KuQo3, CKOJIHO03, MIUPOKHE
MeXpeOepHbIE MMPOMEKYTKH, TOHKUE U JJIMHHBIE pedpa, KOTOPbIE UMEIOT OTBECHOE
HaIlpaBJIEHUE; «IITUYbEY» BbIpAXEHHE JuUa (y3KUH uyepen, MoAOOPOIOK Cpe3aH WU
BBICTYyNA€T, OJM3KO IMOCAaXEHHbIE IJ1a3a, YIIHbIE pPAKOBUHBI TOHKHE H
MaJIORJIACTUYHBIE), NMEPEPACTHKEHHOCTh CYXOXWINNA U CYCTaBOB, CIA0OCTh CBS3O0K,
MBIIIEYHAs TUIIOTOHUS, HEAOPA3BUTHUE IMOJKOXKHOU KIIETUATKH.

Habmroaercs natosiorus ria3, a MMEHHO, MUOIIHS, TOIYObIe CKIIEphl, YaCTUUHBIN
WIA TIOJNHBIA TOJBBIBUX XpYCTalMKa, KOJIOOOMa paayX HOW 0007104ku. YacTsl
HapyIlIeHUs BHYTPEHHUX OPraHOB: CEPJEYHO—COCYIUCTON CUCTEMBI (IIOPOKH CepAla,
KPYIHBIX COCYJOB, PACCIIAUBAIOLIASC aHEBPHU3Ma AOPThI, aHOMAJIAS PACIIOIOXKEHUS
COCYJIOB), YMEHBILIEHHUE YHCIIa JOJIEH JETKUX.

YMCTBEHHOE pa3BUTHE MIPU ITOM 3a00J1€BaHUU OOBIYHO HE CTPA/aET.

Cunnpom Mapdana BcTpeuaercs B oOwmed nonyssiuuu ¢ dacroto 1: 10000.
CunapoM ornpenensercs TOMUHAHTHBIM T€HOM C Pa3jIMYHOMN JKCIIPECCUBHOCTHIO. I 'eH
JOKaIM30BaH Ha XpomocoMe 15(021. HopmanbHBIN periecCHBHBIN aJlieibh 3TOTO T'eHa
KoJaupyet O0enok PUOpUIUINH, y4aCTBYIOIIUI B (POPMUPOBAHUH BOJIOKOH KOJJIareHa 13
MpokoJuiareHa. MyTaluu reHa NpUBOAAT K HEAOPa3BUTHIO (WM K pa3pyLICHHUIO)
3HAYNTEIBHOM YaCTH BOJIOKOH KOJUIAr€Ha, SIBJIAIOIIETOC BaXKHEUIIINM KOMIIOHEHTOM
COCIMHUTEIILHOMN TKaHU.

PeHTreHonornuecku OMNpPENENSIIOTCS | OCTEONOpPO3 MeTapu3apHbIX  OTIENIOB
KOCTHOW TKaHH, ICTOHYEHNE KOPTUKAIBHOTO CJI05, IIIOPOOOPa3HbIE MATOUYHbIE KOCTH.
B CBIBOpOTKE KpOBM TIOBBILIEH | YPOBEHb KHUCJIBIX MYKOCAXapUJOB, CHUXEHO
collepKaHUE CEepoOMyKoHJa. B MOY€ IMOBBIIIEHO COJAEpKAHME MYKOIOJIMCAXapHUIOB
(XxoHApOUTUHCYIb(AT, KEPaTOCyAb(haT), TMAPOKCUIPONUINHA.

Jubdepenunanbuplits, auario3 ¢ cuHapomMoM CTHKIEpa, TUTAaHTH3MOM,
akpoMeranuen. JleueHue cuMITOMaTH4ECKOE.

Cunopom Pexnunexaysena

Cunnpom Pexnnarxaysena (Heiipodudbpomaros PexnrHrxaysena) 0HO U3 CaMbIX
YacThIX MOHOT€HHBIX HACJIEJICTBEHHBIX 3a00J€BaHMIl: €ro MOMyJISIMOHHAs YacToTa
coctapisier 1:3000 HOBOPOXKJIEHHBIX. B KOHTMHIEHTE YMCTBEHHO OTCTAaJbIX ACTEH
HelpoguOpomMaTo3  BCTpeyaeTcs Ha  MOPSAOK  Yalle; Cpeaud  ydalmxcs
BCIIOMOTATEJIbHBIX HIKOJI-UHTEPHATOB ¢ YacTOTOM 1:260.

B 3aBucMMOCTM OT pacrnpoCTPaHEHHOCTH M JOKAJIM3alMd HOBOOOpPa30BaHUIA
3a0oeBaHuEe TOMApa3JeNsieTcs Ha MepudepudecKyl0o MW LEHTpalbHyl ¢GopMmy —
COOTBETCTBEHHO, HelipopuOpomaros-1 (NF1) mefipopudpomaTos-2 (NF2).

I'ern NF1 nokxanuzoBan Ha xpomocome 17011 u cocrout u3 60 sx30H0B. I'en NF1
KoJaupyeT 0enoK HeMpohuOPOMUH, SIBISIOLIUNACS CYTIPECCOPOM OITyXOJIEBOT0 pocTa. Y
6onpHBIX HelipogubpomaTo3zom-1 B rene NF1 BeisiBneHo cBbitie 200 MyTaIui.

OCHOBHBIM KJIMHUYECKHM TpPU3HAKOM 3a00JeBaHHUs B JETCKOM BO3pacTe
ABIISIIOTCS. MHOKECTBEHHBIE «KO(ElHbIe» MATHA HA KOXKE, MHOTJa OHU UMEIOTCS YXKe
IpU POXKIEHUM, HO Yallle MOSBISIOTCS HECKOJIBKO MO3JHEe, KaK MPaBUJIO B IEPBOM



JACCATUIICTHUHU KU3HU. OHHU MOCTENEHHO YBCIIMYNBAIOTCA B YHCJIC U pasMEpax. OOBIYHO
nux (bopMa OBaJibHAasdA, OHW PACIIOJIOKCHBI HA PA3JIMYHBIX 4YaCTAX TCJIda, HO 4YallCc Ha
rpyau, CIIMHC, JXHUBOTC. Pa3MepI>1 IHTCH Pa3JIMYHbl — OT TOYCYHBLIX 0 HCCKOJIBKHX
CaHTUMCTPOB B ANaMETPC. ITaTOrHOMOHUYHBI pInIb | 3a00/1€BaHMs BBICHIITAHUS MEJIKAX
KO(i)GfIHBIX IITCH, ITIOXO0KNX Ha BECHYIIIKH, B HOI[MBIIHG‘IHOI;'I SAMKE.

Ha xoxe MOXHO OTMETUTh U JAPYTHE€ U3MEHEHUS: COCYAUCThIE MATHA, YYACTKU
JEMUTMEHTAINU, TUIIEPTPUX03, 0YaroBoe nocejeHue Bosuoc. C BO3pacToM Ha KOXE y
OOJBHBIX MOSBIISIOTCS BECbMa XapaKTEepHbIE MSTKUE Ha OIILyIb CBETJIbIE OMyXOJH,
uMmeroire GopMy ManuuioM 1ir 0oJiee NIOCKKUE. JTH BbICHITIAaHUS ITPU HAJIAaBIIMBAHUN
Kak Obl MPOBAJIMBAIOTCS B KOXY — CUMITOM «KHOIKHM 3BOHKa». VX 4ucio cuiabHO
BapbUpPYyeT — OT €IMHUYHBIX JI0 HECKOJbKUX COTEH. JlaHHBIA MpU3HAK OTMEYaeTCs
OOBIYHO TOJIBKO Yy TMOJPOCTKOB M B3POCIBIX, PEXe Yy JETed cTapliero Bo3pacTa, y
MaJICHBKHX JIeTel — He 0OHapYIKEH.

[ToMuUMO KOMHBIX BBICHIIIAHUIM, BCTPEYAIOTCA IOJAKOXKHBIE OIyXOJH, TakK
Ha3bIBaeMble IUIEKCU(OPMHBIE HEBPOMBI. OHU OOBIYHO OKPYIJIbIE («OYyCHUHKN»),
auamMeTpoMm 1-2 cM, peKo KpyIHee, OIBHKHbIE, HE IPUKPEIIIEHBI K KOXKE, JIEXKAT 110
XOJly HEPBHBIX CTBOJIOB. MHOrJa MOAKOXKHBIX OMYXOJEH MHOTO, B APYIHX CIIydasix
ynaerca oOHapyXuTh He Oojee 1-2 y3enkoB. CKOpOCTb pocTa OMyXoJed OYeHb
paznuyHa. OOBIYHO OHU HE U3MEHSAIOTCSI HECKOJIBKO JIET, @ TOTOM BAPYT MOTYT Ha4yaTh
obicTpo pactu. Kak mpaBuiio, omnyxoju He HapyllaroT (yHKIUH nepudepuyeckKux
HEPBOB, HO MIPHU CHJIBHOM CIABJIEHUU HEPBHOIO CTBOJIa MOTYT BbI3BaTh 00Jib, TAPE3bl
U TIapajInyu.

PacrnionoskeHHble 1O XOAY 4YepelHBIX- HEPBOB HEBPOMBI MOTYT HapyullaTb WX
(GYHKIUIO, YTO HEPEAKO COMPOBOXKAAETCS CHUKEHUEM CIIyXa WIN 3PEHUs U APYTUMHU
cumnromamu — Helpopuopomaros-2 (NF2). I'en NF2 nokann3oBaH Ha XpoOMOCOME
22012. IIpoaykT reHa cOCTOMT U3 587 aMHUHOKHUCIOT — Oeyok (MepiuH). SBnsercs
MHTMOUTOPOM OITyXO0JIEBOFO POCTa.

MOXXHO OTMETUTH. HEKOTOpPO€ CXOJCTBO OOJMKa JeTei, CTpaJarolux
HelpoPpuOpOMaTO30M: 10JI0Ba, KaK MpPaBWIO, KpylHas, 4epThl JHla rpyOoBathle,
HECKOJIbKO aKpOMETFAJIOUAHbIC, KUCTH PYK M CTOINbI OOJbIIME, IIMPOKHUE, IIes
KopoTkasi. OueHb YacTo TrpyJHas KiIeTka aeQopMupoBaHa — KypHUHas TpyAb,
BJIaBJIcHHasg TrpyavHa. B Oonee crapimiemM Bo3pacTe y MalbUUKOB OTMEYAETCS
HEKOTOpAasi €BHYXOMJIHOCTh: BBICOKHMM Ta3, NJMHHBIE HOTH, 3aJ€p>KKa IOSBICHUS
BTOPUYHBIX MOJOBBIX NPU3HAKOB. Hepenko y nereil UMErTCS U BPOXKICHHBIE TOPOKU
pa3BUTHS: BBIBUX Ta300€IpEHHOTO CyCTaBa, MOPOKU cepAta. [Ipu omyxossx B MoiocTu
yepena pa3BUBaeTCs camMas pasjMyHas CHMIITOMAaTHKa B 3aBUCUMOCTH OT HX
JIOKaJIM3alluY U TEMIIOB POCTA: AEMEHLs, AHIENCHUs, apa3us U T.I1.

Crnenuguyeckoro JsedeHuss HeTr. B psge ciydaeB omyxonu —yJIaisiiOT
XupypruueckuMm mytem. llatorene3 3a0ofieBaHusi CBsSI3aH C  OIyXOJIEBBIMU
pa3pacTaHUsIMHU, TI03TOMY CTUMYJMPYIOIIME TMpenapaThl AETSIM Ha3HayaTh He
pexkoMenayetcs. [IpoBoauTcs ieueHue ruipouedaium.

3. I'enHble 00J1€3HU Ay TOCOMHO-PENeCCUBHOIO TUIIA HAC/IEI0BAHUSA



Denunkemonypus (OKY)

DeHUTKETOHYPHS — HACJIeICTBEHHOE 3a00JIeBaHNE 0OMEHA, XapaKTepU3yIOIeecs
nopaxkxenueM [HHC wu mporpeccupytomumM, ocoOOCHHO B MepBble 2—3 rojaa >KU3HH,
cnaboymueM. DEeHOTUNMHUYECKHU 3I0OPOBBIE POIUTENN OOJIBHOTO peOeHKa SBISAIOTCA
reTePO3UTrOTHBIMH HOCUTEIIIMH MYTaHTHOIO TeHa. Yactora 3a0oneBanus B EBpone B
cpenneMm coctaBisieT 1:10 000 HOBOPOXAEHHBIX, PACHPOCTPAHEHHOCTh HOCHUTENEH
reHa B nomyssinuu 1:50. @KV nabmonaercs npuMepHo y 1% yMCTBEHHO OTCTaIbIX
M1,

3a0oneBanue OOYCJIOBIIEHO MyTallel TeHa, KOHTPOJMPYIOIIET0 CHHTE3
dbepMenTa (eHUITATAaHUHTUIPOKCUIA3bl, KOTOPBIM OOECredYrBaeT MpeBpallleHue
MOCTYTAIOIIETO B OPTaHU3M C NUIIeH (eHmIananiia B TUPO3UH.

Hapymenune mnocnenHero mporecca HPUBOJUT K PE3KOMY IOBBILICHUIO
coJiepkaHus (peHUJIaIaHuHA B CBIBOPOTKE KPOBU U CIIMHHOMO3TOBOM YKUJIKOCTH, PU
3TOM OTMEYAKT JAe(PUIUT TUPO3UHA, YTO OINPEAENSIET HEeAOCTATOYHBIA CHUHTE3
KAaT€XOJIAMHHOB, TOPMOHA IIUTOBUIHON K€J€3bl U MEJIAaHWHA; IIPU HEJOCTATOYHOM
KOJIMYECTBE KOTOPOro HaOoaaeTcs ciaadasi murMeHTanus Kosu u Bojoc. [Ipu OKY
HapyIIaeTcss Takke oOMeH TpunTodaHa M CHHTE3 CEPOTOHHMHA, YTO TyOUTEIHHO
JNEUCTBYET Ha HOpMalibHOE (HyHKIHMOHWpOBaHUE HepBHOU cuctembl. ['en PAH
JIOKaJIM30BaH Ha XpoMocome 12022.

Hetn ¢ ®KY poxnarTcs C TOJHOMEHHBIM TOJOBHBIM MO3TOM, TaK Kak
OMOXMMHUYECKHE TTPOIIECCHI T1J10/1a OCYILIEETRISIIOTCS 32 CUET MPOIECCOB B OPTaHU3ME
Marepu. Bo3HUKarOIIHME TOCiIe POXKIASHHI OUMOXUMUUYECKHE HAPYIICHUS OKa3bIBAIOT
TOKCHYECKOE BO3J/ICUCTBUE HAa HEPBHYIO CHUCTEMY, B pe3yJIbTaTe YE€ro HapylIaroTCs
MPOIIECChl MUEJIMHU3AIMY, PA3BUTHE W' POCT MO3ra.

Hapactanue wuHTemnekTyansHoro jaedekra codeTraercs ¢ OTCTaBaHHEM B
(U3UYECKOM pa3BUTHH,~ 4aCTO C TMPU3HAKAMU YMEPEHHON MUKpOIe(aTnH.
XapakTepeH BHENTHUMN- BUJ OOJIbHBIX (OJOHAMHBI CO CBETJION KOXKEW M roiayObIMuU
r1a3aMl) U OTACJbHBIC - IUCIUIACTUYECKUE TMPU3HAKK (BBICOKOE HE0O, SIUKAHT,
nedopmalys YIIHbLIX PAaKOBUH).

[Ipu 5TOM OTMEUaroT CIEAYIOIINE HEBPOJOTHYECKHE HAPYIICHHS: MBIIICYHYIO
THIIEPTOHHUIO, TTOBBIIIICHUE CYXOKUIBHBIX pe(IIEKCOB, TUTIEPKUHE3BI, TPEMOP MaJIbIIEB
PYK, aTaKCHI0, HApyIICHHUS YepeITHO—MO3T0BOM HHHEpBaIuu. B Oonee penkux cmyyasx
MMEET MECTO MBIIICUHAs TUIIOTOHUS; CYyIOPOKHBIN cuHapoM Habmogaetrcs y 20-50%
OOJIbHBIX.

YpoBeHb HMHTEIICKTYJIBHOTO PAa3BUTUS KOJEOJIETCS OT HOPMBI JI0 TIIyOOKOM
uauotun. [IporpenMeHTHOCTh AMHAMUKY Cl1aboymusi HanboJiee BhIpaKEHA B TIEPBBIC
2-3 rToma KW3HU. bBOJbHBIE  OTIMYAIOTCS  WHEPTHOCTHIO, HEAOCTATOYHOU
LICJICHAIIPABJIICHHOCTBID C XapaKTEPHbIMUA HAPYLICHUSIMU BHUMAHUS, I1aMSTH,
HEJIOPa3BUTUEM THOCTUYECKUX (DYHKIIMHA U TPOCTPAHCTBEHHBIX MPECTABICHUH.

OTMeyaeTcss TakXke BBIPAKEHHOE HEIOPA3BUTHE pPEYM H  HAPYIICHUS
3BYKOTIPOM3HOIICHU. Hapymenns peyn OOBIYHO COMOCTaBUMBI C  TIIyOWMHOMU
HMHTEJJIEKTYJIbHOTO JIepeKTa.



T'omoyucmunypus

['omouucTuHypusi 00yCIOBJIE€HA OTCYTCTBUEM WJIM CHUXKEHUEM aKTUBHOCTH
dbepMeHTa TUCTATHOHMHCUHTETA3bl, HEOOXOIUMOTO ISl CHHTE3a IIMCTATHOHWHA W3
TOMOIIMCTENHA U cepuHa. ['eH okanmn3oBad Ha xpoMocome 21022.

JledexT renernyecku rereporeded. CymecTBYIOT aBe (DOPMBI, pa3aTudaroniruecs
10 OTHOUIEHHUIO K BUTaMUHY Bg: MUpuI0KCUH3aBUCUMAs Y TUPUTIOKCUHPE3UCTCHTHASI.
Omnucanbl ciayyau 3a00JIeBaHMs, BbI3BaHHBIE 1€PUIIUTOM JIpyrux hepMenToB. YacTora
3a00JieBaHUs Cpear HOBOPOKACHHBIX KoJieoercs oT 1:80 000 mo 1:180 000. Cpenu
YMCTBEHHO-OTCTaJIbIX 4YacToTa roMouuctunypun jaocturaet 0,3%. B xoHTuHreHte
YMCTBEHHO OTCTAJIBIX C JieekTamu 3penus — 2,6%.

Knunnueckass kapTtuHa noauMop@Ha, HO BMECTe C TeM HamOoJiee TUITHMYHBIM
CUMIITOMOKOMIUIEKCOM CUUTAETCSl COYETAaHUE YMCTBEHHOU OTCTAJIOCTH C JAePeKTaMu
3peHUs (OKTOMUS XPyCTaINKa, KaTapakTa, MUOMHS) U KOCTHOU cUCTEeMbI (YIJIMHEHHE
TpyOUaThIX KOCTEM MpH YKOPOYEHHOM TyjoBHIE, JAchopmalvs CyCTaBOB,
nedopManus CTOIM, KPbUIOBUJIHBIE JIONATKK). BHEMIHUMU, Hanboiee BhIPAKCHHBIMHU
MpU3HAKAMHU  SIBJIAIOTCS ~ MSTKHE  CBETJIbIE  BOJIOCHI, ., TONyObIE  PadyKKH,
JTUCIIPONOPIIMOHAIBHOCTD TEJIOCIO0KEHUS ¢ YKOPOUCHHEM. TYJIOBUIIA U YJIMHEHUEM
KOHEYHOCTEM B  COYETAHMM CO MHOTHUMHM (. CTHIMamMu  JHCOIMOpHOreHe3a
(BopoHKOOOpa3Hasi TpyaHas KIETKa, OCTeonepo3 kKocre u gap.). Illopaxkenue
COCMHUTEIBbHON TKaHU, MEXaHU3M KOTOPOTO. €Ill€ HE SICEH, ONMPEAENSIET CXOJCTBO
TOMOLMCTUHYpUM ¢ OosiesHblo Mapdana. CymiecTByeT MPEanooKEHUE O
MaTOT€HETUYECKON POJIU B TATOTEHE3€ TOMOLNCTUHYPHUH AePUIIUTA METH.

HepBHO-TIcCHXHYeCcKHe HAPYIICHUs TP STOM 3a00JIeBaHUM OoTMedaroTcs B 75%
ciyyaeB. Omnucanbl Jierkue (morpaHuyHbie) M TayOokue (QOopMbI YMCTBEHHOMU
OTCTaJIOCTH C MHEPTHOCThKO HEPBHBIX MPOLIECCOB, HEJOCTATOUHOW KPUTUYHOCTHIO,
paccTpoiicTBOM peur. B psii€ enyHaeB OTMEUEHBI IBUTATENIbHBIC HAPYIIICHUSI B BUJIC
napanuyedi u mapesoB. HapylieHuss peud BKJIIOYAOT o0OIee HeI0pa3BUTHE,
KOCHOSI3bIYME, TU3APTPHIO,

buoxumudeckas \JIMarHOCTUKa HaMpaBjieHa Ha Ka4eCTBEHHOE OMPEICIICHUE
[UCTHHA ¥ TOMOIIMETHHA B MOY€, a TAaK)KE KOJIMUYECTBEHHOE OINpeeIieHue METHOHUHA
W TOMOIMCTMHA B IUIa3ME HA AMUHOKHUCIOTHOM aHanmu3arope. C unenbto [1]]
OTIPENICNIICTCS aKTUBHOCTh IIMCTAaTUOHUHCUHTETa3bl B KYJIBTYpE aMHHUOTHYECKHUX
kietok. Jleuenue 3akmouaercs B AMeTe, OeAHOW  MeTHOHMHOM. [lpwm
NUpUAOKCHUH3aBUCHUMON (popme 3aboneBanusi >ddexTuBHA Tepanus OONBIIUMHU
no3aMu BuTaMuHa Beg.

I'anakmoszemusn

[Nanakro3zemusi o0ycioBlieHa HapylleHHeM oOMeHa rajnakTto3bl. ['eH,
KOHTPOJUPYIOIIUN CcUHTEe3 (epmeHTa ranakto3o-l-pocdar-ypununtpanchepasa
JIOKaIu30BaH Ha xpomocoMe 9p/3. ['enHass MyTanusi B TeHe NPUBOJIUT K JAeULUTY
dbepMeHTa U K OHMOXMMHYECKOMY OJIOKYy Ha »JTamne raigakrozo-l-docdar.
buoxumuueckuii karareHe3 00JIe3HN BKITIOYAET HAKOIUICHHUE TaTaKTO3bl U TaJIaKTO30-



1-ocdarta B pa3HbIX TKaHAX U B KPOBU. BTOpUYHBIM 3(pheKTOM SIBISCTCS HApyIIEHUE
MCITOJIH30BAHUS TJIFOKO3bI B TIEYCHH, MTOYKAX ¥ TOJIOBHOM MO3TE.

B BEIpaXE€HHBIX CiTy4asx KIMHUYECKHUE MPOSBIICHUS] OTMEYAIOTCS YKE C TIEPBBIX
THEH )KU3HU peOeHKa B BUJIC PACCTPONCTB MUIIEBAPEHUS U MPU3HAKOB WHTOKCUKAITHH
(rummotpodusi, pBOTa, MOHOC, OTKAa3 OT KOPMIJICHHUS), JKEITYXH C YBEIHMUYECHUEM
pa3sMepoB II€YCHHU, JBYCTOPOHHEN BPOXKICHHOM KarapakTbl. MHOrga karapakra
BO3HUKAET HECKOJIBKO MO3Ke — Ha 4-7-11 HefleNe )KU3HHU.

[Ipy HEKOTOPBHIX MOHOCHMIITOMHBIX (pOpMax O5TH TPOSIBICHHUS BBIPAXKCHBI
HEPEe3KO0, OTMEYAIOTCS JIM0O YMCTBEHHAs! OTCTAJIOCTh, TMO0 KaTapakTa B COYETaHUU C
HETICPEHOCHMOCTBIO MOJIOKa. B OoJiee TsmKeNbIX ciaydasx HaOII0JaeTCsl CIOKHBIN
IePEeKT — coueTaHne YMCTBEHHOM OTCTAJIOCTH C HapylIeHHeM 3peHus (ciemnota). [pu
paHO HAYATOM JICUCHUH JTUETON JETH MOTYT Pa3BUBATHCS HOPMAJIBHO.

JlnarHocTupyroT raJIakTO3EeMUIO C UCIIOJIb30BAaHUEM KOMILJIEKCa
JIMArHOCTUYECKUX CPEACTB (B HACTOsIIEEe BpeMs CO3/laHa CHCTEMa €€ PAaHHETo
BBISIBIICHUS). J[1s1 mpeaynpexacHusT TSOKETbIX HEPBHO—TICUXWIECKUX OTKIOHCHHM
pa3paboTaHa 0e3J1aKTO3Has AUETA.

Cunopom Ywepa

PacnpoctpaneHHOCTh cuHApoMa Yiiepa Cpeiau JeTed ¢ TIIyOOKOH TIyXOTOou
coctasisieT oT 3 10 10%. [1o maHHBIM €BpomelicKoro ceMruHapa 1o CUHApoMy Y1epa
(1997 r.) moau ¢ 3TUM 3a00J€BaHNE COCTABIBIIOT 10 6% BCEX TIIyXUX C POXKICHUS U
10 50% Bcex CIEeNOriIyXUxX B3pOCIIbIX.

[Totepst 3penus BbIsiBIsieTcs QObIYHO B Bo3pacTe okoso 10 mer. Hapymenue
3peHust MeJJIeHHO nporpeccupyet. [lomHas ciaenora moxetr HacTtynuth B S0—60 Jer.
OdranpMonorudueckoe  oOcneqoBaHME  OOHAPYKMBAET  TUIHUYHBIA  MEIJICHHO
MPOTPECCUPYIONIUNA TMUTMEHTHBI PETUHUT. [IUTMEHTHBIM PETUHUT HAYMHAETCA
CKOIUICHMEM TpaHyJ HNWIMEHTAa Ha TJIA3HOM [IHE, PaCHpOCTPAHSIOMUXCS TIO
HampaBiieHuio K meprdepun. [lons 3peHus MEAIEHHO CYKaloTci W TapauieIbHO
CHWKAETCS OCTpOTa 3peHus. K npyrumM ria3HbBIM CHMIITOMaM OTHOCSITCS KaTapakTa,
rJIayKoMma.

BrisBrisieTcst BpoXKIAeHHAsT HEHPOCEHCOpPHAs TMOTEps CliyXa OT YMEPEHHOU [0
PE3KO BBIPAKEHHOUN CTENeHU. Y OOJBHBIX OTMEUYaeTCs aTpodusi KOPTUEBA OpTaHa H
SMUTENNS BHYTPEHHETO U HAPY>KHOTO KeJ00Ka B HMYKHEH 4acTH 0a3ajJbHOTO 3aBUTKA
ynuTKU. JlereHepaTvBHBIC M3MEHEHUS B BEpXHEM 3aBUTKE. MImeeTcs peskast arpodust
CIUPAIBHOTO Y3714, €r0 mepudepudecKknx U IEHTPATBHBIX BOJOKOH.

Oo6nHapyxuBatTCs 1e()eKThl BECTUOYIAPHON CUCTEMBI, KOTOPHIE BHIPAXKAIOTCS B
HapyIlIeHWW paBHOBECHS Tmpu XoanOe. Hapymienne paBHOBECHS BO3MOXKHO
00yCJIOBIIEHO HAPYIICHUSIMH JaOUPUHTA, & HE MO3KEYKOBOU MATOJIOTHEH. Y OOJIBHBIX,
KpOME OCHOBHBIX CHMIITOMOB, BBISBIISIIOTCS TakKe TICMXO3bl, arpecCHBHOCTD,
NepUOANYECKHE AeTpeccuu, y 25% - yMCTBEHHAs! OTCTAJIOCTb.

CuHApOM HacjeIyeTcs o ayTOCOMHO-PEIIECCUBHOMY TUITY. | '€H ToKann30BaH Ha
xpomocome 14q.



CouyeTtaHue IIyXOTbl ¢ MUTMEHTHBIM PETUHUTOM BIEpPBbIE ObUIO OMUCAHO A.
I'pade B 1858 r., a reHeTHUECKYIO IPUPOAY ATOr0 cuHApoma yctaHoBmwi C. Yiep B
1914 r. BeisiBiieno, uto oauH u3 100 denoBek sIBJISIETCS HOCUTEIEM I'€éHa CUHApPOMA
VYmepa. Y rerepo3uror MOTyT OBITh BBISIBIEHBI OTCYTCTBHE PEAKIMK Ha BpaIlcHHE,
MOBBIIIICHUE ITOPOTa TEMHOBOM aJIaN TN WM HE3HAYUTEIIPHOE CHIKEHNE 3PEHUS.

CBOeBpeMeHHOC BBIABJICHUC Y OOJBHBIX ITMI'MEHTHOT'O pE€TUHHUTA U CO3JaHHC
AACKBAaTHBIX IICAArOIr'M4YCCKHX YCJIOBI/Ifl npcaoTBpamaroT CTPECCOBLIC COCTOSHUA,
CBA3AaHHBIC Y TJTIYXOI'O YCJIOBCKA C HOTepeﬁ 3pCHUA. MeTOILI)I JICUCHUS OTCYTCTBYIOT.

4. T'ennble 00J1e3HH CHEIJIEHHBIE C ITOJIOM

Cunopom Mapmuna-benna

VHTEeHCUBHBIE HCCIIEOBAHMS, NPEANPUHITBIE BO MHOTHX CTpaHax, MOKa3alH
BBICOKYIO YacTOTy cuHJipoMa Maptuna — bemnna (cuaapoMa JTOMKOH X—XpOMOCOMBI).
ITo naHHBIM 3apyOEXHBIX aBTOPOB, €r0 4YacToTa CPEAUM YMCTBEHHO OTCTAJIBIX
ManbunuKoB coctaBisieT 1,9-59%. Cpean ManbuMKOB C BHIPAKEHHOW YMCTBEHHOM
OTCTAJIOCTBIO ATOT IMoOKazaTenb gocturact 6-8%. Ilo manaesim M.I'. baromuHOMH,
yIEeIbHBIN BeC 3TON (POpMBI OTUTOPPEHUN CPEId YMCTBEHHO OTCTAJIBIX MaJIbUUKOB
emte Boime — 8-10%.

NHTennekTyalbHbli 1ePEKT BBISBISACTCS HE TOIBKO Y JIUI[ MY>CKOTO T0j1a, HO U
y 1/3 reTepOo3uroTHHIX HOCUTEIBHUIL KEHIIUH. | €TepO3UroTHOCTh MO JIOMKOW X-
XPOMOCOME MOYKET SIBJISIETCS TPUUMHON OTHOCHUTEIIBHO JIETKOTO MHTEIIEKTYAJIBHOTO
HEJIOpa3BUTHUA Y 7% YMCTBEHHO OTCTAJIBIX ACBOYEK. | '€H JIOKAIIM30BaH HA XPOMOCOME
Xq27.3.

Macca u jvMHa Tena MpU POXKIAECHUU Yy TMOPAKEHHBIX MaJIbUYUKOB OOBIYHO
HOPMAaJIbHbIE WJIM MPEBBIIIAIOT HOPMY, OKPYKHOCTh T'OJIOBbI HECKOJIBKO YBEIUYEHA.
JIiss  BHEHIHEro BHUAA MAaJbUMKOB XapaKTEPHO YUIMHEHHOE JIUI0, OOJbIIHe
OTTOTBIPEHHBIE YIIIH, BEICOKUH JI00, TUTIOIIa3Us CPEAHEHN YacTH JIMIA U TUIEPIUIa3us
HIDKHEN yemtocTi. OTMeUaeTes MOBBIIIIEHHAS YaCTOTa MOJICIU3UCTHIX pacileinH Heba
unu si3pluka. Kuctu HeCKONbKO YBEJIMUYEHBI B pa3Mepax, MOBBIIMICHBI MOJBUKHOCTD
CyCTaBOB W PaCTSHKUMOCTh KOXHU. CHCTEMHBIE HW3MEHEHHUs, 3aTParuBarolIne
CBSI30UHBIN anmapar, Xpsil, KOXKY, KOCTHYIO CUCTEMY, Tal0T OCHOBAHUE MPEINOJIaraTh
BOBJICYEHHE B MATOJOTMYECKUN MPOLIECC COEAUHUTEITLHON TKAHH.

K HeBposiornueckor CMMITOMATUKE OTHOCUTCSI HEPE3KO BhIPAKEHHAS MBIILICYHAS
TUIIOTOHUS, JIETKOE HAPYIICHUE KOOPAWHAIIMK JIBUXKECHUN, PABHOMEPHOE OKUBJICHUE
CYXOXXWJIBHBIX PEIIEKCOB M IKCTpANIMpaMUIHbIC TTapaKWHE3bl B BUIE CTEPEOTUITHBIX
rpuMac, aTeTOUIHBIX IBMKCHUH, HAXMYPUBaHUsI OpOBE, 3aKMypHUBaHus ria3. Moryt
OTMEUYAThCS AMUJICNTHYCCKUE TPUTIATIKUA, Y BCEX OOJIBHBIX HAOIIOAeTCs sIBHAS
HEAOCTAaTOYHOCTh TOHKOM MOTOPHKH.

Cpenu HapylleHUN TIOBEJICHHUSI MHOTHE aBTOPbl OTMEYAIOT CHHAPOM
JBUTATEJIbHOW  PAaCTOPMOXXEHHOCTH, HEPE3KO  BBIpAXEHHYIO  ap()EKTHBHYIO
BO30YJIUMOCTh, POOOCTh, XapaKTEPHbIC U JIJIsI JPYTHUX TPYII YMCTBEHHO OTCTAJIBIX
JIeTEeH.

K Hanbonee cnenu@uuHbiM cUMOTOMAaM MPU CUHAPOME JTOMKONH X—XpOMOCOMBI
OTHOCSITCS HapylIeHus: peun. [IpakTuyecku y BceX OOJIbHBIX OTMEYAETCSI HECKOJIBKO



YCKOPEHHBII TEMII pe4M, MEPCEBEPALUN, XapPAKTEPU3YOLIUECS TOBTOPEHUEM LIEIIBIX
¢bpa3 uinu ux OOPHIBKOB, HAPYIIECHUS APTUKYIALUN B POPME ONMO3UIIMOHHBIX 3aMEH U
MIPOITYCKOB 3BYKOB, 3aIIMHKH, 3aUKaHKE, TOBBIIICHHE TeMOpa royioca. mpodieMy Takxe
COCTAaBJISICT IOABICKUBAHUE HY)KHBIX CJIOB. Y MYXYHMH C CHHAPOMOM JIOMKOM X—
XPOMOCOMBI BO BpEMS pa3roBOpa MOKET IPOSBISITECA HEPBO3HAsI MAaHEPHOCTH B
¢dbopMe 3aKkaTbIBaHUs TJ1a3, N30€TaHus TJIA3HOT0 KOHTAKTa, MOBOPOTOB TOJIOBHI U IIEH.

Cunopom /lroumenna

Cungmpom [liomenHa (mceBmoruneprpoduueckas MblIIIeUHAsT — JUCTpOduUs
JIrolieHHa) — OJIHA M3 CaMBbIX YaCThIX M TSXKEIbIX (OPM HACIICACTBEHHOW MAaTOJIOTHH,
OTHOCAIIEHCS K TpYIE HEPBHO-MBIIIEYHBIX 3a0oseBaHuil. bone3nb o0ycioBiieHa
MyTalel TeHa AUCTpopuHA, KOJUPYIOIIETO CTPYKTYPHBIA O€JIOK CapKOJIEMMBbI.
Bcerpeuaercs ¢ wactoroit 1:3500 HOBOPOKIEHHBIX MaJbYMKOB. THI HacIea0BaHUS —
X-cluenieHHbI pereccuBHbIi. ['en Muoauctpodun [romieHa kapTupoBaH B 00JacTH
Xp21.2 v neTanbHO U3YYEH, YTO MO3BOJIAECT MPOBOJAUTH MOJIEKYJSIPHO-TEHETUUECKYIO
JTIMarHOCTHUKY.

OcHOBHasi CHUMIITOMaTUMKa 3a00JIEBaHHUSI — IPOFRPECCUPYIOLEE HapacTaHUe
TUCTPOPUUECKUX U3MEHEHUN MBI C MOCTENEHHBIM 00€3ABUKUBAHUEM OOIBHOTO.
VY npereil 0 TpexJETHEro BoO3pacTa IWAarHOCTHPOBATH 3a00J€BaHUE JOCTATOYHO
CJIOXHO. V3BECTHO, YTO 3THU JIE€TU HECKOJBKO OTCTAIOT B MOTOPHOM pa3BUTHUHU Ha
IIEPBOM T'OJly KU3HH, [M03KE, YEM B HOPME, HAUUMHAIOT CUIETh, XOAUTh. Kiaccuueckas
KapTrHa 3200JIeBaHUs TIPOSIBIISIETCS Y ieTel 3~ 5 siet. OTHUM U3 TIEPBBIX MPU3HAKOB
ABJISIETCSl HapacTaromias ciadocTh B (Mbliliax Oefep M Ta3a C TOCTEIICHHBIM
MIEPEXO0/IOM MPOLECCA HA UKPOHOKHBIC MBITIII[bI, MBIIIIBI BEPXHETO IIJICYEBOTO MOCA,
CIIUHBI, )KHUBOTA U Jp. Habmomaercst ymioTHEHUE UKPOHOKHBIX MBITIII] U IIOCTENEHHOE
yBEeIUYeHHE WX 00beMa 3a  CUET 3a CcuUeT 3aMeIIEHUs MBIIIEYHOU TKaHU
COEIMHUTENBHOM U KUpoBOM (TiceBaorunepTpodusi). Yxe B paHHen craguu 001e3HU
y JeTeil BO3HUKAIOT 3aTPYIAHEHMs IPU BCTaBaHUU C 1oJia, ¢ kKopTtouek. [locrenenno
MPOLIECC PACHPOCTPAHSICTCS Ha IUIEUYEBOM MOSAC, MBIl CIMHBI, a 3aTEM M Ha
MpOKCUMabHbIE OTJeIbl pyK. B KOHeuHON cTaguu Caab0CTh MBIII MOXKET
PacpOCTPaHATHCS ' HA MBIIIIIBI JTUIA, IIIEU, TJIOTKH.

B pa3BuToil craguu OOJIE3HM HMMEIOTCS TaKHE XapaKTEepPHbIE CHUMIITOMBI, Kak
«yTUHas» MOXO0JIKa, BO MHOTHX CIIy4asX pa3BHBAaeTCsl crudaTenbHas MbIIEYHAsS
KOHTpakTypa OeIpeHHBIX U KOJEHHBIX CYCTaBOB M CyCTaBOB BEPXHUX KOHEUHOCTEH
BcneacTBUe atpodun mbil. [lceBgorunepTpodun MOTyT pa3BUBAThCA TAKKE U B
ATOJUYHBIX W JCJIBTOBUAHBIX MBIIIIAX, MBIIIIAX SI3bIKa U KUBOTA. OUYEHb YacTO
CTpaJaeT cepJeyHasi MbIla. BbISABISIOTCS HApyUIEHUS CEPACYHOTO PHUTMA,
pacuupenue rpanuil cepama, usmenenust OKI'. Octpas cepueunast HeJOCTaTOYHOCTh
— Haunbonee yacras mpuumHa cMmeptu. [Ipumepno y 50 % nereli oTmedaercs
CHIDKCHHME HWHTEIJIEKTa — OT TOTPAHUYHBIX COCTOSSHUM JIO BBIPAXKEHHOU
nebunbHOCTH. [IpogomKUTeNbHOCTD KU3HU 00bHBIX — 20-35 net, a k 14-15 rogam
OHH OOBIYHO 00€3IBMKEHEI.
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1. Meauko-reHeTHYeCKOe KOHCYJIbTHPOBAHHUE, €10 ITATbI.

Haubonee pacnpoctpaneHHbIM U 3(Q(PEKTUBHBIM MOIXO0OM K MPOQPUIAKTUKE
HaCJICJICTBEHHBIX OOJIe3HEH SIBISETCS MEIUKO-TeHETUYEeCKasi KOHCybTaius. C TOUKU
3pEeHUs] OpTraHu3allii 3APABOOXPAHECHUS] MEANKO-T€HETUUECKOE KOHCYIbTUPOBAHUE -
OAMH W3 BHUAOB  CIHCHUATM3UPOBAHHOUM  MeauuMHCKOW  momomu. CyTh
KOHCYJIbTUPOBAHMUS 3aKJIIOUAETCS B CISAYIONIEM: 1) onpeaesieHue MPOrHo3a POk ICHUS
pebeHKa ¢ HacJIeICTBEHHON 00JIe3HBIO; 2) 0OBSICHEHUE BEPOSITHOCTH 3TOTO COOBITHS
KOHCYJIbTUPYIOIIUMCS; 3) IOMOILb.CEMbE B PUHITUU PEIICHUS.

[Ipu OGomnbIION BEPOATHOCTH POKIEHUS OOJBHOTO peOeHKa MpPaBWIBHBIMU C
NPOPMIAKTUYECKON TOYKHA 3pPEHUsS MOTYT OBbITh JBE PEKOMEHIAIMH: JUO0
BO3JIEpKAHUE OT JIETOPOXKACHHS, JIMOO TpeHaTallbHas JIUAarHOCTHKA, €CIM OHa
BO3MOYKHA TIPH JTAaHHOM HO30JI0THYeCKoi popme.

[lepBbrit  KaOUHET 1O MEIUKO-TEHETUYECKOMY KOHCYJIBTUPOBAHUIO ObLI
opranu3zoBad B 1941 roay JIx. Humom B Mwuuuranckom ynuBepcutere (CIIIA).
Bonbuie Toro, eme B KoHUE 50-X TOOB KPYNMHEWIIMII COBETCKHII TE€HETHK U
Hespornarosor C. K J[aBuIeHKOB OpraHn30BaJl MEAUKO-TEHETUYECKYIO KOHCYJIbTALHIO
npu MHCTUTYTE HEpBHO-TIcUXHaTpuyeckoi npoduiaktuku B Mockse. B Hacrosiiee
BpeMs BO BCEM MUPE HACUUTHIBACTCS OKOJIO THICSIYM T€HETUYECKUX KOHCYJIbTAIIH.

OcHoBHas IpUYMHA, KOTOpasi 3aCTaBJISACT JItO/IeH oOpaniaThbcsi K Bpauy-reHEeTUKY
— ITO J>KEJIaHWE Yy3HaTh MPOTHO3 3J0POBbS OYAYIIET0 MOTOMCTBAa OTHOCHUTEIIHHO
HacJIeJICTBEHHOM narojorun. Kak mpaBuiio, B KOHCYJIbTAIIUIO 00paIatoTCs CEMbH, T/1e
uMeeTcs pPEOCHOK C  HACJIEACTBEHHBIM WM  BPOXICHHBIM  3a00JIeBaHUEM
(pETPOCIIEKTUBHOE KOHCYJBTUPOBAHUE) WM €ro IMOSABJICHUE MPEANoiaraeTcs
(IPOCTIEKTUBHOE KOHCYJBTUPOBAHHWE) B CBSI3M C HAJIUYMEM HACIEJICTBEHHBIX
3a001€BaHUH Y POJICTBEHHUKOB, KPOBHOPOICTBEHHBIM OpaKOM, BO3PACTOM POJIUTENICH
(crapmie 35-40 net), oOmydeHUeM U 1o APYTUM MPUINHAM.



O (DHEeKTUBHOCTh KOHCYJIbTAIMA 3aBUCUT B OCHOBHOM OT TpeX (aKTOPOB:
TOYHOCTH JIMAarHo3a, TOYHOCTH PACYETa TEHETUYECKOr0 PUCKA U YPOBHS NOHWMAaHUA
TEHETUYECKOr0 3aKJIFOYEHHs] KOHCYJbTUpyromumucs. [lo cymecTBy, 3To Tpu 3Tama
KOHCYJIbTUPOBAHUA.

IlepBblil 3TANI KOHCYJIBTUPOBAHUS BCETJIa HAYMHACTCA C YTOUHCHUS HArHo3a
HacJEJICTBEHHOro 3a0ojieBaHusd. TOYHBIM JMArHo3 SBISETCS  HEOOXOIMMOI
MPEANOCHUIKON 10001 KOHCYIbTaluu. OH 3aBUCUT OT THIATEIBHOCTH KIMHUYECKOTO
U TEHCAJIOTHUYECKOTrO0 HMCCICJAOBaHUS, OT 3HAHUS HOBEHMININX [JaHHBIX 11O
HACJIC[ICTBEHHOM TMATOJIOTMH, OT MPOBEIACHUS CHEHUAIBHBIX  HMCCIEI0BaHUMN
(LU TOreHUYeCKUX, OMOXMMHUYCCKUX, dJICKTPO(U3HOIOIHUECKHX, CIECIICHUS TeHOB U
T.J.).

I'eneajiornyeckoe HMcCCjaeI0BaHME SBIISICTCS OJHMM W3 OCHOBHBIX METOJIOB B
MPAaKTUKE  MEJAMKO-TEHETHYECKOTO  KOHCYJbTHUpOBaHMS. Bce  ucciaenoBaHus
00s13aTeNIbHO MOJTBEPKIAIOTCS JOKyMeHTarued. WMHdopmanuio mnoiy4daroT He
MEHBIIIE, YeM OT TPEX MOKOJICHUI POJCTBEHHUKOB MO BOCXOASUIEH 1 OOKOBOM JIMHUH,
MpUYEM JaHHBIE JOJDKHBI ObITh MOJIy4eHbl 000 BCEX WJICHAX CEMbHU, BKIIIOYAst U PAHO
YMEpIIUX.

B xone reHeanoruyeckoro MCCIeIOBaHUSI MOXKET BO3HUKHYTh HEOOXOIUMOCTb
HalnpaBJICHUS] 00BbEKTAa WJIM €r0 POJICTBEHHUKOB_HA JTOMOJHUTEIBHOE KIMHUYECKOE
o0clieIoBaHME C IEIbI0 YTOYHEHHUS IarHo3a.

HeoO6xomMMOCTh  MOCTOSHHOTO 3HAKOMCTBA C HOBOM JIMTEPATypoOl 1O
HACJICJICTBEHHON TMATOJIOTMM M TEHETUKe IPOJMKTOBAHA JUArHOCTHYECKUMU
MOTPEOHOCTIMU (€KET0THO OTKPHIBAIOTES IO HECKOJIBLKO COTEH HOBBIX T€HETHUUECKUX
BapHaIiii, B TOM YKCIIC aHOMaINH ) 1 HPOPHUIaKTHICCKUMH C I1eJIbIO BBIOOpa Hanbosiee
COBPEMEHHBIX METOJIOB MPEHATAIHLHOW JUArHOCTUKU WM JICUCHUS.

LuToreHeTHYECKOE MCCJICI0BAHUE TIPUMEHSIECTCS HE MEHEE YeM B IOJIOBUHE
KOHCYJIbTUPYEMBIX CIIydasx. DTO CBSI3aHO C OLEHKOW MPOTrHO3a IMOTOMCTBA IIpHU
YCTaHOBJICHHOM JUarH03€ XpOMOCOMHOI0 3a00JIeBaHUSI M C YTOUHEHUEM JIMarHo3a B
HESICHBIX CITy4YasiX MPU-BPOKIECHHBIX MOPOKAX Pa3BUTHUSI.

buoxuMnueckue,. UMMyHOJIOTUYECKHE W JIPYTME€ KIMHAYECKUE METOJbl HE
SIBJISIFOTCS CIENU(PHYCCKUMU J1JISI TEHETUUECKON KOHCYIbTAllUU, HO TPUMEHSIFOTCS TaK
e ITUPOKO, KaK ¥ MPU TUArHOCTUKE HEHACIEICTBEHHBIX 3a00JICBaHUM.

Bropoit 3Tam KOHCYJIBTUPOBAaHHS - OIPEIEICHUE IPOTHO3a IOTOMCTBA.
['eHeTnueckuii pucK ompeaenseTcs ABYyMs croco0aMu: 1) MyTeM TeOpEeTHYSCKHUX
pacyeTOB, OCHOBAHHBIX HAa TE€HETHYECKHUX 3aKOHOMEPHOCTSX C HCIOJb30BAHUEM
METOJIOB T€HETHYECKOI'0 aHaJIM3a W BapUAIlMOHHOM CTAaTUCTUKU, 2) C IMOMOIIbIO
OMITUPUYECKUX JTAaHHBIX ISl MYJbTU()AKTOPUATBHBIX U XPOMOCOMHBIX OOJie3HEH, a
TaKXKe I 3a00JICBaHUN C HESICHBIM MEXaHM3MOM I'eHETHYECKOM JeTepMHHAIU. B
HEKOTOPBIX CIydasx o0a MPUHIMIIA KOMOMHUPYIOTCS, T. €. B SMIIMPUUYECKUE TaHHBIC
BHOCSITCSI TEOpPETUUYECKHE MONPAaBKU. CyIIHOCTh TEHETUYECKOTO MPOTHO3a COCTOUT B
OIICHKE BEPOSTHOCTU TOSIBJICHUS] HACIICICTBEHHON MATOJOTHHM y OYAYIIUX WIH YyKe
pomuBIMxcs aerei. KoHcynbTUpoBaHHUE MO MPOTHO3Y MOTOMCTBA, KAK YKa3bIBAJIOCH
BbIIIIE, OBIBAET ABYX BUOB: MPOCIEKTUBHOE U PETPOCTIEKTUBHOE.

IIpocneKTMBHOE KOHCYJbLTHPOBAHUWE — 3TO HauOosnee >PQPEKTUBHBIA BUA
npodUIaKTUKHA HACTEICTBEHHBIX 00JI€3HEHN, KOTJIa PUCK POXKIEHHUS OOJIBHOTO peOeHKa




onpeesieTcs eue 10 HaCTyIUIeHUss OepeMEHHOCTH WU B paHHUe ee cpoku. Hanbouee
4acTO TaKHe€ KOHCYJbTAallMM HPOBOJATCA B CIEAYIOIIMX CIIy4asX: NPU HaJIU4YHH
KPOBHOT'O POJICTBA CYIIPYTOB; KOI'/IA 110 JIMHUM MY>Ka WJIU KEHbI UMETIU MECTO CITy4au
HACJICICTBEHHOW TAaTOJOTHH; MPH BO3ACHCTBUU BPEIHBIX CPENOBBIX (PaKTOPOB Ha
KOro-1M00 U3 CyNpPYroB HE3aJ0Jr0 /10 HACTYIUICHUS OEPEMEHHOCTH WA B IEPBBIC
Hezenu ee (JeuedHoe Wi JUarHoCTHIecKoe o0ydeHue, Tsbkensie napexuun u J(P.)

PETPOCNIEKTHBHOE KOHCYJIbTHPOBAHHE — 3TO KOHCYJBTHPOBAaHUE IIOCIHE
poxkaeHHs 00JIBHOTO peOEHKa B CEMbE OTHOCUTENBHO 3/I0POBBS Oy aylIuX JeTeil. DT
HauOoJIee YacThle MPUUYUHBI OOPAIICHUS B KOHCYJIbTAIIMH.

Meroanuecku onpe/ieieHue MPorHo3a MOoTOMCTBA MPHU 3a00JIEBaHUSIX C Pa3HBIM
TUIIOM HAaclileIOBaHUsl pa3nuyaerca. EclM aiii MOHOTEHHBIX (MEHJIIETUPYIOIINX )
0oJIe3HEN TEOPETUYECKUE OCHOBBI OLIEHKH T'€HETHUYECKOT0 PHUCKa JOCTATOYHO YETKO
pa3paboTaHbl, TO JJIA  TOJUTeHHBIX  3a0oneBaHud, a TeMm  Ooree
MYJIbTU(PAKTOPUAIBHBIX, KOHCYJIbTUPOBAHUE YACTO OCHOBAHO HA YUCTOM 3MITUPU3ME,
OTpaXaIoIEM HEJOCTATOYHYIO T€HETUYECKYIO U3YUYEHHOCTh JAHHOW MATOJIOTHH.

[Ipu wmenaenupyromux 3a00JeBaHUSAX 3a7adya B OCHOBHOM CBOJUTCA K
1a00paTOPHON UACHTU(PUKALIMY WIH BEPOATHOCTHOM OLIGHKE 'y KOHCYJIBTUPYIOUIUXCS
OMPENEIECHHOTO TMCKPETHOIO T€HOTHUIIA, JIEKAIIETO B OCHOBE 3a00JIC€BaHUS.

[Ipn HemeHaenupyroOmKX 3a00JIEBaHUSAX B HACTOSIIEE BpeMs HEBO3MOMXHO
BBIJICICHHE  CHEU(PUYECKUX U  JIUCKPETHBIX = HATOJOTWYECKHX TI'EHOTHIIOB,
00yCJIOBIMBAIOIINX PA3BUTUE 3a00JI€BaHUs, IOCKOIBKY B €T0 (JOPMUPOBAHUU MOXKET
y4acTBOBaTh MHO’KECTBO FT€HETUUECKUX U CPEAOBBIX (PaKTOPOB, HECTIELU(PUUECKUX IO
cBouM 3¢dekTam, T. €. OAUH U TOT Ke IPdekT (0osie3Hb) MOKET OBITH BBI3BAH
pasHBIMM T€HaMu W/Wiau  (akTopamMu BHEIIHEH cpeapl. OJTO U CO3JaeT
MHOTOYHUCJIEHHBIE TPYIHOCTH IIPH . T€HETHYECKOM AHAIN3E€ HEMEHIECIUPYIOMNX
MIPU3HAKOB U OO0JIE3HEM.

Tperuii 3Tan KOHCYJILTHPOBAHMS SIBJISETCS 3akitouuTedbHbIM. Ilocne
MIOCTAHOBKM JIMarHo3a ¥, ~00beKTa, O00CIeI0BaHUS pPOJCTBEHHUKOB, pEIICHUS
TFeHEeTUYECKON 3aJauyl TO ONPEIEICHUI0 TEHETHYECKOTO0 pPHUCKA Bpady-T€HETHUK
OOBSCHSIET CEMbE B AOCTYNHON (hOpME CMBICT T€HETHYECKOTO PUCKAa WA CYIIHOCTb
MpeHaTalbHOW JUAFHOCTUKH U TIOMOTAET €l B IPUHATUN PEIICHHUS.

[IpunsATO cunTaTh CIEU(PUUECKUN T€HETUYECKU pUCK 10 5% Huzkum, 10 10%
- MOBBIIICHHBIM B JIETKOW cteneHu, 10 20% - cpennum u Beimie 20% - BBICOKUM.
MosxHO npeHeOpeyb PUCKOM, HE BBIXOJSIIMM 3a MPEAEsbl MOBBIIIEHHOTO B JIETKOU
CTENIEHU, U HE CUUTATh €r0 NPOTUBOIOKA3aHUEM K AAJIBHEUIIEMY JETOPOKIACHUIO.
JIvIb TEHETUYECKUN PUCK CPEJIHEN CTEINEHU PACILIEHUBACTCS KaK MPOTUBOIIOKA3aHUE
K 3a4aTHIO WIM KaK MOKa3aHHUe K MPEPHIBAHUIO YK€ UMEIoNIeiicsi OepeMeHHOCTH, €CIIH
CEMbS HE XOUET MOJIBEPraThCsl PUCKY.

C counanbHOM TOUYKH 3pEHUSI LENBI0 TEHETUYECKOIO KOHCYJIbTUPOBAHUS B LIETIOM
ABJISIETCSI YMEHBIIIEHHE YaCTOThI MATOJIOTMYECKUX T€HOB B MOMYJSIUAX YeJIOBEKa, a
LEJIbI0 KOHKPETHOM KOHCYJIbTAllUM - TOMOILb CEMbE B PELICHWHU BOMpPOCa O
BO3MOXKHOCTH  JE€TOpOXKAeHUs. Ilpy 1mHMpOKOM  BHEOPEHHUM T'€HETUYECKOIO
KOHCYJIbTUPOBAHUSI MOXET ObITh JIOCTUTHYTO HEKOTOPO€ YMEHBILIEHHWE YaCTOThI
HACJIEJICTBEHHBIX OO0JIE3HEH, a TaKKe CMEPTHOCTHU, OCOOEHHO neTckoi. OnHako
YMEHBLIEHUE YaCTOThl TSKEIBIX JOMHMHAHTHBIX 3a00JI€BaHU B TMOMYJISIUSAX B




pe3yJibTaTe MEJAMKO-TEHETHYECKOr0 KOHCYJIbTUPOBAHUS HE OyAET CYIIECTBEHHBIM,
notomy 4to 80-90% M3 HUX COCTABISIOT HOBBIE MYy TALIUH.

OPGDHEeKTUBHOCTL MEAUKO-TEHETUYECKOTO KOHCYJIBTUPOBAHUSI 3aBUCUT OT
CTENICHU TIOHMMAHHS KOHCYJIbTUPYIOIIMXCA TOW HWH(pOpManuu, KOTOPYIO OHH
nonyunid. OHa 3aBUCHUT TakKe OT XapakTepa IOpUIMYECKUX 3aKOHOB B CTpaHE,
OTHOCSIIUXCS K MPEPHIBAHUIO0 OEPEMEHHOCTH, COITMATBFHOMY O0ECIIEYEHUIO0 OOTBHBIX
U T. .

Jumepamypa

1. 3asn, P.I'. OcHoBBI 00mIe W MemuimHCKON reHetuku / P.I'. 3asi,
H.B. PaukoBckasg. — Munck: Beimmiinias nikona, 2003. — 232 c.

2. MactiokoBa, E.M. OcHOBBI TeHETHKH. KIMHHKO-IEHETHYCCKHE OCHOBEI
KOPPEKLIMOHHOW NEeAarorukd M creuuanbHoil ncuxosnorun /. E.M. MacTiokoBa,
A.T'. MockoBkuna. — M.: Biagoc, 2001. — 367 c.

3. llleBuenko B.A., Tomopanna H.A., CtBonunackas H.C. 'eHeTnka genoBexka:
y4eO0. I CTy. BBICII. y4ue0. 3aBeICHUI. — 2-€ U., ucrp. u aom. .— M.: ['ymanur. usm.
uentp BJIAJIOC, 2004. — 240 c.



1.
NMPAKTUYECKUMU PA3JIEJ



IIpakTnyeckoe 3ansatue 01-02. I'enemuxa: npeomem, 3adauu, memoowt u
ucmopus pazeumus

T'eneanocuueckuit memoo

Ilenu: cdopMupoBaTb yMEHHsS TMPAKTUYECKOTO TMPUMEHEHHs METO/Aa
POJIOCIIOBHBIX JIJIs1 0OCIIEIOBaHMSI I€TEM ¢ HApYLIEHUEM CIyXa, peUYH U MHTEIJIEKTA.

3aoanusn

1. IIpoGann — 3g0poBas xeHmmHa. Ee cecTpa Takxke 370poBa, a jaBa Opara
CTpaJlaloT AAJIbTOHU3MOM. Mathb U oTel] poOaHa 310poBbl. UeThipe cecTpbl MaTepu
npoOaHa 3I0POBBI, MYKbs UX 3A0pPOBEL. O TBOIOPOIHBIX cHOCaX CO CTOPOHBI MaTEpU
npoOaH/a U3BECTHO: B OJIHOM CEMbE OANH 00JIbHOM OpaT, BE CECTphI U OpaT 340POBbI;
B JIBYX JIPYTUX CEMBSX 110 OAHOMY OOJbHOMY OpaTy M IO OJHOM 3J0POBOM CECTpE; B
YEeTBEPTOM CEMbE — OfHA 370poBas cecTpa. baOymika npodanaa Co CTOPOHBI MaTEpH
30pOBa, JAeAyIlKa CcTpajail AalbTOHHU3MOM. Co CTOpPOHBL OTIIa IpoOaHia OOJIBbHBIX
NanbTOHU3MOM He oTMeueHo. CocTaBuTh poAocHOBHY0. OmnpenenuTs THIT
HACJIEI0BAHHUS.

2. Ilpobann — 310poBasi JKEHILMHA, UMEET JIBYX 3JI0pPOBBIX OpaTheB U JBYX
OpaTbeB, OOJIBHBIX aNKaNTOHYpueh. Math mpedaHa 310poBa U UMEET JIBYX 370POBBIX
OpateeB. OTten nmpobaHaa OOJEH aJKaNTOHYPUEH, U SBISIETCS JBOIOPOAHBIM Jsiieh
CBOEH JKEHBI. Y HETO €CThb 3/10pOBbII OpaT u 3/10poBas cectpa. balyiika o auHUM oTHA
HaxoJIujach B Opake CO CBOMM JBOIOPOJIHBIM OpaToM u Obuta OosibHA. baOymika u
naeaymika npoOaHaa MO JIMHUM MaTepu 370POBBIE, OTEll WU MaTh JEAYIIKH TaKXKe
3JIOPOBBI, TIPH 3TOM MaTh JEAYIIKA — POJHAS CeCcTpa IeAYyLIKH MpoOaHIa co CTOPOHBI
oTILA.

Omnpenennte BEpOATHOCTh POKICHUS OOJIBHBIX ATKANTOHYpUEH IETe B CEMbe
npobaHna TpH YCJIOBUH, \UTO OHA BBIMJET 3aMyXX 3a 3JI0POBOTO MYXXYHMHY, MaTh
KOTOPOT0 CTpajana agkarntonypuei. CoCTaBUTh POJIOCIOBHYIO.

3. IlpoGanm ‘— 3M0pOBBIN IOHOIIA — HWMEET YEThIpeX OpaTheB, OOJBHBIX
MbIIIeYHON nuctpodueit tuna Jromena. Mate u oren mpobanaa 370poBble. Mathb
npoOaHa UMEET JBYX 3[I0POBBIX CECTEP, OJTHOTO 37J0POBOTO Opara M JABYX OpaThes,
OONBHBIX MbIIMIEUHON mucTpodueit. balOymika u gemymika co CTOPOHBI MaTepu
npobanna 310poBbl. COCTaBUTH pOJOCIOBHYIO. OmNpeaenuTh TUIl HACIEIOBaHMUSL.
VY CTaHOBUTH T€HOTHUIIBI YWIEHOB POJIOCIOBHOM.

ITonynayuonnwiii memoo

Henu: chopmupoBaTh yMEHHUE YCTAaHABINBATH KOJUUYECTBEHHBIE COOTHOIICHUS
JIOJIeH ¢ pa3HBIMU T€HOTUIIAMU U YACTOTY BCTPEYAEMOCTU I€HOB CPEIU HACETICHUS.
3aoanus
1. VYcranoneHo, uTo nojs ocodeit AA B monysisiiuu paBHa 0,09. Onpenenure,
Kakasi 4acTh MOMYJIAIIMY T€TEPO3UTOTHA 10 TeHY A.



2. B momynsuuu, nogduHsONIEHcs 3akoHy Xapnau-BaiinOepra, 4acToThl
ameneid A u a coorBeTcTBeHHO paBHbl 0,8 u 0,2. Onpenenure 4acTOTbl TOMO3UIOT U
TETEPO3UTOT MO STUM I'€éHaM B IIEPBOM TeHEpaIUu.

3. AnpOUHU3M 0OIIHMIl HAcHeIyeTCsl KaK PEleCCUBHBIN ayTOCOMHBIN MPU3HAK.
3aboneBanue BcTpevaercs ¢ yactoTor 1:20000. BeicunTtaiiTe KOJIMYECTBO FETEPOUTOT
B MOMYJISILIUH.

4. I'myxota Hacieayercss MO ayTOCOMHO—pEIeCCMBHOMY Tumy. YacTtoTa
3a0oneBaHusl KoJieOyueTcss B pa3HbIX CTpaHax. Jlis eBpomeMckux CTpaH OHa
npubnusutensbHo paBHa 2:10000. OnpenenuTe BO3MOKHOE YUCIIO FETEPO3ZUTOTHBIX 110
IIyXO0Te JIIoiel B paiioHe, KOTophii BKIIto4aeT B cedst 8000000 xuTemnei.

5. OmHa u3 GopMm (GPYKTO3ypuu HacieIyeTcsi ayTOCOMHO—PEIECCUBHO H
BcTpeuaercss ¢ yactotor 7:1000000. Omnpenenure TE€HETUYECKYH) CTPYKTYpY
MOMYJISIIUU.

6. Kuctosnsrit ¢pubpo3 mopKkeny109Hoi Kese3bl MOpakaeT WHANBUAYYMOB C
PELIECCUBHBIM TOMO3UTOTHBIM T'€HOTHUIIOM U BCTPEYAETCS . CPEIU HaCEIEHUs ¢
yactoror 1 Ha 2000. Beraucnure 4acTOTy HOCUTEIIEH.

7. Ilpu ob6cnenoBanuu HaceneHust ropoaa N (100000 senoBek) oOHapy eHO 5
aTbOMHOCOB. Y CTaHOBUTE YaCTOTY BCTPEUAEMOCTH reTePO3UTrOTHBIX HOCUTENEH TeHa
anbOMHHU3MA.

8. B momymsanuu 3 5000 yenoBek 64% crioCOOHBI CBEPTHIBATH S3BIK TPYOOUKOMA
(momuHaHTHBIN TeH R), a 36% Takoii criocoOHOCTBIO HE 00J1a1at0T (PEILIECCUBHBIN T'eH
I). Beruucnure 4acToThl BCTpeuyaeMOCTH TeHOB R u I renotunoB RR, Rr u rr B
MO JISIUN.

9. B mnomynsuuu BCTpeyaroTéss TPpU TEHOTUINA MO TeHy albOWHU3MA a B
cootHomennn: 9 AA, 6 Aa w1 aa. Haxomurcs nu JaHHAs MOIMYJISLINAS B

16 16 16
COCTOSIHUY F€HETUYECKOTO PABHOBECHS?

10. CaxapnbIiii [uaber (perecCuBHBIN MPU3HAK) BCTPEUACTCS CPEI HACEICHUS
c yacrtorou 1 Ha 200. Berauciinte 4aCTOTy T€TEPO3UTrOT-HOCUTENEH.

11. CepnoBuaHoKkIeTOYHAs aHEeMUs (PELECCUBHBIN MPU3HAK) BCTPEUaETCs B
MOMyJIALUY Jroaei ¢ yactoro 1:700. BeraucinTe 4acTOTy T€TEPO3UTOT.

12. Jlons ocobeit aa B Oompmior momynsiuu paBHa 0,49. Kakas dgacTh
MOMYJISAIANA TETEPO3UTOTHA TIO TeHY A7

13. B onnoii momymsiumm 70% mrofeld COCOOHBI OIMYIIATh TOPBKHM BKYC
¢dbenuntuomoueBunbl (DTM), a 30% He paznuyarot ee Bkyca. CriocOOHOCTH ONTYIIATh
BKyc ®TM nerepMuHuUpyeTcs AOMUHAHTHBIM reHOM 7. OnpeaenuTe 4acToTy ajienen
T u t renotunos TT, Tt u tt B anHO#M monynsiiuu.

bnusneuoswtit memoo

Ilenu: dopMupoBaTh yMEHHUS OIPEACNATh OTHOCUTENIbHYIO IOJII0 Cpelbl U
HACJICJICTBEHHOCTH B PA3BUTHUU HEKOTOPBIX MPU3HAKOB U 3a00JI€BaHUIA.

3aoanus



1. OGcnenoBano 95 ONM3HENOBBIX MMAp MYXKCKOIO TOJla MO MpPU3HAKY
TOMOCEKCYaJIbHOTO TIOBEJCHUS, U3 KOTOPHIX 44 OBbLTM MOHO3UTOTHRIMHU U 51 mapa —
TU3UTOTHRIMUA. KOHKOpAAHTHBIMHU 110 3TOMY TpHU3HAKY ObUTH 44 TTaphl MOHO3UTOTHBIX
u 13 map AWBUTOTHBIX OJHM3HENOB. BBMUHUCINTE KOHKOPAAHTHOCTH IO MPHU3HAKY
TOMOCEKCYaJIbHOTO TOBEJAEHUS OTACIBHO [UJII KaKIOW TPyNIbl OJU3HEIOB.
Omnpenenure KO3GGUIMEHT HACICAYEMOCTH W POJIb TEHOTUIa B (OPMHPOBAHUU
JTAHHOTO TIPU3HAKA.

2. Ob6cnenoBano 65 nap ogHosMeBbIX (M3) 6113HEOB U 87 map ABYSHIIEBBIX
(13) 6muznenos. [lpu onpoce BBISICHWIOCH, 4TO B 63 mapax M3 OJM3HEII0B 0JepoM
oosenmn o0a, a cpenu /I3 O6musuenoB Onxepom Oosenu oba B 82 mapax. Beicunurtarh
KOHKOPJAHTHOCTH (CXOJCTBO) B MPOILIEHTAX OT/IEIBHO OT KaXKI0M rpymibl OJIM3HEIOB.
OnpenenuTb, HACKOJIBKO M3yYaeMbld MpPU3HAK OOYCJIOBJIEH TE€HOTUIIOM, WIH
(dakTOpamu cpepbl.

3. 3apeructpupoBaHo 48 map omHosineBbix (M3) Onm3HenoB u 38 map
TU3UTOTHBIX Oyin3HenoB. [Ipu ompoce BbIABIEHO, YTO B 38 _mapax OJIHOSMIICBBIX
Oonu3HenoB mm3oppeHuen dosenu 06a, a B rpynne J3 GsnsHenoB — oba Oosenu
mu3oppenuei B 14 ceMbsix. BpicunTtarh KOHKOPAAHTHOCTh B MPOLEHTAX MO 3TOMY
MPU3HAKY OTICIBHO I KaKIOW TPYIIBI OJM3HEHOB. ‘ONpeaennuTh, HAaCKOJIbKO
M3y4aeMbIi MpHU3HAK 00YCIIOBIICH TEHOTUIIOM, WUIH (haKTOPaMH CPEIbI.

Jumepamypa

4. Acanos, A.IO. Menununckag reaerruka / A.JO. Acanos, H.I1. boukos, H.A.
Kyuenko. — M.: I'DOTAP-manua, 2008, — 230 c.

5. Basn, P.I. OcnHoBel o00mieli W MeaunuHCKONM reHetukw / P.I'. 3asm,
N.B. PaukoBckas. — MuHck: Breimmiimas mkona, 2003. — 232 c.

6. MactiokoBa, E.M!. OcHoBbl renHetnkd. KIMHHKO-T€HETUYECKHE OCHOBBI
KOPPEKLIMOHHOW Melarorik # crenuanbHon neuxonorun / EM. Mactiokosa, A.T'.
MocxkoBkuHa. — M.: Biagoc, 2001. — 367 c.

IIpakTnueckoe 3ansitue 03. OcHOBBI MOJIEKYISIPHOI T€HETHKH

Hens: chopmupoBaTh yMEHUS MOJCIUPOBAHUS MPOIECCOB KOIUPOBAHUS
HaCJIeJICTBEHHON MH()OPMAIIHUH.
3aoanusn
Ilpumepul 3a0anuii ¢ pewieHuamu
3aoaua 1
CocrasuTtsh npasyto 1ens JJHK, ecniu nmeercs ee eBast Uelb:
AT'A-TAT -T'TT' - TUT

Pewenue:
AT'A —TAT —-I'TI' - TUT — neBas uens JHK



THT — ATA — HAILL — AT'A — npaBas uens JHK

3aoaua 2

3anummre Tpanckpunuuio uenu [JHK ATA — TAT - TI'T — TUT
Pewenue:

ATA-TAT-TI'T-TUT — uens AHK

YV - AVA - AHA — AT'A — nens PHK

3aoaua 3

3anumure oopatHyto TpaHckpuniuio nenu PHK I'UTN — AIA - VVVY — VIII' -
ary - Ary - ATA

Pewenue:

gl - AHA -VYVYY -VII'-UOI'Y — AI'Y — AT'A — nens PHK

OI'L —TI'T — AAA — ATl - T'IHA — THA — TUT — uens JIHK

3aoaua 4

[Toctpoiite dpparment npyxuenoueynoit monekynsl JJHK mo mpegioxkeHHOMY
¢parmenty u-PHK AT'A — AYA - VI'V — VIIV.

Pewenue:

ATA—-AYA-VYT'V - VIIV — uens nu-PHK

THT — TAT — AHA — AT'A — neBas uens JIHK

AT'A — ATA —TI'T — TUT — npasas iens JJHK

3aoaua 5. Paccuutaiite cootnomenne (A+T): (I'+1]) yuactka monexyinsr JIHK,
Ha KOTOpPOM cuHTe3npoBaHa n-PHK, nMmeromas nocineoBaTeabHOCTh HyKIIEOTHIOB:

VYVV-VVI-ITYA-TYI'+-LYVY-AVI]

Pewenue:

YVV-VYVI-IVA-TYI=1UYVY-AVI — uens u-PHK

AAA-AAII-TTAT=IAII- TAA-TAT — neBas uen» JIHK

TTT- TTT— I TA~I'TT'- UTT— ATII — mpaBas nens JJHK

Hano noncunrate cymmy A+T u ['+11 u HaliTH UX COOTHOILIEHUE.

(A+T) : (I'+ L)=(10+2): (4+2)=12:6=2

3aoanusn 013 CAamMoOCmMOAMENbHO20 PEULeHUs

1. Omnpenenutsb MOCIEIOBATEILHOCTH AMUHOKHUCIIOT y4acTKa MOJIEKYJIbI OeKa,
KOTOpasi KOAUPYETCs CIEAYIOLIeH mocienoBaTelbHOCThI0 HYKIeoTu10B JJHK: TT'A
TITI'TT TAT 'l HAT TTA

2. llens B 6enka nHCYJIMHA HAUMHACTCS CO CIEAYIOMNUX AMUHOKHUCIIOT:

(eHmIaTaHH — BaJIMH — acHapariH — rIIyTaMUHOBAsl KUCJIOTAa — FMCTUIUH —
nernyH. Hanummre mocinenoBaTenbHOCTh HYKJIEOTHAOB ydyacTka MoJiekyJisl JIHK, B
KOTOPOM XpaHUTCs UHPopMalus 00 3ToM Oesike.

3. Ilpu oanoii u3 popm cunapoma @aHKOHU y OOJIBHBIX C MOYON BBIAEISIOTCS
AMHUHOKHCJIOTBI, KOTOPBIM COOTBETCTBYIOT ciienyromue Tpurietsl HPHK: AAA, VIV,



IF'AA, ALLY, VY, VYA, YAY, LII'Y. Beinenenne kakux aMMHOKHCIIOT HAOJIIOAAeTCs
MIpU TaHHOM 3200JIeBaHUH?

4. Omnpenenuth aHTHUKOIOHBI TpaHcnopTHeIX PHK, xoTopble ocyiecTBIsIOT
JOCTaBKy K pruOocoMaM CeIyIOIUX aMUHOKUCIIOT: (peHUIalaHuH, CEPUH, TUPO3HH,
LIUCTEWH, JICULINH, TPEOHHH, JIN3UH, TJIyTaAMHH.

5. B oanoit u3 nenouek mosiekynsl JIHK HykineoTuabl pacnoiokeHbl B TaKOH
nocinenoBareiabHocTH: TATATI'THHIIIALIALII. KakoBa mociienoBaTeIbHOCTD
HYKJICOTUJOB B IPYTOMl IIETIOYKE ITOM K€ MOJICKYJIbI?

6. Kak Oyayt camoxonupoBatbest Moiiekyiisl JIHK npu crnenytomiem cocrase
HYKJICOTHJIOB B OJTHOM U3 3TUX IIEMIOYEK:
a) TAATAT AAIL ALI" TIHA

6) IILT ATIITTT AAI] TTA
B) AAIL T'TI] LI ATT ATLI?

7. Yuactku Mosekyasl ”PHK uMeroT cieayromuii coctaB HyKJI€OTHUIOB:
a) 'VII I'ALL AAT" YIA I'II1[ IIAA

6) TALITYY ITA AAA TTA [IAA
B) AITA VIIA LI YA AAITTLIA

VYkazarh TOPSIOK PACTIONOKEHHUS aMHUHOKHUCIOT B OEJTKOBOM MOJICKYJIe,
cuHTe3npyemon Ha ator nPHK,

8. Kakyro mocnenoBaTebHOCTh HYKJICOTHAOB uMeeT Mojekyna uPHK,

O6p&30BaBHIa$IC$I Ha y4aCTKaX I'cHa CO CICAYIOIIHNM PACIIOJIOKCHHUCM HYKICOTHAO0B!
a) IITT LT LITT ATT IITT

6) LIALL TAT LT TUT AT
B) TLIT ATLL LITA ITA LITT
r) LILT TAT TLT TLILL AAT?

9. Omnpenenuth Kakue HykJIeoTua6l ”PHK KoqupyroT aMUHOKHUCTOTHI
OEIKOBOM MOJIEKYJIbI B TAKOM MOCJIEA0BATEILHOCTH:
a) BJIMH — TJIMIUH — JICHIIUH — TUCTUIUH;

0) TpeoHHH — TpUNTO(DAH — CEPUH— aJIaHUH;
B) JIN3UH — METUOHWH — BaJIMH — TIPOJINH;

') QJIaHUH — JICUIINH — JIM3UH — TPEOHUH.



10.B cocraB 6enka Bxoaut 400 amuHokuciaoT. OnpeaenuTs, Kakylo JITUHY
UMEET KOHTPOJIUPYIOIINI €To T'eH, €CIIN PACCTOSHIE MEXITy IByMs HyKJIICOTHIAMH B
monexyne JIHK cocrasnser 3,4 A.

Jumepamypa

1. Acanos, A.}O. Menununckas reaetuka / A.JO. Acanos, H.I1. boukos, H.A.
Kyuenko. — M.: I'D0TAP-manua, 2008. — 230 c.

2. Hamusens, O.B. I'eHetndeckue HapylIleHHS W MX TMPOSBICHHE Y JIHI[ C
ocobeHHocTsIMH nicuxodusndeckoro pazputusa / O.B. Janusens, JIL.M. Kykymikuna. —
Mumnck: BI'TTY, 2009. — 64 c.

4. TaitnytaunoB, WN.K. Menuuunckas renetuka / W.K. TaliHyTnuHOB,
2.M. Py6ak. — PoctoB u//l: ®enunke, 2007. — 315 c.

3. 3asn, P.I'. OcHoBbl 00mei#nr m MeaumuHckod renHeruku / P.I. 3asm,
N.B. PaukoBckas. — MuHck: Beinmiimas mkoina, 2003. — 232 c.

IIpakTnyeckoe 3ansitue 04 (YCPC). Ilurosornyeckue OCHOBBI
HACJIEICTBEHHOCTH

Ilean: chopMUpOBaTH YMEHHs COCTABIATH CXEMY IOBEICHHE XPOMOCOM B
MHTO3€ M Meio03€e, ONPENessaTh CICHU(PUIHOCTh XPOMOCOMHBIX HaOOpPOB pa3HbIX
OpraHU3MOB.

3aoanusn

1. CocTaBuTh cXeMy HOBEIECHUS B MUTO3€ 2-X Map TOMOJOTUYHBIX XPOMOCOM,
KOTOPBIE HMEIOT pa3Hyio-(hopMy.

2. CocTaBUTh CX€My MOBEACHUS B MeH03€ 2-X Map TOMOJIOTUYHBIX XPOMOCOM,
KOTOPBIE UMEIOT Pa3HYIO hopMy.

3. CpaBHUTH CxeMy MUTO3a U Meiio3a. [lepeuncnuTh o0Ie YepThl U OTIUYHS
MHTO3a U MEN03a.

4. CocTaBUTh CXEMY raMeTOreHe3a My>KUYMHbI, TOMO3UTOTHOT'O MO TeHy A (Wiu
a), HAYMHAs CO CTA/IUU CIIEpMATOreHe3a, KOTOPbIA UMEET OJIHY Iapy XPOMOCOM.

5. CocTaBUTh CXeMy raMeTOreHe3a reTepo3uroTHoro (Aa) My>KUYnuHbI, HAYMHAs
CO CTaJUU CIEPMATOTOHMS, KOTOPBIA UMEET OJHY Iapy XPOMOCOM.

6. CocTtaBuTh CXeMy raMeToreHe3a My>K4iHbI, TOMO3UTOTHOTO IO IBYM Tapam
reHoB A (unu a) 1 B (wiu B), HaUMHAsA CO CTaJIUU CIIEPMATOTOHUS, KOTOPBIN UMEET JIBE
napbl XxpoMocoM. Heromosoruunbeie XpoMOCOMBI HapUCyiTe pa3sHbIMU MO (GopMme U
pazMepam.

/. CocTaBUTh CXE€My TaMETOT€He3a AUTeTepO3UroTHoro (AaBB) My>KUMHBI,
HayMHasi CO CTaJUMd CIEPMATOTOHUS, KOTOPbIA HMMEET JABE Napbl XPOMOCOM.
Heromonornunsie XxpoMOCOMBI HAPUCYUTE pa3HBIMU MO OpME U pazMepam.



8. B noromcTBE KaKMX OpPraHM3MOB BO3MOXKHO OXHUAATh OOJBIIOE
pa3HooOpasue: TeX, KOTOpble Pa3MHOKAIOTCA BEr€TaTUBHBIM WM MOJOBBIM MyTeM?
[Touemy?

9. HopmanbHOE KOJMYECTBO XPOMOCOM B KJIETKax 4elloBeKa paBHsETCs 46.
CKOJIBKO XpOMOCOM UMEIOT: CIIEPMATO30MIbI, AULIEKIIETKA, IIOJSIPHBIE TeIbLa?

Jumepamypa

1. Acanos, A.JO. Mennmunckas reaetuka / A.JO. Acanos, H.I1. boukos, H.A.
Kyuenko. — M.: I'D0TAP-manua, 2008. — 230 c.

2. 3as, P.I. OcuoBbl o0meii m MegunuHckod rederuxku / P.I'. 3asr,
H.B. PaukoBckasg. — Munck: Beimmiinias nikona, 2003. — 232 c.

3. IlleBuenko B.A., Tomopauna H.A., CtBomuackas H.C. ['eneTnka genoBeka:

y4eO. Ut CTY. BBICII. y4e0. 3aBeICHUN. — 2-¢ W., UCTIp. U 101. — M.: ['yMaHuUT. U3 .
uentp BJIAJIOC, 2004. — 240 c.

IIpakTnyeckoe 3ansaTue 05-06. 3akoHomMepHOCTH HACIEI0BAHNUS IPU3HAKOB

Hean: chopMupoBaTh ymMeHUS ONPENEATh T€HOTUN U (PEHOTHUIl JeTed MO
TeHOTUIy PpOJMTENEH, a TaKke TeHOTHIL poauTeneil mno (QeHoTtuny AeTei,
IIPOTHO3UPOBATH IIPOSIBIICHUE IIPU3HAKOB B.IIOTOMCTBE.

MoHoruopuaHoe CKpelnBanue

IIpumepul pewienus munospix 3a0a4

3a0aua 1. Onpenenure BEPOATHOCTh POXACHUS CBETIOBOJIOCHIX H
TEMHOBOJIOCHIX JIeTeH, €ClIi 00a pOAUTENS TETEPO3ZUTOTHBIC U TEMHOBOJIOCHIE.

Pewenue

I'en A — TeMHBIE BOJIOCHI, T€H & — CBETJIbIE BOJIOCHI

P: Aa x Aa

G:Aa Aa

Fi. AA; Aa; Aa; aa
BeposTHOCTB pOXKIEHUS CBETIOBOJIOCKHIX JieTel —25 % 1 TEMHOBOIOCHIX — /9 Y.

3aoaua 2. CpalleHue najableB — JOMUHAHTHBIN npu3Hak. KakoBa BEpOsSTHOCTh
B % poxaeHus AeTed CO CPOCHIMMHUCS MalibllaMU, €CJIH OJUH U3 POJUTENEH
rE€TEPO3UTOTEH, 4 BTOPOM UMEET HOPMAIIbHYIO KHCTh?

Pewenue. I'en A onpenensietr cpalieHre MajiblieB, TeH @ — HOPMAJIbHYIO KUCTh

P: Aa X aa
G: Aa a
Fi. Aa; aa

BeposiTHOCTB poskaeHus ieret co cpocmmmucs nanbiamu — 50 %.



3adaua 3. B ceMbe OMH W3 CYNPYTOB CTpajaeT allbOMHU3MOM, a BTOPOH —
30pOB. Y HHUX POJWIKCH J1Ba peOeHKa: OJUH 370POB, a BTOPOI O0JIEH aTbOMHNU3MOM.
KakoBa BeposITHOCTb B % pOXkKACHHS MOCIEAYIOIIET0 pedeHKa ¢ albOMHIU3MOM ?

Pewenue. T'erepo3urora Aa — 310pOBBIA PEOCHOK; TOMO3UTOTa aa — PEOCHOK,
00JIbHON aTbOUHU3MOM.

P: Aa X aa
G:Aa a
Fi.Aa; aa

BepositHOCTE poxknenus pederka ¢ anpouan3zMom — 50 %

3agauM 1JI1 CAMOCTOSITEILHOTO pellleHust

3anmaya 1. ¥V yenoBeka kapuil LIBET IJ1a3 JOMUHUPYET HAJ TOITYOBIM.

— T'omo3urotHeli Kapernasplii MY)KYWHA JKEHWICA Ha TE€TEPO3UTOTHOU
Kaperia3on keHiuHae. byayT i y Hux roayooriassie AeTh?

— T'omMO3UTOTHBIM Kaperiasplii My>KYMHA KEHWICS.  Ha ToJyOoria3oi
xeHiuHe. Kakoi UBET ri1a3 yHacleayroT uxX J1eTu?

— l'eTepo3uroTHBI Kaperja3bli MyXYWHA >KEHUJICA Ha TeTEpPO3UTOTHOU
Kaperina3oi keHmuHe. OnpenenuTh BEepOsSTHOCTh POMACHUS peOeHKa ¢ roiiyobIMU
IJ1a3aMH.

3amaua 2. ['eH KypuaBOCTM — JOMHHAHTHBIH. Y Kyp4yaBOd MaTepw H
[JIAJIKOBOJIOCOTO OTIA JBa peOeHKa: KypyaBhli ‘U TJIaJKOBOJOCHIM. OmnpeaenuThb
TE€HOTHUIIBI POJUTEIIEN U UX JETEH.

3amaua 3. Y KypyaBoro oTia (€ro mMarhb uMeja KypdaBble, a OTEIl TJAIKUe
BOJIOCHI) U TJIAJIKOBOJIOCOM MaTepH MEPBbIA peOCHOK ¢ KypuaBbIMU Bojiocamu. Kakue
BOJIOCBHI MOTYT OBITh Y CIACAYIOIIUX JCTEH?

3amaua 4. YV 310pOBBIX. CYIIPYroB JBOE JeTed O0NbHBI (hEeHUIIKETOHYpHEn
(3abosieBanme, HACIENYEMOE 10, PEIIECCUBHOMY THITY), Tpoe JieTel 310poBbl. KakoBa
BEPOSITHOCTh, YTO 3J0POBBIM- OyJeT M IIECTOM PeOEHOK, KOTOPOMY IPEICTOUT
poOaUTHCS?

3amaua 5. AyTOCOMHO-JOMHUHAHTHBIM T€H, BBI3BIBAIOIIUA B TOMO3UTOTHOM
COCTOSIHUM PE3KYH. neopMaiiiio KOHEUHOCTEH, OO0YyClIaBIMBAaE€T y TeTEPO3UTOT
YKOpOUYEHHUE NaNbIEeB (OPaXUIAKTHIINIO). Y KaKUTE BEPOSITHOCTD (B %) HaNMM4uus TON
MaTOJIOTUU Y JETEH, €CIu OpaxuJakTUIuEH CTpaatoT 00a poIUTEIS.

3amava 6. ['eH anpOMHU3Ma SBISETCS PEIIECCUBHBIM MO OTHOIIECHHUIO K TEHY,
00yCIIOBIUBAIONIEMY HOPMaJIbHYIO MUTMEHTAIMI0. YKaxute (B %) BEPOATHOCTH
POXKJICHUS aTbOMHOCA B CEMbE, TIe 00a pOUTENs aTbOUHOCHI.

3anada 7. XXeHuyuHa-anb0MHOC BBIIILIA 3aMYK 3 3J0POBOT0 MY>KUMHY U POJIHIIA
anbOuHoca. KakoBa BeposiTHOCTH (B %), YTO BTOpPOH PEOEHOK TOXKE OKaXKETCA
anpOouHOC?

3amaua 8. Penkuii B MOMyJISIMU TE€H a BBI3BIBACT Y UEJIOBEKA HACIEICTBEHHYIO
aHogTanpmuio (Oe3rinasue), aenbHbINA TeH A 00ycIaBIMBaeT HOPMAIBHOE Pa3BUTHE
IJia3, y TeTePO3UTOT TI1a3HbIC SI0JIOKA YMEHBIIICHBI.

— CyNpyrd Trerepo3urotHel mo reHy A. Onpenenutrs paclIeIUIeHUE 10
(heHOTUITY U TEHOTHUITY B TIOTOMCTBE.



— MY)XUHMHA, TETOPO3MIOTHBIH 1O TeHy A, XKEHWICS Ha JKCHIIUMHE C
HOpMaJdbHBIMU TJIa3amMu. Kakoe pacmemieare 10 (EHOTHUIY OXHIAeTcs B
IMOTOMCTBE?

3amaua 9. PermHoOnacTomMa (OmMyXoJib CETYATKH TJa3) OOYCJIOBJICHA
JOMUHAHTHBIM TE€HOM, MEHETPAHTHOCTh KOTOoporo coctaBisier 70%. B memuko-
TCHETHUYECKYI0 KOHCYJbTAIlMI0 oOpaTuiack AHHM bpayH ¢ mpochOOH OIpeaeinuTh
BEPOSITHOCTD JTAHHOTO 3a00JICBAHKS y €€ MJIAIIICTO ChIHA. AHHU U €€ CYIPYT 3JI0POBHI,
HO y MX cTapiero ceiHa ['anca Bo3HUKIIA peTrnHOOIacToMa. Kpome Toro, oterr [Tutepa
B IOHOCTU OBLI MPOOIEPUPOBAH MO MOBOAY peTHHOoOIacToMbl. Y Marepu Ilutepa u
poauTenel AHHH, a TakKe y ee cuOCOB, ATOro 3aboJieBaHus He ObL10. OTBETHTE HA
BOIIPOC, HHTEPECYIOIIHIA MpoOaHIa.

MHuoxecTBeHHbBIH anean3m. HacsienoBanue rpynn KpoBu

Pewenue munoswix saoau

3aoaua 1.Y manpuuka rpynmna kposu — 0, a y ero cectpeL— AB. Onpegenure
TE€HOTHUIIBl UX POJUTENEH U TUN B3aUMOJECHCTBUSA FEHOB Y CECTPBI.

PRIAIO x & IBY°

G I*1I° 1B 1

FIAB 1B 1410 1990

3aoaua 2. Y pereit rpynmna kposu A, y otia ~0. Kakas rpynna kposu y Matepu?

PIAIA x 1910

GIA 1A 1° ]9

FOA 1A% 1210 1A)°

3aoaua 3. I'erepo3uroTHas *eHIMHA CO BTOPOU TPYNIONA KPOBHU BBIIILIA 3aMY K
3a r€TePO3UTrOTHOTO MYKUYMHY C TPEThEN IPyIIon KpoBu. Kakue rpynmnsl KpOBU MOTYT
UMETh JIETH?

PRI*I°x & IBI°

GI~ |0 B 10
FIAIB. 1810 149 00
\Y; Hy AL

JleT MOTYT UMETh BCE TPYMIIBI KPOBU C BEPOSTHOCTHIO 25 %.

3agayum I CAMOCTOSATEILHOTO PpellieHusl

3amaua 1. Xenmmnua ¢ | rpynmoil KpoBM BBHIIUIA 3aMyX 32 MYXKUYUHY,
romo3urotHoro 1o |l rpynme kpoBu. Y Hux poawics pedenok. Kakyto rpymnmy kpoBu
Y KaKOU T€HOTHII OH UMEET?

3amaya 2. Xenmmna ¢ | rpynmoil KpoBM BBIIUIA 3aMyX 32 MYXKUYUHY,
rerepo3urotHoro 1o Il rpynmne kpoBu. Kakue rpynmsl KpOBH MOTYT UMETh HX JI€TH?

3anaya 3. Matb romo3urotHas no |l rpymnme kposu, oten - o 1. Kakyro rpynmy
KpOBU yHACJIEIyIOT UX J1eTu?

3amaya 4. Kakyio rpynmy KpoBH MOTYT UMETh JAETH, €CIU HUX POIAUTENH
rerepo3uroTsl 1o |l u 11l rpynmnam kposu?



3anmaua 5. ['erepo3urorHas >xkeHiiuHa co |l rpynmoil kpoBu BbIILIA 3aMyXK 32
Myx4uHy c¢ | rpynmnoil. Kakue rpynmbl KpOBH BO3MOXKHBI Y HMX JIET€l U Kakue
UCKIIFOYArOTCS ?

3amaua 6. Pomurenmm rereposurotHsl mo |l rpymme kpoBu. Omnpenenutsb
BEPOSTHOCTH POXKJICHUS peOCHKA C TOW K€ TPYIION KPOBH.

3angaya 7. B poauabHOM JOME IepenyTalu ABYX MaJlbuuKoB. PoauTenun oqHOro
3 Hux umeroT | u Il rpynmer kpoBu, pogutenu apyroro - Il u IV. Uccnenoanue
nokasaino, uto aetu umerot | u |l rpymnmsr kpoBu. Onpenenute poauteneit AeTei.

3anaua 8. Y matepu u pedenka |l rpynna kposu, y Mmy»ka - |, y mogo3peBaemMoro
B OTIOBCTBE - |V. MOXXHO 11 YCTaHOBUTH UCTUHHOE OTIIOBCTBO? [ToMOXET 1iu B TOM
TOT (akT, yTo y Matepu | rpynmna kpoBu?

3amaya 9. YV marepu |l rpynna kpoBu, y pedenka — Ill. I'pynna kpoBu otia
HeusBecTHa. Ublo KpoBb (OTILIA UM MATEpU) MOXKHO MEPENUTh pedeHKy? MOXHO JH
MEPEIUTh KPOBb OTLA, HE ONPEAEIISSl €€ rPyILy?

3amaua 10. Y manpunka rpymnmna kpou |1V, pe3yc MojaoKuTeIpHbIH, a y ero Oparta
— |, pe3yc orpunarensHbiii. KakoBbI rpynibl KpOBU y pOAUTENESH ?

3amauda 11. borateiii kaHaackuii komMmepcanT JKan Mazerne, CKOHYaBIIUNCS B
BECbMa MPEKJIOHHOM BO3pacTe, 3aBellal BEChb CBOM KamWTaJd CBOEW BTOPOM JKEHE
Mapuu u IByM MaJIOJIETHUM CHIHOBBSIM OT 3Toro Opaka — Ilebepy u Illapmro. detu
Masensl oT nepBoro Opaka — AnHa u Jluzu — oOparunucek B cyl, TpeOysl MPU3HATH
3aBELIaHUE HE3aKOHHBIM W JMIIUThL Mapuio ‘U e€e JeTel mpaBa Ha HacieACTBO. B
3asIBJICHUH, KOTOPOE MPEJCTaBUI CyAy aaBokaT AHHBI M JIu3u, ObUIO CKa3aHO, YTO
[Ibep u Illapnas - He cbiHOBBA Masernbl. \OcHOBaHMS Il OOBMHEHUs Mapuu B
CYNPY>KECKON HEBEPHOCTHU U OTKa3a €1 €€ IETAM B [IPAaBE Ha HACIIEACTBO MOCITYKWIN
JAHHBIE O HECOOTBETCTBUU I'PYII KPOBU y Maserbl 1 MAIbUUKOB, KOTOPBIX OH CUUTAI
CBOMMHM CBHIHOBBbSIMU. Mapusi W mepBas cynpyra Masenbl UMEIOT MEPBYIO TPYyHILy
KpOBH, Takas ke rpynna onpeaenena y Auasl v JIuzu. Cam Mazena umen IV rpymnimy
kpoBu. ['pynma kposu y lsepa.- |1, y [lapns - 1. Yto noctanoBui cya?

JAurudpuaHoe cKpeniuBaHue

IIpumepwl pewienus munoevix 3a0ay

3aoaua 1. Y denoBeka cioxkHble (OPMBI OIM30PYKOCTH JOMUHUPYIOT Haj
HOPMAJIbHBIM 3pEHHEM, Kapuil 1BET ria3 — HaJ roayObiM. Kapernaspiii 01u30pyKuii
MY>KYMHa, MaTh KOTOPOTO UMeJIa royyOble Tla3a 1 HOpMalbHOE 3pEHue, KEHHUIICS Ha
rojay0oria3oi JKEHIIMHE C HOpMalbHbIM 3peHHeM. KakoBa BeposiTHOCTH B %
pOXKIeHUs peOeHKa ¢ pU3HaKaMu MaTepu?

I'en A ompenensieT pa3BUTHE OJIM30PYKOCTH, & — HOPMaJIbHOE 3peHue, reH B—

Kapue ri1as3a u red b — romyOble riiasa.

P: AaBb x aabb

G: AB Ab ab

aB ab,

F. AaBb; Aabb; aaBb; aabb

['onyOble r1a3a ¥ HOpMajbHOE 3pEHHE HMMEeT peOeHOK ¢ reHoturom aabb.
BeposiTHOCTB poskaeHHs Takoro pedeHka coctapisieT 25 %.



3adaua 2.V yenoBeka pplKUM LIBET BOJIOC JOMUHUPYET HAJl PYChIM, a BECHYLIIKH
— HajJ UX OTCYTCTBHEM. [ eTepO3UroTHBIN PBHIKEBOJIOCHIA 0€3 BECHYIIEK MY>KUMHA
YKEHWJICSI Ha PYyCOBOJIOCOM >KEHILMHE ¢ BecHyIKaMu. Onpenenuts B % BEpPOSITHOCTD
POXKJIEHUS PEOEHKA PHIXKEBOJIOCOTO C BECHYIIKAMHU.

I'en A onpenensieT ppKUil LIBET BOJIOC, & — PYChIi, T'eH B — Haim4une BeCHyIIEK,
b — oTcyTcTBUE BECHYIIIEK.

P: Aabb x aaBB

G: Ab ab, aB

F.. AaBb; aaBb

PepKeBonocklii pebeHoK ¢ BecHymkamu umeet reHotun AaBb. BepostHocTh
poxkaeHust Takoro pedenka cocrasisier 50 %.

3a0aua 3. T'en A omnpenenser MECTUNATOCTh (MOTUAAKTUINS), TEH a —
HOpMaJIbHYIO KUCTh. [ 'eH B onpenenser Hannune BecHymek, a b— ux orcyrcraue.

I'eTepo3uroTHasl JKEHIIMHA C HOPMAJbHOM KHUCTHIO, MMEIOIIAsl BECHYILIKH
BCTynuia B Opak C HIECTUNAIBIM TE€TEPO3UTOTHBIM MY>KUMHOW, y KOTOPOTO HET
BecHylIeK. KakoBa BEpOsITHOCTh POKACHUS Y HUX peOeHKa C HOPMaIbHOU KUCTHIO U
0e3 BecHy1IeK?

P: aaBb x Aabb

G aB ab, Ab ab

F. AaBb; Aabb; aaBb; aabb

BeposiTHOCTE poskieHus peOeHka ¢ TeHoTHoM aabb (C HOpManbHOW KUCTBIO,
0e3 BecHyIIeK) cocTaBiseT 25 %.

3adaua 4. I'ensl, onpenensonye KakTapakTy U pbDKHE BOJIOCHI, HAaXOASTCS B
Pa3HBIX [apax XpOMOCOM. PpIKEBOJI0CAST € HOPMAJIbHBIM 3PEHHEM JKEHILIMHA BBIILIA
3aMy’ 3a CBETJIOBOJIOCOTO MY)KUMHY. C kKartapakToi. C KakuMu (peHOTUIamMH y HHUX
MOTYT POJIUTHCS JI€TH, €CIIU MaTh MY KUHUHBI UMEET TaKoU ke (PeHOTHII, KaK U >keHa?

I'en a onpenensieT pasBUTUE CBETJIBIX BOJOC, TeH A — pbikuX Bosioc. ['en B
OTIpeIeNIIeT Pa3BUTHE KaTAPAKThI, a D — HOpMabHOE 3peHHE.

P aabb x AaBDb

G ab AB Ab.@B ab

F. AaBb; Aabb; aaBb; aabb

DEeHOTUIbl JICTEH: CBETJIOBOJOCHIM C KaTapaKTOW;, CBETJIOBOJIOCHIN 0Oe€3
KaTapaKThl; PKEBOJIOCHIN C KaTapaKTOM; pbIKEBOJIOCKIN 0€3 KaTapaKThl.

3agaum I CAMOCTOAITEJIBHOTO pPellleHu sl

3amaua 1. YV denoBeka Kapuil LBET IJa3 JOMHMHHUPYET HaJ ToiyObIM, a
CIIOCOOHOCTH JIy4Yllle BJIJETh MpaBOW PyKOH - HaJ JEBOPYKOCTbIO, IPUUYEM TI'EHBI
000MX MPU3HAKOB HAXOJATCS B Pa3HBIM Mapax XpOMOCOM.

Kapernaseiii mpaBia >xeHUTCS Ha roiyoOoria3oil nesmie. Kakue mnpusHaku
MOXHO OXHJaTh, Y HMX TIIOTOMCTBA, €CIM MY>XUYMHAa TOMO3WUIOTEH MO 000UM
npu3HaKam?

3amaya 2. ['omyOorna3plii mpaBilia KEHUTHCS Ha Kaperjazol mpasiie. Y HHUX
POJIUIIOCH JIBOE JIETEH Kaperia3blil JeBia v rojiyooriaszas npasmia. OT BToporo opaxa
Y OTOT0 K€ MY>KUYHMHBI C IPYTrOM Kaperja3on MpaBIlIord POAWINCH 9 Kaperias3blX JETEu.
Bce onu 6b1mn npaBiiy. KakoBbl reHOTUIBI KXKI0TO U3 poaUTenei?



3anada 3. Kapernassliii npasiia »KeHUICS Ha Toiryooriaszoi npasiie. Mx nepBoiii
peOeHOK JIeBIa U UMeeT TonyOwie Tiaza. Kakuwe mpusHaku OyayT y JadbHEHIIAX
MTOTOMKOB 3TOM MaphI?

3amaua 4. PepKeBOIOCHIN (IOMUHAHTHBIN MTPU3HAK) U 0€3 BECHYIIIEK MY KYMHA
U PYCOBOJIOCAs KEHIIMHA C BECHYIIKaMU (JJOMUHAHTHBINA MPU3HAK) UMEIOT 5 JeTel.
Onpenenute BEpOSATHOCTh POXKACHUS Y TAKUX POAUTENEH AeTel ¢ PhIKMMU BOJIOCaMU
Y C BECHYIIKAaMU U HE PBIKUMU 0€3 BECHYIIICK.

HacnenoBanmue, cuenjieHHoe ¢ moJ10M

Boimie ObUTO MOKa3aHO, YTO €CJIM TE€Hbl, OTBETCTBEHHBIE 3a (HOPMUpPOBAHHE
NpU3HaKa, pacloyiokKEeHbl B ayTOCOMax, TO HACIEJOBaHUE OCYILIECTBISETCS
HE3aBUCUMO OT TOTO, KTO W3 POJUTENEH (MaThb WJIM OTEI) SBISIETCS HOCHUTEIIEM
naHHOro npu3Haka. OJHAKO MPU3HAKU MOTYT OMNPENEAThCA Te€HAMHU, JeXKAIlUMHU B
MOJIOBBIX XpOMOcoMax. B 3Tom citydyae HacnegoBaHue NpU3HaKa 3aBUCUT OT TOTO, KTO
U3 POJUTENIEH SIBIISIETCA HOCUTENEM IAaHHOTO MTPU3HAKA.

I'enH, pacnosoxeHHbIN B X-XpOMOCOME, SIBIISIETCS CUEHJICHHBIM C TTOJIOM.

Cxema Hacnedosanus cemounuu

I'emopumans  ompeneiseTcss PpeElecCUBHBIM <TeHoM N, a HopMaibHas
CBEPTHIBAEMOCTh KPOBHU JIETEPMUHHUPYETCS IOMUHAHTHBIM TeHOM H.

PYX"XM xd X"y

G xH xh X XH vy

FXHXH xXHXM XHy, X"y

BeposiTHOCTh pokneHust pedeHka ¢ remoduiueid coctaBisieT 25 %, a cpeau
ceiHOBel — 50 %. OHa U3 Jouepei ABIACTCS reTepO3UTOTHBIM HOCUTENIeM TeHa h.

Cxema Hacne0o8aHus 0arbnoOHUIMA

JanbToHM3M (HapyIlIEHHE ~1[BETHOTO 3PEHHS) OMNPENESeTCs PEleCCUBHBIM
reHoMm 0, a HopMalibHOE 3pEHUE IEeTEPMUHUPYETCS JOMUHAHTHBIM TeHoM D.

PP XPXd x _AXPy

G XP X9 7x XP vy

FXPXD x0®xd XPy, Xdy

BeposiTHOCTB pokieHHs peOeHKa ¢ JalbTOHU3MOM cocTaBisieT 25 %, a cpenu
ceiHOBer — 50 %. OqHa U3 qouepeit ABISETCS TeTEePO3UTOTHHIM HOCUTENIEM reHa d.

3agaum I CAMOCTOAITEJIBHOTO pPellieHu sl

3agaua 1. I'eH pganpTOHM3Ma — PEIECCUBHBIA. Y POJIUTENEH, HMEIOIIMNX
HOPMAJIbHOE 3pEHHUE, JIBE JOYEPU C HOPMAJIBHBIM 3PEHUEM, a ChbIH — JaJIbTOHHK.
KakoBbl reHOTHIIBI poauTeneii?

3amaua 2. I'emodunus — HACIEICTBEHHOE pELECCUBHOE 3a00JIeBaHUE,
CUeIUIeHHoe ¢ X-XpomMocoMoi. MyxunHa — TeMO(HWIIMK >KEHUJICS Ha 340pPOBOM
KEHIIUHE, OTell KOTopou Oosienn remoduireil. KakoBbl r€éHOTHIBI My>Ka U KEHBI?
Kaxoit penorun Oyzaer y ux gerei?

3amaya 3. V KeHIIMHbI ChIH — reModuimk. KakoBa BepOSITHOCTh, YTO Yy €€
CECTpBI ChIH Takke OysieT remopuiink? B kakoM ciiyyae BEpOSTHOCTD BBIIIE: €CIIU TeH
reMo(UIIUN MOTyYeH KEHIIIMHON OT OTLa WA OT MaTepu?



3amaua 4. Orten U ChIH AAIbTOHUKU. [IpaBuibHO I OyAEeT cKa3aTh, YTO ChIH
yHacjea0Bal 00Je3Hb OT OTIa?

3anaya 5. OTCyTCTBUE MTOTOBBIX KEJE3 Y YEIOBEKA MEPEAACTCS MO HACIEACTBY
KaK pPEIECCUBHBIM MPU3HAK, CIEIUICHHBIM ¢ X — XpOMOCOMOU. 370pOBBIM IOHOIIA
KEHWJICS Ha JIEBYILIKE, OTELl KOTOPOMl JMILIEH MOTOBBIX JKEJI€3, @ MaTh U €€ MPEIKH
310poBbl. KakoBa BEpOSTHOCTb, YTO JETH OT 3TOro Opaka OyAyT cTpaaarh
OTCYTCTBHUEM IOTOBBIX KeJe3?

3agada 6. Y HOpMaJbHBIX B OTHOLIEHUH 3PEHUSI MYKUUHBI U )KCHIIIUHBI €CTh:

—  CBIH, CTPAJIaIOIIUI JAITOHU3MOM, HO UMEIOIINKA HOPMAJIbHYIO J10Yb,

—  HOpMaJibHasi J0Yb C HOPMAJIbHBIM CHIHOM U C CHIHOM-IaIbTOHUKOM,

—  HOpMaJibHAasl 104b C MATHI0 HOPMAJIBHBIMU CHIHOBbSIMU. KaKOBBI BEpOATHBIC
TE€HOTHUIIBI POJUTENEH, UX IETEl U BHYKOB?

3amaua 7. Y denoBeka anbOWHU3M OOYCIOBJIIEH ayTOCOMHBIM PELECCUBHBIM
reHoM. OTCYTCTBHE MOTOBBIX JKEJI€3 MPOSBIAETCA KaK CLEIUICHHBIA C IO0JIOM
PELIECCUBHBIM MNpPU3HAK. Y OJHOW CYNPYKECKOW I1apbl, HOPMAJIBHOM IO ITUM
MpU3HaKaM, POJWICS ChIH C O0OCUMHU yKa3aHHBIMH aHOMAJIMSMHU. 'Y Ka3aTh T€HOTHIIBI
OTI[a U MaTepH.

3anaya 8. AIbOMHU3M U OTCYTCTBUE TTOTOBBIX KEJI€3 — PEIIECCUBHBIC TPU3HAKH,
HO TEPBBII 3aBUCUT OT ayTOCOMHOI'O T€Ha a, a BTOPO — OT reHa 0, HaXOSIIETrocs B
X-XpOMOCOME.

ApaBuiickuil meix Maxmyna, Biaaenel HePTIHBIX MECTOPOXKICHUM, ObLI
aTbOMHOCOM M HE MMEJ MOTOBBIX kele3. Ero ceii Jkamuiaps u goub Jleima umeror
HOopMaibHbIN (heHoTun. Ilocie cMeptn Maxmyna ynpasiieHue (pupMbl Ha ceOsi B3sT
ero mijaamui Opatr AHHC (TOXe aJlbOMHOC 0€3 MOTOBBIX JKeJe3), HO HACIEAHUKOM
¢upmbl OH He sBasercs. CorylacHO“3aBEIIaHHI0, OCTABICHHOMY MaxmyzoM, Bce
MMYIIECTBO JOJDKEH IOJIYYUTH TOT M3 €ro JeTed, y KOTOPOro POJIUTCSA JAEBOYKa-
anpOuHOC 6€3 moToBBIX kejies., [To coBery cBoeit marepu Jleiina BhilIa 3amMyK 3a
cBoero Asar0 AnHuca, a-JKamine XKeHWICS Ha ero (PEeHOTUIIUYECKH HOPMabHOU
nouepu Caya. KakoBbI' X IIIAHCHI TOTYYUTh HE(QTIHBIC BBIIIKA?

Jumepamypa

1. Acanos, A.IO. Menununckas reaetuka / A.JO. Acanos, H.I1. boukos, H.A.
Kyuenko. — M.: I'DOTAP-manua, 2008. — 230 c.

2.TaitnytnunoB, M.K. Meaununckas renetuka / .K. Talinytaunos, 3./1. Py6ak.
— PocroB v/]1: ®enukc, 2007. — 315 c.

3. 3asm, P.I. OcHoBbl o0miern u MeaunuHackor reHetuku / P.I. 3asm,
N.B. PaukoBckas. — Munck: Beimmiimas mkona, 2003. — 232 c.

4. Tlecenkas, JI.H. Coopuuk 3anau ¢ pemenusimu no renetuke / JI.H. [ecenkas.
— Mumumnck, 2005. - 112 c.

IIpakTnueckoe 3ansitue 07. U3smMeHYnBOCTD



Ilenu: chopmupoBaTh yMEHHS MOJEIMPOBATH MYTAIMOHHBIN Ipoliecc Ha
Pa3HBIX YPOBHSX OpraHU3allMd T€HETUYECKOTO MaTepualia

3aoanus

1. Vyactok monekynsl JIHK, KOTOpbIil KOAUPYET MONUMNENTHA, UMEET B HOPME
CJIEYIOLIUI NOPANOK a30TUCTBIX OCHOBAHUM:

AAAATIIIAAAATAILTTATAILAA

Bo Bpemsi perukanuu TpeTuid cieBa aJeHUH Bbinaid u3 uenu. Omnpegenure
CTPYKTYpY MOJIMIIENITUIHOMN 1IeTH, KOTopas Komaupyercs aaHHbIM ydactkoMm JIHK B
HOpPME U TIOCJIE BBINAJICHUS aJICHUHA.

2. YerBepThldl menTH1 B HOPMAJILHOM IreMOTJIOOnHE (TeMOrJIOOMH A) COCTOUT
U3 CJIEeNYIOUIMX aMUHOKHCIIOT: BaJIMH — TUCTUMH — JICHIIMH — TPEOHUH — IPOJIUH —
IIIyTAMUHOBAs KUCJIOTA — JIU3UH. Y OOJIBHOT'O CEPIIOBUIHOKIIETOUHON aHEMHEH COCTAB
AMUHOKHCIIOT YETBEPTOTO MENTH A TeMOTIO0NHA CISAYIOUII: BAIMH — TUCTHAUH —
JICUIIMH — TPEOHUH — MPOJIUH — BaJIMH —TJTyTAMUHOBASL KUCIOTA — JU3uH. OnpenenuTe
n3MeHeHus Ha yyactke /JHK, kotopslii kKogupyet 4eTBepThlid NENTH ] reMorioonHa,
KOTOpbIE IPUBENH K 3200JIEBAHMUIO.

3. Kak w3MeHutcs cTpykTypa-—0Gemka, korgma wu3 ydactka JIHK —
AATAOATTAAATTII, xoTOpbIi €ro° KOOAMPYET, UCKIIOUUTh NAThIA U 13-i1 cieBa
HYKJIEOTU]IbI?

4. V3yunTh CTPYKTYypPHBIE TEPECTPOMKH XPOMOCOM U  CXEMAaTUYECKH
0TOOPa3UTh MEPECTPONKH; U300pAKEHHBIE HA MUKPOGOTOrpadusiX.

5. Ompenenuts Tuil xpomocoMmubix Mmytauuiit ABCI, AIICBE, ABJIE, xoraa B
HOpPME XpOMOCOMa BMEIIAET CIAEAYIONIYIO IocienoBareabHocTh reHoB ABC/IE.

3aoanue Ha Mooenupoeanue KOMOUHAMUBHOU USMEHUUBOCU

JIOMI/IHaHTHI)le H PECHECCCUBHLIC ITPU3HAKH Y€ I0BCKA

Ipu3znaku Homunanmmnoie Peuyeccuenuie
I'maza bonpmue MareHbKue
[[BeT rnas Kapue ['omyOsie
Pa3zpes rnas [Ipssmont Kocon
Tum rna3 MOHT0JIONIHBIN EBponeonnnbii
OctpoTa 3peHus bmmzopykocTh HopmansHoe
Bepxnee Beko Hagucaromiee (3MH1KaHT) HopmansHoe
SIMOYKHM Ha mieKax Ectb Her




Y [ITupoxkue VY3kue
JnvuHHbBIE Koportkue
[TonOopoaox [Ipsmoint OTtcTynaronmii Ha3az
[Iupoxun VY3KHi ¥ OCTPBIN
Brictynaroiue 3y0sl u Nwmerores OTCyTCTBYIOT
YENIOCTU
[Ilens mexay pe3namMu Ectp Her
Bomocel C MenKuMU 3aBUTKaMHU Brromuecs, BOJHUCTBIC
Kectkue, nipsimble, «eKUK» |IIpsmble, Msrkue
Brrommecs Bonnaucteie nwim npsimeie
[Tocenenue BoJioC B Bo3pacte 25 ner [Tocne 40 net
OO0abIcenne Y MyX4unH VY JKeHIIUH
benas npsaae Bonoc Hano  |Mmeercs OTtcyTcTBYyeT
100M
Poct Bosioc 1o cpennei Ectp Her»
JUHUY j10a
MoxHatbie OpoBHU Ectp Her
Hwxnsis ryba Tosncrast u oTBUCaroIIast Hopwmanbnas
CnocobHOCTh 3arudaTh Ectb Her
A3bIK Ha3a]1
CnocobHocTh cBepThiBaTh |EcTh Her
S3BIK TPYOOUKOU
3yObl IPU POXKICHUU Nwmerotcs OTCYyTCTBYIOT
Koxa Toncras Tonkas
L[BeT KOXkHU Cwmyriibsiin benbrit
Becnymkn Ecte Her
Kuctn C.6 i ¢ 7 majpnaMu C 5 manpamMu
[Ipeobanaromnias pyka Hpaas JleBas
VY30pbI Ha KOXKE MaJblEB DIIUNTAYECKUE [upkynsapHbie
Anturens! cucteMsABO  |A, B 0
["ostoc (y KEeHIIMH) Comnpano AnbT
["onoc (y My»&4uHbBI) bac Tenop
AOGCOIOTHBIN Nmeercs OtcyTcTBYET
MY3BIKQJIBHBIN CITyX
HacnencrBennas rmyxora  |OTCyTCTBYET Nmeercs
Jlumepamypa

1. JamuBens O.B., Kykymkuna JIL.M. I'eHermueckue HapyumieHUsT M HUX
MPOSIBJIICHHE Y JIUI] C 0COOEHHOCTSIMU Ticuxoduznyeckoro pazpurus / O.B. lanusens,
JIM. Kykymikuna. — Munck: BI'TTY, 2009. — 76 c.

2. laitnytounoB, WM.K. Menununckas rtenetuka / W.K. TaitHyTauHOB,
3. Pyb6ak. — PocroB n//l: ®enukce, 2007. — 315 c.

3. 3asan, P.I'. OcnHoBbl o00mel u MeaunuHCKoW reHetnkn / P.I. 3asm,
N.B. PaukoBckas. — Munck: Beimmiimas mkomna, 2003. — 232 c.



IIpakTuueckoe 3ansitue 08 (Y CPC). Xpomocomubie GoJiesHu

Hean: chopmupoBath yMEHUE OMPENEsATh XPOMOCOMHbBIE 00JIE3HU 1O (PEHOTHUITY U
XPOMOCOMHOMY Habopy.

3apanue 1: 3aMogHUTE MYCTHIE TYCHKNA COOTBETCTBYIOIICH HHPOPMAIIACH.

NeNe Ipusnaku HazBanue Tun XpOMOCOMHBII
n/n CHMH/pPOMA MYTALUU Ha0op
1. - - - 46, XX (XY) del 5p
2. - NaTennektyanbHas - - -
HEJI0CTAaTOYHOCTh;
- MUKpo1edanbHbIi
Yeper ¢
BJIaBJICHHBIMU
BHUCOYHBIMU
001aCTSIMM;
- pacuienuHa IryOsl U
HeOa;
- AHOMAJIHSI KUCTH.
3. - CunsipoMm - -
Knaitndenbrepa
4, - = - 46, XX (XYVY) t
(21/13)
5. - Cuapom - -
DnBapjca
6. # - - 45, X0

3ananuda 2: Pemure 3agauu.
1. Onpenenutb KOJUYECTBO IMOJOBOTO XPOMAaTWHA B TE€HOTHUIIE KEHIIWHBI,
HMMEIOIIEN TPU MOJOBBIE XPOMOCOMBI — X XX.
2. Omnpenenuth KOJWYECTBO MOJOBOTO XPOMATHHA B COMAaTUYECKHMX KIIETKAaX

MY>KYHH, UMEIOLIUX TPU MOJOBBIE XPOMOCOMBI — X XX.

3. PeGenok ¢ cunapomom J[layna umeer 46 xpomocom BMmecTo 47, Bceraa
BBISIBJISIEMBIX TIpU 3TOM 3a0osieBanuu. MccnenoBanue KapuoTHIa MMOKa3allo, YTO OHA
u3 ero xpomocoM (15) qnunnee oObryHON. Y Matepu OOJIBHOTO, a Takxke y 0adylIku




0 MATEPUHCKON JUHUU (C HOPMAJIbHOM KOHCTUTYILMEN) BBISBICHO 45 XpOMOCOM C
YAJUHEHHON XpoMocoMmoii 15. UeM MOXXHO OOBSICHUTH HAaOII0aeMOE B 3TOW CEMbE
sBeHUE?

4. Matp umeer 45 xpomMocoMm, Tak Kak ojJHa u3 21 mapel XpoMocoM
TpaHcionupoBaHa Ha 15 (Tpanciokarus 15/21), a oTeny uMeeT HOpMaJTbHBI A KAPUOTHIL.
Kakue mo renotumy mMoryt oOpa3oBaThCsl 3UTOTHI y STUX POJIUTENEH M KaKOBa MX
nanpHenas cyap0a’?

Jumepamypa

4. lanusens, O.B.I'eHernueckne HapylIeHHs W WX MPOSBICHUE Y JHI[ C
ocobeHHocTs MU nicuxodusndeckoro pazputusa / O.B. Janmusens, JIL.M. Kykymikuna. —
Mumnck: BI'TTY, 2009. — 64 c.

5. Kykymikuna, JIL.M. I'eneTnyeckne u KIMHUYECKHE OCOOEHHOCTH AETEH C
HapyleHussMH ncuxogusnueckoro passutusa / JLM. Kykymknnaa. — Munck: BI'TTY,
2003. -38 c.

6. [lleruenko, B.A. I'enmermka demoBeka: yd4eO.. I CTyd. BBICHI. y4eO.
3aBefieHuii. — 2-¢ wua.,, ucrp. u jgon. / B.A. lllesenko, H.A. TomopnuHa,
H.C. CrBonunckas.— M.: I'ymanurt. uza. uentp BJAAIOC, 2004. — 240 c.

IpakTuueckoe 3anusitue 09 (YCPC). HaciencrBeHHble reHHbIE GOJI€3HH

Hean: chopMupoBaTh YMEHHE OUPEACTSATH HACJICICTBEHHBIC T€HHBIC OOJIE3HH IIO
dbeHOTUTY ¥ JIOKQJIMU3AIlMU ' HATOJIOTMYECKOT0 TeHa; CchOpMHUpOBAaTH YMEHHE
MPOTHO3UPOBATh TMOSIBJICHWE HACIIECICTBEHHBIX TEHHBIX O0OJIe3HEH Ha OCHOBAaHUU
JAHHBIX O TUIIE HACJICIOBAHUS U TUIIE MYyTallMH.

3ananme 1: 3an0gHUTEATYCThIE TYSHKHA COOTBETCTBYIONIEH MHGOPMALIHEH.

Ha3zBaun MecToO

Ne Tun Tun
e JOKAJIN3aIl HN3MeHeHHBI
n/ Ipuznaku HaCJeI0BaAH MyTalu .
MATOJIOTH WU reHa B  0eJIoK
n us |
" XpOMOCOMe
1 2 3 4 5 6 7
1. | - MHTennexryansH - - - - -
asa
HEIOCTATOYHOCTh
- HEBPOJIOTUYECKHU
€ HapyIICHUS;
- HapyIICHUS
[IUTMEHTALUH.
2. | - [lurmeHTHBIN - - - - -

PETUHMUT;




- BPOKJEHHAas
HEUPOCEHCOPHAs
HOTeps CIIyXa;

- HapyLIEHUS
BECTUOYIISIPHOM
CUCTEMBI.

ILlucratnonu
H-CUHTE3a

opl3

- HTENeKTy aJIbH
ast
HEJ0OCTATOYHOCTh
;

- HapyLIEHUS
peuu;

- KOXa
YyBCTBHUTEJbHA K
yIBTPODHUOIIETY;

- CYZOPOKHBIN
CUHJPOM.

Cunapom
Baapnenoy
pra

Xp21

- ucnponopuus B
pOCTE TYJIOBUIIA
1 KOHEYHOCTEH;

- KUCTU U CTOTIBI
JUTUHHBIE C
TOHKUMU
MayKooOpa3HbIMU
najblaMH;

- TJIa3HbIE
aHOMAJIUH.




3ananue 2: Pemure 3agaumn.

1. T'amakTo3emMusi HaciaeAyercsd Kak ayTOCOMHO—PELECCUBHBIA IPU3HAK.
KakuMu MOryT OBITH IETH B CEMBE, € OJHH U3 POAUTENIE TOMO3UTOTEH MO I'eHYy
TaJaKTO3€MHUHU, HO pa3BUTHE OO0JIE3HU OBUIO MPEAOTBPALIEHO JMETOW, a BTOPOH
TETEPO3UTOTEH MO FAITAKTO3EMUN?

2. OeHWIKETOHYpHUSl HacjlenyeTcsl KaK pelecCUBHBIM mpu3Hak. Kakumu
MOTYT OBITH JIETH B CEMbE, TJI€ POJAUTEIH F€TEPO3UTOTHBI IO 3TOMY IPU3HAKY?

3. ¥V MyXa U XKEHbl HOPMaJIbHOE 3pEHHUE, & CbIH — JAJIbTOHHK. KakoBbl
TCHOTHIIBl Y POJIUATEIEH.

4. Hamumwure TreHOTUN 310pOBOM JKEHIIMHBI, €CIM €€ OTel Obll
reMo(pUIMKOM, 8 MaTh — AJIbOMHOCOM.

5. Orey U CblH B ceMbe TIeMO(DWIMKM M Kaperjasble, a MaTb HMEET
HOpPMAaJIbHYIO CBEPTHIBAEMOCTb KPOBU U roiryoorinazas. Mo>XHO JI1 CKa3aTh, YTO CbIH
yHacJe10Bajl BCE NPU3HAKH OT OTLA?

6. YV 310pOBBIX MyKa W KEHBl POIAWICA PEOCHOK, TIIyXOH M albOuHOC.
OOBbsicHUTE, IOYEMY 3TO MOIJIO NMPOU30MTH, HAMUILWTE TE€HOTUIIBI POJUTENEH U
pebeHKa.

Jumepamypa

1. Hamuens O.B., Kykymkuna JIIM: ['eHeTnueckue HapylmeHUS U HX
NOPOSIBJICHUE Y JIMI] C OCOOCHHOCTSMH = TMCUXO(U3MYECKOro pa3BuTHs [
O.B. danusens, JI.M. Kykymkuna. — Munck: bI'TTY, 2009. — 76 c.

2. Kykymkuna, JI.M. I'eHeTrueckre U KIMHUYECKUE OCOOEHHOCTH JETeH C

HapyleHussMH nicuxoduznyeckoro pazputus / JI.M. Kykymkuna. — Munck: BI'TIY,
2003. - 38 c.

IpakTnyeckoe 3ansatue 10. Juarnocruka, Jjeyenue W NpoPHIAKTHKA
HAaCJIeACTBEHHBIX 00J1e3Hel

Iens — poaHaIU3UPOBATH COBPEMEHHBIE METOIbI IUATHOCTUKU
IPUHLUIIL JI€YEHHs HACTIEACTBEHHBIX OOJIE3HEN.

3aoanusn
4. CMmonenupyiiTe CcHUTyaluioo, KOTOpash sBJsjgach Obl IMOBOJOM IS
oOpalleHusI B MEIUKO-TeHETHYECKYIO0 KOHCYJIBTAITHIO.

JIumepamypa

1. 3asm, P.I'. OcHoBBI 00meir m MegumuHCKoM reHetnku / P.I'. 3asi,
N.B. PaukoBckas. — MuHck: Beimiimas mikoia, 2003, — 232 c.

2. MactiokoBa, E.M. OcHoBBI reHeTnk. KIMHHKO-TEHETUYECKHE OCHOBBI
KOPPEKIIMOHHOW MeJaroruku W crnenuainbHou rcuxosnoruu / E.M. MacTiokoBa,
A.I'. MockoBkuna. — M.: Bmagoc, 2001. — 367 c.



3. llleBuenko, B.A.. I'eHeTuka 4enoBeka: yueO. JJIs CTYI. BBICHI. y4eO.
3aBefeHUl. — 2-¢ un., ucnp. u gom. / B.A. Illewenxo, H.A. TomopuuHa,
H.C. CtBosnHckas.— M.: I'ymanut. usza. uentp BJIAZIOC, 2004. — 240 c.



11,
PA3JIEJI KOHTPOJIS
3SHAHUN



BOITPOCBHI
K 3a4eTy 1o y4yeOHoii aucuuninne «OCHOBBI reHeTHKI

OCHOBHBIE ATaNbl PA3BUTHS TCHETUKHU.

Metoabl U3yueHHUsI TEHETUKHU YeJIOBEeKa (IIUTOr€HETUUECKUM, T€HEaTOTUUECKUN).

MeTo/1bl U3yueHUs! TEHETUKH YesioBeKa (OJIM3HEI0BbIN, OMOXUMUYECKHUIA).

MeTobl H3yUYeHUsI TCHETUKH YeI0BeKa (IO JISIIIHOHHBIH ).

CrpoeHue u pyHKUIUU OelKa.

Mognens ctpyktypbl Mosekyibl JJIHK 1. Yorcona, @. Kpuka.

HyxnenHoBbIe KHCIOTH (cpaBHUTENbHas XapakTepuctuka JJHK u PHK).

['eneT4ECKHI KO U €0 CBOMCTBA.

. Permukanmsa JIHK.

10. buocunTes 6enka. TpaHCKPUIIITHS.

11. bBuocunTtes Oenka. TpaHcasuus.

12. Opranuzanusi reHOB.

13. YnakoBka reHeTH4eCKOro MaTepuaia.

14. Kapuotun genoBeka.

15. Mutotrueckuit UKI U ero nepuoisl. [loBeneHne XxpoMocoM B MUTO3E.

16. Meiio3. [loBenenne XxpoMocoM B Meko3e.

17. XpomocomHas Teopusi HacleCTBEHHOCTH. KapThL XpoMOCOM.

18. 3axkoHOMEpHOCTH HACJIEOBAHUS MPU3HAKOB MPHU MOHOTHOPUIHOM CKPEITUBAHUH.

19. 3akoHOMEpPHOCTH HACJICTOBAHUS MTPU3HAKOB MTPU JTUTHOPHUTHOM CKPEIIUBAHUU.

20. MHoxecTBeHHBIN ajutenn3M. HacrnemoBaHue rpymnm KpoBH.

21. B3aumMoieiicTBre TeHOB (aJUIeNIbHbIe, HeaJUIeNbHBIE).

22. Kimaccudukanus naMeHuYnBoCTH. HeHacae1cTBeHHAS H3MEHYHBOCTb.

23. Kitaccudukarus n3aMeHUYNBOCTH. HacneacTBeHHAs N3MEHYUBOCTD.

24. MyTareHbl 1 MyTarcHes.

25. I3meHeHue yuciaa XpoOMOCOM (FeHOMHAst MyTalus).

26. VI3MeHeHHe YrcIa M TOps/IKa PaCoI0KEHHS ICHOB (XPOMOCOMHBIC MTEPECTPONKH).

27.I3MeHeHne WHAUBU/LyaIbHBIX TEHOB (T€HHASI MYyTAaIHs).

28. Knaccuduxaiiust HaclieICTBEHHBIX OOJIE3HEH.

29.Knaccudukarnus XpOMOCOMHBIX  Oosie3Hei. MexaHu3Mbl  BO3HUKHOBEHUI
T€HOMHbBIX MyTallUN.

30. XpoMocomHbIe 0OJIe3HH, OOYCIIOBIICHHBIC aHOMalusaMHu ayTtocoM (c. JlayHa, c.
[Taray,
c. DaBapaca).

31. XpomocomHbIe 00JE€3HU, OOYCIOBICHHBIE aHOMATUSMHU TOJOBBIX XPOMOCOM (C
Knaitugenstepa, c. lllepemenckoro-Teprepa, c. Tpucomust XXX, ¢. XVYV).

32. XpomocomMHbI€ 60J€3HU, 00YCIOBICHHBIE XPOMOCOMHBIMU MyTalUsIMU (CHUHJIPOM
Komausero kpuka).

33. HacnenctBeHHbBIE TEHHBIE 00JIE3HU U MX KIIacCU(UKAITIS

34.T ennnle 6one3nu. Cunapom BaapaenOypra.

35.T'ennnie 6one3nu. Cunapom Mapdana.

36. 'ennsie 60e3nu. Cunapom PexnunrxayseHa.

37.T'ennsbie 60ne3Hn. OEHUIKETOHYPHSL.

38.T'ennsbie 60ne3nu. ['oMonCTHHY pHSL.

39.T'ennsbie 6one3nu. ["anakrozemus.

40.T ennbie 6one3nu. Cunnpom Yiepa.

CoNOGRLNE



41.T ennsie 6one3nu. Cunnpom Maptuna-benna.

42.Tennbie 6one3nu. Cunapom JlromeHa.

43. OCHOBHBIE TIPUHITUIIBI TCHETHYECKOTO KOHCYILTUPOBAHUS.

44 TlokazaHus JUisl IpeHaTaIbHOU MuarHocTUkU. [IpeHaranbHast IMarHOCTUKA.



V.
BCIIOMOT ATEJIbHBIU
PA3JIEJ



YYEBHASI IPOTPAMMA YUYPEKJIEHUSI OBPA3OBAHMS MO
YYEBHOI TUCHUATIIMHE «MEJNKO-BUOJIOTHUYECKUE OCHOBBI
KOPPEKIIMOHHOM MEJATOTMKH U CHEIAAJILHOMN
MCUXOJIOTUU (OCHOBBI TEHETHUKHW)»

INOACHUTEJIBHAS 3AIITMCKA

N3ydyeHne TEHETUKH YeJOBEKa SBISETCS HEOOXOIMMOM eCTECTBEHHO-
Hay4yHOU 0a30i1 17151 yCIIEIIHOTO OBJIAJICHUS MaTEpUAIOM JUCLUHUIUINH ClIEHUaTbHON
IICUXOJIOTMM U MEAAroTUKH: JIOTOIICUXOJIOTUU U JIOTONEANH, IICUXOJIOTHH JIETEH C
HapylICHUSAMH B HWHTEJUIEKTyaJIbHOM pPa3BUTUM U  OJMIO(PPEHONEAAroruKH,
CYPAOIICUXOJIOTHH U CYypAOIEAaroruke, TUQIONCUXO0IOTMN U TU(IONIEarOTUKe.

[IpaBunpHass opraHu3anusi y4eOHO-BOCHHUTATENIBHOIO Ipolecca, €ro
3¢ deKTUBHOCTh M pa3paboTka Mep MNPOPHUIAKTUKH OTKIOHEHWH B pPa3BUTHH B
3HAYUTEIbHON Mepe 3aBUCUT OT MOHUMAaHHUsI TeHOTUII-CPEIOBBIX B3aMMOJICHCTBHI B
OHTOTEHEe3e. AJIeKBaTHasg OlEHKa (YHKIMOHAJBHBIX M KOMIICHCATOPHBIX
BO3MOYKHOCTE aHOMaJIbHBIX OPTAHOB U BCETO OPFaHKM3Ma B LIEJIOM HEBO3MOKHA 0€3
TIIyOOKOTO TIOHMMaHHUS TPUYUH M MEXaHU3MOB '(OPMHUPOBAHUS TEPBUYHOU U
BTOPUYHOM MMATOJIOTHH, TPOSIBISAIOIIENCS MHTEIUIEKTYaIbHOM, CECHCOPHOM, pEYEBOU,
JBUTATEIbHON MM SMOLIMOHAIBHON HEI0CTATOUHOCTBIO.

Henn y4yeOHON JUCHUIUIMHBL . €(HOPMUPOBATH 3HAHUS O MPUUMHAX WU
MEXaHU3MaxX pa3BUTHUS XPOMOCOMHBIX M HACJIEICTBEHHBIX TI'E€HHBIX OOJIE3HSIX,
(YHKIMOHAJIBHBIX M KOMIIEHCATOPHBIX BO3MOYKHOCTSAX OpraHU3Ma; HHTETPUPOBaATh
TEHETUYECKUE 3HaHUSA B MNPO(PECCHOHATIBHOE MBIIIJICHHE OyAyIIMX Yy4WTeNen-
ne(eKToI0roB.

3axayu y4eOHOW ANCHUILIMHBI:

— chopmHupoBaTh-3HaHUS OO0 YPOBHSAX OpPraHM3alMM HACJIEACTBEHHOTO
MaTepwia, O LMUTOJOTMYECKUX OCHOBAaX HACIEJICTBEHHOCTH, O MpPHUYMHAX H
MeXaHU3MaxX MyTallMOHHOW N3MEHYHUBOCTH;

— PpacKpbITh TE€HETUYECKHE W (PEHOTHUMUYECKHE OCOOCHHOCTHM HaumboJiee
YacTO BCTPEYAIOLIUXCS XPOMOCOMHBIX U HACJIEACTBEHHBIX T€HHBIX O0JIE3HEN;

— copMUPOBATH YMEHUS OCYIIECTBISITh TPOPUITAKTHUESCKIE MEPOTIPUSATHS,
HaIpaBJIEHHbIE HA MPEAYNPEXKICHUE BOSHUKHOBEHHSI XPOMOCOMHBIX 0OJIE3HEH.

B pesynbrate wu3yueHuss y4yeOHOM AUCHUIUIMHBI «OCHOBBI TE€HETHUKH»
CTYZCHTBI JIOJKHBI:

3HATH:

- TEHHBIE W  XPOMOCOMHBIE  OOJI€3HH,  COMPOBOXKIAFOIITUECS
HapylLICHUSIMA TICUXUYECKOT0, WHTEIJIEKTYaJIbHOTO0, CEHCOPHOTO, PEYEBOro U
MOTOPHOTO

Pa3BUTHUSI; UX TUATHOCTUKA U TPOPUIAKTHUKA;
— METOJBI UCCIEOBAaHMS TeHETUKH YEJIOBCKA;
- ctpoenue u ¢pyukiuu o6enka, JJIHK, PHK;
- cnocoObl KOJMPOBaHUS TeHETUYECKON HH(POpMaITuu;
- 3aKOHOMEPHOCTH HacJIeI0BaHUsI NMPHU3HAKOB;



- THUIIBI K3MEHYHBOCTH;

-  KJIacCU(UKAIMIO HACJICACTBEHHBIX OOJIE3HEW, THIIBI HACJECIOBAHUS
TFeHHBIX OOJIC3HEH;

—  OCHOBHBIC MPUHIIUATIBI TCHETUYECKOTO KOHCYIbTUPOBAHMS;

- TOKa3aHWs JUIsl MPEeHATaIbHOW TNarHOCTHKH.

yMeTh:

- COCTAaBJISITh ~ TGHOTPAaMMBl W TMPOTHO3UPOBATH  IPOSIBICHUE
HACJIEICTBEHHBIX 00JIe3HEH B IIOTOMCTBE;

- MOJENUpPOBaTh MpoLEecChl  OMocHMHTe3a  Oesnka  (TPaHCKPHUIILHUIO,
TPAHCIIALHIO);

— YCTAaHaBIMBaTh BEPOATHOCTb POXKACHHUS peOEHKAa C HU3y4aeMbIM
IEHETUYECKUM  3a00J€BaHUAM  (MOJAYMHSIOIIMMCS  3aKOHaM  HACJIEI0BaHUS
npu3HakoB . Mennens).

BJIAICTh:

- HaBbIKAMHA HWHTEPIPETAlNH KOJOB OCHOBHBIX IICUXWUYECKHX U
ITOBEJICHYECKUX PACCTPOMCTB, MHTEJUIEKTYaIbHbIX HAPYIIECHUN, HAPYIIEHUN CIIyXa
u peun cornacHo MKb-10 u MK®.

CoracHO y4eOHOMY IUIaHy Ha OCBOGHHE TUCIHUIUIMHEI « OCHOBBI TCHETUKI
CTYyJICHTaMHU IHEBHOU (hOPMBI MTOTyUYeHUs 00pasoBanus oTBoAUTCs 70 4acoB, U3 HUX
40 aynutopHbix: Jekiui — 20 yacoB, mpakTudeckux 3anatuii — 20 gacos.

Ha wu3yueHue AMCHMIUIMHBL CTYJEHTAaMU 3a04YHOM (POPMBI MOJTYyUYCHUS
oOpazoBanus oTBoAUTCS 10 yacoB ayAUTOPHBIX 3aHITHH, U3 HUX JIEKIUI — 6 4acos,
MPaKTUYECKUX 3aHITHI — 4 yaca.

@opMOM UTOTOBOTQ KOHTPOJIS 3HAHWUW, YMEHUW U HABBIKOB CTYICHTOB
SIBJISICTCSI 3a4ET.



COIEPKAHUE YYEBHOI'O MATEPUAJIA

TEMA 1. I'eHeTHKa: npeaMeT, 321a41, MeTOAbI U HCTOPUS PA3BUTHUSA

[Ipenmet reneruxu. [{ens u 3apaun qucUIUIMHBL « OCHOBBI TE€HETUKN.

HcTtopusi pa3BUTHS TEHETUKH Kak (PyHIaMEHTaIbHOW HAayKH, H3ydarollei
MPOLIECCHl  MPEEMCTBEHHOCTH  KU3HHM HA  MOJICKYJISIPHOM,  KIIETOYHOM,
OPraHU3MEHHOM U MOMYJSILIMOHHOM YPOBHSIX.

OcHOBHBIEC pa3/ielibl COBPEMEHHOM TI'€HETHUKH: OOIlas TeHETHKa, IeHeTHKa

MHKpPOOPTaHU3MOB, pacTeHuH, ’KUBOTHBIX, M€ IUIIMHCKAsI FeHETHKA,
[ICUXOT'€HETHKA.

CoBpeMEHHBIE  METOJBI  MCCIICIOBAaHUS  T'CHCTHUKH  4YCJIIOBEKa  —
FEHEAJOTHYECKHUH,  IUTOT€HETHYECKUH, OJIM3HEIIOBBIM,  TOMYJISAIIMOHHBIN,
OMOXMMHYECKHUH.

TEMA 2. OcHOBBI MOJICKYJISIPHON I'€HETUKH

OcHOBHBIE (PYHKIMHM U CTpPyKTypa OeJka. Crpoenne u (QyHKIUH
HykJIenHOBBIX KucnoT: JJHK n PHK. I'eneTnueckuit €01 CBOMCTBAa FTEHETUYECKOTO
KOJIa.

Martpununslie npouecchl B kietke. Penmmkanns [JTHK. [TonykoHcepBaTuBHBIN
tun  permkanuun - JIHK.  buocunres . 6enka. Tpanckpuniusa. CrpoeHue
TPAaHCKPUIILIMOHHOW eauHuIbl. OpraHu3alys OPOMOTOPHBIX M TEPMUHATOPHBIX
Yy4acTKOB. DK30HUHTPOHHasI CTpyKTypa reHa. O0pazoBanue npo-uPHK y sykapuor.

IIponeccunr u crnancur. Tpanemsauusa. MexaHu3Mbl TPaHCISIUUUA U €0
JTaIlbI.

Opranusanus reHoB. Y TaKOBKa FEHETUYECKOTO MaTEpHaIa.

TEMA 3. llutosoruueckue 0CHOBBI HACJIEACTBEHHOCTH

Knerounsiii puki.-MuTto3, Kak MeXaHM3M O€CIOJOoro pPa3MHOXKEHHS Y
AyKapuoT. Melo3/KaK [IUTOJOTMYECKasi OCHOBA 00pa30BaHUs U Pa3BUTHUS MOJOBBIX
KJIETOK. [[uToreHeTHaECKas XapakTepucTuka Meosa. [[puHunnuansHeie pa3anyaus
MIOBEJICHHS] XPOMOCOM B MHUTO3€ U MEUO3€E.

[utorenernka wyenoBeka. MHAMBHIYanbHOCTP W HApHOCTh XPOMOCOM.
BunoBas cnenupuyHOCTh uynciaa U MOPPOJIOTHH XPOMOCOM. JIUTionaHbiii Habop
XpPOMOCOM B COMAaTHYECKHUX KJETKaxX. ['OMOJIOrMuHbBIE XpOMOCOMBI. [ aruioniHbIi
HAaOOp XpOMOCOM B TMOJOBBIX KJIETKaX. AYTOCOMBI U IOJIOBBIE XPOMOCOMBI.
Kapuorumn yenosexa.

TEMA 4. 3aKkOHOMEpPHOCTH HACJIe[IOBAHUSA NIPU3HAKOB

HacnenoBanue mpu MOHOTHOPUAHOM M TOJMTHOPHIHOM CKPEIIMBAHUSX.
[TonsTne o reHax ©W awiendax. AJenu3sM. MHOXKECTBEHHBIN — aJlIeIn3M.
B3aumoieiicTBre ansiebHBIX T€HOB (IOMUHUPOBAHUE, HETIOJTHOE TOMUHUPOBAHUE,
KOJIOMUHHUPOBAaHUE, TpajyadbHOE JCHCTBUE TE€HOB, CBEPXJOMHUHUPOBAHUE).
[lepBoiii 3akoH Menpaens. Pacuienienve mo (peHOTUIY W T€HOTHUITY BO BTOPOM
MOKOJICHUU. ['OMO3WIOTHOCTH M TETEPO3UTOTHOCTh. BTopon 3akoH MeHuens.
[{utonoruueckue OCHOBBI MOHOTHOPHUIHOTO CKpemnuBanus. HaciemoBanue mpu



JUTHOPUIHOM CKpelrBaHuu. Tpetuid 3akoH Mennens. [{utomorndyeckue OCHOBBI
HE3aBUCHUMOT0 HACJIENOBaHUS NpHU3HAKOB. HacrmenoBanue mpu B3anMOAEHCTBUU
HEAUICIIBHBIX TEHOB: KOMIUIEMEHTAPHOCTh, 3mucTa3, nonumepus. [lonstue
aIIUTUBHOTO JICUCTBUS Te€HOB. I'eHeTMKa II0Ja M CHCIVICHHOE C IIOJIOM
HacJIeJIOBaHUE.

TEMA 5. U3MeH4YUBOCTD

Knaccudukanus wu3MeHunBocTd. MonudukauvonHas HU3MEHYUBOCTD.
Teparorenes, wmopdo3bl, ¢eHokonuu. [‘eHoTHNHMUYecKass  MU3MEHYUBOCTD.
KoMOuHaTuBHAast U3MEHYMBOCTD.

Mytanuonnas Teopus I'. ne ®puza. [lpuHuune!l kinaccudukanuii MyTaIuu.
['enepaTuBHBIE W comaTuyeckue MmyTanuu. CIOHTaHHbIE W WHIYUWPOBAaHHBIC
myTaruu. Knaccudukamus MyTaiuii o xapakrepy M3MEHEHHs TeHOMa.

I'ennbie myTanuu. ['eHOMHBIE MyTaliiu. XpOMOCOMHBIE MyTallH.

TEMA 6. HacaeacrBeHHbIe 00J1e3HM U MX KiIaccnuxkanus

Omnpenenenue MOHATUNA HACIIEICTBEHHOM M BPOXAEHHOU Oosne3Hu. TepmuH
«cemeiriHas 0osie3Hb». bone3Hu ¢ HaclaeACTBEHHOW MpeapacloyiOKEHHOCTHIO.
MoHoreHHble 00JIE3HH ¢ HACJIEICTBEHHON MPeapacHO0KEeHHOCThI0. [lonurennple
OOJIE3HH C HACJEACTBEHHOM MpEpaClOIOKEHHOCThI0. [IoHsATHE TeHEeTHYecKOro
rpy3a. OOmme 3aKOHOMEPHOCTH TATOr¢He3a: KIMHUYECKUN MOIuMOp(usMm,
T€HETUYECKasi TETEPOr€HHOCTbD.

XpomocoMHbIe 00JI€3HHU, ONpeACisieMble XPOMOCOMHBIMU U T€HOMHBIMU
MyTalUSIMU.

Knaccudukanus HacleJeTBEHHBIX TEHHBIX 3a00JIEBaHHI IO XapakTepy
METa0OJMYECKUX PACCTPOUCTB: HApyIIEHUST OOMEHa aMUHOKUCIIOT, JIUIMUJOB,
yriieBooB. Knaccudukaius-HacaeCTBEHHBIX T€HHBIX 3a00JIEBaHUN 110 OpPTaHHO-
CUCTEMHOMY MPU3HAKY: HAPYLICHHUS KPOBEHOCHOM, SHIOKPUHHOMW U IPYTUX CUCTEM.
Knaccuduxanus HaeaeCTBEHHBIX T'€HHBIX 3a00JIeBaHUN MO TUIYy HACEI0BaHUS:
ayTOCOMHO-JOMUHAHTHBIN, ayTOCOMHO-PELIECCUBHBIM, X-CLETUJIEHHBIN
pEleCCUBHBIN U JOMUHAHTHBIN TUIT HACJIEIOBAHMUSI.

Kartanor HacnencTBeHHBIX TeHHBIX Oosie3He uenoBeka Bukropa Mak-
Krrocuka.

TEMA 7. XpoMocoMHbIe 00JIe3HH

D¢ hHeKTh XPOMOCOMHBIX AHOMAJIMKM B OHTOT€HE3e: JICTAIBHBIN U OTKJIOHCHUS
B pa3BuTud. [eHeTHueckue W (HEHOTUNMHYECKUE OCOOCHHOCTH CHHJIPOMOB,
OOyCJIOBJICHHBIX ~ aHOMAJUSMU 4YHUCIAa XPOMOCOM (T€HOMHBIC  MYTaIlUH).
KusznecnocoOHOCTh ayTOCOMHBIX TprucoMukoB. Cunnpom Jlayna, cuaapom Ilaray,
CHUHJIpOM JJBapjca.

I'eneTnueckue u (heHOTUNTHYECKUE 0COOEHHOCTH CHUHJIPOMOB,
00YCJIOBJIEHHBIX CTPYKTYPHBIMU aHOMATUSIMU XPOMOCOM. TpaHCIOKAIMOHHBIN THIT
oosie3nu Jlayna. CHHIPOM «KOIIAYbEro KPUKay.

I'eneTnueckue u (heHOTUITHYECKE 0COOEHHOCTH CHUHJIPOMOB,
OOyCJIOBJICHHBIX HApYIIEHUSMH B CHCTEME TIOJIOBBIX XpomocoMm. CHHIpOM



Knaitnpensrepa. Cunapom Illepemenckoro-TepHepa, cunapoM ayOiIb-Y,
Tpucomus X.

TEMA 8. HacseacrBeHHbIe TeHHbIEe 001€3HH

HacnencrBeHHnble TeHHBIE OOJE3HHM C ayTOCOMHO-JIOMHUHAHTHBIM THIIOM
HacienoBaHus: cuHApoM BaapaenOypra, cunapom Mapdana, cungpom
Pexnunaxay3eHna.

HacneactBeHHbie reHHbIE OOJIE3HHM C ayTOCOMHO-PELECCUBHBIM THIIOM
HacJeIOBaHUs: (PEHUIKETOHYpHUS, TallaKTO3eMHsl, TOMOLIMCTHUHYPHUS, CHUHAPOM
VYepa.

HacnenactBennsie reHHble OO0JE€3HHU, CIEIUICHHBIE C TIOJIOM: CHHIIPOM
Maptuna-bemna, cuaapom /romieHa.

MoHorenHble HapymeHuss 3peHus. Karapaktel. [IUIrMEHTHBI pETHUHHT.
PerunoGnacroma.

HacneactBeHHass MoOHOCHMMNTOMATHYecKas (M30JUMpOBaHHAs) TiIyXoTa H
TyroyXocTb. Tumbl OpakOoB M TE€HOTHUIIBI MOTOMKOB.  ACCOPTHpPOBaHHBIE OpakKu
Mexay riayxuMd. COOTHOIIEHHWE MEHIETUPYIOImNX (HOpM  BpOXKIECHHON
HEHPOCEHCOPHOU IIYXOThI M TYTOYXOCTH C Pa3IWIHBIMH TUIIAMH HACIEAOBaHUS.

I'eHeTyeCcKnE OCHOBBI PEUYEBBIX PACCTPOMCTB. PeueBble paccTpolicTBa Mpu
MOHOTEHHBIX cuHApoMax. HacienctBeHHbIe \POPMbI puHOIATUU. MOHOTEHHbBIE U
MOJIMT€HHBIE MOJIENI HEBPOTUYECKOTO 3aMKaHMUSI.

TEMA 9. /InarsHocTuka, JiedeHne U NpoQPuIAKTHKA HACJIEeACTBEHHBIX
0oJie3Heit

Meauko-reHeTUYeCKOe KOHCYJIbTUPOBAHUE, €ro 3Tamnbl, 3()(PEeKTUBHOCTS.
[TpuHIMIIBI pacyeTa FeHETHYECKOTO PUCKA.

[IpuHUMIIBI  JeYE€HHS:~ HACIEACTBEHHBIX Oone3Held. CuMITOMaTHYECKOe
JICYEHHE. [Tatoreneruteckoe JICYEHHE. XUpypruueckoe JICYEHHE.
[IpodunakTuyeckoe JeHeHue.

[Ipodpunaktuka HacnencTBeHHbIX Ooiie3Heil. [IpenartanbHas (moponoBas)
nuarHoctuka. Y 3M kak mpocenBaromuil U yTOYHSIONMNA METOJ. AMHHOIIEHTE3 U
ouoricus xopuoHa. [lpoceuBaromme MeTOAbI MPEHATANIbHOW JIMArHOCTHKHU.
[Toka3zaHus K MPEHATAIIBHOW TNATHOCTHUKE.
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YYEBHO-METOJIMYECKASI KAPTA YYEFHOM JUCIUIIJIMHBI «OCHOBBI TEHETHKN»
JHEBHAS ®OPMA ITOJYYEHUSA OBPA3OBAHUSA

Howmep pa3aena,

TEMBbI

Ha3Banue pa3aesia, TEMbI

KoaunuecTBO AYAUTOPHBIX YaC0B

Jlekuuu
IIpakTnyeckue
3aQHATHA
Cemunapckue
3aQHATHA
JlabopaTopHbie
3aQHATHA
Yipasiasiemasi
CaMOCTOsITeJIbHA

s1 padoTa

HNHoe

w

DopMa KOHTPOJIA
3HAHMH

=

FreHemuka: npedmem, 3a0a4u,
mMmemoOdbl U ucmopus padsumus

N
o~
1
1

[1]
[5]
[13]

1. CocTraByiieHue reHorpamMm Io
M3y4yaeMOMY TIPH3HAKY.

2. YcTaHOBIEHHE THIIA HACIIEIOBAHUS
MIpU3HAKA.

3. OnpeneneHrue reHOTUIIOB YJICHOB
POAOCIIOBHOM.

3. YcTaHOBIIEHHE 10JIA BIUSHUS CPEABI U
TE€HOTHIIA Ha TIPOSIBJICHUE TIPU3HAKa 110
dbopmye XonbleHrepa.

4. YcTaHOBIIEHHE YaCTOT BCTPEYAEMOCTH
TC€HOB ¥ T€HOTHUIIOB B MOIYJISIIUU 33724 110
dbopmyne Xapau-Baitn6epra

OcHoebl MOﬂeKyﬂﬂpHOﬁ 2eHemuKu

[2]
[3]
[8]

1. KonTposasHas pabora Ne 1
«MonekymnspHas TEeHETUKA.

2. MoaenupoBanue perunkanuu JJHK.

3. MonenupoBanue 6nocuHTe3a Oelka:
TPAHCKPUIIIIHS, TPAHCIISIIHSL.

4. PacmmdpoBKa reHETHYECKOro Koja.
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Lumonozu4yeckue ocHOBbI
HacnedcmeeHHocmu

[5]
[14]

1. CoctaBieHue cxem NOBEACHUS B MUTO3€
1 Mel03€ 2-X Map FOMOJIOTHYHBIX XPOMOCOM.
2. 3anonHenue Tabaunpl «CpaBHUTENbHAS

XapaKTEPUCTUKA MUTO3a U MEHO03a».

3. CocTaBieHuE CXEMbl FTaMETOreHE3a
MY>K4YHHbBI, TOMO3UTOTHOI'O 110 T€HY A U
reTepOo3UTroTHOTO (Aa), HAaUMHAas CO CTaAUU
CIiepMaTOreHe3a, KOTOPhI UMEET OJIHY Mapy
XpPOMOCOM.

4. CocTtaBneHue CXeMbl FTaMEeTOreHe3a
MYKYUHBI, TOMO3UTOTHOIO MO reHam A u B
Y TUreTepo3urotTHoro (AaBB).

3akoHomepHocmu HacnedosaHus
Nnpu3sHaKoe

[1]
3]
[5]

1. Pemrenne 3amad mo MOHO- U
JTUTHOPUTHOMY CKPEIIMBAHUIO.

2. Pertenue 3a7a4 Ha MHOXKECTBEHHBIN
aJIJICIIU3M.

3. Penrenue 3amad 1o HacJIeIOBaHUIO
MIPU3HAKOB, CIEIIJICHHBIX C MOJIOM.

N3meH4YuUBoCcMb

[2]
[4]
[7]

1. Kontponbnas padota Ne 2
«I3MEeHUNBOCTDY.

2. MoaenupoBaHue MyTallUOHHOTO
MpoIecca Ha pa3HbIX YPOBHSAX OpraHU3aIuu
T€HETHUYECKOr0 MaTepuraa.

HacnedcmeeHHbie 60ae3HU U ux

[2]
[5]

3anosHeHne TaOIUIIbI IO MPUHIIUIIAM
KJ1accu(pUKaIMK HACIIEACTBEHHBIX O0se3Hen

Knaccugppukayua [13] | c mpumepamu HanboIIee YacTo

[14] | BcTpeuarommxcst 3a00JICBaHHIA.

[2] 1. TecToBBIif KOHTPOIH «XPOMOCOMHBIE
XpomocomHele 60one3Hu [11] | Gone3Hum».

[12] | 2. 3anonHeHue TabauIBI « XPOMOCOMHBIC

0oJIE3HNY.
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HacnedcmeeHHbie 2eHHbie boae3Hu

[2]
[9]
[10]
[11]

1. TecroBbit KOHTpONIBb «Haciencreennsie
TeHHbIE OOJIE3HUY.

2. 3anonHeHue TabIUIbI
«HacnencTBeHHbIE TEHHBIE OOJIE3HNY.

AuazHocmuKa, nevyeHue u
npogunakmuka HacnedcmeeHHbIX
6onesHeli

[2]
[5]

Brictymnnenue cTyA€HTOB C COOOIICHUSIMU:
«CoBpeMEeHHbIE METObI TUArHOCTUKU
HAacJIeICTBEHHBIX 3a00JIEBAHHIA,
npumensieMmbie B Pby; «Jluarnoctuueckue
T€HETUYECKHE LIEHTPHI B Pby,
«IIpodunakTuka HacIEICTBEHHBIX
3a0071eBaHN (BBICTYIJICHUE TIEPE]T
YYAITUMHICS CTAPIINX KJIACCOB)»
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YYEBHO-METOIMYECKASI KAPTA YYEFHOM JUCIUIIJIMHBI «OCHOBBLI TEHETUKN»
3AOYHASA ®OPMA TIOJYYEHUSA OBPA30OBAHUA

KoaunuecTBO AYAUTOPHBIX YaC0B
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1. 2 2 - - - [2] 1. MonenupoBanue perunkaruu JJHK.
OcHoebl MoneKynapHoU 2eHemuKu [3] 2. MoaenupoBaHue OMOCHHTE3a OeJIKa:
[8] | TpaHCKpHIIINS, TPAHCIALHMA.
3. PacmindpoBka reHeTUYECKOro KOJa.
2. - 2 - - - [1] 1. Pemenue 3amad 1Mo MOHOTHOPHIHOMY
3akoHomepHoCcMu Hacnedo8aHus [3] | ckpemmBanmio.
npusHakoe [5] 2. Pemienue 3agad Ha MHOKECTBEHHBIN
AIJICITU3M.
3. Pemenue 3amad 1O HACJICIOBAHHUIO
MPU3HAKOB, CIICTICHHBIX C MOJIOM.
3. 2 - - - - [2] 3anonHeHne TabIuIlbl « XPOMOCOMHBIE
XpomocomHele 60one3Hu [11] | 6oxe3um».
[12]
4, 2 - - - - [2] 3anonaenne Tabmuibl «HacnencTBeHHbIC
HacnedcmeeHHble 2eHHble 60ae3HU [9] | renuble GonesHmY.
[10]

[11]




NHOOPMAIMNOHHO-METOINYECKASA YACTD

JIMTEPATYPA OCHOBHAS

1. Acanos, A.JO. Meaununckas reseruka / A.JO. Acanos, H.I1. boukos,
H.A. XKyuenko. — M.: 'DOTAP-manua, 2008. — 230 c.

2. Hamusens, O.B. ['enetnueckue HapylIeHUS W UX MPOSIBJICHUE Yy JIUII C
ocobeHHocTsIMU nicuxodusnueckoro pazsutus / O.B. lanusens, JI.M. KykymikuHa.
— Mumnck: BI'TTY, 2009. — 64 c.

3. 3asm, P.I'. OcnoBrl o0meii 1 MmeaumuHckoi remetuku / P.I'. 3asm, 1.B.
PaukoBckas. — Munck: Bermiinras mikoia, 2003. — 232 c.

4. MactiokoBa, E.M. OcHOBBI reHeTUKH. KIIMHMKO-TreHEeTHYeCKHe OCHOBBI
KOPPEKIMOHHOMN MeIaroruKy U crieraibHoi ncuxosiorun / E.M. MactiokoBa, A.T.
MockoBkuHa. — M.: Baagoc, 2001. — 367 c.

5. IlleBuenko, B.A., Tonmopuuna H.A., CtBomunckas H.C. T'eneruka
YeJoBeKa: y4ueO. A CTy/I. BBICII. y4eO. 3aBeICHHI: — 2<€ UJ., UCIIp. U J0T. — M.:
['ymanut. u3a. uentp BJIAJIOC, 2004. — 240 c.

JOHOJIHUTEJBbHASA

6. Acanos, A.FO. OcHOBBI T€HETHKN U HACJICJCTBEHHbIC HAPYILICHUS Pa3BUTHUS
nerert / A.JO. Acanos, H.C. [lemukoBa, H.C. Mopo3zoB. — M.: Akanemus, 2003. — 216
C.

7. I'atinytounoB, M. K. Menuumnackas reneruka / UK. Talinytounos, 3./1.
Py6ax. — PoctoB u//1; ®enike, 2007. — 315 c.

8. Kamunuckas, J.A.~O6mas renernka / D.A. Kamuuckas. — MuHCK:
Brmmsiimas mkona, 1992.~ 352 c.

9. Konnrcmapk, B.B. ['eneTndeckne u MmeTaboanvecKne HapyImieHusl ciuyxa /
B.B. Konurcmapk, P:JI. I'opnun. — M.: Meauuuna. — 320 c.

10. Kopeukun, JI.. Beeaenne B Heiporenetuky / JL.U. Kopoukun, A.T.
Muxaiinos. — M.: Hayka, 2000. — 275 c.

11. Kykymikuna, JI.M. ['eHeTHUeCcKHE U KIMHUYECKUE OCOOCHHOCTHU JIETEH C
HapyieHusMu nicuxodusnyeckoro pazputus / JI.M. Kykymikuna. — Munck: BI'TTY,
2003. - 38 c.

12. MapunueBa, [.C. VYMCTBEHHas OTCTajlOCTh TMpPHU HACJIEICTBEHHBIX
6onesnsx / I'.C. Mapunuesa, B.U. I'aBpunioB. — M.: Menununa, 1989. — 255 c.

13. MytoBuH, I'.P. OcHoBbl kinHn4eckoit reHetuku / I'.P. MytoBuH. — M.:
Bricmas mkona, 2001. — 234 c.

14. TIpuxonuenko, H.H. OcunoBbl renetuku / H.H. Ilpuxomuenxo, T.II.
[xypart. — PocroB uv//1: ®enuke, 1997. — 357 c.



3AJJAHUSA IO YIIPABJISIEMOM CAMOCTOSITEJIBHON PABOTE
CTYJIEHTOB
(nHeBHas1 popMa moTyueHust 0Opa3oBaHNs)

Tema. IluTos10ru4ecKkne OCHOBBI HACJIEICTBEHHOCTH

Heau: chpopmupoBaTh NpeACTaBICHUS O MEXaHU3Me (OPMUPOBAHUS TaMET,
npuuuHax (OPMUPOBAHUSA PAa3HBIX TaMeT y OJHOTO OpraHu3Ma, c(hopMHpPOBATH
YMEHMSI COCTABIIATh CXEMY ITOBEIEHUE XPOMOCOM B MUTO3€ U MEHO03€E.

3aoanusn

10.CocTaBuTh cXxeMy IOBEJIEHUS B MHUTO3€ 2-X TMap T'OMOJOTHYHBIX
XpOMOCOM, KOTOPbIE UMEIOT Pa3Hyto Gopmy.

11.CocTaBuTh cxeMy TOBEIACHUS B MeHo3e 2-X TMap TOMOJOTHYHBIX
XPOMOCOM, KOTOPBIE UMEIOT Pa3HyIo GopMy.

12.CpaBHuth cxemy MuTO3a M Meino3a. llepeuucauts oOmme dYepThl U
OTJIMYMSI MUTO3a U MEHO03a.

13.CocTaBuTh CXeMy TaMETOT€HEe3a MY>KUHWHBI, FTOMO3UTOTHOTO TO TeHY A
(w1 a), HauMHAs CO CTAJUM CIEPMATOTeHE3d, -KOTOPhI HMMEET OJHY Mapy
XPOMOCOM.

14.CoctaBuTh CXE€My TraMeToreHesa . IeTepo3uroTHoro (Aa) MyXYUHBI,
Ha4yuHas CO CTAJIUU CIIEPMATOTOHUS, KOTOPBIN UMEET OJHY Mapy XPOMOCOM.

15.CocTaBuTh CcXxe€My ramMeToréHe3a MY>KUYHUHbBI, TOMO3UTOTHOTO MO JIBYM
napam reHoB A (uiau a) u B (vn B), HaUMHAs CO CTa U CIIEPMATOTOHUS, KOTOPHBIi
MMEET ABE Mapbl XpoMocoM. HeroMoJioTHuHbIE XpOMOCOMBI HAPUCYITE Pa3HBIMU 10
dbopme u pazmepam.

16.CocTaBuTh CXeMy TAMETOTeHe3a TUTeTepo3uroTHOro (AaBB) My K4uHBI,
HAYWHAsl CO CTaJAuu CTIEPMATOTOHMS, KOTOPBIM HMMEET JBE Mapbl XPOMOCOM.
Heromonorununbsie XpoOMOCOMBI HAPUCYWUTE pa3HBIMU TIO (OPME U pazMepam.

17.B moTOMETBE KakKuX OPraHU3MOB BO3MOXXHO OXMJATh OOJBIIOE
pazHooOpa3ue;-TeX, KOTOPhIE Pa3MHOXKAIOTCS BET€TaTUBHBIM UJIM TOJIOBBIM ITyTEeM?
[Touemy?

18. HopManpHOE KOJTMYECTBO XPOMOCOM B KJIETKaX ueioBeKa paBHsSETCA 46.
CKOJBKO XpOMOCOM UMEIOT: CLIEPMATO30UIbI, SIMIICKIIETKA, MOJISIPHBIC TEbIA?

Jumepamypa

4. Acanos, A.JO. Megununckas reuetuka / A.JO. Acanos, H.II. boukos,
H.A. XKyuenko. — M.: [DOTAP-manua, 2008. — 230 c.

5. 3asn, P.I'. OcHoBbl 0o0me#n m MemuimHckod reHetmku / P.I'. 3asr,
N.B. PaukoBckast. — MuHck: Beimmitmas mikoia, 2003, — 232 c.

6. IlleBuenko B.A., Tomopuuna H.A., CrBosmnckas H.C. I'enetuka
yejioBeka: yuel. i CTy. BbICHI. yuel. 3aBeIcHUi. — 2-¢ UJl., ucup. u Jom. .— M.:
I'ymanut. uza. uentp BJIAZIOC, 2004. — 240 c.

Tema: XpomocomHbIe 00/1€3HH



Hean: cpopmMupoBaTh yMEHHE OINPEAENSITH XPOMOCOMHBIE OOJE3HU TIO
(beHoTUITy 1 XpOMOCOMHOMY Ha0bO0pYy.
3anaHue: 3aM0JTHATE MTYCThIC SSYCHKH COOTBETCTBYIOMIEH HH(MOpMAITHEH.

NeNe Ha3zBanue Tun XpoMoOCOMHBI

IpusHaku
n/n CHHIPOMA MYTallH Hadop
7. - - - 46, XX (XY) del

5p
8. - NHTennekryanbpHas - - -
HEJIOCTaTOYHOCTB;
- MUKpornedaabHbIN
YeperI ¢
BJIaBJICHHBIMU
BHCOYHBIMU
00J1aCTIMH;
- pacienuHa ryosl u
HeOa;
- AHOMAaJIHSI KUCTH.
9. - Cungpom - -
Knaindesisrepa
10. - + - 46, XX (XVY)
t (21/13)
11. - Cunapom - -
DnBapaca
12. - - - 45, XO
Jumepamypa

7. Janusens, O.B. 'eHeTnueckue HapylmIeHUs U MX MPOSIBJIECHUE Y JHI| C
ocobeHHocTsIMU nicuxoduinueckoro pazsutus / O.B. lanusens, JI.M. KykynikuHa.
— Mumnck: BI'TTY, 2009. — 64 c.

8. Kykymikuna, JI.M. I'eHeTndyeckue u KIMHUYECKUE OCOOCHHOCTH JIETEH C
HapyeHusaMu ncuxogusznyeckoro pazputus / JILM. Kykymkuna. — Munck: BI'TIY,

2003. -38 c.
9. llleBuenko, B.A.. I'enetuka wyenoBeka: y4eO. AJig CTyHA. BBICHI. Y4eO.
3aBefeHu. — 2-¢ ua., mcnp. m gom. / B.A. Illewenxo, H.A. TomopHuHa,

H.C. CtBosnHckas.— M.: I'ymanurt. u3a. uentp BJIAZIOC, 2004. — 240 c.




Tema. HaciiencTBeHHbIEe TeHHbIE 00JIE3HI

Heab: chopmupoBaTh yMEHHE ONpPENEISITh HACICACTBEHHBIE T'CHHBIC
0one3Hu 1Mo (PEHOTUNY U JIOKAIM3AIMHM MATOJOTHYECKOro TreHa; cHopMHpOBaTh
YMEHHE TPOTHO3UPOBATH TMOSBICHUE HACIEICTBEHHBIX T€HHBIX OOJIe3HEeW Ha
OCHOBAHUWH JJTAaHHBIX O THUIIE HACJIEAOBAHUS U THUIIE MYTALUH.

3agaHme: 3aM0JIHUTE MTyCThIE SYEUKU COOTBETCTBYIOLIEH HH(OpMAIUE.

Ne | IlpusHaku Ha3BaHnue Tun Mecrto Tun HN3menen
n/ NATOJOTHU | HACJEAO | JIOKAJTH3AUUM | MyTallul HBbI

1| BAHUSA reHa B 0eJIoK
XpOMOCOMe

1 2 3 4 S 6 7

9. | - UnTennexry - - - - -
albHast
HEI0CTaTOYHO
CTb;

- HEBPOJIOTHY
€CcKHe
HapyLICHUS;

- HapylIEeHUs
IUTMEHTALUU.

10. | - ITurmMeHTHBI - - - - -
1 PETUHUT;

- BPOXKJICHHAA
HEUPOCEHCODP
Has  MoTeps
CIIyXa;

- HapyIlICHUS
BECTUOYJIIPHO
1 CUCTEMBL.

11. | - - - - - IucraTuo
HUH-
CHHTE3a

12. - - - 9p13 - -

13. | - UnTennexry - - - - -
albHast
HEJO0CTAaTOYHO
CTb;

- HapyIICHUs
peuu;

- KOXa
YyBCTBUTEIbH
a K




ynbTpoduone

Ty,

- CyIOPOKHBI

W CUHJIPOM.
14. | - Cunapom -

Baapnenoyp
ra

15. | - - Xp21
16. | - Jucoporopi - -

Ui B POCTE
TYJIOBHIIA U
KOHCUHOCTEH;
- KUCTH u
CTOIIBI
JUTUHHBIE v
TOHKHUMH
naykooOpasH
BIMH
MaJIbIlaMu;

- TJIa3HbBIC
aHOMAJIHH.




INEPEYEHDb UCIIOJIb3YEMBIX CPEACTB IMAI'HOCTHKHA
PE3YJBbTATOB YYEBHOU JEATEJIBHOCTH

TECTOBBIA KOHTPOJIb;

YCTHBIN ONPOC;

MOATOTOBKA pedepaToB U YIEOHBIX COOOIIEHNI;
PAaKTHUECKOE 3aaHUE;

MOJATOTOBKA MYJIbTUMEIUUHBIX MPE3CHTALINM.



MPOTOKO.I COIJIACOBAHUS YYEBHOM TPOI'PAMMBI

Haszeanue Kadenpa, [Ipennoxenus o0 | Pemenue,
JTUCUUIUINHBL, oOecreunBaroiasl | U3SMEHEHUSIX B MPUHATOE
M3y4YCHHE KOTOPOU | U3YyUYEHHE dTOU coAepKaHUU kadenpoit,
CBS3aHO C JUCUUTUTUHBI y4ueOHOI pa3zpaboTaBuieit
JTUCIUTUTMHON IPOrpaMMBbl y4eOHYIO
paboueii YUPEIKICHUS nporpamMmy (c
IPOrpaMMBbl BBICIIIETO yKa3aHUEM JaThl
oOpazoBanusi o | U Ne mpoToKoJIa)
y4eOHOM
JUCIUTUINHE
Hesponatomoruss | Kadenpa ocHoB C conepxanuem | [Ip. Ne 11 ot
crenuaIbHOU naHHOM yueOHon | 25.06.2013 r.
MEJAaroruku u T CHUTUIAHBI
MICUXOJIOTUH corjacyercs,
3aMEYaHuU U
IPEIJIOKEHAN
HET
AHatomus, Kadenpa ocnon Cconepxanuem | IIp. Ne 11 ot
busnonorus u CIIEIUAJIbHOU nauHOM yuebHou | 25.06.2013 r.
NAaTOJOTUS NEJarOTUuKu 1 JUCITUTUTUHBI
OpraHoB cllyXxa IICUXOJIOTUH corjacyercs,
3aMEYaHnul U
IPEIJIOKEHAN
HET
AHaromus, Kadenpa ocHoB C comepxannem | [Ip. Ne 11 ot
dbusuonorus u CrIeMUaJILHOMN naHHou ydyeoHout | 25.06.2013 r.
NaTOJIOTUS NEJarOTUKU U JUCITUTUTHBI
OpraHOB 3pEHUS IICUXOJIOTUH corjacyercs,
3aMEYaHUU U
MPEIOKEHUMN
HET
Knunnueckue Kadenpa ocnon C conepxanuem | IIp. Ne 11 ot
OCHOBEI CIIEIAILHOMN naHHou ydyeoHout | 25.06.2013 r.
MHTEJUIEKTYJIbHBIX | IEJATOTUKH U JUCHUTUTAHBI
HapylIeHUN IICUXOJIOTUHU coryacyercs,
3aMEYaHul U
IIPEAJIOKEHUN

HECT






