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HHPEAUCJIOBHE

['eHeTHKa YeoBeKa M3ydaeT 3aKOHBI HACIEACTBEHHOCTH M WU3MEHYMBOCTHU
YeJIOBEKa, MPOSIBICHUS €ro MOp(o-aHATOMUIECKUX, (PU3NOJIOTHICCKUX U TICHUXH-
YECKUX OCOOCHHOCTEH B OHTOT€HE3€, COOTHOIIICHNUE HACIEACTBEHHOCTH U BO3JICH-
cTBUs (pakTOpOoB cpensl B (hopMHUpOBaHUHN (HEHOTUIMUYECKUX U TICUXO(U3HOIOTH-
YECKUX XapaKTePUCTHK peOeHKa.

OTa HayKa CBsi3aHA HE TOJBKO C OMOJIOTMYECKUMH OCHOBAMH Y€JIOBEKA KaK BU-
Jla, HO U C €ro KyJIbTypHBIMU OOBIUasMH, HAITMOHATLHBIMH TPAWIIASIMH, TIOJTATHYC-
CKUMH U, 0COOEHHO, COLMATLHBIMHU aCTICKTaMH YKU3HH.

Kaxxaplii U3 HAC SBISETCS HOCUTENIEM HM3BECTHOTO KOJIMYECTBA MYTAHTHBIX
TCHOB U IOABEP)KEH PUCKY MPOSIBICHUS T€HETUICCKOTO HAPYIICHUS MM BO3MOX-
HOCTH TIEPEIaYH €0 CBOUM JICTSIM.

OcoOeHHo 0o0blIOe 3HAYEHHE B HACTOSIIEE BpeMs MPUAACTCA TeHEeTHYe-
CKUM (paKTOpaM B BOZHUKHOBEHHUH CIIOKHBIX J1e(DEKTOB, TPEOYIONINX M KOMIUIEKC-
HOTO TOAXO0JIa CO CTOPOHBI CHEIMAIMCTOB Pa3HbIX Mpoduiei, TpeOyommx CoB-
MECTHBIX YCWJIMW Bpadei, IMeJaroros, ICHXO0JIOTOB, JIOTOIEIOB, COIMAIBHBIX pa-
OOTHUKOB ¥ JIPYTHX CHEITHAIACTOB.

MHorue naToJ0ruy B HACTOSIIEEe BpeMs MOKHO TIPEIyTPEAUTh UITU THATHO-
CTHPOBaTh y peOeHKa elle A0 POKIACHHsI, YTO TIO3BOJISET MPOBECTH MPOPHUIAKTUKY
BTOPUYHBIX HAPYIICHUN C TIOMOINBIO MEAUKAMEHTO3HOHN TEpanuu, XUPYypPTruIecKuxX
BMEIIATENILCTB, ICUXOTEPANCBTHYSCKAX WM TICAaroTHYCCKUX BO3JCHCTBHMA, a
3HAYUT - IOMOYb PEOCHKY HOPMaJIbHO Pa3BUBAThHCA.

B Hacrosmem nocobun npeacTaBieHbl COBPEMEHHBIE OCHOBBI 001l TeHEeTH-
K{, XapaKTePUCTHKA HACJIECTBEHHBIX MATOJIOTHA, BOMPOCH MPO(PUIAKTUKA U IUa-
THOCTHKHU HACJICACTBEHHBIX ¥ BPOXKICHHBIX OOJIC3HEH.

['eHeTHYeCKHE 3aKOHOMEPHOCTH HE BCET/Ia JISTKO BOCIIPUHUMAIOTCS U YCBaU-
BAIOTCS, YTO TPeOYyeT OT CTYACHTOB BHHUMATEIBHOTO M3YYCHUS COOTBETCTBYIOIIETO
paszaena win TeMbl. C 1eNbI0 3aKperUIeHUsT U BBIPAOOTKH aIropyuTMa OnpeeieHHsI
THUIIA HACTICIOBAHMS U TPOTHO3UPOBAHUS 3a00JI€BaHUS Y TIOCIEIYIOIIUX TOKOJICHHIA
B ITOCOOME BKJTFOYCHBI TIPAKTUUECKUE 3aJIaHHSI C METOIUICCKUMHE YKa3aHUSIMH 10 UX
BBITTOJTHCHUIO, CJIOBAph TEPMHUHOB, CITHCOK PEKOMEHIYyEeMOW JIMTEpaTypbhl W KOH-
TPOJILHBIE BOIIPOCHI, KOTOPhIE MOTYT PACCMATPHUBATHCS KaK 3a4eTHBIE WM TpUMEp-
HbIE YK3aMEeHAIMOHHBIC.

Takum oOpa3zoM, 3HAHUS B 00JIACTH TEHETUKH MOMOTYT OyAyIIUM CrerHa-
JMCTaM ONPEACIIUTh MECTO M POJIb HACJICICTBEHHBIX ()aKTOPOB B MPOSIBJIICHUU TIa-
TOJIOTHH, pa3paboTaTh aJieKBaTHBIC METOJIbI KOPPEKIIMH W KOMIICHCAIINH, YIHTHI-
Bas MPUYMHY AePeKTa U MEAWIMHCKUI TPOTHO3, MPOBOANUTH Pa3bICHUTEIHHYIO
paboTy ¢ POAUTENSAMH, OKA3bIBasi UM MICUXOJIOTHYECKYIO MTOIIEPKKY.



BBEJAEHUE

['enetuka — ¢pyHIaMeHTaNbHAs HayKa, U3y4darollas Hepa3pbIBHBIE CBOMCTBA
HACJICACTBEHHOCTH U U3MEHYMBOCTHU KMBBIX OPTaHU3MOB, a TAKXKE MPOLECCHI Ipe-
€MCTBEHHOCTH JKU3HHU Ha MOJIEKYJISIPHOM, KJIETOUHOM, OPTaHU3MEHHOM U TOMYJIs-
LIHOHHO-BUJIOBOM YPOBHSIX. JTa HAayKa MpECIeAyeT ABOSKYIO LEJb: TO3HAHUE 3a-
KOHOMEPHOCTEW M MEXaHU3MOB HACJIEICTBEHHOCTH M U3MEHUYMBOCTH, a TAKXKE IO-
VCK IIyTEN NPAKTUYECKOTO UCIIOIb30BaHUs ITUX CBOWCTB.

I'enetuka yenoBeka, HapsaAy ¢ Mopdosoruei, Gu3nogorueil 1 OUOXUMHUEH,
SBJIIETCS] TEOPETUYECKUM (PYHAAMEHTOM COBPEMEHHOU MEAUIIMHBI, B TO K€ BpeMs
OHa MPEACTABISIET OOJIBIION MHTEPEC TS MEeIaroroB U MCUXOJIOT0B, 3aHUMAIOIIIN-
ecst 00yueHHEM U Pa3BUTHEM JIETEH.

Hctopus renetuku cBsizaHa ¢ XX BekoMm, korjaa B 1990 r. Obutn 3aHOBO OT-
KPBIThI 3aKOHBI HACJIEICTBEHHOCTH, YCTaHOBJIEHHbIE ['peropom Mennenem B 1865
T.

[Tepsbiii 3Tan renetuku (1900-1925 rr.) — knaccuueckuit (Mmenaenusm). OH
03HaMEHOBAH OTKPBITUSIMU JIUCKPETHOM HACIEICTBEHHOCTH (XpOMOCOMA, I'€H), CO-
3naHueM xpoMmocoMHoi Teopuu T.X. Mopranom u ero naboparopueit, pa3BUTHEM
TEOPUU MyTalllid, BBEAECHUEM LIMTOTC€HETUUYECKUX METOJOB UCCIEN0BaHUs. B 3TOT
nepuo]1 ObLITU 3aJ105KEHBI OCHOBBI COBPEMEHHOT'O YUEHUSI O HACIIEICTBEHHOCTH.

Bropoii atan (1925-1950 rr.) — 3Tan CUHTETUYECKON I'€HETUKU - 1Al pa3BU-
THUE HOBBIM HANpAaBJICHUSM: WHIYLIUPOBAHHOMY MYyTareHe3y W IMOJIYYEHUIO MyTa-
LW{A C MOMOILIBIO PaJUalii U XUMUYECKHX BEILECTB, & TAKKE CUHTE3Y T€HETUKH C
HBOJIIOIIMOHHBIM YYEHUEM B MIO3HAHUU UCTOPUYECKOTO Pa3BUTHS OPraHU3MOB ((pu-
JIOTEHE3a).

Crnenyrolmm 3TanoM B pa3BUTUX T'€HETHKU CTaJHM MUCCIEI0BaHMs B 001acTu
MOJIEKYJIIPHOI T€HETHKU U FeHeTUKH 4denoBeka. B 1953 r. beuto cosepiieHo oT-
KpBITHE CTPYKTYpbl U (GyHKIIMOHANBHON mpupoasl Mojiekyn JIHK yuenbimu JIxk.
Yorconom u ®@. Kpukom. Y nanoces pacmmdpoBats renetrudeckuit koa: B JIHK 3a-
nucaHa uHGOpMaIUsl O CTPOCHUHU OENKOBBIX MOJIEKYJ >KUBBIX OPraHU3MOB C IO-
MOIIbI0 KOMOMHAINI TpeX HYKJICOTUIOB UX YEThIPEX BO3MOXKHBIX. BBeneHa norma
ononoruu:

HAHK — res — PHK — 6en91§ —>IpU3HAaK.
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TPAHCKPUIILUSA TPAHCIIALMSA peanu3anus
biarogapst ’TuM HCCIIEI0BAHUAM YCTAHOBJICHA POJIb BHEIIHETO U BHYTPEH-
HEro BIMSHHUWA Ha NIPOLECCHl M3MEHEHHs OpraHu3mMoB. COOTHOCHUTENBHYIO POJIb
HACJIEICTBEHHBIX U CPEAOBBIX (PAaKTOPOB HA PA3IMUYHBIX 3Tanax U3y4daroT, UCIOJb-
3ysl METOJbl T'JIbTOHOBCKON T'€HETUKH, ONEPUPYIOLICH TAKMUMH IMOHATUAMM Kak
HEIPEPBbIBHAS U3MEHYMBOCTD, HACIEAYEMOCTh M JABIIEH B HACTOSAIIEE BPEMS OC-
HOBY COBPEMEHHOMY HANPABJICHUIO — ICUXOI'€HETHKA.



OUTOJOTMYECKHUE OCHOBBI HACJIEACTBEHHOCTH

MarepranbHOM OCHOBOM ITPEEMCTBEHHOCTH MOKOJICHUM Y YEJIOBEKA SIBJISICT-
Csl TIPOIIECC OIUTIOAOTBOPEHUS, IPUBOISIINN K 00pa30BaHUIO 3UTOTHI, U3 KOTOPOU
pPa3BUBAETCS HOBBIA OpraHU3M. PenpoyKTUBHBIE KIETKU (TaMeThl) (hOPMHUPYIOTCS
B CHEIUAJIbHBIX KeJe3aX WM TOHAJax - 3TO KEHCKUE SUUYHUKUA U MYKCKHE CEMEH-
HUKH, B IpoIiecce rameroreHeza. KpoMme Toro, ronajsl, Takxe NpoayLUPYIOT rop-
MOHBI, BIHSIONINE HA (PU3WYECKOE Pa3BUTHE U CO3PEBAHMUE PETPOMTYKTHBHBIX Op-
TaHOB, M XapaKTEPHBIC MOJIOBBIE OCOOEHHOCTH.

B auyHrKax HOBOPOXKIAEHHON JAEBOYKHU COJIEPIKUTCS HECKOIBKO COTEH HECO-
3peBIIUX sSUIEKIeTOK. OHU OCTAIOTCS MOKOSIIUMUCS JI0 TEX MOp, MOKa OPraHUu3M
HE JIOCTUTHET MOJIOBOM 3PEJIOCTH, YTO MPOUCXOAUT B Bo3pacte oT 10 mgo 17 ner.
JIeBOUKM pPOXKMAOTCS ¢ M30BITKOM HECO3PEBIIMX SHIEKIETOK, MOTOMY TOJBKO
HEOOJIBIIION TMPOIEHT ATUX KJIETOK CO3pEBaeT, OCTallbHBIE paccachiBatoTcs. Co-
3peBIIUE SUIEKICTKA BBIXOIAT U3 SIMYHUKA (IIPOIECC OBYJISIIIMN) B TEUCHUE BCETO
JIETOPOHOIO nepuoaa — B cpeanem a0 40-45 ner.

HexoTopbie nHbeKImoHHbIe 3a00JIeBaHus, paualius, JeKapCTBEHHbIE Mpe-
napaTthl U Jpyrue ONAacHbIE BO3JIEUCTBUS CPEIbl MOTYT MOBPEIAUTH HECO3PEBIINE
SIMIEKJIETKA U BbI3BaTh F€HHBIE MYTAIIMM U XPOMOCOMHBIE HapyuieHus. [Toatomy
HE00XO0IMMO, HACKOJIBKO 3TO BO3MOYKHO, 3aIIUTUTh SUYHUKU OT ITUX (haKTOPOB.

K nmpumepy, ecnu neBoYKa HYXKJIaeTCsl B PEHTI'€HOJIOTHYECKOM 00cIie1oBa-
HUU, €€ SUYHUKU JOJKHBI OBITh 3aIUIICHBI CBUHIIOBBIM DKPAHOM, KOTOPBIA HE
MPOMYCTUT PEHTTE€HOBCKUE JTyUH.

B oprann3me ManbuMKOB pa3BUTHUE NEPBUYHBIX CIIEPMATO30MI0B HAYMHAECT-
Cs B IEPHO]T MPEHATAIBHOTO Pa3BUTHS MIPH 3aKJIaJIKe TeHEPATUBHBIX TKAHEH, 3aTeM
ux popMHpOBaHUE BO30OHOBISETCS C HAYAJIOM IOJIOBOTO co3peBaHus (Mexay 11-
19 rogamu) u mpoaoIKaeTcs A0 cTapocTH. KnU3HEeCnoCOOHOCTh U MPOAYKTUBHOCTh
CIIEpPMATO30M/IOB 3aBUCIT OT TEMIEPATYpPhI Tella, BO3pacTa, BO3AEUCTBUS CPEAbl U
NepeHeCeHHBIX 3a00JieBaHUM, 00pa3a KU3HH.

OBoreHe3 (pa3BuTHE SUIIEKIETOK) U CIIEpMATOreHe3 CKJIaJbIBAIOTCS U3 Tie-
PHOZ0OB Pa3MHOXEHHUsI, POCTa, CO3PEBAHUS U ellle (JIIs CIIepMaTO30MI0B) Mepruoa
dbopmupoBanus. [lepnoa pasMHOKEHUSI COOTBETCTBYET DSy MOCIEI0BATEIHHBIX
MUTOTUYECKUX JACJCHUMN, MPUBOJAIIMX K YBEIUUYEHUIO KOJUYECTBA MEPBUYHBIX
MOJIOBBIX KJIeTOK. OH XapaKTepeH Il BHYTPUYTPOOHOTO pa3BUTHUS peOeHKa, XPo-
MOCOMHBIN Ha0Op ATUX KJIETOK JAMIUIOWIHBIN, COCTaBIsET 23 maphl.

[Tepuonm pocta cOOTBETCTBYET MHTEp(a3e KIESTOYHOTO IUKIIA, B XOJI€ KOTO-
pOil MPOUCXOAUT YJIBOCHHE XPOMOCOM, Yy MEPBUYHBIX SUIEKIETOK MPOUCXOAUT
HAKOIIJICHUE TTUTATEIbHBIX BEIIECTB, YJHEPTUH, HEOOXOIUMBIX IS TIEPBBIX 3TAMOB
JeJICHUS 3UTOThl. UKCI0 XpOMOCOM B 3TOM IEPUOJIE HE U3MEHSIETCS, OJIHAKO KaX-
Jas peJicTaBlIeHa ABYMS TTOJIOBUHKAMHU — XpOMAaTHIaMH.



Ilepuon co3peBaHus NpOTEKAET B JBa 3Tana, COOTBETCTBYIOMMX 1-My u 2-
My MEMOTHYECKHUM JEJIEHUAM, B PE3YIbTATEe KOTOPBIX YHCIO XPOMOCOM YMEHBbIIIA-
eTcs B 2 pa3a, T.e. UX CTAHOBHUTCS 23, M KaKJlasg XpOMOCOMA IPH 3TOM COCTOUT M3
OJIHOM XpOMAaTHU/IbI.

[lepuon dopmupoBanus, XapakTepHbIi TOJBKO IJisi CliepMaToreHesa, Mmpu-
BOJUT K MOP(OJIOTUUECKON peopraHU3alluu raMeT, Yy KOTOPBIX 00pa3yeTcsi roJoB-
Ka, IIeiKa, XBOCT. My»XCKHE TMOJIOBbIE KJIETKH Pa3BUBAIOTCS KIOHAMH, OOBEIH-
HEHHBIMU MEXIy COOOM HMTOIIa3MATHUYECKUMU MOCTUKAaMH, KOTOpPbIE B KOHIIE
nepuoja paspymarTcs. Hucao XpoMocoM B KaKIOM CIIEPMATO30MI€ B HOPME CO-
cTaBiseT 23.

Crnenyer ydecTh, 4TO U3 MEPBUYHOIO OBOTOHUS Pa3BUBAETCSA TOJIBKO OHA
SAULEKIIETKA, @ U3 CIEPMATOTOHUSA - YETBIPE 3pENbIX CIEPMATO30MIA.

SituekneTka U CriepMaTo30M COAEpKaT TeHETHYECKY0 MH(pOpMaIHio, 3a-
nucanHyo B Bujie mosiekys JIHK — nezokcupudonykiennopoit kuciotsl. JIHK co-
CTOMUT U3 YETHIPEX BUJIOB OCHOBHBIX AJIEMEHTOB — HYKJIEOTU0B, KOTOPBIE IIONAPHO
COCJIMHEHBI, & TAKXKE CBSI3aHbI IPYT C IPYTOM B Pa3JIMYHBIX TOCJIEI0BATEIILHOCTSIX,
00pa3ys JUTMHHBIC [IETTOYKH, UMEIOIINE BUJ ABOWHON criupanu (puc. 1).

2 0 @

1- monexyina /JTHK
2 — HyKJIEOCOMHAsI HUTh («HHUTKa 0yC»)
3- aneMeHTapHasi XpOMaTUHOBAs PUOpUILIA
4- uatepdaszHas xpoMmomepa (IeTesbHask CTPYKTypa)

5 — metadazHas XxpomocoMa

Puc. 1. YnakoBka reHETUYECKOTO MaTepuUaa.

Onementsl JIHK, coemuHeHHble B 0COOOM TOPSIKE, CO3MAIOT CIUHUIIBI,
Ha3bIBAEMbIE€ T€HAMU, KOTOPBIE OMPENENSIOT crieluuueckue 4epTbl 1 0COOEHHO-
CTU OpraHusma, a Takxke peryiaupyror ux. Kaxnas nenouka JJHK, conepxkamas
csoimie 100 reHoB, st 00yiee KOMIAKTHOTO Pa3MENICHHS B KIETKE KOHICHCUPYET-
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XPOMOCOMBI YEJIOBEKA

Kaxnas KneTka 4es0Be4ecKOro Tela, 32 UCKIOUYEHUEM MOJIOBbIX, CONEPKAT
23 mapsl xpomMocoM (uiu 46 onuHOUYHBIX XpoMocoM). [TonHblil HaboOp reHerndye-
ckoro matepuana (JIHK, renos, xpoMocoM), yHaciae0BaHHBIN OT pOAUTENEH, CO-
CTaBJIIET TEHOM — COBOKYITHOCTh T'€HOB, YHUKaJbHasA JJIsI KaXJAOT0 OpraHu3Ma U
COOTBETCTBYIOIIAsA FalIONIHOMY HabOpy XpOMOCOM B TaMeTax.

JI1st COMaTU4ECKUX KIETOK OPraHW3Ma NPUHATO IMOHATUE KaPUOTUI — COBO-
KYITHOCTh BCE€X SIIEPHBIX XPOMOCOM, UMEIOIINX ONpe/iefieHHY0 hopMy, pa3Mephl,
KOJIMYECTBO, XapaKTEPHbIE ISl KayKI0TO BUA.

KopoTtkoe
CnyTHHE Hner
[ [
esrrpoMepa. S Hoxxa EHTPOMEpPA
E,Ll poMepa, Eu po P.a
HneEHHDE
£ nneyo
Teno- AKpo- CyimeTa- Mera-
[[E:HTPI-NECEHE.‘- l.[EiHTPlI"-[E?CE_IiE uﬂmp:{qacxua LIEHTPII‘[E!DEHE

[To ¢popme BBIIEHSAIOT Y€ThIPE OCHOBHBIX THUIIA XPOMOCOM, B 3aBUCUMOCTH OT
MOJIOKEHUS LICHTPOMEPHI — IEPBUYHON MEPETSHKKU: METAllEeHTpUYECKHe, cyOMeTa-
LEHTPUYECKUE, AKPOLEHTPUUECKHUE, TEIOLIEHTPUUECKHE.

ITo COOTHOCHUTENBHBIM pa3MepaM - MAJICHbKUE, cpeaHue, KpynHble. Kaxnas
mapa XpoMOCOM YHUKaJbHasi 1 MOXET OBbITh BblAeNeHa cpeau apyrux. 13 aux 22
Iapbl XpOMOCOM HAa3bIBAIOT ayTOCOMAMH WJIM HETOJOBBIMH XPOMOCOMAMH, a XPO-
MOCOMBI 23-i mapbl Ha3bIBAlOT TOHOCOMAaMH (WM TMOJOBBIMU), TaK KaK MMEHHO
OHU TEPBOHAYAIBHO OMNPEACISAIOT, CTAHET OPTaHU3M MYXKCKUM WJIM JKECHCKHM. Y
YEJIOBEKA 3TH XPOMOCOMBI IPUHATO 0003HauaTh OykBamMu X u Y. JKeHIIMHBI BMe-
10T 1B€ X- XPOMOCOMBI, & MY>KYMHBI OHY X ¥ OAHY Y -XpOMOCOMY, IIO3TOMY KEH-
CKHI MOJI y YEJIOBEKA SBJISIETCSI TOMOTaMETHBIM, a MYKCKOM I€TepOraMeTHbIM. DTO
o0ycraBiarBaeT BO3MOXKHOCTh NIEpeiadu pa3Hoi nH(OpMAaIUU O TOM, KakuM OyzeT
1oJ1 peOeHKa UMEHHO OT OTIIA.

B nauane 70-x romoB Ob11 pazpaboran Meron muddepeHnnansHON OKpacku
XpOMOCOM, KOTOPBIN MO3BOJSAET UACHTU(DUIUPOBATH Kaxayto u3 HuX. CBONCTBEH-
Has MOCJIEIOBATENIBHOCTh CBETIIBIX U TEMHBIX MOJIOC MMO3BOJISIET, KPOME TOTO, C BbI-
COKOM TOYHOCThb OIPEAECIUTh, B KAKOM YYaCTKE XPOMOCOMBI IMPOMU3OILIA Mepe-
cTpoiika. [lonepeynas HCUEPUEHHOCTh XPOMOCOM €CTh PE3YyJIbTAT HEPABHOMEPHOM
KOHJICHCAI[MU TETEPO- U IyXPOMATHHA HAa NPOTSHKEHUU BCEU IMHBI XPOMOCOMBI.



DTOT METOJ UCHOJB3YIOT Ui 00Jiee TOYHOTO OMPEEICHUS TOUEK Pa3phIBOB
XpPOMOCOM M APYTHX HAPYIICHWH, a TAKXKE MO3BOJISIET COCTABJISITh T€HETHYECKUE
KapThl.

COBOKYIIHOCTh T€HOB, JIOKaJM30BaHHBIX B OJHOW XPOMOCOME, Ha3bIBAIOT

rpyNnmnoii cuenseHusi, YUciIo KOTOPHIX PaBHO rarionTHOMY HabOpy XpoMocoMm (23
y 4EJIOBEKA).

Lentpomepa
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Puc. 2. Cxematnueckoe n300pakeHHEe XPOMOCOM dYesloBeka Ipu auddepeH-
UAIBHOM OKpPACKe.

OTH TeHbl HACJIEeIyIOTC COBMECTHO, €CIIHM CLEIJIEHUE MOJHOE, a TAKXKE BO3-
MO>KHO TMOSIBJIEHUE HOBBIX COUETAHUU U3-3a SIBJICHHUS KPOCCHUHIOBEpa, T.e. OOMEeHa
y4aCTKaMU MEX]Iy TOMOJIOTUYHBIMU XpPOMOCOMaMH BO BpEMsl CO3PEBAaHUS TaMeT,
YTO 0COOCHHO 3aMETHO y T€TEPO3UTOTHBIX OPTaHU3MOB M X TTIOTOMCTBA.

[Ipu HEMOTHOM CIETUICHUH T€HOB MPOIEHT KPOCCOBEPOB (0C00EH C HOBHIMHU
COYETAHUSIMHU T'€HOB, a 3HAYUT U MPU3HAKOB) K 0OIEMY YHMCIy MIOTOMKOB OT aHa-
JM3UPYIOUIETO CKpEIMBaHUs — BeIMUMHA nocTtosiHHag. Ha ocHoBanuu yero Tomac
I'ent Mopran (1910 r.) OpeamnosoXxui, 4To MPOLEHT KPOCCHHTOBEpAa OTpaKkaeT
pPacCTOSIHME MEXTy TeHAMH B XpOMOCOME: YeM OOJIbIIIE €r0 BEIMYNHA, TEM JaNIbIIIe
pPacnoJIOKEHbI TEHBI.

3HaHUE PACCTOSIHUS MEXIY T'€HaMH, OCOOCHHO MaTOJOTUYECKUMH, BaXKHO
PU MEIUKO-TEHETUYECKOM KOHCYJIbTUPOBAHUMU.



I9TAIIbI PA3BUTHUS 3APOABIILIA YEJIOBEKA
3auaTue MPOUCXOAUT OOBIYHO B OJHOHM W3 (hajIONHEBBIX TPYO, KOTOpHIE
o0ecrneunBaroT MPOXO/ AUIEKIETOK OT SIMYHUKOB K MaTKe.
Onnog0TBOpEHNE — COBOKYIHOCTH IPOLIECCOB, MPUBOASIINX K CIUSHHUIO
MYKCKHX U JKEHCKHMX raMeT, OObEIMHEHUIO UX A1ep U 00pa30BaHUIO 3UTOTHI, U3
KOTOPOU B JanbHelIeM OyIeT pa3BUBATHCS HOBBIA OPTaHU3M.

Puc. 3. Ctaguu onmomoTBOpeHHs 1 Hadaja apobeHus (cxema).

1 — oomnasma; la — KOpTUKaNbHBIE TpaHyibl; 2 — sApo; 3 — Onectsias obosnouka; 4 —
(GOJUTUKYIIAPHBIN STUTENUH; 5 — CiepMUH; 6 — HalpaBUTEIbHBIC TEJbIA; 7 — JIEJIEHUE CO3pEeBa-
HUS oouuTa; 8 — OYrOopoK OIIOJOTBOpeHHs; 9 — o0ojouka OroAoTBOpeHHs; 10 — KeHCKHi
nponykieyc; 11 — myxkckoi nponykneyc; 12 — cukapuoHs; 13 — nepBoe MUTOTUYECKOE JIEIEHNE
3UTOTHI;, 14 — GacToMephl.

3HayeHue OMIOJOTBOPEHUSI COCTOUT B BOCCTAHOBIICHUU JTUILIOUHOCTH MPU
00BEIMHEHNN OTIIOBCKUX W MAaTEPUHCKUX T€HOB, YTO MPUBOAUT K PA3IUYHBIM CO-
Y€TaHUAM HACJICACTBCHHBIX 3a1aTKOB U pa3Hoo6pa31/I}0 ocoOeH.

B atoT e mepuon omnpenensiercs M 1mosl Oyayiiero peOeHkKa: MOCKOJIbKY B
YKEHCKOM OpraHu3Me BCE SIMIIEKIETKH OJIMHAKOBBI IO TOHOCOMaM (HecyT X — XpOMO-
COMY), @ y MYXYMH CIIEPMATO30M bl MOTYT OBITH ABYX BUIOB ¢ X UM Y — XPOMOCO-
MO, TO X-CIIEpPMAaTO30H1]] B 3UTOTE OYJET MPEAONPEALIIATh POKIACHUE JCBOYKH, a Y -
CIICpMAaToO30M 1 - POXKXKICHUC MaJIbYHKa.

OnHako cieyeT OTMETUTh, YTO (popMUpOBaHUE T0J1a O0JIee CIOXKHBIN, MHO-
ro(akTOPHBINA TPOIIECC, BKIIOYAIOIINN KPOME XPOMOCOM €IIIe U OTPEACIICHUE MoJIa
Ha YPOBHC IrOHa/I, CbeHOTI/IHI/I‘-IeCKoe, IICUXOJIOINYCCKOC U CONAJIbHOC CTAaHOBJICHUC.



MuToTHYecKoe IeNeHHEe 3Ur0Thl HAYMHAET MPEHAaTaIbHOE PAa3BUTHE YETIOBEKA.

OcHogHble 5manvl npeHamanbHO20 pa3eumus:

- npobneHue (cepusi MUTOTUYECKUX JIETICHHUM, B pe3yibTaTe KOTOPBIX
00beM IUTOIIA3MBbI pa3JesisieTcss MeXIy OlacToOMepaMy U 3aKaHUYMBaeTCs 00pazo-
BaHHEM OJIaCTOIUCTHI);

- racTpyJisiuus (MHTETPUpPOBAHHBIA MPOIECC MepepacrpeaesieHus Kie-
TOK OnacTyiiel). B 3TOT mepuos yctaHaBnMBaeTcs IJIaH CTPOCHUS Teja, 3aKiajibl-
BAIOTCSl OCHOBHBIE 3apOJIbIIIEBbIe JUCTKU (IKTOJEpMa, SHTOJIEpMa U Me30]iepMa),
U3 KOTOPBIX OyAyT GOPMHUPOBATHCS pa3IMYHbIe TKAHU U OPTaHBL;

- HeHpynsaus (3aKiajgka HEpBHOW TpyOKu, Narouieil BIIOCIIEACTBUU
HAYaJIo FOJIOBHOMY M CIIMHHOMY MO3TY, OpraHaM 3peHus, CIyXa);

- OpraHoreHe3 u rucrorenes’ (auddepeHupoBka 3apoAbIIIEBIX JTHCT-
KOB Ha OT/JEJIbHBIC TKAHU U OPTaHBI).

OcHoBHBIE 1 Hanbolsiee BaKHbIE MPOLIECCHl OCYIIECTBISIOTCS B MEpBbIC 3
Mecsia BHYTpHYTpOOHOTO pa3Butus (Tadm. 1).

B nocrnenytomiye Mecsipl pa3BUTHE XapaKTEpU3YETCsl HE CTOJIBKO OpraHore-
HE30M, CKOJIbKO YCHJICHHBIM POCTOM ILIOJIa M TKaHEBOU AU(PPEpEeHLIMPOBKO, T.€.
npruoOpeTeHne CPaBHUTEIBHO OJHOPOIHBIMU KJIETKAMHU 3apOJBIIIEBBIX JUCTKOB
0COOEHHOCTE CTPOEHUS M CIEeUUANIU3UPOBAHHBIX (YHKUUN DPA3IUYHBIX THUIIOB
TKaHEe!, aKTUBHBIM POCT OPOPMUBIIMXCS OPTAHOB U YCIIOKHEHUE UX CTPOCHHS.

OcHoBHbIe MOpdoreHeTHYECKHE MPOLECCHI HA HAYATbHBIX

CTaANsIX PA3BUTHS YeJI0BeKAa Taoauna 1.
Mopdorenernyeckuii mpouecc JIuu mocJie
OIIOAOTBOPEHUS
HpoGnenue 0-8
NmnnanTtarus 6-7
[losiBIeHME HEPBHOM IIJIACTUHKHU 18-20
[TosiBnenue xabepHOU AyTH 20
buenue cepama smO6prona 22
3akiajKka HEpBHOM, NMUILIEBAPUTEIILHON U CEPJCUHO - COCYIU- 24
CTOU CHCTEMBI
[TosiBneHME 3aUaTKa JIETKUX 28
[losiBneHNe NanbLEBBIX JIy4ed BEPXHUX KOHEUHOCTEU 35
HuddepeHunpoBKa CEMEHHUKOB WU SUYHUKOB, pa3eIeHUE 43
NajbleB HA KOHEYHOCTSX
OO6pazoBaHue IEPETOPOIOK B CEPALIEe 46-47
3apailieHue TBep0ro HEOA 56-58
CoszpeBanue 0onuToB (1-¢ MeoTHYeCKOe AesIeHUE) 75
3a4aTKu BCEX CUCTEM OPraHOB 90
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TEPATOI'EHHBIE ®AKTOPBI U BPOKIEHHBIE AHOMAJINHN

Tepmun "teparonorus" (oT rped. teras, teratos — ypoj, UyAOBHINE) OBLI
npeiocken B 1822 1. dpanuysckum 3o00moroM Mcumopom Koddpya Cent-
Nnepom.

CoBpeMeHHast TEpaTOJIOTUS — MEIUKO-OMOJIOTUYECKass OTpaciib HayKH, KO-
TOpasi UCCIIEYET NPUYUHBI, YCIOBUS U 3aKOHOMEPHOCTH MEXaHU3MOB BO3HHMKHO-
BEHMS MATOJOTMYECKUX COCTOSIHUM OPraHOB M MX CUCTEM, IPOSIBICHUS BPOXKIICH-
HBIX ITIOPOKOB pa3BUTHs. JDTa HAyKa MHOTOTPAaHHA, B HAIIPABJICHUSX €€ UCCIIEI0BA-
HUM MeperieTeHbl MHTEPEChl PA3IMYHbIX CIEIUATUCTOB (T€HETUKOB, OMO(U3UKOB,
IICUXOJIOTOB, JIOTOMEI0B), OJHAKO MHTEPECHl MPAKTHUYECKOW MEIUIMHBI mpeola-
JA0T.

[Tonstue "anomanusa" (CHHOHUM — MOPOK) — HAPYIIEHUE HOPMBI, OOIIUX 3a-
KOHOMEPHOCTEW OpraHu3ali, MOXET ObITh OTHECEHO K JIIOOBIM OTKJIOHEHUSM
pa3BUTHS KaK aHATOMHUYECKUM, TaK U OMOXMUMHYECKUM, (PYHKITMOHATBHBIM U JIPY-
ruM. [lockonbky mopaBisromiee OOJBIIMHCTBO TaKUX AHOMAIWKA BO3HHMKAET BO
BpeMsi IMOpHOTreHe3a, TO UX MOXHO Ha3bIBaTh BPOXKACHHBIMU. YacTo oHM cTaHO-
BSTCS] HACJIECTBEHHBIMHU.

['pynny ¢dakTopoB, KOTOpbIE MPUBOASIT K BO3HUKHOBEHHMIO TOW WM WHOMU
aHOMaJIMM, Ha3bIBAlOT TepaToreHamH. Eciu OHU JEHCTBYIOT B 3MOPHOHAIbHBIN
NEPUOJ Pa3BUTHSA, TO Yalle BCETO MPUBOJAAT K TPYyObIM aHOMANUSM Pa3BUTHUS WIH
e o0ycliaBnuBaroT rudenb 3apoasima (13 10 3avatuit no 7 3akaHUYMBAIOTCA Jie-
TaJabHO). AHOMAJIMU Pa3BUTHUSA B IUIOAHBIN nepuoy (¢ 3-ro Mecsiia A0 poAoB) MpH-
BOJST K HAPYIICHUIO CTAHOBIIEHUS CUCTEM WM OTAENbHbIX opraHoB. [1mox oObru-
HO HE MOTHU0aeT, HO PeOEHOK POXKIAeTCs C (PU3NYECKUMHU WM YMCTBEHHBIMU IO-
pOKaMHU.

B cBs3u ¢ 5TUM ObUI BBEJIEH TEPMUH "KPUTHYECKHUE MEPUOABI", T.€. dTaIlbl
AMOpUOreHe3a, Korjaa y 3apojbliia HaOIoaeTcss HauOobIlasi CKOPOCTh pOCTa U
pa3BuTHs (cM. Tabm. 1).

B 1921 r. II. Crokkapa BbIABUHYJ TPYU OCHOBHBIE MIOJIOKEHUS TEPATOJIOTUU:

1) onvH H TOT K€ TepaTOreH MPHU BO3AECHCTBUH HA PA3HBIX CTAUAX PA3BUTHSA
MOET BbI3BATh PA3JIMYHbIC AaHOMAJINH;

2) ogHa U Ta K€ aHOMAJIUSI MOXET ObITh CJIEICTBUEM JICUCTBUS Pa3HBIX Te-
paTOreHOB;

3) TUTT aHOMAJIMK 3aBUCUT OT CTAJIUX PA3BUTHS SMOpPHOHA.

Tak, HanpuMep, HapylIeHUsl JEJIECHUS] 3UTOThl MOTYT BECTU K IOSIBIICHUIO
MOHO3UTOTHBIX (OIHOSNIIEBBIX) OnM3HENOB. Eciii B HOpME 3TOT Mpoliecc 3aBep-
H1aeTcsl PoKJAECHUEM OJIM3HELOB OJHOTO M0Jia, TO MPHU HAPYILIEHUU BHYTPUYTPOO-
HOTO Pa3BUTHUSL MOTYT HAOJIOJAThCs CpallleHUsl B pa3MYHbIX ydyacTKax Teja (puc.

4).
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Puc. 4. Cnyyan cummeTpudHoro cparenus ousHenoB ([1arren, 1959).

M3BecTHO MHOTO CllydaeB POXKACHUS TaK HAa3bIBAEMbIX ''CHaMCKHX'" OM3He-
1IOB. BOJIBIIMHCTBO M3 HUX OKA3bIBAIOTCS HEXU3HECIIOCOOHBIMHU, YMUpPAs B IIEPBbIC
qachl, HEJIEIH CBOEH KM3HH, HO U3PEIKa MOTYT JIO’KHUBATh JI0 3pEJIOro BO3pacTa.

Teparorennsie (HhakTOphl pa3esstoT HA TPU OCHOBHBIE Kateropuu: pusnye-
CKHE, XUMUYECKUE U OMOJIOTUUECKHE.

N3 puznyecknx TepaTtoreHoB HanboJee CUILHOE BO3JCHCTBUE OKA3bIBAET
pannoakTuBHOE M3iydeHue. CTeneHb pUCcKa 3aBUCUT OT BO3pacTa Mo/, KoJInde-
CTBa, CWJIbl U MPOJOKUTEIIBHOCTU PATUAlMOHHOTO BO3ACHCTBUSA. BONBIIMHCTBO
JMAarHOCTUYECKUX TECTOB, T'JI€ UCIOJIB3YIOT paauanuto (parooporpadusi, peHTre-
HOCKONUS U JIp.) NalOT YPOBEHb pauallid HAMHOI'O MEHBIIE TOr0, KOTOPBIA MO-
KET MOBPEANUTD IJIOLY, XOTS UMEIOTCSA JaHHBIE Psijia UCCIIEeOBaHUM, MOKa3bIBAIO-
M€, YTO TaKWE€ TECThl MOTYT MOBBIIIATH PUCK BOSHUKHOBEHUSI OHKO3a0O0JIEBaHUIA.
A OGosbiiue 1036l paauanuu (MIpU CIOHTAHHBIX BBIOPOCAX, aBapHsIX U T.I.) MOTYT
BbI3bIBATh (DU3MYECKUE U YMCTBEHHbIE Ne(EeKThl MI0Ja 0OCOOEHHO, €CIM OH MOJ-
BEprcs TaKOMY BO3JICHCTBUIO B MIEPBBIE TPU MECSIA PA3BUTHSL.

Bricokas Temmeparypa Takxke SIBIS€TCS TepaToreHHbIM Qakxtopom. IIpo-
JOJKUTENFHOE TOBBIIICHUE TEeMIIepaTyphl Tela OepeMEHHOM MKEHIIWHBI BHIIIE
38°C BhI3bIBaeT Je()eKThl LEHTPATLHOM HEPBHOW CHUCTEMBI ILIO/A, IIOCKOJILKY I10-
BBIIIAETCS TEMIIEpaTypa, KaK OKOJOIUIOAHON KUAKOCTH, TaK U caMoro mioza. be-
PEMEHHBIM KEHIIIMHAM HE PEKOMEHAYETCs MOCeIaTh 0aHI0 U MPUHUMATh TOpsSYHe
BaHHBI €Ill€ U MMOTOMY, YTO MPU YBEIHMUYECHUU TEMIEPATypbl BO3AyXa MPOUCXOIUT
pacuIMpeHre KPOBEHOCHBIX COCYOB M TIOHMKAETCS KPOBSIHOE JIaBJIEHUE, B PE3YJib-
TaTe 4ero KOJIMYECTBO KPOBH, IPOTEKAIOIICH Yyepes MIaleHTy, YMEHbIIAeTC .

K xummnyeckum (pakropam OTHOCSTCS Ype3MEPHBIE O3Bl JIEKAPCTB, TOHU-
3UPYIOIIKE BEUIECTBA, HAPKOTHKH, 3TUIIOBBIN CIUPT, HUKOTHH, IPOU3BOICTBEHHBIC
¥ OBITOBBIE XUMUYECKUE CPEACTBA U PSIJI JPYTHX.
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JlekapcrBa

CratucTrKa CBHIETEIBCTBYET O TOM, YTO TE€ WJIM MHBIE JIEKAPCTBA BO BpEMS
OEpEeMEHHOCTH MPUHUMAIOT HEe MeHee 97% >KEHIUH: 3TO COSAMHEHUS JKele3a, pe-
KOMEHJIyeMble TIpU aHEMUHU, BUTAMHHBI, YCIOKOUTEJIbHBbIE M 00€300JIMBaIOIINE
CpencTBa, TOpPMOHBI, aHTUOUOTUKHU U JP.

Hekortopsle ekapCTBEHHBIE MpenapaThl MOTYT OKa3blBaThb HA HOPMAaJIbHBII
X0 6epeMeHHOCTH caMoe HeOJIaronpuaTHOE BO3ACHCTBHUE: HAYMHAS C JOCPOYHOTO
NPEPbIBAHUS M PA3IMYHBIX YPOJCTB U JI0 OTIAJECHHBIX MOCIEICTBUI B BUJlE OUO-
XUMUYECKUX U (PYHKIMOHAIbHBIX OTKJIOHEHMH y peOeHka. Hambonee neyanbHO
M3BECTEH YCIIOKOUTEIBbHBIN IpenapaTr — TaduJ0oMua, KOTopsiit ¢ 1957 r. ctan no-
MyJISPHBIM B MCIOJIb30BAaHUU MPU HEKOTOPBIX (JOpMaxX pacCcTpONCTBA HEPBHOU CH-
CTEMBI Kak CHOTBOpHOE cpenctBo. OgHako yxke B 1961 romy crtano nmosBAsThCA
MHOECTBO (DaKTOB, CBUAETENICTBYIOIIMX O TECHON CBS3W MOBBIIICHHS 4YHCIIA
BPOJKJICHHBIX aHOMAJIMM U MPUMEHEHUS TAIUIOMUA OEPEMEHHBIMU >KEHIUHAMU.
XapakTepHbIMU NPU3HAKAMHU TATUIOMHUIHOIO CHHIPOMA SBIIUIACH Pa3INYHbIC
AHOMAJIMM KOHEYHOCTEW (0T HE3HAYUTENbHBIX AHATOMUYECKUX HAPYIIEHUH 0 1O-
YTH TOJIHOTO OTCYTCTBHSI ), MOPAKEHHSI KUIIIEUHHUKA, CEPJILIA, JIETKUX, [TOYEK, ITJ1a3 U
ymien (puc. 5).

Puc. 5. Tanupomuansiii cuaapom. @okomenus u amenus (Bugemann, 1964).

VY BBDKHMBIIMX JETEH TATHIAOMHUI, TIOMUMO TPOYETO, ObUT MPUYUHON OT/a-
JIEHHBIX MMOCIIEICTBUM, CKAa3aBIIMXCS HA BBICIIEH HEPBHOU AECATEIBbHOCTU: Y ETEU
CTapuIero Bo3pacTa 3a4acTyr0 BO3HUKAIN HAPYILICHHS CIyXa, 3pEHUS, YMCTBEHHBIX
CIOCOOHOCTEH, OTMEYAINCH CITydan SIUJICTICUH.

OpnHako ciaeayeTr OTMETUTh, uTo u3 350 mpenapaToB, Jii KOTOPbIX YCTaHOB-
JIEHA TEPATOTE€HHAs] aKTUBHOCTb, MPOSIBIECHUE €€ BO3MOKHO IIPU JOCTATOYHO BbI-
COKMX J103aX M, KaK MpaBWJIO, MpPU HEOJAroNnpUsATHOM CTEYEHUU OOCTOATENHCTB
(HanpuMep, MOBBIIIEHHOW YYBCTBUTEIBHOCTH, COBMECTUMOCTU C APYTMMH Bellle-
cTBamu U T.1.). [lo3TOMYy TONBKO Jieyaniuii Bpau JOJKEH Ha3HAYATh JIGKAPCTBO U
OTIPENIETIATh €r0 703y, JaXKEe €CIM ATO KacaeTcsl CaMbIX O€300WMIHBIX, HA TEPBHIN
B3IJISAL, IPENApPATOB.
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K mpumepy, canuuunaThl, K KOTOPbIM OTHOCUM XOPOIIIO U3BECTHYIO alleTHII-
CAJMITMIIOBYIO KUCIIOTY (aCIUPHH), a TaKK€ aHTUOMOTUKH (T€HTAMUIIUH, CTPENTO-
MUIIMH U T.J.), HA paHHUX WJIA Ha MO3HUX CPOKaX OCPEMEHHOCTH 3HAYUTEIHHO
MOBBIIIAIOT PUCK BO3HUKHOBEHMSI aHOMAJIUW YIIEH, TJia3, PaCIIEeIUHbl TBEPAOTO
HeOa, MOpOKa Cepjla, YBEJIWYUBAIOT KOJUYECTBO MEPTBOPOXKACHHBIX JETEH WU
PaHHIOKO IETCKYI0 CMEPTHOCTb.

CpenctBa HapOJHON MEAUIMHBI (TpaBbl, HACTOW, OTBAPbI) HEPEIKO COMEP-
AT OYEHb AKTHUBHBIC BEILECTBA W MOCIEJCTBUSA MX HMCIOJIB30BAHMS OOBIYHO HE-
IpecKa3yeMbl B OTHOUIEHUU TUIO/A.

CamoneuyeHne COBEpIICHHO HEAOMYCTUMO!

AJIKOT0J1b
YnoTpebiaeHue ankoroisi 10 WIK BO BpeMsi O€pEMEHHOCTH HE TOJIBKO OTPH-
[ATEIbHO CKa3bIBAETCS Ha 370POBbE JKEHIIMHBI, HO MOXXET OKa3aThb TuOeiIbHOe
BO3JICCTBHE U HA TUIOJ. DTHJIOBBIN CIIUPT CBOOOIHO MPOXOAUT Yepe3 IIIareHTap-
HBI Oapbep, B Pe3yJIbTaTe YPOBEHB AJIKOTOJISI B KPOBHU TUIOAA CTAHOBUTCS CPABHH-
MBIM C TAKOBBIM B KpOBH MaTepH (puc. 6)

MATb A. UTERINA

nUNHOL, FAKOS6, AMMHOKMCROTBE

MENMKAMEHTEI BOMA, KHCRORPOA
BHPYChl TOKCHYECKHE
l BEWECTRA
I'|

II'|.
-] MPOOYKTEI OEMEHA BELLECTS YIMEKMCNBIA Fa3
I

Puc. 6. [Tnanentapusiii 6aprep (o FO.M. Adanacbeny).

[IponomxurensHoe MOTpedIeHnEe OOMBIINX KOJMYECTB aJIKOTOJISI MOXKET BBI-
3BaTh AJIKOTOJIbHBINA CHHIPOM IUIOJA, XapaKTEPHU3YIOUIUIICS 3aepKKOH YMCTBEH-
HOTO M (U3HYECKOr0 Ppa3BUTHUSA, BPOXKIECHHBIMU MOPOKaMH cepiua, aedexramu
Mo3ra, deperna, Juna. KomndecTBo ankorosisi, CiOCOOHOE BBI3BaTh AJKOTOJIbHBIN
cunapom 1ioga (ACII), TOUHO HE YCTaHOBJIEHO, MOCKOJIBKY (PUKCUPOBAIIUCH CITY-
yau poKIACHUS JIETe ¢ ATUM CHUHAPOMOM, MAaTEPU KOTOPBIX YMOTPEOJISIIU CIUPT-
HOE OYEHb PEJIKO U B MAJIbIX J]03aX BO BpeMsi O€pEMEHHOCTH.

Bonbiie Bcero ypoacTB U MEPTBOPOKIEHUN MPUXOIUTCS HA JOJIO TEX Jie-
TeW, Yb€ 3a4aThe COBMAJAN0 C Mpa3iaHecTBaMHU (eTu "maHs poxkaeHus", "KapHaBa-

"

aoB", "momyuku", "ormycka" u T.4.). ACII BcTpeuaercs BO BCeX COIMAIBHO-

V. UTERINA

V. UMBILICALIS
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HPKOHOMHUYECKUX TPYIIax OOJBIIMHCTBA KPYMHBIX CTpaH. MccnemoBanus mokasa-
mu, uto nopaxeHnbie ACII qetu HacneayoT aJKoroJibHY0 3aBUCUMOCTb.
Tabak

[IpakTUuecku Bce KYpUIBIIMKUA MPEKPACHO OCO3HAIOT BPEIHOCTh CBOEH
MPUBBIUKY ISl CAMUX c€0s1, HO O MaryOHOM BJIMSIHUM TaOaKOKYpPEHHUs Ha 3/I0POBbE
CBOMX OYyIyIIMX JIeTel He 3ayMBbIBAIOTCA. Y YEIOBEKa HECKOJBKO MI HUKOTHHA
BBI3BIBACT TSDKENICHINee OTpaBIICHUE, TOJOBHBIC OOJIM, PBOTY, MOTEPIO CO3HAHUS.
Jns neranbHoro ucxoga gocrtarouo 100-200 mr, kotopsie coaepxarcs B = 200 r
tTabaka. OJHAKO HUKOTHUH HE €MHCTBEHHOE BPEJHOE BEIIEeCTBO Tabaka. B Tabau-
HOM JIbIME COJIEP>KAaTCsl KaHI[EPOTEHbI, YrapHbIil ra3, CHHWIbHAsI KHCJIOTa, CEPOBO-
JIOpOJA, METAHOJI, PaIUOAKTUBHBIA M30TON TOJIOHUS. JKEeHIMHBI Hanbomee Moj-
BEpKEHBI KypeHHUI0 B Bo3pacte 19-35 siet, T. €. UMEHHO B MEpUOJi AKTUBHOT'O JIETO-
poxnenus. K coxanenuto, ’TH BO3paCTHbIE PaMKU B HACTOSIIIEE BPEMsI HECKOJIBKO
Pa3IBUHYJIUCH — NOBAJIbHOE yBJICUEHHE KYpEHUEM Cpelu AeBylek 15-17 net yxe
MaJjio KOTO YIUBISIET, YeMYy aKTHBHO "CIIOCOOCTBYIOT" Cpe/IcTBa MaccoBOM MHMOP-
Malli, XyJ0)KeCTBEHHBIC U BUICO(DUITBMBI, COBPEMEHHAS JTUTEPATYpA.

VY kypsmmx xeHumH npuMepHo Ha 30 % yBeauuMBaeTcs pUCK Oecruionus,
IIPUYEM CTEINEeHb MOPAKEHHOCTH SHUIEKIIETOK HAXOJUTCS B MPSIMOM CBSI3U C KOJH-
YECTBOM HUKOTHMHA B KPOBU. BOJBIIMHCTBO NI€TEH, POXKACHHBIX OT 3asJIBIX KY-
PUJIBLIUILL, TTOSIBJISIETCS. C TEMH WM UHBIMU OTKJIOHEHUSIMU: HU3KUM BecoM — 710 2,0
KI', HEJIOHOIIEHHBIMU, HApPYIICHUSMU MCUXUYECKOTO Pa3BUTHUS, CUHIPOMOM BHE-
3aHOM CMEPTH, MOBBIILIEHHON BO30YIMMOCTBIO, HEPBO3HOCTHIO. YIOMSIHYTHIN pa-
JMOAKTUBHBIA M30TOI — MOJOHUHN 210 - mopaxaeT MoJIOBbIE KJIETKH IJI0Na, a U3
ATOTO CJIEYET, UTO KypsIias OepeMeHHasl )KCHIIIMHA HAHOCUT BPEJ] HE TOJIBKO CBO-
eMy peOeHKY, HO U CBOUM BHYKaM.

[Tono6HOE neiicTBHE OKa3bIBaeT U "MACCUBHOE KypeHHUE'" - BIIbIXaHUE BO3/Y-
Xa ¢ TabauHbIM JIBIMOM PSAJIOM C KYpPSIIUM Y€JIOBEKOM, MOCKOJIbKY JEUCTBUE MPO-
JYKTOB FOPEHUS B IbIME HE MEHEE BPEAOHOCHO JJISI OKPYKAIOIIUX, YeM ISl cCaMo-
ro KypsIlero, a HEKOTOPhIE CBEJCHUS B TUTEPAType JOKA3bIBAIOT, YTO OHO MOXKET
OBITH Jake 00Jiee BPEIHO.

HapxoTruku

[IpoOnema BiIMsHUS HA SMOPUOTEHE3 BEIECTB, BHI3BIBAIOIIUX 3aBUCUMOCTD,
- mpo6JieMa OTHOCUTEIILHO HOBAsl, MEXaHU3MBbI BIIUSTHUSI HAPKOTUKOB, MIPUBO/ISTITNE
K YPOJICTBY, €IIe JOJKHBI ObITh YTOUHEHBI. OHAKO YK€ JOCTOBEPHO YCTAaHOBJIE-
HO, YTO HAPKOTHKHU OJIOKUPYIOT Pa3BUTHE KOHEUHOCTEH, BRI3BIBAIOT aHOMAJINH TO-
JIOBHOTO M CIIMHHOTO MO3ra, (DyHKIIMOHAJIbHBIE HAPYILIEHUS MEYEHU U, KaK 00Jb-
IIMHCTBO TEPATOT€HOB, MOBBIIIAIOT YHUCIO CAMOIPOU3BOJIBHBIX A00PTOB U MEPTBO-
poxnenun. Hepenku ciydan poXKaeHUs y MaTepen-HapKOMAaHOK JI€TEH C HECOBMeE-
CTUMBIMHU C KU3HBIO YPOJCTBAMHU, XPOMOCOMHBIMU U T€HOMHBIMU aHOMAJIUSIMU BO
BCEX KJIETKaX HOBOPOXKJIEHHOTO.
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[Ipu 3TOM EliCTBHE HAPKOTHUECKUX CPEACTB MOXKET CKa3bIBATHCS U YEPE3 He-
CKOJIBKO JIET, XOTSI HAPKOTUYECKasi 3aBUCUMOCTb ObLiia mpeojaosieHa. Ho xak yxe Obl-
JI0 CKa3aHO BhIIIE, (POPMHUPOBAHHME TOJOBBIX KIETOK, 0OCOOEHHO SHIEKIETOK, POUC-
XOJUT €Ie Ha PAaHHUX CTAIUSX Pa3BUTHUs SMOPHOHA, a 3aT€M B MEPUO/I TTOJIOBOTO CO-
3peBaHMsl MPOUCXOAUT OKOHYATENILHOE O(OpMIIEHHE CTPYKTYp raMeT B pe3yJibTare
MENOTUYECKOI0 JIEJICHHs, MO3TOMY B PEMNPOAYKTHBHBIN MEPUOJ Yy KEHILUH OCY-
IIECTBIISIETCS TOJBKO MX BbIXOJ. Ecim ke TepaToreHHoe AEWCTBHE OBbLIO B MEPHOA
CO3pEBaHMs raMeT, TO 3TO MOXKET MPUBECTH K POXKACHUIO PeOEHKAa C BPOXKICHHBIMU
AHOMAJIUSIMU JIA’KE YE€PE3 MHOTO JIET.

buosornueckne (MH(pEeKIMOHHBbIE) TEPATOT€HbI

WNudexkunn, MCTOUHUKAMHU KOTOPBIX OBIBAIOT OakTepuasbHBIC, BUPYCHBIE,
IpUOKOBBIE U MPOCTEHUIINE MUKPOOPTAaHU3MBI, MOTYT CTaTh MPUYUHOM LIETIOTO Psi-
na nedextoB mwioga. OCOOEHHO OMACHBIMU B MEPBBIE TPU Mecsla OEPEeMEHHOCTH
CUUTAIOT CJIEIYIOILIHE.

I'epnec. Bri3piBaeTcss BUpycOM IpOCTOro repreca AByx Tumnos. Tum 1 (rep-
NEeTHUYECKasl JINXOpajaKa, IpOoCTya), OOBIYHO CBSI3aH C MOBPEKIACHUSAMH Ha KOXeE,
ry0ax, Ha CIM3UCTON 000J0UKe pTa W HOca. Tum 2 CBsA3aH ¢ TCHUTAIBHON MH(EK-
nuenr, 10% caydaeB reprneca Tuma | BbI3BIBAETCS T€HUTAIBHBIM TIE€pPIIECOM U
Hao00OpOT.

3apaxeHue II0/1a BUPYCOM reprieca yepes MaleHTapHyro MeMOpaHy Mmpo-
UCXOJUT OYEHb PEJIKO, HO PUCK PE3KO MOBBIIIAETCS, €CIM NEPBUYHOE FEHUTATBHOE
MHOUIMPOBAHKE KEHIIMHBI TPOUCXOJUT BO BpeMsi OepeMmeHHOCTU. [Ipu panHeM
MHOUIMPOBAHUHU TUIOJA BEPOSTHOCTH BBIKMBIIIA U CEPbE3HBIX BPOXKIEHHBIX Jie-
¢dektoB Bo3pacrtaer 10 50-70%.

Yaiie Bcero 3apax€HUE HOBOPOXKICHHBIX BUPYCOM TIeprieca MPOUCXOIUT
yepes 3apaKEHHbIA POJOBOM KaHAII MaTEPH.

BoJbIIMHCTBO 3apaKEHHBIX JI€TEW MMEIOT MPU3HAKKM YMCTBEHHOM OTCTaso-

! \ L™ cti. CumnToMbl HHMEKIMU y peOeHKa MPOSBIIAIOTCS
B TOBBIIICHHON WA TOHWKEHHOW TEMIIEPATYpE,
KENTyXe, OTCYTCTBHM AaIllleTUTa, MPUIAIKaX, KOX-
HOU cbimu ¥ T.A. Ecnm aktuBHas ¢opma reprieca y
MaTepy NpOSABISIETCA BO BPEMS POAOB, ITOKA3aHO Ke-
CapeBO CEUYECHUE.

WNudeknus Bupyca mpocToro repreca — -
TelbHOE 3a0oJieBaHue, P(HPEKTUBHBIE CIIOCOOBI Jie-
YEeHHsI KOTOPOTO /10 HACTOSIIETr0 BpEeMEHU HEM3BECTHBI.

HutomerasoBupyc. TepatoreHubM 3pdexTom 00Ia1aeT U BUPYC LUTOME-
Taliuy, TAKKE OTHOCSIIMIACS K MOJCEMEMCTBY TePIIECBUPYCOB. DTOT BUPYC IIMPOKO
pacrhpocTpaHeH cpeau JTabOpaTOPHBIX M AUKUX KUBOTHBIX, PACIIPOCTPAHAETCS Ka-
NETBHBIM TTyTeM, Ye€pe3 MHOTHE JKUAKOCTH OpPraHu3Ma — CIIOHY, JbIXaTelIbHYIO

Puc. 7 I'epniec y HOBOPOXKAEHHOTO
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ClIN3b, TPYJHOE MOJIOKO, MOYY, CIEpMY, KPOBb. 3apa)KeHUE IJIoJa — 4epe3 Iuia-
IICHTY.

Jly1s B3pOCIBIX Jt0o[el HHPUIIMPOBaHKUE TIPO-
TEKaeT MPAKTUYECKU OECCUMITOMHO, XOTh U OCTa-
€TCsl B OPraHU3Me HAJ0JIr0 B BUJE JIATCHTHOM WH-
bexuuu. ['1e *MEHHO XpaHUTCS BUPYC HEU3BECTHO,
IIPEAIONAraeTCsl €ro HaJu4yue BO MHOTMX OpPraHax
Y TKaHSX.

KieTku, mopaxeHHbIE [IUTOMETaJI0BUPYCOM,

Puc.8 Luromeranosupyc y UMEIOT XapaKTEepPHBI BUJ — OHU YBEJIMYMBAKOTCS B
HOBOPOAVICHHOTO pasmepax (4To U ONpeNeNuao Ha3BaHUE BUpYca), a
IPU MUKPOCKOIHUH MOX0KU Ha «COBUHBIN IJ1a3).

Jlasxkxe 6eccUMIITOMHBIE HOCUTEIH CIIOCOOHBI NEpeiaBaTh BUPYC HEHMH(PHUIIH-
poBaHHBIM JuraM. Ho eciu 1uToMerasoBupyc NpoHUKaeT B mioa (00sdHO Ha 3-4
MecsiliaXx pa3BUTHUS), TO B OOJBIIMHCTBE CIy4aeB 3TO MPHUBOIUT, JUOO K rudenu
10/1a, JM00 K BOSHUKHOBEHHMIO BPOKICHHBIX MOPOKOB: HU3KOTO Beca, JKEITYXH,
aHEMUH, THEBMOHUU U IPYTUX MOPAKEHUH.

Toxcominazmo3. TokcoIIa3M03 BbI3BIBAETCS OJHOKJIETOYHBIMU ITapa3uTaMu
TOKCOIUIa3MaMH - IPOCTEUIIMMU U3 KJIACCa CIIOPOBUKOB.

HUctounukamu WHGEKIIMA MOTYT OBIThH
JIOMAllIHUE >KMBOTHBIE, NITUIIBI, PEXKE 3apaKeH-
HOE U TEPMHUECKH III0X0 00paboTaHHOE MSICO.

yo3 Jlyisa 6OJBIIMHCTBA B3POCIBIX JIFOJEH 3TH mapa-
UTURESE™  3HTBL He CTPAILHBL 3apaKeHHe MOJKET BbI3BaTh

\:2 JIeTKO€ HEeJOoMOoraHue, a camo 3a0oseBaHuE
O0ecCUMNTOMHO. 3apakeHHe TUI0Ja YacTo BEAET
K nedekram ria3z uiam paccrpoiictBam [[HC —
npunajakKaM, BOJSIHKE TOJOBHOro mosra. bepe-
MEHHOH EHUIMHE C TOKCOILJIa3MO30M HE IpPO-
THUBOIIOKA3aHO JIEYUTHCS JEKapCTBAMU. XOTs JICUCHHUE HE 3alllUIIAET IJI0J OT WH-
ek, OHO CYIIECTBEHHO YMEHbBIIAET BpeIHbIE MOCHeACTBUS ee s mioaa. Ho
Jy4lIee JeueHue — 3TO NpopUIaKTUKA.

[lepenaya Bo30yauTenss MHGEKIMHA OT 3apPAKEHHOTO OTIA MPOUCXOIUT HE
npsiMO K peOCHKY — NIEPBOI 3apakaeTcst MaTh, U YK€ U3MEHEHHS B €€ OpraHu3Me, B
CBSI3U C MHTOKCUKAIMEH, MPUBOJAT K TEM HEOJIaronpUsaTHBIM MOCIEICTBHUAIM, O KO-
TOPBIX YIIOMUHAJIOCH BBILIE.

KopeBasi kpacHyxa — BUpycHOE 3a00JieBaHHE, PacIpPOCTPAHSIONIEECS BO3-
JYLIHO-KaNeJIbHbIM ITyTEM, a TAKKE MPSIMBIMU KOHTAKTaMH € 3aPayKEHHBIMU JIFOJbMHU.
B BospactHoii rpynne 21-30 ser 3a0osieBaHue 0ojiee pacpoOCTPaHEHO, 0COOCHHO
— Cpelu XeHIIMH. [{eTu 10 rojia u moKuiible 011 00JICIOT CPABHUTEIBHO PEJIKO.

Meims. IIpoMexyTOIHEIH
XO3AH.

Mapasut Tokcommasma
Toxoplasma gondii

Yo

{
!I
-

U\trr ‘

3apaxenHas
KoumKa

Bryrpuyrpo6uoe t}({

3apaxeHue =
CropynmupoBaHHEE
TOKCOMIa3MO30M OOLUCTH
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CuMniToMbl  €ro 'y JieTeu
OOBIYHO HE TSDKEIBIE: JKap, O0Jb B
MBIIIIAX M CyCTaBax, KpacHas
ChIllb, KOTOPBIE MMPOXOJAT Uepe3 3-
S nmHeu. bosie3nb, Kak mpaBUiio, HE
TpeOyeT 0coO0ro JICUEHUS ¥ PEAKO
BBI3BIBACT OCJIOKHEHUSI y JNIETEW,
TSDKEJIEE TPOTEKAET Yy B3POCIIBIX,
HO JUIsl TUIOJA MOXKET OKa3aThCs
CMEPTEIIbHOM.

Kenmunsl, 3apa3uBIIMEcs KpacHyXOil B MEPBBIA TPUMECTp OEPEMEHHOCTH,
UMEIOT KpaiiHe BRICOKUM TIPOIeHT BhIKkubIIei (30% u 6onee). MccnenoBanus moxa-
3bIBAIOT, uTO B 50-80 % cnyuaeB miio, 3apa’keHHbIA KpaCHyXO# B Hauase sMOpuore-
HE3a, UMEET Takue JAePeKThl, KaK KaTapakTa, rIyXxoTa, YMCTBEHHasl OTCTaJIOCTb, CEp-
JIeYHbIE TTOPOKH, OTCTAJIOCTh BHYTPHUYTPOOHOTO pa3BuTus Jub0 rudens. HoBopox-
JIEHHBIE C KOPEBOM KPACHYXOM MOT'YT COXPAHATh aKTUBHBIM BUPYC B MOYE U IPYTUX
XKHUJIKOCTSIX TeJla MECALIAMU, CO3/1aBasi yrpo3y Ul TEX, KTO HE UMEET UMMYHHTETA.

THUIIbI HACJIEJOBAHUA

[Ipu3nak — 3T0 yHacineaoBaHHOE (T€HETHYECKH OOYCIIOBICHHOE) KayeCTBO,
OyIp TO rpymnmna KpoBH, popMa HOca, LIBET BOJIOC, IJIa3, YIUTAHHOCTh U JIPYTUe
MOpPoPU3N0TOrHUecKre MPU3HAKH, a TAK)KE FEHHbIE 00JIE3HU.

I'eHbl, OTBETCTBEHHBIE 32 KOHKPETHBIM MPU3HAK, PACIIOJI0KEHBI B CXOIHBIX
TOYKaX F'OMOJIOTHYHBIX XPOMOCOM, COCTAaBJIAIOIIMX OJAHY napy. IloaTomy 311 reHsl
Ha3bIBAIOT MapHBIMU WM ajulesbHbIMU. OJIMH T€H U3 aJJIENH B 3UTOTY IMOMAJAET C
MAaTEPUHCKON XPOMOCOMOM, a APYTOU C OTLIOBCKOM, IJI€ pACIIOIAracTCs B TAKOU ke
TOYKE TOMOJIOTHYHOW XPOMOCOMBI OTIA. MECTO pacIionoKeHUsl TEHOB B XpOMOCO-
Max MOJYYHJIO Ha3BaHUE JIOKYC, TAKUM 00pa3oM, ajuleJbHbIe T€HbI PacIoiIaraloTcs
B QHAJIOTHYHBIX JIOKYCaX MAapHBIX XPOMOCOM.

JleiicTBre T€HOB ApPYyT Ha Jpyra pasHooOpa3Ho. OJHU TeHbl MOTYT OKa3bl-
BaTh NOJABJISIONIECE [ICMCTBUE HA NPYIME M HA3BIBAKOTCS JOMHWHAHTHBIMU, INPU
3TOM MOJABJISIEMbIE T€Hbl HAa3BAJIM PELIECCUBHBIMHU. ECIM OpraHu3M yHacieaoBall
OT OJHOTO U3 POAUTENIEN JOMUHAHTHBIA AJUIEIBHBIN I'€H, @ OT APYTrOro pOAUTENS -
PELECCUBHBIM, TO BO BHEIIHUX IIPU3HAKAX NMPOSBIIETCS NOMHHAHTHBIM, a pelec-
CUBHBI OyJeT HaXOIUTbCA B CKPBHITOM Qopme. s mposiBIEHUS pPELieCCUBHBIX
MPU3HAKOB Yy JIeTell He0OXOAMMO, YTOOBI PEIIECCUBHBIE T€HbI, OTBEYAOIIHE 32 ATOT
NpU3HAK, ObUIM MepefaHbl peOeHKY OT 00OUX poAMTeNed. 3a4acTyro MpU3HAKU
dbopMUpPYIOTCA TPU yYaCTUH HECKOJIbKMX T'€HOB, B3aUMOJICHCTBUE MEXKIY KOTO-
pPBIMHU OTpaXkaeTcs Ha MPOSBICHUH (PEeHOTHMA.
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MHuorue mpu3HaKd, B TOM YHCIE U 3a00JEBaHUS, SIBISIOTCS PE3yJIbTaTOM
B3aMMOJICUCTBUS MEXK/y aUICTbHBIMU M HEA/UICTLHBIMU T€HAMU, a TaK)Ke BHEIII-
HUMH BO3JAEHUCTBUSIMU.

BbienstoT Tpyu OCHOBHBIX THIA HACJIEIOBAHUS F€HHBIX 3a00JIeBaHUI - ayTo-
COMHO-TOMUHAHTHOE, ayTOCOMHO-PEIIECCUBHOE U HACJIEIOBAHUE, CLICTJICHHOE C I0-
JIOM.

AyYTOCOMHO-TOMHHAHTHOE HacjenoBaHue. [Ipu 3ToM TuTie HacIeAOBaHUS
JUTSL TIPOSIBJICHUS! OIPEACIICHHOIO MpU3HAKa WM 3a00JeBaHus, HEOOXOIUM JIMIIb
OJINH JJOMUHAHTHBINA reH. PoauTens, KOTOPBINA nepeaacT JOMUHAHTHBINA I'eH peOeH-
Ky, TaKXK€ UMEET 3TOT MPU3HAK WM CTPaAaeT OT 3a00JIeBaHMUS.

[Ipu ycnmoBHOM 0003HAYEHUM JTOMUHAHTHBIE T€HBI TPUHSTO 3alKCHIBATH B
BUJIE 3arjlaBHbIX OykB jaTuHCKoro andasurta (A, B, C, D), a peneccuBHbie aji-
JIelbHBIE T€HBbI COOTBETCTBYIOIIEH €l CTpOUHOM (Hampumep, a, b, ¢, d u apyrue).

Ecnu Tonpko OMH U3 pOOUTENECH HECET 3TOT JIOMUHAHTHBIN T€H (SBIISETCS
TETEPO3UTOTHBIM), TO BEPOSITHOCTh TOTO, YTO PEOCHOK €T0 YHACIEIYET COCTABIISACT
50%. DTO MPOUCXOUT MOTOMY, YTO POAUTENH-HOCUTENDL JAHHOTO MPU3HAKA UMEET
napy reHOB, OTBEUAIOIUX 32 €T0 MPOSBICHUE U MOTYyUYEHHBIX, B CBOIO OYEPEb, OT
coOcTBeHHBIX poautTened. OJUH U3 3TUX T€HOB SIBISETCSA TOMUHAHTHBIM, COOTBET-
CTBYIOILIIMI T'€H BTOPON TOMOJIOTMYHON XPOMOCOMBI PEIIECCUBEH, HO MX Iepeaaya
pebeHKy paBHOBeposiTHA, T.€. 50% Ha 50% (puc. 9 a).

Puc. 9 (a, 6). [loMmuHaHTHOE HACJIeIOBaHUE.

P — ponurenu; D — noMuHaHTHBIN T'€H;
G — ramers; d — periecCuBHBII TeH;
F, — neru; O - MarTh, L - orew.

OTa BEpOSATHOCTb MEHSETCS, €CIU 00a POAUTENS T€TEPO3UTOTHBI, T.€. HECYT
0 OJHOMY JOMHUHAHTHOMY T€HYy, TO y peOeHKa MpOsBIECHUE NAHHOTO MPHU3HAKa
Oynet coctaBiath 75 % (puc. 9 0).

AyTOCOMHO-IOMUHAHTHBI MpPHU3HAK WIM 3a00JE€BaHUE MOXKET IOSBUTHCA
CIIOHTAHHO B pe3yJIbTaTe€ HOBOW MyTallUH, T.€. U3MEHEHUS UJIU MIOBPEXK/ICHUS T'€HA.
[TprunHa KOHKPETHON MyTaluu OOBIYHO HEU3BECTHA (BO3MOYKHO, UX HECKOJBKO),
HO, BOBHMKHYB, OHU MOTYT I€peaBaThCs CIEAYIOMNM NoKoueHus M. N3penka no-
MUHAHTHBIE TPU3HAKK MOTYT "TIPOITYCKaTh'" OAHO MOKOJIEHUE, HO B MOCIEAYFOIINX
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BO3HUKAIOT BHOBb. DTy OCOOEHHOCTbh OTPa)aeT SBJICHHWE MEHETPAHTHOCTU — dYa-
CTOTa MPOSIBJICHUS MPU3HAKA Y HOCUTENIEH JOMUHAHTHOTO ITeHa.

AyTOCOMHO-pelieccUBHOe HacjaenoBaHue. [Ipu BTopoit popme HacnenoBa-
HUS JJIsI IPOSIBJICHUS] MPU3HAKA PEIIECCUBHBIE T€HbI JIOJKHBI ObITh YHACIEA0BaHbI
oT 00oux poautenied. J[Ba perecCUBHBIX I'eHa MPU OTCYTCTBUU JOMUHAHTHOIO
OPUBOJST K IMOSBIICHUIO perieccuBHOro npusHaka. (Puc.10) Ilpu stom poaurenu,
ABIIAIOIIMECS HOCUTENSIMUA PEILECCUBHOTO Te€Ha, HE HMEIOT OMpPEelesieMOro MM
IpU3HaKa B IBHOM BHUJIE, HO UX JIETH MOIy4aroT 25 % BEpOSTHOCTH yHACJIEI0BATh
npu3Hak (3aboneBanue), 50 % - ABISATHCS HOCUTENSAMH, HO O€3 MPOSIBJICHUS MPU-
3HaKa u 25 % BEpOSATHOCTU HE YHAcHeAOoBaTh 3TOT reH. B moclieqHeM cityyae 3Tu
JIETH CaMU HE UMEIOT PEeIIECCUBHOIO MPU3HAKa U HE MOTYT NEpeaaTh €ro Cleaylo-
IIMM TTOKOJICHHUSIM.

Puc.10 AyToCOMHO-pELIECCUBHOE HACJIEI0BAaHHUE.

HacnegoBanme, cuensieHHoe ¢ moJ0M. JTOT THUI HACJIEIOBAHUS CBS3aH C
23-it mapoil XpoMOCOM, KOTOpasi ONpeAessieT ol pedeHKa, U TJIaBHbIM 00pa3oM, ¢
X - XpOMOCOMOM. SIMIEKIIETKA BCErJa HECET X — XPOMOCOMY, ITOCKOJIbKY JKEHILIH-
HbI UMEIOT JiB€ X — XpOMOCOMBI 23-ii mapbl. My>KUHHBI )K€ UMEIOT OJHY X — XpO-
MocoMy U oaHy Y — xpomocomy. Takum o6pazom, 50 % crnepmaro3ougoB HECeT
X- xpomocomy u 50 % - Y — XpoMOoCcOMy, KOTOPbIE OHH IMOJYYAOT MOCIIE KIETOY-
HOTO MeoTnueckoro aeneHus (puc. 11).
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Puc. 11 HacnenoBanue nona pebeHka.

Eciu giuexieTky OriooTBOPSAET cnepMaTo3ous ¢ X — XpPOMOCOMOM, TO
HOBOPOXJICHHBIN pebeHok Oyner neBoukoit (XX). Ecnu xk cnepmaTto3ons HeceT Y
- XpOMOCOMY, TO peOEHOK Oy/IeT MajJbuUKOM, T.€. HIMEHHO MY>KCKHE TaMeThl OIpe-
JEJSIIOT TI0JT peOeHKa.
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IIpu HacnenoBaHuy, CLHEIUIEHHOM C IIOJIOM, T€HBI, BBI3bIBAIOLIUE NTPU3HAK WIH
3abosieBaHKe, JIOKAJIM30BaHbI YaIrie B X — XpOMOCOME, MOCKOJIbKY OHA T€HETHYECKH
aKTUBHA. Y — XpOMOCOMa MHEPTHA B CHJIy CBOETO pa3Mepa U CTPOCHHUs, Y YEJIOBEKA
JMLIb PsIl TEHOB JIOKAJIM3YETCs B HEW (HEKOTOpbIe (POPMBI allIepruii, UXTHUO3, BOJIO-
caTtocTh yIIeH, pazmep 3y00B, KOJMUECTBO MYXCKMX FOPMOHOB U Jp.), TAKUE MpU-
3HAKM NEPEJAOTCA OT OTLA K CBIHY, a 3TOT THIIl HACJIEI0BAaHUS HAa3bIBAIOT I'OJIAHAPH-
YEeCKHM.

YacTo KEHIIMHBI SBIIOTCS TOJBKO HOCUTEIISIMHU CBSI3aHHOTO € X — XPOMO-
COMOM IpU3HaKa Win 3a00JIeBaHUs IOTOMY, YTO UX BTOpast X — XpOMOCOMa CKOpee
BCEr'0 COAEPKUT HOPMAJIBHBIN JOMUHAHTHBIN aJUICIIbHBIN T'€H, KOTOPBIN I101aBIIAET
MYTaHTHBIM PEIIECCUBHBIN T€H MEPBOU X-XPOMOCOMBI. MyKUNHBI HE MOTYT OBITH
HOCHUTEJISIMU JTaHHOTO TpHU3HAaKa WU 3a00JeBaHMs, MOCKOJIbKY, YHAcJIelI0BaB B
cBOMX X — XpOMOCOMax MYTaHTHBIN I'eH, OyIyT UMEThb COOTBETCTBYIOLIUI IMpU-
3HAK WM 3200JI€BaHUE.

> @

Puc. 12. CuemieHHoe ¢ IOJIOM HaclIeIOBaHHUE.

X' — XpoMocoMa, HecyIiasi MyTaHTHBIN I'€H, OTBEYAIOIIHIA 33 MPU3HAK;
X'Y — Manp4MK ¢ IPU3HAKOM HITH 3a00JIeBaHHEM;

X'X — KEeHIIMHA — HOCUTEb.

JKeHImHa-HOCHUTENB, T.€. T€TEPO3UTOTHASA MO reHoruny, umeer 50% Bepo-
ATHOCTH I€peJadyl MYyTaHTHOTO IeHa depe3 X — XpOMOCOMY KaKIOMY M3 CBOHMX
nereil. Ecinu reH yHacieayer qo4b, TO OHa TaKK€ CTaHET €ro HOCHTENEM, OCTaBa-
SCh TPU 3TOM (DEHOTHUIHUYECKH HE BBISBICHHBIM, €CIM X — XpOMOCOMa OTIIa mepe-
JlaeT € JOMUHAHTHBIA HOPMAJIbHBIM allIeabHbIN reH. OHaKo, €CJIM MaTh Nepeaa-
eT X' — XpOoMOCOMY CBOEMY ChIHY, TO OH IIPUOOpPETAET 3TOT MPU3HAK (Miu 3a00ie-
BaHUE) OTOMY, YTO B €0 MOJIOBOH Y - XpOMOCOME, IIOJyUYEHHOM OT OTLA, HET CO-
OTBETCTBYIOILIETO AJUIEIBHOIO I'eHa, KOTOPBIA MOT Obl MOAABUTH CEUU(PUUECKUN
MYTaHTHBIN T'EH.

Takum o0pasom, Bce nodepu 3TOM KeHIMHBI UMET 50% BeposSTHOCTH
YHacCJIe10BaTh JAHHBIA T'€H U CTATh €r0 HOCHUTEISIMU, a BCE €€ CBIHOBbS MMEIOT 50
% BEPOSTHOCTU YHACJIEIOBaTh 3TOT CIEUU(PUUHBIN T€H U UMETh JaHHBIM MPU3HAK
B (enotune (puc. 12). DTu MpoOUEHTH BEPOSTHOCTU PHUCKAa MU3MEHSIOTCS, KOT/a
MY>KYMHa UMeeT crierududeckuii reH B cBoeit X — xpomocome (1.€. X'). Ecau matpb
ero pebeHKa UMeeT JIB€ HOpMallbHbIE X — XpOMOCOMBI, HE HECYIIIUE TOTO K€ CIIe-
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1u(UIECKoro reHa, To Bce ero gouepu Oyayt Hocutensmu (100% BeposiTHOCTH).
OpnHako HU OJIMH U3 CBIHOBEH B 3TOM CEMbE HE YHACJIEYET 3TOT I'EH.

['enetnyeckue 3a00aeBaHUs HACIEAYIOTCA MyTEM MEpefadll MyTaHTHBIX Te-
HOB 110 OJJHOMY U3 OCHOBHBIX THUIIOB HACJIE€I0BAHUS.

I'EHHBIE 3ABOJIEBAHUSA

['eHHbIe (TOYKOBBIC) MYTAIMKM 3aTParvBalOT, Kak MPABWIO, OJWH WM He-
CKOJIbKO HYKJICOTHIOB, MPU 3TOM HYKJIEOTHJ MOXKET MPEBPAIATLCS B JPYTOM, BbI-
majaTh, QyOIMpOBAThCS, a IPyIIa HYKICOTHAOB IepeBopaunBarhesa Ha 180°, uro
BeJIET K U3MEHEHUI0 HHPOopMaluu 0 OeJke, KaK CJIEICTBUE — K HapyIIeHUIO (DyHK-
IIUY ¥ U3MECHECHHIO TTPU3HAKA.

[IpuHIIMTIIATBHBIE 3BEHbS MATOTeHE3a T€HHBIX OOJIE3HEW MOXHO TMpEeCTa-
BUTH CIIEYIOUIMM 00pa30oM: MYTAHTHBIM ajuieslb — MATOJIOTMYECKUN NMEepBUYHBIN
npoaykT (06eoK, pepMeHT U T.1.) — IeNb MOCISAYIONMX OMOXUMHYECKUX pPeak-
U — HapYIIEHUsS B KJIETKE — MATOJIOTHUS OpraHa — 3a00JIeBaHUSI OpraHU3Ma B
uenoM. IlaTonormyeckuili mporiecc, BOZHUKAIOIIMA B pe3yJibTaTe MYTallMU €/IH-
HUYHOTO T€HA, MOKET MPOSBIIATHCS OJHOBPEMEHHO HA MOJIEKYJISIPHOM, KJIIETOYHOM
Y OPraHHOM YPOBHSIX Y JIF00OOT0 MHAMBHUA.

Cy1iecTByeT HECKOJIBKO MOJXOA0B K KJIACCU(UKAIMM MOHOTE€HHBIX HACJe]l-
CTBCHHBIX OOJIC3HEH: T€HETWYECKHM, MaToreHeTHUecKui, KauHndeckuii u ap. Co-
TJIACHO T€HETUYECKOTO MPHUHIMITA, MOHOTEHHBIE OOJIE3HH MOXHO TMOAPA3ICIUTH IO
TUTNIAM HACJEIOBaHHUS - ayTOCOMHO-IOMHHAHTHBIE, ayTOCOMHO-PELIECCUBHBIC, X-
CLCIUICHHbIE JOMUHAHTHBIE, X-CIICIJICHHbIE peleccuBHble, romanapuyeckue (Y-
CIICTUICHHBIE) ¥ MUTOXOHJpHaIbHbIE. JTa Kiaccudukaius Haubosiee yaoOHa, T.K.
Cpa3y MO3BOJISIET COPUEHTUPOBATHCSI OTHOCUTENIBHO CUTYallUM B CEMbE U MPOrHO3a
MOTOMCTBA.

Knvauueckuilt npuHIMI — OTHOILIEHHE OO0JIE3HU K TOW WM MHOM Tpynre B
3aBUCUMOCTH OT CUCTEMBI OpraHoB, 00Jiee BCEro BOBJICUEHHBIX B MMATOJIOTUYECKUN
MPOLIECC: MOHOTEHHBIE 3a00JIeBaHMsI HEPBHOM, JBIXATENbHOM, CEPIACYHO COCYIH-
CTOU, BBLICIIUTEILHON CUCTEM, KOXKHU, OPTAaHOB 3PEHUS U TaK JaJIEE.

Y4uuThiBas MaTOTEHETUYECKUN TPUHITUI, BBIICISIOT HACIEACTBEHHBIE 00-
JIe3HU OOMEHa BeleCTB (HapyIIeHUs] aMUHOKUCIOTHOTO, YTIE€BOAHOTO, JIUIIUTHO-
ro, CTEpOMIHOTO OOMEHA U JIp.), CHHAPOMBI MHOKECTBEHHBIX BPOXKIACHHBIX MOPO-
KOB Pa3BUTHS U CMENIAHHBIC (DOPMBL.

Cpenu HacneACTBEHHBIX 3a00J€BaHUM, BBI3BAHHBIX T€HHBIMHA MYTAllASMH,
MO>KHO BBIJICJIUTD:

a) aymocoMHO-0OMUHAHMHO20 muna (apaxHOJAKTUIIN, HelipohuOpomMaTos,
OpaxunakTuiaus, cuaapom Typerta, BUTHWIMIO U Apyrue, u3 2106 mpeamnonarae-
MbIX — 1096 ycTaHOBIIEHO);
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0) aymocommno-peyeccusnoeo muna (aMaBpOTUIECKasi UIUOTHSI, TaTaKTO3eMUS,
CEpIOBUIHO-KIIETOUHAs aHEMUS, (PEHUIIKETOHYPHS, MyKOBUCIIUIO3 U PSJ IPYTUX, U3
1320 mpenmnonaraembix — 611 moaTBEpAkK/ACHBI);

B) cyenienuvle ¢ nonrom (remodunvs, MbinedyHas auctpodus JlromieHa,
JATBbTOHU3M, TeMepasonus, HEKOTOpble (OPMBI alNIEPTUH, YMCTBEHHONH OTCTAJIO-
CTH U pyTHe, u3 257 npeanojaraéMbix NoATBEpxkACHO 119).

I'EHHBIE 3ABOJIEBAHUS C AYTOCOMHO-IOMUHAHTHBIM THIIOM
HACJIEJOBAHMUSA

ApaxHogakTuiaua (cuaapom Mapdana). ['en nokanuzoBan B 15-if xpomo-
COME W BBI3BIBACT HEOCTATOYHYIO BBHIPAOOTKY Oenka (GpulOpuiumHa, MpUgaroIero
COEIMHUTENIbHBIM TKaHSM MPOYHOCTh M 3JIACTHUYHOCTb, YTO MPUBOAMUT K MOpaXKe-
HUIO Cep/lla, KPOBEHOCHBIX COCYJIOB, KOCTeH, CBA30K U Tia3. (Puc. 13). OtmeuaeT-
sl y TIpelIcTaBUTENeH BCeX pac.

Puc. 13 Puc. 14
Cungpom Mapdana Heiipodubpomaros

VY MmHorux moaei ¢ cuaapomom Mapdana 60sie3Hb AMATHOCTUPYETCS B Tie-
pHOJ TOJIOBOTO CO3peBaHUs WM mo3aHee. CUMITOMaMHU SABISIOTCS HEOOBIYHO
JUIMHHBIE M TOHKWE PYKH, HOTH, Naiblibl ('Mayuybd Malblbl"), MBI WHOTAA
HEJIOPA3BUTHI, CYCTaBbl ClIa0ble, HE PEAKU CKOJIMO03, OJU30PYKOCTh CO CMEIIEHUEM
Xpyctayiimka uiau 6e3 Hero. Yacrora Bctpeuaemoctu: 1 cimydait Ha 10000.

Heiipogudpomaros (HD1). Yactora BCcTpeuaeMoCTH: B OJHOM Clydae Ha
3000 HOBOpOXAEHHBIX. ['eH JoKanmu30BaH B 17-1 XpOMOCOME, BBI3BIBAET pac-
CTPOMCTBO, MOpakaroliee MO3r U nepudepuuecKyo HepBHYIO cuctemy. Cummro-
MBI: TIOSIBJICHUE Ha KOXe PeOCHKAa POJUHOK U MATEH KOPEHHOTO I[BETa, Ha MECTE
KOTOPBIX TO37HEE 00pa3zyroTcsi OYrOpKH MO XOJy PACHOJIOKEHHS] HEPBOB, PEXE
OMyXOJIU OOJIBIIMX Pa3MEpPOB B PA3IUYHBIX OpraHax. Y
HEKOTOPBIX OOJLHBIX PAa3BUBAIOTCS OIYXOJU TOJIOBHOTO
MO3ra, Beyluue NpUNagki U YMCTBEHHYIO OTCTaJIOCTh.
Jleuenus Ha naHHBIM MOMEHT He cyuiecTByeT (Puc. 14).

bpaxupakTuiauss (KOPOTKOMANIOCTh), HapsAy C
JPYTMMH HapylICHUSIMU Pa3BUTHUS KOHEUHOCTEW (CHHIAK-
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THJINSL — CPOCILIUECS MaJIbIbl, TOJUAAKTUINS — MHOTOMAJIOCTh, 100aBOYHBIE Majlb-
11b1), ObLJIa OMUCAaHa OJTHOW W3 MEPBBIX CPEIU T'eHHBIX 3a00JIeBaHUI, OmpeaemnsieTcs
AHOMAJIbHBIM T€HOM 2-0i1 XpOMOCOMBI.

Hapyiienust Mo>kHO OOHApY>KUTh YK€ MPU POKICHUHM peOeHKa M0 COOTBET-
CTBYIOIIEMY U3MEHEHHIO (DajlaHT MajibleB PYK U HOT.

Xopes I'enTunrrona (XeHTMHITOHA) — 3200J7I€BaHNe, KOTOPOE HEMHHYEMO
BBI3BIBAET CMEPTh HOCHUTEIIS ATOTO I'eHa. Haie BCero OHO MOpa)kaeT JAEH IOCIIe
30-35 ser. CUMOTOMBI: TPOTPECCUPYIOIINE pA3pYIICHUS] TKAHU MO3ra, MPUBOJIS-
e K ciaboyMHIO, OTCYTCTBUE KOOPIMHAIIMM MBIIICYHBIX JIBHOKEHHM, Ne(eKTh
peun, HaOMoAaeTCsl B OAMHAKOBOM CTENEeHH, KaK Y MY>KUUH, TaKk U keHIuHa. OT-
JIeNbHBIE €€ MPU3HAKU MOTYT Paclio3HaBaThCs U B Oojee panHue cpoku (15 ner),
onHako sBHbIE (puxcupyrorcs B 40-65 ner. Yacrora BcTpeuaemoctu B EBpore:
oauH ciyyai Ha 10000-20000 310pOBBIX.

Butnanro - nosiBieHue Ha Koxke O€NbIX MATEH, TO
€CTh YYaCTKOB, JUIIECHHBIX MUTMEHTA — MEJIaHWHA BCIE-
CTBHUE TOTEPU WM CHUXKEHUS (PYHKIIMU METaHOIUTOB,
IPEXJIe BCEro B KOXKE, BOJOCAX, CETUATKe Ia3. Takoe siB-
JIEHWE Ha3bIBAaeTCs AenurMeHtanuei. OHa MOMKET MOsIB-
JSTHCS B TIOOOM BO3pacTe, HO Yallle y MOJIOJIBIX JIFOJIEH.

[Ipeanonaraercs, 4T0 ONPENEIEHHYO POJb B MOSB-
JICHUH BUTUJIUTO UTPAIOT cleAyromue GaKkTophl:

- HapyuIeHUs: HEHPOIHJOKPUHHOTO Xapakrepa (AUCOHYHKUMU IUTOBUIHOM
KeJe3bl, HaJIMOYEUHUKOB, TUIIO( K34, TOJOBBIX JKEJe3);

- ICUXUYECKAS] TPABMA;

- HapyIIEeHUsl BET€TaTUBHOW HEPBHOM cHUCTeMBI (TIpeodagaHne TOHyCca CUM-
MaTUYECKON YaCTH BET€TATUBHOM HEPBHOM CHUCTEMBI HaJl TOHYCOM €€ MapacuMia-
TUYECKOM YacTH);

- Ay TOUMMYHHBIE TIPOLIECCHI;

- HaCJIeICTBEHHAs MPEAPACIIOIOKEHHOCTh, YTO MOATBEPKAAECTCS CEMEHHBI-
MU ciydasmu 3a0osneBanusi. CyIiecTByeT IMPEaNoJIoKEHUE TOTO, YTO JIIOAU C BH-
TUJIUTO HACJIEAYIOT IPYIILY U3 TPEX F€HOB, KOTOPHIE NEPEJal0T BOCHIPUUMYHUBOCTD
K JIETUTMEHTALUU.

JIsi MHOTHMX HM3BECTHBIX AyTOCOMHO-JIOMHHAHTHBIX F€HOB XapaKTEpHa pa3-
Has CTENEHb MX BBIPAXKEHHUS. DTO SIBIICHUE OTKPHITO OT€UECTBEHHBIM T'€HETUKOM
H.B. TumocdeeBbiM-PecoBckuM 1 MOydnsIo Ha3BaHHE IKCIPECCMBHOCTH (CTe-
NeHb BbIpaKeHHUs) TeHOoB. OH ke OOHapyKWJI U JPYTyI0 OCOOCHHOCTb - YacCTOTY
NPOSIBJICHHS] T€HOB (IMEHEeTPAHTHOCTH). TakuM 00pa3oM, HE KaxIblii HOCHUTEIb
ayTOCOMHO-JOMUHAHTHBIX T€HOB 0053aTE€IbHO JOJKEH MUMETh BCE CUMIITOMBI 3a-
OoJNeBaHUS U OAMHAKOBOM CHIIBI TIPOSIBIICHUS.
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3ABOJIEBAHUS C AYTOCOMHO-PEINECCUBHBIM TUIIOM
HACJIEJOBAHUA

Brnepsoie pennsikeronypusi (OKVY) Obuta onucana B 1934 rony ydeHbIM-
reHeTukoM DeuIMHroM. AyTOCOMHO-PELIECCUBHBIN T€H, KOTUPYIOUUil (hepMeHT
(eHmIanaHuH-TUAPOKCUIIA3y, KapTUpoBaH Ha 12- xpomocoMe. OTO Hacien-
CTBEHHOE 3a00JIEBAHUE XapaKTEPU3YETCs TSHKEIIbIM MOPAKEHUEM HEPBHOM CUCTe-
MBI ¥ BBIPAXXAE€TCA B YMCTBEHHON OTCTAJIOCTH.

[IpuunHOI 3TOrO ABIAETCS HEAOCTATOYHAsI aKTUBHOCTH (hepMeHTa (HeHuI-
aJJaHUH - TUAPOKCUIIA3bl, KOTOPBIM MpeBpaliaeT aMUHOKHUCIOTY (PEHUIAIaHUH B
AMUHOKHCIIOTY TUPO3UH, HEOOXOUMYIO /i1l 00pa30BaHMs TOPMOHOB IIUTOBUAHON
JKeJe3bl U MEJIAHWHA:
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DeHHTATAaHUH Tupo3uH

B pesynbrare B KpoBH peOEHKa NMPOUCXOIUT HAKOIUIEHUE (eHWIaJaHUHA,
denmnnupysara, peHunaneTaTa, 4YTo BeJeT K MHTOKCHUKAIIMU KJIETOK MO3ra, OTMe-
YaeTcsl THMOMUTMEHTAlUs KOXH, BOJIOC, PaayXKH, CBOCOOpa3HbIM "MBIIIHMHBIN"
3amax, KOTOpbIA UJIET OT KOXU peOeHKa, €ro MOYHU U T.1I.

e E? © %

H-—NH CH —OH COOH
COOH COOH CO OH
dreHUIATAHHMH deHmInmpyBar deHMITAKTAT deHnIALETAT

[lepeBon aeTeii Ha crienUaIbHYIO AUETY IOMOXKET U30€KaTh ITOro HedIaro-
NPHUSTHOTO BO3JCUCTBHS, OYEHb Ba)KHO, YTOOBI JICUCHUE IUETOW OBLJIO HAYaTo B
nepBble 1Ba Mecsna Xu3HA. CBsA3aHO 3TO C T€M, YTO B TNEPHUOA HAUOOJBIIETO
HACBIIIEHNUS KPOBU (PCHHUIIAJJAHMHOM M MPOIYKTAMH €r0 HETOJIHOTO TMPEeBpaIlCHUs
(B Bo3pacte 110 2-3 JieT) MPOUCXOAUT HAUOOJIbIIIEe OTPABICHUE KIETOK Mo3ra. Oi-
HAKO MPHU TAaKOM JIeYeHHH y peOeHKa C BO3pacToM JAe(EeKT reHa He HCUe3aeT, a,
CJIeTOBATENIbHO, MOXKET OBITh TIEpeaH MocienytoneMy nokojaeHuto. Kpome toro,
ecny 3a00JIeBaHNe UMEETCsl y OyayIlell MaTepu, TO TIOBBIIIICHHOE coliepikanue (e-
HWIaJaHWHA OyJeT TyOWTeThbHO CKa3bIBAaThCS HA pa3BUTHE MO3ra y IUIOAA, YTO
MOKET 3aKOHYMTHCS, TUOO CIOHTAHHBIMUA a0OpTaMu, MO0 POKIeHUEM peOeHKa ¢
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MUKporIiedanue, TopokaMmu cep/iia, yMCTBEHHON OTCTATIOCThIO U IPYTUMHU HeO1a-
TONPUSATHBIMU MOCTEACTBUSIMU.

Taxkum o00pazoM, reTepo3UrOTHOE HOCUTENHCTBO TeHA (DEHHIIKETOHYPHH CO
CTOPOHBI MaTepH, HE TOBOPS YK€ O TOMO3UTOTHOM (KOT/ia MaTh OOJbHA), — Ype3-
BbIYAIHO HEOIAronpusITHOE ABJICHUE JIJIsi OEPEMEHHOCTH U POIOB.

YacToTa BCTpPE4aeMOCTH JIOBOJLHO BBICOKas, B cpeaHeM | ciydail Ha 5-
10000 HOBOpPOKAECHHBIX.

I'anakTo3eMusi — 3T0 ayTOCOMHO-pPELIECCUBHOE 3a00J€BaHNE, BCTPEYAETCS B
oaHoM ciydae Ha 50-60 ThIC. HOBOPOXKICHHBIX AeTe. DTa 00JIE3Hb ONpeAeIsIeTCs
I€HOM, JIOKAJIM30BaHHBIM B 9-0i1 XpOMOCOME U BBI3BIBAIOLIUM (PEPMEHTHYIO HEI0-
CTAaTOYHOCTH, TPUBOAIIYIO K HECITOCOOHOCTH MPEBpaIIaTh MPOCTOM caxap (Tajak-
TO3y) U MOJIOYHBII caxap (JIAKTO3Y) B IUIFOKO3Y, KOTOPYIO OpraHU3M HMCIOJIb3YET
uist sHeproodecneuenus. [lpu MeHee pacmpocTpaHeHHOW (hopMe rajaakTo3eMuu
HEJI0OCTATOYHOCTh (pepMEHTa rajlakTOKMHA3bl (Tl ) BeI3pIBacT 0Opa3zoBaHuE paH-
HEl KaTapakThbl, KOTOpasl YacCTO SBIIETCS MEPBHIM 3aMETHBIM CUMIITOMOM M OOHa-
pYKHBaeTCsl Ha IEPBOM T'OJTy KU3HH.

Henocratounocts ¢epmenta ramakro3a - 1 ¢ocharypununrpancdepassi
(knaccuyeckasi popMa rajgakTo3eMHUH) - MPUBOJUT K MOBPEKIECHUSM B TOJIOBHOM
MO3re, EYEHHU, MTOYKaX U KUIIEYHUKE.

CUMIITOMBI CTAaHOBSITCSI OYEBHUJIHBIMU BCKOpE TOCJE POXKACHUS, C HAYajioM
KopmiieHUs. Pa3apaxuTelbHOCTh, BAJIOCTh, TPYJAHOCTH C KOPMJICHUEM U MPUIAKU
YKa3bIBaOT HA MOBPEXJACHUE TOJIOBHOTO MO3ra, CJIEJICTBHE 3TOrO - YMCTBEHHAs OT-
CTaNOCTh. JIpyrMMu CUMIITOMaMU SIBJISIIOTCS YBEJIMUEHHUE TMEYEHH, KENTyXa, PBOTa,
MOHOC, OTCTaBaHUE B pOCTe, 00pa30BaHUE KaTapakThl B 000MX IJ1a3ax Ha MEPBOM WU
BTOPOM MECSIIIE KU3HH.

UckmroueHre MoJioka W APYrol JIaKTO30COAEpKAllle MU U3 palroHa
MOKET NPEeIOTBPaTUTh HAPYIIECHHUS, CBSI3aHHbIE C Trajakro3emuei. MianeHuam
Ha3HauaeTcs coeBas quera. be3 jedyeHuss OHM MOTYT yMEpEeTh B CUMTAHHbBIE JIHH,
MO3TOMY OY€Hb Ba)K€H HEMEJUICHHBIA AMAarHo3. besraiakTo3Hyio amety HeoOxo-
IMMO COOJIFOIaTh BCIO KU3Hb.

Boae3ns Tes-Cakca (paHHsis geTckas amaBpotuueckas uanortus). Haubo-
JIE€ YaCTO BCTPEYAECTCS CPEIU €BpPEUCKOro HaceneHus LlentpanbHon u BocTouHoi
EBpomnsl (1 cinyuaii Ha 3600 HOBOpOXJIeHHBIX). Cpenu Apyrux HalMOHAJIbHOCTEH
oHa meHee pacrpoctpaneHa (1 ma 50000-90000). BrizbiBaeTcst HETOCTATOYHOCTHIO
dbepMeHTa TeKCO3aMUHHIA3hl A U XapaKTEPHU3yeTCs HECITOCOOHOCTHIO KJIETOK TO-
JIOBHOT'O MO3ra yCBauBaTh KUPBI, KOTOPBIE, HAKAIUIMBASAChH, PA3PYyIIAIOT CTPYKTYPY
mosra. ['en kapTupoBaH Ha 15-oif xpomocome. CUMOTOMBI MOSBIISIIOTCSL B TIEPBBIN
roJi )Ku3Hu (4-6 MecsIes).

[Ipexne 310pOBbIE JETH MOCTENEHHO YTPAUYUBAIOT KOOPIUHALIUIO IBUKEHUN
U K TOJy Y€ OKa3bIBAIOTCS HECTIOCOOHBIMH BBITIOJTHUTH MPOU3BOJBHBIE TBIKE-
HUS, TIOCKOJIbKY TOSIBJISIIOTCS MBIIIEYHBIE CIIA3Mbl M MIPUNAAKU, U B KOHIIE KOHIIOB
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pa3BUBAETCS Mapayivy, MPOTPECCUPYET CIENOoTa, INIyX0Ta U YMCTBEHHas Jerpaja-
s, a kK 4-5 rogam pedbenok ymupaet. CriocoOOB JICUeHUS HE CYIIECTBYET.

CepnoBuaHoO-KJIETOYHAsI aHeMHsl — dTa (popma aHe-
MUU SIBJIIETCSI CaMOW PacIpoCTPaHEHHOM, 0OCOOEHHO cpeau
x)utenen adpukanckoro npoucxoxaeHus (1 va 700 cimyda-
€B).

Br3piBaeTcst manHoe 3a0oJieBaHne M3MEHEHUEM (op-
MbI SPUTPOLUTOB — (DOPMEHHBIX 3JIEMEHTOB KPOBH, MOCTABIISIIOUIUX OpPraHU3MY
kuciopo. IIpu cepnoBUAHO-KIETOUHON aHEMHUH 3PUTPOLIUTHI, KOTOPbIE B HOPME
UMEIOT BUJ AMCKA, HaYMHAIOT JeopMupoBaThCs, nmpuHUMas (GopMmy ceprna wiu
noJiyMecsua.

BcenenctBue momnoOHOrO BUAOM3MEHEHHUS, OHU CIUMAIOTCA APYT C JIPYTOM,
3a/IEpKUBAIOTCS B MEJIKMX KPOBEHOCHBIX COCY/AaX, 3aKy[OPHUBAIOT MX, 00pa3yloT
CTYCTKM B TKaHSAX U OpraHax, 4To IPUBOJUT K KUCIOPOJHOMY T'OJIOIAHUIO, BO3HU-
KatoT 0OJIM, OMEPTBIICHUE TKaHEH.

VY manenpkux aetedt (mo 4-6 MecsIeB) CHMITOMBI 3a00JIEBaHMSI YaIlle BCETO
HE OOHAPYKUBAIOTCS, TTOCKOJIBKY B UX KPOBHU €II€ OCTAETCS TeMOIJIOOWH C BHYT-
pUYTPOOHOTO MEepUoaa pa3BUTHs, 00JIAAIONIMNA 3aMTHEIMU cBoiicTBamu. [lo3n-
HEe JCTU CTAHOBSITCS Pa3/IpaKUTENLHBIMU, KOXa UX OJeHeeT, HaOI0AaeTCs 3aMe]l-
JIEHUE POCTa, OHM Yallle MOJBEPratoTcss MHPEKIIMOHHBIM 3a00JIeBaHUsAM. Y HEKOTO-
pBIX JETeil MOSIBISETCS OTEUHOCTh U OOJE3HEHHOCTh TKaHEW KOHEYHOCTEH. Y 00ib-
IIMHCTBA JIIOJEH, CTpalalolMX 3TUM 3a00JIeBaHUEM, OTMEYAeTCsl OOBIYHBIN WHTEN-
JIEKT, T.K. OHO HE 3aTparuBaeT YMCTBEHHBIX CIIOCOOHOCTEW. bosie3Hb HOCUT Heusle-
YUMBIW XapakTep. [leTn, cTpagaronme ceprioBUIHO-KIETOYHOW AHEMUEH, HY KIAF0TCS
B TIPAaBUJILHO TOJI0OPAHHOM, IOJIHOIICHHOM IWTaHWH, COOJIOICHUU pPEXUMa IHTa-
HUS, 0COOEHHO B JIETHEE BpeMsi, BO M30eKaHNe 00€3BOKMBAHUS OpPraHU3Ma, a TaKKe
B IIOCTOSIHHOM Bpaue€OHOM HAOIIO/ICHUHU.

BrlsiBiieHHE TATOIOTUYECKOro TeHa Y HocuTelNel 3a00IeBaHus OCYIECTBIIS-
€TCs C MOMOIIBI0 cnenuanbHblx uccnenopanun JIHK kietok kpoBu. Y xurenen
psina rocynapctB AQpHUKU CEpHOBHUIHO-KJIETOYHAS aHEMHs IIMPOKO PacrpocTpa-
HeHa (1 cmydait Ha 250 - 300 yenoBek), YTO SABJSIETCA OJHOW W3 MPUYUH BBICOKOU
CMEPTHOCTH Cpelu JAeTe. Y aMEepUKaHCKUX TpakJIaH appUKaHCKOTO MPOHUCXOXK-
JIEHUsI CEPIIOBUIHO-KIIETOUYHAsI aHEMUSI BCTpedaeTcsi ¢ yactoTor 1 ciyyait Ha 650
HOBOPOX/ICHHBIX, & Y AMEPUKAHIEB MEKCUKAHCKOIO POUCXOXKIeHU 1 ciydyail Ha
1000 — 1500 noBopoxneHubix. B rocynapcrBax EBponsl u ctpanax CHI' sto 3a-
OoJsieBaHue BeTpeuaeTcs pexxe He 6onee 1 cimydas Ha 10000 310poBBIX AETEH.

MyxkoBucuna03 (KUCTO3HBIH (GuOPO3) — BCTpeyaeTcs npuMepHo B 1 ciy-
yae Ha 2000 XKUBOPOXKICHHBIX JIeTeH (I €BpONEHCKUX TOoCyJIapCcTB). ITO ayTo-
COMHO-peLiecCuBHOE 3a0oyieBaHue (FeH B 7-0M XpOMOCOME), BBI3bIBAIOIIEE HAPY-
nieHne padoThl CIM3UCTHIX 000JIOUEK MUILEBAPUTEIBLHON W/WUIIHM JBIXATEIbHON CH-
CTEMBI.
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I'ycras cim3p CTaHOBUTCA NPUYMHOM 3aKYIIOPKM JBIXaTENbHBIX ITYTEH, IO-
BPEKIACHNUN TOJDKETYTOYHOM JKENE3bl U JIETKUX. B IomKey104HOoN Kee3e 3aKy-
MOPEHHBIE CIIM3BI0 MPOTOKH HE MOTYT MPOIYCKATh MHUILEBAPUTENbHbIE (PEepMEHTHI
U3 JKEJe3bl B JABEHAAUATUIIEPCTHYIO KUIIKY. [Ipn 3TOM muTaTenbHbIE BEIECTBA,
IIOCTYIAIOIINE C MUILEH, HE YCBAMBAKOTCA, YTO IMPHUBOJIUT K TOJIOJAHUIO KIIETOK,
ABUTAMHMHO3aM M 3a/IepXkKe pa3BUTHs. V3IHIIHAS rycTOTa CIM3U MEIIAET JETAM
OTKAIILJIMBAThCS, YTO MPUBOAUT K 3aCTOMHBIM SIBICHHUSM B JIETKUX U UX OBICTpOMY
uHpuuupoBanuto. I1ot nereil ¢ MyKOBUCHU030M OTIMYAETCS BBICOKUM COAEpKa-
HUEM XJIOPUJIOB U NPUAACT KOKE COJECHBIA BKYC, IPUBOJSA TAKXKE K €€ paspaxe-
HUIO, OIPEJIOCTSM U BOCIIAJICHHUIO.

CpenctB nedeHHss KUCTO3HOTO (puOpo3a HET, HO €ro MOXKHO HEUTpanu3o-
BaTh. DepMeHTHI, HEOOXOAUMBIE AJIs IEPEBAPUBAHUS UM, TPUHUMAIOTCS] BMECTE
C HEH.

IIporepust - cunapom [ erunHco-
Ha-I'undopaa y nereit. Peakoe 3abonena-
HUe: onucaHo okoJyio 70 HaOmroAeHUN u
€MHUYHbBIE CIIy4au BpPOXKIAEHHOW Ipore-
pun. [lo naHHBIM psiga aBTOPOB 3aboJe-
BaHME HOCUT HACJICICTBEHHBIN XapaKTep,
HAaCIIEy€eTCs 10 ayTOCOMHO-
PELECCUBHOMY THITY. BONBIIMHCTBO HCCAEAOBATENIEH CUUTAIOT, YTO OHO SIBJIIETCA
CIIECTBUEM JMAHIE(PATBHO-TUIIO(U3APHON HEAOCTaTOYHOCTU WJIM BTOPUYHOIO
NOpaXEHMsI HECKOJBKUX IHIOKPUHHBIX jkene3. IIporepuss MoxkeT ObITh CHUMIITO-
MOM U Psiia IpYTUX HACJIEACTBEHHBIX YHIOKPUHHBIX 3a00J1€BaHUN, IPOSBISETCS B
BO3pacte 5-8 mecsues, nHoraa B 3-4 roga. Haunnaercs ¢ pe3koro 3amesenus (u-
3U4ecKoro pas3BuTus. Koxka CTaHOBUTCS CyXOil, MOPLIIMHUCTONW (II€praMeHTHON);
BOJIOCHI pEKHUE, Celble, OPOBU M PECHULII MOTYT OTCYTCTBOBaTb, HOI'TH TOHKHE,
aoMkue. ['onoBa OonblIas, JUIO MackooOpa3HOE, HOC KPIOYKOBAThIN, TOpUallue
yId, 3k30(ptambM. 3yObl MPOPE3bIBAIOTCS MO3HO WM OTCYTCTBYIOT BoBce. Cra-
0ast MycKyJaTypa, OTCYTCTBHE IOJAKOXHOM KJIETYAaTKH, TOHKHE KOHEYHOCTH. [lo-
JIOBBIE OPraHbl HEJOPA3BUThI, OTCYTCTBYIOT BTOPHYHBIE IIOJOBBIE MPHU3HAKH.
Haubonbiire u3mMeHeHUs: pa3BUBAIOTCS B CEPAEUYHO-COCYIUCTON CUCTEME: TeHepa-
JU30BaHHBI aTEPOCKIIEPO3 COCY/I0B, TPOMOO3 KOPOHAPHBIX apTepHil, MH(APKTHI
MUOKapza. B rosoBHOM Mo3re, ne4eHu, NoYKax, SHAOKPUHHBIX OpraHax - OTJIOXKe-
HUE JKUPOIOJ00OHOTrO BellecTBa, ckiepo3. Ha mo3nueit cranuu BeiencTBue mpo-
I'PECCUPYIOLIETO aTEPOCKIEp03a - CHWKEHUE WHTEIUIEKTa, HEBPOJOTHYECKUE
HapymieHus. [Iporno3 HedmaronpustHeId. [Ipoa0KUTENBHOCTE KU3HU OT 7 110 27
neT (B cpeaHeM - 13 mer).
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X-CHEIIIEHHOE HACJIEJJOBAHUE T'EHHBIX FOJIE3HEN

K nacrosimemy Bpemenu uszBecTHO Oosiee 200 reHOB (IOMHUHAHTHBIX U Pe-
[IECCUBHBIX ), JJOKAIM30BAHHBIX B X-XxpoMocoMe. MHOrue u3 HuX 00yClIaBIMBaIOT
HOSIBJICHUE HACIIEACTBEHHBIX O0JIE3HEH, epeaBaeMbIX 110 KEHCKOM (Jalle BCero)
JIMHUMU.

VY JKEHIIMH aHOMAJILHBIN T€H MOXET HAXOJIUThCSI B OJJHOM (FE€TepO3UroTa) Win
o0enx (romMo3uroTa) X-XpoMocoMax, a y My>4HH — TOJIBKO B OAHOM X-XpOMOCOME,
IIOCKOJIBKY OHH B HOPME UMEIOT OJIHY.

OCHOBHBIE KPUTEPUH PELIECCUBHBIX 00JIE3HEN ¢ X-CLEIIEHHBIM TUIIOM HacJe-
JOBAHUS CIICAYIOLIHE:

1. 3aboneBaHue BCTpeyaeTcss B OCHOBHOM Y JIMI[ MY)KCKOTo mosa. bonbHbie
TOMO3UT'OTHBIE JKEHIIMHBI IIPU TAKOM THUIIE HACIEAOBAHUS SIBISIOTCS UCKIFOUYEHUEM,
KOTOpO€ HAOJIIOJAETCSl TOJABKO B TOM CJIy4ae, €ClIM OOJbHOW My)KUMHA BCTYNAeT B
Opak ¢ HOCUTEJIbHULIEH I'eHa JAHHOTO 3a00JIEBaHHUI.

2. bone3np nepenaercss OT OONBHOTO MY>KUMHBI Yyepe3 ero (HPeHOTHIHYECKU
3JI0POBBIX J0YEPEH MOJOBUHE BHYKOB MY>KCKOTO IOJIa (HACIEAOBAHHE MO THILY
"X0J1 maxMaTHOTO KOHs").

3. 3a0o0JsieBaHNE HUKOTa HE NEPENAETCS OT OTLA K ChIHY.

4. CtenieHb pUcCKa J1s1 CBIHOBEN KEHIIWHbBI-HOCUTEIbHUIIBI 3200J1€BaHUS CO-
crasiser 50 %.

5. IlonoBuHa nouyepen )KEHIIUH - HOCUTEIIBHHUI] ITATOJOTUYECKOTO TeHA TaK-
e OyyT HOCUTEJIbHULIAMU.

6. Bce ¢peHOTUIIMUECKH 310POBBIE JOUEPH SBISAIOTCA OOJIMTaTHBIMU I'€TEPO-
3UTOTHBIMU HOCHUTEIIbHULIAMH.

VY xeHmuH X-CUEIUICHHbIE 0OJIE3HN OOBIYHO MMEIOT MEHEe TsDKEINbIe Mpo-
SIBJICHUS], YEM Y MYKYHH. B HEKOTOPBIX ClIydasX MOPaXEHUE MY CKHX 3UTOT OKa-
3bIBAETCSl HACTOJIBKO TSKEJIBIM, YTO OHU NOTMOAOT BHYTPUYTPOOHO, KPOME TOTO,
CpelIu CIIOHTaHHBIX a0OPTOB M MEPTBOPOXKACHUM 10151 MalbuUMKOB BhllIe Ha 30-
40% u 6o7ee.

P (00—
G QW &7
0 W0 Yy

J04epu- CBIHOBBS J049b I0Yb CBIH
HOCHUTEIIN 3710POBBI 3A0poBa HOCHUTEIb 37I0pOB
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HaunbGonee mmpoko pacnpocTpaHeHo 3aboneBaHue, 00yCIOBIEHHOE T€HOM,
CLEIUIEHHBIM ¢ X-XPOMOCOMOW, UMEIOIIUM PELECCUBHBIN XapaKTep HACIEAOBAHNUS
— remouins — A (mjioxasi cBepTbiBaeMOCTh KpoBH). YacToTa 3a00seBanus co-
crasisieT 1 Ha 10000 )XMBOPOKIECHHBIX MAILYUKOB, CPESIM IEBOYEK CIIydaud KpanHe
peaxu. Knaccuueckas remoduinst A BO3HMKaeT BCleNCTBUE neduimra Oelika,
HasbiBaeMoro ¢akropoM VIII u sBrusromerocs BaXHBIM 3JIEMEHTOM IMpollecca
CBEpThIBaHUS KpOBHU. [Ipy OTCYTCTBHM TOCTATOYHOI'O €ro KOJMYECTBA €CTh OCHO-
BAaHMS ONACAaTbCsl HEKOHTPOJIUPYEMOrO KpOBOTeueHHUs. B Hacrosiiee Bpems npu
TOoi (popmMe remMouiiiM MOTYT HA3HAUaThCSd HMHBEKIIMM KOHIEHTpara (axTopa
VIII wnu 1pyrux copepkamux ero npoayKkToB KpOBH.

P (xx‘? XY
C & | T
. Tl ‘;', -7 )

¢ PR ~ . - N
; - J[ r ~ d i N
ST i ~
F & [
CBIH
it 310pOB
HOCHUTECIIb P

Puc. 16. HacnenoBanue rena reMopuinu:
a) MaTh 3710pOBa, OTEIl OOJICH;

0) MaTh — HOCHUTEJb T'€HA, OTEll 37I0POB;

B) MaTh — HOCUTEJIb I'e€Ha, OTeI] OOJICH.

3a0oneBanre MbllleyHas auctpodus /omeHa mopaxaer MajJbuMKOB B
Bo3pacte oT 3 a0 5 net. (Puc.17) 310 HapyieHue
CBSI3aHO C OTCYTCTBHEM WJIM HEIOCTATOYHOCTHIO
Oenka, Ha3BaHHOTO TUCTPO(GUHOM, Ha JIOJIO KO-

S toporo npuxoautcs 0,002% obrmiero KonmuecTra

% = 0€ITKOB B HOPMAJILHBIX CKEJIETHBIX MbIIIaX. Ero
3

N OTCYTCTBHE MPUBOINT K PaCIajy MBI, T.K. OH

~iE UTPAET OCHOBHYIO pOJIb B KOHTPOJE KOHIEHTpa-

0 MU KaJbllMsl B MbIlIeYHOM KieTke. [Ipu Hapy-
) 5 IICHAH KAJIBIIUEBOTO PABHOBECHS aKTHBU3UPYET-
csi (depmeHT docdonunaza A, pacTBOPSIONTHI
MuopuOpmIibl. YacToTa 3a00/1€BaHUS COCTABIISI-
et 1:3000-1:5000 manpuukoB. IlepBbiMH cHUMII-

., M TOMaMH ABJIAIOTCA YIINIOTHCHHEC HWKPOHOXKHBIX
Puc.17 Mpieunas quctpodus Jromena

MBIIII] ¥ TIOCTETIEHHOE YBEJIWYeHHE X 0ObeMa
3a CYET pa3pacTaHusl COEAMHUTEIBHOW M KUPO-
BoM TkaHM. [locTeneHHo npolecc MPUHUMAET BOCXOAIIEE HAIPAaBIEHUE U PacIpo-
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CTpaHSETCSl Ha Ta30BbIN MOSIC, MBIIILbI CIIMHBI, IJIEYEBOH MOSIC, a 3aTEM Ha MPOKCH-
MaJbHBIE OTHETBI PyK. B 3aBepmaromieil ctanuu ciaboCTh MBI MEPEXOAUT Ha
MBIIIIIBI JIMIIA, IIeH, TIOTKU. Hanbomnee 4acToilt mpuanHOi CMEPTH CTAHOBUTCS OCT-
pas cepicuHast HEIOCTaTOYHOCTb.

VY 6onee 50 % ManbYMKOB € 3TUM 3a00JIEBAHUEM OTMEYAETCS] CHUKEHUE WH-
TEJUIEKTa OT MOTPaHUYHBIX COCTOSIHUM 10 BbIpaxeHHOU nedunpHoctu. K 14-15 ro-
JlaM OHH OOBIYHO YK€ 00€3IBMXEHBI U JOKUBAIOT 10 20-25 JerT.

Cunapom Mapruna-bean (yMCTBEHHas OTCTaJIOCTh JIOMKOM — X-
XpOMOCOMOM) - HauboJee yacTasi IpUUMHA HACIEICTBEHHON YMCTBEHHOM OTCTalO-
CTHU, TAK KaK OH C BBICOKOW BEPOSITHOCTBHIO MPOSIBIIAETCS B CIAEAYOLIUX MMOKOJCHHU-
ax. Yactora cuHapoma y ui My>xckoro nona — 1 Ha 1000-1250 poxxnenwii, a cpe-
1y skeHIMH - 1 cimydaid Ha 2000. CXX Bo3HHMKAET, KOra B X-XpOMOCOME BO3HUKAET
MEPETSKKA HA OJTHOM U3 ILJIEY.

OO6b1yHO Aetu ¢ CXX KpyIHbIE MIPU POKIACHUH U B JIETCTBE, UMEIOT CIIA0BIA
TOHYC MBI ¥ CBS30K. [1o Mepe pocTa cTaHOBSATCS Bce Oosee 3aMeTHBIMU (hU3HUe-
CKH€ OCOOEHHOCTHM — KpYyITHAas TOJIOBa, JUIMHHOE M Y3KOE JIUIO, BBICTYIAIOIINC
Ha/JI0pOBHBIE AYyTU U MOAOOPOIOK, KPYIIHBIE YIIIH.

Hepenko Bctpewatorcsi npyrue nedekTbl, Hampumep, AehOpMUPOBAHHbBIE
ceplieuHble KianaHbl, Muonus. HekoTopele ety npu HOpMaabHOM Koddduirenrte
WHTEIJICKTA HE CIIOCOOHBI K 00yUeHHI0, OOIBIIMHCTBO OOHAPYKUBAIOT YMCTBEHHYIO
OTCTAJIOCTh, B PAJIEC CIIyYaeB 3HAUUTEIBHYIO.

Cpenu 3aboiieBaHMM, XapaKTEPU3YIOIIUXCS X-CUEIUIEHHBIM JTOMUHAHTHBIM
HacJeI0BaHHEM, MOXXHO Ha3BaTh BMUTAMHUH D-pe3ucreHTHbIl paxut (pocdat-
adeT), MPUBOSAIINI K TOPAXKEHUIO CKEJIeTa U HE MOIAOUINIICS JTICUSHUIO BUTA-
MHUHOM D.

[Tpumepsr OpakoB mpu 00JIe3HSAX C X-CIEIUICHHBIM JTOMHHAHTHBIM THIIOM
HAaCJICJOBaHUS:

a) P: @ X*X* X 3 XAY

!
G: X XA Y
Fi: XAX® XrY
704b OOJIbHA  CBIH 370POB

Ecnu Gosien orel, To Bce Jouepu yHACIEAyIOT 3a00JieBaHUE, a CHIHOBbS Oy-

YT 310POBBL.

6) P: Q f(Axi x 4 Xw\<
G X* X XY
Fi: XAXe, XX, XAY, XY

JI09b OOJIbHA J10Yh 37J0POBa CHIH OOJICH CBIH 37J0pPOB
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Ecnu 6071bpHa MaTh, TO BEPOATHOCTh YHACJIEI0BATh 3a00JIEBAHUE COCTABIISAET
50% He3aBUCHMO OT To0J1a peOeHKa.

XPOMOCOMHBIE 3ABOJIEBAHUSA YEJIOBEKA

XPpOMOCOMHBIE aHOMAJIMU TMPEACTABISAIOT COOOW M3MEHEHUs HacleACTBEH-
HOTO MaTepHasa, BKIIOYAIOIIEr0 COTHU T'€HOB, M CBSI3aHBl C M3MEHEHHEM YHUCIA
WA CTPOEHUSI XPOMOCOM.

W3mMeHeHus: KOJIM4ecTBa XpOMOCOM B KapUOTHIIE, BEAYIlEee K YBEIMUYEHUIO
WIM YMEHBILICHUIO YHCIa XPOMOCOM MPUHSATO HA3bIBaTh T€EHOMHBIMU MYTAIUSIMU,
a CTPYKTYpHBIC U3MEHEHHUSI — XPOMOCOMHBIE MYTaIIUH.

Hanuuue nuiiHet XpoMOCOMBI (TPUCOMUSI) WIIM OTCYTCTBHE OJIHOM M3 HUX
(MOHOCOMMUST) BeNleT B M30BITKY WM HEAOCTATKY MHOTHX T€HOB, YTO MPHUBOJUT K
U3MEHEHUSIM psiia PEHOTUNMMYECKUX MMPU3HAKOB OpraHu3Ma.

Yamie Bcero HocuTeneil XpOMOCOMHBIX aHOMaIH OOHapy>KUBAIOT Bpayu-
NeANaTPhl CPEAN JIETEeH, TaK KaK MX BHEIIHUN OOJMK U Pa3BUTHE PE3KO OTINYAIOT-
CSl OT HOPMBI.

Cunapom /layna (tpucomus no 21-oil mape XpomMocoM, TpucoMus-21 wnu
reHepain3oBaHHas (eTalbHas 3MOPHONOTHUS) — HauboJiee pacnpoCTpaHEHHOE
XPOMOCOMHOE 3a00JIeBaHKE, BhI3bIBAIOIIEE YMCTBEHHYIO OTCTAJIOCTh. BeTpeuaercs
B 1 ciyuae Ha 700-1000 HOBOpOXKACHHBIX ACTeH 000MX MOIOB. BEeposaTHOCTH ero
MOSIBJICHUS YBEJIMYMBAETCS B 3aBUCUMOCTH OT BO3pacTa MaTepu, a MHOTJA U OTIa
(KpUTHYECKUM BO3PACTOM sIBJIsieTCS 35 €T, 0COOCHHO JJIs AKEHIIUH).

bosbmmHCTBO
J0Jed € CHUHAPOMOM
Hayna (mo 95 %) ume-
IOT KJIACCHYECKYIO TpH-
COMMIO, T.€. Kaxjas
KJIETKa TeJa COJEPKUT
Tpu 21-X XpOMOCOMBI,
JIpyTrUe *e MOTYT OBbITh
MO3aMKaMHl —  4acTb
KJIETOK UMEET HOPMAJIbHOE YUCIIO XpoMocoM (46), a yactb - 47. Ecnu Tpancionu-
pOBaHHas XpOMOCOMa WJIM MX KOMOMHAIMS yHaclieJoBaHa OT OJHOIO U3 POJUTE-
Jiei, BEpOSITHOCTh MOBTOPHOTO MOSIBJICHUS TPAHCIOKALIMU B CIEAYIOLIEM TOKOJIe-
HUU Kojnebsercs oT 3 no 15 %, nmpu aHanm3ax HEOOXOAMMO HCCIEI0BATH XPOMO-
COMBI 000UX POJTUTENEH.
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CO

3anepmKa pocTa
YI\-1ETIH.‘IIH:|H QTCTAaNoCTh
Mnockun 3aTeiNoK
AvcnnacTuuHbie ywum

Muoro “netens’ Ha KOHYMKax
NnansUes

OBe3bAHbA cKNanka
CpeanHHbiia 0ceson Tpupaguyc

OaHOCTOPOHHEE HNK ABYCTOPOHHee
OTCYTCTBME O4HOMO pebpa

CTeH03 KulewHnKa
Mynoynan rpeika
Aucnnactusrbig Taa
FUNOTOHMYHBIE MbILUGI

Wupoko oTcTagneHHsie BoNbwMe
nanbus

WnpoKoe NAOCKoe NMuo
Packocsie rnaia

Onnkanr

KopoTkui noc

ManeHbKOe K aPKOBUAHOE HEBO
Bonewon cknaguatein A3sIK
3yBHble aHoManuu

KopoTkue v wnpokue Kuetm
KnuHopakTunua

BpokaeHHbIM NOPOK cepaua

Meraxkonon

bonesnsr  [layHa
OOBIYHO  JAMArHOCTUPY-
€TCA MPHU POXKICHHUH IO
APKO BBIPAKEHHBIM
BHEIIHUM  IPOSIBJIICHU-
AM: TUIOCKHM JIMLIEBOM
npoguiib, CKOIICHHBIE
KBEpXY TIJa3a, SIHKaHT,
MQJIEHBKUUA POT C KPYII-
HBIM BBICTYNAOIIUM
SA3BIKOM, KOPOTKAas Ies
CKJIaJIKAMH, TIOHUKEH-

HBIM MBILIEYHBIA TOHYC, KIIMHOAAKTUIINS, TOPOKU CEP/LIA U P IPYTUX.

.

N
i

¥

1

BOJIbHBIM CBOMCTBEHHA 3HAUUTENIbHAS YMCTBEHHAs: OTCTAIOCTh, IPUYEM UH-
M\ TEJUIEKT BapbUPYyET OT IOJIHOW HIUOTHH 10 HUKHETO
npejesia YMCTBEHHOTO Pa3BUTHsI HOPMAaJbHBIX JIIOJEH,
MIPU 3TOM Macca Mo3ra OObIYHO B CPEIHMX Mpeieliax.
KoppeKkimoHHo-Tie1aroruyecKue MepoIpusITUs pu
6one3nu JlayHa nmpeaycMaTpuBalOT BOCITUTAHUE TICUXOMO-
TOPHBIX HABBIKOB, COLMAIBHYIO aJalTaluio OOJbHBIX,
KOppEKIUI0 peueBbiX (yHKIMA. COBMECTHBIE YCHIIUS

Bpaueil, NearoroB ¥ CEMbU B BOCIIUTAHUM M OOy4YEHHH JieTed ¢ cuHapoMoM JlayHa
00€CTIeYnBalOT CPABHUTEIILHO BHICOKHI YPOBEHb MX COILMAJIBHON ajanTtaiuyd U yBe-
JMYUBAIOT MPOJIOJDKUTEIBHOCTD XKU3HU 110 35-40 JieT.
YacroTa poxacHus AeTer ¢ CHHAPOMOM JlayHa TECHO CBsi3aHa C BO3PAacTOM
poauTenei: yeM OHU CTapllie, TeM PUCK BbIllIe, OCOOCHHO 3TO KacaeTcs Bo3pacTa
Matepu. OTteuecTBeHHBIN uccienosaresnb U.B.JIypse orieHuBaeT 1mogo0HBIN pUCK
CJIEMYIOIIUM 00pa3oM:

Bo3pacTt matepu B rogax

Crenensb pucka

Ho 19 1:1640
20-24 1:1986
25-29 1:1319

30-34 1:603

35-39 1:217

40-44 1:84

45 u crapiie 1:31
0e3 ydera Bo3pacra 1:774

HpOFH03 JKN3HU ONPCACICTCA B OCHOBHOM HAJIMYHUEM ITOPOKOB CCPACHHO-
COCYIIHCTOﬁ )41 HHIHCBapHTCHBHOﬁ CHUCTEMbI, XOTA Ha IICPBOM oAy KM3HU JCTHU Ya-
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CTO YMHUPAIOT OT MHEBMOHUH U OCTPOTO JIEHKO3a, YTO CBA3aHO C HECOCTOSITENHHO-
CTBIO UX UMMYHHOU CHCTEMBI.

Cungpom Jasapaca (tpucomusi-18) Bcrpeuaercs B 1 ciyuae Ha 6600 xu-
BOPOXKIAEHHBIX, MOUTH 80 % MOpaXKeHHBIX — NEBOUYKU. PUCK €ro mosBieHHs yBEIH-
YUBACTCSI MIPOTMOPIIMOHAIBEHO BO3pacTy OepemMeHHOU KCHIIHBI.

Jletu ¢ cuHIApOMOM DJIBapca OOBIYHO POXKIAIOTCS MEPEHOLIEHHBIMU, HO CO
3HAYUTEJbHBIM OTCTaBAHUEM B Pa3BUTUU U HU3KUM BecoM. ['0JI0Ba X yIJIMHEHA,
Yyepen BBINSYEH Y OCHOBAaHHUS, IJ1a3a MAJIEHbKUE U IIMPOKO PaCCTaBIICHHBIE, YIIN
nehopMUPOBAHBI U PACTIOIOKEHBI HUXKE OOBIUHOTO, XapaKTepHas yepTa — CxKaThIl
KyJaK C yKa3aTeJIbHBIM MaJiblieM, IEPEKPHIBAIOIIEM BCE OCTaJbHbIE; OONbIION Ma-
JIel] HEI0Pa3BUT WM OTCYTCTBYET.

3agepxxa pocta
¥MCTBEHHAA OTCTAaNoCTh

fonuxouedanna
C BbICTYNAOWKHAM 3a8ThINKOM

PeTpodhnexcun ronoeel

flyrv na Tpex Wnu bonee
KOHUEX Nansues

OT1cyTCTBUE KOMHBIX CKNAA0K
BbilWE AUCTanbHbIX CYCTABOB

Dbe3bAHLA CKNaAKA
KopoTkana rpyauHa
NoaxoBoobpainan noyka

AnayKUMOKHAA geopMagnn
fHeapa

MbiLEYHBIKM MTUNEpTOHYC
Tes equinovarus

BeicTynawume NATKKA

OTKpBITIE WELI YEPENA W LWMPOK He
POAHUY KK NPU POXKOEH MK

Muneprenopuam
Bricokue HagBpoBHLIe ayrn

Huako pacnonoxerHsie
W AEROPMUPOBAHHLIE ' LY

Mukporratua
$nexcopHan nedopmauma naneues

MNepcrecTUpyOWKHA apTepransHbii
npoToK

HedexkT Mmexokeny 10YKoBOW
neperopoaku

Mexkenes ameseptukyn
OteyterBue Gonbwnx ryb
Bbl(fTvﬂa?OLLlﬂe Hapy»HbLIE MEHUTANKWK

Manenbikan nnauedTta

Nopaanshas dinexcua
BOnsWKnx naneues

Puc. 21 Knuanueckue cumMnTomsl TpucoMuu 1o 18-0it xpomocome.

[Ipu cunapome DnBapaca HEPEAKO BCTPEYAKOTCS MOPOKH CEPALA U IMOYEK,
JeTKUX U Auadparmsbl, TppbKu. OObIYHA CUJIbHAS YMCTBEHHAs! OTCTANOCTh. 3HAYH-
TEJIbHOE YMCIIO ACTeH )KUBET HEe 00Jiee HECKOJIBKUX MECSALEB, U JIUIb HEKOTOPHIE -
OoJIBIIIE TO/IA.

Cungpom Ilaray (tpucomusi-13) Bcrpeuaercs B 1 cimyyae Ha 6000 HOBOpOX-
neHabix aereit. Jletu ¢ cuaapomom [laTay nMeroT ManeHbpKYIO TOJI0BY (MUKporieda-
1), TOKaTbIN MPOQHIIb, MaJICHbKHE TJ1a3a, TOPAKEHHUS KOXKH U JIBICUHBI Ha TOJIOBE,
paclilieruieHHbIe BEPXHIOW I'y0y M HEe0O0, MOJMAAKTUINI0, MHOKECTBEHHBIE TTOPOKH
Cepila U MOYEIOJIOBON CUCTEMBI. BOJIBIIMHCTBO IE€TEH YMUPAET B TEUYEHUE TIEPBOTO
rofia *KU3HU, HEKOTOPBIE JTOKUBAIOT 10 2-3 jieT. BbDKMBIIME IE€TH OTCTAlOT B yM-
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CTBEHHOM U (PU3MYECKOM PA3BUTUH M YACTO CTPAAAIOT AMHUICTITUYECKUMH PacCTPOM-
CTBaMH.

Puc. 22. Cunnpowm Ilatay.

Cunapom Jlexkena (""'komausero kpuka'). B xauectse npumepa CUHAPO-
Ma CO CTPYKTYPHOH MEPECTPOUKON XPOMOCOM MOKHO ITPUBECTUA CUHAPOM AETICLHHU
(morepu) KOpPOTKOro mieya 5-oi Xpomocombl. Cpenu
OOJBHBIX 3TUM CHHIPOMOM MpeodiiafatoT AeBOYKH. Ya-
crota BcTpeuaemoctu 1:40000 — 1:50000 HOBOpOXKIEH-
HbIX. XapaKTEpPHbIMU CUMITOMAMU CUUTAETCA: MHUKpOIIE-
danus, Kpyrioe MO, IIUPOKO pacCTaBICHHbIE TJasa,
SIUKAHT, HEIOPA3BUTUE HUKHEN YEIIOCTH, KaTapakTa, KO-
corjiazue u Jipyrue HapyuieHust 3perusi. Haubonee xapak-
TEPHBIM CHUMIITOM SIBJISICTCS CHEIU(UUECKHUIA 114, TOX0-
Puc. 23 Cunapom Jlexena KA Ha KOWIAYUMM KPHUK, YTO CBS3aHO C MATKOCTBIO M

Cy’KEHUEM XpSIIEd TOpTaHU, OTEYHOCTHIO €€ CIU3HCTOM,
YMEHbBIIIEHUEM HaaropraHHuka. Co BpeMEHEM TaKHE€ MPU3HAKU KAK THIOTOHHUS
MBIIILI.

JlynooOpa3Hoe JuI0 ¥ "KOIIaynili KpUK' MCYe3al0T MOJHOCTHIO, & MUKPOIIE-
danust emie Oosbllie pa3BUBAETCSA, HMPOTPECCHUPYET U YMCTBEHHAsT OTCTaJOCTb.
[IponomxuTenbHOCTD )u3Hu 10 30-35 mer.

Cunapom ae I'pymin — MOHOCOMUS IO KOPOTKOMY IIeUy 18- XpOMOCOMBI.
YacrtoTa BcTpeuaemoctu 1:60000. OObIyHO peOEHOK POXKIAETCS B CPOK, HO C He-
0onpIIOi Maccoil Tema. B nmambpHeilneM XapaKTEepHBIMU TMPU3HAKAMH SIBIISIOTCS
MaJIeHBKH POCT, MUKpoIedanusi, Kpyrioe Juio. YacTo UMEIT MECTO oJaru 00-
JBICEHHSI Ha ToJioBe, nedopmanus 3y00B U YIIHBIX PAKOBHH, HEPEIKHU MyHOYHas
u(WK) maxoBasi TPbDKU Ha POHE MBIIIEYHOW TMIOTOHUN, AaHOMAJIMK KUCTEN U CTOI
("cToma-kavanka'"), CHHIAKTWIMS TaJblIEB HOT. Y MaJbUUKOB 4YacTO OTMEYaloT
HEJIOpPa3BUTHE MOJIOBBIX OPraHOB. XapaKTepHO COUYETAaHUE YMCTBEHHOW OTCTajo-
CTHU C CyJOPOKHBIM CUHJIPOMOM M PA3IUYHBIMU PEUEBBIMU PACCTPOUCTBAMH.

Henenuss 1uHHOrO miedya 18-oif xpomocombl. HacToTa BCTpedaeMOCTH
1:60000. JIeBoukM ¢ 3TUM CUHAPOMOM pokaarorcs B 1,5 pa3a vaiie, 4yeM MaJIbuu-
k. OHUM U3 paHHUX XaPAKTEPHBIX MPU3HAKOB SABISETCSA CUMITOM MBIIICYHOU
TUTIOTOHWU: PeOCHOK JISKUT Ha CIIMHE B 1Mo3¢ "nmarymku'. Yepen nMeeT MUKpoOIIe-
danpHyto GhopMy, YIUIOIMIEHHOE JHUIO C BBICTYMAIONIMM MOJ00POAKOM. XapaKTep-
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Ha BBICOKAs YaCTOTA PA3JUYHBIX MOPOKOB Pa3BUTHUS 3PUTEIBHOIO aHAIM3aTOopa:
KOJIOOOMBI, KOCOTJIa3ue, MT03, HUCTarM, CHM)KEHHE OCTPOTHI 3peHusi, aTpodus
3pUTENBHOIO HepBa. Y JeTel ¢ JaHHBIM CHHAPOMOM OTMEYAIOT CBOEOOpa3HYIO
(¢opMy HOca, pTa, BBICOKOE TBEpAOE HEDO, MHOTJA C PACLICIMHAMHU, HEPEIKO
CYy’)KCHME WM aTPE3HI0 HApYKHBIX CIYXOBBIX IPOXOJO0B. VHTEIIeKTyanbHbIE
HapyLIeHUsI BapbUPYIOT OT JIETKOW NMOTPAHUYHONW MHTEIJIEKTYaJIbHOW HEOCTATOY-
HOCTHU 70 OJIUTO(PEHUH B CTETICHU UAUOTHH.

K Hacrosmemy BpeMEHM ONMCAHbI PA3JIMYHbIE AHOMAJIUU ITOJIOBBIX XPOMOCOM:

OTky10HEeHHsI IO HA0OPY MOJIOBBIX XPOMOCOM Tabnuna 2
CocrosiHue 4yesioBeKa DeHoTHIT I'enorun Yacrora
10 MOJIY BCTPEYaeMOCTH

HopMmanbHslll My>KunHa MYKCKOU XY
HopwmanpHas xeHmmna KEHCKUUI XX
Cunpapowm lllepewesckoro-Tepaepa KEHCKHI XO 1/2500
Cunapom Knaitndensrepa MYKCKOM XXY 1/700
Cunapom Knaitndensrepa MYKCKOM XXXY 1/2500
Cunapom Knaitndensrepa MY>KCKOM XXYY penKui
Tpucomus X YKEHCKUH XXX 1/1000
Terpacomus X JKEHCKUU XXXX penKui
Tpucomus xpomocom MY>KCKOU XYY 1/800

Cunapom IllepemeBckoro-TepHepa 00ycnoBieH
HACJIENOBAHUEM OJHOM X-XPOMOCOMBI y JI€BOYEK BMECTO
IByX. B 3TOM cirydae B KaXI0H KJIETKE 1€BOYEK COJNEPKUT-
ca 45 xpomocoM BMecTO 46 HOPMaJIbHOIO KapHOTHUIIA.
bosbHBIE € 3TUM CUHAPOMOM HMMEIOT XapaKTEPHbIA HU3KUU
pocT (10 140 cm), 3aepKKy MOJOBOIO Pa3BUTHS, aMEHO-
peto, Oecruioaue, T.K. SHWLEBOABl MOPAKEHHBIX JIEBOYEK
HEJIOPa3BUTHI.

Huzkwm poct

Ao "othunrca”

Huakar rpanuua pocta sanoc

Puc. 24. Cunapom Ille- 12 aareinxe
pemesckoro-Tepuepa.

"Poibuir’ pot
Kpsinosnaxas cknaaka uen

UMToBMAHAA rPYANER KNeTKa K oapkTauma aop Tel

HCKOTOPBIC 6OHB— UWwpoko paccTaenenHeie cockm
HbBIC HWMCIOT OI'pPaHHYCH-
HBIe CHOCO6HOCTH K O6y_ YKOopoueHne METAKapHanbHbIx
KocTen |V
quI/IIO, I—ITO 0C06eHHO Munonnaswa HorTen
MHOFOUACHEHHBIE NATMEHT HbIE
CBSI3aHO C HapyLICHHUSIMU
IMPOCTPAHCTBEHHOI'O BOC-
Moua
npustus. Yacto oHM ObI-  oewve

BaIOT HE3pEJbIMH B colu-
aJbHOM IIJJaHe, HO, Kak

CnaBoe pazeuTHe MOMOUHBIX
enes

Banerychoe wckpuenenue nokrta
PyaumentapHsie anuHmnkn

®V‘6[)173Hb1|ﬂ TAX Ha& mecTe roHaga
Nepauynan ameHapen

HopcanbHan MetaxapnansHan
U MeTaTapcaneHan numihenema
(npwn posaeriiu)

EHbI {
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IPaBUJIO, UX MHTEJJIEKT COXPAHEH, OJJHAKO XapaKTEpHA y30CTh UHTEPECOB, Majlas
IPOJYKTUBHOCTh MBIIIEHHUS, TOAYNHIEMOCTb.

C 5TUM CHHIPOMOM CXOCH APYTOH ¢ MOAOOHBIM (DEHOTUTIOM, HO IPUUUHOM
€ro SIBJISIETCS TOMUHAHTHBIM aHOMaJIbHBIM TeH B 12 XxpomocoMme (CHHAPOM Y.Jib-
puxa-Hynana). B omyiimune ot cunapoma Illepemeckoro-TepHepa 3To 3aboseBa-
HUE€ BCTPEUYAETCs KAaK CPEIN KEHIIWH, TaK U CPEar MY>KYMH C 4aCTOTOM 1 ciaydai
Ha 1000-2500. Yacte 13 HUX OECIUIOAHBI, APYyTHE MOTYT UMETh Aeter ¢ 50%-oi
BEPOSITHOCTHIO MOsiBIIEHUs O0bHOrO pedenka. [Ipumepno y 35 % OonbHBIX ¢ CUH-
npoMoM Y bpuxa-HyHaHa HaOMI01at0TCsl pa3inyHbIe MIOPOKHU CEPILIA.

Cunapom Knaiindenbrepa pa3BuBaeTcsl y MaJIbUUKOB, €CJIM PEOCHOK yHa-
CJIEI0BAJl OJHY JOMNOJHUTEIBHYIO X-XpOMOCOMY, NOJIYYHB Npu 3TOM 47 Xpomo-
com BmecTo 46. O0bryHass XY — KOMOMHAIHS TTOJIOBBIX XPOMOCOM JIJaeT ero Je-
JIOBEKOM MY>KCKOTO 10Ji1a, HO HaJIM4ue ABYX X-XpOMOCOM BbI3bIBaeT (pOpMUpPOBa-
HUE HEKOTOPBIX KEHCKUX MOP(HOJIOrHYEeCKUX MPU3HAKOB.

Beicokuin poct
OTcytcTEME 3anbicun Ha N6y EgHyxouaHeit u cnerxa

heMUHUINPOBaHHLIA rabuTyc

Cnerka cHvxer |Q
Mnoxoun pocT BOPOAbI«- - ceoo

TeHAaeHUMA K BbiNaAeHn 0 .
BONOC Ha rpyan’™ "

""" lHexkomacTua
® === . Octeonopoz

ATpodma TecTUKyn
( TyBYyNAPHLIA cknepos;

Henckmih Tun oBonocenns nobka - E3N
i runepnnasunA knetok fevaura

Mowa:
roHaaoTponuHel T
17 KeToCTepovab! |

Puc. 25. OcHOBHBIE KIMHUYECKHNE CUMITTOMBI cuHIpoMa KiaitHdensTepa.

[Ipu moOJ0BOM CO3pEBAHMU y MAIBUYUKOB HE HAOIIOJAETCSI OOBIYHBIX (HU3H-
YECKUX M3MEHEHUH, XapaKTepHbIX i1 MYy>KuuH. [ pyaHbIe jKene3bl ObIBalOT YBEJH-
YyeHbl (TMHEKOMACTHS), @ BOJIOCSIHON MOKPOB PEXE U TOHbIIE, YeM OObIYHO. MyX-
YMHBI, KaK NPABWIO, BBICOKHE, C HEMPONOPLUUOHAIBHO JJIMHHBIMU HOTAaMH, KEH-
CKUM THUIIOM CJIOKE€HUSI — IUPOKUe Oeapa U y3Kue miedyud. MHorue My>K4iHbI Oec-
IUTOJHBI, T.K. OTMEYAeTCAd HEOPa3BUTHE sIMUEK (MUKPOOPXUIU3M). J[Be TpeTH Jito-
neit ¢ cungpomom KnaitHdenbrepa UMEIOT OrpaHUYEHHbIE CIIOCOOHOCTU K 00ydYe-
HUIO, TIOBEJICHYECKUE U JTUYHOCTHBIC TPOOJIEMbI. Y MCTBEHHAs! OTCTAIIOCTh OTMEYa-
ercsa B 25-50% cmyuaeB. CTeneHp ee KOneOneTcss OT MOTPaHUYHBIX COCTOSIHUHM 10
NeOMITFHOCTA PA3IMYHON TSDKECTH. BOIBHBIM CBOWCTBEHHBI HEYCTOWYMBOCTH BHU-
MaHUs1, TOBBIIIEHHAS YTOMJISIEMOCTh, HE3PEJIOCTh CYKIECHUMN, arPECCUBHOCTb.
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BBeneHne My>XCKUX TOJIOBBIX TOPMOHOB TO3BOJISIET ClenaTh (PU3MYECKuit
00K Oosiee MY>KECTBEHHBIM, UM HEOOXOJIMMBI MCUXOJOTHYECKas MOMOIIb U TO0-
CTOSTHHOE KOHTPOJIMPYIOIIEE JICUCHHE.

HcrnpaBUTh XpOMOCOMHBIC HapyIIeHUST HEBO3MOXKHO. KoMmIiekcHas paboTa
Pa3IMYHBIX CIICIUAUCTOB 3aKJIFOYACTCS B MMOCTOSIHHOM KOHTPOJIE 3a COCTOSTHHEM
3JI0pPOBbs OOTHHOTO M MOIEPKKE CEMbH.

MEJUKO-TEHETHYECKOE KOHCYJIbTUPOBAHUE

Menuko-renernueckoe KoHcyiabTupoBanue (MI'K) — sto mpouecc, B pe-
3yJbTaTe KOTOPOro O0JIbHbIE WM POJACTBEHHUKH, UMEIOIINE PUCK HACIEACTBEHHO-
ro WK MPEANOI0KUTENFHO HACIEACTBEHHOrO 3a00JIeBaHUs, MOJIYYatOT CBEJICHUS
0 TIOCTIEACTBUSAX JAHHOTO 3a00JIE€BaHUS, BEPOATHOCTH €r0 Pa3BUTHUS U YHACIEIO-
BaHUs, a TAKXKE O CIIOCO0aX ero MpeaynpexaACHUs U JIeUCHUSI.

OcnoBHoil nenbto MI'K siBrisieTcs npefynpexiaeHue poxaeHus peOeHKa C
TSDKEJIBIMU HACJEACTBEHHBIMHU 3a00JI€BaHUSMH, a TaKK€ KOHCYJIbTUPOBAHUE IO
npo0semMaM IUIAaHUPOBAHUS CEMbH.

[lo manHbIM BcemupHOW opraHuszalvy 31paBOOXpaHeHus: okoyio 25 % HOBO-
POKJEHHBIX NOSIBISIOTCA HA CBET C PA3IMYHBIMUA IOPOKAMH PA3BUTHSI, HO B Jallb-
HEWILIEM Pa3BUTHM AECTEH ATOT MPOLIEHT BO3PACTAET B HECKOJIBKO pa3, U 3TO IpPO-
ABJISIETCA B TOJBEPKEHHOCTH AJUIEPTUYECKUM PEAKLMAM, YaCTHBIM IPOCTY/IaM,
acTMe, HEBpO3aM U JpyruM 3a0oiieBaHMsIM. A TO3[HEE, YK€ Yy B3pPOCIbIX, 3TH
HApyIICHUs TPUBOJAT K YBEIMUYEHUIO 3a00JI€BaEMOCTH 110 aTepOCKIepo3y, nauade-
Ty, HIIEMHYECKOM O0JIe3HH, PAKOBBIM OIYXOJISIM U JIp.

['enetndeckue (HakTopbl MOPOKOB PA3BUTHSL OTPAKAIOT TaK HA3bIBAEMBIiA
001U TeHEeTUYECKU Tpy3 MOMYJISIIUU, KOTOPbIMA mposiBisieTcs Oosee yeM y 5%
HacesneHus miaHetbl. [IpumepHo 1 % reHernyeckoro rpysa NpUXOJUTCS HA T'€H-
Hble MyTanuu, 0,5% - Ha XpOMOCOMHBIE MyTaluu, 0KoJo 3-3,5 % COOTBETCTBYET
OOJIE3HSIM C BBIPAXKEHHBIM HACJIEICTBEHHBIM KOMIIOHEHTOM (1Ma0eT, aTepOCKIIEPO3
u 1.1.). Ecmu x 3ToMy no6aButh, uTo OKOoJio 40-50% panHel MiageHYECKOU
CMEPTHOCTHU UM MHBAJIMHOCTH C J€TCTBAa 0OYCJIOBJICHBI HACJIEICTBEHHBIMU (DaKTO-
pamu u npuMmepHO 30 % KOEK B JAETCKUX CTAllMOHApax 3aHATHI JE€TbMH C HACIEN-
CTBEHHOM TATOJIOTHEH, CTAHOBHUTCS TOHATHOW O€3yClIOBHAs HEOOXOIUMOCTH TIpa-
BWJIBHOW U PALIMOHAIBHO OPTaHM30BAHHOW PAaHHEW JUArHOCTUKH BPOXKIEHHBIX U
HACJIEICTBEHHBIX OOJIE3HEH.

Pemaroniast posib B 3TOM NPUHAIIEHKUT UHCTUTYTaM MEAUKO-TEHETHYECKON
CIIy>kOBI, 1 B MEPBYIO OYEepeab TEM €€ MOJPa3AeiCHUsSM, KOTOpble 00ECIeUnBaIOT
[PEHATAJIbHYIO JIUAarHOCTUKY, MO3BOJISIOLLYIO0 HE TOJIBKO YCTAaHOBUTH JMArHO3 €Ile
JI0 pOXKIEHHMS, HO U MPEAOTBPATUTD IMOSBJICHUE HA CBET JIETEU C TSKEIbIMH, HEU3-
JIEYMMBIMHU T[OPOKaMHU PA3BUTHA, C COLMAIbHO-3HAYMMBIMH, CMEPTEIbHBIMU TI'CH-
HBIMU ¥ XPOMOCOMHBIMH OOJIE3HSIMHU.
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Menuko-reHeTudeckasi moMoIb> OPraHU30BaHa Mo TEPPUTOPUATILHOMY IPHH-
IIUITY, KaK 0053aTehbHOE 3BEHO - MEUKO-TEHETHYECKIE KOHCYJIFTAIIUU 1 KAOWMHETHI,
MeK00IacTHBIE (MEXpErnoHaIbHbIC) MEUKO-TeHeTHIeckre 1eHTphI (16 B Poccum)
U KaK BbICIIEE 3BEHO — IATh (DeepalibHBIX MEIUKO-TEHETHUYECKUX LEHTPOB (B
Mockae - 3, Cankr-IlerepOypre - 1 u B Tomcke - 1).

ITAIIBI KOHCYJbTUPOBAHUSA BKIIOYAIOT:

I. U3yuyenue ananuza O0J€3HU, COCTaBICHUE T'€HEAIOTMYECKOM KapThl U
YTOUHEHUE KIIMHUYECKOTO JIMArHO3a C MOMOIIBIO MPOBEICHHS HUTOI€HETUYECKUX
¥ OMOXMMHUYECKHX HCCIEIOBaHUA — 3a00p mepudepruyueckoid KpOBU WU COCKOO
CIIM3HUCTON pTa U MOCJIEAYIOIINI CKPUHUHT XpOMOCOM, OII€HKAa KapUOTHUIIA TJI0JIa C
UCIOJIb30BaHUEM aMHUOLeHTe3a, Y 3U, ¢peTockonuu u Ipyrux METOJI0B;

II. TTIporuo3upoBaHue BEPOSITHOCTH POKICHHS O0JIbHOTO pedenka. [Ipu ana-
JIU3€ POJOCIOBHOM YUUTHIBAIOT PA3IMYHBIE TTOAXObI:

a) pacyeT TEOPETUUYECKOTO0 pUCKAa POXKACHHsI OOJBHOTO peOeHKa B clydae
MOHOT€HHO HAacCJIeyeMON NaTOJOTHH, €CIU TMOBTOPHOCTh OOJE3HU Cpeau poi-
CTBEHHUKOB MO3BOJISIET BBISICHUTD THII HACIIEIOBAHUS;

0) yCcTaHOBJIEHHE pUCKA HA OCHOBE SMIMPUYECKHUX JAHHBIX, KOIJa MpU MO-
JIUTEHHO HACJEAYEeMbIX MATOJOTHUSIX TEOPETUUECKUH pacyeT Heb3sl MPUMEHUTH

(Tabm. 3);

Tadauna 3
IMIUPUYECKU A PUCK NIPU MYJIbTH(AKTOPHBIX 3200J1€BAHUAX

3aboseBanne Puck nas cudcon
Koconamnocts 2%
Kocornasue 15 %
JleTckuii nepeOpanbHbIil mapanuy 2-3%
Bpoxnennsliii BBIBUX Oenpa 5-7%
Qnunencus 3-12%
[uzodpenus: eciiu 60JIEH OUH U3 POAUTENEH 10 %
Ecnu GonpHBI 002 ponuTens 40 %
B otnenbHbIX ciiyyasx 12,5-20 %
['myxoTa: OMH pOAUTENB TIIyXOU 3-10 %
O6a ponuTens riyxue 10-30 %
B oTaenbHBIX cydasx 17 %
S3Ba xkenyaka 7,5 %
SI3Ba ABEHAIIATUIIEPCTHON KUILIKH 3-9 %
ATHNNYECKUI TEPMATUT 16 %
bponxuanbHas actma 8-9 %
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B) MPOrHO3UPOBAHUE PUCKA IIPU AHOMAIHSIX XPOMOCOM (TPUCOMUSIX, TPAHC-
JOKALMSIX U T.1.), TAKXKE YCTaHABIUBACTCA MO SMIIMPUUECKUM TaOJIUIaM.

Cnyyau eIMHUYHOM MATOJOTUHU, KOT/Ia aHAJM3 POJIOCIOBHOM HE JaeT yKaza-
HUN Ha ceMEeNHBIN XapakTep 00JIe3HH, MMO3BOJSIOT OLUEHUTh MPUYUHBI UX BO3HUK-
HOBEHMS: MyTalllH, BBILICIIEHUE PEIKOTO PELIECCUBHOTO I'€Ha, EUCTBUE TEPATO-
T€HOB B MEPHOJ] SMOPUOHAIBHOTO PA3BUTHS U IpyTHE.

[I. OdunmanbHOE 3aKTIOUEHHE ¢ PEKOMEHIAIMAMHU, B TOM YHCIE O CTENEeHU
pucka no nmoroMctBy. CreneHb pucka Bbipaxkaercsi B nporeHrax: 0-10 % - Huzkuit
puck, 11-20 % - cpennuii u 6omee 21 % - BEICOKUH.

IV. Koneunslit 3¢ ekt MeTMKOo-reHeTHYeCKOro KOHCYIbTUPOBAaHUS OTpe/ie-
JSI€TCS HE TOJIBKO TOYHOCTBIO YCTAHOBJICHUSI JUArHO3a, IPaBUIbHOCTBIO POU3BE-
JICHHOTO pacyeTa pUcKa, HO B OOJbIICH CTENEeHW MOHMMAHHEM KOHCYJIbTUPYIO-
LIMXCSI CMBICTIA 3aKI0YEHUS Bpaya.

3aKTIOYUTENbHBIA 3Tall KOHCYJIBTUPOBAHUS 1IE1€CO00pa3HO MPOBOAUTH HE
paHee 4yeM yepe3 3-6 MecsAUEB MOCie MOCTAHOBKH JMarHo3a HacJIeICTBEHHOIO 3a-
OoseBaHMsI, TaK KaK 3a 3TOT NEPUOJ MPOUCXOJUT afanTanrs K BO3HUKIIEH cUTya-
MU B Ce€Mbe, U Kakas-mubo uHdopmarms M OyAyHIMX AETAX BOCIHPHUHUMAETCS
IJI0XO.

dopMa TOJIKOBaHUSA PHUCKA BBIOMPAETCS B 3aBUCHUMOCTU OT CIIOKUBILIEHCS
CUTYallMU B CEMbE: MPOJIOJDKUTEIBHOCTH KU3HU OOJIBHOTO C HACIEACTBEHHBIM 3a-
0ojeBaHMEM, TSDKECTU T€UCHMsI 3a00JIeBaHUs, €€ KIMHUYECKOW KapTHHBI, BO3MOX-
HOCTH PaHHEro BBISBICHUS U JICUCHUS], TPEeHATAIbHONU JUATHOCTUKU U IPYTUX 00-
CTOSITEIIbCTB.

Bpau nomoraer KOHCYJIbTUPOBABILIEHCS] CEMbE COBETOM B BBIOOPE PEIICHUS, HO
BONPOC O TOM UMETH JETEN WM HET PELIAIOT CAMU CYTIPYyTH.
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METO/Ibl IPEHATAJIBHON JTUATHOCTUKH

Mertonbl, IpUMEHAEMbIE B NPEHATAIbHOW JUArHOCTUKE, PA3AEIIAIOT HA He-
npsiMble, KOrjia 00bEKTOM MCCIEAOBAHUS SIBISIETCS OepeMeHHas KEeHIIUHA, U Tpsi-
MbI€, KOTJ]a UCCIIEIyEeTCs caM IO/,

OcHOBHOE Ha3HAYEHHE HEMPSIMBIX METOAOB — OTOOP JKEHIIUH T'PYII BHICO-
KOTO pUCKa JIJIsl JalbHENIIero yriayoiaeHHoro Haomoaenus. OCHOBHbIE TTOKa3aHUs
JUTsl HampaByieHus OyAylleld MaTepu Ha MPEeHaTalbHYI0 JUAarHOCTUKY BO BCEM MHPE
IPUMEPHO OJIMHAKOBBI:

1) Bo3pact keHiuHbl crapuie 35 et (B Poccuu ¢ 1993 roga — crapuie 39
JIEeT);

2) Hanmu4Ke AByX M 00Jiee CaMONpPOU3BOJIbHBIX BBIKHIBIIIEH Ha pAHHUX CPO-
Kax 0EpeMEHHOCTH;

3) HanmuyMe B ceMbe peOEHKa WM TUIoAA OT MpeAbIayIleld 0epeMEeHHOCTH C
0one3nbio JlayHa, IpyruMu XpOMOCOMHBIMH aHOMAJIHUSIMH;

4) MmoHOTeHHbIE 3a00JIeBaHN, paHee NUAarHOCTUPYEMbIE B CEMbE WJIM CpPeau
ONMMKAMIIUX POJICTBEHHUKOB;

5) mepeHeceHHbIE BUpPYCHBbIE 3a0osieBaHUs (KpacHyxa, remaTtut, reprec Il
TOKCOIIa3MO3 U JAPYTHE);

6) IpUMEHEHHE J0 U B HaYaJbHBIX CTaaUsAX OEPEeMEHHOCTH psna (papMaxo-
JIOTUYECKUX IIPENaparos;

7) 00sydeHre OJJHOTO U3 CYNPYroB JI0 3a4aTHsl.

Baxxnast posib OTBOAMTCST UCCIIEIOBAHUIO MapKEPHBIX SMOPUOHAIIBHBIX O€l-
KOB B CBIBOPOTKE KpoBU MaTepH (anbdanporenH (ADII), xopuallbHBIM TOHAIOTPO-
nuH (XI'Y), cBOOOIHBIN ACTPAANON U APYTUE), MPOAYLUPYIOUIMXCSA KIETKaMHu ca-
MOTO IJI0/1a WJI IIJIALE€HThI, IPYU 3TOM UX KOHILIEHTPALXs MEHSETCS B 3aBUCUMOCTHU
OT CpOoKa OEPEMEHHOCTU U COCTOSIHUS TIOAA.

Haubonee pacmpocTpaHeHHBIM U caMbIM 3((EKTUBHBIM NPSIMbIM HEHHBA-
3MBHBIM METOJIOM HCCJIEIOBaHUS IUIOZA SIBISETCSA yJIbTPa3ByKOBOE OOCIEIOBAHHE
(ckanupoBanue). Meto anpoOUpOBaH Ha COTHAX MHJIJTMOHOB JKEHIIMH U JOKa3aHa
ero Oe3BpeqHOCTh Al MaTepu M miona. OJHAaKo OH ManoMH(GOPMAaTUBEH NpHU
XPOMOCOMHBIX U OCOOCHHO MOHOT€HHBIX 3a00JI€BaHUAX, ISl AUATHOCTUKHU KOTO-
PBIX HEOOXOJIMMO UCTIOIB30BATh KJIETKU CaMOT0 IJI0/1a WM €ro MPOBU30PHBIX Op-
raHoB (TUIALIEHThI, XOPUOHA, aMHUOHA U JPYTHX 000JI0UEK), MOIydaeMble 0] KOH-
TpoJieM Y3 onepaTUBHBIMU METO/IAMH.

PazpaboTaHbl ¥ MHUPOKO MPUMEHSIOTCS Pa3IMYHbIe MHBA3UBHBIE METO/IbI, 1103-
BOJISIFOLIME TOJTy4aTh SMOPHUOHAIBHBIN MaTepuan Ha Jr000M CpoKe OepeMEHHOCTH.
PeanbHO TOCTYNHBI HCCIEIOBAHUIO 3apPOJIBIIIN YETOBEKa JOMMIUIAHTAIIMOHHBIX CTa-
Jmii (epBble 7 JHEW MOocie OIUIOOTBOPEHHUS). AHAIN3ZUPYS MOJIEKYJIIPHBIMU U 1TU-
TOT€HETHYECKHM METOJIaMHU MOJISIPHBIE TEJbIa UM U30JIMPOBAaHHbIE KIIETKH (Os1acTo-
MEpBI), MOXKHO C JIOCTaTOYHOW YBEPEHHOCTBIO OINPENEIUThH IMOJ TUIo/a (UTO BaXKHO
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IPY CLEIJICHHOM HaCJIEZIOBAaHUM), & TaK)KE€ IPOBECTU MOJIEKYJSIPHYIO JUArHOCTHKY
psiia pacpOCTPaHEHHBIX HACIIEACTBEHHBIX 3a00yieBaHMN (MyKOBHCIUTO3, TeMO(u-
JMI0, CHHAPOM (parubHOM (XpyHKoi) X-XpOMOCOMBI).

Meroanueckn HamboJiee yAOOHBIMHU JUIsl AUArHOCTUKH XPOMOCOMHBIX 00-
ne3Helt y mona ssisitorest 10-12 nenenu 6epeMeHHOCTH. XPOMOCOMHBIE TIpenapa-
Thl U3 BOPCUH XOPUOHA (IJTALEHTHI) MPSMBIM METOAO0M rOoTOBAT 110 19-20-i Henenu
OepeMeHHOCTH, a B Oosiee MO3AHUX CPOKaxX MPEANOYUTAIOT UX MOJIydaTh U3 KyJb-
TUBHUPYEMBIX KJIETOK AMHUOTHYECKOU KUJIKOCTH, 3TO BO3MOKHO Ha 13-21-i1 Hexe-
J1X OEPEMEHHOCTH.

AMHHOTHYECKOA ¥HAKOLTE

UlenTpudwyriporanne EMOXHMAYECKIE
TECTE KAETOK

ARHH OTHYBCK HE
ENETRH

Puc. 26 AMHMOLIEHTE3 — METOl IPEHATAIbHON JUATHOCTUKH.

JlanpHEeWImuMiA porpecc B 00JIACTH WHBA3UBHBIX METOJIOB MOYKET KacaThCs
0TpabOTKH METOAMK OMOICHH JAPYTHUX OPraHOB IUI0/A (MBIIII) ¥, HAKOHEII, pelle-
HUS TPOOJIEMBI TIOJyYeHUS KJIETOK TUI0/a, (DIIOTHPYIOIKUX B KPOBU MaTepu. Boije-
JICHWE TaKHX KJIETOK B JIOCTATOYHOM KOJIMYECTBE M3 Nepu(epuvaeckoil KpoBU Ma-
TEpU OTKPBIBACT BO3MOXKHOCTh KapuotunupoBanus mioga u JJHK-auarmocTuku
T'eHHBIX 00Jie3HEeH 0e3 MHBAa3UBHBIX BMEIIATEIIbCTB.

Pons MI'K B HacTosiiiee BpeMsi 0COOEHHO aKTyajibHa B CBSI3U C IJI00ATBHBIM
IKOJIOTHYECKUM KpusucoM. [lox yrpo3oit camoe Gomnbiioe 60rarcTBo — reHohOH I,
XpaHAIMH BCE MHOT0O00pa3ue HaCJIeICTBEHHOW WH(OpPMAIMK, KOTOPBIA JOJIKCH
00eCTeuuTh MOTOMKOB HACJICJCTBEHHOCThIO, HEOOXOAUMOM JIJIsl HOPMAJIbHOM KH3-
HU B OynymieM. B CBsI3u ¢ 3TUM BaKHEHIIMMU 3a/71a4aMHi HA COBPEMEHHOM JTarie
SIBJIAFOTCS] YCTPAHCHWE MYTarcHOB, NMTOMCKH aHTUMYTAarceHOB M BCECTOPOHHEE H3Y-
YeHHE JICHCTBUS (PaKTOPOB IIMBUIIM3AIMH U CPEJIbI HA TCHOTHII YeI0OBEKa.
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3AJJAHMSA K IPAKTUYECKUM PABOTAM

I. 1. Hexoropsie ¢dopmbl mu30(ppeHNN HACIEAYIOTCA KaK JOMHUHAHTHBIC
ayTOCOMHBIE MpU3HaKu. [Ipu 3TOM y TOMO3UTOT nneHeTpaHTHOCTh paBHa 100 %, a'y
rerepo3uroT — 20 %. Onpenenure BEPOSITHOCTb POXKJIEHUS OONBHBIX JETEH B ce-
Mb€, TJI€ OJUH U3 CyNpPYroB I'€TEPO3UTOTEH, a APYroil HOpMaji€H B OTHOLUIEHUU
aHAIM3UPYEMOI0 NMPU3HAKA.

2. AKanToHypHsl B CTapOCTH MPUBOJUT K PAa3BUTHUIO apTpHUTa (HApyIICHHUE
paboThI CYCTaBOB), HACJIEAYETCA KaK ayTOCOMHO-PELIECCUBHBIN Mpu3HaK. O1eHUTe
BEPOSITHOCTh HACJIEJOBAHUS AJIKANITOHYPUM Yy BHYKOB, €Clii 00e 0alyIiku crpaaa-
JIM 3TUM 3a00JIEBaHUEM, a JEAYIIKHU 370POBBHI.

3. Akartanaszus 00yCJOBJI€HA PEIKHM PELECCUBHBIM ayTOCOMHBIM T'€HOM, Y
reTEPO3UTOT aKTUBHOCTh KaTajla3bl CHUKEHA, MIEHETPAHTHOCTh cocTaBisieT 30 %.
Onpenenure BeposiTHbIE (DEHOTHUIIBI JETE B CeMbEe POAUTENEH, UMEIOIIMX MOHHU-
KEHHYIO0 aKTUBHOCTh (JEpMEHTA.

4. bnu3opyKuil My>X4HMHA, MaThb KOTOPOIO MMEJIa HOPMaJbHOE 3pEHUE, XKe-
HUJICS Ha KEHIIMHE Tak)Ke C HOpMaJIbHBIM 3peHreM. VX nepBblit peOeHOK poAuIICs
onm3opykuM. OrieHuTe BO3MOXKHBIE (DEHOTHUIIBI IETel B 3TOM Opake U UX BEpOAT-
HOCTB (B %).

5. Iloparpa siBisieTCsl JOMMHAHTHBIM ayTOCOMHBIM IpU3HAKOM. I10 HEKoTO-
pPBIM JaHHBIM, IEHETPAHTHOCTh TOr0 I'eHa y MY»K4YuH cocTaiseT 20 %, a y KeH-
il - paBHa (. KakoBa BeposiTHOCTB 3TOro 3a00j1€BaHusl B CEMbE, T/ie 00a poau-
TE€JIsL FETEPO3UTOTHBI 110 ATOMY IPU3HAKY ?

II. 1. I'maykomMa B3pOCbIX HACIAEAYETCS HECKOJIBKUMU MYTSAMU: ayTOCOMHO-
PELECCUBHO U JIOMUHAHTHO-ayTOCOMHO. KakoB MPOrHO3 MO 3740pOBBIO AETEN B Ce-
Mb€, IJI€ OJIUH POAUTENH TUTETEPO3UTOTEH, a IPYTOM MOJHOCTHIO 310pOB 1O 000-
¥M 1apam reiam?

2. IureTepo3UroTHhIE POJMTENN CTPALNAIOT KATAPAKTOM W MOIUIAAKTHIINECH,
00a MOJy4YMIM KaTapakTy OT MaTepH, a MOJUAAKTHINIO OT OTIHOB. KakoB mporsos
B OTHOLUEHUU 3J0POBbS UX JIETEU, €CIIM U3BECTHO, YTO PACCTOSHHE MEKIY STUMU
reHamu coctasisieT 30 MopraHu.

3. Tanaccemus (oTcyTcTBHE O€ika rjioOWHA B SPUTPOILMTAX) — HE TOJIHO-
CThIO ayTOCOMHO-IOMUHAHTHBIN NPHU3HAK, JAIBTOHU3M — PELIECCUBHBIN, CLEIIEH C
X-xpoMocoMou. Jlurerepo3uroTHas >KEHIIMHA BCTyMWiIa B Opak C MYyXYHMHOM,
CTpaIaroIIMM JIETKOW (OpMOM TajlacCeMu, HO ¢ HOpMaJbHbIM 3peHueM. KakoBa
BEPOSTHOCTH POXKACHUS B 3TOM CEMbE MOJHOCTBIO 3JJ0POBBIX JIETEH?

4. Knaccuueckass reMopuiius U JaNbTOHU3M HACJEIYIOTCSd PELECCUBHO,
cuerieHHo ¢ X-xpoMocoMoid. Paccrosinue mexay renamu 9,8%. JKeHiuna, Math
KOTOpOIi ObLIa JaTbTOHUKOM, a OTELl — TeMO(HINKOM, BBIILIA 3aMY>K 32 3I0pPOBO-
ro My>xuuHy. Onpenenure BepOSITHOCTh POKIEHUS OOJIBHBIX JIETEH OJTHOBPEMEHHO
o o6euM aHOMaHsIM?
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5. Moryt 11 My»X4HMHA ¥ JKEHIIWHA C CHHIPOMOM JlayHa MMETh 340pOBOE
notoMcTBO? KakoBa BEepOATHOCTh POXKACHUS 370pOBOr0 peOeHKA B Cydae, eciu 00a
POIUTENS UMEIOT TPUCOMHUIO IO 21-i1 Xxpomocome?

6. Matb umeet Il (A) rpynmy KpoBU U MOJIOKUTEIBHBIN pe3yc-haKkTop, KaK
U BCE €€ POJICTBEHHUKH, Y aurereposurotHoro otua III (B) rpynmna kpoBu u ot-
punatensHbIid pedyc-aktop. KakoBel BO3MOXHBIE (DEHOTHIIBI M TEHOTHIIBI IETEH B
3TOU ceMbe?

7. IlpoGann ctpagaet remoduivei. Y ero Matepu U OTiia HOpMaJjibHasi CBep-
THIBAEMOCTh KpOBH. [leqy1iika co CTOpOHBI MaTepu UMel remoduiinio, a 6adyuika
ObLa 370poBa. B cembe oTia mpobanma He ObLIO 0OJIBHBIX reModuneit. Y mpo-
OaHJa 4eTBEepO JETei: IBe JOUEPU U ChIH C HOPMAIbHON CBEPTHIBAEMOCTHIO KPOBH,
a Apyro# ceiHa cTpagaeT remodunmeit. CoctaBbTe pOAOCIOBHYIO TaHHOW CEMBH U
ONPENEIINTE F'E€HOTHUIIBI BCEX YKA3aHHBIX JIMLI.

8. V denoBeka reMoQuIMS JAETEPMUHHUPOBAHA CHEIUVIEHHBIM C X-
XpOMOCOMOM pelecCUBHBIM reHOM. KakoBa BEpOsITHOCTh pOKIEHUS OOJIBHOTO pe-
OeHka oT Opaka: a) TCHOTUITUYECKH 3I0POBOM KEHIIIMHBI M MYXYHHBI, OpaT KOTO-
poro crtpamaer remoduianeii; 0) 370pOBOTO MYKYHMHBI W 3JI0POBOM JKCHIIWHBI,
uMerollel Takoro Opara?

9. PenteccuBHBIN T€H AAJIbTOHU3MA JIOKaIH30BaH B X-xpoMmocome. OT Opaka
YKEHILUHBl C HOPMAaJbHBIM 3PEHUEM, POJCTBEHHUKH KOTOPOMl CTpajaiu JajibTo-
HU3MOM, W MYXXYUHBI ¢ HOPMaJIbHBIM 3PEHUEM, y OTIIa KOTOPOTO ObLia I[BETOBAs
CJIENOTa, POAUINCH TPU AOYEPU C HOPMAJIbHBIM 3PEHHEM M JIBA ChIHA C I[BETOBOM
caenoTtoii. KakoBel reHotunsl poaurenied U noromcrsa? OT KOro U3 poOIUTENEH
MaJIbYMKH NOJIyYUJIU T€H TAJIbTOHU3MA?

10. Iloremuenue 3y0OB — MOMHHAHTHBIM NpPU3HAK, CHEIUVIEHHBIM ¢ X-
XPOMOCOMOM. Y pOoauTeNeH, UMEIOINUX TEeMHbBIE 3yObl, pOIUIIACH 1I0Yh C TEMHBIMH
U ChIH ¢ OenbiMu 3y0amMu. KakoBa BEpOSITHOCTh pOXKACHUS JeTel ¢ OenbpiMu 3yda-
MU B 3TOU ceMbe?

11. 'en AOMUHAHTHOTrO MpHU3HAKA MIECTUIATOCTH (A) JIOKaIU30BaH B ayTo-
come. ['en peueccuBHoro mnpuszHaka pgaiabToHu3ma (d) pacnonoxen B X-
xpomocome. OT Opaka MIEeCTUTIATIOT0 MY>KYHUHBI-aTbTOHUKA U 3/I0POBOM KEHIIH-
Hbl POAWJICS IIECTUNANbIM ChIH-JAIbTOHUK M 310pOBasi A04Yb. KakOBbI T€HOTHIIBI
poauTeNe U AeTei?

12. I'unepTprxo3 (MOBBILIEHHAS] BOJIOCATOCTh YIITHOW PaKOBUHBI) MEpEIACT-
cd uepe3 Y-xpomocomy. [lonmmaakTunrs — JOMUHAHTHBIA AyTOCOMHBIN MpU3HAK. B
CEeMbe, TlIe OTEl CTPajaall TUIEPTPUXO30M, a MaTh — MOJUIAAKTHIMEN, POANIIACH
HOpMaJibHast Joub. KakoBa BEpOATHOCTh POXKACHHS B ATOM K€ ceMbe peOeHKa ¢
o0enMu aHOManusIMu?

13. T'umomua3ust 3yOHOM »Manu HacjenyeTcsl Kak CIeIIeHHBId ¢ X-
XpPOMOCOMOW JOMHHAHTHBIA MpPU3HAK, UIECTUMAIOCTh — KaK ayTOCOMHO-
JOMUHAHTHBIA. B cembe, rlie mMaTh miecTunanas, a y oTiia TUIOIIa3us 3yOHOU
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AMaJH, POAMIICS MATUIAIBIN 340POBBIM MAbYMK. 3alIMIINTE T'€HOTUIIBI BCEX YJie-
HOB CEMbH M0 3TUM TIpu3HakaM. OOBSCHUTE, MOYEMY Y ChIHA HE MPOSBUIHUCH JI0-
MUHAHTHBIE TIPU3HAKK poauTeneri? BO3MOXHO M y HHX pOXACHHE pPeOCHKa ¢
JBYMsI aHOMaJIUSIMUA OJHOBPEMEHHO?

14. XeHuHa-npaBIIa ¢ KapuMH IJ1a3aMU U HOPMAaJbHBIM 3PEHUEM BBIXO-
IUT 3aMy’K 3a TOJIyOOIJIa30ro MY)KUMHY-TIPaBIly JaJbTOHHKA. Y HHUX POJIUIACH
J0Yb C TOXYOBIMHU TJIa3aMH, JIEBIIA U NadbTOHUK. KakoBa BeposSTHOCTH TOTO, YTO
cienyromuid peOeHOK y HUX OyleT UMETh TaKUe K€ YepThbl, €CIU U3BECTHO, YTO
Kapyil LIBET IJIa3 U NMPEUMYIIECTBEHHOE BJIAJEHUE MTPABOM PYKON — JOMUHAHTHbBIE
MIPU3HAKH, T€Hbl KOTOPBIX PACIOJIOKEHbI B Pa3HbIX ayrocoMax? /[anpTOHU3M KO-
JTUPYETCs PEUECCUBHBIM, CLIEIVIEHHBIM ¢ X-XpPOMOCOMOW FE€HOM.

15. Karapakrta u noauaakTuiausi (MHOTOManioCTh) BBI3BIBAKOTCS JOMUHAHT-
HBIMU aJUIEJIIMH JIBYX T'€HOB, PACIIOJIOKEHHBIX B OJIHOM mape ayrocoM. JKeHuumHa
yHacieqoBajga KaTrapakTy OT OTLA, 4 MHOrOmajaocTb — OT marepu. OnpeneiuTb
BO3MOXHBIE (PEHOTHITHI ACTEH OT ee Opaka co 370pOBBIM MYkunHOU. Kpoccunro-
BEp HE MPOUCXOJIHUT.

16. JloMruHaHTHBIE T€HBI KaTapaKThl, JUIMOTOLMTO3a U MHOTONAJIOCTU pac-
MOJIOKEHBI B TIEpBOi ayTocome. OmnpenenuTb BO3MOXKHBIE (DEHOTHUIIBI JIeTed OT
Opaka >KeHIIMHbI, OOJLHON KAaTapaKTOW U SIUNTOIMTO30M (MaTh €€ Oblia 310PO-
Ba), C MHOTONAJIBIM MY>KYMHOH (MaTh €r0 UMeNa HOPMaJIbHYIO KUCTB).

17. KopoTkonanocTts, OJIM30PYKOCTh U aIbOMHU3M KOAUPYIOTCS PELECCUB-
HBIMHM F€HaMU, PacIoyIOKEHHBIMH B pa3HbIX XpoMocoMmax. Koporkonainbiii, 6:1130-
PYKHI MY»XXYHWHA C HOPMAJIbHOM NMUTMEHTALMEN KEHUJICS HA 3I0POBOM KEHIIMHE-
anpomHoCKe. VX mepBhIil peOeHOK ObLT KOPOTKOMA, BTOPOU — OJIU30PYK, TPETUM —
anpouHoc. OnpenenuTb FTeHOTUITBI POUTENEH U IeTeH.

18. Kapuii uBer ria3, TEMHbIE BOJIOCHI M BJIAJICHHE NPABOM PYKOW — JOMHU-
HAaHTHbIC TPU3HAKH, KOTOpPbIE HACIEAYIOTCA He3aBucumo. OrTen — Kaperiasblid
TEMHOBOJIOCHIN JIeBIla, MaTh — rojlyOoriia3asi CBETJIOBoJiocasi mpasiia. B cembe
UMEIOTCS: ChIH — rofTy0OTIa3blii CBETIOBOJIOCHIH JIEBIIA, U JOYb — Kaperias3as TeM-
HOBoOJIOCas npasuia. OnpeaeanuTh FeHOTUIIBI BCEX YWIEHOB CEMbH.

19. V uenoBeka aabOMHU3M U CIOCOOHOCTH MPEUMYIIECTBEHHO BIAACTh Jie-
BOW PYKOW — PELECCUBHBIE MPU3HAKHU, HACIEIYIOIINECS He3aBUCHUMO. KakoBel re-
HOTHUIIBI POJUTEIIEN C HOPMAJbHOM NMUTMEHTAMEN U BIAACIOIIUX IPABOM PYKOW,
€CIIi y HUX pOJIUJICS peOeHOK aTbOMHOC U JeBIIa?

20. Y romy6ormna3oi OJ1U30pYKON KEHIIMHBI OT Opaka C Kaperia3biM MYXK-
YUHOW C HOPMaJIbHBIM 3pEHHUEM POAMJIACH Kaperiazas OJM30pyKasl 1eBOYKa U ro-
JTyOoriia3slii ¢ HOpMaJIbHBIM 3peHHeM MajbuuK. ['en O6nm3zopykoctu (B) nomunan-
TEH IO OTHOIICHUIO K TeHY HOpMajbHOro 3peHus (b), a ren kapermnazoctu (E) mo-
MUHHUPYET HaJ TeHOM Toinyboriazoctu (e). KakoBa BEepOsITHOCTh POXKACHUS B ATOU
CEMbE Kaperia3oro ¢ HOpMajJbHBIM 3pEHUEM peOeHKa?
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21. I'myxota u Oone3nb Bunbcona (Hapymienne oOMeHa M) — PeLecCrB-
Hble Tpu3HaKu. OT Opaka IIyXOoro My>XYHHBI M KEHIIUHBI ¢ 001e3HbI0 Bunbcona
poauics peOeHok ¢ obenmu aHoManusiMu. KakoBa BepOATHOCTb POXKACHUS B 3TOM
CeMbe 3JI0pOBOT0O pedeHka?

22. TlonupakTunust (MHOTOMAJIOCTh) U OTCYTCTBHE MajbIX KOPEHHBIX 3y0OB
NEePEeNaloTCs KaK JOMHUHAHTHBIE ayTOCOMHBIE MPU3HAKH. ['@Hbl 3THX NPU3HAKOB
HAXOATCS B pa3HbIX Mmapax XxpomocoM. KakoBa BEpOSITHOCTh pOXACHUS AeTel 0e3
aHOMaJIUN B ceMbe, TJe 00a POAUTENs CTPaJalOT JaHHBIMU 3a00JI€BAHUSMU U Te-
TEPO3UTOTHBHI 110 3TUM Iapam reHoB?

III. 1. IIpocnenure HacienoBaHWE MpPU3HAKA B CEMbE, ONPEACIUTE THII
HACJICOBAaHNS U TEHOTHIIBI BCEX YJICHOB CEMbH.

2. OnpenenuTe TUI HACIIEIOBAHUS B TAHHOW T€HOTUITMYECKON POJAOCIOBHOM
Y PacCcTaBbTE T€HOTHUIIHI.

S s

3. Onpenenurte TUN HACIEIOBaHUS MbIIIeYHOU AucTpoduu [lromeHa u yka-
YKATE I'€HOTUIIBI BCEX WICHOB POJIOCIOBHOM.

?LJ I 1
QW o
o0 0o

jIQ -%D

4, Onpez[eJmTe THUIT HACJICAOBAaHUsA, IIPU3HAK U PACCTABLTC I'CHOTHUIIBI BCCX
HpCHCTaBHTCHCﬁ CCMBbH.
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5. Cnoco6HOCTh pa3nuyath BKyC penuntuomoueBuHbl (OTM) oOycioBneHa
JOMUHAHTHBIM ayTOCOMHbIM reHoM T. Jlronu, He pa3nnyaromipe BKYC JaHHOTO
BELIECTBA, UMEIOT IeHOTHII tt. J[anbTOHN3M — peLleCCUBHBIN NPU3HAK, CLETNIEHHBIN
¢ X-xpomocomon. JKeHnmHa ¢ HOpMaJIbHBIM 3pEeHUEM, pasnudaromas Bkyc OTM,
BBIIILJIA 3aMY’K 33 JAIbTOHUKA, HECTIOCOOHOTO pa3inyaTh BKYC (PEHHUITHOMOYEBH-
Hbl. ¥ HUX pOAWJIACh J0Yb, CTPAJarollas JajJbTOHHW3MOM U pa3ivyarolias BKYC
®TM, u yeTblpe CblHA, HU OAMH U3 KOTOPBIX HE CTpajaj JalbTOHU3MOM. J[Boe U3
HUX pasnnyanu BKyc @TM, a nBoe — He paznnyanu. KakoBbI T€HOTHUIIBI POIUTENIEH
u geten’?

CocraBbTe pOJOCIOBHYIO JAHHOW CEMBU M PACCTaBbTE M€HOTHUIIBI BCEM YKa-
3aHHBIM JIMLAM.

IV. 1. B poaunbsaom aome u3 1000 poxxennn y 150 vabmrogancs UMMyHHBIN
KOHGIUKT. OnpeaenuTe 4acTOThl BCTPEUAEMOCTH ajliejie U yCTaHOBUTE T€HOTH-
MUYECKYIO CTPYKTYPY TaHHOW MOMYJISIIUH.

2. Y moneit uzBectHo 3 reHotura no gopme Bosioc. B Beioopke u3 2800 ue-
joBek 15 % umenu KypyaBble BOJIOCHI (JOMHUHAHTHBIE TOMO3HUTOTHI), 15 % - BOI-
HUCTBIE BOJIOCHI (reTepo3uroTsel) U 70 % - ¢ mpsMbIMH BOJIOCAMHU (pELIECCHUBHBIE
rOMO3UTroThl). OnpenenuTe 4acToTy BCTPEUYaEMOCTH JAHHBIX aJlJIENEH.

3. B poaunsHoM aome ropoaa N 3a 10 net poaunocs 30000 ngereid, y 576 u3
HUX OOHapyXeH caxapHblil AuabeT, HacIelyeMbIi ayToCOMHO-penieccuBHO. Omnpe-
JIEJIUTE YaCTOTY BCTPEUAEMOCTH AJIJIENIEH B JAHHOM MOIMYJISLMKA U €€ T€HOTUIINYe-
CKYIO CTPYKTYpY.

4. Hexkoropbie (popMBI YMCTBEHHOM OTCTaloCTH INpH cuHapome Jlopena-
Mymna-bapne-bunns nmeror neHerpaHTHOCTh 86 %. Omnpenenure TeHETHYECKYIO
CTPYKTYpY HOIMYJISILIMU, €CITU B TOPOJIe C MUJUIMOHHBIM HACEJICHUEM 3aperucTpH-
poBaHo 200 GOJIBHBIX C TAHHBIM CUHIPOMOM.
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METOAUYECKHUE PEKOMEHJALIUNA
JIJIA BBINOJTHEHUS IPAKTUYECKHUX 3AJIAHUIA

AJITOPUTM peleHns 3a1a4
l. VY c10BHO 0003HAUUTH C TOMOUIBIO OOIIEIPUHATHIX CUMBOJIOB UCXO-
HbI€ JJaHHBIE!
P - ponutenu; A - TOMUHAHTHBIN NPHU3HAK; @ - PELIECCUBHBIN Npu3HaK; AA -
JOMUHAHTHasl TOMO3HMI0Ta; aa - pelleCCUBHAs TOMO3UroTa; Aa — rerepo3urora; Fy -
neru, F, - Buyku, F; - npaBayku; 9 - xenumna; & - myxuuna; G - raMeTsl; X -

6£a1<;

B CHCIVICHHBIC ITPHU3HAKH,

XA — npusHax cuerien ¢ X-XpoMoCcOMOIi;
Y# — npusHax crerie ¢ Y-XpoMOCOMOIA.
2. OmnpenenuTts TUN HACIEA0BAaHUS IPU3HAKA.
3. 3anucarh TE€HOTUIBl YKa3aHHBIX YIEHOB CEMbHM B aHAJIM3UPYEMOU 3a-
nade u 00pa3yeMble pOAUTEISIMU TaMETh:
- €CITU TIEPBOE MOKOJIEHUE €TMHOO0Pa3HO, TO MPU3HAK JOMUHAHTEH U POJIU-
TEJIbCKUE T'€HOTUIIBI — TOMO3UTOTHBI;
- F€TEPO3UrOThl BCETJA JAIOT PACIICIJICHUE raMeT Ha YE€THOE YHMCIIO THUIIOB,
KOTOPOE ONPEEINIAETCS CTENEHbIO T€TEPO3UTOTHOCTH.
4.CocTaBUTh BO3MOXKHBIE COUETAHUS TraMeT M 3alucarh TeHOTUIIBI 00pasy-
IOLTUXCA 3UroT (TMOpHUI0B TIEPBOro mokoJeHus - Fy).
5.0npenenuTh GEHOTUIINYECKOE TPOSIBIEHUE NTPU3HAKA Y TOTOMCTBA.
6.PaccunTtaTh NpPOLEHTHYIO BEPOSITHOCTH BCTPEUYAEMOCTH aHAIU3UPYEMOIO
IIPU3HAKA y JETEH.
7.0O1€HUTh BO3MOXHOCTD MPOSBIICHUS JPYTUX T€HO- U ()EHOTUIIOB MIPH JaH-

HBIX HCXOJHBIX POJAUTCIbCKUX F'CHOTHUIIAX.
MPUMEPDBI PEIIEHUS 3AJJAHUN U UX AHAJIU3

3amanue 1. (/1151 aHanm3a 0JHOTO UHTEPECYIONIETO MTPU3HAKA).

Cunpaktunus (CpallieHue NaiblieB) HACIEAYeTCs KaK JOMUHAHTHBINA ayTo-
COMHBIN mpu3Hak. KakoBa BEpOSTHOCTh POXKIEHHUS JIETEH CO CPOCHIUMHUCS Majlb-
I[aM{ B C€MbE, TJIe OJIMH U3 POAUTENICH TeTePO3UTOTEH M0 aHAIM3UPYEMOMY TIPH-
3HAKY, a IPYTOi UMEET HOPMAITBHOE CTPOCHUE TAJIBIIEB?

Jlns Hauana aHaim3a HEOOXOJWMO BBECTHM YCJIOBHBIE oOo3HaueHus. 1o
npeJyiaraeMbiM JaHHBIM B 3a1a4e:

A- Pemienue
CUHIAKTUIINS; P Qaa x & Aa
a-HOpMa l / \
F,-? G a A a
F1 Aa aa
50% 50%
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[Tycth HOCHUTENEM CHHAAKTHINHU B JAHHON ceMbe OyneT OTell, TOT/Aa €ro re-
HOTHI KaK T€TePO3UTOTHI - Aa, a TEHOTUN MaTepu OyJeT — aa. DTO 3HAYUT, UYTO Y
KeHIUHbBI ($) MOXKeT 00pa3oBaThCs TONBKO OJMH COPT T'aMET, HECYIIHMX perec-
CUBHBIM T'€H HOPMBI (a), a Yy OTLIa B 3TOM CEMbE MOKET 00pa3oBaThCA JiBa COpTa
rameT A Wiy a, cleAoBaTeNIbHO, MPU CIUSHUU FaMeThl MaTEepPU a U A — raMeThl OT-
11a, peOCHOK yHacCJlemyeT OT OTIa JOMWHAHTHBIN T€H, a 3HAYUT y HETrO MPOSBUTCS
CUHAAKTWINA. DTa BEPOATHOCTH cocTaBUT 50%, a B octanbHbix 50% ciydyaeB coxpa-
HSIETCS BO3MOXHOCTh CIIMSIHUSL TaMET POJAUTENEN ¢ PElECCUBHBIMU T'eHaMu (a — HOp-
Ma).

OTBeT: BEpOSTHOCTh POXIEHUsl pedeHka ¢ cuHAakTuiaued coctaBut 50%
(pHCK BBICOKHIA).

3aganue 2. YacTora peneccuBHOro 3a00JIeBaHUs CaXxapHbIM TUAa0ETOM B ro-
poxne N coctasinser 1 ciydait Ha 200 310poBbIX JtoJei. OnpeaennuTe reHoTUInye-
CKYIO CTPYKTYPY JAaHO MOMYJISLIUH.

BBenem o603HaueHus: A - HOpMa, a - caxapHblii nuader. Heo6xomnumo onpee-
JIMTh KOJIMYECTBO JIFOJEH C TEHOTUIIAMHA AA - MOJHOCTBIO 3/I0POBBIX, Aa - HOCUTENIEH
reHa caxapHoro nuabera. Uucmo OONBHBIX JIIOZCH JaeT BO3MOKHOCTh HAa4aTh pacye-
TOB, IIPUMEHSS I 5TOrO MareMaTHuecKyro (opmyny Xapmu-Baitnoepra: (p+q)*=1
wi p2(AA)+2pq(Aa)+q’(aa)=100%, rae p - yacTOTa JOMHHAHTHOTO T'eHa A, ( - Ya-
CTOTa PEIECCUBHOTO TeHa a. PemeccuBHOE 3a00/IeBaHNe CaxapHBIA TUAa0ET MOXKET
MPOSIBUTHCS TOJIBKO Y JIFOJEN C TEHOTUIIOM a4, 3TO 3HAYUT, YTO UX YUCIIO COCTABUT
0,5% (1:200=0,005 unu 0,5%). Ilockonbky yacToTy a 0003Hayar0T OyKBOU (, TO
KonuuecTBo aa=q>=0,005. M3BeKas KBaApaTHbI KOPEHb M3 BEJIMYUHBI °, MOJY-
4aeM 3HA4YCHUE q=\/q2=\/0,005=0,071. Tenepb MOXHO pacCUMTaTh BEJIUYUHY HOP-
MaJIbHOTO ajutens: u3 popmyiisl (p+q)>=1 BeiBOAUM, YTO p=1-q.

B namewm ciyqae p=1-0,071=0,929. Torna AA=p*=(0,929)>=0,863, a BbIpa-
3UB B TpoueHrax — 86,3%. Ha pomto rerepo3uror Aa TPUXOAUTCS:
Aa=2pq=2x0,929x0,071=0,132 umu 13,2%.

OTBeT: B aHaNM3UPyEeMOM MOMYJSLUA TEHOTUIHYECKAss CTPYKTypa MOpe-
craBiieHa 86,3% JOMUHAHTHBIX TOMO3UTOT (TIOJIHOCTHIO 3J0POBBIX Jtoaei), 13,2%
retepo3urot (Hocuteneit) u 0,5% - pereccuBHBIX TOMO3UTOT (OOJIBHBIX JIIOIEH ).
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CJIOBAPb TEPMHWHOB

AJL1eJIM — HacJIEICTBEHHbIE 3aJaTKU (TE€HBI), PACHOJOKEHHbIE B OJUHAKO-
BBIX Y4YaCTKaX I'OMOJIOTMYHBIX XPOMOCOM M OIPEAEISIIOUIME HAIIPaBICHUE Pa3BU-
TUSL OJHOTO U TOTO XK€ MPU3HAKA.

AMHHIIEHTE3 — METOJI PEHATAIIBHON JUArHOCTUKHA T€HETUYECKUX U XPOMO-
COMHBIX aHoMmanuii. [IpoBoaUTCS myTeM MpOKadbIBaHUSI AMHHOTHYECKONH 0005104-
KU C LENbI0 MOJTYYEHUs] aMHUOTUYECKON (OKOJIOMIIOHOM) MKHUAKOCTH, COAEpIKaIen
KJIETKH IUIO/IA U P IPOAYKTOB €T0 KU3HEACATENBHOCTH.

AHadaza — oJlHa U3 CTaAUil MUTO3a U MEi103a, B TCUCHUE KOTOPOU XpoMa-
THJIBI WU XPOMOCOMBI, COSIMHEHHBIE B NIAPBI, PACXOAATCS K PA3HBIM IOJIFOCAM.

AHEYIUIOUAbI — KJIETKHM WIM OPTaHU3MBbI, Y KOTOPBIX YMCIIO XPOMOCOM HE
SIBJIIETCS. KPAaTHBIM TaIlJIOnTHOMY Habopy.

AyTOCOMBI — BCE XpOMOCOMBI OpraHM3Ma, KpoMe IOJIOBbIX. B comarnye-
CKMX KJIETKax KaK[Ias ayTocoMa NpPEACTaBICHA ABAXKIbI, T.€. UMEET IOMOJIOIHY-
HYI0 ce0e. Y yesoBeka B KapuoTurie 22 mapbl ayTOCOM.

buBajieHT — 1B KOHBIOTMPOBABIINAE TOMOJIOTHYHBIE XPOMOCOMBI, KKIas U3
KOTOpbIX yaBoeHa. Habmonaercst Bo Bpems npodassl Meiiosa I.

BpaxuaakTHiust — yKOpoueHHE MAJIBLEB 3a CYET KOPOTKUX (paJlaHT MM JKE
3a CYET YMEHBIICHUS X KOJINYECTBA.

Butuiauro — ouarosast AENUIrMEHTALNS KOXKHU.

Bposkaennbie 00s1e3HM — 3a00JI€BaHUs, UMEIOLUECS TIPU POXKJIEHUH, 00Y-
CJIOBJIEHHBIE JIUOO (PaKTOPOM HACJIEJICTBEHHBIM, JINOO pa3BUBIIMMCS B pe3yjbTaTe
HapyLIeHUH SMOPUOHATILHOTO PAa3BUTHS IIPU JICHCTBUU TEPATOTEHOB.

I'amera — nonoBas KiieTKa (3KEHCKasi MU MY>KCKasl) ¢ OAUHAPHBIM rarion-
HBIM HAaOOPOM XPOMOCOM.

I'eMH3MrOTHOCTH — COCTOSIHME OpraHM3Ma, IPU KOTOPOM KaKOH-INOO TeH
IIPEICTABIICH TOJIBKO OJHMUM aJUIeJIeM B OJHOM XpomocoMe. K TakuM remam oTHO-
CATCSI PACTIOJIOKEHHBIE B HETOMOJIOTUYHBIX YYaCTKaX MOJIOBBIX XPOMOCOM.

I'en — ygacTOoK XpOMOCOMBI, 00JaArONTNI ONPEaeICHHOW OMOXMMHYECKOM
GyHKIMEN U OKa3bIBAIOLIUHN Ccrenn(pUuecKoe BIMSHUE HA MPU3HAKK M CBOMCTBA
opranusma. B COBpeMEHHON T'€HETHKM I'€H pacCMaTpUBaeTCA KaK y4acTOK MOJIe-
kyJel JIHK, konupyromuii onpeneneHHbIi OeIoK.

I'eHoTHII — COBOKYITHOCTB BCEX I'€HOB B OpPTraHU3MeE, ONPEAEIAIONIas pa3By-
THE NPU3HAKA WIK IPU3HAKOB.

I'etepo3urora — oco0p, naromias HECKOJIBKO TUIIOB I'€HETUYECKH pa3iiny-
HBIX IOJIOBBIX KJIETOK, ITOCKOJIBKY COOTBETCTBYIOLIUE JIOKYChI €€ FOMOJIOTHYHBIX
XPOMOCOM COJEPKAT Pa3IndHbIC aJUICIIN.

I'omo3urora — ocoOb, naromias OAWH TUI raMeT.
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I'omosiorn4HbIE XPOMOCOMBI - JIBE OJMHAKOBBIE XPOMOCOMBI KAXKJIOIO THIIA
(Y TIOJIMTUTOMTHBIX OPTaHU3MOB MX MOXKET OBITh 00Jiee ABYX); XPOMOCOMBI CUUTAIOT-
Csl TOMOJIOTUYHBIMU, XOTSI OHH MOTYT Pa3INyaThCs MO Psiiy T'€HOB.

I'pynna cuermieHusi — COBOKYHOCTh BCEX T'€HOB, JIOKAJIM30BAHHBIX B OJI-
HOU XpOMOCOME.

J[aJbTOHM3M — FEHHOE HApyUIEHUE BOCIPUATHS 1IBETa (IIBETOBAs CJIENOTA),
BBI3BAaHHOE HAPYIICHUSIMHU B KOJIOOYKAX CETUATKH Ti1a3a.

Jeseuust — CTpyKTYpHOE U3MEHEHHUE XPOMOCOMBI, MPU KOTOPOM MOTEPSH
BHYTPEHHHI Y4acTOK B OJTHOM M3 JBYX IJIEY XPOMOCOMBI.

JAHK — ne3okcupuOOHYKJIEHMHOBasi KHUCJIOTa, OTBEYAlOLas 3a XpaHEHHE U
nepeaady HacJlIeICTBeHHON HH(OpMAIUU B KIIETKE.

JloMUHUPOBaHMeE — SBJICHUE, IPU KOTOPOM OJIMH U3 aJUIeJIel reTepO3UTrOThI
(IOMUHAHTHBIN) OKa3bIBa€T 0OJIE€ CUJILHOE BIMSHHE HA COOTBETCTBYIOLIUMN MpU-
3HaK 0COOM, YeM JAPYrou (perecCUBHBIN).

3urora — QUIUIOWHASA KJIETKA, 00pa3yromascs NPy CIUSHUMA JIBYX TaMmeT
(IULEKIETKU U CTIEpMATO3011a).

HNuBepeus — myranus, Ipu KOTOPOU NOCJIENOBATENBHOCTh T€HOB HA KAKOM-
6o y4yacTke xpomocoM Mensercs Ha 180°. Bo3moxkHast MHBEpCHUS BHYTPU T€HA —
MIOBOPOT IOCJIEA0BATENIbHOCTH HYKJIEOTHIOB.

KapuoTun — COBOKYIMHOCTh XpOMOCOM OpPTaHU3Ma, OIpeelieMas BeJIndn-
HOM, (POPMOI M YUCIIOM XPOMOCOM (IAHUIIIONIHBIN HaOOP).

KJy10H — COBOKYIHOCTBH BCEX MOTOMKOB, MOJIYYEHHBIX OT OJHOM MCXOJIHOU
0CcO0OM MyTeM BEreTaTUBHOTO WJIM allOMUKCHUYECKOTO 00pa30BaHusl ajlielu.

Kon renernyeckuii — evHas cucteMa 3alucy HacleICTBEHHON MHpopma-
uuu B /IHK B Buzie TpUmieTHOM MOCIEI0BATENLHOCTH HYKJIEOTHIOB.

KonomuHupoBaHnue — mposiBIEHUE y T€TEPO3UTOTHBIX OCOOEH MPU3HAKOB
000UX POUTEIICH.

Konbloranmusi — compkenre u o0beIMHEHUE B OMBaJEH JIBYX OMOJIOTHY-
HBIX XPOMOCOM, Ka)Kasi U3 KOTOPBIX YABOEHA, MPOUCXOAUT B Ipodasy meiiosa .

Kpoccunrosep — oOMeH yyacTkaMu (aJUIeITbHBIMU T€HAMU) MEXKIY TOMOJIO-
TUYHBIMU XPOMOCOMaMH MPHU UX KOHBIOTAIUU.

JleTajibHBII I'eH — reH, HATMYhe KOTOPOoro (0COOEHHO B TOMO3UTOTHOM CO-
CTOSIHUM) MPUBOJUT OPraHU3M K THOENH.

JIoKyc — 4ETKO OIpeAEeNIeHHOE MECTO B XPOMOCOME, B KOTOPOM PaCIIOIOKEH
TEH.

Maxkpouedanaus — upe3mMepHo O0JIbIIIas roJioBa.

Meii03 — npoLECC PEOYKIMOHHOTO JACJICHUS KJIETOK, NPUBOIALIMNA K
YMEHBIIECHUIO YKClIa XPOMOCOM B IOUEpHUX KiieTkax (n). B Teuenue meiiosa sapo
JEIUTCS 2 pa3a, a XpOMOCOMBI TOJIBKO OJIMH.
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MuTo3 — aenieHue sapa, TPUBOAsIIEEe K 00pa30BaHUIO JABYX JOYEPHHUX KJle-
TOK, IPU KOTOPOM JOUYEPHUE s/Ipa HECYT TAKOE KE YUCIO XPOMOCOM, YTO U POJAHM-
TEIbCKAsl KJIETKA.

Mo3auumu3m — SIBJICHUE, CBSI3aHHOE C MPUCYTCTBUEM Y MHOTOKJIETOYHOI'O
OpraHn3Ma KJIETOK, UMEIOIINX Pa3HbIil TEHOTHII.

Moaunduxanus — GeHOTUITHNYECKOE HEHACIIEICTBEHHOE U3MEHEHNE, BO3HH-
Karollee Mo ACWCTBUEM PA3IMYHBIX (PaKTOPOB CPEIBI.

MoOHOCOMUK — KJIETKa, TKaHb, OPraHu3M, B XpOMOCOMHOM Ha0Ope KOTOPOTro
OTCYTCTBYET OJIHA U3 TOMOJIOTHYHBIX XPOMOCOM.

MyTanusi — U3MEHEHUSI B CTPYKType€ T€HETHYECKOrO0 MaTepuasna JaHHOIO
opraHusma.

HeromoJioruunbie XpoMOCOMBbI — XPOMOCOMBI, HECyIIne MH(POPMALUIO B
pPa3HBIX rpyNnax CUETUIEHUS TEHOB, HEKOHBIOTUPYIOIIUX MPHU MEN03e.

Hepacxoxaenne XpoMocoM — siBJeHUE, HAOII0JaeMO€E MpHU JIEJIEHUN KJie-
TOK, B p€3YyJIbTaTE KOTOPOIO FOMOJOTMYHBIE XPOMOCOMBI HJIM CECTPUHCKHE XpOMa-
TUABI OTXOJIAT K OJTHOMY TOJIIOCY JAETICHHsI, 00pa3ys aHEYIJIOUHbIE KIETKH.

Hyxuaeorux — monomep monexkynsl JJHK nnu PHK, B coctaB koToporo Bxo-
JISIT Q30TUCThIE OCHOBAHUS, YTIEBOA U OCTaTOK (hOCHOPHON KUCIOTHI.

Hyxkieocoma — yqacTOK XpOMOCOMBI, COCTOSIIMIA U3 aByxiuenodeynon [JHK
(oxkono 200 map OCHOBaHHWI), HABUTOM Ha OENKOBYIO CEPILEBUHY M3 OEIKOB-
TUCTOHOB.

OHKOreH — reH, BhI3bIBAIOIIMN 3]I0KaYECTBEHHBIN POCT KIIETOK (paK).

OHTOreHe3 — MHAMBUAYAJIBHOE PA3BUTHE OPTAHU3MA.

OBorene3 — npouecc qudPepeHInpoOBKH KIETOK, MPUBOASAIINMA K 00pa3oBa-
HUIO )KEHCKHUX raMeT (SIMUEKIIETOK).

OnsonoTBOpeHMe - CIMSHUE TaMeT ¢ 00pa30BaHUEM JMUILIOUTHON 3UTOTHI,
13 KOTOPOM Pa3BUBAETCS MHOTOKJIETOUHBIA OPTAHU3M.

Opranorene3 — (a3a OHTOreHe3a, BO BpeMsi KOTOPOH M3 3apOAbILIEBBIX
JUCTKOB 000c00IAI0TCS U T GepeHITUPYIOTCS SMOPHOHATBHBIC OPTaHBI.

IleHeTpaHTHOCTH — YAaCTOTAa WM BEPOSITHOCTh MPOSIBICHUS AJIJIEIIS ONpese-
JICHHOTO T'€Ha y pa3HbIX 0CO0€W pOJCTBEHHOH IPYyMIbl OPraHU3MOB B (PEHOTHIIE,
3aBUCAIIAS KaK OT Pa3IMYHbIX (POPM B3aMMOJICUCTBUS aJUIENbHBIX U HEaJUIeIbHbIX
I€HOB OpraHu3Ma, TaK W OT BIUSHUSA HAa TEHOTHUII B [EJOM Pa3IMYHBIX (PaKTOPOB
BHEIIHEW CPEJIbL.

IlneiioTponuss — sIBI€HWE OJHOBPEMEHHOI'O BIMSHUS OJHOIO I'€HAa Ha He-
CKOJIbKO (DEHOTUITUYECKUX MPU3HAKOB.

IHonumepus — HaIU4YKME Pa3IMYHBIX T€HOB, OKA3bIBAIOIINX CXOAHOE BO3IEH-
CTBHE Ha Pa3BUTHUE OJTHOTO M TOTO K€ MPU3HAKA.

IHosmmop¢pu3sM — 0JHOBPEMEHHOE MPHUCYTCTBUE B MOIYJISILMU HECKOJIBKHUX
dbopM reHa wim mpu3HaKa, Pe3KO OTIAMYAIONTUXCS TI0 (DEHOTHUTTY.
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ITos10BBIE XPOMOCOMBI — XPOMOCOMBI, ONPEEISAIOIIUE PA3IHIN KapUOTH-
OB 0CO0€il pa3HBIX IMOJIOB Y pa3eibHOMOIBIX OpraHu3MoB. OObuHO 0003HaYa-
10TCSL X- U Y -XpOMOCOMBI.

IToJsi0oBOIi XpomMaTHH — OKpamuBaemoe Tenble bappa (MHaKTUBHpOBAaHHAA
X-XpoMocoma) B KJIETOYHOM SIpE, YUCIO KOTOPBIX BCEr/la HAa €IUHUIY MEHBIIE,
geM yucio X-xpomocoM. OOHapyKHBaeTCsl B KIJIETKaxX >KEHCKOTO OpraHu3Ma B
HOpME, JTUOO0 MOXKET OOHAPYKUBATHCS U B KIIETKAX MYKCKOT'O OpraHu3Ma IpH pas-
JIMYHBIX XPOMOCOMHBIX MJIM TEHOMHBIX MYTaLUsX.

IIpoGana — 10, MO OTHOIIEHUIO K KOTOPOMY CTPOMTCS POJOCIOBHAS.

Paca — rpynna mroaei, o0nafaomux o0MKMMH CBOMCTBAMM U IIPU3HAKAMU,
00yCIJIOBICHHBIMU T€HETUYECKON KOHCTUTYLIMEH, CBOOOAHO BCTYMAOIIUMH B Opak
Y JAIOUIUX [JI0JI0BUTOE IOTOMCTBO.

Penapanusi — BOCCTaHOBJIEHHE NOBPEKICeHHON cTpyKTyphl [JHK.

Pacuienuienne — IoOsBICHHE B ITOTOMCTBE OTJIMYAIOLIUXCS APYT OT ApyTra
oco0el pa3HbIX (DEHO- M TCHOTUITUYECKUX KIIACCOB.

PexomOMHanusa — meperpynmnupoBka T€HOB MPH 00pa30BaHUU TaMeT y TH-
OpuI0B (KPOCCHHIOBEP), a TAKXKE MEPErpyNIUpPOBKa 3aJaTKOB POIUTENEH, YTO MpH-
BOJMT K HOBBIM COYETAaHUSAM IPU3HAKOB Y IIOTOMCTBA.

PeneccMBHBIN I'eH — I'eH, IPOSIBJICHUE KOTOPOr0 NMOAABIIAECTCS APYTUMU all-
JIEJISIMHM IaHHOTO T'eHa.

Cubcbl — OpaThsi U CECTPBI pa3HOM CTETIEHU POJCTBA.

CuenieHue — CBsA3b MEXK/y I'€HaMH, NCKIIFOYAOIIAasi BO3MOYKHOCTb UX HE3a-
BUCHMOTO HacJIeJOBaHMsl, 00YyCJIOBJIEHHAs JOKaJIM3alluel T€HOB B OJIHOM U TOM ke
XpPOMOCOME.

Tanaccemusi — ayrocomMmHoe 3a00J€BaHUE YETIOBEKA, BEI3BAHHOE OTCYTCTBHEM
IJI00MHA B €70 3PUTPOLIUTAX C HEMOIHBIM JOMUHUPOBAHUEM.

Teparosnorusi — Hayka, U3ydaromas ypojacTBa, aHOMAJIMH Pa3BUTHSA U MeXa-
HU3MBI UX (DOPMUPOBAHNUS Y PACTEHUM, )KUBOTHBIX U YEJIOBEKA.

TpucoMuk — opraHusM, KJIETKH WM TKaHU, B SApaxX KOTOPBIX HMEETCS
JMIIHAS XpOMOCOMa OJTHOU U3 Tap.

@eHnJIKeTOHYpPUsSI — HapylieHHe oOMeHa (eHWIaJaHuHa B OpraHU3MeE,
HACJIEeNyeTCs 10 Ay TOCOMHO-PELIECCUBHOMY THILY.

deHoKONMsA — HEHACIIEICTBEHHOE U3MEHEHUE (PEHOTUIIA, CXOJHOE C IPOsIB-
JIEHUEM OINPEJECICHHBIX MYTALIMM.

@eHOTHII — COBOKYITHOCTh BHEIIHHMX NPU3HAKOB OpraHUM3Ma Ha JaHHOM
3Tare OHTOTEHE3a, POPMUPYIOLMXCA B PE3YJIbTaTe B3aUMOJICHCTBUS T€HOTHUIIA U
BHEIIIHEW CPEBI.

PoxomeMs — OTCYTCTBUE WM 3HAYUTEIBHOE HEJOPAa3BUTHE ITPOKCUMAJIb-
HBIX OT/AEJIOB KOHEYHOCTEH, BCIEACTBUE YEr0 HOPMAJIBHO PA3BUTHIE CTOIBI U KH-
CTH Ka)KyTCsl IPUKPEIJIEHHBIMU HEMOCPEICTBEHHO K TYJIOBHILLY.

Xpomatun — moJiekyna JIHK B kommiekce ¢ OenkaMu-rucTOHaAMU.

53



XpomaTuabl — cyObeAMHULIBI PEAYIUTMIUPOBAHHOMN (YyABOECHHOM) XpOMOCO-
MBI, Oy IyIIEe TOUEPHUE XPOMOCOMBI.

XpoMocombl - cyOOpraHou bl SiApa, BUIUMBIE B MEPHOJ JIEICHUS KIETKH,
UMEIONINE CHEeIU(PUIECKYI0 OINpeaeNeHHYI0 (OopMy W CTPYKTYypy, COAepKat
0O0JIBIIIOE YUCIIO TEHOB, CIIOCOOHBI K CAMOBOCTIPOM3BEICHHIO.

JKCNPECCUBHOCTDH — CTETIEHb (PEHOTUITNYECKOTO TPOSBICHUS OJHOTO U TO-
r'0 K€ TeHa B ()EHOTHIIE.

IpuTpobdaacTo3 — 00JIe3HH IJI0J]a U HOBOPOKICHHOTO, BhI3BAHHAS MMMYH-
HBIMH KOHQIMKTaMH 0 pe3yc-(hakTopy B Ciiydae, €ClId Y pe3yC-OTpHIATeIbHON
MaTepu Pa3BUBACTCS PE3yC-TOJIOKUTETHHBIN TUIOI.

JYKapUOTBhl — OpPraHU3Mbl, KJIETKH KOTOPBIX HMMEIOT SAPO, OTIACICHHOE
MEMOpPaHOH OT IUTOILIIA3MBI.

JYyXpPOMATHH — yYaCTKH XPOMOCOM, TIOJBEPTAIONIUECS IECIUpaIn3aluu B
uHTEp(Da3HBIX SApaX, COCTOAIIME U3 QYHKIIMOHATEHOTO aKTUBHOTO TEHETUIECKOTO
MmaTepuarna.

Aapo — KU3HEHHO BaXKHBIM KOMIOHEHT 3YKapHOTUYECKUX KJIETOK, OCHOB-
HbIMU (QYHKIUSIMU KOTOPOTO SIBISIETCS XpaHEHHE, PETyJUPOBAHUE U peau3aius
HACJIEJICTBEHHON MH(OpMAIUK MpHU CHUHTE3e Oelika, (GU3UOJIOTUUECKUX U MOpdo-
JIOTHYECKHX TPOIeccax B KIETKE.
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13.
14.
15.
16.
17.
18.
19.
20.

BOITPOCHI JIJIsI CAMOKOHTPOJIS
[IpenMer M 3amadyd IEHETUKUM HA COBPEMEHHOM JTalle pa3BUTUSA

OCHOBHBI€ 3Talbl Pa3BUTUS T€HETHUKHU.

HacnenctBeHHOCTh M MU3MEHYMBOCTh. BUbI N3MEHUYHBOCTH.
Knaccudukanus myrtanuii.

[{uTosIOrMYeCKrEe OCHOBBI PA3MHOXKEHHS U HACJIEACTBEHHOCTH.

MwuTo3 u Meno3. 3MeHeHrs CTPyKTYpbl XpOMOCOM B ITPOLIECCE AETe-

OCHOBHBIE MOHATHSI MEH/IEJIEEBCKON T'€HETUKH.

B3anMopeiicTBUs ajuieNnbHbIX U HeaJUIeIbHBIX T€HOB.

["anbTOHOBCKOE HAMpPAaBJICHUE B PA3BUTUU I€HETHUKHU.

['eHeTHueckre MeXaHU3MBbI ONPEIETICHHUS MOJIa.

Mopdomnorust xpomocom. [lonsTre kaproTua.

Ponb HacneACTBEHHOCTH U Cpebl B Pa3BUTHH, BOCIIUTAHUU U 00yyYe-

MeTobl uccaeq0BaHUM M'eHETUKH YeI0BEeKa.
AyTOCOMHO-JOMUHAHTHBIA TUI HACJIEIOBAHUS.
AYTOCOMHO-PEIIECCUBHBINA TUI HACJICIOBAHUSI.

CuenieHHoOE ¢ ITOJIOM HacJjed0BaHHeE.

Oco0eHHOCTH TTPOSIBIICHHS TEHHBIX 00JIC3HEH.

XpOMOCOMHBIE 3a00JICBaHUSI.

Bosnie3nu ¢ HacneaCcTBEHHON Npeapacioa0KeHHOCTHIO.

[Tokazanus s AMAarHOCTUKKA HApYLIEHUM OOMEHa BEeIEeCTB Yy JIeTeH

1 u 2 rona »KU3HU.

21.
22.
23.
24.

YMCTBEHHAs OTCTAJIOCTh MPU HACIEACTBEHHBIX OOJIE3HSIX.
HacnenctBenHbie (GOPMBI IETCKOM TITYyXOTHI U TYTOYXOCTH.
Hacnencreennbie hOpMbI IE€TCKOMN CIEMOTHI U CIA00BUICHHUS.
I'enetnueckn oOyCIOBJIEHHBIE HAPYIICHUS OIMOPHO-IBUIATEILHOTO

arrapara y JIeTeu.

25.
26.

['eneTnueckue MOAEIH PEUEBBIX PACCTPOMCTB.
JlmarHoctrka, Je4eHue, MPOPUITAKTUKA U KOPPEKIUs HACIIEICTBECH-

HBIX OO0JIE3HEM.
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