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B Hacrosmiee BpeMs TeHETHMKAa — HayKa O HACJICICTBEHHOCTH OPTaHU3MOB,
3aHMMAeCT BEAYIIUE MTO3UIIUN B YYCHUH O JKU3HH, SBIISSICH TEOPETUICCKON OCHOBOM
JUISL  CEJICKIIMM PACTEeHWUM, J>KMBOTHBIX, MHKPOOPTAaHH3MOB, a TaKXE WIrPaeT
OOJBIYI0 pOJIb B MeAUIIMHE. BOMpOCk, KOTOphIE N3y4aeT reHeTHKa, UHTEPECYIOT
nejaroroB, ocobeHHo aedexronoroB. [Ipobnemoli MEIUIIMHCKON TEHETHKHU
WHTEPECYIOTCS BCE CHEIUAINCTHI, 3aHUMAIONIUECs OO0y4YeHHEeM W BOCIUTAaHUEM
netedt. Jlns HUX JKe TPENCTaBIAIOT HWHTEPEC TaKue €€ pas3fesbl, Kak poJib
HACJICJICTBEHHOCTH B ()OPMHPOBAHWH JIMYHOCTHBIX OCOOCHHOCTEH, HMHTEIIJICKTA,
(bOpMHPOBaHUS U PA3BUTHS PCUH.

B rpynny 3a0oieBaHuil HEPBHON CHUCTEMbl peOEHKA, COMPOBOMKIAIOIIUXCS
MICUXUYECKUM HEJIOPA3BUTHUEM, BXOJHT JIOBOJIBHO MHOTO OTJIEIBHBIX KIMHHYECKUX
COCTOSIHUM, YacTh W3 KOTOPBHIX MOXET pacCMaTpUBATHCS, KaK OYEPEIHBIE
HO30JIOTHYEeCKHE (OPMBI, a TaKKe, KaK OMPEIeICHHBIC ICUX0-COMATUYECKUE
cuaapomMbl. Kpome Toro, crojma >k€ MOXKHO OTHECTH Psiji CIydaeB, KOTOpHIE HE
YKJIAIbIBAIOTCS. B  paMKA  HO30JIOTUYECKHUX  €IWHHUIl, HO  (pakTHUecKH



CYLLECTBYIOILMX, BONPOC O MPOUCXOKIAECHUU KOTOPBIX €IIE€ HE OTKPBIT, XOTS
BO3MO>HO, YTO B T€HETUYECKOM OTHOLICHUM OHU NPEACTABISIOT T€ WM HUHbBIC
MyTalHH.

Jlnst u3ydeHus cTyJeHTaM mpenajaraercst pasuen «XpoMOCOMHbIE OOJIE3HH
yenoBekay. PaboTtamu mocinegHux JEeT JI0Ka3aHO, YTO YHUCIO XPOMOCOM MOXKET
UHOTJAa W3MEHSTHCS: HENOCTaTOK WM H30BITOK XPOMOCOM MPHUBOJUT K
BO3HUKHOBEHHUIO TSDKEJIBIX OOIIMX 3a00JICBaHUI, COMPOBOXKIAIOITUXCS 3aACPIKKON
MICUXUYECKOTO U YMCTBEHHOT'O Pa3BUTHS.

HemanoBaxHasi poiib B y4eOHOM IMOCOOMHM OTBEIEHA CMEXHBIM (PopMam
omuroppenun. PaccmaTpuBaeMass rpynma XpOMOCOMHBIM  3a00JIEBaHHMM  C
CUHIPOMOM OJIUTO(PEHUUYECKOTO Ci1aboyMusi UMEET B CBOEM COCTAaBE psf
3a00JIeBaHU M, BCTPEYAIOIIUXCS Y OJIM3KUX POJICTBEHHUKOB.

Pa3znen 3 BxitoyaeT B ce0s CHHAPOMBI OJUTO(DPEHNN SHIOKPUHHOTO TeHE3a.
YcraHoBIIEHA B3aUMOCBSA3b U B3auMo3aBUCUMOCTh Mexny LIHC n sHA0KpuHHBIMU
KeJle3aMH OCYILIECTBIIsIEMasl yXe B Ipoliecce 3MOpUOreHes3a, BO BpeMs KOTOPOU
KOppesiuusg MEXIy [JBYMsS CHCTEMaMH — HEPBHOM M OHIOKPUHHOW — B
3HAUYUTEIBHON MEpEe YCJIOKHEHA B CBSI3M C MPOTEKAHMEM B HUX OIPEIECICHHBIX
sTanoB audhepeHITPOBKH.

B rpynny 3a0oieBaHuil HEPBHON CHUCTEMbl peOEHKA, COMPOBOKIAIOIIUXCS
MICUXUYECKUM HEJOPA3BUTUEM, BXOAUT JIOBOJIBHO MHOTO OTJAEIbHBIX KIMHUYECKHUX
COCTOSIHUM, 4YacTh W3 KOTOPBIX MOKET pacCMaTpUBaThCA KaK OYEpPUYEHHbIE
HO30JI0THYeCcKrE (OPMBI, a IpyTas 4acTh KaK ONPEEICHHbIE ICUX0-COMAaTUYECKUE
cuHApoMbl. Kpome TOro, croja k€ MOYKHO OTHECTH Psii CIIy4aeB, XOTS U HE
YKJIQJBIBAIONIMXCSI B PaMKH  HO30JOTHYECKUX €IUHUIl, HO (akTudecKku
CYILECTBYIOILMX, BOIIPOC O MPOUCXOKIEHUU KOTOPBIX €IIE HE OTKPHIT; BO3MOXKHO,
YTO B TCHETUYECKOM OTHOUIEHUU OHU MPEACTABIIAIOT T€ WU UHBIE MyTalUU.
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BBEJAEHUE

I'enHeTnka - Hayka O HAcCIEICTBEHHOCTH M W3MEHYHMBOCTH OpPTraHU3MOB
(gemetico3 — Tped,: «IPOUCXOXKICHUEY, «POXKIEHUE.»). B HacTosIee Bpems oHa
3aHUMAET BEAYIHE MO3ULIHUH B YUYCHUU O KU3HHU, SIBISISICH TEOPETUUECKONW OCHOBOM
JUISL CEJIEKUMH PACTEHUW, >XUBOTHBIX, MHUKPOOPTaHU3MOB, a TAaKXK€ HIPAET
OOJBIIYIO pOJIb B MEAHUIMHE. BOMpPOCHl, KOTOPhIE U3y4aeT I'€HETUKA, HHTEPECYIOT
U T[enaroroB, 0coOeHHo aedektonoroB. [IpoOreMoil MeTUIIMHCKON T'e€HETHUKU
MHTEPECYIOTCSI BCE CHEIUAIHCTBI, 3aHUMAlOUIUMecss OO0Oy4YeHMEM M BOCIUTaHUEM
nered. o HHMX NOpPEACTABISIOT HMHTEpPEC TAKHWE €€ pasleibl, Kak poJib
HACJIEJICTBEHHOCTH B POPMUPOBAHUY JIMYHOCTHBIX OCOOEHHOCTEH M MHTEIJIEKTA.

YTo ke MpeaCcTaBIsSIIOT CO00M HACIEACTBEHHOCTh U U3MEHUUBOCTH ?

HacieacTBeHHOCTh — CBOMCTBO OPraHU3MOB IE€pelaBaTh CBOU MPU3HAKU
U OCOOEHHOCTH pa3BUTHUS TOTOMCTBY; OHa OOECIEUMBAET IPEEMCTBEHHOCTh
MOKOJICHUM, COXPAaHHOCTh XapaKTEPHBIX YEPT BHUA; HEMNPEPHIBHOCTH CaMOM
KU3HU. MaTepruaiibHOM OCHOBOM €€, MATEPUAIIBHOM CBA3BI0 MEKY ITOKOJICHUSIMU
CIIy’)KaT KJIETKH, B "KOTOPBIX 3aKJIIOYEHbl HACJIEICTBEHHbBIE 3alaTKU — TEHBI.
KomIuieke reHoB, NOJIy4YEHHBIM OPraHU3MOM OT POAUTEIIEU, COCTABISET FEHOTUI
opraHn3Ma. A COBOKYNHOCTh BHEUIHMX W BHYTPEHHMX NPHU3HAKOB, CBOICTB
OpraHu3Ma IpHU peaju3aldd FeHOB COCTaBiseT (peHOTHN (MUKPOCKOIHUYECKHE U
MaKpPOCKOIUYECKHUE OCOOEHHOCTU CTPOCHHSI, XMMHUUECKUN COCTaB, MOBEJACHHUE U T.
I.).

N3MeHYnBOCTH — CBOWCTBO OPTaHU3MOB MEHSTH CBOIO CTPYKTYPHYIO U
GYHKIIMOHATBHYIO TTPEEMCTBEHHOCTh MO/ BJIMSIHUEM BHYTPEHHUX WM BHEITHHX
(bakTopoB, AEUCTBYIOMIMX HA T€HOTUN. 3MEHYMBOCTb U HACJIEICTBEHHOCTD JIEKAT
B OCHOBE ECTECTBEHHOIO OTOOpa, KOTOpPBI OOYCIIOBIMBAECT 3BOJIOLUOHHBIN
MPOIIECC KUBOW MOPUPOALl. B COBOKYMHOCTHM ATHUX JABYX HPOTHUBOMOJIONKHBIX
CBOMCTB NPOMCXOJIUT Pa3BUTHE OpPraHM3Ma, MPHUCIOCOOJIEHUE €ro K pa3zHo00-
pa3HbIM (pakTOpam OKpy>Karolei cpebl. B komIuiekce HayK, H3y4aromuX MpoIiecce

9BOJIOOMHN MW HCIOJB3YIOIIKUX 3aKOHOMCPHOCTH OJOTOI'O IIpoHeCCa, I'CHCTHKA



3aHMMAET MOYETHOE MECTO.

DBOJIIOLMS OPraHU3MOB MPOUCXOAUT HA OCHOBE €IMHCTBA BHYTPEHHETO U
BHEIIHETO, M  OTIPaBHBIM  MOMEHTOM €€  SIBJISIETCS ~ HeompelesieHHas
HACJIEICTBEHHAs HM3MEHYMBOCTb, TaK HAa3bIBAEMBIE «MyTallUW» — H3MEHEHUs
CTPYKTYpbl U (YHKIMHM TE€HOB. OTH HU3MEHEHUS HAaCJEICTBEHHOW OCHOBBI
OpraHu3Ma MEHSIOT MCTOPUYECKH CIIOXKHUBIIMECS CTPYKTYpY U (DYyHKIIUU
opranm3ma. SICHO, 4YTO Takasi W3MEHYMBOCTh, OYyIydu CIydallHOH, MOXKET
OKa3aThCsl MOJE3HOW Ui OpraHUu3MOB, BpEOHOW WIM O€3pa3nuyHOW, T. €.
HEonpeeJeHHass HaclIeCTBEHHAs] M3MEHYMBOCTh €IlE HE COCTaBJSET Mpolecca
somonuu. Ha 0a3ze 3Tol ciy4allHOM W3MEHYMBOCTH B MPUPOAE JEUCTBYET
€CTECTBEHHBII 0TOOp,, KOTOPBI CO3aeT HANpPaBICHHOE 3aKOHOMEPHOE JABM)KECHUE
PUCIOCOOUTENBHOrO Mporpecca oprannueckux ¢opm Ha 3emuie. Mcnonws3ys 3tu
3aKOHOMEPHOCTH IPU HCKYCCTBEHHOM OTOOpE, YEJIOBEK OIpPENENseT CEIEKLHUI0
COpPTOB PAaCTEHU U NOPOJ, )KUBOTHBIX.

OObenMHEHNE HBOJIOIMOHHBIX HUJEH M T€HETHKU MPUBEJIO B HACTOSIIEE
BpeMsl K CHHTETHYECKOMY, Pa3HOCTOPOHHEMY TI'€HETHKO-MOP(}OIOrHuecKkoMy
noAXxoay K mpobiemMaM 3BoJIOIMH W cenekiuu. Ceifuac mepes NeHeTHYeCKOu
TEOPHEN 3BOJIOLHU. CTOST 3aJa4M MO0 BBIICHEHHWIO 3aKOHOB Pa3BUTHS B PA3HBIX
rpynnax oOpraHu3MOB» II0 PACKPBITHUIO POJIA TE€HETUYECKOM JeTepMUHALUU
MPOLIECCOB ABOMIOLUHU. TOIBKO U3yUYHB 3aKOHOMEPHOCTU ITHX MPOLIECCOB, MOKHO
UCIIONIb30BaTh MX MNP HCKYCCTBEHHOM OTOOpE B MpoIecce MPaKTUYECKOU
JeSATEIbHOCTH 110 TPE0OPa30BaAHUIO PUPO/IBI.

Hacrosiiee mocoGue st CTyneHTOB AedEKTOJIOrMYecKoro (QakysapTera
NOJIFOTOBJICHO aBTOpaMM B MLENsAX OOJeryeHus IMOCTAHOBKH KIMHUYECKOTO
JIMarHo3a, a TaKkxe AJi1 O3HAKOMJICHHS] pa0OTHUKOB CIELMAIIBHBIX YUPEKACHUM C
BHEIITHUMU TIPU3HAKaMu psiia Gopm omuroppeHnn u CMEKHBIX 3a00IeBaHUM.

B nensx ymno6cTBa M3II0KEHHS MaTepuajia Mbl pa3fefuid €ro Ha IIeCTb

Pa3aciioB, IpU 9TOM CaM aBTOP CO3HACT BCIO YCIIOBHOCTDL TAKOI'O IIOAPa3aCICHU.



PA3JEJI 1. BOIIPOCHI OBIIIEA TEHETUKHA

1.1. ]_II/ITO.JIOFI/I'—IGCKI/IG OCHOBbI PAa3MHOKCHHUA U HACIICACTBCHHOCTH

PaGotel MeHnens He HalUlM NMpU3HAHUS Y OHOJOTOB U ObUIM 3a0BITHI.
Opnako pabora B 00JacTM HACJIEACTBEHHOCTH Mpojaonkanack. OcoOeHHO
BaXHBIMU OKa3aJHCh MOJIOKEHUS KJIETOYHOW TEOpUH, KOTopas Obulia co3daHa
Inennenom u l1IBaHHOM U cTajla OJJHUM U3 BEJIUKUX OTKPBITHUM.

YyeHue o0 KJIETKE Kak O BCEOOIIeW eQuHULE pa3sMHOXKEHHUS U
mudepeHnranu OpraHu3MOB CBSI3aHO C MCIIOJIb30BaHMEM MUKpockomna. [{onro
9TO Y4YE€HHE pPa3BUBAJIOCH HE3aBUCHUMO OT OJBOJIOLMOHHOM Teopuu.. [lapBuH
BIIEPBBIE IBITAJICS CBSI3aTh HACIEACTBEHHOCTh C KJIIETOYHOM Teopuen, a nocue 70-x
rooB XIX cToneTus. LIUPOKO pa3BEPHYIUCh UCCIECAOBAHUS KIETKHA, MEXaHU3MOB
KJIETOYHOTO [IEJICHUS, TE€HETUYECKONM HEMPEPHIBHOCTU KJIETOK KakK MpPH CMEHE
MOKOJICHUM, TaK U MPU WHIUBUIYAJIbHOM pa3BUTUM opraHu3ma. Llutonornueckue
U3YUYEHHs POJM spa B IPOLECCE OIIONOTBOPEHMS M B IPOLECCE KIETOYHOIO
JICJICHUS TIPUBEU K TOMY, 4TO B 1884 T. muToNOrKUs BoUlia B KOHTAKT C TEOpUEH
HBOJIIOLMH. B mocienyromem, HCCaeq0BaHus HAIIPABISJIMCh HA ONIPEACIICHUE POJIU
KJIETKH, €€ sijpa B OCHOBE HACJIEICTBEHHOCTH W pa3BuTusa. Celluac B T€HETHKE
pa3BUBAIOTCS MYTH OOBEIMHEHUS HCCIENOBAHUA MO aHAIU3y CTPYKTYpbl U
GYHKIIUM KJIETKH ¥ HACIICIOBAHUIO MPU3HAKOB.

Krnerka saBnisiercst ocHOBHOUM (opmoii cyliecTBoBaHUS XKuU3HU. B ocHoBe
pocTa W pPa3MHOXKEHUS OpPraHM3MOB JIEKUT OOpa30BaHHWE HOBBIX KJIETOK.
CymiecTByIOT n1Ba psla pa3MHOXKEHHs: Oecrmoioe u mosioBoe. [Ipu Oecrmosom
Pa3MHOXEHUN OJHOKJIETOYHBIX OPraHU3MOB IMPOUCXOJUT JIEIIEHHE MATEPUHCKOU
KICTKM Ha JBE WIM Ooyiee, AOYCPHUX, Kaxaas M3  KOTOPBIX CIOCOOHA
BOCIIPOU3BECTH, HOBBIN CAMOCTOSITEIIbHBIN OPTaHU3M.

[TonoBoe pa3MHOKEHHE TPOUCXOIUT ITYTEM CIUSHUSA MYAKCKOU. U )KEHCKOU
MOJIOBBIX, CHELUATM3UPOBAHHBIX KJIETOK. OJTO CTAJO BO3MOXKHBIM B IHPOLECCE

O9BOJIOIIMH, KOrJa IIOABHIIACH CIICHHAIU3alusa TKaHEU y MHOT'OKJICTOYHBIX



opraHu3MoB. Bo3HHMKIa TONOBas TKaHb, KJIETKH KOTOPOW B3sUTM Ha ceOs
OCHOBHYIO (DYHKITMIO OpraHu3Ma - (PYHKITUIO BOCIPOM3BENCHUS. BOJBITUHCTBO
JKUBOTHBIX M PACTEHUN Pa3MHOXKAKOTCA IOJOBBIM ITyTEM, YTO SIBJISIETCS BBICIICH
¢dbopMoii BocIIpon3BeI€HNS TOTOMCTBA.

KakoBo ke crpoenue kietok? B oOmiemM KIeTKH KUBOTHBIX M PacTECHUH
CXOJHBI MO CBOEMY CTPOEHHUIO: OHHU HMMEIOT OOO0JIOUKY, AP0 W IUTOIUIa3My, B
KOTOPOH BBIJCISIOT OPTaHOUABI (PUOOCOMBI, MUTOXOHIPHH, ammapat [ oibIku 1
ap.). I[Ipn u3yyeHnn BONPOCOB T€HETUKH OCHOBHOE BHUMAHHE IMPUBJIECKAET SPO
KJIETKH, KOTOPOE€ SBIISIETCSI HOCHTENIEM HAacIeACTBEHHON wuHpopmanuu. Sapa
KJIETOK pa3HO00Opa3Hbl 1o (hopme, pa3MepaMm U CTPYKTYPE, UTO 3aBUCUT OT (POPMBI,
pa3MepoB KIETKH M OT CTaJUM €€ pa3BUTHUS. XUMHUYECKUM COCTaB sqpa: OENKH,
HYKJIEMHOBBIE KUCJIOTHI, TUIUbl, HEOPTaHUYECKHUE BEILIECTBA U BOJA.

Anpo BBIOEHSABIICHCS KIETKU MOJ MHUKPOCKOIIOM, KaXXKETCS OJHOPOIHBIM,
cocTosmuM u3 O00JOYKM | SJAEpHOro coka, (kapuormiasma). OpHako B
OKpaIlleHHOM SIp€ Ha CTaAusAx JCJCHUS MOXKHO OOHApyXHUTh KpYIIHbIC
o0pa30BaHUsI — XPOMOCOMBI. XPOMOCOMBI — COCTaBHAsl YaCTh KJIETOYHOTO sI/Ipa,
C MOMOIIbIO KOTOPOI OCYIIECTBIISIETCS] PErYJIsiLUs CUHTE3a OEIKOB B KJIETKE, T. €,
COOCTBEHHO TOBOPSI, TIepeIaua HacaeAcTBeHHOM nHpopmanuu. OHU TTPEACTABICHBI
KOMITJIEKCAMH HYKJICMHOBBIX KUCTOT U Oemnka. [loBenenrne XpoMocoM pH JIeTIeHUN
KJIETKH M OIUIOAOTBOPECHUM, MPUHIIUIBI 3alIUCU HACIEACTBEHHOW WMHGOpMalUuu B
nesokcupubonykimuaoBord  kuciore  (JJHK)  xpomocom w  mepemaun
HACJEICTBEHHOM WH(GOpPMAIMM OT XpPOMOCOM B LUTOIUIa3My [JIsl CHHTE3a
OCJIKOBBIX MOJICKYJI OJMHAKOBBI JIJII BCEX OPraHU3MOB - OT MPOCTEUIIUX O
YEJIOBEKa, JTO OJHO M3 BAXHEHIIMX JOKA3aTEIbCTB OOIMHOCTH MPOUCXOXKICHUS
BCET0 JKUBOT'O Ha 3eMJIE.

KomnuectBO XpoMOCOM B KJETKE KaXXIOr0 BHJIAa OPTraHU3MOB CTPOTO
MOCTOSTHHO, KaXK/Iblid BUJl UMEET CBOM Tak Ha3bIBaeMbIil KapuoTull. OH HE CBS3aH C
YPOBHEM pa3BUTHS BHUA; HAIPUMED, KAPUOTHUII TOPOXa COCTABISIIOT 14 XpomMocom,
kapuotun cazana—104, apozodpunsl — 8§, mumnan3e — 45, yenoBexka — 48 U T.

n. B comarnueckux kieTkax Ha0Op XPOMOCOM JUIUIOMAHBIA (YIBOEHHBIN) U



IPOUCXOAUT OT 000MX poauTesei, '"MOJNOBBIE KIETKH KOTOPBIX COJEpKaT
TaruIOUIHBIN" HA0Op XPOMOCOM.

[Ipu peneHun KIETKH MOXHO OOHApYXHUTh, UTO KaxKJas XpoMocoma
oOpa3oBaHa JByMSI MOP(OJIOTHUYECKHUMH HICHTUYHBIMU B3aMMHO TE€PEBUTHIMU
HUTSIMU OJIMHAKOBOTO IMAMETPA — XPOMATHIAMMU.

B pe3ynbraTe JeneHUsS XpPOMOCOMBI €€ XPOMaTUAbl CTaHOBATCS
CECTPUHCKUMHU XpoMmocomamu. O6e XpooMaTuIsl TECHO COEIUHEHBI B pailoHe Tak
Ha3bIBAEMOM NEPBUYHON TIEPETSHKKH, I/I€ PAcloioKEHAa LEHTpoMepa —
crenuanbHas CTPYKTypa, YIpaBISOMIas. MNEPEIBHKEHUSIMH XPOMOCOMBI TPH
JIEJICHUH KIIETKU. B 3aBUCMMOCTH OT MOJIOXKEHUSI LIEHTPOMEPHI TEJIO XPOMOCOMBI
JEIIUTCS Ha J1BA IIJIeYa, YTO U ONPEAEIAET TP OCHOBHBIX THUIIA XPOMOCOM.

1. AKpOLEHTPHYECKHE XPOMOCOMBI — LIEHTPOMEPA PACIOJI0KEHA OJMKE K KOHILY
XPOMOCOMBI ¥ OJTHO .INIEYO XPOMOCOMBI JUIMHHOE, APYTO€ — O4YEHb KOPOTKOE.
2.CyOMeTalleHTpU4YeCKHEe XPOMOCOMBI — IIEHTpOMEpa HaXOAMUTCS OlmKe K
CepeIMHE XPOMOCOMBI U JCJIUT €€ HAa HEPABHBIC MJICUH.

3.MeranueHTpu4YeCKre XpOMOCOMBI C TJIEYaMH PAaBHOM JJIMHBI.

Hekoropble akpOLIECHTpUYECKHE XPOMOCOMBI MOTYT HUMETh BTOPUYHYIO
NEPETSIKKY, KOTOpasi MOKET OBITh PACIIONIOKEHA y CaMOro KOHIA XPOMOCOMBI U
ONpENENSIET MAJCHbKUH YYaCTOK — CIYTHUK. Takue XpOMOCOMBI Ha3bIBarOT
CITyTHUYHBIMHU.

I. 'pynna 1-3- kpynHbIe XpOMOCOMBI, METAlIECHTPUUECKHUE.

II. I'pynna 4-5- KkpynHbIe XpOMOCOMBI, CyOMETalEeHTPUUECKHE.

III. I'pynna 6-12- XxpoMOCOMBI CPETHUX Pa3MEPOB, CyOMETAIIEHTPUUYECKHE.

IV. Tpynna 13-15 - XpomMocOMBI CpeAHUX Pa3MEPOB, aKPOLIEHTPUUYECKHUE,
CITyTHUYHBIE.

V. I'pynna 16-18 - kopoTkue XpomMocombl: 16 — wmeraueHtpuueckus, 17 —
cyOMeTalieHTpudeckas, 18 — akpoleHTpuyecKkas.

VI. I'pynna 19-20- kopoTKre XpOMOCOMBI, METALIEHTPUYECKUE.

VII. I'pynma 21-22- o4YeHb KOpPOTKHME XPOMOCOMBI, AKPOLEHTPUYECKUE,

CIIYTHHUYHBIC.
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Puc. I. XpomocoMmsl yenoBeka.

Kak yka3aHo Bblllle, XpOMOCOMBI COCTABJISIFOT TOT T€HETUYECKUI MaTepua,
KOTOPBIN MEPEAACTCS MPEEMCTBEHHO B PAMY KJIECTOYHBIX IMOKOJCHUN U MOKOJCHUHN
OpraHU3MOB. DJTO COBepIIaeTcs Onarogaps TPEM HBOJIIOIMOHHO 3aKPEIIEHHBIM
YHUBEpCalIbHBIM Ipolieccam: 1) MUTO3; 2) Meii03; 3) OMIOA0TBOPEHUE.

Muto3 (HempsiMoe JeNeHHe) — MEXaHU3M JIeJICHUS sipa U KIIETKH,
o0ecreunBaONINI TOYHYIO MPEEMCTBEHHOCTh HACJIEJACTBEHHBIX CBOMCTB B PSIY
KJIIETOYHBIX TMOKoJeHuH. (OCHOBHasi CyTh, MHTO3a COCTOUT B TOYHOM
pacmpesieieHud  yIABOCHHBIX XPOMOCOM, MEXAY OOeruMHu 00pa3yromMuMUcCs
JIOYEpHUMHU KJeTKamMu. Bce coObITHS, KOTOpbhIE pa3BEepPTHIBAIOTCS B MHUTO3E,
MPOTEKAIOT B OMPEACICHHON MOCIEAOBATEIbHOCTA M COCTaBIJISIIOT MSATh CTaIU:
uHtepdaza, mpodasa, metadasa, anadasza u tenodasa.

Humepghaza. B 310T niepuoj KieTka roToBUTCS K AeieHuto. [Ipoucxoaut
pOCT KJETKH, HakoryieHue fHeprun B BUJE AT®, cunares Oenka u JIHK.

XpOMOCOMBI CUJIbHO, BbITAHYTBI, T. €. JACCIIHpAIM30BaHBI W  IIOTOMY
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TpyaHopaznuuuMbl. OCHOBHOM, MPOIIECC, TPOUCXOAIIAN B SpE B 3TO BpeMs -
yIBOGHUE XPOMOCOM, T. €. KaKJas: XpOMOCOMa CTPOHUT cebe MoJ00HYyI0 3a CUET
cunrtesa JIHK u 6enka. MaTepdaza qurcs ot 8—10 9acoB 10 HECKOIBKHX CYTOK

Ilpoghaza. XpoMOCOMBI YKOPAUUBAIOTCSA, YTOJIIAIOTCS, MPOUCXOJUT
crupaiu3aius ux. SApeiko B TedeHue mpodasbl YMEHbIIAETCS B pa3Mepax H,
BEpOSITHO, pacHpeniensieTcs MexIy XpomocoMamu. lleHTpuonu nenutcs u
pacxoIsaTCs K MOJIFOCaM KIJIETKH, 00pa3ys axpOMaTHHOBOE BEPETEHO BMECTE C
aXpOMaTUHOBBIMM HUTSIMH M3 IUTOIUIA3Mbl, KOTOpPHIE HATSHYTHI MEXIY
noitocamu. [TpoucxoauT pacTBopeHHe OOOJOUYKH s7Ipa, U JBOMHBIE XPOMOCOMBI
OKa3bIBAIOTCS JIKALUIUMU, B UTOIIIa3MeE.

Memagpaza XpoMOCOMBI pacIoiaraeTcsi TOYHO IO 3KBATOPY KIETKU B
ONHOW TMIOCKOCTH. HUTH axpoMaTMHOBOTO BEpeTeHa MPHUKPEIUIIOTCS K
OmmkaimmM  1ieHTpoMepaM. Mmenno Ha 93Toil ¢aze QuxkcupyroT nensumecs
KJIETKH, YTOObI aHAIM3UPOBATH YHUCIIO U OCOOCHHOCTHU CTPOEHUS XPOMOCOM.

Anagpaza. Hutn BepeTeHa HAUYMHAIOT COKpAIAThCS U PACTATHBAIO
XPOMOCOMBI K TMOJI0caM. Y TBOEHHBIE XPOMOCOMBI TAKUM 00pa30M pa3beaUHSIIOTCA
Uy KaXIOro TIOJIOCAa XPOMaTHAbl CTAHOBSTCS YK€ CaMOCTOSTEIbHBIMU
XPOMOCOMAMH.

Tenoghaza XpoMoCOMBI Yy TOJIOCOB KJICTKH CBOPAYMBAIOTCA B KIyOOK,
BOKPYI HHMX oOOpa3yeTcsi 000J0uYKa, M B KJIETKe HMeroTca naBa sapa. llocme
MEePEUIHYPOBBIBAHUS LIUTOIIA3Mbl MATEPUHCKOMN KJIETKU BO3HUKAIOT JIBE JOUYEPHUE
KJICTKH KOTOPBI€ BCTYNaloT B UHTEP(a3y.

Bech mpomecc paeneHus KIETKM MPOAOHKACTCS HECKOJIIBKO YacoB,
UCKITIoUas MHTEpPa3y, BO BpeMsi KOTOPOH UIET JUTUTEIbHBIN MPOIECC TOATOTOBKU
KJIETKH K JIeJICHUI0. 3a 9TO KOPOTKOE BpeMsl M3 OJHOM MAaTEpPUHCKON KIIETKH
BO3HUKAIOT JBE€ JOYEPHHE, B KOTOPBIX YHUCIO XPOMOCOM OAMHAKOBOE M PAaBHO
YUCITy XPOMOCOM MCXOJHOM KJIETKHU, T. €. OHU MOJTHOCTHIO HECYT HACIIEICTBEHHYIO
uH(OpMAIMIO, XapaKTEepPU3YIOUIyI0 JaHHBIM  opraHu3Mm. Takoe jeneHue
XapakTepHO JUIsi COMATUYECKUX, HEMOJIOBBIX KIIETOK, KOTOpbIE COAEpKaT

JTUTITOUIHBIN HAOOp XPOMOCOM.
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Meiio3 (mpsiMoe AENEHUE) - MEXaHU3M KIETOYHOTO JEJIEHUs, KOTOPBIil
o0ecrieunBaeT MPEEMCTBEHHOCTh CBOMCTB B DSy MOKOJCHHM OpraHu3MoB. B
pe3yibpTaTe Meio3a 00pa3yloTcsi TOJIOBbIE KIETKH, KOTOpBIE COJEpXkaT
MOJIOBUHHBIN, TalJIOWIHBIA HA00Op XpPOMOCOM. Y 4YeJoBeKa M CHEpPMaTO30UIbI, U
AUIEKIETKH HMEIT 23 XpOMOCOMBI. OTO OTJIWYUE TMOJOBBIX KIETOK OT
COMAaTHYECKUX BO3HUKAET MOTOMY, YTO MPU OOpa30BAaHUU TraMeT KIIETKa JEIUTCS
JNBAXIbl, a YABOEHUE XPOMOCOM MPOUCXOAUT TOJBKO OIHHU pas.

[Ipu mepBOM MEMOTHMYECKOM JI€JICHUM B CTAaAUM Npo¢a3bl TOMOJIOTHYHbIE
XPOMOCOMBI JUIIOUTHBIX KIIETOK CEMEHHUKOB WJIH SMYHUKOB COMMKAIOTCSA MEXKIY
co00il 1o JJiMHE (KOHBIOTUPYIOT), 00pa3ys mapbel XxpomocoM (OuBasieHTsl). [lpu
¢opMupoBaHur OuBajJeHTa TOMOJIOTUYHBIE XPOMOCOMBI YJBauWBaIOTCS, T.€.
OMBAJIEHT COCTOUT U3 YETBIPEX HUTEU xpomamuo. B 3TOT MOMEHT HECECTPHUHCKUE
XpoMaTH/Ibl B OMBAJICHTE MOTYT COEUHSATHCS APYT C IPYTOM B HEKOTOPBIX TOUKAX,
B KOTOPBIX MOXKET MPOU30UTU pa3pbiB U OOMEH JIBYX T'OMOJIOTMYHBIX XPOMOCOM
CBOMMHU YyYacTKaMH — Kpoccuhzoeep. Takoli O0OOMEH yd4acTKaMH MEXIy
XPOMOCOMAaMH MMEET BAKHBIE MOCIEACTBUSA. JTO NPUBOJIUT K TOMY, YTO T€HETHU-
YECKUI MaTepuan XpOMOCOMBI, MTOJTYYEHHbBIH, HApUMep, OTLIOM peOeHKa OT CBOEH
MaTepu HE MepeNaeTcsl MOJHOCTbIO BHYKY, @ OOMEHMBAETCSl 4acTbi0 I'€HOB C
JIpyroi XpoMOCOMOM, IOJTy4YE€HHOM OTIIOM peOeHKa OT cBoero oTia. Kpoccunzoeep
— UCMOYHUK OONILULO20 2eHeMUYeCK020 PA3H000Pa3Us OP2aAHU3MOS.

Jlanee  xpomocombl, oOpa3yromue OWBaJEHT, YCTPEMJISIOTCS B
HKBATOPUAIBHYIO TJIOCKOCTh, M HACTYIMAET MeTadasa NepBoro JAeJIeHUs], B KOTOPOU
TOMOJIOTMYHBIE XPOMOCOMBI He pacxoasTcs. B cinenyromeit daze — anadaze — k
MIOJIFOCaM KJIETKH OTXOJAT HE XpOMAaTH/Ibl KaXJA0H XPOMOCOMBI, & TOMOJIOTUYHbBIE
XpOMOCOMBI (B COCTaBe JIByX XpomaTun), oOpazyroriue OMBaJICHT.
CrnenoBartesbHO, Y MOJIOCOB KJIETKH OKa3bIBAETCS MOJOBUHHOE, FAIJIONTHOE YHCIIO
XpOMOCOM BMECTO JUILJIOUTHOTO, KOTOPOE ObLIO B UCXOIHOM KieTke. [Ipu nmepBom
JeJIeHUH 00pa3yroTCs ABE KJIETKH C rariouIHBIM HA0OPOM XpOMOCOM.

B npouecce HMHIMBHIYalbHOTO pAa3BUTUSA OpraHU3Ma (OHTOIEHE3) B

3M6pI/IOHaJII>HOM IEpUOAC MPOUCXOANUT MPOCTPAHCTBEHHOC IICPEMCIICHUE T1JIaCTOB
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KJIETOK, (DOPMHUPOBAHHE OTAEIBHBIX TPYNI C ONPEACIICHHBIMU MOTCHIHUAMH K
pa3MHOXKEHHUIO0 U crenuanu3anuu. [Ipoucxoaut 060cobIeHre KIETOK KUIIEUHOM
TpyOKH, HEPBHON CHUCTEMBI, KOXXH U Jp., T. €. MpoucxoauT auddepeHurpoBka
KJIETOK. YenoBeK MOSBIIAETCS Ha CBET yxKe ¢ MU PpepeHIupoBaHHBIMH KJIECTKAaMH B
opraHax M TKaHsX. B3pociblii OpraHv3sM MMEET CIICLUAJIbHYIO TKAaHb, KIETKU
KOTOpOH 00pa3yloT MOJIOBBIE KIIETKH, Ojlarojapsi 4eMy OH MPOU3BOAUT HOBOE
ITIOKOJICHNE U MOAJEPKUBAET HENPEPHIBHOCTH BUA.

[MuToreHetrika wurpaer OOJBIIYHD poOJIb B HU3YYEHUH BOIPOCOB
HACJICACTBEHHOCTH. biaromaps COBMECTHBIM HCCIEOOBAHUSM LMTOJIOTOB H
T€HETUKOB OBUIO JIOKAa3aHO, YTO BBl XAPAKTEPU3YIOTCS MOCTOSHHBIM YHCIOM
XpoMocOoM B KieTkax. KileTku coMaThyeckue W IOJIOBBIE B MPOLECCE JEICHUS
MPOXOJAT PAJ CTAAUM, COCTABILIIOIIMX CYyTh MUTO3a U MEN03a. bplTo ycTaHOBIEHO,
YTO CHEPMATO30U] U SHIEKIEeTKa, OTIrYaroiuecs no GopMe U BeJIUYUHE, MPEJ-
CTaBJIAIOT COOOM KJIETKH, KOTOpPBIE IPU OIUIOJOTBOPEHUU BHOCST B 3UTOTY PABHOE
U ONPENEIEHHOE YUCIO XpOMOCOM. Bce 3T naHHBIE NOKA3bIBajld, YTO MMEHHO
XpOMOCOMBI TPEACTABISAIOT COOOM T€ KIIIOYEBBIE DSJIEMEHTBI, OT IOBEACHUS
KOTOPBIX TMpU JEIEHUM KIETOK MW OIUIOJOTBOPEHWM 3aBHUCHUT Iepenada
HACJICCTBEHHBIX IPU3HAKOB OT OJHOI'O IOKOJIEHUS KIIETOK K IPYTUM, OT OJHOTO
IIOKOJICHHs OpraHu3MOB K Jpyromy. Tak yJjaBiMBanach CBS3b MEXKIAY 3TUMU
BUJIMMBIMU ~ KJIETOYHBIMU ~€IMHHMIIAMHM M  «HACJIEACTBEHHBIMH (DaKTOpaMm»
Mengnens, «aerepmMuHaHTamMm» BeiicmMana wu  1ap. OTy CBSI3b OTMETHIA
Xpomocomuasa meopusa Hacireocmeennocmu, BoiBuHyTas H. Carronom u T.
bosepu (1902—1903), ocHOBHBIE MOJOKEHUSI KOTOPOU CJICTYIOIINE:

1. B BO3HHMKaIOIIUX U3 3UTOTHl COMAaTHYECKHUX KJIETKax HaOOp XpOMOCOM
COCTOUT U3 JIBYX CXOJHBIX TPYMIl: MATEPUHCKOW — M3 SULEKJIETKNA U OTLIOBCKOM
— M3 CIIEpMAaTO30Maa.

2. XpOMOCOMBI COXPaHSIIOT CBOK CTPYKTYPHYIO H TE€HETHYECKYIO
VHJIMBUA1YaJIbHOCTb B TEUEHUE BCEr0 )KU3HEHHOIO LIUKJIa OpraHu3Ma.

3. B Melio3e TOMOJIOTMYHBIE XPOMOCOMBI NOMApPHO  KOHBIOTUPYIOT, a B

I[aJ'II)HCI‘/JIIHCM pacxoaiaTces, momnagas B pa3HbIC 3apOAbIIICBLIC KICTKH.
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4. Kaxpaas XxpoMocoMa WUJIy Ilapa XpOMOCOM HUIPAET OMPEAEIECHHYIO POJib B
pPa3BUTHH OCOOH.

B naneneitmmem T. Mopran c corpyaukamu (1909, 1915, 1916)
JIOTIOJTHUIIN 3Ty TeopHio. J{J1sl CBOMX McciaeI0oBaHUI OH n30pall II0I0BYIO MYIIKY ,
KOTOpas cTaja yJ0OHOW SKCIEPUMEHTAIbHON MOJIENbI0, TOTOMY YTO OHa OBICTPO
pa3MHOKaeTcs (4yepe3 Kak/ble JBE HEJleIN JaeT HOBOE MOKOJIEHHUE) U UMEET BCEro
4 mapel, XpoMocoM. Pe3ynpTaTaMyu 3THX HCCIEIOBAHHA MOATBEPIUIIOCH
(93 (1441011 (SICK

1. T'eHbI B XpOMOCOME pacIionaratoTcs JINHEMHO.

2. CuenyieHrue T€HOB B XpOMOCOME, T. €. B Mpelaenax OJHOW XPOMOCOMBI
reHbl 00pa3yloT - OJHY IpYHIy CIEIJIEHUS M MPU COBMECTHOM HAacl€OBAHUU
OTrpaHUYMBAETCS UX CBOOOIHOE KOMOMHUPOBAHHUE.

3. B meiio3e Mexay TOMOJIOTHYHBIMA XPOMOCOMAaMHU MOKET ITPOUCXOIUTH
KpOCCHUHIOBep (mepekpect). B mecre mepekpecta MpoucXOAUT OOMEH XPOMOCOM
TOMOJIOTUYHBIMH YYaCTKaMH, B PE3YJIbTATE YETO0 BO3HUKAIOT KAUECTBEHHO HOBBIE
XpOMOCOMBI C Pa3HOOOPA3HBIM COUETAHUEM I'€HOB. DTO UMEET OO0JIBIIOE 3HAUCHUE
JUTSl '3BMEHEHHUS HACJIECTBEHHOCTH B IOTOMCTBE.

Ha ocHOBe pgaHHBIX LMTOTEHETHUKM M XPOMOCOMHOM TEOpUM Ha-
CJIEICTBEHHOCTH CTaJI0 BO3MOKHBIM OOBSCHUTH MHOTHE HEMOHATHBIE B TO BpeMs
BOIIPOCHI HACJEACTBEHHOCTH U U3MEHYUBOCTH, OOBSCHUTD U MOJKPENUTH 3aKOHBI
Menpens, BbIBeIEHHBIE UM MpH pabOTe C PaCTUTENbHBIMH OpraHu3MaMu. bpuin
BHECEHbl YTOYHEHHUS! B 3TH 3aKOHBI. Tak, CTano SICHO, YTO MEHJIENEBCKUI 3aKOH
HE3aBUCHUMOTO pPACIPEAECIEHUsI T€HOB XOTS M BEPEH B LEJIOM, HO HE HMMEET
BceoOIero npuMeHeHust (M3-3a CHEIUIeHuss U KpoccuHrosepa). Kpome Toro,
LIATOT€HETHKA SIBUJIACh OCHOBOW HOBOT'O HAINPABJICHUS HUCCIIEIOBAHUI B BOIIPOCAaX
HACJEICTBEHHOCTH M HM3MEHYMBOCTH. OTH BOIIPOCHl CTalM M3y4aTrbCsl Ha

MOJICKYJISIPHOM YPOBHC U IMOCITYKHUJIN PA3BUTUTIO MOJ'ICKyanpHOfI T'CHCTHUKH.

XpomocoMHbIe MmyTauuM. B mponecce MuTO3a U M€K03a IOJ BIUSHUEM

BHEIIHUX W BHYTPEHHMX MYTareHHbIX (PAKTOpOB MOTryT 00pa3oBaThCA
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COMAaTHYECKUE U TOJIOBBIE KJIETKH, B KOTOPBHIX HAONIOAAETCS YMEHBIICHHE WU
YBEIMYECHHE YHCIa XPOMOCOM WJIM M3MEHEHHE WX CTpyKTypbl. Takue
XpPOMOCOMHBIE MyTallMK BO3HUKAIOT B JIFOOOM nepuose JKU3HU opraHu3mMa U MOTYT
OBITh B BUJIE€ MOJIMIUIOUANH, TE€TEPOIUIOUIUN M XPOMOCOMHBIX a0eppaluH.

1. Ilomumuonauss — KpaTHOE HM3MEHEHHME uYucia XpoMocoMm. Ecmm
0003HaUNUTh TaIJIOWJHBIA Habop XpomocoMm OykBoil N, TO B COMaTHYECKHX
KJIETKaX COAEPKUTCA JUILIIONAHbIA Habop-2N. Ilpum nomummonanun (3n —
TpUILUIONUsA, 41 — TETpalylonauss W T. J.) HOBas TIEHETHYECKas CHCTEMa
otnuyaetcs Oosiee nHTeHcUuBHBIM cuHTe30M JIHK u Genka. B pesynbrare Takmx
U3MEHEHUN  YBEIMYMBAIOTCS  pa3Mepbl KJIETOK pacTeHUud  (MOJUIIOUIUS
pacnpocTpaHeHa B OCHOBHOM B PACTUTEIBHOM MHpE), a TAaKXKe pa3Mepbl BCeEX
4acTell pacCTUTENLHOTO OpraHu3Ma, YIYYIIaloTCsS WX CBOMCTBA, YTO UCIOJIb3YETCS
B CEJICKLINH.

2. I'emeponnoudus — yBeIUYEHUE UM YMEHbBILIEHUE YUCIIa XpPOMOCOM (Ha
1—2 B kapuortune. Eciam gumionaHblid, HA0Op XpOMOCOM YBEIMYEH Ha OAHY
XpoMocoMy (2n+1), To ocoOu ¢ TaKMM KapHOTHUIIOM Ha3BIBAIOTCS TPHUCOMUKAMH,
€CIIM KapuOTHIl COJEPXKUT Ha OJHYy XpoMocomMy MeHbiie (2n—1), TO
MoHOcOoMHMKaMH. IIpuumMHa reTteporyioniuu y deaoBeKa OOBIUHO CBSI3aHHO C
HapyILICHUEM PEAYKIIMOHHOTO AENIEHUs MpU 00pa30BaHUM MOJIOBBIX KIJIETOK, KOT/1a
B OJIHY JOYEPHIOK KIETKY OTXOAST 00€ XpOMOCOMBI KaKOW-TMOO mapbl, a B
JIpYryr0 — HU OAHOU. [locie omoI0TBOPEHHSI TAKMX KIETOK BOZHUKAOT 3UTOTHI C
Tpucomuent. Tpucomus mo 21-it mape xpomocom (0ose3nb JlayHa) U MOHOCOMUS
no mojoBbiIM XpomocoMam (cunapom IlepemeBckoro-TepHepa) - mnpumMepsl
reTepOIUIONINY Y YEIOBEKA.

W3meHeHue udncia XpoMOCOM HapyLIaeT, COOTHOILIEHUE CUHTE3UPYEMBIX
BELIECTB HEOOXOIUMBIX JIJIsl HOPMAJIbHOTO Pa3BUTHS OpraHU3Ma, U MPOSBISETCS B
BUJIE YPOJCTB, CHUKEHHS] YMCTBEHHBIX CIIOCOOHOCTEH.

3. Xpomocomusie nepecmpoiiku (abeppayuu) — HapyIIEHUE CTPYKTYPHI -
XpOMOCOM — MOTyT OBITb B BHAE JeNEUUH, AYIUIMKAIlMM, WHBEPCHH,

TpPaHCJIOKAIMKU U (PparMeHTallUu:
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a) Jenernus — TMoTeps Wi BbimajgeHue 4actu (O1oka) xpomocom. [lpum
NOTEpe KOHIIEBOM YacTH (HEXBATKA) WJIM CPEJHEH 4YacTu (JEJIeHHs) XpoMocoma
yKOpauuBaeTcsi, YTo OOHapy>KuUBaeTcsi nurtoiorudeckd. llotepss reHeTnyeckoro
MaTepuajga TPUBOAMT K HApyIIEHHIO TeHHoro OajaHca B KJIETKax ¢
COOTBETCTBYIOIIIMMU U3MEHECHHUSIMU B OPTaHU3ME;

0) naymIMKauus - yIBOCHHE KaKOro-JIn0O ydacTKa XPOMOCOMBI - TaKke
U3MEHSET TEeHHbIA OajaHC, YTO MPHUBOJUT K HApPYLIEHUSIM CHHTE3a Oelka
WU3MEHEHUIO ITPU3HAKOB OPTaHU3Ma;

B) UHBEpPCUS — IMOBOPOT OJOKOB BHYTPHU XPOMOCOMBI — MPUBOAUT K
WU3MEHEHUIO TOCIEN0BATEIbHOCTH T€HOB B XPOMOCOME M 4acTo (Mpu OOJIbIIMX
WHBEPCHUSAX) MOXKET BhI3bIBATh THOEh TAMET U IJI0/1A;

r) TpaHciokanus  (IepeMeIleHHe) - B3aUMHBIH  OOMEH  4YacTsAMHU
HErOMOJIOTUYHBIX XpoMocOM. Takue aleppalluu TakKe BbI3BIBAIOT CEPbE3HBIC
HapylIeHUsI B OPraHU3ME;

n) ¢parMeHTanus — pacnajeHue XpOMOCOMbI Ha YacTH, — Kak U
Ipyrue adeppaiuu, HapyliaeT TeHHbIN OanaHC B KJIETKaX, BbI3bIBas H3MEHEHUS
CUHTE3a 0elKa U MPU3HAKOB OpraHu3Ma.

XpOMOCOMHBIE ~ MYyTallMM  BO3HUKAIOT MOJ  BJIUSHUEM  BHEIIHUX
(temmeparypa, paauainus, BHPYCI W Jp.) HW  BHYTPEHHHX (BO3pacT,
(U3HOIOTMYECKOEe COCTOSIHHE OpraHu3ma) (akTopoB, KOTOpPbIE HapylIaloT
HOpPMaJIbHBIN x0na nenenus kietok u cuHTesa JHK. Onm moryt OBITH B
COMAaTHYECKUX KJIETKax; B ATOM CIIy4ae OHHM BEAYT K MOSABICHUIO T€HETHYECKOTO
pa3HooOpa3usi TKaHEW BHYTPU OpraHM3Ma M HE TNEpelaroTcsl 1O HACIEICTBY.
XpOMOCOMHBIE MYTallUM B TOJOBBIX KJIETKAX YacTO BBI3BIBAIOT THOEIh TaMeET,
IJI0Ja WM TPOSBIAIOTCS TOCIE POXKIEHUS B BHUAEC TOM WM MHOW MATOJOTUU
(xpoMocoMHble Oosie3Hu). Hapyiienue uucia U CTPyKTypbl XpOMOCOM B KIIETKE
MO>KHO BBISIBUTH TIPH MHUKPOCKOTIMYECKOM HCCIIeIOBaHNU TKaHel. Takum obpazom,
C MOMOULIBIO LUTOJOTHUYECKUX METOJIOB MCCIEAOBAHUA MOKHO HE TOJBKO MOHSTH
MHOTHE O0IlMe BOMPOCH HACIEACTBEHHOCTH U M3MEHUYMBOCTH, HO U YCTaHOBUTH

MNPpHUYNHY HEKOTOPBIX HACIICACTBCHHLIX Oose3HEH.
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IIpoBepsbTe ceds:
1. KneTka kak ajeMeHTapHas €IMHULA )KU3HH,
2. Kapuotum yenoseka.
3. CymHoOCTh MUTO3A.
4. CymHOCTh M€iio3a.
5. CyniHoCTbh OIJI0JIOTBOPEHHS.

6. XpOMOCOMHBIE MyTallUH.

3ananusn:
1. Jlatp oOmEHKy poJin sapa B IPOLECCE OIUIONOTBOPEHHsS M B IpOLECCEe
KJIETOYHOT'O JIEJICHUS.
2. Kakue Buabl pa3MHOKEHU BbI 3HaeTe? J[aTh XapaKTEPUCTHUKY.

3. I[aTb XApaKTCPHUCTHUKY TPCX OCHOBHBLIX THUIIOB XPOMOCOM.
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PA3JIEJI 2. TEHETHUKA B JE®EKTOJOI'MU

2.1. 'eHeTHKA YeI0BEKA

I[Io CcOBpeMEHHBIM MaTEPUATUCTUYECKUM MPEICTABICHUSAM, YEJIOBEK
ABJISIETCA €CTECTBEHHBIM MPOJIYKTOM JJIMTEIIBHOTO IMOCIEA0BATEIBHOTO Pa3BUTHUSA
JKABOW IpUPOAbI. B cucTteMe )XMBOTHOTO MHpa 4YEJIOBEK Pa3yMHBIM OTHOCHUTCS K
TUIY XOPAOBBIX, ITOATHUILY IO3BOHOYHBIX, KJIACCY MIIEKOIIUTAIONIUX, MOIKJIACCY
IUIalleHTapHbIX, OTPAly NMPUMATOB, MOJOTPSAY Y3KOHOCBIX O0€3bsIH - CEMEUCTBY
JIO/IEH, POy YEJOBEK, BUAY — PA3yMHBIN.

Jis opraHu3Ma 4ejloBeKa U JPYyTUX IPEICTaBUTENEH XUBOTHOIO MHpa
uMeeTcs psAl OOIIMX OMOJOTMYECKHX 3aKOHOMEPHOCTEH, KOTOpBIE MPOSBIIAIOTCS
Ha KJIETOYHOM, CyOKJIETOUHOM' M MOJEKyJsipHOM YpoBHsiX. Croma oOTHocATCA
IPOLIECCHI, IPOUCXOASIINE B KIIETKAaX U TKaHsX, SBJICHUS paHHEro YMOpUoreHe3a u
Ip. 3aKOHOMEPHOCTH MOJIEKYJISIPHBIX OCHOB HACJIEICTBEHHOM MEPEAAYM SBIISIIOTCS
o0mMMH JJI1 BCEro »HUBOro Ha 3emuie. BMmecte ¢ TeM ueloOBEeKy NpUCYILU
cnenupuyeckue 3aKOHOMEPHOCTH (CO3HaHue, (PYHKIIMOHMpPOBAHHWE BTOPOM
CUTHAJIbHON CHUCTEMBI), KOTOPBIE PE3KO BBIACIUIM €r0 U3 BCErO JKUBOTHOI'O MHpA.
[losTOMy IOHMMaHUE 4YEJIOBEKAa TOJBKO KAaK BBICIIErO0 IPOAYKTA IPUPOLIBI,
OOBSICHEHU BCEX €ro CBOMCTB M OCOOCHHOCTEH JIUIIb MPUPOIHBIM MPOUCXOXK]IC-
HUEM SIBJISIETCSI HEBEPHBIM, OJTHOCTOPOHHUM.

YenoBeKk OT POXIEHUS HE HAACIEH COOCTBEHHO YEJIOBEYECKUMU
KaueCTBaMH, B HEM MMEETCS TOJBKO «IIPOTpaMMa» 3THX KadyecTB, a peaM3alus
TONH «IPOrpaMMbD» B MCUXO(PU3MOJOTHYECKOM W COIMAJIBHOM  acCIeKTe,
KOHKPETHOE BOIUIOIIEHUE W  IPOSIBIIEHHE €€  MPOUCXOAUT B  IpOLECCE
OOIIECTBEHHO-UCTOPUYECKOM MPAKTUKH.

CooTHolieHrne OMOJIOTHYECKOT0 U COLIMAIBLHOTO B YEJIOBEKE TPAKTOBAIOCH
JIOJITUE TOAbl Pa3HBIMU YYEHBIMH MO-pa3HOMY, HE PEAKO aJbTEPHATUBHO, NOJYAC
BbI3bIBasl B HayKe M OOILECTBE 0XKECTOUYCHHBbIE CTIOPHl. B HacTosee Bpemst Hayka

HCXOOUT U3 TIPU3HAHUA HACJICACTBCHHLIX, 3aJIOKCHHBLIX OT POXACHUIA
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MOTCHITMAIBHBIX BO3MOKHOCTEH YEIOBEKAa, KOTOPHIC B MPOIIECCE PA3BUTHUS B TOU
VI WHOW CTEMEHW PEANM3YIOTCS TOJ BIWSHHEM BHEITHUX (DAKTOPOB, MPEKIE
BCETO TOJI BIUSHUEM COIHAIbHBIX yCcIOBUU. [IOHATHO, YTO JIJIsi TApMOHUYECKOTO
Pa3BUTHS JTUYHOCTH HEOOXOAMMO HE TOJIBKO 3HATh M COBEPIIICHCTBOBATH YCIOBUS
KU3HH, HO HE MEHEE Ba)XHO MOHATb, U3YYUTh M HCIOJIb30BaTh Ty OCHOBY, TY
OMOJIOTUYECKYIO CTPYKTYPY, KOTOpas NpH B3aUMOJEWUCTBUM CO CpeAod 00-
YCIJIOBIIUBAET WHINBUIyIbHBIC OCOOCHHOCTH KU3HEACATEIPHOCTH YEIOBEKA.

['eHeTrika 4YenoBeKa B CBOMX IMIOJIOKEHHUSAX OMNHUpPAETCS Ha OOIUe
MPUHITUIIBI, TIOJYYCHHBIE B HWCCJICAOBAHMIX HAJ PACTCHUSAMH H IKUBOTHBIMH.
OnHako HacleACTBEHHAs Mepeaya MPU3HAKOB y YeloBeKa Oblia MoAMeUYeHa U JI0
pabot MeHnnenst HaJ pacTUTENbHBIMU rHOpuaaMu. Tak, Oblla U3BECTHA Iepeaayda
U3 TIOKOJICHHWSI B TIOKOJICHHE TaKWX SIBHBIX TPHU3HAKOB, KaK TOJHIAKTHINS
(mobaBouHbIE Malblbl), TeMOpWIHs (HECBEPTHIBAEMOCTh KpPOBH), IIBETOBAs
CJIETIOTA.

OCHOBHBIE 3aKOHOMEPHOCTH HACJICJAOBAHMS Yy JIIOACH TOJYYCHBI TpH
U3YYCHUU CEeMEeH, POJIOCIOBHBIX. bBBUIO TOKa3aHO, KaKUM IyTEeM IMepeaaroTcs
HEKOTOpPbIE HOPMAJIbHBIC U aHOMAJIbHBIC, (PU3UYECKNE W TICUXHUECKHE TPU3HAKH,
XapaKTepU3yIoIIHe YesIOBeKa KaK BUJ, XapaKTepHBbIC ISl Pa3HBIX TPYII JIOJEH
WM CBOMCTBEHHBIE JIUIIIH MATOJIOTHH.

[Ipenmerom uccieoBaHMs HACIEACTBEHHOCTH y YEJIOBEKa SBIIIOTCS BCE
MPU3HAKH, OXBATBHIBAIOIIME CXOJCTBO M pa3IMIUE MEXKIY JIOJIbMH, U T€
3aKOHOMEPHOCTH, TI0 KOTOPBIM OHH IEPEIAIOTCS M3 IOKOJCHHUS B IOKOJICHUE.
['eHeTHUECKHE  WCCIICIOBAHUS  TPOBOJATCS B TECHOM  B3aUMOCBSI3M  C
AHTPOITOJIOTUEH, TICUXOJIOTUEN, MEAULIMHON U IPYTUMU HAYKAMH O YEJIOBEKE.

YemoBek Kak OOBEKT TEHETHYECKOTO HCCACAOBAHUS CTaJl MPHUBJICKATH
YYEHBIX C HayaJila HbIHENTHero crosietus. Hamo ckazaTe, 4TO JUIsi TEHETUKOB ATOT
OOBEKT HE OYeHb YIOOHBIN, TPYIHBIM NI WCCIEIOBAHUA. OTH TPYIHOCTH
3aKJII0YAIOTCS B CIAEAYIOIIEM:

1) HEBO3MOXHOCTHh MPOU3BOJIHBHOTO CKPEUIMBAHUS B HKCIIEPUMEHTE;

2) MajJa0o€ YHCJIO IIOTOMKOB B CCEMbE,
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3) reHeTHYECKOE MHOT000pa3nue UHANBHIOB;

4) kpaiiHe pa3zHOOOpa3Hble OHOJOTMYECKHE U COIMAJbHBIE YCIOBUS PA3BUTHUS
OpraHU3MOB;

5) HEBO3MOXHOCTbH U3yUUTh MPU3HAKHU B Py MHOTUX MOKOJICHHIA;

6) OO0JIbIIIOE YUCIIO XPOMOCOM (46) y YEIIOBEKa;

7) mo3aHee HACTYIJICHUE TIOJIOBOM 3pENIOCTH.

Opnako celdyac yXe Hakomwics OONbIIOW MaTepuan M0 H3YyYEHHIO
HACJIEICTBEHHOCTH Y YEJIOBEKa, U B OyJylleM, NMO-BUANMOMY, OJHUM U3 TJIABHBIX
OOBEKTOB HCCIICOBAHUSA TEHETHKH CTaHET 4YelIOoBeK. B CBs3M Cc 3TuM mepen
TEeHETUKOW CTOAT 3aJjaud HE TOJIBKO YIOBJIETBOPUTH MOTPEOHOCTH B TO3HAHUU
YeJI0BEKOM CaMOro ce0sl, HO U CO3/1aTh OCHOBHYIO Ul MPAKTUYECKUX PELICHUH
IENbI0 MCTOJIB30BAaHUSI HAYYHBIX JOCTHKCHHH B CO3JAaHMHM MaTE€pPHAIBbHBIX Oiar
o01iecTBa, yaIydlieHus: PU3NYECKOro U AYXOBHOIO 3/I0POBBS JIHOICH.

MOHO OTMETUTH CIEIYIOIIME OCHOBHBIE IMPOOJIEMBbI, KOTOpPBHIE H3y4yaeT
TeHETHKA YEeJIOBeKa:
1.HacnenctBeHHyt0 0OYCIOBIEHHOCTh (PU3MOJIOTUYECKUX, MOP(HOIOTHUYECKUX U
OMOXMMHMYECKUX CBOMCTB TKaHEH W OpPraHOB 4YENOBEKAa, €ro ICHUXHYECKOM
JeSITEIIbHOCTH;
2.Ponb oxpyxatomieit cpenbl B (OpMHUPOBAHMM OpraHM3Ma W BIMSHUU €€ Ha
TCHOTHII YeJI0BEKa,
3.MexaHu3Mm JIeHCTBUS Pa3IMYHBIX T€HOB U JIOKAJIN3ALIMI0 T€HOB B XPOMOCOMAX;
4.I'enetnyeckyto OOYCIIOBJIEHHOCTh OOJIe3HEH, WX pacnpoCTpaHEHHOCTh B
Pa3IUYHBIX TEPPUTOPHATBHBIX PETHOHAX U TPYIINAX HACETICHUS;
5.®oHoTeNMMUECKU TOTUMOP(PU3M HACTEACTBEHHBIX OOJIE3HEH U €T0 MPUINHBL;
6.Pa3poboTka MeTO10B JIedeHHsI U TPO(YUITAKTHKA HACTEICTBEHHBIX O0JIe3HEH.

MeaunuHcKasi TeHeTHKA M3Yy4aeT HACJIEJCTBEHHOCTh YeJOBEKa C TOYKU
3peHUs] TMATOJOTHH, T.. TJIABHBIM 0Opa3oM OHa HCCIENYIOT HaCJEICTBEHHbBIC
O0onesnu. OHa uW3y4yaeT HE TOJBKO XapakTep M 3aKOHOMEPHOCTh TNepeayu
HACJIEACTBEHHOW TATOJOTUM B TOKOJICHUAX, HO M TMATOTEHE3, METOIbI

JAUAarHoCTHKU, CIIocOOBI JICUCHUS MU MCPEI HpO(I)I/IJIaKTI/IKI/I HaCJICACTBCHHBIX
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oone3neri. CienoBaTelIbHO, OOBEKT HCCICAOBAHMUS MEIUIIMHCKONM T'E€HETUKUH —
OOJILHOM YEJIOBEK U €r0 POJICTBEHHUKH.

K 3amauaMm MEOUIMHCKOW TEHETUKA OTHOCATCS TaKXke MpoOJIeMbl
MYTareHHOT'O BO3JICMCTBUSI BHEIIHEH CpEJbl, UCCIIEI0BAHUE PA/la TEOPETUUECKUX
METUKO—ONOJIOTUYECKUX TPOOIIEM U T.1.

HacnenctBennsie 0one3Hn — 3To OOJ€3HHU, pa3BUBAIOIIUECS B pe3yJbTaTe
MaToJOTUYECKUX  WU3MEHEHUH  TeHOTUNa, TOYHEE, OHH  OOYCIIOBJICHBI
XPOMOCOMHBIMH ¥ T€EHHBIMU MyTalUsIMUA. COOTBETCTBEHHO BBIAEISIOT IBE TPYIIBI
HACJICJICTBEHHBIX OO0JIE3HEM: XPOMOCOMHBIE W TeHHbIe. Jlpyrue onpeaencHus
HACJICJICTBEHHOM MaTOJIOTHH, KaK — TO: CEMEUHbIe 00JIE3HU, BPOXKIECHHbBIEC 00JIE3HU
win OOJIe3HH TIepeNarolirecs B MOKOJEHUsS, HeBepHBbI. Tak ceMmeiiHble 00Jie3HH,
KOTOpbI€ HAOJIIOAAIOTCS Y HECKOJIBKUX WICHOB OJIHOW CEMbH, a TakKe OO0JIe3HH,
HaOJIIOMAIONINECS] Yy TPEICTABUTENICH pa3HbIX MOKOJEHUW OJHOW POJIOCIOBHOM,
MOTYT OBITh OOYCJIOBJIEHBI HE HM3MEHEHUSMH B HACIEJCTBEHHOM armmnapare, a
sK30reHHbIMU (hakTopamMu. K TakuMm (akTopaM MOXKHO OTHECTHM BO30yaAMTENEH
MH(EKIIMOHHBIX OoJie3Heln (TOKCOIIIa3MO3, cuduInC), KOTOpBIC
PacCIpOCTPAHSIOTCS CPEIM WICHOB CEeMbU. BpokleHHbIE 00JIe3HU MOTYT OBITh
0OyCJIOBIIEHBI CpPEOBBIMU (aKTOpaMHu, KaK BHEINTHUMH, TaK W BHYTPECHHUMH,
BO3JICUCTBYIOIIMMHA Ha OpPraHuW3M OEpEeMEHHOW JKEHIIMHBL. B 3Thx cimydasx
BpOXKCHHBIE 3a00JieBaHUsI 00YCIOBJICHBI MOPAXEHUEM ILJI0/Ia Ha Pa3HbIX ATarax
BHYTPHYTPOOHOTO pa3BUTHs. Eciu mopakeHue MPOUCXOIUT B TIEPBBIC YETHIPE
MecCsIIbl OEpEeMEHHOCTH, TO OHO MOXET NPUBECTH K rulenu Iiojaa, Wik K
o0pa3oBaHUI0, TPYObIX MOPOKOB pa3Butus (dMOpHomatuu). Ecnu xe BpeaHbie
BO3JICHCTBHSI MIPUXOMATCS Ha OoJiee TO3AHEH CTaJuK pa3BUTHS (BTOpas MOJIOBUHA
OCpEeMEHHOCTH), TO OHU BBI3BIBAIOT 00Jieé TOHKHWE W3MEHEHUS CTPYKTYpbI
BHYTPEHHHX OpPraHOB U HApPYIIEHUS HUX JAESITEIBHOCTH B MOCIEAYIOIIEM. OTHU
MOBPEXKICHUS HAa3bIBAIOT ghemonamuamu (heryc — 1ion).

Buemnvmu pakTopamMu BbI3BIBAIOIIMMHU HAPYIICHHUS BHYTPUYTPOOHOTO
pa3BUTHS  TUIOJA, MOTYT OBITh  pa3IUYHbIE BO3ACUCTBUS:  usuueckue

(MoHM3MpYyIOlllee OO0Jy4eHUE, TOKH BBICOKOM YacTOThl W Ap.), XuMuueckue
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(JiekapCTBEHHBIE BEIIECTBA, AJKOrOdb U Ap,), Ouonocuueckue (BUPYChl TPUIINA,
KOpH, KPAaCHYXH H JIp.). MeXaHuieckas mpaema niooa u T. 1.

BuyTpennue hakTopbl BKIIOYAIOT B Ce0sl TOPMOHAJIbHBIE HAPYIICHUS
y OepeMEeHHOHN JKCHIIWHBI, MMMYHOJIOTHYECKYI0O HECOBMECTUMOCTh MaTepu U
IJ10/1a TIO TPYIIIAaM KPOBH U Jip. B HEKOTOPBIX CllydasiX HeHACIeACTBEHHBIE ITOPOKU
pa3BUTHS Kak Obl MOBTOPSIOT (KOMHUPYIOT) HACIEACTBEHHBIE aHOMAJIHUU
(yponmctBa), oHM Ha3bBalOTCS deHokonusMu. [loHATHO, 9YTO HEepeako ObIBaeT
OYEHb TPYJHO YCTAaHOBUTh MCTUHHYIO MPUYHHY MATOJOTMYECKUX H3MEHEHHH Yy
peOeHKa, T. €. TPYAHO ONpPEAETUTh, HACTIEACTBEHHOE JIU 3TO HApYIICHUE UM OHO
CBSI3aHO C BIMSIHUEM Ha IIJI0JT 9K30TEHHOTO (haKTopa.

Kak ™Mbl yxe ynomMuHai M, HAcJIeJICTBEHHbIE, 3a00JICBaHUS YEJIOBEKa,
BBI3BaHHBIC HAPYIICHUSIMH HACICICTBCHHONW WH(OOpPMAIMHU, pa3IeisioT Ha JBE
TPYIIIBL;, &) XPOMOCOMHble OONIe3HU;, O) 2eHHble 3A00Ne8AHUAL.

XpomocoMHbIe 00JI€3HM YEIOBEKAa COCTABISIOT CBOCOOPA3HYIO TPYIILY
HACJIEICTBEHHBIX Oo0yie3HEH, OOYCIOBIEHHBIX H3MEHEHUSIMH B XPOMOCOMHOM
Habope (kapuoturie). OHM Pa3HOOOOpPA3HBI M0 CBOCH KIMHUYECKOW KapTHHE,
YacTO BBIPAXKAIOTCS B TSOKENBIX HAPYIICHUSX TICUXHMUYECKOTO M COMATHYECKOTO
pa3BUTHS (BIUIOTH J0 THOENH 101 U peOeHKa).

N3yuenne XpoOMOCOMHBIX O0OJIe3HEH CTajlo BO3MOXHBIM C Ppa3BUTHEM
IIUTOJIOTHYECKMX  METOJOB  HCCIEAOBAHHWS, C HW3YYECHHEM  HOPMAJIBLHOTO
xpoMocoMmHoro Habopa uenoBeka (J[x. Tuito u A. Jleran, 1956).

XpOMOCOMHEIE 3a00JICBaHUS MOYXKHO PAa3CIUTh Ha JABE OOJBIINE TPYIIIHI:
3a0osieBaHus, 00YCIOBJICHHBIE H3MEHEHHEM ayTOCOM, M 3a00JIeBaHMs, CBsI3aHHBIC

C U3BMEHEHHEM TOHOCOM (TI0JIOBBIX XPOMOCOM).

Kaxoewt yce ocovennocmu 2ennvix 3a601eeanui?
Bo — mnepBbIX, reHHble 3a00JI€BaHUS MOTYT TIPOSIBIATHCS B Pa3sHOM
Bo3pacTe. HekoTophle W3 HUX BO3HHKAIOT €IIe B AMOPHOHAIBHOM TIEPUOJIE

(remodunmsi, riyxota), Apyrue B MOCTIMOPHUOHATIBLHOM JKW3HU, Yalle B JCTCTBE
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(atakcus @punpeiixa), HO HEPEIKO MPOSBISAIOTCA B 3pesioM (Xxopes ['eHTUHrTOHA)
U JJaXKe B MOXKUIIOM Bo3pacte (rmoaarpa).

Bo — BTOpBIX, OONBIIMHCTBO T€HHBIX 3a00JIEBAHUI 3aBUCUT OT HApPYIICHUS
COTJIACOBAaHHOW pabOThl MHOKECTBA T€HOB U (PaKTOPOB BHEIIHEW Cpelbl. DTO TaK
Ha3blBa€Mble MYJIbTH(PAKTOPHBbIE (MOJUTeHHbIe 3a00/iIeBaHMSA), K KOTOPHIM
OTHOCATCSA OOJIBIIEHCTBO IIMPOKO PACHpPOCTPaHEHHBIX 3a00JIEBaHUI yeJoBeKa :
nuaber, mm3oppeHus u Ap. ONHAKO €CThb U MOHOTEHHbIE HAacJeACTBEHHbIE
3a00JieBaHMA (IJIyXO0Ta, OOJIE3HU HEPBHOW CUCTEMBI U JIp.), YUCIO KOTOPBIX HA
CEroHs JOCTUTAET MOJYTOpa ThICAY.

B-Tperbux, MmeHaenupyromme 3a0oiieBaHMS, KaK MpaBUIO, MOTYT
BbI3BIBATHCA  HE  OAHUM, A  pa3IUYHbIMM  MYTAHTHBIMH  T€HAMH,
O0OyCJIOBIIMBAIOIIMMH, BECbMa CXOAHYI0, @ YacTO KIMHUYECKH HEOTINYUMYIO
KApTUHY TOpaXEHUs. JTa TaK. Ha3bplBacMmasi, I€TEpPOr€HHOCTh HACIEACTBEHHBIX
00J1e3HE SIBIIETCA IPABUIIOM /ISl MOHOTE€HHBIX 3a00JI€BaHUM.

B-4eTBepTHIX, OJJHU U T€ XK€ 3a00JI€BaHUS, MOTYT TMO-pPa3HOMY, B pa3HOIl
CTEIIEHU NPOSIBIIITHCA Y PA3HBIX HOCUTEIICH; Ta)K€ B OJHOU U TOM KE CEMbE, —
KIIMHUYECKUM TTOTUMOPHU3M.

Crenenp NpOSBICHHS NPHU3HAKA BBIPAKAETCS B OKCIPECCUBHOCTU T'EHA.
[leHeTpaHTHOCTH ONpPEAENSIETCSI TPOLEHTOM IMPOSBISEMOI0 JIEUCTBHSI T€HAa Cpean
ero Hocutene. Ecnu Bce ocoOu, MEOIIHME TOMUHAHTHBIN T'eH (MU PEeLieCCUBHBIM
IeH B TOMO3UTOTHOM COCTOSIHMM), 00JIaaroT JaHHBIM MPU3HAKOM, TO TOBOPAT O
100%-nH011 neHETPaHTHOCTH.

IKCNPECCUBHOCTH — CTeNeHb HWHIUBUIYAIbHONW BBIPAXKEHHOCTU
neiicTBus reHa. Tak, OIMH U TOT K€ T€H y Pa3HbIX OOJBHBIX MOXKET MPOSBIATHCS
eABa 3aMeTHO (C MaJoWl SKCIPECCHUBHOCTHbIO) WJIM CO 3HAUYUTEIbHBIMHU
CTPYKTYPHBIMH ¥ (YHKIUOHAJIBHBIMH HapymieHusMHu. [leHeTpaHTHOCTh U
HKCIIPECCUBHOCTD 3aBUCAT OT YCJIOBUI BHEIIHEW CPEbl, OT BIUSHUS IPYTUX T€HOB
U B I€JIOM B 3HAUUTEIHHOM CTENMEHM OT [JIMHBI MYyTH MEXIY [EepPBUYHBIM
OPOAYKTOM .I€Ha, T. €. MyTaHTHO U3MEHEHHBIM OEJIKOM, U MPU3HAKOM.

TaK, HarpumMmcp, FCMO(I)I/IJ'II/I}I U TEMOTJIOOMHOIATHHI MMPOABIIAIOTCSA BO BCCX
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ciydasx (IMojaHas NEHETPAHTHOCTb, BBICOKAs 3KCIPECCHUBHOCTH), TaK KaK KapTHHA
3a00JIeBaHUsl HEMOCPEACTBEHHO CBSI3aHA C HApyUICHHEM (PYHKIMH U3MEHEHHOTO
Oenka.

[IpakTHyeckn OYEHb MHOTHME, JIOMUHAHTHBIE TE€HBI O00JIAJAIOT PE3KO
BapbUPYIOIIEH  DKCIPECCUBHOCTHIO M HEMOJHOM  meHeTpaHTHocThio. K
PELEeCCUBHBIM I'€HaM 3TO OTHOCUTCS B TOPa3/i0 MEHbIIEH CTEIEHHU.

XapakTep HaclieZJOBaHHUs TeHHBIX 00JIe3HEeH 3aBUCUT OT MECTOHAXOXKICHUS
MYTaHTHOT'O I'eéHa B XpoMocoMme. Eciau MyTaHTHBINA T'€H HAXOAMUTCS B ayTOCOME TO
TUIl HAacjeJAOBaHa Ha3bIBAIOT AYTOCOMHO-JOMHHAHTHBIM WJIM  ayTOCOMHO-
PELIECCUBHBIM; €CJIU K€ MYTAHTHBIN F€H HAXOJUTCA B MOJIOBOM XpomMocoMe (X uiu
V), TO rOBOpSAT, O HACIEACTBEHHOM 3a00JI€BaHMM, CLEIJICHHOM C IOJIOM.

AyTOCOMHO-JIOMHUHAHTHBIE 3a00JieBaHUsl (KOPOTKOMAJIOCTh, OTOCKJIEPO3,
HEKOTOpbIE€ (POPMBI MbIILIEYHON aTpoduu, Xopes: ['eHTUHITOHA U Ap.) BCTPEUarOTCs
.OZJMHAKOBO YacCTO y MY>KYMH M JKCHIIMH. Eciau OOuH U3 pOAMUTENEH MMEET ITOT
NpPU3HAK, TO M CBHIHOBBS, W JI04epu OOJBHOTO MOTYT CTpajarb TEM Ke
3a00JIeBaHUEM, TaK KaK C PaBHOW BEPOSTHOCTHIO MOTYT MOJYYUTh XPOMOCOMY C
MYTaHTHBIM WJIM HOpManbHbIM, ajuienieM (50%). Takum oOpa3om, mpu. aHaauze
3HAYUTENIbHOTO YMCJla CeMel ¢ JOMMHAHTHBIM 3a00J€BaHUEM BBISIBIISIETCS, YTO Y
NOpaXeHHBIX IMOJOBHHA JETel 000ero moja MMEEeT 3TO ke 3abojeBaHue. YseHb
CEMbU, HE HMEIOIIME ATOW ceMeWHOW Oo0Je3HH, B JajbHEdIeM OyayT HMETh
TOJILKO 3J0poBO€ MOTOMCTBO. HacnenoBanue 3Toro 3a0osieBaHus, B JaHHBIX
BETBSIX CEMbU OOPBHIBACTCS.

[ToHSATHO, YTO OTBETCTBEHHBIEC 3a MATOJIOIMUECKUI MPU3HAK JIOMUHAHTHbBIE
TeHbl, TMpPOSBIASICH B (DEHOTHIIE TE€TEPO3UTOTHBIX HOCHUTENeH, B Mpolecce
HBOJIIOIMU I[IUPOKO MCKIIIOYAIOTCS OTOOPOM — TSKEIOOONbHBIE HE HUMEIOT
noToMcTBa. [103TOMy 1O CpaBHEHUIO C PELECCUBHBIMU JOMHUHAHTHBIE I€HBI, KaK
IPaBUJIO, MPOSIBISIOTCS MEHEE TSDKEJBIMU IaTOJOrM4ecKuMu mnpusHakamu. C
JIPYrol CTOPOHBI, KIMHULMCTAM M3BECTHO, YTO OYEHb OoJbllas A0Jds JOMHU-
HAHTHBIX 3a00JIeBaHWN OO0YCJIOBJIEHA BHOBb BO3ZHUKIIUMHU MYyTallUsIMHU, T. €. HE

YAAaC€TCA BBISIBUTD HOCHUTEJICH T€Ha B BOCXOOAIINX ITOKOJICHHUAX.

25



AyTOocoMHO-perieccuBHbIe 3a00eBaHus (TJTyXOHEMOTa, MHOKIOHHYECKas
snmiienicusi, 6one3np Tes-Cakca U Ap.) MPOSBISIOTCS TOJBKO MPH TOMO3UTOTHOM
COCTOSIHUM MYTAHTHOTO T€Ha, T. €. HacjleJoBaHHe OOJIe3HH HUIET OT 000UX
3IOPOBBIX poauTeneil — rerepo3uror. Oda moja mopaxarTcs OAUHAKOBO. PUCK
poxsieHus 06osibHOTO coctaBisieT 25%. BolyibHbIE oM OT Opaka cO 310pPOBBIMU
JULAaMH UMEIOT 3J0POBBIX AETEN, BO HOCUTENEH MyTaHTHOTO I'€HA.

BronHe MOHATHO, YTO «CKPBITOE» HOCUTEIBCTBO I'€HA Yy TIE€TE€PO3UrOT
CIOCOOCTBYET €ro pacHpoCTpaHeHH0. ['eH, He NpOosBIAACh Y HOCUTENEH,
NPaKTUYECKH HE MOABEpraeTcs JAEUCTBUIO €CTeCTBEHHOro ordopa. IlosTomy
OOJBIIMHCTBO MATOJOTMYECKUX MPU3HAKOB Y YeJIOBEKa OOYCJIOBIEHO HMEHHO
PELECCUBHBIMU F'€HAMMU.

Ha BeposATHOCTH TPOSBIEHHS TI€HA B TOMO3UTOTHOM COCTOSIHUM
CKa3bIBaCTCSl HAJIWYME KPOBHOIO POJCTBA POAMUTENIECH, TaK KaK KpOBHBIE
POJICTBEHHUKH C TOPa3/i0 O0bIIEH CTENEHbIO BEPOSITHOCTH SIBJSIFOTCS HOCUTEISIMU
ONHOW W TOW K€ MyTauuh. B CBA3M C OTUM INpPHU PEAKHUX PELECCHUBHBIX
3a00JIeBaHUSAX YaCTOTa KPOBHOPOJCTBEHHBIX OpPaKOB CpeAu poauTesiell OOJbHBIX
3HAUUTEJBHO TMOBBIIIEHA 0 CPAaBHEHUIO C YacTOTOM Takux OpakoB B o0OIIen
NOMYJISALUN.

HacneacTBeHHble MNPU3HAKH, CLEIUIEHHBIE C II0JIOM, OIPENEISIOTCS
reHaMy, Haxomsamumucs B X- U Y-xpomocomax. CyuTtaercs, 4To ¥Y-XpoMocoMa
IFEHETUYECKM HMHEPTHA B OTIMYME OT X-XpoMocombl. IloaToMy Bce TeHBI,
pacnoyiokeHHble B X-XpoMOcome, OyayT AakTUBHBI NpH Ha0Ope IMOJIOBBIX
xpomocoM XV, T. €. y myxxuuH. Eciii B oHOM 13 X-XpOMOCOM Y JKEHIIUH UMEETCS
pelieCCUBHBIN T'€H, OTBETCTBEHHBIN 3a pa3BUTHE OO0JIE3HH, TO OH HE MPOSBISAETCS,
TaK KakK €ro ajuielib B JPyrod X-XpoOMOCOME TIOHABJISET €ro JIEUCTBUE
(momunHupyer). Takas >KeHUIMHA — HOCHUTENb MyTaHTHOTO reHa — OyJeT UMEThb
3IOPOBBIX JOYEpe, Cpeld KOTOpPhIX 0K0JI0 50% OynyT HOCHUTENSIMH MYTaHTHOTO
reHa. Cpenu coiHOBed y 50% B HaOope monoBbix XpomocoM (XV) Oyxer
coaepKaThCcsl X-XpoMocoMa ¢ MyTaHTHBIM reHoM. OHH OKaXXyTcsl OOJbHBIMU, KOO

y-XpOMOCOMa HE HCCCT HOPMAJIbHOI'O aJljIciis. Tak kak X-XpOMOCOMa HC
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nepeaeTcs OT OTIAa HUKOMY U3 ChIHOBEMH, a TOJIBKO 104YepPSM, TO TaKue 00JIE3HU HE
NEPENAOTCSA MO MYKCKOM JUHUM (OT OTUA K ChIHY). BOJIEIOT CHIHOBBS, KOTOPbBIE
IIOJIY4arOT MyTaMTHBIN T'€H OT 3JJ0POBOM MaTepH, T€T€PO3UTOTHON HOCUTEIIbHUILIBI
3TOTO I'eHa.

Taxum oOpa3om, Korja peub UJET O PELECCUBHBIX, CLEIJIEHHBIX C I10JIOM
3a00JICBaHUSAX, TOPAKEHHBIMHU SIBIISIFOTCSL TOJBKO MYXXYMHBL. OTHUM IIyTEM
nepearoTcsl Takue 3a00JieBaHUsl, KaK reMopuins, JalbTOHU3M (KpacHO-3eJieHas
CIIETIOTa), HEKOTOpble Jpyrue OOJIE3HM oOpraHa 3peHus, MHOrue (Gopmbl
YMCTBEHHOM OTCTAJOCTH.

Ecnu MyTaHTHBIA T€H, JIOKAIM30BAaHHBIA B X-XpPOMOCOME, SIBISETCS
JOMUHAHTHBIM, TO OH MPOSBIIIETCA U Yy MYXK4MH, U y *KeHIuH. [Ipu 3TOM yacTora
3a00J1eBaHUS KEHIIMH B MOIYJISIUHU 10 CPABHEHUIO C MYXYHMHAMU BJIBOE OOJIbIIIE,
TaK Kak JKEHIIMHAa UMEET JB€ X-XPOMOCOMBI U COOTBETCTBEHHO BJBOE OOJIBIIYIO
BEPOSITHOCTH ITOIYYUTh JIOKAIN30BaHHBINA B HEW I'EH.

N3 Bcero Cka3aHHOIO CTAHOBUTCS MOHSTHOW BCS CJIOXHOCTh H3YYECHHS
HACJIEACTBEHHOW maroioruv. B Hacrosimiee BpeMsi OMHMCAHO OOJIBIIOE YHCIIO
TeHHBIX 00JI€3HEH, KOTOPhIE MOT'YT OBITh KJIIACCU(UIMPOBAHBI U TIO JIOKAIU3ALUU
KJIIMHAYECKUX CHUMIITOMOB, M [0 MEXaHW3MaM HAacJIECTBEHHON IEepeAayu.
KaramoroM HacineaCTBEHHOM NATOJIOTMM YEJIOBEKA SIBISETCS IUIMPOKO H3BECTHOE
n3nanue Mak Kbpro3uka, HeTaBHO EPEBEAEHHOE HA PYCCKHM SI3BIK.

Belme peuyr muia 0 MOHOMEPHO HAcJIEIyKOUIUMXCS, TaK Ha3bIBAEMBIX
«MEHJICTUPYIOIINX» HACIIECTBEHHBIX 3a00I€BAHUSX.

HecMoTpst Ha uX o4yeHb OOJBIIOE YUCIO, OHU COCTABIISIIOT OTHOCUTEIIBHO
HEOOJIBIIYIO 00 CPE BCEH HACIeICTBEHHOM MaTOJIOTMH  YeJIOBEKa.

Haunbonee mmpoko pacnpocTpaHeHHBbIE 3a00JIeBaHUS C HECOMHEHHOM
POJIBIO0 HACJIECTBEHHOCTH, TaKHe, KaK MU30(PEHHs], peBMAaTU3M, aTEePOCKIEPO3 U
Ip., HE MOAYHUHSIOTCS 3aKOHOMEPHOCTSIM [IPOCTOTO0 MEHEIIEBCKOTO HACJIEI0BAHHUS.
COOTBETCTBEHHO pOJIb CpeAbl B pealn3aluyd 3a00JIeBaHUM 3TOW MmocienHen
TPYNNbl 3HAUUTEIBHO OOJIBIIE, YEM POJIb CPEAOBOTO BO3JCHCTBUS B MPOSIBICHUU

MOHOT'€HHO HaCJIeAYIOIIMXCs, 1e(EKTOB.
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b. II. Ddpoumcon (1968) mnompasnensier OOJE3HH YEIOBEKA IO
COOTHOCHUTEIIBHON POJIM HACJIEICTBEHHOCTH U CPENIbl HA 5 OCHOBHBIX TPYIIL:

1. bone3Hu, OposBISAIOMIMECS JHUIIb Yy JIOJAEH C OINpPEACICHHBIM T€HOTUIIOM
HE3aBHCHMO OT BHEIIHUX yclIoBuM (remoduius, Oone3ns JlayHa, xopes
['enTuHrrona u ap.).

2. bone3Hu, MPOSIBISIONIMECS TOJBKO Yy JIIOJEH C ONpeNeIeHHBIM T€HOTHIIOM,
OJTHAKO JIMIb MPU HATMYUU OMPEEICHHBIX (PaKTOpOB cpenbl (mogarpa, caxapHbli
niadeT u ap).

3. bone3Hu, nposIBISAIOIINECS, Y JIOACH, C Pa3HBIM T'€HOTUIIOM, HO C YaCTOTOM U
TSYKECTBIO, 3aBUCSIIUMH OT T€HOTUIA U CpeAbl (TMIEPTOHUYECKass OO0JIEe3Hb, S3Ba
JIBEHAIIIATUTIEPCTHOW  KUIIKU U. Jp.).

4. bone3Hu, MPOSBISAIONIMECS TPU JI0OOM T€HOTHIIE, HO MO TSKECTH U 4acTOTe
3aBUCSIINE OT TeHOTUIa (TyOepKyJe3, Kapuec 3yO0OB H JIp.).

5. DbBone3Hu, 4acToTa W TAKECTh KOTOPBIX MOJHOCTBHIO 3aBHUCSAT OT BHEIIHHUX
(bhakTopOB.

B oroit kimaccudukanuu TOMAYEPKUBACTCS TOJOXKEHWE, UYTO MHOTHE
HACJIEICTBEHHbIE 3a00JIeBaHUSl 3aBUCAT OT (PU3HOJOTMYECKOTO COCTOSHUSA
OpraHvi3Ma, OT JI€WCTBUSA JAPYrMX TI€HOB M B3aUMOJECHCTBUSI OpraHu3ma C
OKpy’Karomen cpeaord. B CcBOO ouepenb W HEHACIEICTBEHHAS IMATOJIOTHS
pa3BUBAETCS O] BIMSAHUEM T'€HETHUECKHMX OCOOEHHOCTel uenoBeka. VIMeHHO B
F€HETUYECKOW YHHKAIbHOCTH YEJIOBEKA KPOETCSl MPUYMHA TOTO, YTO y KaxKJI0ro
OOJLHOTO OJHU U TOT K€ BHEIIHUM ATHOJOTUYECKHUM (DaKTOP BBI3BIBAET 0OJIE3HB C
WHJIUBUAYAJIbHBIM TedeHHeM. VIMEHHO MOATOMY B MPaKTHUUECKOW MEIUIuHE
CYLIECTBYET TE3HC: JICUUTh HEe 00JIe3Hb, a OOJILHOTO YeJIOBEKa, T. €. MHAWBHIyyMa
CO BCeMU CelM(PUUECKUMH CBOMCTBAMU KU3HEAEATEIbHOCTH.

B nmanpHeiimem, uzydas HacJieICTBEHHBIC 3a00JI€BaHUs, MIPEIACTABISIONINE
WHTEpPEC I CIEIHAIMCTOB, PabOTAIOMUX B CICIHAIBHBIX YUPEKICHUIX C
J€TbMHU, MMEIOIIMMH HaCJIEe/ICTBEHHbIE Ne(EeKThl pa3IMYHbIX OPTaHOB U CHUCTEM,
HEOOXOJMMO  TMOMHHUTb,  4YTO  OONe3Hb,  Jaxe  JAeTepPMUHHpPOBaHHAs'

HACJICACTBCHHBIMU CTPYKTypaMHu, IPOABIACTCA MW B KOJWMYCCTBCHHOM, M B
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Ka4CCTBCHHOM OTHOIICHHUHU Y PA3HbIX J'IIOI[CI\;I WHAWBU/YaJIbHO, KaK HHAWBUIYAJICH

KaXXJIbI YEJIOBEK — B3POCIIbII U peOCHOK.

IIpoBeps ceds :

1. CooTHonieHre OUOTOTMYECKUX U COIMATIBHBIX (DaKTOPOB B Pa3BUTHUU YEJIOBEKA.

2. YenoBek Kak 00bEKT T€HETUYECKOTO UCCIEAOBAHUS.

3. Pa3genpl, TEHETHKM 4YeJOBEKAa: a) AaHTPOIOIreHEeTHKa; O) meaaroruyeckas
TE€HETHKA; B) MEIUIIMHCKAs TCHETHKA.

4. HacnencrBeHHasi, BpOXKICHHAS U CEMEWHAS MATOJIOTUS YEIIOBEKA.

5. XpomMocoMHbIE OOJIE3HHU.

6. I'ennsbie 3a00JIcBaHUS.
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2.2 T'eHeTHKA MCUXHUYECKHUX 0O0JIe3HEH

[lcuxuka yenoBeka siBisieTcsl QyHKIMEH MO3ra - BeIcHIEH (JOPMBI pa3BUTHS
matepud. [loHsTHOo, uTOo 17 (GOPMUPOBAHHUA HOPMAIBHOM TMCHUXUYECKOU
NESATEIIBHOCTH YEJIOBEKa HeoOXoauMa aHaTOMUYeckas M (YHKIMOHAIbHAs
IOJIHOLICHHOCTh ~HEPBHOM  CHUCTEMBI, 4YTO OOECIIEUMBACTCS  CIOXKHEUIIUM
B3aUMOJICCTBUEM OHMOJOTMYECKUX — KaK HACIEIACTBEHHBIX, TAK M CPEJOBBIX—
(dakTopoB ¢ (hakTOpaMH COLHUANIBHOIO (HOPMHUPOBAHMS YEJIOBEUECKON JIMYHOCTH.
OOcyxaast CTAaHOBJICHHE MICUXUYECKUX (PYHKIUU YeJIOBEeKa, celyac y>Ke HUKTO HE
BBIJIBUTACT AJIBTCPHATUBHOE IIOJIOKEHHME: HACIECACTBEHHOCTh WIHM cpena. B
HACTOSILEE BpeMs YXKE€ HENb3s BCEPbE3 BOCIPUHHUMATBH IIOJIOKEHHUE O TOM, YTO
MO3I HOBOPOKJIEHHOT'O MPEACTABISIET «YUCTYIO JOCKY», HA KOTOPOM cpena, T. €.
B JJAHHOM CIly4ae BOCIIMTAaHHUE, MOXKET HAIIMCATh BCE, YTO YIOAHO.

[Ipy wn3ydyeHuil moBeneHHUs 4YeNOBEKa (M BBICIIUX >KUBOTHBIX) CETOIHS
nocrynupyercs (opMyiia: NMoBeieHHe = HACJEACTBEHHOCTD + cpeja.

I'oBOopss O ponu HACIENCTBEHHOCTH, CJIEAYEeT BCErga IIOMHHUTb, 4YTO
OpraHu3M HacjeayeT He TMpPU3HAaKUM, a TEHbl, KOTOphle OOYCIOBIHUBAIOT
ONpe/eNieHHbIe TMOTEHIMH pa3BUTUSA. OTO  MOJIOXKEHUE SIBJSETCS OCOOEHHO
BaXXHBIM, KOT/Ia pe4yb UJET O POJIM HACIEACTBEHHOCTH B (POPMUPOBAHUU CIIOKHBIX
aKTOB TCHUXUYECKON AEATENbHOCTH YEJIOBEKAa: TaK, BAXXHO IMOHATh, YTO PEOEHOK
HacJIeyeT He UHTEJUIEKT, a BO3MOXKHOCTh 00J1a/1aTh ONPECIIEHHBIMA YMCTBEHHBI-
MU CIIOCOOHOCTSIMH, HE pedb, a CIIOCOOHOCTH (POPMHUPOBaHUS peun U T. A. Orcroaa
CJIEIyET, YTO, C OJHOW CTOPOHBI, TOTEHIMM MOTYT OCTaTbCi M
HEpEaJn30BaHHBIMU, 4 C JPYrOM CTOPOHBI, YPOBEHb BO3MOKHBIX TOCTMKECHHUU
MPOSIBJIICHUS] TEX WJIM MHBIX CKIIOHHOCTEH, CIOCOOHOCTEN, 0COOEHHOCTEH TMYHOCTH
HACJICACTBEHHO PA3JIMYEH Y Pa3HbIX JIULI.

Peanm3zanyst HaclleICTBEHHBIX IOTEHIMM 3aBUCUT OT BTOPOTO BaXKHOI'O
(dakTopa, onpenensouero GopMupoBaHne IICUXUKH YEI0BEKA, — CPEJIbI.

Cpena, OTBETCTBEHHas 3a peaau3alUI0 M Pa3BUTHE T'€HETUYECKOU

IIpOorpaMMmel, 0OBIYHO noapasacisI€TCs .Ha BHyTPCHHIOIO U BHCIITHIOHO.
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BHyTpeHHsia cpexa — D3TO BCE IIPOLIECCHI, KOTOPBIE IPOTEKAIOT B
OpraHu3Me.

Buemnsisi cpega — 3TO BO3AECUCTBUSA, KOTOPBIEC HCIBITBIBAET OPTAHU3M CO
CTOPOHBI YCIIOBUH CYIIECTBOBAHUS.

Ycnexu reHeTUKH, PAaCKPhITUE MEXaHU3MOB I'€HETUYECKOr0 KOJa OKa3alu
OoNbIlIOE BIMSHME M HAa YYEHBIX, pabOTalOUMX B OO0JACTU IICUXOJOTHH U
ncuxuatpur. OHU OTKPBUIH MyTh K OOBEAUHEHUIO UCCIEI0OBAaHUHN, TPOBOANMBIX B
NCUXUATPUHM M TICUXOJIOTMH, C KOHLEMUHUSAMU MOJIEKYJISIpPHOM OHOJOTHH, T. €. K
pa3pabOTKE  METOJOB  MCCIEIOBAaHWSA,  HANPAaBICHHbIX HA  PacKpbITHE
HEUPOXUMHUYECKOU OCHOBBI IICHXWYECKMX pPEaKIUM 4YeJIOBEKA B HOPME U
IIATOJIOTMH. DTH MCCIIEIOBAHUS HAXOIATCA €IEe B CAMOM Hadalle CBOEro IyTH.

B mHacrosmem paszmene Mbl  pacCMOTPUM  BONPOCHI, CBS3aHHBIE C
JOCTHKEHUSIMU T€HETUKHM B OOJACTH HU3YyYEHHS OCHOBHBIX (OpPM MATOJIOTHU
INCUXUYECKON  JESATENIbHOCTH: YMCTBEHHOM  OTCTAJIOCTH, IW30(QPEHUH U

OIMUJICIICHUH.
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2.3. T'eHeTHKa YMCTBEHHOH OTCTAJIOCTH

YMcTBEeHHasi OTCTajIOCTh, T. €. COCTOSIHUE, KOT/la MHTEJUIEKT peOeHKa He
JIOCTUTAET YPOBHSI Pa3BUTHUSI, MUHUMAIBHO HEOOXOMMOTO ISl JAHHOTO BO3pacTa,
MOXET ObITb OOYyCIIOBJIEHA MHOXECTBOM Pa3HOOOpA3HBIX MPUYUH CaAMOTO
pa3IMyHOro Xapakrepa. TepMHH «yMCTBEHHAas OTCTaJOCTb» OTIUYAEeTCS OT
TEPMHUHA «JIEMEHLHU», KOTOPbIM OOBIYHO 0003HAYAIOT pachaj, CHUKECHHE YiKe
copMupoOBaBILIErocss HMHTEJUIEKTa. B cBOlO ouepenp, U3 Bcel yMCTBEHHOM
OTCTAJIOCTH MPUHSATO BBIACISTH 0uzopenuto, T. €. T¢ HOpMbI HHTEIICKTYaTbHON
HEJOCTAaTOYHOCTH, KOTOPhIE BO3HUKIIM, Y peOCHKA JI0 TPEX JIET, XapaKTePU3YIOTCS
CTOMKMM HEJOPAa3BUTHUEM I[I03HABATEIbHOM JIEATEIBHOCTH U HE HUMEIOT
IPOrPECCUPOBAHNUS HHTEIJIEKTYaTIbHOTO JIe(heKTa.

CornacHO TpHUHATOM B HAcToslIEe BpeMs MEXIYHapOJHOM Kiac-
cupukanuu OoJie3HEH YMCTBEHHYIO OTCTAJOCTh pA3AEISAIOT 10 CTENEHU
MHTEIJICKTYyallbHOTO HEJIOPA3BUTHS U TIO STHOJIOTHH.

[lo cremeHn HeROpa3BUTHS BBIICHSAOT 6 Tpynm: MOrpaHUYHAS
YMCTBEHHAsI OTCTAIOCTh, A€OMIBHOCTh, YMCTBEHHASI OTCTAJIOCTh CPEIHEN TSHKECTH
{nermyOokasi MMOCIMJIBHOCTh), pe3Kas YMCTBEHHAs OTCTaJOCTh (BBIpaKCHHAs
UMOEIMIIBHOCTD), TIyOOKasi YMCTBEHHAs] OTCTAJIOCTh (MIUOTHSI) U HEyTOYHEHHAs
10 CTENEHN YMCTBEHHAs! OTCTANIOCTb.

B orHomiemmm oTHONOTMM BhIENAIOT 10 BapuaHTOB; MOpaXEHUS,
BbI3BaHHbIE MH(DEKIMEN, HApYIIEHUSIMU 0OMEHa, XpPOMOCOMHBIMU a0eppalusiMu U
T. II.

CymecTByromas  kiaccupukanus HE TPUHUMAET BO  BHHMAaHMUE,
OCTIOXKHSIIOIIUX YMCTBEHHYIO OTCTQJIOCTh TCUXHUYECKUX HAPYIICHWHA, KOTOpPHIE
HEPEIKO UMEIOT MECTO B KIIMHUKE U yU€T KOTOPhIX OYeHb BaXKEH JJIsl MPaBUIbHON
pa3pabOTKN MEANKO-KOPPEKITHOHHBIX MeporpusiTuii. B OyaymieM kiaccudukamnus
JIOJKHA, HECOMHEHHO YYECTh 3TOT BaXKHBIA I ajantaiuu OOJIbHOrO (hakTop.
Yrto kacaercs oOUICTIPUHATOrO B HAIIEH CTpaHe JEJIEeHHS Ha OJUTOPPEHUI0 H

npyrue GopMbl paHHETO HHTEJUIEKTYaJIbHOTO JAe(eKTa, UMEIOIINE ONPEACIICHHYIO
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IPOrPEANEHTHOCTb, TO 3/1ECH CIEAYET CAENaTh OTOBOPKY.

C mo3unuii TeHEeTUKHU 11e71eco00pa3Ho U3ydaTh YMCTBEHHYIO OTCTaJOCTh B
1EJIOM, @ HE OTIEJIbHO OJUTO(PEHUI0, U yCNeXU T€HETHMKH KakK pa3 KacaroTcs
PaCKpPBITUSI MEXaHU3MOB MHOTHX ()OpM paHHEr0 MHTEIJICKTYaJIbHOTO HAPYIICHHUS,
MMEIOIINX OIpPEAESICHHYIO MPOrPeIUEHTHOCTh MopakeHus. Takas He0OX0IUMOCTh
LEJIOCTHOTO MOJIX0/1a K YMCTBEHHOM OTCTAJIOCTH B TE€X CIIy4asiX, KOT/a pedb UJET
00 U3yYeHUH ITUOJIOTUH, OOBSICHAETCS HECKOTbKUMU TPUYUHAMH.

Bo-niepBbIX, pacKpeITHE€ pOJM HACIEACTBEHHBIX Je(EKTOB OOMEHa B
(GbOpMUPOBAHNN WHTEIJIEKTYyallbHBIX HApYIICHWH TMOKa3alo, 4YTO TMPH DITHUX
TEKYIIUX, TMPOTPECCUPYIOMINX 3a00JIeBaHUAX JaleKO HE BCETrJa MOXKHO
KJIMHUYECKH YCTAHOBUTh MPOrPEIUEHTHOCTh HHTEJUIEKTYalbHOIO Jie(eKTa.
3HauuTeNbHAsA YacTh OOJBHBIX C (DEHWJIKETOHYPHEH, rajlakTo3eMueld U ApyruMu
OOMEHHBIMHU 3200JIEBaHUSMHU TPAKTOBAJIACH PAHBIIIE UMEHHO KaK OJUrO(QpeHHUs.

Bo-BTOpBIX, MpU HEKOTOPBIX €le HESICHBIX JeeKTax oOMEeHa MaTOoreHes
MOJKET UMETh TaKOW XapakTep, Korja rpydoe mopakeHrne Mo3ra mporu30iaeT OYeHb
paHo, BHYTPpUYTPOOHO, U OyJIeT TOJIBKO HEeOpa3BUTHE O€3 MPOTrPEeANCHTHOCTH, T.€
POrPEANEHTHOCTh HEBO3MOYKHA BCIIEAICTBUE TSDKECTH MOpakeHus mo3ra. OaHako
py OMOXUMUYECKOM OOCJIeIOBAaHUM TaKOTO OOJIBHOTO Je(EKT, OTBETCTBEHHBIN 32
NOpaXEHUE, MOKET ObITh BBISBIICH.

B-TpeThux, npu HEKOTOPBIX MEIJIEHHO MIPOTPECCUPYIOITIX
HACJICICTBEHHBIX 3a0oyieBaHUsX (HampuMmep HelpoduOpomaToze, MHONATUA
JltorieHHa) mopa)XeHre MHTEJUIEKTa MOXKET HOCUTh XapaKTep HEIOPa3BUTHS U HE
IPOTPECCUPOBATH.

YMCTBEHHAs! OTCTAJNIOCTh SIBJISIETCSI OUEHb PACIPOCTPAHEHHBIM COCTOSTHUEM,
XOTs JJAHHBIE O €€ YaCTOTE PE3KO KOJICOIIOTCS B pa3HBIX UccieqoBaHmsIX. CXOaHbIC
JaHHBIE MO Pa3HBIM HCCIEAOBAHUAM B Pa3HBIX CTpaHaX HMMEIOTCS JIMIIb IS
YMEPEHHBIX M TSDKEIBIX CTENEeHEeW HHTEJUIEKTyalbHOro nedexkra — TiyOoKoit
NeOMIbHOCTH, UMOCIIMIIBHOCTA U UAMOTUU. DTU (HOPMBI BCTPEUAIOTCSI C YaCTOTOU
B nonyJsiuuu npumepHo 4 xa 100.

FJIY60KI/IG pa3indusd  BO B3IAAaX Ha IIOHATHUA JIETKOM CTCMEHU
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OJMTO(PPEHNH, TTOTPAHUYHOW YMCTBEHHOU OTCTAJIOCTH, 33JEPKKU TCUXUYECKOTO
pPa3BUTHSA U T.J. JAIOT YPE3BBIYAITHO pa3HOOOpa3HbIe IMUMPHI PACTIPOCTPAHCHHOCTH
ATUX COCTOSIHUU.

B cpennem, 1o naHHBIM psa CTpaH, B TOM 4YHUCJIE€ B YKpaumHE, MOXKHO
cuuTaTh, yTo 7-10 Ha 100 meTed MIKOJBHOTO BO3pacTa TPEOYIOT CIEIUAIBLHOIO
O0Oy4eHHs] UHTEIUIEKTYaIbHON HEAOCTaTOYHOCTH, T.€. MOTYT CUMTATHCS YMCTBEHHO
OTCTaJIbIMH.

DTHUONOTUS YMCTBEHHOM OTCTAJIOCTH Ype3BblYaiiHa pa3zHooOpa3Ha. OreHka
pPOJIM TEHETHUYECKUX (DAKTOPOB B €€ BOSHUKHOBEHUHU IO JJAHHBIM Pa3HBIX aBTOPOB
kosneoserca ot 20 po 90 %. Takas Oosbliasg pa3HUIA OOBACHSETCS IBYMS
MPUYUHAMH — PA3JIMYHON CTPYKTYpOH 0OCIIeyeMBbIX TPYIIl MO CTENEHU TSKECTU
MHTEJJIEKTYalIbHOTO Jie(peKkTa W OT4ACTH MPOU3BOJIBHOCTBIO B OMNpEACICHUU
ATUOJIOTUU 3a00JIE€BaAHUS.

B memom MOXHO cuuTaTh, YTO POJb TIE€HETHYECKHX (HAKTOPOB Hale
BBISIBJISIETCS TIPU 0O0JIee JIETKUX CTEMEHSIX YMCTBEHHOW OTCTaJIOCTH M HECKOJIBKO
peke B OTHOJOTUM TSDKENBIX CIydaeB, TA€ NpeodsaaloT  3K30T€HHO
0OyCIJIOBJIEHHBIE MOPAKEHUSI.

VYemexu  KIMHMYECKHX,  IIUTOTEHETHYECKUX U OHMOXUMUYECKUX
WCCJICIOBAHUM TIO3BOJISIIOT B HACTOSIIIEE BpeMs Cpenr Bcex (PopM yMCTBEHHOM
orcranocti AuddepeHurpoBaTs 4 rpynnbl 3a00JE€BAHUA C PA3IUYHON POJIBIO
HACJIEICTBEHHBIX ()aKTOPOB, XOTS BO MHOTOM €I11€ HESICHO :

1) XpomocomHbIe 3a00JI€BAHHUS;

2) T'eHeTnyeckue MOHOTHOPUAHO HACIEIyIOIMIUECS 3a00JIeBaHUS
(Menaenupyomre GopMmsl);

3) KiuHuueckn oOYepUYEHHBIE TCHETUYECKHWE CHHAPOMBI C HESCHBIM
XO0JIOM HacJieI0BaHUs;

4) Knunnuyecku HemuddepenmnrpoBannas oaurodpenus (C BEpOsITHO

INOJIMT'CHHBIM XapaKTCpOM HaCJ'IeIIOBaHI/I}I).
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24. Oumnroppenusi, CBSI3aHHASE C HAPYLICHUSIMM XPOMOCOMHOIO

HaOopa

Onurodpenusi, o0ycrIOBIEHHAs HapPYyIIEHUSIMHU XPOMOCOMHOro Habopa,
coctaBisier 10-12 % cpean OEeTCKOro KOHTMHIEHTa YMCTBEHHO OTcTanbiX. [Ipum
3TOM TOJBKO 1-2 % 00ycnoBieHbI pa3iuYHbIMU (MHBIMH, YeM OoJe3Hb JlayHa)
XPOMOCOMHBIMH HapyleHussMHu. OcTalibHbIE TPUXOAITCS Ha Oose3Hb JlayHa.

[Tonapnstoniee OOJBUIMHCTBO CHHJIPOMOB, OOYCIOBIEHHBIX H30BITKOM
XpPOMOCOMHOT'0 Marepuaa, a TAKKe pa3IMYHbIMU CTPYKTYPHBIMU MEPECTPONKAMU
ayTOCOM, BBI3BIBAIOT TSKENbIE HAPYLIEHUS y IUIOAOB M HOBOPOXACHHBIX U
CONPOBOXAAIOTCSI  BBICOKOM  JIETAIBHOCTBIO  (CMepTHOCTBIO).  CpenHsis
IPOJOJDKATEIBHOCTh KU3HM JI€Ted CO MHOTMMH a0eppalusMu  ayTOCOM
COCTABJISIET HECKOJIBKO MecsaneB. [loatomy cpeau Jered JAOIIKOIBHOIO H
IIKOJIBHOTO BO3pacTa OHU BCTPEYAIOTCS O4YeHb peaxo. IIpm MeHee Tshxenon
KJIIMHAYECKOW  KApTUHE  XPOMOCOMHBIE  HApYILIEHUS  XapaKTEePHU3YHOTCS
ONPEAEIECHHOW, 4YacTO  HEPE3KO  BBIPAKEHHOW  JIUCIUIACTUYHOCTBIO U
HEJOpa3BUTHEM HHTeUIeKTa. [Ipu codyeTaHMM STUX NTPU3HAKOB Yy OOJBHOTO
HEOOXOUMO  KapAuojoruueckoe ero  oOciemoBanue. Yro  kacaercs
WHTEJUICKTYaJbHBIX HAPYIICHWH, TO TIpu ab0epaluu ayToCoOM OHHM MPAKTHYECKU
BCETa HOCAT XapaKTep OJIUTrO(QpPEeHUH TIIyOOKHX CTEIEHEN.

[Topaskenne Mo3ra pu ayTOCOMHBIX ab0eparusax He UMEeT, KaK MPaBUiIo,
cnenuuyeckoro g TOW WM HWHOW XPOMOCOMHOM aHOMaJIMM XapakTepa.
OTmeyaroTcss yYMEHbBIIEHHE pPAa3MEpPOB MO3ra, aCHUMETPUU B €ro CTPOCHUH,
pacIIMpPEHNE JKEIyJI0YKOB, HEIOPA3BUTHE WJIH IOJHOE OTCYTCTBHE OTAEIBHBIX
CTPYKTYp, HapylIEHHE NPOCTPAHCTBEHHOTO pACIOJIOXKEHUS KJIETOK KOPBI.
CoOOTBETCTBEHHO, KaK MPABWIO, HET U CHEIU(DUUECKHUX, XapaKTEPHBIX JJI TON WU
WHOI abeparuu HapyIIeHUH B JESTEIHHOCTA MO3Ta.

CnoxxHee OOCTOMT €O C XapaKTepOM IMOPAKEHUsS] NMPU HAPYLICHUU B
CUCTEME TOJIOBBIX XpoMocoM. Kak yXe ynmoMHHanaoch, 3TH HapyLIEHUs ropasio

MCHEC q)aTaJILHO CKa3bIBalOTCAd Ha pa3BUTHM OpraHu3iMa, AO4AJICKO HE BCCraa
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COMPOBOK/IAICh 3aMETHON MHTEJVIEKTYaJIbHOM HEIOCTATOYHOCTHIO. DTO BUIHO U3
CpPaBHEHHMS 4YaCTOThI CUHJIPOMOB Y HOBOPOXKJIEHHBIX M1 YMCTBEHHO OTCTaJIbIX.

Tak, X-tpucomusi u cunapom KraitHbenbTepa cpenu HOBOPOKICHHBIX
Juib B 2—2,5 pa3a pexe, ueM CUHIpoM JlayHa; cpeiu YMCTBEHHO OTCTAJIBIX 3TH
3a00sieBaHUsl BO MHOTO pa3 pexe 6one3nu [ayHa.

[Ipu sTOM B peane ciy4aeB y OOJBHBIX HE OTMEUAETCs HEIOpa3BUTHUS
WHTEJJIEKTa, HO UMEETCSI CKJIOHHOCTh K JAPYTMM ICUXUYECKUM HapyiieHusM. Tak,
MOKa3aHo, 4To Juia ¢ kapuorunom 47, XXV u 47, XXX B HECKONBKO pa3 yaiie
BCTpEYAIOTCS cpear OONBbHBIX MHM30(ppEeHUEH, 4yeM B oOuieil nomynsuuu. ['opa3go
yale y HUX BCTpPEYAIOTCS M JIpyTHe ICUXMYECKHWE HapyIICHUs, Takue, Kak
MICUXOMNATHUA, CKIOHHOCTh K CyIOpOTaM, aJIKOTOJIU3M U T. II.

MexaHn3Mbl O3TUX HapylmieHud HescHbl. [lokasano, 4Wro y mum ¢
aHOMAJUSMH B YHUCJE TOJIOBBIX XPOMOCOM M IMCHUXWYECKUMHU HapYLICHHUSIMU
MOBBIIIEHA YacCTOTa Pa3HOTO POJla AK30T€HHBIX BpeaHOCTeld. HekoTopble aBTOpPBI
BBICKA3bIBAIOT MPEAMNOJIOKEHNE, YTO TMpHU abeppanusix IMOJOBBIX XPOMOCOM HE
CTOJIbKO caM (haKT XpOMOCOMHOTO HapyIlIeHHs OTBETCTBEH 3a HAPYIIIEHUE MO3ra, a
TO, 4YTO TMPU HAIUYUMA JIUIIHEH X-XpOMOCOMBI CYIIECTBYET TOBBIIIICHHAS
YyBCTBUTEJIBHOCTh OpPraHW3Ma K BO3JICHCTBUIO APYTUX AareHTOB, SIBIISIFOLIUXCS
HEMOCPEACTBEHHOM ITPUUYUHON MO3TOBOT'O TTIOBPEXKICHUS.

Cpenu ydammxcsi BCIOMOTATENbHBIX IIKOJ JI0As OOJBHBIX C XpO-
MOCOMHBIMH a0eppanusaMyd HeBelnka. Tak, mpu oOciemoBanuu 1366 nereit w
MOAPOCTKOB ATOTO KOHTUHTEHTa ObLI BBIABICH 21 OOJBHON C XpOMOCOMHBIMU
abeppanusmu, uto coctaBisget 1,5%. [Ipu stom 15 ciaydaeB coctaBisiiiu 00JIbHbBIE
C aHOMaJHUsIMU TIOJIOBBIX XpOoMOcOM; cuHApoMbl KnaitHdenbTepa, X-Tpucomus u
[Ilepemeckoro —TepHepa.

Jledenne mpu XpOMOCOMHBIX abepparusix (ocoOeHHO abepparusax
ayTocobl) ManoddpdekTuBHO. OCHOBHOE BHUMAHHE JOHKHO OBITh HAIllpaBJIEHO Ha
uX NMPOPUIAKTUKY.

Hwxke mnpuBoautcst omucaHne Haun0ojiee YacTO  BCTPEUAIOIIUXCS

KIIMHUYCCKNX CUHAPOMOB, BBI3BAHHBIX XPOMOCOMHBIMHA a6eppauH;IMH.
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2.5. Cunapom layna

Bnepseie omucan B 1866 1, JlanrmoHom JlayHoM 1107 Ha3BaHHEM
«MoHrou3b»y. B 1959 r JlexxeHn ¢ coaBTOpaMH YCTAHOBWIM, YTO TMPU JAHHOM
3a00JIeBAaHUU UMEETCA JIUIIHAS XPOMOCOMa M3 TPYMIBI MajbIX aKpOIECHTPHUKAB, a
uMeHHo 21. Cunapom Jlayna — camas dactast XxpomocoMmHasi abeppauusa. Cpenu
HOBOPOXXJICHHBIX €€ yacTtoTa coctaBiseT npuMmepHo 1:700. Cpenu yMCTBEHHO

orcTanbix AeTeil He MeHee 10% mamaet Ha cunapom [ayHa.
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Puc. 3. boae3nb Jlayna. (XapakTepHbIil BHEITHUN BU OOJBHBIX.)

Jlnarno3 cunapoma JlayHa vaiiie BCEro CTaBUTCA cpa3y )K€ MOCIE POXKICHUS
N0 XapakKTepHbIM.  4YepTaM JIMIA: KOCO paCIOJIOXKEHHbIE Tja3a, I[IUpoKas
NEePEeHOCHIIa, KOXKHAsI CKJIAJKa Yy BHYTPEHHEro yria ria3a (3nukant). bonbHble,
KpOME TOTO, IMEIOT YMEHBIICHHBIE Pa3Mephl uepena, 0COOEHHO B MepeaHe-3aHEM

auamerpe, JeopMUpOBAHHBIE VIIIM, YBEJIMYEHHBIA S3bIK, HCKPHUBJICHHbBIC
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MU3UHIBL (puc. 3). Yxe Ha MepBOM TOAYy >KU3HU CTAaHOBUTCS 3aMETHBIM
OTCTaBaHHWE TICUXUKH U MOTOPHUKHU. JleTH Mo03)Ke HAUYMHAIOT CHAECTh U XOJUTh.
MBpIibl pe3Ko TUIIOTOHUYHBI, B CyCTaBax yBeJIMYEH 00beM JBHKeHH. OgHOM U3
HanboJIee YacThIX aHOMANIUH ABISTIOTCS Topoku cepAta (y 30% OobHBIX).

[Icuxnueckoe HENOpa3BUTUE IIPU O0oneznn JlayHa BeIpakaeTcs B
YMCTBEHHOM OTCTaJIOCTH, ITaBHBIM 00pa3oM J10BOIbHO riryOokoil. Ilo ganueiM E.
®. JlaBunenkoBort (1966), y 91% OONBHBIX OTMEYAETCS HMOCIMIBHOCTD, Y
6,5%—neOunbHoCcTh, y 2,5% — uauotus. B penkux ciaydasx AeTH ¢ O0JE3HBIO
Jlayna MoryT oOy4arbCsi BO BCIIOMOTIaTeNIbHOM IIKOJIe. MeauKo-ne1arornieckue
BO3JICHCTBHSI MO3BOJIIIOT KOPPUTHPOBATh B M3BECTHBIX Npe/eax UMEIOIIUeECs Jie-
GeKThl K B KaKOH-TO CTEMEHH COIMAIBbHO aJalTHPOBATh OONBHBIX C OOJE3HBIO
[ayHa.

W3BecTHBI 1Ba IUTOTCHETUUECKUX BapuaHTa O6osnesnu [layHa: mpucommsiii
IpyU KOTOPOM HUMeEETCS HepacxoxkaeHue 21-i XpoMocoMbl Npu OOpa30BaHUU
raMeTbl y OJHOTO W3 pOJUTENeH; MOXKET OBbITh IMOJHAs TPUCOMUS, KOT/Ia BCE
KJIETKH OOJBHOTO COJEepXaT aHOMalbHBIM HaOOp, W Mo3amyHas (opma, Korma
4acTh KJIETOK HOpMaJlbHA, a Apyras — HECeT TPUCOMHUI0. JTa popma oOpaszyercs
y)K€ BHYTPUYTPOOHO Ha paHHUX CTagusix JApoOJeHUs 3UrOThl. TPUCOMHBIM
BapUAHT COCTaBIsIeT OkoJio 95% cpeaun Bcex ciydaeB Oosiesnu [layna. Cpennuii
BO3pacT mMarepei npu 31oi Gopme nosbiiieH. Tak, cpeau xeHuuH crapiie 40 et
4acToTa POKJICHUM JieTelt ¢ Tpucomueit-21 cocrapiser 1:75.

Hetn c¢ wmo3auuHodt ¢dopmoit Oonesnu JlayHa, MoOryr, He UMETh
XapaKTEPHBIX .(PEHOTUNUYECKUX MPU3HAKOB M OTJIMYAIOTCS, KaK MpaBuio .0onee
JIETKUMHU WHTEIJIEKTYalbHBIMH HapylieHusiMH. OTMeuaemble KIMHHUIIUCTAMHU
cTepTbie GopMbl O0Je3HM [JayHa 0OBSACHSAIOTCS Yalle BCEro MO3aulM3MOM.

Jpyroii matoreHeTHuecKuii BapuanT 0osne3nu Jlayna — 310 mpaucioxayus
21-if XpOMOCOMBI Ha OJHY W3 JIPyrux XpomocoM. KimumHuyecku 3Ta OOIBHBIC HE
OTJIMYAIOTCA OT TPUCOMHOM (DOPMBI, HO NMPHU YHACJIEAOBAHHOW TPAHCIOKAIUU B
CEeMbE MOTYT pOKAaThes AeTH ¢ 6ose3Hbio [layHa.

L[I/ITOI‘CHeTI/IIIGECKI/Ie HCCIICAOBaHUA IIpU Oone3Hu I[ayHa MMpOBOOATCA, KaK,
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IPABUJIO, JUISl pa3rPAHUYCHHS] TPUCOMHBIX U TPAHCJIOKAIIAOHHBIX (POPM..
B xadectBe mpumepa Oosiee peIKHX CHHIPOMOB, BBI3BAaHHBIX abeppanueit

ayTOCOM, MOXKECT CIIYKUTb KPATKOC OIMMCAHUC CHHAPOMA «KOIIAYbErO KPHUKa».

T T

e

Cunapom ayHa | Cunpgpowm I'ypaepa

3amensieHHe TeMIa Pa3BUTHA NCUXUKH (raprowsim3m) cemMeiiHoe HacJieICTBEHHOE
3a0oJieBaHMe. IIporpeccupyrommue
ciaadboymmue
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2.6. CuHApPOM «KOWIAYbero KPHKa» (Hejieusi KOPOTKOIO Iuievya

XPOMOCOMBI-S)

B 1963 r. JlexkeH U ero COTPYJIHHMKHA OMNHUCAIIM HECKOJIBKO AETEH CO
CBOCOOpa3HbBIM KpPUKOM, HAIOMHUHAIOIIUM KpPUK KOIIKH, MHOXECTBEHHBIMU
aHOMaJMAMHU U TIyOOKOM YMCTBEHHOM OTCTaJIOCThIO. Y BCeX OOJBHBIX Oblia
JeNelysl YacTH KOPOTKOro Iuiedya OJHOM M3 XpomocoM rpymnnsl 4—S5. Ilo3nnee
OBbLIO MOKAa3aHo, YTO MPU JAaHHOM CHHJPOME UMEET MECTO abeppalysi UMEHHO S5-I
XpOMOCOMBI. 3a001€BaHuE ObLJIO HA3BAHO CUHAPOM «KOILIAYbEro KPUKay .

Yacrora 3Toro 3aboneBaHuss HeusBecTHa. [lo-BUaMMOMY, OHO SIBIIETCS
OUYEHb PEIKUM.

TunuyHble cilydau XapakTepU3yITCs MHUKpouedaiveld U XapaKTepHbIM
ouuoM. JIMmo  Kpyriioe, IIMPOKO pacCTaBJICHHBIE IJla3a C  3IHKaHTOM,
AHTUMOHTOJIOUJHBIM pa3pe3oM (HapyXKHbl€ yIJbl TIJIa3HBIX IIeJied BbIIIE
BHYTPEHHMX), YMEHBIIEHHBIM NOA00p0oAKOM, OQHAKO CleAyeT MOAYEPKHYTh, YTO
3TH TpU3HAKU y OOJBHBIX OoJiee cTapIiiero BO3pacTa YKEe HE OTMEYaroTCs.
Hepenko BcTpewaercs kocornasue, pexke Apyrue ria3Hble CUMIITOMbI, aHOMAaJUuU
panyXku, aTpousi 3pUTENBHOIO HepBa U JAp. XapakTepHbl 1e(hOPMUPOBAHHBIE,
HU3KO pacrojIO’KEHHbIE YIIH, KOPOTKas 1ies, nedopMalnuy KUCTeH — yKOpOUYeHHE
MajJbleB M JIpPyrHe aHOMAJIMM. BCTpedaroTcs MOpOKM cepAuna, MOYeK W MOPOKHU
pa3BuTHUs Apyrux opraHoB. Kak mpu Bcex apyrux abeppauusx ayTocoM, OOJbHBIE
MMEIOT YMEHBIIEHHBI BEC U pOCT. XapakKTepHbIM KpPUK, HABIIUKA HAa3BaHUE
CUHAPOMY, TPHUCYTCTBYET a TEUEHHUE NEPBBIX HEAeNIb XU3HU OosibHOro. OH
OOyCIIOBJIEH TJIaBHBIM 00pa3oM CYXEHHEM TOpTaHH U IOCTENEHHO HCYe3aeT.
[TpoIOKUTENEHOCTh JKM3HU OOJIbHBIX PE3KO He CHIbKeHa. OmucaHbl OOJIbHBIE
ctapuie 40 ner.

YMCTBEHHas! OTCTAJIOCTh MPU ITOM MOPAKEHUU BCET/1a IITyOOKasl.

JluarHo3  MOXeT  ObITh  3al0A03pEH  KIMHUYECKHM, HO  OKOHYaTEJbHO

YCTAaHABJIIMBACTCA NCCIICJOBAHUCM KAapHUOTHIIA.
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2.7. Cunapom Kaaitngeastepn (47, XXY)

B 1942, r. KnaitHbensrep u Jap. onucaii 9 MyX4UH ¢ OCCIUIONHEM,
YBEIIMYCHHBIMU TPYJIHBIMHU KEJI€3aMHA W TOBBIIICHHBIM BBIJICJICHUEM KEHCKUX
MOJIOBBIX TOPMOHOB. Y 4acTH OOJBHBIX C MOJOOHBIM (PEHOTHUIIOM IO3/IHEE ObLI
orpesesieH adeppaHTHBIN KapUOTHI — JIUIIHSS X-XpOMOCOMa.

YacToTa mopa>keHusi cpe HOBOPOKJAeHHBIX mpumepHO 1:1400. OcHOBHBIE
KJIMHUYECKNE TPU3HAKKA CHUHJAPOMA BBISBIIIOTCS TOJIBKO K IEPUOAY ITOJIOBOTO
co3peBanusi. B Oonee panHem Bospacte cunHapom KnaliHdenbrepa MOXeT OBITh
BBISIBJICH JIMIIb, IMPH HCCIECIOBAHUM IIOJOBOIO XpOMAaTMHA WM KapUOTHUIIA..
bonbubie c. cunapomom KrailiHdenbrepa OOBIYHO HMMEIOT BBICOKUN .pOCT,
€BHYXOHUJIHBIE TIPOMOPIMHU, Y B3POCIBIX JIMI[ HEPEIAKO OTMEUAETCA OKHUpEHUE. Y
OOJBIIMHCTBA MOJAPOCTKOB Pa3BUBAIOTCS €BHYXOUIHBIC YEPThI: PACTUTEILHOCTh Ha
JUIE CKyAHas, JIOOKOBOE OBOJIOCEHHE IO JKEHCKOMY THITY, YBEJIMYUBAIOTCS
MoJsiouHble Jkene3bl. Cpenu OONbHBIX ¢ cuHApoMoM KraliHdenbTepa MOBBIIIEHA
4acTOTa YMCTBEHHOM OTCTAJIOCTH, OOJIBIIICH YacThi0 HEPE3KO BhIpakeHHOH. E. @.
JlaBuieHKOBa. OTMEYaeT, 4To OOJbHBIX C cuHIpoMoM KiaitHdenbrepa MOXKHO
pa3ziennTh, Ha 3 TPYIIILI B 3aBUCUMOCTH OT YPOBHS MHTEIUIEKTA: 1) C TPaKTUYECKH
HOPMAJIbHBIM HWHTEJUIEKTOM; 2) C HEBBICOKMM HMHTEJUICKTOM WM TOTPAaHUYHOU
YMCTBEHHOM OTCTaJIOCTHIO; 3) C IMArHO30M OJIUTO(PEHUS.

CxomHyl0 KapTHHY, Kak MpaBujio, ¢ 0oJjiee BBIPAKEHHBIM CHIDKCHUEM
WHTEJIJIEKTa UMEIOT 00JIbHBIE C KapuoTurioM 48, XXXV u 48, XXVV.

IIpu cungpome KnaitHpenbTepa HE3aBUCUMO OT CTENEHH HHTE-
JIEKTyaJIbHOW HEOCTATOYHOCTH B CTPYKTYpE MCUXWYECKOTO JeheKTa OTUETIHBO
BBICTYNAIOT CHI)KEHUE TICMXHYECKOr0 TOHyca, cCiabocTh MOOYXACHUH K
JNEATEIIBHOCTU  JIMYHOCTHU (4acTUYHBIH NICUXUYECKUN  YCTOWYMBOCTH),
MPOSIBIISTIONIAsCS HA (OHE MHTEIUIEKTYATbHOTO HEIOPA3BUTHSI.

Cpenu muu ¢ cunnpomoM KialiHdenbrepa MOBBIIIEHA YacTOTa CIy4aeB
aJKOTOJIM3Ma, AHTUCOLMAIBHOIO MOBEAECHHUS, YTO, OYEBHJHO, CBS3AHO C

UMEIOIIUMHUCS TICUXUYECKUMHU ocoOeHHocTsiMU. Cunapom KnaitHpensTepa ¢
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MOBBIIIICHHOW YacCTOTOW BCTPEYACTCS W CpeAd OONBHBIX C TCUXHYSCKUMU
3a00JI€BaHUSIMU.

B r1oHOmIECKOM BO3pacTeé W Y B3POCIBIX NPHUMEHSIOT TOPMOHAJIBLHOE
aedenre. OHO yMEHBIIACT NMPHU3HAKK EBHYXOWJIM3Ma, OJHAKO HE HOpPMAJHM3yeT

Pa3BUTHC IrOHad, U OOJILHBIE OCTAIOTCS B JaJbHEHIIIEM 6CCI'IJIOI[HBIMI/I.

P

Cunapom  Kunamndeabrepa. 47  ger.  BbIpaxkeHHoe  ciaadoymme.

I'uroreHUTAJIN3M U THHEKOMACTHSI.
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2.8. MoHOreHHO HacjeayemMble (DOpPMbI YMCTBEHHOH OTCTAJIOCTH.

MoHoreHHO HaclefAyeMmble, MEHAEIUpYoIIne, T.e. O0O0YCIOBICHHbBIE
JIEHCTBHEM OJHOTO MYTAaHTHOTO Te€Ha, 3a0O0JieBaHUs, COMPOBOKAAIOIINECS
WHTEJUICKTYaJIbHBIM HEJIOPa3BUTHEM, MPECTABISIOT HAaMOOJIEe CI0KHBIN pa3/en B
TEHETUKE YMCTBEHHOW OTCTAJIOCTH W3-3a YPE3BBIUAHHOTO pa3zHOoOOpasus
HACJIEICTBEHHBIX OO0JIe3HEH, KOTOpPhIE MOTYT COIPOBOXKIATHCA MOpPAKEHUEM
uHTEeUIeKTa. [IpruynHa ATOTO CTAHOBWUTCS TMOHATHOM, €CIM y4ecTh JBa (hakTopa:
CJIO)KHOCTh (POPMHUPOBAHUSI MHTEJJIEKTa — JTOM BBHICHIEH YHCTO YE€JIOBEYECKOU
GyHKIIMM OpTaHu3Ma U JUIUTEITLHOCTh CO3PEBAHUS €T0 aHATOMO-(DU3UOJIOTHYECKON
OCHOBBI — MO3ra — B OHTOreHe3e. BMecte ¢ TeM MeHAeIMpyolas MmaToiaorus
ABJIIETCSl HaumOoJee YCMeIIHO pa3BUBAIOLIEHCS O00JacThbl0 B HU3y4YEHUU

OMOJOTUYECKUX OCHOB YMCTBEHHOHN OTCTajocTu. MccremoBaHWss WMEHHO 3THX
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¢dbopM mpOJUIM CBET HA MHOTHE MPUYHHBI, MPUBOISIIINE K HEJOPA3BUTHIO MO3Ta,
OHU € TOMOTJH JIOCTHYb YCIIEXOB B pa3pabOTKE METOJOB JICUEHUS, MPEIOT-
BpallalOUMX pa3BUTHE CIa0OyMus, T. €. BbBIBEIM HW3YYECHUE YMCTBEHHOMU
OTCTAJIOCTH Ma COBEPIICHHO HOBBIN ATAIl.

Yactora KaxaoW W3 MOHOTEHHO HacleayeMbIX (OpM YMCTBEHHOU
OTCTaJIOCTH HEBEJIMKA, OJHAKO B IIEJIOM OHU COCTaBISIIOT okoyio 10—15% cpenu
OOMBHBIX C TIIyOOKUMHU CTETIEHSMU MHTEIUIeKTyanbHoro aedexra. Cpenu O0IbHBIX
C JIETKOM CTENEeHbI0 HWHTEIJIEKTyaJbHOU JedopManuu 53TU  3a00JIeBaHUs
BCTPEUAIOTCS 3HAYUTEIIBHO PEXKeE.

[Tpu peaxocTH Kaxa0ro OTAEIHHOTO .3a001eBaHusI 00Iee YUCIO0 UX OYCHb
Benuko (onucaHo He MeHee 200 pa3HooOpa3Hbix (opm). B nanHOM pykoBojcTBE
HET HU BO3MOXHOCTH, HH HEOOXOIMMOCTH WX TIEPEUYHUCIATh, MOITOMY MBI
OTrPAaHUYUMCS KPATKUM U3JI0’KEHUEM OCHOBHBIX CBEICHMI 00 3TOH pa3HOOOpa3HOil
natojoruu. Kakoi-nmubo omnpeneneHHol kinaccupukauuu 3TUX  (GOpM  HE
cymiecTByeT. HakoruieHHbIE K HACTOSIIIEMYy BPEMEHHM JaHHbIE 00 W3y4YeHUHU
MOHOT'€HHO HacJIelyeMbIX 3a00Je€BaHUI O3BOJISAIOT PA3eIUTh UX Ha JIBE IPYMIIbI,
€ClIi B OCHOBY JEJICHUS TOJOXHUTHh TMPUHIUI, MO KOTOPOMY B OCHOBHOM 3THU
3a00JIeBaHuUs B HACTOSALIEE BpeMs JUArHOCTUPYIOTCSL.

[lepByto rpyImmy COCTaBJISIIOT TaK Ha3blBa€Mbl€ HACIIEICTBEHHbIE AE(PEKTHI
oOMeHa BEIIECTB — DJH3UMONATUU (MMEIoIMEe OUOXUMHUYECKUE CIIOCOObI
JUArHOCTHKH), BTOPYI0 — 3a00JieBaHUs, OUArHOCTHUPYyEMble, Ha OCHOBaHHUH
XapAKTEPHOM KJIMHUYECKOU CUMIITOMATHKH.

MOXHO BBIICTUTH €II€ TPEThIO TPYINNy, a WMEHHO MOHOTEHHO
HacienyeMble (opMbl  KIMHWYECKH Heau(hepeHIIMPOBAaHHOW OJUTO(PPEHUH,
JMarHOCTHPYEMbIE TOJIbKO Ha OCHOBAHMS TeHEAIOTHYeCKuX uccieaoBanuii. Ho 00
ITUX PEAKUX Choydasx 3a0o0JieBaHM MBI CKaXeM B TJaBe O TCHETHKE
HeauddepennmpoBanHol  onurodppenun. Takoe JeNeHHE 1O KPUTEPHUSIM
JMArHOCTUKU HE SBISETCS aOCOJMIOTHBIM. XOPOIIO H3BECTHO, YTO HEKOTOPHIE
nedexTbl 0OMeHa ObUTH KJIMHUYECKU BBIACIEHBI IO PACKPBITUS UX OMOXUMUYECKON

MNpHUPOJAbI, HAITPUMEP, MYKOIIOJINCAXapuJA03bl — TaK Ha3bIBa€MbIH «TapronuIin3my»,,
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Oonesnp Tes-Cakca wu gp. C Jpyroii CTOpOHBI, MHOTHE 3a00JI€BaHUS,
JAATHOCTUPYEMBIE CEHWYacC TOJbKO KIMHUYECKW» HECOMHEHHO, SBIISIIOTCS
HACJIEICTBEHHBIMH €I111¢ HE PACKPBITHIMU JIePeKTaMu 0OMeHa.

OngHako 93TO JIeJICHHE OTpa)kaeT TMPAKTUYECKUM TMOAXO0J K CIOKHOU
JIMAarHOCTHKE YPE3BBIYAMHOTO0 MHOXKECTBA PA3IMYHBIX 3a00JIEBaHUN, C KOTOPBIMU
MPUXOAUTCS CTATKUBATHCS CHEIUAINUCTY, paOOTAIOIIEMY C YMCTBEHHO OTCTaIbIMU

JICTbMU.

2.9. HacaencrBenHnble e eKThl 00MeHA.

buoxuMuueckas CI0KHOCTb OpraHu3Ma, COTHU ThICSY B3aMMOCBSI3aHHBIX
MPOIIECCOB OTPAXalOTCS M B OOJIBIIIOM Pa3HOOOpPA3WU YK€ BBISBICHHBIX K
HacTosAleMYy BpeMeHH JedeKTOB OOMEHa, TaK Ha3bIBa€MbIX SH3UMOIIATHM.
Hapymenusmu B (GopMHUpOBaHUN HMHTEIIEKTa MOTYT COIIPOBOXKJIATHCS CaMble
paznuuHbie Je(eKThl 0OOMEHAa — aMUHOKUCIOTHOTO, JUIUIHOIO, YIJIEBOIHOTO,
oOMeHa MEeTaJlJIOB, MYPUHOB M MUPUMHUINHOB, OCIIKOB COSIUHUTEILHOW TKaHU T.
. MexaHu3Mbl HapyIICHHWM, BBI3BIBAIOIIUX MOPQPOJIOrHYECKUEe HN3MEHEHUS
HEpPBHOM TKaHW M TeM Oosiee (YyHKIUM MO3ra, MPU HACIEACTBEHHBIX nedeKTax
oOMeHa pa3aMYHbl W B HACTOAIIEE BpeMs B OCHOBHOM HescHbL. Clemyer
YUYUTBIBATh KOMIUJIEKCHOE BO3JIEHCTBUE HA HEPBHYIO TKaHb PAa3IMYHBIX (DAKTOPOB,
SBJITIOIIMXCS  PE3YJIbTaTOM OJIOKaabl TOW WM WHOW pEaKIMH BCIICJCTBUC
neduiuta pepmenTa, n30bITKA OJTHUX BELIECTB, HEAOCTATKA APYrUX, 0Opa3oBaHUs
MOOOYHBIX TPOAYKTOB, YaCTO TOKCHUYECKUX, HAPYIICHUS IKUZHEIACATCIHHOCTH
KJIICTKH TIPH HAKOIUICHMH B HEW HM30BITKA KaKoro-inubo BemiecTBa U T. A. s
HEKOTOPBIX U3 U3BECTHBIX HACIEICTBEHHBIX JehEKTOB OOMEHA YK€ PaCKpBIT TaK
Ha3bIBa€MbIN MMEPBUYHBIA OMOXUMHYECCKHHA JAEHEKT, T. €, U3BECTCH HEAOCTAIOIIUN
dbepMeHT, I IPYTuX AUarHOCTHKA MPOBOJIUTCS MOKA TOJIBKO MO BTOPUYHBIM TIPO-
JyKTaM HapyLIIEHHOT0 MeTa0oM3Ma, IJIaBHBIM 00pa3oM B KHAKOCTSX OpraHU3Ma
(kpoBU, MOYE).

Hacnencreennblie nedektsl oOMeHa - peakue 3adosieBanusa. Camoe yactoe
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U3 HUX - (perunkeronypust cocrasisier 1:10 000 poxnenuii. Cpean yMCTBEHHO
OTCTaNbIX (DeHUIIKETOHYpUS BeTpeuaeTcs 1% ciydaeB, KOHIEHTPUPYSCh TJIABHBIM
o0pa3oM cpenu OOJIBHBIX C TSXKEIO0M YMCTBEHHOM OTCTANIOCTBIO.

Mmuorue dopmsl nedekToB ooOmMeHa BcTpedaroTcs ¢ yactoroit 1:20 000—
100 000 HOBOPOXKACHHBIX U PEXKE.

Opnnako B 1eiaoM cpeau OONBHBIX C TTTyOOKMMH CTENEHSIMU YMCTBEHHOMN
OTCTAJIOCTH 3TU (OPMBI BCTPEUAIOTCA YK€ B 3HAUUTEIHLHOM YHCIIE CITy4yaeB — JI0
T—10%

KivHuueckass XapakTepUCTHKa 3U3MMONATUYECKUX (POPM YMCTBEHHOM
OTCTAJIOCTH TO3BOJIIET OTMETUTh, YTO Y 3THX OOJIbHBIX HApsy CO caadoymueM
HEPENKO, XOTd [JajeKo HE BCEraa, HMMEKTCS pa3HOro poAa COMAaTUYECKHE
HapyILIEHUs: MOJBBIBUX XPYCTAJIHMKa, U3MEHEHHE KOXH, TPOMOO3 COCYIOB IpHU
HEKOTOPBIX HAPYIICHUSIX OOMEHAa aMUHOKUCIIOT, KaTapakTa U MOPAKECHUE MEeUEHU
IpU TajJakTO3eMHH, CIeNU(PUUYECKUE YepThl JIMIa U CTPOCHHUS Teja MpU Hapy-
HIEHUSX 0OMEHa MYKOTIOJMCAXapHIOB U T. [I.

YacTel TakKe€ HEBPOJIOTMYECKHUE HM3MEHEHHMS: CYIOpPOTH, CIACTUYECKHE
aieHuss U Jp. OueHb 4YacThl TPYIHOCTH TOBEACHMS: pe3Kasl JBUrarejbHas
PaCTOPMOKEHHOCTb, arpeCCMBHOCTh. ODTH JaHHbIC MHOT/IA J1alOT '"BO3MOXKHOCTh
Bpady MPeIoJIOKUTh HACIESICTBEHHBIN 1epeKT oOMeHa Mo KIMHUYECKON KapTUHE
JI0 pe3yJIbTAaTOB OMOXUMHUYECKOTO 00CIEOBAHUSI.

B kauwecTtBe wWTIOCTpanMu  TPUBOAMWTCS ONMUCAaHWUE JBYX HaumbOojee

W3BECTHBIX HACJIEACTBEHHBIX Ae()EKTOB OOMEHa.

2.10. PeHMIKeTOHYPHUS

Bnepsrie dhenunkeronypusi onvucana B 1934 r. - HOPBEKCKUM BpaduoM U
onoxumMukoM M. DennuHroM, KOTOPBIA BBIIETWI M3 MOYHU JBYX CIIa00YMHBIX
c0OCOB (PEHUIMUPOBUHOTPATHYIO KHCIIOTY.

cDCHI/IJIKGTOHypI/IH OTHOCHUTCA K ayYTOCOMHO-PCUHCCCUBHLIM  HACJICI-

47



CTBEHHBIM 3aboneBaHusM. YacToTra €e cpenu HOBOPOXKIEHHBIX COCTABISET B
cpenem  1:10000. Cpenu  OonbHBIX — onuroppeHuerd  QPeHUIKETOHYPHUS
oOHapyxuBaeTcsi B cpefHeM B 1,0% cirydaeB, mpuyueM, 9eM TshKelee KOHTHHTCHT
oOceayeMbIX, TeM Yalie 3a00J€BaHUE BBISBIIICTCS.

VY GonbHBIX (QENMIKETOHYpHEH HapyIICHO MpeBpalieHrne GeHIaJIaHnHa B
TUPO3HMH B CBSI3U C OTCYTCTBHEM (pepMEHTa THUAPOKCHIa3bl — 4-(heHuIaraHuHa,
KOHTPOJIMPYIOIIETO JaHHYI0 peaknuio. B pesynbrate pa3BuBaromerocs OJ0ka
oOMeHa KOHIIeHTpauus (eHUIaTaHuHA YBEJIMYMBACTCS BO BCEX KHUAKUX Cpeaax
OpraHu3Ma B JICCATKH pa3.

Yacts eHnnaIannAa BBIEISAETCS ¢ MOYOH, a OCTAIbHOE €r0 KOJMYECTBO
npeBpamaeTcs B (QPEeHWINMHUPOBUHOTPATHYIO, (HEHUIYKCYCHYIO0, (DEHHIMOIOYHYIO
KHCIIOTBI U JApyrue (EeHUIKETOHOBBIC BEIIECTBA, KOTOPHIC TAK)KE BBIICISIOTCS C
Mouoi. B cBs3u ¢ 6;10koM oOMeHa (eHuIalaHMHA B OPTaHU3ME Pa3BUBACTCS PSiJl
BTOPUYHBIX OMOXMUMHUYECKUX HAPYIICHUM.

Bech KOMIUIEKC 3THX OTKJIOHEHHH M BBI3BIBACT HApPYIICHHE CO3PCBaHUS
MO3ra, MPEkKEe BCEro MUETUHU3AIIHIO.

B nepBeie 2-3 Mecsna Ku3HM y OOJBHOTO peOeHKa OOBIYHO HEJb3s
OOHApYXUTh KaKUX-THOO OTKJIOHCHUW B pa3BUTHH. 3a00JCBaHWE HAYHWHACT
MPOSIBJISITHCS TTIOCTETIEHHO M CTAHOBHUTCS 00Jiee 3aMETHBIM BO BTOPOM IOJIYTOJIUN
MIEPBOTO TO/a KU3HHU.

Pa3BepHyTas knmmHUYeCKass KapTUHA 3a00J€BaHUS BKIIIOYAE€T YMCTBEHHYIO
OTCTaJIOCTh, HAPYIICHUE TIOBEACHHS, Ne(PEKT MUTMEHTAIIUN, Y YaCTH OOJBHBIX —
CYJIOPOXKHBIA CHHIPOM W U3MEHEHUS KOXKHU.

[TomaBnsroniee OOJBITUHCTBO HEJIEYEHBIX OONBHBIX (OK0JIO 92-96%)
UMEIOT TSKENBIE CTETICHH YMCTBEHHOM OTCTAIOCTH — WAMOTHIO, HMOCIIMIIBHOCTb.
VY 3-4% BeIsIBAsETCSA JEerKas HeaocTaTtoyHOCTh HHTeIekTa u 'y 0,2-0,3% - noutu
HOpMaJIbHbIE ~ yMCTBEeHHble  cmocobnoctu. Ilocme 3-4  nmer  ypoBeHb
HEJIOCTAaTOYHOCTH MHTEJIEKTa ocTaeTcs o0biuHOo ctaduiabHbM (b. B. Jlebenes, M.
I'. batomuHa).

Kpome wuHTemnexktyaibHOro aedekra, HaOMOJAI0TCS Pa3HOOOpa3HbIe
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paccTpoiicTBa TOBEICHUS, Yallle BCErO XapaKTEPU3YIOIMIHECS BO30YXKICHUEM C
MOBTOPSIOMIMMUCS  OJHOTUIIHBIMHM  JIBIDKCHHSIMHU, HApPYIICHHEM KOHTaKTa C
OKPY>KaIOIUMH, UHOT/Ia C PACCTPONCTBAMHU, HOCSIIIUMU XapaKTep MCUX03a.

buoxumuueckas nuarHocTrka (EHHIKETOHYPUM OCHOBBIBACTCS HA
MOJIOKUTEIIbHOW KAaYeCTBEHHOM peakiuu MOYd ¢  (EeHUIITUPOBUUOTPATHON
KHUCIIOTOM U OOHApYXKEHUM MOBBIICHHOW KOHILIEHTpaluu (peHUIalaHhHA B TUIa3Me
KpPOBH.

[Ipu cBoeBpeMeHHON JMarHoCTUKe (Y HOBOPOXIEHHBIX) W MPABUILHO
IPOBOMMOM JICYCHUH Y OONBHBIX MPEAOTBPAIIACTCS pa3BUTHE CIa00yMHUS.

B Hactosmee BpeMs ompaBaaBmUM  ce0s  METOAOM  JICUCHHS
(EHUTIKETOHYpUU  SIBJISIETCS. TIPUMEHEHUE JIMEThl C PE3KUM OTrpaHuYCHUEM
dbenunanaanHa. M3 pannona AOMKHBI OBITh U3BSATHl BCE MPOIYKTHI, COJIECPIKAIINC
OOJBIIIOE KOJMYECTBO Oeika (Msico, pbiba, XaeOOOyIOYHBIE U KOHJUTEPCKUE
u3Jienusi U3 OOBIYHOM MYKH, fiflla, ChIp, TBOPOT, opexH, 000bI, (acoib, ropox u
np.). HazHawaroTcst crienuanbHbIE THAPOIHM3ATHI O€NKa, W3 KOTOPHIX IMOJTHOCTHIO

WM YaCTUYHO yjaieH (penunananus (Oepnaden u 1. A.). JleueHue nueroit mposo-

AT 10 6-8-J1eTHEro Bo3pacTa.
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2.11. I'anakrozemus

["amakTo3emusi BrepBbie omucaHa moytd 70 yer Hazaa. DTO OJUH U3
HEMHOTHX OOMEHHBIX JEe(PEKTOB, MOMJAIONINXCS YCICIIHOMY JICYCHUIO TIpU
CBOEBpEMEHHON jauarHoctuke. Yacrtora 3aboneBanus mnpumepHo 1:70000
HOBOpOX/IeHHbIX. Hacnenyercs: 3a0ojieBaHHE ayTO-COMHO-PELIECCUBHBIM ITYTEM.
OcHOBHOW fAedeKT 3aKII0YaeTcsl B HEIOCTAaTOYHOCTH (PepMeHTa TajmakTo3o-1-
dbocharypunuarpancdepasbl, y4acTBYIOIIET0 B 0OMEHE TajlakTo3bl. 3a00JIeBaHUE
MO’KET BBI3BIBATHCS M ICPHUITUTOM JIPYTroro epMeHTa — TaTaKTOKUHABHI.

CumnToMBbl 3a00JIeBaHMSI HEPEIAKO TMPOSBISIOTCS B TEPBHIC JTHH KU3HH:
pBOTa, pe3Kas BSIJIOCTb, THUIOTOHHUA, XeiTyxa. YacTo BO3HUKAIOT CYyIOPOTH.
3aboneBaHne MOXKET MMETh W 0oJjiee IMOCTENEHHOE HaJayio; TOTJa OCHOBHBIC
CUMIITOMBI BBISBIISIFOTCSL TIO3XKE; 3TO - KaTapakTa, YMCTBEHHash OTCTAJIOCTh U
XPOHUYECKUN TrenaTUT (MIeYeHOYHAsI HEIOCTATOYHOCTH ).

Y OONBHBIX OTMEYACTCS TOBBIINICHHOE COJCP)KAaHUE TajJaKTO3bl B
CBIBOPOTKE U Moue. BmecTe C 3ITUM CHUXAETCS YPOBEHb TIJIFOKO3bI, YTO
COMPOBOXKIACTCS KIMHUYECKUMH SIBICHUSIMU THUITOTIUKeMHH. OTMEUaeTCsl TaKkKe
.BBIJICJICHHE OeTKa 1 aMUHOKUCIIOT C MOYOM BCIIEJICTBUE TOKCUYECKOTO MOPAKECHUS
nouek. OOBIYHO pa3BUBAETCSl aHEMUS (MAJTOKPOBHUE).

Hedekt akTuBHOCTH (hepMeHTa raakTo30-1-pochaTypHaui- TpaHchepasbl
BBISIBIISICTCS TIPU UCCIICIOBAHUM 3PUTPOLIUTOB, JCHKOIIUTOB, ITYHKTATOB MEUYEHU U
B KYJIbType KJIETOK KOXH.

JledeHnne 3akiovaeTcs; B OTpaHUYCHHUH TajakTo3bl MUIIE, T. €. B ynaneHun
U3 paloHa MOJIOYHBIX TpOAYKTOB. [IpyW  BBISIBICHUM TMOpPaXEHHS Y
HOBOPOXXICHHBIX W TPAaBHJIBHOM, KOHTPOJIC 3a JICUCHUEM pa3BUTHC JIETCH HJIET

HOPMAJILHO WJIHA OJIM3KO K HOpPME.

IIpoBeps ceds:
1. XapakrepucTuka SHIUMONATHYECKUX (HOPM YMCTBEHHOM OTCTAJIOCTH.

2. K xakum HacleICTBEHHBIM 3a00J€BaHNs OTHOCUTCS (PEHWIKETOHYPUS?
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3. OcoOennoctu jeueHus: GEHUIKETOHYPUHU Y JeTei?
4. PaHHME CUMIITOMBI TOJJAKTO3EMUH Y JICTEH.

5. OcoOEHHOCTH JICUCHMS I'OJIAKTO3EMHU.
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PA3JEJ 3. KIMHUYECKU [AUAT'HOCTHUPYEMBIE MOHOI'EHHO
HACJEJIYEMBIE ®OPMbI YMCTBEHHOM OTCTAJIOCTH.

K »aToli rpynme mnopaxeHudl OTHOCHTCS TakKe OYEHb OOJIBIIOE YHCIIO
HACJIEICTBEHHBIX 3a00JIEBaHUI C CaMO Pa3IMYHON KIIMHUYECKOW KapTUHOM.
OcOOEHHOCTBIO TEHOB, BBI3BIBAIOIIMX JTH 3a00JE€BaHUA, SBIAETCS HX
ICHOTPOHBIN D PEKT, T, €. MOpaKEHNE HEM3MEHHO 3aTparuBaeT, TOMUMO MO3Ta,
U JIpyrue opraHbl U cucteMbl. Ha ocHOBaHuM crenuuueckux uisi KakJIoro
3a00JIeBaHUSI COMATHUYECKUX WA HEBPOJIOTUYECKUX CHUMIITOMOB TMOPAKEHUS
BO3MOKHA TM€pBHYHAsA KIWMHWYEecKasd aAuddepeHumanus 3TuX ¢GoOpM Ccpeau
YMCTBEHHO OTCTAJIbIX,
Cpenu »otux Ooie3HEW BbIAEHsSETCS Trpynmna 3a0o0jieBaHUNM € KOXKHBIMU
U3MEHEHUSIMU (TaK Ha3bIBaeMble (PAKOMATO3BI U JIP.), C PATMUYHBIMU «TJIA3HBIMI)
cumnTomMamu (¢ MUKpodTaaTbMUel, KaTapakToN, MUTMEHTHBIMU JeTeHEpaIusIMU U
JIp.), C HAPYIICHUEM CKEJIETa, C MBIIIICUHBIMU U3MEHEHUSIMU U T. ]

Muorue w3 dTux 3a00JIeBaHUN HMEIOT KIMHUYECKYI0 KapTHHY,
XapaKTEPHYIO TOJIBKO JJI JAaHHOTO MOPaXEHUs; MOJ00HAsI CUMIITOMATUKA PEIKO
ObIBaeT 00yCIIOBJIEHA CPEIOBBIMU BO3JCUCTBUSIMU, IPYTHE KE UMEIOT () EHOKOIIUU.
K mepBeIM oOTHOCSTCS Takue 3aboieBaHus, Kak CUHApoMbl Ameprta, KpysoHna,
TyOepO3HbIN  CcKJepo3, HehpodubOpomaTtod u aAp. K mocimegHum OTHOCSATCS
reHeTrndeckue Qopmbl onmuroppeHuH ¢ MUKpodTaIbMueH, MHUKpoledaIne,
ruaporedanneii, HacleJCTBeHHbIE (HOPMBI JETCKOTO LEpeOpabHOTO Mapannya.
[TopaxkeHust ¢ Takod KIMHUYECKOW KapTHUHOW MOTYT OBITh OOYCIIOBJIEHBI Kak
pPa3IMUHBIMU  CPEJIOBBIMH  BO3JICUCTBUSMHM, TaK M MYTAaHTHBIMH TI'€HaMH.
Kinuaudecku oHU, Kak MpaBuiio, TOKa HEPa3TuIUMBI.

Bo3moskHbI paznuyHbie paboune KiaccupUKaii MOHOTEHHBIX 3a00JICBaHMM,
COUYETAIOIIUXCA C YMCTBEHHOM OTCTaJOCTBhIO, HAaNpUMEpP C «TJIa3HBIMH
cumnTomamu, ¢ aedopmanuert auna u 1. 1. Ho ciieqyer moMHUTH, YTO MHOTHE
HACJICJICTBEHHbIE MOPAKEHMSI, KaK MPaBUJIO, 3aTPAruBalOT HECKOJIbKO OpPraHOB U

cucteM. [loaTtoMy knaccudukamusi 1Mo MOPaXEHHOMY OPraHy HE MOXKET ObITb,
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ynoBieTBopuTenbHoi. Tak, y OGOJpHOrO C MOpaXeHHEM TIja3a MOXET ObITh U

IIOpaXeHNE KOHEYHOCTEW WIIA MBIIIL U T. II.

Uto kacaeTcss U3MEHEHUW HEPBHOM CHUCTEMBI MPHU ATUX 3a00JIeBaHUSAX, TO HAJO

OTMETUTB, CIEAYIOLIEE:

I) Mmuorue u3 0osie3HEll HE BO BCEX CIIydasX COMPOBOXKIAIOTCS YMCTBEHHOM
orctanoctbio. Tak, Hampumep, IpU XOHAPOAUCTPODUN UHTEIUICKTYaIbHOE
HEJOopa3BUTHE  OoTMedaeTcss npumepHo B 20%  ciydaeB, Ipu
Helipogudbpomatoze — B 50%. Karapakra, MukpodTaabMus, KOCOIANoOCTh,
cugapoM Kpy3sona wu MHorue Jpyrue 3a00JeBaHUsS MOTYT  HeE
COMPOBOXKIAOTCS UHTEIUIEKTYaIbHBIM J1€(DEKTOM, U HE UMETh €TO.

II) IlatoreHe3 yMCTBEHHOW OTCTAJOCTH IMpPH OOJIBIIMHCTBE TUX 3a00JEBaHUN
HesiceH. Cneayer OTMETHTh, YTO IIPH HEKOTOPBIX 3a00JEBaHUAX MENJIEHHOE
IPOrPECCUPOBAHUE OCHOBHBIX CHMIITOMOB OOJIE3HUM HE COINPOBOXKAACTCA
MPOTrPECCUPOBAHUEM HHTEIUICKTyaJIbHOTO JepekTa; OH MOXKET HOCHUTh
XapakTep HeOPa3BUTHA 0€3 MPOTrPEAUEHTHOCTH.

III) Crenenb HHTEUIEKTYyAIbHBIX HApYIICHUH, KaK IPaBUJIO, BAPbUPYET OT
OJIHOTO OOJILHOTO K JPYrOMY AK€ B MPEJEIaX CEMBHU.

Hexkortopeie .aBTOpBI IpEaAIonararoT MOJIUIE€HHBIA XapaKTep HACJIEIOBAHUS ITHX

3a00JIeBaHUM, APYTU€ CYUTAIOT, YTO OHU B TMOJABJISIFOIIEM OOJBIIMHCTBE CIy4acB

00yCJIOBJIEHBI BHOBh BO3HUKIIIUMHU JOMUHAHTHBIMU MYTaIlUsSIMH; BO3MOXHO, peUb

UuAeT O crneuuuueckoil HacleICTBEHHON MPEapacloioKEHHOCTH B COUETAHUH C

BBISIBJISIIOIIECH pOJIbIO CpefoBbIX (pakTopoB. He wuckiatodeHa BO3MOMXKHOCTh, YTO

HEKOTOpbIE U3 HUX OOYCJIOBJICHBI €Ill€¢ HE MOJJAIOIIMMUCS BBISBICHUIO XPOMO-

COMHBIMM HapyILIEHUSIMH.

Cunapom «mmna 3abha»  (MauoMaTHYecKas  THIEepKalbleMus)
BCTpEUYAETCs CIOpaaAvdecKu. B panHeM Bo3pacTe y 4aCcTH JE€Ted  OTMEYaeTCs
MOBBILICHHBINA YPOBEHb KAJIBIMSA B CBIBOPOTKE KpOBU. [[prdurHa 3TOTO MOBBIIEHHUS,
KaK ¥ pU4YrHa 3a0051eBaHusl, HesicHa. J[eTh MMEIOT XapaKTepHbI BHEITHUHN OOJIHK;
MyXJIbI€, OTBUCIbBIC IMEYKH, OTCUYHBIE BEKH, KOCOTJa3We, TOJHBIE TYObl, PeaKue

MEJIKHE 3YOBl.

53



YMCTBEHHas OTCTaJlOCTh, Kak MpaBuio, TiIyOokas. XapaKTepHbI
OTHOCHUTEIILHO XOpOIllasi peub, CIIOBOOXOTIMBOCTh, IMOIIMOHAILHOCTD OOJIBHBIX.

Cunapom Kopueaun ne JlaHre («aMcTepIaMCKHE KapJiIMKW») BCTpedyaeTcs,
KaK MpaBujIo, CIOPaJAUYECKH, HO OMKUCAHbI U TOPAKEHHBIE CSIOCHI.
bonpHBIE MMEIOT XapakTEepHbIM BHEIIHWUM BHJ: JUIMHHBIE, TYCThIE€ 3arHyTble
pPECHUIIBI U TYCThIe OPOBU, MUKpOLIEQaJIbHBIN uepern, KOPOTKUIl HOC, TOHKHE T'yOBI.
OTmeuaeTcsi OTCTaBaHME B POCTE K Bece, HM30BITOYHOE OBOJOCEHHE. YacTbl
nedopMalul KOHEUHOCTEH. YMCTBEHHAsi OTCTaJOCTh BbIpaK€Ha, KakK IpPaBHIIO,
pe3ko (HMOeuunbHOCTh). [lopakeHue pa3BUBaeTCs B paHHUN "BHYTPUYTPOOHBIM
nepuoa— 7—~8-s1 Henemss SMOPUOHATIBLHOTO PA3BUTHA.

Cunnpom Pyounmreitna—T5116u. CuHIpOM XapaKTepusyeTcst cBoeoOpazruem
JUIA; JUIMHHBIA 3arHyThId HOC, OMYIIEH HAapy>KHBIA yroja rija3a, HU3KUWA JI00,
HU3KO PaclojOXKEeHbl YIIW. XapaKTepHO CBOEOOpa3HOE pacHIMpeHHe KOHIIEBOU
(danaHru mepBbIX NaNblieB KucTed W crom: OTMedaeTcs OTCTaBaHHE B POCTE.
OdeHb 4acThl aHOMAJIMH Pa3BUTHS Tla3a — KaTapakTa, MUKPO(QTATbMHUS U Jp.

YMcTBeHHass oTcTanocTh TIiybokas (uMOenu.JpHOCTh). [lopaxeHue

pa3BuBaeTcs Ha 4—>5-1 Hellene BHYTPUYTPOOHOTO MEpUo/a.

HacsencrBennass Mukpouedaauss — HepeaKo cemeiiHoe 3adosieBaHue.
Caaboymubie OpaThs - MUKpouedaabl
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Cunapowm lItypre-Bedepa. 16 aet. JleBocTto- Ta ke neBouka
POHHMIi reMHIIape3, HIHOTHSI.

MuoToHn4eckass AUCTpo(us.
BCIIOMOTaTeJIbHOM HIKO0JIe

Myxuuna 20 Jger. JleOuiien, oOyuascs

BO
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I'uapouedanusa. Caabdoymmue. Taxenaa d¢opma ruapouedunanu,
THNEPTEH3UH, KOCOIJIa3ue, CNacTHYecKue
napajuyu

3.1. 'eneruyecknii GakTop B NATOJIOTHM PeYM.

Peur kak oxnHa, U3 BakHEHIUX (YHKIMA TOJOBHOTO MO3ra HE SIBIISETCS
BPOXKICHHOM, KaK HEKOTOphIE dJIeMEHTapHbIe (POPMBI HEPBHOU IEATEIBHOCTH, a
dbopMupyeTcsi B mpolecce MHANBUAYAIbHOIO pa3Butus. Ha ocHOBe curHajioB u3
BHEITHEW Cpeapl M BPOXKICHHBIX O€3yCIOBHBIX PEQIIEKCOB B KOpPE TOJIOBHOTO
MO3ra CO3/Ial0TCSl YCJIOBHBIE CBS3UM MEXKIY pPa3IMYHBIMH OTAEIaMH MO3ra Hu
TOJIOCOBBIM ammapaTtoMm, HepBHBIE HUMITyIbChl W3 OOJACTH PEUEIBUTATEIHHOTO
aHalM3aTopa 4Yepe3 YepermHO-MO3TOBbIE HEPBBI MPUBOAAT B JBIKCHHE OpPTaHBI
peun. OOpaTHas CBsI3b OT mnepudepur K ILEHTPY, OCYIIECTBIAETCA IO
KMHECTETUYECKOMY M CIIyXOBOMYy MyTH. Ha OCHOBE Takoil CHUCTEMBI OOpaTHBIX
CBsi3eil (opMHUpYETCS BTOpas CHTHAIbHAS CHCTEMa, KOTOpas TMOJICPKUBACTCS,
byHKIIMEH TEepBOMl CHUTHAIBLHOM CHCTEMBl {0COOCHHO (YHKIIUEWH CIyXOBOTO H
3pUTEHLHOTO aHATU3aTOPOB).

Wrax, 11 HOpManbHON peyu U ee pa3BUTHUS y peOeHKa HE0OX0IUMO:
a) HOpMaJbHOE CTpOeHHUE M QYHKIHS [EHTPATHLHON HEPBHOUW CHCTEMBI U .pEYEBBIX
IIEHTPOB;

0) HOpMaTbHOE COCTOSIHHE OpPraHOB TOJIOCO- W peueoOpa3zoBaHUs (TOPTaHb,
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IJIOTKA, MOJIOCTh PTa, AbIXaTEIbHBIN anmapar 1 Jp.);

B) HOpPMAaJIBbHBIM CIyX, KOTOPbIH HEOOXOJWM HE TOJIBKO IJIsi BOCIHPHUATHSA U

MOJIpaXKaHUsl Peur OKPY>KAIOIINX, HO U JUIsl KOHTPOJISI COOCTBEHHOM peyn.
Anatomuueckue. U (yHKIIMOHAIbHBIE OCOOCHHOCTH HEPBHOW CHCTEMBI,

JBIXaTeJIBbHOTO ammnapara, ropTaHu, ry0, s3bpika, HEOA W APYrUX OPraHoB, UX

.CTIeU(PUYECKOEe PA3BUTHE HAXOAATCS TMOJ KOHTPOJIEM HACJIEICTBEHHBIX

(bakTOpoB, KOTOPHIE 0OPA3YIOT MOJIUTECHHYIO CUCTEMY.

MoxHO yTBEp)KIaTh, 4TO TOJOC M pedb, KaK W JPYyrHe€ HOPMajbHbIE
IIPU3HAKA MHIMBUAYYMA, ONPEACIISIOTCS MOJUTEHHON HACIEACTBEHHON CUCTEMOM.
CraHOBNIEHHE TOJIOCA WM PEYH 3aBUCUT HE TOJBKO OT (PAKTOPOB OKpPYXkarollen
cpelpl (COLMANBHBIX YCIOBHUI), HO B 3HAUUTEIbHOM CTENEHH OIpEaessieTcss U
TEHOTHUIIOM.

Jns  wW3ydeHHsT TEHETUYECKOW JEeTEPMHUHUPOBAHHOCTH U  COLMAIBHOIO
BJIMSIHUS Ha Pa3BUTHE PEYU OOBIYHO UCIOJIB3YETCS! OJU3HELOBBIM METOI.

[Io pmamweim H. A. KpemmoBorn m K. M. IllreliHrapr, BpeMeEHHbIE
XapaKTEpUCTUKU PEYH IIPU MHOIOKPATHOM IIOBTOPEHHUM OJHOI'O U TOT'O K€ CJIOBA
COBNAAAIOT Y OJHOSHUEBbIX Onu3HenoB. IIpy yCcnoXKHEHHBIX PEUYEBBIX 3aJaHMSX,
TpeOyIOMMX BKJIIOYEHHsI 0OJiee BBICOKMX KOPKOBBIX YPOBHEM M OTpa)karolIuX
npUOOpETEHHBIH WHAUBUAYAIbHBIA OIBIT, 3TH BPEMEHHbIE XAPAKTEPUCTUKH Y
OJIM3HEIOB OTJIMYAIOTCS, HO B MEHBbLIEH CTENEHHU, YeM B KOHTPOJIBHOU Tpymme
HEPOACTBEHHBIX JtoAei. To ecTh, Kak 3JeMeHTapHas, Tak U Oojee CIOoKHas
peyeBass  JEATENIBHOCTh  MMEIOT  BPOXACHHYIO  OOYCIOBJIEHHOCTb,  HO
dbopmMupoBaHUe, pa3BEpHYTON peur OOJIbIE 3aBUCUT OT CPEAOBBIX BIMSHUN, KaK U
Bce OoJiee ciokHble ncuxudeckue GyHkuuu. [Ipu 3HaUUTEIBHOM F€HOTUITMYECKOM
CXOJICTBE OOHApY)XKMBAETCA CXOJACTBO M B CPOKax pa3BUTUS pe4Yd, U B
XapaKTEePUCTUKAX (GYHKIIMOHATBHOW ~ JESTENIbHOCTH  PEUYEABUTaTEIbHOTO
aHanu3atopa. KpaliHue BapuaHTBhI CTAHOBJIIEHUS PEYM Y JIETEH TakkKe B OOJBIICH
CTENEHU 3aBUCAT OT HACIEJICTBEHHbIX (pakTopoB. V3BeCTHO, 4YTO paHHEe
CTAHOBJICHUE pPEYU TaK K€, KaKk u mo3naHee (B 2—2,5 rojaa), MpOCIEKUBACTCS B

OTACJIBHLEIX CEMbiAX Ha MPOTAKCHHH HECKOJIbKHUX HOKOHCHHﬁ, HJIs1 KOTOPBIX
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CpEIOBbIC YCJOBHUSI HE OBUIM OJWHAKOBHIMH. OJTO TIOATBEPXKIACTCS W TpHU
.A3yYECHUU CPOKOB CTAHOBJICHUS PEUH Y OJIM3HEIIOB.

JlerkocTh WM TPYAHOCTh B OBJIAJICHUM YTEHUEM M MUCHMOM TaKKE B
W3BECTHOM CTETICHH SIBJISIIOTCS HACIEICTBEHHO OOyCiOBIeHHBIMU. O BIUSHUU
HACJEAICTBEHHOTO (hakTopa B MOHUMAHUU MPUPOJLI HEKOTOPHIX (OPM AUCIEKCUU
u nucrpaduu rosoput Keitnxonn B pabote «BpoknenHas pgucnekcusi». OH
OTMEYAEeT, YTO JACTSAM IO HACIEJCTBY OT POJIUTEINEH MEepenaeTCsl HE3PEIOCTh MO3Tra
B OTJIENBHBIX €ro 00JacTsAX, KOTopas MposiBiisieTca B crienuduueckux (QpyHKIHO-
HaJbHBIX paccTpoicTBax. Jucimekcueil u nucrpapuedl CTpaiarT U Ipyryue YieHb
CEMbH — POJICTBEHHUKH JICTEH, UMEIOIINX 3aTPYTHCHUS IPU YTCHUU U TIUCHhME.

HaciencrBeHHasi 3agep:KKa pe4d, T, €. OTCYTCTBUE HOPMAaJbHOM peuu y
pebEHka B Tpu rojia, 1o gaHueiM M. 3eemana, HaOmogaeTcs B 20,6% Bcex ciiydaes
MO3JTHETO pa3BUTUSL peuyd; ABTOp HAONMIOJan CEMbHU, B KOTOPBIX 3aJCPKKY
PEYEBOTO PA3BUTUS MOXKHO OBLIO MPOCIEAUTH B TPEX MOKOJICHUSX, YaIlle 10 JTUHUH
otua. A. MutpuHOBUY-MOKEEBCKasl YKa3bIBA€T, YTO JIMIA C 3al03[aJIbIM
pa3BUTHEM peUH, KaK MpaBWiio, ObIBAIOT JieBIIaMu. Yale cTpaatoT My>KYUHBI, |
nedexT 3ToT uM nepeaaetcs ot otia. Hekotopbie aBTOpbI MPUYMHON 3ama31aioro
Pa3BUTHS PEYM CUUTAIOT 33JIEPKKY Mpoliecca MUCIMHU3ALMMU JBUTATEIIbHBIX U
aCCOIMAaTUBHBIX HEPBHBIX BOJIOKOH W UEHTPAJbHOW HEPBHOW CHUCTEME. ITOT
MpoIleCC OOBIYHO HAYMHAETCS PaHbIIE y JEBOYEK, YeM Y MaJIbUMKOB. DakT
HACJIEJICTBEHHOTO XapakTepa 3aJep:KKH PpPEUeBOTO Ppa3BUTHUS TOJITBEPKIACTCS
HAOJIIOACHUSIMU HaJ OJIM3HEI[aMU.

C mnoMoOmIpl0 KJIMHUKO-TEHEAJOTMUYECKOTO METoJa aHajiu3a HaMu ObUIU
MCCIIEIOBAaHbl JETU U3 MOJTOTOBUTEIBLHOTO U IMEPBBIX KIACCOB PEUEBOW IIKOJIBI.
Cpenu o6cnenoBanHbiX (18%) ObUIM AETH C OTATOIIEHHOW HACIEACTBEHHOCTHIO 110
pedueBoMmy nedexTy. Y Ipyrux 3amaziajioe pa3BUTHE PEUH MPOCIICKUBAIOCH B
COUETaHUU C APYTUMH nedexTamu peun (aucianus, Opaauiaius u ap.).
OtcytcTBHEe peur (HEMOTa) KaK CJIEACTBUE HACIEACTBEHHOIO MOPaKEHUs
ciyxa (TiyxoTa), T.e. TJIyXOHEMOTa, KakK IPaBWJIO, HE COIMPOBOXKAAECTCS

OpraHMYeCKUMHU TOPAXEHUSIMU pedeBoro ammaparta (mepudepuyeckuii  u
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LEHTPaJIbHbIN oTAenbl). B 3THUX ciy4yasx OTCYTCTBHE pPEYM MOJHOCTHIO

00yCIIOBJICHO HACIEACTBEHHOM, BPOXK/IEHHOM MAaTOJIOTHEH OpraHa ciryXa.

3aukanue
[Ipu o6cnenoBanuu 100 3amMKarOMIMXCA YYEHUKOB TOM K€ peUeBOM IIKOJIBI
OBLJIO YCTAHOBJIEHO, YTO OOJIBIIYIO YacTh 3aMKAIOIIUXCS COCTABISIOT MalbUUKU
(69%). HacnenacTBeHHbI (HakTOp B ATHOJOTHH 3aWKaHUS OOCIETYEMBIX MOXKHO
Ob10 oTMETUTh B 17% ciydaeB, mpuueM mepenada nedexra MpociaeKUBaIach
Yarie 1o JUHUU oTia. Ha pucyHnke 9 mMbI maeM i mpuMepa poaociioBHyto Cepres
C.

Tak kak B pa3BUTUM CEMEHHOT0 3aWKaHWs HENb3s M30€XKaTh ydeTa poJid
OJIMHAKOBBIX HEOJArONPHUATHO JEHCTBYIOMUX (PAKTOPOB, CIEAyeT AyMaTh O
3HAUYEHUU CHeIU(UUECKON MPEIPacoNOKEHHOCTH, KOTOpPAsk MOXKET MPOSBISATHCS
HE TOJIbKO B BHJE 3auWKaHUs, HO W JApyruMu JedeKTamMu peud (Taxuiaius,
3aJIepKKa PEUYCBOTO pPA3BUTHS, IUCIANHS), a TAaKKe B BUJE BETETaTUBHOW W

SMOIMOHAJILHOW HEYCTOMYMUBOCTH U T. .
O—1+
S
O B0
0 i

Puc. 9. Pogocnosnas cembu C. ([lnaros: 3ankanue).

[IpocThie CTATUCTUUECKNE BBIYUCICHUS CIIy4aeB HACIEACTBEHHOW OTATOIIEHHOCTH
Py 3aWKaHUM JOTMOJHSIOTCA JIaHHBIMH, TIOJIYYCHHBIMH TIpU OOCJIEIOBaHUU
omm3HenoB. Okaszajioch, YTO KOHKOPJAHTHOCTh IO HAJIUYHUIO WM OTCYTCTBHIO
3aWKaHUs Y OJHOSIMIICBBIX OJM3HEIIOB 3HAYUTEIHHO BBIIIE, YEM Y JABYSHIIEBHIX. 3
31 mapbl ogHOSIHMIIEBBIX OM3HENIOB. M. 3eeMak OTMEYaeT 3auKaHUE TOJIBKO OJTHOTO
OJM3Hela JIMIIh a OJHOM Tape, B JAPYrHMX CiydyasxX MpU HAIUYMH 3auKaHHS
3adKanuch o0a OnusHena. Jlpyrue COOTHOIICHHS OBLIM OOHApPYKEHBI Yy
JBYSIMIICBBIX OJM3HEIOB: M3 8 map 00CJIeAOBAaHHBIX OJM3HEIOB 3aUKaJICS TOJIBKO

OJIHU, XOTs y 4 map cTpajai 3auKaHueM OJIMH U3 POJUTENEH.
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JMucaanus. [IpousHouienne 3ByKOB peun Kak pediiekc, OCBOCHHBIN MyTeEM
NOApPaKAHUS, 3aBUCUT OT CBOMCTB pa3apakuTelsi — OObEKTa MOAPAKAHUS, OT
MOJIHOIEHHOCTH BOCIPUHUMAIOIIMX €ro amnmaparoB (Cilyxa, KHHECTETHYECKOTO
YyBCTBAa), OT CIOCOOHOCTH K BOCIPOHW3BOJICTBY TAaKOTro € akTa. MelmeyHas
CUCTEMA OpPraHOB apPTUKYJSILIMM YYaCTBYET B aKT€ MPOU3HOIICHUS BMECTE C
HEKOTOPbIMU APYTMMH MBIIIIAMHU TEJd, T. €. peueBas apTUKYJSLHS CBA3aHA C
oOmmeli MOTOpHUKOW opraHu3ma. MoTopHasi OJapeHHOCTh KaK OHOJOTHYCCKUN
dbakTop mpenpacnoyiaraloero xapakrepa ONpeaeiseT TOYHOCTh W YETKOCTh
apTUKYJSINAHA, KOTOpas pa3BUBACTCA H COBEPUICHCTBYETCS B  IPOIECCE
VHJIMBUTYaJIbHOTO PA3BUTHS MO BO3JCHCTBUEM BHEIIHEN CPEIBI.

APTUKYJIATOPHBIE PACCTPOMCTBA y JIETEN MOCIE S5-JETHEr0 BO3pacTa 4Yalle
HaOJII0JIAI0TCA Y MaJIbYMKOB, HEM Yy JEBOYEK, M TAKXKE Yalle HaCIeAyIOTCs, IO
MYXXCKOM JIMHUU.. M3BECTHBI ciydau, KOTJa B TpeX .IMIOKOJIEHUAX OJHOU CEMBbHU
ObLTM  JUIIa C  MJIGHTUYHOM  OCOOCHHOCTHIO  MPOU3HOIICHHS  3BYKA.
HacneacTtBeHHbI XapakTep AUCIATWNA MOATBEPKIACTCA CIy4YasiMU OJMHAKOBOIO
nedexTa 3ByKOIPOU3HOIICHHUS Y 000MX OTHOSHIICBBIX OJTM3HEIIOB.

[Ipy KIMHUKO-TEHEATIOTUYECKOM MCCIICIOBAaHUM YCTAaHOBJIEHO, YTO B
CEMbSIX, TJI€ HUMEKTCA JE€TU C HApPYLICHUAMU PEYU, HUIACHTUYHBIE pPEUYEBbIC
paccTpoiicTBa HabmoMal0TCs U y poauteneil. UHTepecHo, 4To 3auKaHue 10 JIMHUH
MaTepU IMEpPEeIaBajOCh Yalle MalbuhKaM, a IO JUHUM OTHA — C OJUHAKOBOM
4acTOTOW M MaJlbuhKaM M JeBoukaMm. [Ipm aHanmm3e poaoCiIOBHBIX YCTaHOBJIEHO,
YTO PEYEBBIE PACCTPOICTBA HAUUHAIOTCS B ONIPEACICHHOM BO3PacTe U MEPEeAatoTCs
110 JOMUHAHTHOMY THITY.

Taxunanus. beictpasi, HeBHsATHAs peyb (Taxwianus, OaTTapu3M) MOXKET
MOSIBJIATBCS Y J€TeH U3 CeMei, TJie€ €CTh OBICTPO U HOPMAJIbHO TOBOPSIIUE JIMIIA.
HekoTopple aBTOpPHI CUMTAIOT YCKOPEHHYIO PEYbh OPTraHUYECKH OOYCIOBICHHBIM
HAPYLICHUEM LIEHTPAIBHOIO PEUYEBOI0 MEXAHU3Ma W 3HAYUTEIBHYIO POJIb B 3TOM
OTBOJSAT HACJIEICTBEHHOCTH, YKa3bIBas Ha TEHETUYECKYIO CBSI3b YCKOPEHHOM peun
C 3aMKaHUEM.

B.A. KypuieB Ha0mtonan 8 nerei, KOTopble HE KOHTAaKTUPOBAIA B MOMEHT
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pa3BUTHUS OBICTPON pedr ¢ OBICTPO TOBOPAIIUMH POAUTEISMU, OBLIIH B OKPYKEHUH
MEJICHHO TOBOPSIIIMX W BCE-TaKM CTAJId TOBOPUTH OBICTpO. ITO - (akT,
YKa3bIBAIOLIUI Ha CBS3b JTOr0 JAe(eKTa pedd C HaCJIEICTBEHHOCTHIO. ABTOp
CUUTAET, YTO OBICTPBIA TEMM peur OO0YCIOBJIEH OBICTPHIM TEMIIOM MBILIUICHUS U
YTO TaXWIAIUS - MBICIUTEIBHO-PEYEBOE HAPYILICHHUE.

B »3TOl TiaBe MBI HE pacCMaTpuBacM pEUYEBHIC, HApYLICHUS IIPH
HACJIEICTBEHHBIX (JOPMax YMCTBEHHOI'O HEAOPa3BUTHUS. B crnienManbHbIX pa3jenax
JIOTONEUN CTYJEHThl U3y4aloT OCOOEHHOCTH PE€YM YMCTBEHHO OTCTAJIBIX JETEH..
VkaspiBaeTcsi, 4To oJuroppeHus HACICACTBEHHOW ¢  HEHACIEICTBEHHOM"
ATUOJIOTUH COMPOBOXKAAETCS PA3IMYHbIMM HApPYIICHUSAMH PEYH BIUIOTH 10
HEMOTbI, 3aTPYJHEHHEM TOHUMaHUs OOpaleHHON pedH, pacCTpOHCTBaMH (BILIOTh
JI0 HEBO3MOJKHOCTM) YTEHUs W MHUChbMa, 3aukaHuemM u ap. Ilpu mmsodpenun
XapaKTep PEYEBBIX PACCTPOMCTB CBSA3aH CO CMBICIIOBOM CTOPOHOM MBILIICHUS U
peun.

Wtak, paznuuHble HAPYIICHHUS pe4M — 3aJCpKKa, 3aUKaHUE, Taxuiaiusi U
JIUCIIaJINS, - HE CBA3AHHBIE C 1e(heKTaMH IICUXUKU U OPTaHOB UYBCTB, B HEKOTOPBIX
clly4yasiX HMEIOT TE€HETUYECKYyl0 O0OYyCIOBJIEHHOCTb. Peub — MoJjomas u
JerkopaHuMasi (GyHKIUS KOPbl FOJIOBHOI'O MO3ra — Pa3BUBAETCS IOJ BIMSHHUEM
GbakTopoB, KaXIblii W3 KOTOPBIX IO-CBOEMY BakeH. [lockoiibky U
Mopdosioruueckre M (yHKIHMOHAJIbHBIE MPU3HAKU OpraHu3Ma (pOpMUPYIOTCS Ha
0a3e OMPENENIEHHOT0 T'eHOTUIA TMOJ BIUSHUEM Cpeabl, TO HCKIIOYUTH POJIb
reHeTH4ecKoro ¢akropa B ATHOJOTMM HAPYIIEHUH peur Henb3s. MMeromuecs B
JUTEpAType CBEACHHMS O POJM HACIEACTBEHHOCTHM B IMAaTOJIOTUU PEUYU €llle
HefnocTarouHbl. OJHAKO B IIOCIEIHHE TOJAbl 3aMETHO TIOBBICHJICS HMHTEPEC
TE€HETUKOB, JIOrONEeAO0B, (U3HOJOrOB M Bpadyeil K HU3YYEHUID U OCMBICICHUIO
3HAYEHUs] TEeHeTH4Yeckoro (akropa B Joromneauu. MOXKHO HaJIesAThCsA, YTO
COBMECTHBIE yCWJIMA CHEUUAJIMCTOB Pa3jIUM4HbIX OTpacied HAayKu IpHU
KOMIIJIEKCHOM M3YYE€HHMHM JSTHOJIOTMH U MATOI€HE3a PEYEBbIX HAPYLICHUI ITOMOTYT
negaroraM — JoromnenaM 3¢ (QeKTHBHEe CTPOUTh MNEAArOTHYECKU Mpolecc u

CO37aAyT YCJIOBHS ISl YCIEIIHOTO JIEYEHUS U TPEIyNpekIEHUs pPacCTPOMCTB
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peun.
IIpoBeps ceds :

1.KaxoBa poJib HacJI€ICTBEHHOCTH B 3aJIEPKKE PEUEBOTO Pa3BUTHS 1€TEI?

2. HacnenctBeHHblit (hakTOp B 3TUOJIOTUN 3aUKAHMS.

3. 3HayeHue HaCJICACTBCHHOCTH U CONUAJIbHBIX q)aKTopOB B PAa3BUTHH PCUH.

3.2. Cemeiinbie (popMbI 0JIMTOPpeHMIT

N3BecTHO, YTO OJUTOPPEHHH HMEIOT YacTO CEMEWHBIM Xapakrtep, T.€.
BCTPEYAIOTCS HEPEAKO Y OJIM3KUX POJCTBEHHUKOB.

PaccMoTpenHas Bblllle rpynna XpOMOCOMHBIX 3a00JIEBaHUN ¢ CHHIPOMOM
oJIUro()peHUYECcKoro ciaaboyMusi MMEET B CBOEM COCTaBe psJl 3a00JieBaHUM,
BCTpeUaromuxcsd y Onm3kux poactBeHHUKOB. K rpynme cemelHbIX (dopm
OTHOCSITCSI T€ Cllydad, KOI/la Hajluuue 3a00jeBaHUs y OJU3KUX POJICTBEHHUKOB
COBEPLIEHHO TOYHO JO0KAa3aHO, HO B OTHOILIEHWH ITaTOr€HE3a MOKA HET €Ile YETKUX
JTAHHBIX, TOBOPAIIMX 00 OMpEJEICHHOM XPOMOCOMHON WU (PepMEHTaTUBHOU
HEJIOCTaTOYHOCTH.

K cemelinpiM ciydasim oauroppeHun OTHOCSTCS Clleayromue (opMbl:

Axkpouedanocunaakruiausa  (cu"apom  Anepra). HacnencrsenHoe,
JOMUHAHTHOE, ayTOCOMHOE 3a00JIEBaHUE, XapaKTEepPU3YIOLIEeCs BPOXKICHHBIM
ciaboymMueM, JTU30CTO3aMM KOCTeHl depemna, CHHIAKTWIMSIMH. B cBOOOIHOM
COCTOSIHUM YacCTO COXPAaHsIETCs TOJbKO Ooibiioi nanern. Mmerorcsa k3o Tansm u
nedopmanuu 3y00B.

Cungpom Kpy3zona. HacnencrBeHHoe, JOMHUHAHTHOE, ayTOCOMHOE
3a00sieBaHUE, COMPOBOXKIAIOIIEECs Cl1ab0yMueM, NPeKIEBPEMEHHBIM CpPACTaHUEM
IIBOB Yeperia, MPUBOJISIINUM K €r0 HEeMPaBUIbHOW KOH(PUTYpAIUU U, KaK pe3yJbTaT
ATOr0, K AK30(TanbMy. beiBaeT BTOpHMYHas aTpodus 3pUTEIBHBIX HEPBOB. Bun
JUIa HATOMUHAET TAKOBOW Mpu Mpeablayiien popme, HO CHHIAKTUIINU HE ObIBaeT.
bosnpon nanen pacnoyIOKeH Mo IPSMBIM YIJIOM K KACTH.

Cunapom  Ceerpena-Jlapccona.  HacnenctBennoe — 3a0oneBanue,
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00yCIIOBIICHHOE ayTOCOMHOMU peLEeCCUBHOM HACJIEICTBEHHOCTHIO.
ComnpoBokgaeTcsi  ciaboymMueM, CIACTUYECKUMHU  Tape3aMu,  MakyJIspHOU
JIETeHepalyen ceT4aTku U uXTHo30M. Yacto 00neroT Oa13Kue pOJCTBEHHUKH.

Cunapom bepbecona-Popcmana-Jleemana. Hacnencreennoe,
CUEIUIEHHOE ¢ MojoM 3aboJieBanue. CoOMpOBOXKAACTCS BBIPAKEHHON HIAMOTUEH,
TUIOTEHUTAIU3MOM, CHWKEHHEM OCHOBHOIO OOMEHa, HHU3KHM  pOCTOM,
Mukpouedanueii, y3KMMH TJA3HBIMH  [IEJISAMH, HW3MEHEHHBIMU  YUIHBIMU
PAaKOBHHAMH.

MuoroHnyeckas AUCTPOpUS. HacnencrBennbiin CUHJIPOM,
BCTPEYAIOUIUICS Yalle y MY>KUYHMH. 3aKJII0YAETCS] B IPOrPECCUPYIOLIEH MBIIICYHON
atpo¢uu, MHOTOHMM U ciaboymuu. 3a0o0JieBaHHE HAYMHAETCS B MOJIOJIOM
BO3pacTe, COMPOBOXKIaeTCsl arpodueis simuek, GoJUTHKYIOB, KaTapaKTOW M paHHUM
00JIbICEHUEM.

Cunapom Ilpanepa-Bunam. HaGmronaroTcss uauoTusi, HHU3KHA POCT,

TUIIOTCHUTAIU3M, MHOT/IAa TYYHOCTh JHIOKPUHHOIO XapakTepa, C pPE3KOH

TUIIOTOHHUEH MBIIIIIT, HpeI[I[I/Ia6eTI/I‘-IeCKHM COCTOAHHUCM, KPUIITAPXU3MOM.

Cunagpom Anepra. 4 roga. Jledpapmanus Cunagpom Aneprta. 31 roa. uepemna, ckejiera.
k30 TaIBM, CHHAAKTHIIHS. (AxpouedanocuHAAKTHINA), C1a00yMuUe
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Cunapom Kpysona. 13 jer. leOusen. Y oTua MajJb4uKa 3TOT ’Ke CHHAPOM, HO

B 0oJiee Jierkou popme, oTen] NICUXHUYECKH 310POB.
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Cunapom bepbecona-®opcmana. 32 rona. Uanorusa. Ceoeodpa3nasi popma
rososbl. Henopassurue tazo0eapeHHOl 00J1acTH, OKMPEHHE, MJIOCKOCTONHUE,
HeJ0pa3BUTHE IMOJOBBIX OPraHOB, T'MHEKOMACTHUSI, OTCYTCTBHE BTOPMYHBIX

IMOJIOBBIX IPU3HAKOB.
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Pasnen 4. HEINPOI'PEJIUEHTHBIE COCTOSIHHUSA SK30IEHHOM
ITUOJIOI'NN, COIMIPOBOXJIAIOLIENCS CUHIPOMOM
OJIUMTI'O®PPEHUN

PoxoBasi TpaBMa ¢ CHHAPOMOM OJUIOQpPEeHNYECKOro CJaadoymus.
Hepenko comnpoBoxkmaercss pojoBoil acdukcueil. Pe3umyanbHbie SBICHUS €€
OTMHMCHIBAIOTCS Kak 00Je3Hb JInTTs. CunTanock paHee BeCbMa pacpOCTPAHCHHBIM
3a00jieBaHUEM, TEMeph YACNIbHBIH Bec ciaboymusi, OOYCIOBIEHHOTO PpOJOBOM
TPaBMOM, B TIpynne OJUTOPPEHUN 3HAUYUTEIBLHO CHU3WICS, TaK KaK MHOTHE
Clly4au, KOTOpbI€ MPEXkJe ObUIM OTHOCHUMBI K TOCJEACTBUSM POJIOBOM TPaBMBI,
OKa3aJIMCh CBSI3aHHBIMU C JAPYTMMH BPEAHOCTAMH. 3a00JIEBAHUE COMPOBOXKIACTCA
CIACTUYECKUMHU TapaJiiuaMH, WHOT/AA TUIEPKUHE3aMH, aTE€TO30M, TOPCHOHHBIM
CIa3MoOM, HapylleHHeM pedH, ocjablieHueM (QU3UYeCcKOro U TMCUXUYECKOTO
pa3BUTHSI, THOTJA SMUJICITUYECKUMH TIPUTTATKAMH.

B ocHoBe ouaroBeix cUMOTOMOB Tmipu Oone3nu JIuTtias jexar
KPOBOM3IUSHUSA B MO3T peOCHKA, BO3HUKAIOIIME B TEPUOJ POJIOB. 3aliepikKa
MCUXWYECKOTO Pa3BUTUS MOXET OBbITh CKOpee OOBACHEHAa KHCJIOPOJIHOM
HEJIOCTATOYHOCTBIO.

I'mapouedanus. Paznuuaior BHYTPEHHIOI W HApPYXKHYIO THApoledanuu.
[Ipuuunbl rugponedanun — UHGEKIUHU, THTOKCUKAIIUA U TPaBMbI LIEHTPAIbHON
HEPBHOW CHCTEMBI, BEIYyIIME K 3aKYNOPKE JIMKBOPHBIX MYTEHd W HAPYIICHUIO
OTTOKA MO3TOBOM KUJIKOCTHU. XapaKTEPU3yeTCsl BHAYAJIEe HEKOTOPHIM YCKOPEHUEM
TeMIa pa3BUTHs UHTEIUICKTA, B JAJIbHEHIIIEM — MPOTPECCUPYIONMINM CIaboyMueM
B CBSI3U C BTOPUYHOM aTpodueil MO3rOBOTO BEIIECTRA.

Iopanuedanuss. B ocHoBe mnopsHIedanuun JeKUT oO0pa3oBaHUE B
BEIIECTBE TMOJYIIApUHA MO3ra MHOXKECTBEHHBIX IOJIOCTEH, HAMOJIHEHHBIX
XKUAKOCTRIO. [IpeanonararoT HHGEKITMOHHYIO STHOJIOTHIO TIpoIiecca.

BpoxaeHHblit TOKCOIJIa3MO03. Bri3siBaeTcs TOKCOILIa3MOH
(OJTHOKJIETOYHBIM OPTraHU3MOM, OTHOCSIIMMCSI K THUIY MPOCTEHIINX >KUBOTHBIX).

Paznmuuaior Tpu QOpMBI  BPOXKACHHOTO TOKCOIUIA3MO3a: a) BPOXKICHHBIN
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TOKCOILJIa3MO3 B CTAJUU IreHepaIn3anuu, 0) BPOKICHHBIA TOKCOIUIa3M03 B (hopme
cenu(uUecKkoro sHIedannTa, B) BPOKIACHHbBIN TOKCOIUIa3M03 B (OopMe OCTaTOU-
HBIX sBJIeHUN. Bropas u TpeTbs (OpMBI MPOTEKAOT C MaKCHUMAaJbHBIM
MIOPa>XKEHUEM LICHTPAJIbHOW HEPBHOU CUCTEMBI.

3a0oJieBaHNE TOKCOILIIa3MO30M MPOSIBIISIETCS BO BPOKICHHBIX YPOJCTBaX, B
TOM YHCJIE HEPBHOM CUCTEMBI, IPUBOAAIIUX K BPOKICHHOMY ciaboymuto. Crenu-
(GUYHBIM TECTOM Ha TOKCOIUIa3MO3 SIBIISICTCS  MOJOXHUTENbHAs  peakuus
CBSA3BIBAaHUSI COOTBETCTBYIOIIEIO KOMIUIEMEHTA C TOKCOIUIA3MEHHBIM aHTUI€HOM.
TUNUYHBIM JJI TOKCOIUIA3M03a CYUTAETCSl 04aroBblil MUTMEHTHBIN XOPUOPETUHUT
U OOBI3BECTBIICHHBIE OYaXKKU PACIIOJNIOKEHUS Napa3uTa B MO3TYy, BUJUMBIE MpU
PEHTI€HOJOTUYECKOM HCCIIEA0BAHNH.

Kpacnyxa Oepemennbix. Ilpu mnepeHeceHun dTOro 3abo0JieBaHUS
OepeMEHHBIMU  JKCHIMHAMHM  pa3BUBAaeTCs, TaK Ha3blBaeMasi, BHUpYyCHas
smOpuonarusa. CoOOTBETCTBYIOIINE HCCIEAOBAHNS TIOKAa3aIH, YTO BUPYC KPACHYXH,
INPOHUKAIOIIMKA B IUIOJ B TMpeaenax IepBbIX TPeX MecsleB OepeMEeHHOCTH,
BBI3bIBACT Pa3BUTHE BPOXKICHHBIX MOPOKOB cepAlla U ACPEKTOB INIa3HbIX SIOJOK y
IJ10/1a, a TaK)Ke BO3HUKHOBEHME aHdHLedanuu, ruaponedaini, MUKpouepaiuu u
TAKOr0 CHHJApPOMA, KaK TIJIyXOHEMOTa. ['MCTOJIOTMYECKHE HCCIIEIOBAaHUS MO3ra
POJIMBIIMXCSA JETEH MOKa3ajlud 4YacTOe€ BO3HUKHOBEHHE arcHe3WH, arla3ud MU
HEKpPO30B MO3ra. YKa3aHHbIE SBJICHUS PUBOJAT K ICUXUYECKOMY HEJIOPA3ZBUTHUIO.

Bpo:xnennslii cuduinc. 3a00eBaHue SBISETCS PE3yJIbTaTOM 3apaKCHUS
cU(UIUTHYECKON MH(EKIMEeH, nepenienmeil B TKaHU IUI0a Yepe3 IUIAleHTy OT
00NBHON MaTepu. YKa3blBadu Ha CUDUIUTUYECKYI0 MH(EKINIO, KaK HA OJUH W3
(bakTopoB, CIOCOOCTBYIONIMX HEIOHOIICHHOCTH ¢ CIIOHTaHHBIM abopTaM.
BpoxneHHnblii  HeWpocupuinc —  opraHMdeckoe  3a0o0JieBaHME  MO3ra,
COIPOBOKIAIOIIEECS pe3koun 3aJIepPKKOI NICUXUYECKOTO pa3BUTHS,
3MUACOTUQOPMHBIMU TPUTIAJAKAMHU, HEPEIKO TIIyXOTOM, aTpodueil 3pUTeNbHBIX
HEPBOB M pAIOM BpOXIEHHbIX JedekToB. Yacto HaOMOAAIOTCS aHOMAaIUU
CKeJIeTa.

BuraMuHHasE HeZOCTATOYHOCTHL M AMCTpodusa y aereil. Bri3biBaer
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HEKOTOPYIO 3aJeP’KKy YMCTBEHHOTO pa3BUTHS, JIeTKHE (POpMBI 3a00eBaHUS
JUKBUIAUPYIOTCS TIPU COOTBETCTBYIONIEM JICUCHUH.

I'emosmuT4yeckas 00J1€3Hb HOBOPOK/ICHHBbIX. JloBOJILHO
pacmpocTpaHeHHOe 3a00JieBaHWE B IOCTHATAIBHOM TIEPHOJIE, BO3HUKACT
BCJIEZICTBUE PE3yC-HECOBMECTUMOCTH KPOBH MaTepu U miojaa. OnucaHo HeCKOJIbKO
KJIMHAYECKUX  BapHUAHTOB 3TOr0  3a00JIeBaHMS: 1)  runponedanus,
COTIPOBOXKTAFOIIASCS OOIMMM OTEKOM, 2) BpPOXKICHHAS JKEITyXa C aHeMHeH, 3)
TsDKenasi reMmoiuThdeckass aHeMus. Co CTOPOHBI HEPBHOM CHCTEMBI OOBIYHO
HAOJFOMAIOTCSA TaKWe SIBJICHUS, KaK OJUTO(MPEHWYECKUA CHHIPOM, TIIyXOTa,
TUIIEPKUHE3bl, & MHOrJA Mapajludd LEHTpaJbHOro Xapakrtepa. B. A. Tabonun
YKa3bIBa€T, YTO CTENEHb IMOPAKEHHM YacTO 3aBUCUT OT KadyecTBa JICUCHUS.

OOMEeHHOE TepeMBaHUE KPOBH, BBIIIOJTHEHHOE CBOEBPEMEHHO, B 3HAYUTEIHLHOM

MCpPC IIPCOAOXPAHACT pe6eHKa OT IIOPAKCHHUA HepBHOﬁ CHCTCMBEI.

Bpo:xneHHslil TOkCIo1a3Moc. 4 roaa. Bpoxaenusiii cupuianc. lepapmanus
Caabdoymmue. Henopa3Burue JMIeBOro yepena. PeOeHOK He:KU3HECTIOCOOEH.
CKeJIeTa, JMUKAHTYC, IK30(pTAIbM,

cXoAsiMecs Kocorjaasme
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Pasznen 5. CHHAPOMBI OJIMT'O®PEHUU SHAOKPUHHOI'O 'EHE3A

B3aumocBsI3b ¥ B3aMMO3aBHCHMOCTh MEXIY LIEHTPAILHOW HEPBHOM
CUCTEMON U DSHAOKPMHHBIMU OpraHaMd OCYUIECTBISECTCA YKe B Ipolecce
aMOpHOreHe3a, BO BpeMs KOTOPOTO KOPPENSALUS MEXAYy ABYMS CHCTEMaMU —
HEPBHOW H DJHIOKPUHHOW B 3HAUUTEIBHOH MeEpe YCIOKHEHa B CBSI3U C
MPOTEKaHUEM B HHUX OMpeeTeHHBIX dTanoB auddepenuuporku. Kpome toro, B
nepuoae AMOPHUOHATBLHOTO Pa3BUTUS  (PAKTOpP NIEATEIBHOCTH SHIOKPHHHBIX
OpPraHOB MaTepH OINpeAeTIeHHBIM 00pa30M BIHSAET HA Pa3BUTHE SMOPHOHA.

HenocratoyHocTh IMTOBHIHOM KeJie3bl. 3HAUMTENbHAA 3a7ep>KKa B
Pa3BUTHHU MO3Ta, a CIEJOBATENbHO, M B OCYIIECTBICHUU TCUXUUYECKUX (DYHKIIHI
peOCcHKa BO3HHMKAET TPH BPOXKICHHOM OTCYTCTBHM, WM alljla3ud HIATOBUIHOM
xene3bl. Ecmum 10 poxaeHus peOEHOK, CTpajalouIvii 3TUM  3a00JIeBaHUEM,
pa3BHUBaeTCA 3a CYET ACHCTBHS TOPMOHOB, IMOCTYNAaBIIMX B €r0 OPTaHHU3M U3
IIUTOBUIHON JKENe3bl MaTepH, TO TOCIE POXKACHHUS HAYMHAET CKa3bIBATHCA
TOPMOHAJIbHASI HEJOCTATOYHOCTh: POCT peOeHKAa 3HAYUTENBHO 3aMEeJJIseTCs,
KOCTHasi cuctemMa (QopmHupyeTcss MEJIEHHO, KOXXHBIE TOKPOBBI  TEPSIOT
AIIACTUYHOCTH, MICUXUYECKOE PA3BUTUE 3HAYUTEIBHO OTCcTaeT. Yarne Habmomaercs
cnaboyMue B CTEIIEHU UMOCITUIILHOCTH.

Mopdonornueckoe wu3ydyeHHE MO3ra TaKUX JeTeld TOKa3bIBAaeT €ro
AMOPUOHAILHBIN, HE3pENbId BUJ, HEJOpa3BUTHE OOPO3/1 M U3BUIIUH, 3aMEIJICHUE
MUTPAIMA HEPBHBIX KJICTOK, HAJTMYHE HEBPOOJIACTOB U KJICTOK C JBOMHBIM SIPOM.
K 9T0i1 rpymme oTHOCUTCSI CHHAPOM OJUTO(DPEHNH NMPU KPETUHU3ME U MHUKCEaMe.

Hepocratounocts  rumou3apHbiX  (yHKHMil.  3akioyaercss B
3aMEJICHHOM pa3BUTHH OpTraHW3Ma, HU3KOM pOCTE, HW3BECTHON 3aJepKKE B
pa3BUTHH NCUXUYECKUX QYyHKIHN. XOTs MOA00HOE BPOKIECHHOE 3a00JIEBAHNE U HE
BBI3BIBACT CTOJIb KAaTaCTPO(UUYECKUX TMOCISACTBUI ISl pa3BUTHsS MO3ra, Kak B
cllydae, pacCMOTPEHHOM BbIIIe, HO OOJBHBIE HHUKOT/IA HE MOTYT CUHUTAThCS
TICUXWYECKU TTOJTHOIEHHBIMU JIIOJIbMU, TaK KaK 3TH MUCHYHKIIMHM HAKIIQbIBAIOT
OTIpE/eNICHHBIA OTIEYaTOK Ha JIMYHOCTHBIE OCOOEHHOCTH OosibHOTO. OnHA W3
Pa3HOBUIHOCTEN HENOCTATOYHOCTH TUMO(HU3aPHBIX (PYHKIMNA — TUNO(U3apHBIA
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HaHU3M (KapJMKOBOCTh) MOXKET COYETATbCsA WM JaBaTh MepexoiHble (opmbl
TakuMU  3a00JIeBaHUSIMU, Kak KkcaHToMaro3 (cunapom ['annma-ITronnepa-
Xpuctuana) win raprounusm (cuaapom ['ypnepa). Omucan cunapom Kokaina u
Heiina — coyeTaHue KapiuKOBOCTH C MHUKporedalveidl W HU3KHUM YPOBHEM
MICUXUYECKOr0 pa3BUTHUs. MI3BECTHBI Cilyyan KapJIMKOBOCTH C HEMPONOPLIMOHAIBHO
chopMHpoBaHHBIM yepernoM. MHoraa HabmomaeTcss npuayAJIuBbld BU JTUIEBOTO
ckenera. Hepgocrarok comarorponuHa (TOpMOHa pocTa) HOPUBOAHUT K
HEIOJHOLIEHHOMY pa3BUTHIO CKeJleTa U JPYITMM OCOOCHHOCTSAM (PU3UUYECKOrO
CTPOEHHUs, 4YTO TMpuAaeT OOJbHBIM CTApYECKUi BHI. XOTS Cpeaud Npo-
MOPLIMOHAIBHO CIOKEHHBIX THUIO(U3APHBIX KAPJIUKOB U BCTPEUAIOTCS ICUXUYECKU
JIOBOJIbHO Pa3BUThIE CyOBEKTHI, TEM HE MEHEE y OOJIBLIIMHCTBA U3 HUX YPOBEHb
MHTEJJIEKTA KPalHE HEBBICOK.

AXOHIPOIUIA3MS TaKXKE OTHOCUTCA K 3a00J€BaHUAM TUIIO(GU3apHOTO psja.
OTO OBOJIBHO PACIPOCTPAHEHHOE IOPAXKEHUE XAPAKTEPU3YETCA YKOPOUYEHUEM
KOHEYHOCTEH, YacTUyHOM Opaxuuedanued, ypomaiuBod (QOpMOH  TOJIOBHI,
YBEIMYEHHEM CBOJA Yepena, IMUPOKO PACCTaBICHHBIMM IuazamMu. OTmedaercs
COYETAHHE AXOHJAPOIUIA3UA U TMCUXUYECKUX aHoMalnii. HeBBICOKMI WHTEJUIEKT,
yactas  MOpaJibHas  HEMOJHOLIEHHOCTb,  TPYAHOCTH B  NPUOOpPETEHUU
KBAJIM(ULIMPOBAHHON CHEIHATIbHOCTH, aCOIMAIbHOCTh M TOBBIIICHHAs 3pOTHY-
HOCTb XapaKTEPU3YIOT NICUXUKY aXOHAPOILIA3HYECKUX KapJIUKOB.

BoJe3sns Unenko-Kymunra. 3a0oieBanne XxapakTepu3yeTcsi O)KUPEHUEM,
TUIIEPTIIMKEMUEN, OCTEOIIOPO30M, TUIIEPTOHUEH, TUNEPTPUXO30M,
TUIOTEHUTATU3MOM, HU3KUM UHTEJIEKTOM.

Hecaxapuplii nguaber u cunapom @Ppenuxa. 3aboneBaHue daie
BCTpEUaeTrcss 'y JeTe, 4YeM y B3pociblXx. CBA3aHO C MOpaKECHUEM
TUIOTAIaMUYECKOM 00J1acTH, BOPOHKU Tunodusa u ero 3aaHei yactu. OCHOBHbIE
CUMITOMBI — Xax/a U noiaunypusi. Co CTOPOHBI HEPBHOIM cHCTEMbl Ha0II0AaeTCs
Pa3ApAKUTENBHOCTb, INIOXOW COH, 3aMEJIEHHOCTh B Pa3BUTUH MHTEJUICKTA.

Caxapubiii aualer. 3a0osieBaHHE BBI3BAHO HEAOCTATOYHOCTHIO B

ACATCIIBHOCTU HMHCYJIAPHOIO allllapara HO,Z[}KGHyILO‘IHOﬁ kene3pl. B JCTCKOM
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BO3pAcTe BBI3BIBACT 3a/IEPKKY OOIIETro M MCUXUYECKOTO Pa3BUTHSI.

3a0osieBaHNs HAANOYEYHHMKOB. HenocTaToOUHOCTP KOPKOBOIO — CIIOS
HAAMOYEUYHUKOB Y JieTell BcTpedaercs peako. Yamie HaOMIOJAIOTCA OMyXOJU
HAAMOYEUYHUKOB B JIETCKOM M IOHOIIECKOM Bo3pacte. Ilpu sTom Habmomaercs
paHHEe COMAaTHYECKOE pa3BUTHUE, OJHAKO WHTEUIEKTYaJIbHOE pPa3BUTHE OOBIUHO
3a/1epKUBACTCA. ANPEHOTCHUTAIBHBINA CHHIPOM y J€BOYEK BEAECT K BUPHUIIN3ALNH,
TUPCYTU3MY, B PAHHEM BO3pacTe — K HETIPaBUJIbHON MOJOBOM AU epeHInaum.

IMosioBble anomanum. B 5Ty rpynmy 3aboneBaHuii BXOOUT paHHEE
MIOJIOBOE CO3PEBAHHWE M 3aMEJJIEHUE II0JIOBOr0 pa3BUTUA. WHTeNIeKTyalbHbIE
OTKJIOHEHHSI TIPY THX 3a00JIeBaHUAX BCTpeyaroTcs penako. [lomoBoe Hemopazputue
OOBIYHO COTIPOBOXAAETCA OOIIMM HMH(AHTUIM3MOM C JIETKOM HEJOPa3BUTOCTHIO

HHTCIIJICKTA. HpI/I MMPEKACBPEMCHHOM ITIOJIOBOM CO3PCBAHUH BO3MO’KHA IMATOJIOTHS

BJICUCHUI.

CemeiliHblil ciyyaid axOHAPOILIA3MHU, cI1a0oymue. B meHTpe CHHUMKa MaThb,
CJieBa — CbIH, CIIPAaBAa — IUVIEMSAHHULA. Y BCeX HU3KMH HHTE/LICKT.

71



Kperunusm y pedenka. 3agep:kka ymcTBeHHOro pasButus. Iloka3zano

H3MeHeHHue 00JIMKa 00JIbHOr0 pedeHKAa Mo/ BIAUSTHUEM JIeYeHUs TUPECOUIHHOM.
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CemMeiiHblil  cay4yalli axXOHAPONa3uM, CONPOBOXIAWIIMIiCH cJadoymuem.

JIBoropoaHbie OpaT u cecTpa.
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Cunapom MHMuenko-Kymunra. HHTe/IeKT He COOTBETCTBYET BO3pacCTy,
oxxupenue. Poct Hemocrarouen. I'osoc rpyObiid. IloBbimennass AJl. Jlnno

«JIyHOOOpa3Hoe»
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Paznen 6. 3ABOJIEBAHUAI, COITPOBOXIAIOIIMNECSA
HAPYIIEHUEM PA3BUTHS W W3MEHEHUMEM ®YHKIUN
OIIPEJIEJIEHHBIX TKAHEHN

Hekotopeie ¢GopMBI, CMEXHBIE C OJUTO(MPEHHUEH, COMPOBOKIAIOTCS
U3MCHEHHEM  pa3BUTHS ©W  (QYHKOMIA  ONpENENICHHBIX TKaHEW, WHOT/AA
npoiudepaTUBHBIMU SBJICHHSIMU B TIpeleiaxX OINpPEACIICHHONW TKaHW. B ocHOBe
3a00JIeBaHUS JIEKAT SMOPHUOTIATUIECKUE MEXaHU3MBI.

Octeonerpo3 (cunapom  AnwsOepca-lllendepra).  HacnenctBeHHoe,
JOMHUHAHTHOE, WHOT/Aa PEICCCHBHOE, ayTOCOMHOE 3a00JIeBaHME. 3aKITI0YAacTCs B
nuhPpy3HOM reHepaiu30BaHHOM CKJIEPOTHYECKOM MPOIEecce, TOPaXKaoIIEeM CKEJIeT
(MpaMOpHOCTH ~ KOCT€H), U  BTOpUYHOM  ciaboymuu.  HabGmronarorcs
AKCTpaMEyJUISIPHBIE OYard KPOBETBOPEHHS, YBEIWUYCHUE TEYCHH U CEJIC3CHKH,
aHEeMUsl, KapJIUKOBBIN POCT, SK30(TaIbM, aTpodusi 3pUTEITHHBIX HEPBOB. TeueHue
3a0o0eBaHusT — Tporpeccupyromiee. YacTb CHMIITOMOB BCTPEYACTCS HE BCETIA.

TyOepo3nblii ckiaepo3 (omuioiis, 60ne3Hb bypHeBwLIfg). AyTOCOMHOE
JOMHUHAHTHOE HACJICACTBEHHOE 3a00JIeBaHUEe, MPOTPECCUPYET, COMPOBOXKIACTCS
MOCTETICHHO HapacTaloluM CJIa00OyMHEeM, paHee pacleHUBAIOCh KaK TOPOK
pa3BUTHS TOJOBHOTO MO3Ta, B HACTOSIIEE BpEMSI CUUTAETCS ayTOCOMHBIM,
JIOMUHAHTHBIM, TEHETHYECKH 00YCIIOBIICHHBIM 3a00JICBAaHHEM.

B nmaneko 3amemmmx ciaydasx HaOMIOMAIOTCS MpUIAnKU U mapanunan. [Ipu
OCMOTpE JIMIIa BUHA 0c00asi 30Ha, Mo popMe HarOMHUHaroIIass 0a00UKy, TOKPHITas
JKEITOBATO-KPACHBIMH Y3€JIKaMHU - aHTHOMaMH M 3JIEMEHTaMH THIepkeparo3a. Ha
TeJie OBIBAIOT MHOXKECTBEHHBIC aHTHOMBI, (hHOPOMBI, HEHPO(PUOPOMEI.

['ucTonornyeckn B MO3Ty OOHapyXUBaeTcs pa3pacTaHUC TIIHH U
TaHTJINO3HbIC HEPBHBIC KJIETKH YPOJIMBON (POPMBI.

B wactm ciywaeB Bec W 00BeM Mo3ra OOJIBHBIX JETEH 3HAYUTEIIHHO
MIPEBOCXOIAT KOHTPOJIBHBIE U TaHHOTO Bo3pacta mudpbl. TkaHs Mo3ra KpaifHe
VIUIOTHEHA, YTO CBSI3aHO C YKAa3aHHBIM BBINIE TJIMO30M, OOYCIOBICHHBIM

COXpaHEHUEM Y KJIIETOK TJIMKM 3MOpPUOHANBHBIX MpodepaTuBHbIX cBOMCTB. Kak 310

75



YKa3bIBaeTCs B JIUTEPATYpPE, MPU TYOSPO3HOM CKJIEPO3€ HAXOISAT OIyXOJEBUIHBIC
pa3pacTaHusi TKAaHW HAAMOYCYHUKOB, MOP(OIOTUUECKUX DIEMEHTOB KOXH
(adenoma sebaceum), uto cOnmkaet 3To 3aboeBaHue ¢ HelpohruOpomMaTo3oM.

3aboneBanue TeUeT MPOTPEIUEHTHO, 3aKAHUYMBACTCS OOIMMM Mapa3MoOM M
CMEPTHIO OT UCTOIICHHUSI.

Heiipouodpomaro3  (6one3np  Pexnmnrayzena).  HacnencrBenHoe,
ayTOCOMHOE, JOMUHAHTHOE, MPOrpeaueHTHOe 3abojeBaHHe, HAuWHAIOLIeeCs B
IOHOLIECKOM BO3pacTe. ConpoBoxkaaercs CHUKEHHUEM WHTEJUICKTA,
MHOXECTBEHHBIMM  HEBpuHOMamMu u  (puOpomamu. Yacto mnopaxarorcs
nepudeprueckre U 4epemHOMO3TOBbIC HEPBHI.

BepTukajnbHasi CcKJIQAYATOCTh KOXKHU. 3a00JIeBaHUE XapaKTEPU3YETCs
HapacTawIM cIad0yMueM, CBOCOOPa3HbIMU U3MEHEHUSIMU KOXKU T'OJIOBBI B BUJIC
0CcOo00M CKJIaA4aTOCTH €€, BO3HUKAIoleH B ImmyOepTaTHOM Bo3pacTe. KoxkHbie
MOKPOBBI ~ HAallOMWHAIOT Kak Okl  MOBEpXHOCTh Mo3ra. HabGmrogatorcs
SMUJICTITUYECKUE TTPUTIAJKU, Mapajuyu, BPOXKJICHHBIC aHOMAJIMU TJIa3HBIX SIOJIOK.
JKeHmuHb! 3a00J1€BaIOT pekKe.

Oumrodgpenuss ¢ IKroAepMaydbHONl  aucmiaazuei. [IposBrneHus:
YMCTBEHHAsi OTCTajJOCTh, HEIOPa3BUTHE HA300pOUTANLHON OOJACTH, YIIHBIX
pakOBUH ¥ aHOMAaJWu KOXH, BOJIOC, 3y0OB u HOrreu. 3aboJsieBaHHE
HACJIEICTBEHHOE

Kpanuocrenos. Ocobas dhopma nporpeccupyroiieit aedopmanun gepena,
BBI3BaHHAs TPEKJACBPEMEHHBIM 3apaliuBaHueM ero I1BOB. CompoBOXKIaETCS
YCUJIMBAIOIIUMCST TIOBBIIIICHUEM BHYTPUUEPEITHOTO JAaBJEHUS, YTO TOPMO3HUT
pa3BUTHE TOJIOBHOTO MO3Ta U BEJIET K clIaboyMur0. B 3aBUCUMOCTH OT XapakTepa u
TEMIIa 3apallleHus WIBOB 3a0oJjieBaHWE TMOApPA3ICISIeTCs] Ha  HECKOJBKO
KIuHuYeckux QopMm (okcumedanus, ckadomedanus wu aAp.). Jledennme —
XUPYPruyecKoe

YearocTHo-anueBoi am3ocro3. CemeliHas (opma aedopmanuu yepena,
XapakTepu3yeTcsl  HEJOPAa3BUTHEM  BEPXHEH  YENIOCTH,  OTHOCHUTEIIbHBIM

IMPOTrHAaTU3MOM H MPCKACBPEMCHHBIM 3apalliliBaHUEM IIIBOB 4YCPCIIa. 3a0oeBaHue

76



COMPOBOXK/IAETCS CIA00YMUEM U PSAOM aHATOMUYECKUX aHOMAJIH.

I'uneprenopusm. CUHIPOM 3aBUCUT OT HEMPABUIBLHOTO (HOPMHUPOBAHHS
yeperna B 3MOPUOHAIBHOM TMEPHOJIe, YTO BBIPAKACTCS B YBEIUUYCHHOM IIMPUHE
MaJbIX KpPbUILEB OCHOBHOM KOCTH M HEAOPA3BUTHH OOJIBIIMX €€ KPbUIbEeB. B CBA3M
C OTUM HaONIIONaeTcs U3JIMIIHE IIWPOKash pPAacCTaBICHHOCTh TJIa3HUIl U
pacumpenue nepeHocuisl. OTHOBPEMEHHO HAOJIIOIAI0TCS BPOXKIEHHBIE aHOMATUH
CKeJeTa KHUCTH. 3a00JIeBaHUE CONPOBOXKIACTCS 3aJECPKKOH IMCHUXUYECKOTO
pa3BUTHSA BTOPUYHOrO XapakTepa. Yarmie Oo0JielOT JEBOUYKH, OBIBAIOT CEMEWHBIE
(GOpMBL.

OusuroppeHur ¢ KOCTHBIMM AHOMAJIMSIMM U NOPOKAMM Pa3BUTHUA
KOCTHOM CHCTeMbI — JM30CT03aMM. JTa TPYIIa OJIUTOPPEHNN CUUTAETCS PAIOM
aBTOPOB  DHAOIE€HHO-OOYCIIOBJIEHHOM W XapakKTepu3yeTcsi  CHUHAPOMOM
OJUro(ppeHnH, KOTOPOMY COMYTCTBYIOT Ne(EKThI cKelleTa U AeGopMaliiy yeperna.
[To nmannubim Ilenposa, stu dopmbl BeTpedaroTcsi ¢ yactorod 11,5% cpenu
onmuropenos. Cunraercs, 4To M0A00HBIE (HOPMBI OJUTOPPEHUH TIEPENAOTCS T10
JOMUHAHTHOMY THUITy, Y POJCTBEHHUKOB OOJIBHBIX YAaCTO BCTPEYAIOTCS OTAEIbHBIC
CTUTMAaThl MOPaXXKeHUs] KOCTHOM cucteMsbl. [laTorenes 3a0oseBaHus U3y4eH €lle He
MOJIHOCTBIO, €r0 CBS3BIBAIOT C HApyIIEHUEM pa3BUTUS M (PYHKIIMOHUPOBAHUS
COEAVMHUTEIBLHON TKaHH.

Cunapom Mapdana. HacneactBeHHoe, ayTOCOMHOE, JOMHUHAHTHOE
3aboneBanue. [Iporecc mo mperMyIecTBy MOpa)kaeT Me30- U HK30JepMajibHbIC
Tkanu. KinnHuuYeckass KapTUHA CKJIAIbIBaeTCs M3 ClIabOyMUs, apaxHO-JAaKTUIMH
(ImuHHBIE, TOHKME Talblbl HAa pyKax M HOrax), «XPYHKOro» CIOXEHUS,
TUIOIUIA3UU PANLYKKH, CMEILICHHS] XPYCTAJIUKA U APYrUX aHOMalui riasza. Yacto
HaAO0JII0AI0TCS BPOKICHHBIE TOPOKHU CEPLIA.

IIporpeccupywomuii  OKOCTeHeBAWIIU MHO3UT. HacnencrBeHHbIN
CHUHIPOM, CONIPOBOXKIAETCS IIOCTEIIEHHBIM YIUIOTHEHUEM MBIIIEYHOM TKaHU,
KOTOPOE€ HAYMHAETCS C TOJOBBI U PAaCHpOCTpaHsETCs Ha TyJoBuile. [locrenenHo
CHIDKAeTCS. MHTEJUIEKT, HaONIOAloTCd KOHTPAKTypbl KOHEeuHocTed. M3-3a

3a00J1eBaHH MYCKYJAaTypbl HACTYIACT 3aTpyAHCHUC JKCBAHUA W JAbIXaHUA.
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Habmronatorcs KOCTHBIE BbIOYXaHUs HA TPyOUaThIX KOCTSX.

WNHorna Te Wiau HMHBIE HACIIEICTBEHHbIE 3a00J€BaHUS HEPBHOM CHCTEMBI
BCTPEYAIOTCS JIMILb Yy JIMI[ OINpPEACIICHHOro Mosia. B »TOM ciydae TOBOpST O
HACJE€IOBAHUM, «CUEIUIEHHOM ¢ mojiom». Ilpumepom mopoOHOro pojaa
3a00JIeBaHUN MOTYT CIYKUTh CJEAYIOIIUE HO30JIOTHYEeCKHuE (OPMBI: CHUHIPOM
['ypnepa (raprownusm); curapom Jloy (yMCTBEHHasl OTCTaJOCTh, TUAPO(TAILM,
KaTapakTa, aMHMHOAUUYpHUs, IPU3HAKU PaxXHUTa, HE W3JICUYMBAIOIIMECS BUTAMUHOM
J); HacineACTBeHHasl MATHHUCTas OyJuie3Has JUCTPOQUS, COMPOBOKAAOIIAAC
MUKpouegdanuer, KapJaUKOBOCTBbIO, aKpOIMaHO30M; CHHApPOM bepprecoHa —
®opcmana — Jleemana; cunapom Ban-boma (ciadoymue, BpoxkaeHHbIE AEPEKThI
COCYIUCTOM 000JIOUKH, aHTUAPO3, HAEPEKTHI CKEIETA).

OnucaHHbIe BbIIIE BECbMa KPaTKO POpMbI OIUTro(pEHNN, €CTECTBEHHO, HE
UCUEPIBIBAIOT BCE pa3HOOOpa3sHe STOW CIOXKHOM IO KIMHUKE U IaTOT€HE3Y
rpynnel. Jlo HacTrosmiero BpEMEHM €IIe HET W EIWHCTBAa B3IVISAOB Ha
cuctemMaTuzanuio onuroppenuu. MHorna onuroppeHuu AENSITCS HA TPYIIbL 110
ypoBHIO wuHTeiUiekTa. Tak, baitep (D. Baier) moapasmenun ux cleayromyMm
oOpa3oM: a) ypOBEHb HWHTEJJIEKTA HWXE CPEIHEro, MOBEICHUE HEeaJeKBaTHO-
HEaJaNTUPOBAHHOE, 0) O0IbHBIE C HEAOCTATOYHBIM PA3BUTHUEM PEUU U MBILIJICHHUS,
B) OOJIbHBIE C HEAOCTATKOM BocmpuATus (mepremniuu) u Mmotopuku. D. Gatierrez,
Gomez  nenal0T  MONBITKM ~ OOO3HAYUTH  cIabOymMue,  COIYTCTBYIOLIEE
Mukporedanuu, nopsHuedanuu, 100apHOMY HEIOPA3BUTHIO, KaK CTATUYECKYIO
dbopmy citaboymus.

[To-Bunumomy, O6yaer 6osee npaBUIbLHBIM IU(HEPEHITUPOBATH PA3IUYHBIC

dbopmbl 0TUTOPPEHUH HA OCHOBAHUY TIOCIICTHUX JIAaHHBIX 00 MX MaTOTCHE3E.
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Cungpom AubOepca-Illenb0epra y ciaaboymuHoro manabumnka. dedopmanus
JIMIEBOI0 CKeJIeTa, 3anajieHne MepeHoCcnibl, 3k3aTanbM, OTKPBITHIN POT.

Ty0epo3Hblii ckiaepo3. Ciaadoymue.
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Ye1r0CTHO-TMIEBON JAU30CTO3 Yy JIBYX mNOApocTkoB. CmemanHas ¢opma

nedpopmManuu yepena, CONPOBOXKIAMIIASCA cJadoymMmueM W JPYrUMH

AHATOMHUYCCKUMHU aHOMAJIUAMMU.
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KPATKHWI TEPMUHOJIOTHYECKHWI CJIOBAPH

AJutens (ayienu) — pa3nudHble POpMBI TeHA, 3aHUMAIONHUE OJTHO U TO
K€ MECTO B TOMOJIOTHYHBIX XpPOMOCOMAaX, HO MO-Pa3HOMY BIMSIONIME HA OJHU U
TOT K€ MpOLIeCC.

AHOMAJTHUAA — HEHOPMAJIbHOCTh, HETIPABUILHOCTh, OTKIIOHEHUE OT HOPMBI.

AH3HIEedATUsA — OTCYTCTBUE MO3ra.

Amoams — HeJIOpa3BUTHE.

ApaxHOAAKTH/IUSA — JIMHHBIE TOHKHE MaJblIbl HA pyKaX U HOTax.

Buoxumuyeckuii CKPpUHUHI HAa HacjelCTBeHHbIEe NedeKThl 00MeHa—
0e30TO00pHOE 00CNIeOBaHUE KOHTHHTEHTOB HOBOPOXKJICHHBIX WM  YMCTBEHHO
OTCTaJbIX Pa3IMYHBIMH OMOXUMUYECKUMH METOIAMHU.

I'emogunus — HECBEPTHIBaHNE KPOBH.

I'en — yd4acToK MOJEKyJbl JAE30KCUPUOOHYKIEUSTOBOM KHCIOTHI,
KOAMPYIOIIUNA CUHTE3 OINPEAEICHHOrO BUa OeKa U B CHIIy 3TOT0 OKa3bIBAIOIIUN
cnenupruyecKoe BIUsSHUE HAa CBOMCTBA OpraHu3Ma.

leTeponyionansa — yBelMUEHUE WM YMEHBIICHHE YHCIAa XPOMOCOM B
KapHOTHIIE.

I'unepkeHe3bl — HaBA3UMBbIEC IBUKEHUSI.

I'omeocTa3s — MOCTOSIHCTBO BHYTPEHHEW CPEJIbI.

T'omosornyHbIe XPOMOCOMBI. — HJICHTUYHBIE XPOMOCOMBI IO pasMepy
u.popMe, a TakxkKe MO YUCIY U THUIaM T'€HOB, KOTOpble- OHH HecyT. Vckitouenue
COCTABJISIFOT TIOJIOBBIE XPOMOCOMBI.

JanbTOHU3M — KpacHO-3€JIeHasl CJIeTOTa.

Jlenenusi — noTeps WK BBIMAICHUE YaCTH XPOMOCOM.

JleMeHIUs1 — pacmnaji, CHIbKEHUE CPOPMUPOBAHHOTO MHTEIIEKTA.

JIOMMHAHTHOCTb (IOMUHAHTHBIM TeH) — OoJiee CWIbHOE JEHCTBUE
OJTHOTO TE€Ha [0 CpPaBHEHUIO C JICMCTBUEM COOTBETCTBYIOLIETO IAPHOTO
(ayTenTbHOTO) TeHa.

JlynauKanusi — yABOCHHUE y4acTKa XpOMOCOM.

3urora — KJICTKa, Aarolnas Ha4aJl0 HOBOMY OpPraHHU3MY, o6pa3013aBma;1c51
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B PC3YyJIbTATC CIIMAHUA ABYX ITOJIOBBIX KJICTOK. OHJIOI[OTBOpeHHaH ﬂﬁHeKHeTKa.

Kperunusm — HE3HAYUTEIBHOC CHIDKCHHE (DYHKIIUU IIUTOBHIHON
KeJe3bl.
Kpoccunrosep  (mepekpect) — mpoliecc, MPOUCXOIAIINN B Meio3e,

Onmarogapss KOTOPOMY TOMOJIOTMYHBIE XPOMOCOMBI OOMEHMBAIOTCS CTPOIO
COOTBETCTBYIOIIMMU Y4aCTKAMH.

Mukcenema - 3HaUUTEIbHOE CHIOKEHUE (DYHKIMU IMTOBHUIHOM JKEJIE3bI.

Moangukanusa - HEHACIEACTBEHHOE HW3MEHEHME, BBI3BAHHOE BIIMSHUEM
CpEIbI.

Mo3anum3mMm — HEOAHOPOJHBIA XPOMOCOMHBIN HA0Op B pPa3HbIX KIIETKax
UCCIEAYyeMOro  Marepuana. Yacrb KJIETOK MOXKET HMMETh  aHOMAJIbHBIN
XpPOMOCOMHBIA HAa0Op, Jpyras 4acTb — HOPMAaJIbHBIA. B oTiauume oT moiHou
XpPOMOCOMHCH aHOMaluu (raMeTHYecKOil) HapylleHHEe BO3HHUKAET Ha paHHUX
CTausAX IPOOJICHUS 3UTOTHI.

MyTanus - U3BMEHEHUE B alllapaTe HACIECICTBEHHOCTH, BBIPAXKAIOIIEECS B
npeoOpa3oBaHUU XMMHUECKON CTPYKTYpbl TeHa (FeHHasi MyTalus), B HapyIIeHUU
CTPOCHHMS XPOMOCOMBI WM HM3MEHEHUM YHCIA XPOMOCOM B KapUOTHIIE
(XpOMOCOMHBIE MyTalllN),

HaHu3Mm — KapJIMKOBOCTb.

HacnencrBennble 0os1e3HM — OO0JIE3HU, Pa3BUBAIOLIMECS B peE3yJbTaTe
[IaTOJIOTUYECKOT0 U3MEHEHHNs T'€HOTHIIA.

Iapatunuveckne GpakTopbl — (PAKTOPHI BHEIIHEW CPE/Ibl, BIMUSIOLUIME HA
pa3BUTHE MPU3HAKA.

IleHeTpaHTHOCTH — J0JIS1 MHAMBUIAYYMOB OIIPEACIEHHOIO I'€HOTHIIA, Y
KOTOPBIX JAaHHBIA NMpHU3HAK MposiisieTcs. [leHeTpaHTHOCTH — 3TO HaOII0AaeMoe
YUCJIO OPAKEHHBIX, ICJICHHOE HAa OKNUIAEMOE YHCIIO TOPAKEHHBIX.

IlneiioTrponiuss — BIMSHUE OJHOIO TE€HA HA PAa3BUTHE HECKOJIBKUX
IIPU3HAKOB.

ILineiioTponHbIi 3(PPEeKT — NOPAKEHUE HE TOJBKO MO3Td, HO M JPYIUX

CHUCTECM.
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MoanaakTHiinsg — 100aBOYHBIE MATBIIBL.

IHounaoHaAuA — KPaTKOE U3MEHEHUE YHUCIIA XPOMOCOM.

ITosioBoii xpomatun (Tesibue bappa) — okpaieHHOE Tenble s sApax
uHTep(da3HBIX  KIETOK ocobeil xeHckoro mona. [IpeacraBmser  cobOoi
WHAKTUBHPOBaHHYIO X-XpoMocoMy. B opraHnsMe B aKTHUBHOM COCTOSIHUU

HaXOAHUTCA TOJIBKO OJHAa X-XpOMOCOMa.

PeneccuBHBIM TeH - TI€H, HE MPOSBIAIOIMIMM CBOEro JCHUCTBUSA B
TETCPO3UTOTE.
CxkpunuHr (mpoceMBaHHME) - MaccoBO€  OOCIEJOBaHUE  Pa3HBIX

KOHTHUHI€HTOB ISl TPEIBAPUTEIBHOTO BBISIBJICHUS JIUI C MATOJIOTHUEH.
Tpanciaakanus — nepeMenieHne, 0OMEH YacTsIMU XPOMOCOM.
XpoMoCOMHBbIE a0CPPOLUN — HAPYIICHUE CTPYKTYPBI XPOMOCOM.
XpoMocOMHBIEe MYTallUM — OOpa3oBaHUE COMATHUYECKUX M TOJOBBIX

KJIETOK C U3MEHEHHBIM YMCJIOM XPOMOCOM B IPOLIECCE MUTO3a U MEJI03a.
@DeHOKONUSA — HEHACIEICTBCHHBIN MPU3HAK, BBI3BAHHBIM BIMSHUEM

Cpelpl, CXOIHBIN C IPU3HAKOM, BOSHUKIIUM B PE3YJIbTATE MyTALINH.
derTonarus — HapylIeHWE W HW3MEHEHMs I1uoaa Bo Il mosoBuue

OepeMEHHOCTH.
deTycC — IO,
dparmMeHTalUA — pacnaj XpOMOCOM Ha YacTH.

IK30(TAIBM - BBIITUYNBAHNUE TIA3HBIX S0JOK U3 OpOUT.
JKCIPECCUBHOCTh — CTENEHb WHAWBUIYAJIBHOTO BBIPAKEHUS JCUCTBUS
reHa.

IMOpPUONIATHS — TIOPOKHU Pa3BUTHSI | TOJIOBUHBI OEPEMEHHOCTH.
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