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HNPEAUCIOBUE

brnaronapst BeLIarOIIMMCST TOCTHDKEHUSAM TeHETHKH YeloBeKa B TIoC-
nepHue 10 JeT pacKpHITH WIH OJU3KU K MOHUMAHWIO MeXaHHU3MBI Te-
HeTHYEeCKOTO KOHTPOJIl TAKUX CBOMCTB JMYHOCTHU UeJIOBeKa KakK Tia-
MSTh, CIIOCOOHOCTH U CKJIOHHOCTU K OOYYEHHIO, JIMACPCTBY, NPYIUM
OCOOEHHOCTSIM TIOBEIEeHNS, arPECCUBHOCTH U K LIEJOMY CHEKTpY ITCH-
XMYeCKHX 3a00JleBaHUNA M HapYUICHUH, IIPOABJISIOIIUXCH CYOKIUHHI-
YECKUMH OTKJIOHEHHMSIMH B ITPOIIeccax BOCITUTAHUS WIH OOy4eHUs.

MenuMHCKass TeHeTMKa W MOJEeKY/JAspHas MeIMLMHA TIPUBHOCHAT
CYLLIECTBEHHbIH BKJIAA B U3yYEHHe 3TUOJIOTUM U NATOTeHe3a aHOMANHit
pa3sBUTHA y feTeil. Ha ocHOBe MX qOCTIDKEHUH pa3pabaThIBAIOTCH U BHe-
APAIOTCS METORBI JieyeHUs, NpoduaakTUKY U MeIHKO-TeIarornyec-
KO aOUINTAMH W KOPPEKIUH feTelt ¢ XpOMOCOMHBIMH OONE3HSIMHU,
CHHAPOMAJIBHOM TIATOJIOTHeH, HAcAeICTBeHHBIMU HapyLIeHUsSIMU 00-
MeHa BEelUECTB, NMPUBOMSLINX K pa3BUTHIO YMCTBEHHO#H OTCTANOCTH,
MOPaXKeHUIO OPTaHOB 3PEHUSI MM CJIYXa, OMOPHO-IBUTATENLHOTO all-
napara.

OHOI 13 OCHOBHLIX 32134 1ed)eKTOJIOTUH ABJISIeTCs ITOMOILL B pac-
KPBITUM IMYHOCTHLBIX KauecTs pebeHKa, OTpaHNYeHHBIX TeM WA UHEIM
3abonmeBanneM. JIMYHOCTH TAKOrO peGeHKa, Kak W BCSKOro JeloBeye-
CKOTO cyluecTra, hOpMHpYeTcs 3a cueT TeHeTMYeCcKOH NpOorpamMMEl,
TIOJIYYeHHOW OT pojuTe/ield U cpefbl, B KOTOPOW OH BOCIHTBLIBAETCS.
IMockonbKy B hoKyce paGoThl nedeKTONora HaXOnATCsl IETH C OIpe/e-
JIEHHBIMH OTKJIOHEHUSIMH B PA3BUTUH, TO cpeaoBasi yacTh hOPMHUPOBa-
HYs1 TMMHOCTH JO/DKHA OBITH OCOOGeHHO UHAUBUAYAIM3UPOBAHA U OPH-
CHTHPOBAHA HA YHUKAJIBLHOCTH TeHETUYECKOW KOHCTUTYLUMU KaXIIOTO
pebeHKa.

Jedekronor, YToGbl CTaTh ONBITHBIM IEIATOTOM, IOJDKEH 3HAThb
OCHOBBI TEHETHKM, 3TO 0€3YCIOBHO, MMOBLICUT €70 HeJaroruyeckoe Ma-
CTepCTBO, U OH Ha 00JIee BBICOKOM NMPOPECCUOHAIBHOM YPOBHE CMO-
XKeT MNPOBOMUTH KOPPEKINIO HaTOJOTHYECKUX YEePT JTMIYHOCTA W CII0-
Co6CcTBORATHL (HPOPMHUPOBAHHIO 4 aNTHPOBAHHOTO K OOIISCTBY WHIH-
BHIa,

Ipennaraemoe yuebHoe TiocoGHe «OCHOBEI TEeHETUKH U HACTIE[CTREH -
Hble HapyuleHWs Pa3sBHUTHUS Y JleTel» pacKpbliBaeT Te TPAHU IIpeaMera,
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KOTOpBIE HEOOXOAMMBI Ieche KTONIorY it paboTe! ¢ neThMU. EcTecTBeH-
HO, 4TO 3TO TOMLKO MocoOHe, OBIUWi OPUCHTHD ANt JalbHEHIero
DJIyOOKOTO OCBOSHUS IIpeaMeTa. A YTOOB! CTATh KITACCHBIM CIIeHHaINC-
TOM, CTYIEHTY HEOOXOAUMO UCITONB30BaTh MEIHKO~1EIArOTMYECKYIO K-
TepaTypy, MOCBAIMECHHYIO OCOOCHHOCTSIM TMPENOJABAHM H BOCIIHATA-
HUA OETeil ¢ HACTEACTBEHHBIMU OTKJIOHEHUSMHK B Pa3sBUTHH. DTO 00Y-
CIIOBJIEHO TEM, YTO TTeJaror-aeeKToor IBIsIeTCs OIHOBPEMEHHO Me-
JUIIAHCKU OPUEHTHPOBAHHBIM CHEIIHATUCTOM.

Y4yebHoe nmocodue HaMUCAHO B CTPOTOM COOTBETCTBUM ¢ TpeGOBa-
HUSIMHU TOCYIapCTBEHHOr0 00pa3oBaTeNbHOro ctaHaapta « OCHOBH re-
HETUKW» [UJIsl CTYAEHTOB AeheKTonoruyeckux aKynsTeToB By30B cTpa-
Hb1. JIOrMKa ¥ TPeeMCTBEHHOCTD COOEPXKAHMS Pa3IMYHEIX Pa3aesioB, UC-
TOPUYHOCTL ¥ COBPEMEHHOCTh MaTepHA/ia OTBEYAIOT [10TPEGHOCTAM IIpe-
roJaBaHus rMpeaMera Ha BBICOKOM YPOBHE.

%(Hma HafucaHa B aKaleMHYE€CKOM CTHIE, WITIOCTPUPOBAHA CXe-
MaMH, PUCYHKaMUA U doTorpadusMi.

}é%);:zmzf

Axanemux PAMH H. IT. boukoe



' OT ABTOPOB
}
Ra
%}“
u“q%;‘
y
T v{% IMpakTika OGy4eHHs CTYHEHTOB Ae(MEKTONMOTHYECKUX (HaAKYALTETOR
« ¥} CBHAETENLCTBYET O 3HAYMTENBHBIX PA3THYMAX B YPOBHE HX IOBY30B-
»*.{ CKOM MOITOTOBKH IO Kypcy «OCHOBBI FeHETUKI». OOGBbEeKTUBHON MPH-
{ YMHOM 3TOrO CIAYXMT TO OOCTOATENBCTBO, YTO YACTH CTYIEHTOB —
» 3 BBIMYCKHUKM MEAMILIMHCKUX YYWINII H KOJUTe/UKe; Ipyrue, H UX 60b-
e & TMWHCTBO, UMEIOT OCHOBHBIE 3HAHUS MO FEHETUKE B MPENEIax KOJIb-
HOro Kypca OMONOTHY; ISl TpETbX — NeeKTOJOrHYeCKoe 00pa3oBa-
I} HME SIBJISIETCS BTOPBIM BBICILIMM O0pa3OBaHUEM, NOMYYAEMBIM, KaK MTpa-
% BUJTO, TOCJIE OKOHYAHUS TMeJarorH4eckoro Bysa.

Hactosmee yue6Ho€e rmocobue HarmucaHo ¢ yueTOM pasHOro ypOBHS
TIONTOTOBJAEHHOCTH CTYNEHYECKOH ayIWTOpPWH K YCBOCHHWIO 3HAHWH B
0671aCTH TeHETUKHU. B €ro OCHOBY MOMOXKEHA KHUIA 3THUX XE ABTOPOB
«Matepuans! K H3y4eHHIO Kypca “OCHOBB T€HETHKH » (1992).

B yueGHOM TOCOGHU pacCMOTPEH IIHPOKHIA KPYT BOMTPOCOB: OT OIMH-
« CAHUSI CTPOEHUS U (DYHKIIMOHMPOBAHUS KIIETOK W HX OpraHesul A0 KiTH-
# HUYECKHX OCOOEHHOCTEH HACTEICTBEHHBIX BOJIE3HEH.

YyeGHOE nmocoOHe OTKPBLIBAET IifaBa «bHONMOrMMECKHE OCHOBBEI Ha-
CIEACTBEHHOCTY UYEJIOBEKA», B KOTOPOM MOAPOOHO M3TOXEHBI COBpeE-
MEHHEBIC [AaHHBIE O rAaMETOTEeHE3€, paHHBLIX 3Tanax 3MOPHOHANBEHOTO
DA3BUTHS YEJIOBEKA, a TaKXe O IOATOTOBKE XEHCKOro OopraHM3Ma K
GepeMEHHOCTH, TTO3BOMAIOILHE MOHATh PUYHHBI BO3HMKHOBEHUS He-
KOTOPBIX HACJEACTBCHHLBIX OONe3HENH U NpeaynpeanuTsb Ux.

B cooTBeTCTBUM C TPeGOBAHUSIMHI rOCYIapCTBEHHOTIO 00pa3oBaTeib-
§ HOrO CTaHJAPTAa 3HAYUTEILHOE MECTO B TEKCTE yYEOHOTrO MOCOGHs 3a-
HUMAIOT pa3fgefnbl, MOCBAIieHABEe (GOpMaNTbHON TeHETHKE YETOBEKA.
ITonpoGHO omMucaHbl KIMHUKO-Te HHAOTHYeCKH MeTol M o6luast xa-
PaKTEPHCTHKA HACIEACTBEHHBIX 0Oe3Hel, YTO JOMKHO CIIOCOOCTBO-
BaTh 3PPEKTUBHOMY U TTPONYKTHBHOMY HCITOJIB30BAHMIO T0IYyYEHHBIX
3HaHUH B MpodeCCUOHAIILHOM Tefarornyeckoi ¥ BOCITUTATENBHON fe-
ATENLHOCTH crieuanucra-gedeKToaora.

Briepsble B M3paHWH TOROOHOTO POJia NpHBEICHbI JAaHHEBIE O MyTa-
TeHax BHEWIHEH cpenbl M «HOBBIX» KJaccaxX HacjeAcTBeHHEIX Goies-

Hel, MPOABAIOIHUXCS YMCTEHHOW OTCTAJIOCTBIO Y aHOMATIMSIMH TTOBE-
OeHUs.
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Hexoropsie pa3aenbl He OTHOCATCS HETIOCPeICTBEHHO K TeHeTHKE,
TeM He MeHee aBTOPBI CYMTAIOT, YTO OHM HYXKHBI KaK /JIs1 NOHUMAHUS
TeHeTUYeCKUX 3aKOHOMEPHOCTEH M 11eIOCTHOIO BOCIIPHUATUS MaTtepHa-
J1a, TaK W JJisi BOCITONHEHUs HeJOCTAIOIIMX 3HAHUI U POpMUPOBAHHUS
HAay4yHO OOOCHORAHHBIX MeIUKO-OUOJIOTHIECKUX MPEICTABIEHUMA, He-
0OXOIMMBIX CTIEUNATIMCTY-1eheKTONOorY.

Ilpu YTeHWH yueOGHOTO TMoCcoOMs cheayeT oOpaTUTh BHMUMaHUe Ha
TO, YTO KJIIOYEBBIE TEPMUHBI U ITOHATUA BBIAETIEHE! MOMYXUPHEBIM Ipud-
TOM, a YNOMSIHYTBIE BIepBble TepMMHBI WAH TIOHATUS, copepKaHue
KOTOPBIX JIajiee PACKPHIBAETCA (MHOTHA B MTOCAEAYIOMINX pa3lenax), —
KYpPCUBOM.

Krnura sxmouaeT B cebst TepMUHONOIUYecKMiA ciaoBapk. s xena-
I0I0MX 60Jlee AETABHO O3HAKOMUTHCS C KaKoi-1160 TeMOit MW BOTI-
POCOM TIPUBEJIEH CITUCOK PeKOMEHIYyeMOI TuTepaTyphl.

ABTOpBl HaAelOTCH, YTO JAaHHOE ydeOHOe Tocobue NMOMOXET CTy-
JIeHTAM aHATM3UPOBATh U pelliaTh NMpobieMbl, BOZHUKAIOIHE B ITPO-
Lecce paboThl ¢ AHOMAILHBIMU IeTHMH, YUYMUTBIBAs UX TeHETHYECKHE
OCOOEHHOCTH, 6€3 Yero HeRO3MOXKHEI HA YPOBHE COBpeMEHHBIX BBICO-
KUX TpeOOBaHWiA HAYyYHOOOOCHOBAHHBLIE OpPraHU3alUs U [IPOBEICHUE
peabrIuTaluny U abUIHTALIUK, a TaKXKe NTpOodHIaKTUKA TSXKeNbIX 3a60-
NeBaHUA Y aeTeil.

ABTODEBI C OJIAaroIapHOCTLIO BOCTIPUMYT M VUTYT 3aMeyaHust, ToXKe-
TaHUSA ¥ PeKOMeHIaUWM TIpenoaaBaTeineif By30B U CTY/IEHTOB, B3y4alo-
LIMX Kypc Ae(peKTOIOTUYECKHX HayK.
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BBEJIEHUE

I'eHeTHKa YemoBeKa M Takue (pyHIAMEHTANBHbIE JUCHUILTUHEI, KaK
aHaTtoMus1, GU3NOMOTHA, OMOXUMUS, COCTABIISIIOT OCHOBY COBpeMEH-
HOH MeIWLHHEI.

HacnencrseHHOCTEL M M3MEHYWBOCTE Y YelTOBeKa SIBIISIOTCS TIpeamMe-
TOM M3YYeHUs TeHeTUKH YeJIOBEKA Ha BCEX YPOBHSX erO OpraHu3alluu;
MOJIEKY/ISIPHOM, KJIETOYHOM, OPraHN3MEeHHOM, IIOMYJISLIMOHHOM. [e-
HeTHKa 4YenoBeKa CBOMMMW yCIleXaMH B 3HAUYMTEJIBHOM Mepe 00si3aHa
MeIULIMHCKON reHeTHKe — HayKe, H3y4yalollel posb HacaeACTBeHHO-
CTH B naronoruu demgosekKa. IIpuknanHoil pa3nen MeaMUIHHCKON reHe-
THKM — 3TO KJMHHYecKasl TeHeTHKa, KOTopasl UCIOIb3yeT JOCTHXe-
HHS MeTUIMHCKONM TeHeTHKM, TeHETHKHU YeJIOBeKa U OBIIeiH TeHeTUKN
B pelIeHNH KJIMHHYECKHX ITpobiieM, BO3HUKAIOUMX Y KOHKPETHBIX I1a-
HHEHTOB WIH B UX CeMbsIX. biarogaps B3aMMOIIpOHUKHOBEHUIO UIei,
KOHLENIMNKA U MeTogoB o01ast TeHeTUKA, FeHeTUKA YeTOBeEKA U MEH -
IIMHCKAsl TeHeTUKa B 3HAYMUTENIbHONH CTermeHHM OBOTaTIM LPYyr Apyra,
YTO B KOHEYHOM CYeTe CITOCOOCTBORAIIO TOMY, YTOOB! IOCTIKEHUST HAYKH
peaTM30BAINCEH B TTPAKTUYECKOM IesTeTbLHOCTU He TOJIBKO Bpaya, HO U
nemarora, MCUXoioTa U AedeKTomora.

OcHoBareeM TeHeTHKH KaK HayKHd IIO TIpaBY CUMTAETCs BETHUKUMI
YelllIcKuii necenosatens I'perop Mernens. Bemmaaiieit 3acayroit MeH-
Jienis spjsgeTcs: pa3paGoTaHHBII UM I'HOPHIONOTUYECKHA MeTOI AHAIH -
3a sIBJIeHHI HACIIeXOBaHN, TTIO3BOMUBILNIN eMy OTKPHITE B 1866 . KOp-
MMYCKYISIPHYIO TIPUPONY HACIEICTBEHHOCTH.

XPOHOJOTHS BaXHeHIINX OTKPBITUH B OBJaCTA reHeTHKH YeJ0BeKa
W MEIWLWHCKON reHeTUKU TIpUBeLeHA HUXe.

Baxmueiinme oTKpbiTHA B 00J1ACTH reHeTHKH YeJloBeKa

Ton HayyHoe oTKphiTHE Hccnenorarenn
1866 | KopnyckynsgpHasa HacaeCTBEHHOCTh. 32KOHEI I' Meugens
HacenoBaHus
1876 | BiMsHel0BbI METOX ®. l'anbrod
1900 | OTkpBITHE MEHIENUPYIOLINX MTONMMOPQHBIX K.JlaHnmurei-
IPU3HAKOB YesroBeka (rpynn Kposu cucrembl ABO) | nep




Tonm HayuHoe oTKpniTue Uccnenosarenu
1902 | buoxuMHyeckass U3MEHYUBOCTD YETOBEKA A.Tappon
BpoxneHHpie olnbku Metabonuama
1903 | XpoMocoMa Kak HOCHUTENbHULA T€HOB B. Carton
u T.Bbosepu
1910 |Jlokanusaiys rcHOB YeloBeEKa Ha XPOMOCOME E.Bunbcon
1911 | XpomocoMHas teopus HACTeACTBEHHOCTU T.T. Mopran
U up.
1927 | YcraHoBMeHMEe MyTareHHOTro ae¥cTBUsl peHTreHoB- | I'. Mennep
CKUX Jiydei
1940 | KoHtiemius nomumopdusma 3. Dopn
1947 | MoOWIbHBIE T€HETHYECKHUE IJTEMEHTBL Bb. MaxkKnunroxk
1949 | OTKpBITHE MOTOBOTO XpOMAaTrnHa M. Bapp
u J1. Beptpam
1953 | Crpyktypa JHK Hx. Yorcon
u O. Kpuk
1954 | Ponb nHdekumoHHbIx 00ne3neit B hopMupoBaHni | A. DHMcoH
reHo¢)OHAa YETOBEKA
1955 | ®epmentHenit cuares PHK n JHK C.Ouoa
n A. Kopnbepr
1956 | YcranoBieHue yucia xpOMOCOM Y YeTOBeKa XK. Tuo
u A.JleBaH
1957 | YcTraHoBieHUe poiu reHa B onpeaeneHuu nocneno- | B. Murpem
BaTENbHOCTH AMUHOKHCTIOT B OEJIKOBOI MOJIEKYITe
1959 | XpomocomHast abeppaiing Kak npruuHa spoxaeH- | K. JlexeHn
HOW aHOMaNHU y YesoBeka (cuHnpom JlayHa) W ap.
1959 | YcraHoBneHue ponu Y-XpOMOCOMBL B oNpenene- Y. Dopx
HHY TTONIa Yy YeNoBeKa n I1. dxekobe
1960 | [IpuroTorneHHe XxPOMOCOMHBIX MPENAPATOB IT. Mypxen
U3 JTEHKOLMTOB NepudepudeckKoil KpOBU
1961 | PuoxuMUYECKUil CKPUHUHT P.Tarpu
1961 | OrkpblTiE TEHETUMECKOTO KONA M. Hupentepr
1962 | HeusOuparensHast MHAKTUBU3ALIVS OTHOM E. beitrnep
13 X-XpoOMOCOM Y 0coDeit XXeHCKOoro noja
1966 |J/lopomosag AHATHOCTHKA XpOMOCOMHBIX Gonme3Heit | M. Ctun
u B.bper
1970 [duddcpenmanbnoe oKpaliMBaHUE XPOMOCOM T.Kacmepcon,
A.®D.3axapos
1970 | MickyccTBEHHO CHHTE3MPOBAHHBII reH X. b.Kopana
g
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Tonm Hayunoe oTkpbITue Hccnenoparenu

| 1978 | Monexky/sapHO-TCHETHYECKAs AMAarHOCTUKA s. Kan

: 1983 | MeTon MOnMMEpasHOM LUETNHOW PeaKkiu1 K Mymiucon

i«& { 1985 | Meroa JAHK-nakTHIOCKOOHH A Ixebdpuc

\ ., {1988 |OmHOpOAMTENTBCKAS JUCOMMUA Y YEIOBEKa Mx. Crienc w ap.
: sl 4

1988 |ITaTonornueckas aHaTtOMMS TeHOMa YenoBeka Kak | B. MakKplocuk
HOBas NApafUrMa MeqUIIMHbBI

1989 | TlepBble yCIEIUHBIE MONBITKY FeHOTEPAITHN A. AHIepcoH
HACTIEICTBEHHbIX U HEHAC/Ie ACTBEHHBIX (OTIYXONH
n uHdexuuu) 3abonepaHuit

1990 | T'eHOMHBIN MMIIPUHTUHT M GONE3HU . Xonn
UMITPUHTHHIA
1991 |Bone3du akcnaHCHM TAHAEMHBIX TTOBTOPOB A. Bepkepk
M Ip.

1992 | Knaccudukauus MUTOXOHApUanbHbix OonesHelt | II. Yosnec

1989 — | PactuydpoBka reHOMOB MHOTMX OPraHu3MOB

1999

2002 | CexkBEeHMPOBAHME IEHOMA YenoBeKa Pesynbrar
MEXIYHAPONHO-
r0 COTpYAHMYE-
CTBa

B Hacrosgiiee BpeMsl He BBEI3BIBaeT COMHEHHH TOT (hakT, YyTo Opra-
HU3M SBIIsIeTCS PEe3YIbTaTOM CIOXKHOTO B3aUMONEHCTBUS reHeTHYECKOM
MpOrpaMMBl, YHACIeIOBAHHOW OT POANTeNed, U pasHOOOpa3HbLIX, TO-
CTOSTHHO MEHSIOIUXCH YCIOBUM BHEIIHEW CPeIbI.

I'edetHyeckas nporpaMma, ¢ OMHOI CTOPOHEI, IepeaaBasch U3 Io-
KOJIEeHUs] B TIOKOJEHWe, 00ecTieIBaeT BOCTIPOW3BedeHHE THIIOJIOTU-
YeCKHX XapaKTePUCTHK YelIOBEeKa KaK NpeacTaBUTeNsl OHMOJIOTHYEeCKOTO
BUIA Y YHACIEeIOBaHHE HEKOTOPHIX, B TOM YHMC/Ee H aTOJOTHYeCKUX,
npu3HaKoB poaurtesnei. C apyroil — co3maeT Kaxablid pa3 (Ha OCHOBe
TeHEeTUYECKUX SBIEHHM M 3aKOHOMEPHOCTEH) YHHUKAIBHYIO B CBOeEil
FeHOTUNTUYECKONH MHAUBUIYAILHOCTH OCOOb.

MHOTOBEKOBO OMBIT MEANITUHET YO TUTETHLHO CBUAETENLCTRYET 00
WHAWBUIYATLHOM XapakTepe TedeHHs NaToNoTun. MMeHHO B CHITY 3TO-
‘' rO BRLEAOWMIICA pyccKuil TepaneBr M. . Myapos yuui MOJIOOBiX Bpa-

Yeil UCXOMUTD W3 TIPUHLMIIA «JIeYUTh He 00sie3Hk, a OoasHoro». Muau-
. BULYaJbHBIN Xapakrtep 3a007eBaHHs, MPOSBISIIOIIMIACS B TEMIAX pa3-

BUTHA 0OJIe3HH, MHTEHCUBHOCTY MATOMOTMIECKOTO JTPOLlecca, CHeL-
*  (UIHOCTU ero NMpoTeKaHUs, UcXoye 3a60meBaHUus U T.1., BO MHOTOM
00yCIIOBIEH TeHETHYECKOH YHUKAIBHOCTBIO KAXIOTO YeJIOBEKA, HETIOB-
TOPHUMbBIMU IYTAMH peaM3alliH TeHETUYEeCKOM NporpaMMbl.

4
%);P

!
.
}

=
e
S e

A\ 9

e



Kaxnoe 3aomesanne xapakrepr3yercs HaJluuueM TUTTHIECKHX Ma-
TOJIOTMYECKUX NpoleccoB. HMccnemoBaHHe TEHETHYECKOTO KOHTPOJS
HEKOTOPBIX THITHYECKUX MATONOTMUYECKUX NIPOLECCOB BBISIBUIIO 3HAUN-
MYIO POJIb TeHEeTUYeCKOH KOHCTUTYLUMH B UX PAa3BUTUH U peaiu3aliui.
Hauano naromornyeckoro rpoiecca He BCerna NPUBOAUT K BbIpAKEH~
HOMY 3a00J1eBaHUIO, a IMILUB ITPYU OTIPENEIICHHBIX YCIOBHAX MEPEXOINT
B pa3BepHYTYIO GopMy. BO3MOXHOCTE TAKOTO nepexona 00ycioBIeHa U
HeGIaroTPUSATHEIMM BHEIHUMHU (CPENOBEIMI) YCITOBUAMM (Nepeoxiax-
JIeHueM, HEemoemaHHeM, 3MOUMOHAJIBHBIM MM TICUXHYECKUM CTpEC-
COM U Jp.), U FeHeTUueCKOoi KOHCTUTYUUEH opraHuM3Ma.

HacnencrrenHaa nHdopMalms, peanusyrouiasica B Ipouecce UH-
OUBUIYaNBHOTO pasBUTHA OpraHusMa, obecneurBaeT GOpMHpOBaHHE
BCEX NMPU3HAKOB M CBOHCTB, HO He KaK CTaOUIBHBLIX, HEU3MEHHBIX TIO
OTHOLLUEHHIO K Cpefle, a CrOCOOHBIX K ONPENECEHHOU U3MEHYUBOCTH.
Pa3max BO3MOXKHOI BapnabGeTbHOCTH OTBETOB Ha JTI00BIE BO3AEHCTBUA
TeHETUYECKH IETEPMUHNPOBAH B reHeTUecKOi KOHCTUTYLIMH OpraHn3Ma
3QJI0KEHA CTIOCOOHOCTh COXPAHSITL NOCTOSTHCTBO BHYTPEHHEN Cpellbl IIpH
KONEOMOIMXCH BHETHUX YCIOBUAX. 3HAUEHHE HACTEACTBEHHEIX (ak-
TOPOB B TIONIEPKAHWNK IOMEOCTa3a OpraHu3Ma 3aKIHUAETCA B TOM,
YTO OHM ONpENEIAIOT HOPMY peaKiIMy Ha BHEIUHUE BO3neucTBHs. [1ox
HOPMOI peakli NOHUMAIOT TPaHHLLI BO3MOXHEIX OTBETOB [pU pa3-
HEIX YCJIOBMSIX Cpefbl. DT TpaHULLI ONpeaensitoTess padboToi Hacoen-
CTBEHHOTO arapara.

3HAYEHUE TEHETUKH U181 MEINUMHEI TIPOSIBNISIETCS B BO3MOXHOCTH,
a Ha COBPEMEHHOM JTarfe pa3BUTHSI MeIUIIMHE 1 HEOOXOTUMOCTH 00-
JIe€ TIOJTHOrO NOHUMAHUA NMPUPOXB! pa3WuHbIX 3a00J€BaHUN U IM1aTO-
JIOTHH B LENOM. Ycrnexy B 00IacTU reHETHUKY YeJ10BeKa 1 METHIIUHCKOM
FEHETHKH OKa3aJIM GOBIIOE BIMAHHUE Ha MHOTHE Pa3ienbl METMLUKHEL
H71s1 MHOTHMX TPYIIT TIATONOTUH KapaMHAIBHO MEHSIIOTCS NUh0 mOnoi-
HSIIOTCS] ¥ YTOUYHSIIOTCS NIPEICTARICHUS M 3HAHHS O POJY '€ HeTUYECKMX
¢aKkTOpOB B 3THOJIOTMM M MaToreHe3e 3ab0eBaHNi.

Bnarogapst ycnexam MeIUIMHCKONR HAyKN B HAYYHO-TEXHUYECKUM
DOCTUXEHUAM TIOCIEHUX JIET BO3pACTACT NPONEHT pPacro3HABaHMs
FEHETUYECKN OGYCITOBAEHHOM MATONMOTHU B CTPYKTYpE 3ab0eBaeMo-
CTH, CMEPTHOCTH M MHBAJMAM3ALUMN HaceneHus1. Tak, B cTpaHax ¢ pa3-
BUTOM CUCTEMOM 31paBOOXpAaHEHUs reHeTHYecKNe dakTopb! 06ycIoB-
JIMBAIOT;

80 % yMCTBEHHOIi OTCTANIOCTH,

70 % BpPOXIZEHHOH CIETOTEL;

50 % BpOXIEHHOI TNIYXOTHI,

40— 50 % crioHTaHHBIX aGOPTOB ¥ BEIKMIBILICH;

20— 30 % MnageHyecKoM CMEpPTHOCTH.

Cpeny TIPUYHH FOCIMTANIN3AIINH AETEH B HECTIEIMATU3HPOBAHHLIE
GOJILHHULIB! HACKIEACTBEHHBIE Gone3HH cocTaristior oT 20 no 40 % Bcex
cayvaes. JIpyruMy cnoBaMH, B CpeqHEM KaxXIBiA HETBEPTHH peGeHOK,
MMOCTYNMUBIUMA B GONBHUITYY O6IIEro NMpoduisd, — 3TO pedeHOK ¢ Ha-

10




iy CJIeUlICTBeHHOﬁ narojiorueii. ECTecTBeHHO, UTO Cpelu AeTeil ¢ yMCTBeH-
" HOM OTCTaNOCThIO, TYTOYXOCTBIO, IJIYXOTOH M TIOTeped 3peHHs 00Jib-
HbIX C HaCJIEICTBEHHBIMH 3a00JIEBAaHUAMM Topasao Gonklue.

Ponb MeZULIMHCKOM reHEeTUKHW B CUCTEME MEIMIIMHCKWX HAyK CTa-
HOBHUTCS TeM OOJIEE CYILIECTBEHHOM B YCJIOBUAX 3HAYUTEMBLHBIX aHTPO-
IOTEXHOTEHHBIX M3MEHEHUI CPEAB OOMTAHUS YE/JI0BEKA 1 U3MCHEHUH
TONYIALUMOHHO-AeMOTpadUUeCKHUX XapaKTepUCTUK HACETCHHUS.

YenoBeuecTBO CTAIKHBAETCS C HOBBIMH (haKTOpaMU Cpedbl, HUKOT-
Jla HE BCTPEYABIUMMMCS HA TPOTHKEHWH BCEH €I0 SBONIOLIMU, UCTTRI-
THLIBAET BCE BO3PACTAIOILNE HATPY3KUA COLMAITFHOTO U BKOJIOTHUECKOTO
Xapakrepa, B CBA3U C UeM CTAaHOBUTCS O0Jice OUEBUIHON paHee CKpbI-
Tasgd reHETHYECKAs U3MEHUYMBOCTE JIIOAEH, TTPOSIBIISIONIASACA B BUOE HO-
BbIX (pOpM NMATONOIUK M IUMPOKO PACIPOCTPAHEHHOMW NATONOIUM He-
MH(EKITHOHHON 3THONIOrnU, Pa3BUTHE pamno- U TeJIEKOMMYHHKALIMIA,
yAy4lIeHHe WHQPPACTPyKTYPhl MeCT OOMTaHUsl YenoBeKa (Harpumep,
Pa3BUTHE CETH JIOPOT), CBSI3aHHBIE C HAYYHO-TEXHHUYECCKUM TIpOrpec-
COM, TIDUBOISIT K M3MEHCHMIO OpayHON MpaKTHUKH, pachagaM paHee
M30JIMPOBAHHBIX TIONMYASANWM, CYIUIECTBEHHBIM U3MEHEHUSM MHUTpaly-
OHHBIX TEHACHIIMN HAceNeHusl, YTO OOYCITORIMBAET 3HAUMTEIILHOE TIe-
pepacripegesicHUe IeHOB (B TOM YMCJIE M MAaTONOTMYECcKMX) H, CJeHo-
BATEJBHO, TTPUBOIMT K CYLLICCTBEHHOMY M3MCHEHUIO YacTOTHl HAC/IeI-
CTBEHHBIX M HEHACJICACTBEHHBIX 3200NEBAHUU B TTONYJIALIMAX YeJIOBeKa.

PasBuTHe reHETUKH, KOTOPas JOCTHTIA B TTOC/ICIHHIE ToaAb HEOBIBa-
JIBIX YCITEXOB, ITPEIONPEALsACT POXIEHHE HOBOIO MOAX0Ja K OCMBIC-
JICHHIO He TOJIbKO MEIULMHCKUX, HO M TICUXOJOTHYECKUX, TIEHAroTH-
YeCKUX M JIPYTUX TIpOONeM, CBSI3aHHBIX C YeJIOBeYeCKHM (haKTOPOM.
IIpeaBapuTennHBIC pE3yABTATH OJIM3HCLIOBBIX M CeMeHHBIX MCClIeI0Ba-
HHWI, HamnpaBJIeHHBIX Ha M3yuycHWE BKJIaja reHeTHYeckKux (GakTopos B
¢dopMHpoOBaHHe CBOMCTB TeMITEpaMEHTa 1 HEKOTOPBIX IMYHOCTHRIX 0CO-
OEHHOCTEH, CerOAHS TIOATBCPXKIAIOTCS Pe3yIbTATAMM MOJIEKYISPHO-
TEHETHUECKMX HccaenoBaHuii. iccineroBaHMS TEHETUYECKOTO KOHTPO-
JIsT HEKOTOPBIX HEUPOMEAHMATOPHBIX CUCTEM MO3Ta TIO3BONUIN 0OHApY-
KUATh ¥ MACHTUMUIMPOBATh IEHETHUECKHE CUCTEMBI, (hOpMUPYIOIIHE
OCHOBBI U MEXAHU3MB! TNaMSITU, CIIOCOOCTBYIOIIWE PA3BUTHIO ajIMK-
TUBHOI'O UM arpeCcCUBHOTIO TIOBeAcHHMA. OYeBUIHO, YTO (hOpMHUPOBa-
HHE y pebeHKa (KaK HOPMaJIbHOTO, TaK ¥ aHOMAJTBHOIO) aJCKBaTHOIO
TIOBEICHUA, BhIpabOTKa OrpeneieHHBIX HABBIKOB, amanTamys U IIpo-
1ecchl 00yUeHUs TOJKHEBI TIPOBOAUTRCA Ha OCHOBE MMOHMMAHUS TIPH-
YHUH, CTPYKTYpHI Te()CKTOB U XapakTepa MX B3aMMOIeHCTBHS C APYTH-
, Mu cucremaMu oprawnsma. IToHumanue npodneM BOSHUKHOBEHUS W
CTAHOBJIEHUS aHOMQUIMH y peOeHKa ABIACTCA TMPeANOChIIKOH yCre-
HOTO M KBATU(HUIMPOBAHHOTO MeIaroruyeCcKoro Bo3IeiCTBYS.
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IVIABA 1. BUOJOTUYECKHME OCHOBbBI
HACJEACTBEHHOCTH YEJIOBEKA

I.1. KIETOYHAA TEOPHUA

Bce XMBBle OpraHM3MBI, 3a HCKJIIOUEHHEM BUDPYCOB*, COCTOAT W3
KiIeToK. KiteTky, yaire BCEro TpelcTaBICHHBIE MUKPOCKOITHYECKUMU
00pa3oBaHUAMH, 00JAJAI0T BCEMH BAXKHEMIIMMH XU3HEHHBIMUA CBOI-
CTBaMU: CAMOPETYJISILINE, CAMOBOCITPOM3BEAEHHEM, eIMHCTBOM CTPYK-
TYPHI U (DYHKLIMHU, HCTOPUUECKUM Pa3BUTHEM U T. 1. B KileTKax MOCTOAHHO
TTPOMCXOAAT TIPOLIECCE OOMeHa BelleCTB U TPERPAILEHUS SHEPTUH.

Hayxka, usyvatoniaa crpoeHue ¥ (HhyHKIIMOHHPOBAHHUE KJIETOK, Ha-
3niBaeTCs mMronorned (ot rpey. kytos — knerka + logos — Hayka). Pas-
BUTHE W CTAHOBIEHWE IMUTOJIOTHH BO MHOIOM OTIPEIEJISIOCh COBEp-
IEHCTBOBAHWEM MHMKPOCKOMUYECKOU TeXHWKM, MOCKOJBKY KAETKHU
TPYIHO U3y4aTh HEROOPYXEHHBIM [JIa30M.

B 1665 r. aHmuiickuii ecTecTBOUCTTRITATEND P, 'YK Briepsnie coo6-
MUWI O CYUIECTBOBaHWM KIeTok. OH paccMarpuBal I0J YCOBEPLUEH-
CTBOBAHHBIM MM MHKPOCKOIIOM TOHKHE Cpe3bl TTPOOKH YU O0HAPYXHI
MeJIKMe TTYCThie TOPHl M AYelKH, KOTopble Ha3pan Kjaerkamu. Ctporo
roBops, B cpese npobku P.I'yk HaGmogamr MepTeele KJIeTOUHBIE CTEH-
KM, JUMIIEHHBIE HANOMHABIIETO MX XHBOTO copepxkumoro. Mcenenys
08 MUKPOCKOIIOM Pa3ivyYyHble YACTH OPYICUX PACTEHWH, B YACTHOCTHU
MODKOBH, JIOIyXa, MAamopOTHHUKA, OH OOHAPYXMI BCE TOT XE IUIaH
CTPOEHHA, UYTO U Y HPOOKH.

B 1677 r. M. Manbnuru COOGHIMI O KJIETOUHOM CTPOEHMY BCeX M3Y-
YeHHBIX UM pacTeHuil. Buonbii ygennit XVII 8. A.saH Jlesenryk, uc-
CIIeNTyst KaruTio BOABL MTOJ MUKPOCKOIIOM, OOHAPYXWI MPOCcTeiie oI-
HOKJIETOUHBIE OPraHU3MHbL. Jlonroe BpeMsi OCHOBHBIM CTPYKTYPHBIM KOM-
TIOHEHTOM KJIETKHU IMPHU3HABAIACH ee 000N0UKa.

[Tocne Toro kax B Hayane XIX B. NpOU30LUIO TEXHUYECKOE Yydllle-
HME Ka4yecTBa NHMH3, OBICTPO BO3POCTIO BHUMAHKE K HCCIIEIOBAHUAM C
TipuMeHeHHeM MuKpockona. B 1825 r. yewckuit yueHbiit . [TypKiHbe

* Bupychl — 3TO YacCTHILI, cofepx)aliue 6eNKu U HYKJICHHOBbLE KACAOTL!. PasMepnt
BUPYCOB COMOCTABMMEI C pa3MepamMH GeNKOB ¥ HEKOTOPbIX HYKIEMHOBLIX KHCJIOT U
3HAYMTENBHO MEHBIIE PA3MEPOB CaMblX MENKMX KIETOK. M3-33 uX HecriocoBHOCTH K
CaMOBOCTIPOU3BEEHHNIO 6€3 CHHTE3UPYIOLIETO arrnapara KIeTKH-X03AMHA H MAIbIX pa3-
MEDPOB BUPYCHl 42CTO OTHOCHT K Paspsily «HEXHBOTO»
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TI0Ka3a/i, YTO BHYTPH KJIIETKW HAXOIUTCS CTYJEHHCTOE BELUECTBO, TO-
37Hee HAa3BaHHOE MUTOMNA3Moi. AHTMIICKMA OoTaHUK P. Bpayn onu-
can aapo kiaetku. Hemeuxuit 6otanvk M. [neitnen B 1837 r. npuien
K 3aKII0YEHMIO, YTO BCE PACTUTE/IbLHEE KIETKH COICpXKAT AIpa.

B 1839 r. Hemenxkwit 3oomor T. II1IBanH, 00001IMB COOCTBEHHBIE 3KC-
MIEPUMEHTATLHBIE JAHHBIC W PE3YNbTaThl OPYTHX YYEHBIX, CPopMyan-
pPOBaT KOHLENUMIO, M3BECTHYIO B HACTOAUICE BpeMsl KaK KJIETOYHAsA
Teopud. COINTACHO KIETOYHOH TeopHH: 1) KIETKA ABIACTCS OCHOBHBIM
9NMEMEHTOM XU3HH; 2) Mo0bIe OPraHU3MBI COCTOAT U3 OJJHON MITH MHO-
TUX KJIeTOK. JleACTBUTENBHO, HECMOTPS Ha KOJIOCCATBHOE pasHoobpa-
3Me XHBBIX CyLICCTB, PasaNyarolIMXcsa pasMepoM (cM. Tabm. Ha ¢. 14),
dbopMoii, cpegoit 0GUTAHMS, CIIOCOOOM TTEPEOBIDKEHMS, Heproobdec-
TIEYEHUS U T. 1., OCHOBY UX MOPGODYHKIIMOHATBHOM OPraHU3auy co-
CTABMSAIOT KICTKH. P, BupxoB B 1855 1. 106aBMI K STUM IBYM MOCTY/d-
TaM pyHzaMeHTaIbHOE Monoxenue: «Omnis cellula e cellulae» — «Bea-
Kad KJIETKa OT KICTKM». IHBIMI CTOBaMH, TPEThE TIOTOXKEHHE KIIETOY-
HOU TEOPUH TAACUT, YTO BCE KIETKH 00pa3yroTCH TOJILKO B Pe3yNnpraTe
JICCHUST IpyruxX Kiaetok. COBpeMEeHHOE COOCPXAHUE KIECTOYHOH TEo-
PHH MOXET OBITh KPAaTKO C(POPMYIUPOBAHO CICIYIOINM 00pa30M: oc-
HOGHOI cIpyKmypHoil u DYHKUUOHAAbHOU eOUHULEH HCUGHIX OP2AHUIMOE
AGAAEMCA KAemKa.

Kietoynas teopys aBIAeTCA BAXKHEHIINM IOCTUXEHUEM €CTECTBO-
3HaHus. OHAa ChIpaja BHIAAIOLLYIOCH POk B PA3BUTHH HE TONBKO OHO-
JIOTMH M METMUMHBI, HO 1 MHOTUX JIDYTMX PA3JCJIOB HAYKU O YETTOBEKE.

IMocnenyomme yCreXy LIUTONOIMM M ITUTOICHETUKH OBUTH CBA3AHDI
C pa3sBUTHEM M COBEPLICHCTBOBAHMEM METOIOB MccneaoBaHMM. [leHT-
pasbHasg poJib SiApa B KJIETOYHOM [elieHMM Oblma JoKasaHa Iocie
U300peTEHUA METOJa OKPAUTWBAHUS IUTONOTHYCCKHX IIPCIapaToB
B. ®nemunrom B 1879 r. CoBepliieHCTBOBAHUE CBETOBBIX MUKPOCKOTIOB
TIO3BONMITO TIONYYAThL HOBBIE CBEJIEHHA O CTPOEHUH KIIETKU M HEKOTO-
PbIX e CcTPYKTYp. OmHaKo paspelraromas CrioCoOHOCTb CBETOBOI'O MUKPO-
CKoOIa OrpaHHUYeHa BO3MOXKHOCTBIO Ye10BEUCCKOIO ITTa3a, KOTOPLIA MO~
XKET BOCTIPUHUMATH Pa3deNibHO IBe TOUKH HA PACCTOSHMHM HE MCHEe
yem 0,1 M. ITpy TakoM paspelleHUH HEKOTOPHIE KIIETOYHbBIE CTPYKTY-
pbl HE BUAHBI, a NCUICOIOBAHUE APYTHX CYLUECTBEHHO 3aTPYIHEHO.

KpymHbIM 1arom sriepeg okasaaochk M300peTeHue B 30-X IT. 9IEKT-
POHHOTO MHKpockona B.3BopblkuHBIM U (HAa30BOKOHTPACTHOIO MMK-
pockorma ®. 3epHike. Yeenudyenue B 100 ThIC. pa3, KOTopoe obeceun-
BAET SNMECKTPOHHBIM MUKPOCKOT, IIO3BONMACT W3y4dTh CAMBIC MCIKHeE
JEeTAmH KJIETOYHBIX opraHesul. COBpeMEHHBIE JOCTHXCHHS LMTONOTUH
M UWTOICHETHKHM CBA3AHBI C PA3BUTHEM XMMHMUYECKUX, (PUIMUYECKUX
METOJOB M TEXHOJIOTHI (OT PEHTIeHOCTPYKTYPHOIO aHAIM34 10 KOM-
MBIOTEPHBIX 0643 JaHHBIX).

B MHOTOKAECTOUHBIX OpraHM3Max Kaxaas KIETKA ClieHUaTU3HpOBaHa
LU BBITIONHEHUS, KAK TPpaBUiIo, ogHON U3 (YHKUUMA, HEOOXOIUMBIX
Ui obGecreueHUs XHU3HEAEATCIBHOCTH OpTAHHM3MA B 1ICTIOM.
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Pa3mepnl HeKOTOPBIX GHONOTHYECKAX 0GHEKTOR

HaunmeHoBaHue oObexTa Paamepnt
HepeBo (cexpoiis) 100 m
Kawanor 20 m
Yenosek 2M
B3pocnas Mbilb 100 MM
Tunuuneiit rpud 50 Mkm
AMmeba 100 MM
Baxrepus (Escherichia col) 2 MKM
Camas MajeHbKasl OakTepusa 100 1M
CaMpiit 601b110M BUPYC 300 um
CaMmbiif ManeHbKUIA BUPYC 20 1M

HepsHas ki1eTka

Ho 2 M B WinHy

BONBIIMHCTBO KIETOK 3YKapHOT
(cpeaHue pa3mepsl)

10—20 mMxM B nMamMeTpe

HduameTp siapa 5—10 Mxm
MutoxoHnpus 1 MxMm
KoHaeHcHpOBaHHas XpoMOcoMa 200 HM

PudocomMa

20 HM (IUaMCTp)

Monexyna JIHK

2 HM (TONLUMHA)

AMHWHOKHCIOTA

0,5 1M (uameTp)

ATOM BOIOpONa

0,1 HM (TnameTp)

IIpumeuanue 1 Metp = 100 caHTUMETPOB (CM),
1ev = 102 M = 10 MHLTHMETPOB (MM),

1 MM = 103 M = 10% MUKPOMETPOB (MKM),
IMkM = 106 M = 10° HAaHOMeTpOB (HM),

1M = 10% v = 106 mm

B CIOXHBIX CIIOBAX «CAHTH» 03HAYAET OAHY COTYIO YacTh, «MUIUIU» — OIHY Thl-
CHYHYIO, «MUKDPO» — OAHY MIIIHOHHYIO, «HAHO» — OgHY MWUIHAPAHYIO

B 3aBUCHMOCTH OT BHLIIOJIHAEMON QYHKUMK KJIETKU MOTYT 3HAUYM-
TEJILHO pas3fimyaThes KaK 1Mo pasMepy, hopMe, PacIoJIOKEHHIO B pas-
JIMYHBIX TKAHAX U OpraHaxX OpraHu3Ma, Tak U M0 APYTMM BHEIUHHUM H
BHYTPEHHUM XapaKTePUCTHUKAM.

YKax)eM OCHOBHbBIEC BUIBI CIIEITMATM3aINHY KIETOK MHOIOKJIETOUHO-

I'o opraHmM3mMa BTo.

BOCIIPHUATHE BHELIHUX ¥ BHYTPEHHUX pa3ipaxXuTesie,
KOOpAWHAUMA BceX (DYHKUMEA (KJIETKM HEPBHOH M SHIOKPHHHOIL

CHCTEMBI),
JBMXEHUE U OI10pa,

3alUMTa OpraHu3Ma (KJIETKH IMMOKPOBHBIX TKAHEW M MIMMYHHOM CHC-

TEMBI),

TONYHYECHHUE ITUTATEIbHBIX BCIUCCTB UM UX CUHTE3;
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fIepeHOC TUTATENbHBIX, OMOJIOIHYECKN AKTHBHBIX BEHICCTB, I'A30B
T,

yIaJIeHHe TIPOAYKTOB pachaja,

pa3MHOXeHHE.

I1.2. CTPOEHUE XHUBOTHOW KJIETKHA. OCHOBHBLIE
OPTAHEJLJIBI U X OYHKUHUN

Bce XMBBIe OPTAHM3MEI B 3aBUCHMOCTH OT THIA COCTABISIOLINX MX
KJETOK Pa3faesifior Ha aykapuomsl (KJIETKU, UMEIOIIVE SIAPO) U NpoKa-
puompt (KJIETKH, Y KOTOPBIX 0OpMIIEHHOE SMIpo oTcyTCTBYeT). M3 syka-
PHOTHYECKUX KIIETOK COCTOAT CAMBIE PA3HOOOPA3HRIE OPTAHU3MBI BBIC-
nIMe pacTeHusl, 'pUOBI, OSHOKIIETOUHBIE aMeGhl ¥ MHOIOKJIETOUHEIE
KUBOTHBIE. OTHeIbHbIE KISTKU M3 PasHbIX YaCcTel KaKOoro-Inbo BBIC-
LIEro OpraHmu3Ma MOTLYT CYILECTBEHHO Pa3jIMuaThes Mo ¢popMe, pasMe-
paM ¥ ¢pyHkuMaM OnHaKo, HECMOTPS HA Pa3jIMuys, KAeTKH Kak MHO-
TOKJIETOYHBIX, TAK U OJHOKJIETOUHRIX OPTAHMU3MOB B ITPHHITUIIE CXO[I-
HBI 110 CBOEMY CTPOEHHIO, A PA3TMYHUS B IETANIAX CTPOEHHs 00YCNoBIIe-
HBI UX QYHKIMOHAIBHOH crieranu3anueil. OCHOBHBEIMH SJIEMEHTaMU
BCEX KJAETOK SIBJITFOTCA [UTOIIA3MA H PO

JioGas kmerka (puc. 1.1) copepXuT MHOXECTBO CTPYKTYPHBIX €1H-
HHULL MEHBILIETO pa3Mepa, Ha3bIBaeMbIX opraneinaMu. OpraHessbl BbI-
TOJIHAIOT crieundnyeckre QyHKUMH, HATIPUMED BRIpA0ATHIBAIOT SHEP-
TUI0 UJIM YYacTBYIOT B JAeJIeHUHM KIEeTKH. OpraHellIbl OKpYXeHBI CO
BCEX CTOPOH XUAKOH NMTOIJIA3MOMH, & caMa KJIETKA OTTpaHUYeHa OT
OKpYyXalouei cpeabl JHMUAHO-O0EIKOBOI 000JIOuKoil, Ha3bIBaeMOil
KJeTognoi MeMOpaHoii Yepes KIeTOUHYIO MEMOPAHY OCYILECTBISETCS
AKTUBHBIN W MMACCUBHBII [epeHOC PA3TMYHBIX BEIECTB BHYTPh U Ha-
PYXy.

IuTorazMa XUBOTHOM KIETKM — CJIOXHO OpTaHM30BAHHAs CHCTE-
M4, MTpeCTABAAIIAA OG0T OCHOBHYIO Maccy KieTk OHa COCTOUT U3
KOJUIOMAHOI'O pacTBOpa GEJIKOB M APYTUX OpraHNyeCcKUX BelecTs 85 %
3TOro pacTBopa — Bojaa, 10 % — Oenku v 5 % — Apyrve coenuHeHus
ITo cBoel CTPYKTYpe LMTOIUIa3Ma HEOIHOPOAHA B HeM pacrmonoxeHsl
TIACTHHYATHIE CTPYKTYPBI, MJIH MEMOPAHEI, KOTOphIe 0GPA3YIOT CIOX-
HYI0 CUCTEMY Da3BETBIEHHBIX KaHAJIOB 3OTO TaK Ha3biBaeMas SHIO-
IUTA3MaTUYeCcKas CeTh, WM PeTHKYAYM Pasnuualor esadkuil sxndonaas-
mamuueckuid pemuxysym (IDP) M wepoxosamotii sndonaazmamuyeckuti
pemuryaym (11BP) I'OP npencrapnser coboil cUCTeEMY IMIAAKUX BHYT-
PHKIIETOYHBIX MEMOPAH B 5TOI OpraHesie HaxogaTcs ¢gepMeHTHI, 06e3-
BPEXKHRBAOIIME SIAOBUTHIC BEIECTBA (B YACTHOCTH, OKCHaa3el). Ha MeM-
Opanax ['BP mpoMcxomar CUHTE3 JUMUIOB M TMIPOIUTHUECKOE pac-
wenyeHye myukoreHa IIBP npencrasnsger coboi CUCTEMY BHYTPHKIIE -
TOYHBIX MEMOpPaH C PUKPEIUIEHHBIMH K HUIM MHOTIOUMCIEHHBIMU put-
bocomamu, KOTOPbIE H TIPHOAIOT BUX epoxoBatocT Yacts IIIDP Ha-
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TpureTsl MUKPOTPYOOYEK IT1HOWXTO3HEIA ITY3BIpEK

OxaiiMyieHHas siMKa

Bonoxnaucras
obnacts

a
Jinzocoma Touoduno- Hecmocom:
MEHTHI
Kuposast karst
20—30 nm
[napxuit
IHAOIUTA3MATHYECKUH
IleHTpHONL DETHKY.
n . OKaliMIIeHHBIH
JIOTHBIA KOHTAKT ——
Kpuctu
AnepHbie
TOpsI A
BIIIKO >
P Konnencn- IITepoxoBaThiit
POBaHHEIIA SHAOILIA3MATHYECKH I MutoxoHapuu
XpOMAaTHH PETHKYIIYM
Putocomnl
[Inasmarugecas Irornasma (1 TONUPUGOCOMEL)
MemOpana a3
Anpo

Puc 1.1. CtpoeHue XUBOTHOM KJIETKH

XOOMTECsI B IIPSIMOM KOHTaKTe ¢ SAePHOM MeMOpaHoit. Ha MemOpaHax
LUDP cuHTE3UPYIOTCSA pa3TMUHBIC BUIBL OENKOB.

JnckoBUaHBIE MEMOPAHEI U CBSI3AHHBIE ¢ HUMH MHOIOYHCJIEHHBIE
My3BIPBKY NTPEACTABASIOT COOOM TaK Ha3blBaeMbIit Komineke I'onbmkn.
B HeM npoMCXonuT KOHLEHTPALUMSA BEILIECTB, KOTOPBIE 3aTeM JIubo uc-
TONB3YIOTCA B KJeTKe, TG0 CEKPETUPYIOTCS BO BHEKIIETOUHYIO CPEIy.

B pubocome, ipencTapisiionieil coboi CIOXHYIO OpraHesly, OCyle-
CTBJSAETCS CuHTe3 OenKa. PubocoMbl, pacronoxkeHHbIE HA MeMOpaHax
sHpomasMarnueckoit cetu (IIIDP) i cBoGonHo B uuToruiasme. B ux
COCTAB BXOJAT OCNKH U pubiouyxaeurogote kuciomo: (PHK) npuMepHo B
PABHOM KOJIMYECTRE.

ITanoukoBHIHEIE OpraHeNTbI IMAMETPOM OKoJNo 1 MKM U IJIMHOMK
oKoJlo 7 MKM, HOCSIIME Ha3BaHWe MHTOXOHAPHH, VMEIOT [IBOHHYIO
MemOpany. IIpocrpaHcTBO, orpaHMUeHHOE BHYTpPEHHE MEMOpaHoid,
Ha3LIBAIOT MAUTOXOHIPHATEHEIM MaTpruKkcoM. OH COIEPXKHUT pHOOCOMEL
1 MUTOXOHIpHATbHYI0 KonbleByio IHK, cneunduaeckne PHK, conu
KaJlbLIMs U MarHusi. B MUTOXOHIpUSIX 33 CUET OKMCITUTENIhHO-BOCCTAHO-
BUTENLHBIX TTPOLECCOB BhIPAOATHIBACTCSA IHEPIUsA, KOTopas HaKarUIH-
BaeTC B BMIAE MoJiekyn aneHoswHTpudocharta (ATD). Konuyectso
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MUTOXOHIPHHA B OTHOM KJETKE MOXET JOCTUTATh HECKOJBKUX THICAY.
MMTOXOHIPUH CTTOCOGHEI K CAMOBOCIIPOM3BEICHHUIO.

OpraHeibl B BUJIE TY3BIPEKOB, TTIOKPhIThiE MEMODAHOM, JIA30COMBI,
coflepXar (pepMEHTRI, pACUICIUISIONINE OC/KY, HYKICHHOBLIC KUCIIO-
THI, TOJMCcaXapuabl. JIM30COMEI SIBISIIOTCH <«TTHIIIEBAPUTENBHOM CHCTE-
MoOil» KiteTku. B ciydae paspyiieHUst MeMOPaHBI JIM30COMBI MOTYT flepe-
BapyBaTh M CONEPXKUMOE LIUTOTUIA3MBI KJIETKH, MIPOUCXOIUT aBTOJIU-
3Hc (caMoTlepeBapPHBAHNE).

OBajbHBIC TENbLA, OTPAHMYeHHBIE MEMOPAHOH, NEPOKCHCOMBI, CO-
JepXar (epMeHTBl OKUCJICHHA aMUHOKHUCIOT U (PepMEHT Katanasy,
paspyuIaromuii mepekuck Bogopona (H,O,). TTpu metabonmame aMiHo-
gucior obpasyercad H,0,, Kotopas SIBISIETCA BBICOKOTOKCUYHBIM CO-
eauHeHneM. Karanasa, TakiuM oOpa3oM, BRITIONMHAET 3a1UMTHYIO QYHK-
LHIO.

B 1eHTpe KIIeTKU WA PSIIOM ¢ SAPOM OOBIYHO PacTioNiaracTcs «Kie-
TOYHBIA LIEHTP» — HENTPOCOMA. [IeHTpoCcOMa COCTOUT U3 JIBYX HeHmpU-
oneli 1 yenmpocgeps: — OCOOBIM 00Pa3OM OPraHM30BaHHOTIO y4acTKa
IMTOMIa3MEl. [leHTpocoMa yJacTByeT B IpoLiecce ACACHMS KIIETKH, CO-
3maBasg BEPETCHO JICJICHUS.

Aapo KIETKY fABNSETCAS HOCHUTENEM TIeHEeTHYESCKOTO MaTepyana u
MECTOM, TIE OCYILECTBIACTCSA €ro BOCIIPOU3BEIeHIAE U (DYHKIMOHNPO-
BaHue. OHO MMEET CIOXHOE CTPOeHUEe, U3MEeHSIoUeecs B Ipoliecce
KJIETOYHOTO JeJicHHus. SApO COCTOUT M3 KapUOIUIa3Mbl, HECKOJIBKHUX
Adpbiiiex 1 apepHOl 06oMoukn. B KapuoruiasMe copepxkarcs o0sa3aTelhb-
HBIE 27IeMEHTHI sApa — xpomocomst. JHK xpoMocoM B siipe 0OBIYHO
HaxomaTca B KoMIuiekce ¢ 6enkaMu. Takue NHK-Genkosbie KOMIUIEK-
CHI HAa3BIBAIOTCS XPOMATHHOM (OT rpey. chromatos — ILIBeT, KpacKa) Mo
HX CTIOCOGHOCTH XOPOIUO OKPAHIUBAThCA KPACHTEAIMU. B unmepghasnvix
KJIETKaX XpOMAaTUH pacrpelesieH o BCeMy SAPY MM pactioyiaraercs B
BUIE OTOENBHBIX ITLIOOK. BTO 0O0YCIORIECHO TEM, YTO BO BpeMs MHTEp-
(a3zpl XpOMOCOMEI JCKOHICHCHPOBAHEI (PACKPY4YEHBI) M TIpeaCTaRIe~
HBI OYeHb JUTMHHBIMU HUTSMH, KOTOPBIE CJIYKAT MATPHLAMM ISl TIOC-
Jenyromero cuHTe3a 6enkoB. OHM U COCTaB/STIOT HUTH XpOMaTHHA, MaK-
CHMaJIbHASA KOHACHCAIMA KOTOPBIX TIPOHMCXONNT BO BPeMS Mumomuye-
CK020 [eJICHUS KJIETOK ¢ 06pa30BaHMEM XPOMOCOM.

Anpo oTrpaHUYeHO OT HUTOIIA3MEI IIepHOi 0000uKOi. SaepHas
000N0YKa COCTOMT U3 ABYX CJIOEB, Pa3lelicHHBIX NEpUHYKJIEapHBIM
npoctpaHcTBoM. [To Bceif TTOBEpXHOCTH siiepHO 000JI0YKM paBHOMEP~
HO pacTpelelicHBl sACpHBIE TIOPEI, Yepe3 KOTOPhIE IIPOUCXOIUT Tepe-
HOC BELLECTB KaK U3 SOpa, TaK U B OOPATHOM HATPABJICHUU.

AnppimKo npencTapnsieT coboi 061acTh BHYTPH SITpa, ABASIOLIYIO-
cs TIPOM3BOIHOM HEKOTOPHIX XpOMOcOM. B Hell NoKaJiM30BaHEBl I'€HEI,
Koaupylonue Moaekynsl pubocoMHbix PHK. [TnotHas ueHTpaisHas 30Ha
sapennka conepxur JHK-0GekoBHe KOMIUIEKCH, M 30ECh ITPOUCXO-
Ut mpanckpunyus reHoB pubocoMubix PHK. Aapo Moxer comepxarn
OT OJIHOTO /IO HECKOJTBKHX SIIPBILICK.



PaccMoTpeHHBIE OpPraHeNsnl ABISAIOTCH 00A3aTENBHEIMUA QJIeMEHTA-
MH KJIeTKH. B HEKOTOPBIX CIydasiX B LINTOINIA3Me KIIETKH BLISBISIOTCS
pas3nHYHbIe BKIIOUeHUS OHH HE aBIAIOTCA 00934aTeIbHBIM KOMITOHEH -
TOM, [OCKONBKY TIPEACTABAAIOT pa3sMMuHBIC MPOMYKTH MeTabOoIHU3Ma
(6e)KH, KUPHI, TATMEHTHBIE 3epHA, KPUCTAIIBI CONEH MOUYEBOM KHC-
JIOTH M T.11.) B ciiyyae HeOGXOZUMOCTU 3TH BELUECTBA MOTYT OBITE HC-
TIOJIB30BAHBI CAMOM KJIETKOH WK OpraHu3MOM Arb0 BEIBeIeHBI U3 Opra-
HH3Ma.

I.3. AMIEKIETKA 1 CIIEPMATO30U]]

SituexyeTka ¥ CIepMaTO30H SIBASIOTCSA BHICOKO CIICIHATA3HPOBAH-
HBIMH KJIETKAMH OpraHm3Ma, oGecleyuBAIOIIHMH Iepefady CBONCTE U
XaPaKTEPUCTHK POIUTENBCKHUX OPraHH3MOB CBOEMY MOTOMCTBY. TakuMm
obpa3om, BCe, UTO YEJOBCK HACIEAYCT OT CBOMX pOodnTeJIcH, 3aKIIIOUEHO
B SIMIEKJIETKE M CllepMaTo3oune. AinekiIeTKH U criepMaTO30Uabl PA3BH-
BAIOTCS U3 NepeUtHbIX NOA0BbIX KAeMoK TepMEHATUBHOMN TKaHHU, KOTopas
obocobnsieTcs Ha camMbIX paHHUX 3Tamnax smbpuoreHesa. [Iporecc obpa-
30BaHUS SAUIECKICTOK ((KEHCKHX raMeT) W CIIepMaTO30HIOB (MYXKCKHX
raMeT) HOCHT 00UIee Ha3BaHUE — eamemozeHe3. B MyXXCKOM OpraHm3Me
cTlepMaTOreHe3 APOUCXOINT B MYXKCKIUX MONOBBIX XKeJle3aX — CeMeHHM-
Kax, U1 saMukKax (testis); B XXeHCKOM OpraHM3Me AHLICKIICTKH o0pasy-
1oTcd (0OBOreHe3) B XKEHCKHX TOJIOBBIX XeNne3ax — sIMYHHKax (ovarium).

AfinegneTka. AMIeKIICTKA YelloBeKa MPEICTaBISIOT coboil chepn-
YeCKHe KIeTKH pasMepoMm oxono 130 — 140 MukpoH. A#inexieTkn pas-
BHBAIOTCA B ABYX AMUHMKAX — CIIEUHATN3HPOBAHHBIX XKeJIe3aX KEeHCKO-
ro opraHu3mMa, pacriofioKCHHBIX B CKJIA/IKax OpIOIIMHEL. B sMUYHMKAX K
MOMEHTY POXIEHNA CONEPXUTCA NMpuMepHo 10° He3pesbIX AHLIEKICTOK.
OgHako OO HacTYIUIEHHS MEHOTay3kl (OKOHYAaHUE PETIPOIYKTHBHOTO
nepriona) Tonbko 350—400 u3 HUX CO3peBAIOT U BBHIXOAT U3 SAUUHU-
xoB (oBymauusa). Kaxnaa siinexkneTka OKpyXeHa KIETKaMH (hONUINKY-~
JITPHOTO 3IHTENNs, KOTOpbIe II0 MEPe CO3PEeBAHUSI AMNEKIETKA pas-
MHOXAIOTCA U BBIACJAIOT (DOINTUKYAAPHYIO XKHIKOCTb, HAKAIUTUBAIOLILY~
10CsI B TTOJTOCTHU HePEUHHbIX, WITH NPUMOPOUaIbHbIX, (hoatukyroe (puc, 1.2).
DyHkin KIeTOK (QOLTHKYIAPHOTO IMUTEIHS COCTOAT IABHLIM 00pa-
30M B ODeCIIEYEHHH TIPUTOKA B AHLIEKACTKY TIMTATENBHBIX BEIECTB —
OENMKOB, XMPOB, AaMUHOKHCIOT U HPOAYKUMU KEHCKUX FOJIOBBIX rap-
MoHoB. 3penbiif QomIMKYN, Ha3sBAEMEIH Tpaa)oOBBIM ITY3BIPLKOM, 10-
CTUTACT B JIMAMETPE 2 CM M BEICTYTIACT IOJ MOBEPXHOCTRIO AHYHUKA B
Buze oyropka (puc. 1.3) B MoMeHT oByssiMu cTeHKa rpaadoBa myssIphb-
Ka paspeIBacTcd, AUIEKIEeTKa, CIOCOOHAS K OILIOZOTBOPEHHIO, BBIXO-
JOUT B OpIOIUHYIO MONOCTh U TIoNafacT B Qalonuesy Tpyoy, Mo KOTO-
pOit IBMXeTcs B ONOCTh MATKH. OOBIYHO KAXIBIH MeCAIl 0CBOO0XIA-
€TCsl TONBKO OJHA AWLEKIETKA B OMIHOM M3 IMYHUKOB, TakuM obpaszoM,
00pa30oBaHKE TIONOBHX KJICTOK B XKECHCKOM OpPraHH3Me SIBJIAeTCA LIUK-
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JIMYECKUM TIPOIIECCOM, TTORTOPSIONINMCS TIPUMEPHO Kaxk/ipie 28 gHEH.
OH CBfI3aH C M3MCHCHUAMU B (DYHKUMOHUPOBAHUM U CTPOEHUH BCei
PETIPONLYKTUBHON CHCTEMBI XEHCKOTO OpraHMU3Ma.

Cnepmarozona. CriepMaTo30Mabl, WIH CIEPMUH, — 3TO MEJIKUC
TIOABIDKHBIE KJIETKH, KOTOPHIE 00pa3yioTcs B M3BATHIX KaHAIbIAX MYXK-
CKHX TOHal (CeMEHHUKAX) I0C/e JOCTHXECHHUS TOJIOBOTO CO3PEBAHUA.
Hx xonudectBo ncurcisieTed MUMoHaMy CTEHKM KaHATBIEB COCTO-

OBouMr 1-ro nopsigxa, KoprHkanbsHrie
OCTaHOBUBIIUICA TpaHybl
B npodaze 1

DonuKyIsIpHsIe

KICTKH

ITonnem ypoBHA
JIT uHAyIIHpYeT
co3peBaHue

DOoUTHKYISIPHBIE IIpo3paunasa 30Ha Ogouut 1-ro nopsaaka
| KIIETKH

. TIPUMOPIUATBHBIV PA3BUBAIOIIUICS  AHTPAJIBHBIN
! DOJITUKYII DOTHUKYI1 POIINKYIL

Kenrtoe Teno

. 1-e nonapHOE
) Tesblie
‘»j’ IToBepXHOCTR
. OpouyT 1-ro nopsaka SIMIHHKA
3' 3aBepIIAET TIepBOe nejeHne
) Mei03a, MpeBpaIlaach Osouurt 2-ro nopsaxa
B OBOIIUT 2-T'0 TOPsSifKa
BOJBIITON AHTPATTBHEBIN IPOPBABIIUMCH

POJITUKYI OOJITUKYIT

Puc 1 2. CxeMarnyeckoe n300paXkeHHe PA3TMYHbIX CTAAWI PA3BUTHA (DONIUKY-
Jla B SMYHUKE
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[epBuunniii dosnkyn
(afiuexiIeTKa ¥ eXUHUIHLIR cnoit

HOeyxcnoinstit Gojumkyn GONUKYIIPHOR KNeTKH)

Puc. 1.3, Ctaguu pa3BuTHsA OBOLIMTA Y YEJIOBEKA

AT U3 pPsifia COSTUHUTENBHO-TKAHHBIX KIETOK U (DOJUTMKYISIPHBIX KIIe-
ToK (xJetku CepTrosuin), obpasyiollnx yrnydnedusa. B atux yrmybne-
HMSX PACIIONATAIOTCS MYXCKHE TTONOBBIE KIIETKU HA PA3IMYHBIX CTa-
JUSX CIIEPMATOreHe3a. 3peJIblil CIIepMaTo30M COCTOUT U3 YETHIPEX IMIaB-
HBIX YacTeH — roJIOBKH, IIEHKU, CpEIHEH YacTH U XBOCTA, MM XKIV-
THKa (puc. [.4). B rojoske criepMaTo3onga HaXoANTCS SAPO, KOTOPOE
OKPYXEHO TOHKHM CJIOEM LMTOIUIasMel. Hag sappoM pacmonoxkeHa oco-
6ast CTpyKTypa — aKpocoMa, cojepXkalast F’MaponnThieckme hepMeH-
THI, CITOCOOCTRYIOIINE TIPOHUKHOBEHHIO CTIEPMATO30MAa B SIHLICKIIETKY.
B uieiixe pacrosoxeHsl ABE LgHTpHOM” Gonee OIM3KO pacIionoXeH-
Hasl K Spy LEHTPHONb YJaCTBYET B 0Opa30BaHMM BEpPETCHA AENEHUS,
Opyras — B 00pa3oBaHMM 0CeBOW HUTH XBocTa. CpelHsq YacTh CliepMa-

XBOCT T'onoBka

[ Il {

S

L 1

CpenHss
MuToxoHapus yacty  SIAPO

Xryrux  Ilnasmaruyeckas Axpocoma

MeMOpaHa
fe——10 MxM —»

Puc. 1.4 CxemaTuyeckoe U300paxeHne CliepMaTo30Ma YeJioBeKa

8
\
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TO30UAA 33HATA MUTOXOHAPUSIMHU, COOPaHHBLIMH B CITHPANDb BOKPYT XIy-
a  THKa. OHHM 06ECIIEYMBAIOT IHEPTHUEH TBUTATENBHYIO AKTHBHOCTD CIIED-
MaTO30MIOB. XBOCT (3KT'YTHK) CIYKHT OPTaHOM JIBHKCHMS.

I.4. TAMETOTEHE3

B 3aBHCHMOCTH OT TOTO, KaKHM¢ pa3BMBAIOTCS TaMETHI, pa3nuyaioT
cnepMaroreHes ((popMHPOBAHUEC MYKCKHX MAMET — CITEpPMATO30U/IOB)
WIN OoBoreHe3 (hopMUpOBaHUE XEHCKHMX TaMeT — siueknerok) Oc-
HOBHBIC 3TANLI TAMETOreHe3a Y YenoBeKa NpencraBieHs! Ha puc I 5.

CnepmaTorene3 CKIANBIBACTCS U3 YeTHIPEX TOCIEKOBATEIbHBIX I1¢-
PHONOB: pa3MHOXEHMSI, POCTA, CO3pEBAHMS W IIpeodpa3oBaHust, KOTO-
pBIE MPOUCXOJAT B COOTBETCTBYIOIIMX 30HAX ceMeHHUKOB (puc. 1.6). TTo
nepudepun CEMEHHOro KaHaablla pacloloXeHa 30Ha Pa3MHOXEHHS,

CriepmaroreHes OporeHes

CriepMaToroHMH
B CEMEHHMKe H
OBOTOHMM B
SIMYHUKE MHOTO-
KpaTHO IeNaTcs
O MMTOTHYECKH

CriepMaTOroHUH OBOTOHMIT

CrepMaroumr
I mopanka

[Tepsoe
_MeifoTHyecKOe
JenreHe T T T TOXTT T T T

Osounr Iepsoe
CriepMaToLuT II nopsinxa HONsIpHOE
1T nopsiaxa Bropoe TENbIIE
_MEWOTHYECKOE _

JECIICHNUE

Bropoe
TIONsIpHOE
TeablE

S

3urorta

TR
T

Puc I5 CxeMa 0CHOBHBIX 3TAfloOB CrIEPMaToreHe3a M OBOreHE3a

B

e
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[Ie MCXOOHbIE NWIUIOMAHBIE KIETKU (2n2c), CIEPMATOrOHMH, MHTEH-
CHBHO Pa3MHOXaIOTCA IyTeM MUTO3a. TakuM o6pa3om, TIEpHOd pas-
MHOXEHHS COOTBETCTBYET PAMY CIAEAYIOUIMX JIPYT 3a APYTOM MHUTO30B.

Hexoroprie criepMaTOrOHMHM, TiepeMelasch Onmxe K MPOCBeTy Ka-
HaJIblia, TTONanaloT B 30HY pocra. CriepMaTOrOHUH PACTYT U TIpeBpallla-

2
3
1
4 i
5
6

4 Vi " . o »
g M,/-\ ) ““’-‘-/ o
7 K ¥
# K 7 A

Puc. 1.6. Cxema criepMatorenesa.

Ha pucyHke u306paxeHbl ceMecHHasg Xene3a (TeCTHC), MPURATOK CCMEHHOM Xele3bl H !

CeMSIBLIHOCSAIMMIT HPOTOK: / — OCHOBHas meMOpaHa; 2 — xierku Ceptony; 3 — crep- j

MAaTOTOHHH; 4 — cNepMaTolMT nepeoro nopsanka (46, XY); 5 — chepMartouur BTOpOro i

mopsaaka (23, X wm 23, Y); 6 — cnepMaruant; 7 — cHepMaTo30Masl, & — IPOCBET
CeMSIBRIHOCSIIEr0 KaHala
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IOTCSI B CIIEPMATOUMTEI MTEPBOTO Mopsiaka. B mepuon pocra, KOTOpBIit
COOTBETCTBYET MHTEeP(A3€ KIETOUHOrO IIUKIA, NTPOUCXOAUT YABOESHNE
xomuyectBa JAHK (2n4c).

Eie 61vKe K MPOCBeTY KaHaiblla IEXUT 30Ha co3peBaHust. UMeH-
HO 3[1eCh TPOUCXOQUT Meito3. [Toce mepBoro MeffoTnyeckoro neaeHus
0o0pa3yioTCA OBEe rallfIougHBIE KIETKH — CIIEPMATOLMUThLI BTOPOTo TT0-
psanka (In2c); Bropoe MeHOTHYECKOE AEIEHNE 3aKaHYMBAECTCsT 00pas3o-
BaHMEM YETHIpEX TaNMOUIHEIX ciepMaTyn (Inlc).

[lepnoa dopMHpoBaHUSA OTMEYAETCd TONLKO IIPY CIIepMaToreHese 1
OTCYTCTBYET B oBoreHe3e. KouiecTBO KIETOK M YNCIIO XPOMOCOM B CIIEp-
MaTUJax He MeHseTcs. M3 4eTwlpex criepMaTui yxe 6e3 Kakux-inbo
JEJIEHMI 00pa3yIoTCA YEThIpe 3pENBIX criepMaTosoraa. CepMaTHIIbT Tpe-
TEPIIEBAIOT JIMIIb MOPGOIOTMYECKyYI0 peopraHu3auyo (hopMupyeTcs
XBOCT, TPOUCXOIUT IMUMHUHALUAS LIUTOIUIA3MBbl, IPYTUX OPTAHEsT U T. 11.).
) ITpogomkyTenbHOCTE IMKIIA CIiepMaToreHesa, T. . BpeMeHN OT ae-

~ JIEHWsI CNepMaTOroHMs 0o (HOPMMPOBAHUS 3DEJIOrO CIIEPMATO30MId,
CTOCOGHOrO K OIUIOAOTBOPEHHIO, Y YeJIOBEKA COCTABIISCT 2 — 3 Mecalla.
B cyTKH y B3pOCIOro 30POBOro My:KUMHEI B CEMEHHHKaX o0pasyercs
nipumepHo 2- 108, a 3a BpeMs NOJIOBOM XKU3HYA HECKONBKO COTEH MIJI-
JIMAPIOOB CTIEPMaTO30UIOB.

B oBorenese paznnyaioT TpH NepHona: pa3MHOXEHNE, POCT U CO3pe-
paHue. [1yTh pa3BUTUST XKe HCKUX TMTOITOBBIX KIETOK CXOAEH C IIMKIIOM pas-
BUTHSI CIIEPMATO30MIOB, OXHAKO MMEIOTCS CYIIECTBEHHBIE Pa3IuyMs.

B ssyHMKAaxX UCXONHBIMHU TUIUIOMIHBIMHU KJIETKAMH SBJISIOTCS OBOTO-
HUHM (2n2c), KOTOpBbIE WHTEHCUBHO MHTOTHYECKH DPA3MHOXAKTCH B
3MOPUOHATIBHOM TIEPHOAE Pa3BUTHA XEHCKOTO opranusma. K MoMeHTy
POXIEHUS NeIEHNS] OBOTOHMI NMpeKpallaioTCs.

OBOroHMHM, BCTYIIUBIINE B IEPHON POCTA, IPEBPaIlatOTCS B OBOLIM -
TBI TIEPBOrO NopsiaKa. [lepron pocTa OBOINATOBR NMEPBOTO IMOPSAKA CY-
LIECTBEHHO Oonee TPOIOIDKHTCICH, YeM V CIIEPMATOIIMTOB IEPBOTO
nopsanka, OBoHUT, OKPYKEHHBIH QOUTUKYISIPHBIMU KIIeTKaMu (o-
JVKyJIaMu), HakaTuIMBaeT OeNKH, XUpbl, YIJAEBOJbI, IPYTHe BellleCTBa,
nponcxoguT yaBoenue koanyectsa JHK (2ndc). OBounT nocTerneHHo
pacTeT, IpeBpalasich B e pBAYHBIY, BTOPpMYHBIN U, HAKOHEN, 3peibiit
ommrkyn, win rpaadoB My3sIpek. Hakommwrenye muTaTeJbHBIX BEIIECTB
HeobxoquMo SilleKIeTKe IS OCYIIECTBASHUS MEPBLIX 3TANOR pa3BH-
THs1 opraHnasMa. Ilocae nepruona pocta 0BOLUT NMEPBOTO MOPsKa BCTY-
TNaeT B Mepyuo CO3peBaHUS.

Tak Xe Kaxk ¥ B MepHOJE CO3PSBAHUS CIICPMATO30UIOB, OBOLIUT
TEPBOro MopsiaKa IMIPOXOXUT NepBoe MCHOTHYECKOE NeJIeHIE, B pe3Yiib-
TaTe KOTOPOro obpasyeTcs OBOLMT BTOporo nopsaka (In2c) u oaHo
nonsipHoe Teable (1n2c). [1pr 3ToM HMTOoTDIa3Ma pacTipeelisieTcss MeXIy
IOUepHIMHM KJIeTKaMi HepaBHOMepHo. B peayiapraTte obpasyercst KpyI-
HBIM OBOLIMT BTOPOro IMopsigka M MajleHbKoe, OeqHOe HMTOIIA3MOl
TIepBOe MONSIPHOE TEbIIe, KOTOPOE BIOCAEACTBHH Takke Aeautcs. [Ipn
BTOPOM MEMOTHYECKOM AENeHWH, 3KBALIMOHHOM, U3 OBOLIMTA BTOPOTO
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mopsaka obpasyercsa co3peBiuas sifeknerka (1nlc), coxpaHusiuas B
CBOEH LMTOIUIa3Me BCE HAKOIUJIEHHBIE BEUIECTBA U BTOPOE TOJISAPHOE
tesiplie (Inlc). B 310 Xe Bpems MepBoe MONSIPHOE TEJIbIIE TAKXKE IKBa-
LIMOHHO ACTTUTCS Ha 1BA BTOPBIX MTOJISIPHBIX TeblA. B pe3ymbTare oBore-
HE3a OBOIIMT MEPBOTO MOPSAKa JAET MOMHOUESHHYIO TaryIoMIHYIO fii-
UEKJIETKY CO BCEMH HEOOXOMUMBIMHI LIMTOIIa3MaTHUECKUMU 3aI1acaMu
W TPH TOJISPHBIX TEIbLA, KOTOPbIE PEIylUpYIOTC.

TakuM oOpa3zoM, ITpu 00pa30oBAHUY MYXCKHMX M KEHCKHX TTOJIOBBIX
KJIETOK M3 KaXMOolW MCXOOHOU JUTUTOMIHON KIETKH B PE3yJIbTaTe OBYX
MEeHOTHYECKHX AeJIeHHIA 00pas3yioTCs YEThIpe TAIIOMIHBIE KJIETKH. B Myx-
CKOM OPTaHM3ME 3TO 4YeThIpe CTIOCOOHBIE K HOPMATEHOMY (hYHKITUOHH -
POBaHHIO KIIETKH — 3PEJIbIE CTIEpMATO30WEL. B XKeHCKOM OpraHu3Me TakxKe
o0pa3yroTcs YeThIpe KIETKHW, W3 KOTOPBIX TONbKO OHA CTAHOBUTCH CO~
3peBILeH SHUUEKIETKOM; OCTAJIbHBIE TPU (ITOJISIPHBIE TENbIIa) TOTUOAIOoT.

L.5. OINIOJOTBOPEHUE N PAHHUE CTAIUN
BSMBPUOHAJIIBHOTO PA3BUTUSA YEJTOBEKA

CriepMaTo30UAE COBEPIIAIOT CAMOCTOSTENABHbIE ABUKEHUS CO CKO-
pocTbio 2— 3 MM B MUH. Yepes 30 — 60 MMHYT OHU TOCTUTAIOT MOJIOCTH
MaTKH, a yepe3 90— 120 MuH 6marogaps UHTEHCUBHBIM COKpPAaILEHNSM
MBI MATKH, TOTIAIal0T B MaToyHble TPyOLI, Tlie BCTPEYyaloTcs ¢ Aid-
neksnerkaMu. CrepMaTo30MIbl COXPaHSTIOT OTLIOZOTBOPSIOUIYIO CITOCO0-
HOCTD B TIOJIOBBIX ITYTAX KEHCKOr0O OPraHn3Ma B TeyeHue 24 —48 yacos.
IMpuMepHO CTONTBKO Xe BpeMeHH SHIIEKIIETKa COXpaHsaeT CHOCOOHOCTD
K OIUIOOOTBOPEHHIO TTOCTe OBYISAIMHI. Siiieknerka onnogoTBopseTcs B
HOpMe TONBKO OOHMM CNEepMAaTO30HAOM, OIHAKO, YTOOBI OIUIONOTBO-
peHye MPON3OILIO, CEMEHHAS XHUIKOCTh MYXXYMHBL TO/DKHA COEPXKATh
MIUUTHOHBI CIEPMAaTo30ua0B. I30bITOK CIIepMAaTO30MIOB HEOOXOINUM III
MPeOTONEHUA OKPYXKAIOWNX AlpeKeTky GapnepoB. Korma criepmuit
npUGIMKAaeTCsT K ANIEKIeTKe, eTo MeMOpaHa, IMMOKPbIBAIONIAST aKPOCO-
My, paspbiBaeTCs U Haxonsumecd B Heil pepMeHTh — rHatypoHuaasa
1 IIpoTeasa — IMepeBapUBaloT OKpyxXalone GQOoIJIMKYASIpHBIE KiIeT-
KM, U CHepMMii IpPOHMKAET B AMLEKIETKY. Kak Tonbko rmepshil (M
eIMHCTBEHHBIN) CTIEPMATO30UI ITPOHUKAET B AHLEKIETKY, €€ 000M0Y-
Ka MpeTeplieBaeT 3HAYUTEIbHbIE CTPYKTYPHO~(YHKIIMOHATBHEIE N3Me-
HeHMS, TIPEMATCTBYIONINE TPOHUKHOBEHHUIO OPYTUX CIIEpMATO3OHIOB.
ITocme 3TOTG HU OAMH CHEPMATO30M HE MOXET MPOHNKHYTD B AHIIEK-
JETKY.

Slapo criepMaTo30Maa, JBUradch K siapy SMIEKIeTKH, TpeodpasyerT-
Cd B MYXKCKOU TIPOHYKIIEYC: XPOMATHUH, PAHEES TUIOTHBIM, Pa3pbIXNIeT-
¢, saepHas 06osio9Ka pacrBopsercs. [IpoHMKHOBEHUE CriepMus B STii-
LEKNETKY CIYXHUT CTUMYJIOM 3aBEPIIEHS BTOPOTO JeIeHUs Meio3a, U
OBOIIUAT BTOPOTO MOPAAKA CTAHOBUTCS 3peSibiM SAMIIoM. [ToCTemeHHO MyX-
CKOH M KEHCKMI TIPOHYKIIEYCHI COMMKAIOTCS, MX MeMOpaHbl pacTBOpS -
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10TCs, 4 OTHOBCKME W MATEPHHCKHUE XPOMOCOMbBI TIPUKPEIUISIOTCS X
HUTAM 00pa30BaBlilerocs BepereHa jaeneHus. Ha 3Toit craauu BoccTa-
HAaBIUBACTCS JUIUIOWTHOE YUCIIO XPOMOCOM, W OIUIOAOTBOPEHHAs S -
LieKJIeTKa MOJIYyYaeT Ha3BaHUe 3WroTa (oT Iped. zygotos — coeIuHeHUe,
rapa). 3urora IpoXoguT cTaguu aHadasel B Temodassl. [Tocneayioliee
JeIEHHUE LUMTOIUIA3Mbl IPUBOAUT K 00pa30BaHMIO ABYX MUIUTOMIHBIX
[odepHux kietok. [Ipoxons nmo dannonuesoil Tpyde B MaTKy, 3MrorTa
fgpeTeplieBaeT PAN KIeTOYHBIX geneHuii (puc. 1.7), B pesynsrare yero
obBpasyeTcs KOMOUEK U3 KJIETOK, Ha3bIBacMblid MOPYAO#k (OT J1aT. morus —
MIeIKOBULIA), M3-3a CXOXECTH C AroAoW TyTroBoro mgepesa. [lomyua-
IOIINECS B pe3yIbTaTe Ac/eHUs KIeTKH Ha3bBaloT GjacroMepamd (OT
rped. blastos — He3penplii NpeqIecTBeHHUK + METos — 4yacTb). B Mopy-
Jle BHYTPeHHSsIsI Macca 61aCTOMEPOR OTAMYAETCS OT IOBEPXHOCTHO JIe-
Kaux 0I1acTOMEPOB UUTOILIA3MATUUECKUMU 0COBEHHOCTSMU U CBOe i
JatbHeHIe# cynp0oit. BHyTpeHHsist rpynina, aMOpHoGIACT, CTAHOBUTCS
HCTOYHUKOM pa3BUTHSI 3apofplllla, a HApPY:XKHBIA cloit o0pa3yeT Tax
Ha3bIBaeMbIil MUTAIOUIMI 3ayaToK. [locTeneHHo 6aacToMeph pacnona-
ralTcs 1o nepudepun U 00pa3yioT CTEHKY BOKPYT LIEHTPAIbHON MO-
JIOCTH, HANIOHEHHOM XXUAKOCTBIO. DTa CTaAMsl pasBUTUsS TTOJIyYniIa Ha-
3BaHME OJACTOLHMCTRI, JJIM 3apOAbIIEBOro my3bipbka. K yeTBepTOMY JTHIO
MOCTe OIUTOAOTBOPEHMA ¥ ODHOTO U3 YUYACTKOB HAPYKHOIO C1osa 6aac-
TOMEpOB, Ha3bIBaeMOro TpogobaacTom (0T rpey. trophé — KopMuTh +
blastos — Heapensiil IpeAUIeCTBEHHNK), 00pa3yeTcsi CKOTIEHUe Kile-
TOK 3MOpHo0nacTa — 3apoIbIIIeBLI y3enok. HaunHaroTCs IpouecCh

30 gacoe 3 meHn
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Puc. L.7. CxeMa 1OMMIDIAHTAIIIOHHOrO PA3BHUTHS 3apONHIilla YEJIOBEKA:

r 1 — OBOUMT IOC/C OBYJISIMK; 2 — OIUIONOTBOPEHME; 3 — CTANUA MYyKCKOTO H XEHCKO-

TO IPOHYKAeycoB, 4 — Meradaza NepBorO ACACHUS 3UTOTH;, 5 — NBYKIETOUHAS CTANUS

DPa3BUTHS 32pOibIlia; 6 U 7 — Pa3IMYHbIE CTAIMM MOPYJIbL, 8 — CTaguM 61acTOLUTH, 9 —
HAYa10 MMIUIAHTALMH
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racTPYJAIMH, B XOJ€ KOTOPLIX 3aPOAbIIEBEIA y3eloK MpeBpaiuacTcs B
3apoAbINeBoOii MHTOK, T U (hopMHUpYeTCs TeNlo 3apoasiia. B ronocti
MaTKN KneTky tpododaacta pasMHOXAOTCS M K 6— 9-My QHIO TIocie
OIUIOZOTBOPEHUS TOIPYXKAalOTCd B CTEHKY MaTKH, ITOJIyYas ITHTATETh-
Hble BEIIIECTBA M3 KJIETOK IHIOMETpHUS ( BHYTpEeHHHUHM, CIM3NCTHIN Clioi
MAaTKH), BTOT TMPOLEcC HA3BIBAeTCA MMIUTaHTAalUMel (oT JaT. 1im — B +
plantatio — sHeapaTh). M3 kineTok HapyxKHOro cnos Tpogobnacra odbpa-
3YIOTCA BOPCUHEI TpodobiacTa, KOTOPbIE BPACTalOT B IHIOMETPUN U
obecrieynBaloT 6J1ACTOUCTY NTUTATEABHBIMHY BEIIECTBAMU U KUCIIOPO-
noM. Ha Oonee mo3mHuX cragdsax pa3BUTUS 3TY GYHKIWIO BHITOQTHSIET
IanenTa, Wil 1eTCKoe MecTo, Y3 HapyXHBIX KJIeTOK 61aCTOMCThl 00~
pasyeTcs HapyxXHag o00IouKa, UK xopuoH. Bo BHYTpeHHEN KIeTOYHOIM
Macce TIOSBIMIOTCS IBe MomoCTU. KieTKH, BRICTUIAIOIINE 3TH MOIOC~
T, (GOPMUPYIOT AMHHOH M JKeJITOYHbIi Memok., KuieTku, cocTaisiio~
II{€ BHYTPEHHIOK KJICTOYHYIO MACCY M KeNTOYHBIN MEIIOK, 00pa3yioT
3apodbitiegslli OUcKk, N3 KOTOPOTO B TTOCHIGAYIOLIEM Pa3BUBAETCS IMOpH -
on. Ha panneit craguy, Korna guamMeTp 3apodBILLEBOTO IUCKA He J0C-
TUTAET 2 MM, ero KIeTKH nuddepeHIMPYIOTCS Ha JABa CJIOS — HapyX-
HBIH CHIOI, WIN 3KTOAEpMA, U BHYTPEHHUM CJIOH, MM IHTOZEpMA.
ITozgHee obOpa3yercst TPETHIL 3apOIbINIEBOMA JIMCTOK — Me30JepMa (OT
rped. mésos — CPeIHMM). DTH TPH 3apPOABILEBEIX JACTKA JAIOT HAYano
BCEM TKaHIM pa3BHMBAIOIIETocs IMOPHOHA.

Bornbilass 4yacTh KJIETOK, COCTABISTIOIUMX 3KTOACPMY, NMPHHHUMAET
yyacTye B pa3BUTHH TIOKPOBOB Tella U CONPSIKEHHBIX CTPYKTYp. Y3 Hux
GopMupYIOTCS: HAPYXKHBII SITNTEAVA, KOXKHBIC XeNe3bl, TTOBEPXHOCT-
HBIi cJ1oi 3y00B, pOroBULIIA M AP. — NPOM3BOAHBIE IKTOAEPMBI, KOTO-
pble qalOT Hayalo HepBHOM cHCTeMe M opraHaM 4YyBCTB.

KneTkyn BHYTpeHHET0 3apOJBIIEBOrO JUCTKA, U3MEHISACH COTIps-~
XeHHO ¢ APYTMMU 4acTSIMH 3apOIblIla, JaI0T Hayaao SITUTENINIO CPel-
Hell KUILUKW, TIMIEBAPUTEAbHBIM XKene3aM M 4acTy 3IUTENHNst QbIXa-
TeJbHON CHCTEMBI — NPOHU3BOAHbIE IHTOHAEPMBI.

IIpou3BoaHMbBIMH ME30JePMAMH STBJISTIOTCS BCE MBIIIEYHBIE TKAHM, T
OBl OHM HHU HAaXOIWINCH, BCE BMAbLI COSIMHUTENBHOM, XpalIeBoil, Koc-
THO! TKaHei, KaHalbl BRIAEANTENBHBIX OPraHoB, KPOBEHOCHAST CUCTe-
Ma, YacTh TKAHeH STMYHUKOB U CEMEHHWKOB M IP.

Hauyano npoleccoB opranorenesa (pa3BUTHsT OPraHoB) CBSA3AHO C
BO3HUKHOBEHMEM 3ayaTKa (3aKJIafgkKoi) oprasa, yro OBIBAET BEI3BAHO
JIOKATBHBIMM N3MEHEHUSIMH ONPEeNeNeHHOTO YIacTKa TOro WiIH MHOTO
3apOIBILIEBOro JUCTKA.

BmecTe ¢ Tem B OOIBLIMHCTRE CIIy4aeB OpraHbl [TO3BOHOUYHBIX, B TOM
YJICIe YEJIOBEKA, STBIISTIOTCS MPOU3BOAHBIMU IBYX MJIM BCEX TPEX 3apOIbl-
HIEBBIX JUCTKOB IIpH 3TOM pasBUTHE opraHa [POHUCXOAUT He TOABKO B
YCIOBHMSIX B3aMMOAEHCTBHS COCTABNSIONIMX 3aUaTOK KIIETOK, HO U B TeC-
HefnieM B3aMMOICMCTBMH PA3TUYHBIX 3apOIBIIUEBEIX JIMCTKOB.

IMpuMepHo K KOHLY 3-i1 Henenmy y 3MOPHOHA Ha4MHAIOT GOpMHPO-
BAThCST CUCTEMBI OPraHM3Ma’ HepBHasT, KpOBeHOCHAsN, TIMLIEBAPHUTENb-
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Hasg 1 apyrue. Ha 5-it venene o603HAYArOTCS 3aYaTKM KOHEYHOCTEMH
K 8 —9-ii Hemelre 3aBEpIIACTCS 3aKIaKa BCEX OpPraHOB.

TlepBEBIe CTAAMU PA3BUTHS 3apOAbILLEell BCEX TO3BOHOYHLIX COXpaHd-
10T OOIIME YEPTHI U OYEHb CXOMHEBI, YTO OTPAXAET OBLIHOCTh MX 3BOJIO-
nmoHHo# ucropuu. [IpuMmepHo yepes 9—11 Hemens mocne 3avaTusg
3MOpPUOH YeI0BeKa MpuodpeTaeT cCOOCTBEHHO YEIoBeYeCKUe TipU3Ha-
xu. C 3TOro BpeMEHHU U 1O POXJCHUS ero HasbiBaloT maoaom. [locne
POJIOB TUION Ha3LIBAIOT HOBOPOKACHHBIM, HJIH MIAXEHIIEM

BpewMs pasBuTus opraHnaMa ¢ 9— 11-# HefenM 10 MOMEHTA POIOB
HOCHUT Ha3BAHUEC aHTEHATANLHOro nepuona (0T jiat. ante — a0 + nata-
lius — poxaeHuUe), IMOCIE KOTOPOro HAUMHAETCS MOCTHATAILHBINA nepa-
ox (mat. post — 11ociue) xKu3HU. [ToCTHATANBHBIN TIEPUOL 3AKAHYUBAET-
Csi CMepThIO OpraHu3ma.

BrluIenaioT Takke nepHHATANBHLIA (Tpey. perl — BOKPYT) NMEPHOI,
KOTOpBIN HAYMHaeTCA ¢ 28-i1 Hemenmu O0epeMEHHOCTH, BKIIOYAET POIBI
(HarTaJbHBIH neproa) M MepBhle 7 gHell MOCTHATATBHOrO NEPHOna,

1.6. IIPOLIECCHI IIOJATOTOBKU PENPONYKTUBHON
CUCTEMbI XKEHCKOTO OPTAHU3MA
K OILIOAOTBOPEHUIO U BEPEMEHHOCTHA

TIpoueccy oronOTBOpeHUA M MMIUIAHTALMM 3UTOT B CIM3UCTYIO
000M0YKY MATKHM ITIPEALIECTBYIOT CIOXHBIE, PUTMHYECKH ITOBTOPSI-
IOIINECST U3MEHeH NS, TIOATOTABIMBAIONIME OPraHU3M XeHIIUHEBI K 0¢-
PEMEHHOCTH, OTH IIMKIMUeCKIE M3MEHEHHSI TIPOUCXOMAT B CPOK OT IEP-
BOTO [IHS TOCAEIHEeN MeHCTpYaHMM [0 MEPBOro MHS IMOCHEXYIOIIEH
(MeHCTpYanbHBIN 1{MKI), KOTOPHI MMEET NMPOAO/DKUTENBHOCTE OT 21
Jto 35 mHeit M B cpemHEM COCTABINAET 28 gHEMH.

Oco060 BaxkHasag poJsib B PEry/ISILIMK MEHCTPYATBHOIO 1IMKIA TIpUHA -
JIEKUT BereTATUBHBIM [IEHTPAM CHUIIOTATIAMYCA, B KOTOPBIX 00pa3yioTcst
PeMU3NHT-TOPMOHBI (JIMGEpUHBI), AKTUBU3UPYIOIINE CUHTE3 U BBIAE-
JIeHME TOHaJOTPOIHBIX FTOPMOHOB TUIIOMH3a (QOIIUKYIOCTUMYITNPY-
forero (PCT), morenHusupyioniero (JII u moreorponHoro (JITT),
Wiy nipojiakTiHa. TToBemreHue cexperny OCI™ HaGmogaeTcsa B Hayane
1 0coOEHHO OMIDKE K CepeIvHE [UKJ1a, a YBeIMUcHue TpoayKiuu JII' —
HeTIOCPEACTBEHHO Tepen OBYISALMEdl U B TIEPUOT PA3BUTHS XKENTOrO
Tema (puc. 1.8).

[loa BMMSIHMEM TOHAIOTPOITHEIX 'OPMOHOB IMIIOGM3a B SHYHHKE
COBEpLIAIOTCS PHTMHYECKH [TOBTOPAIOIINECS M3MEHEHNA 1) pasBUTHe
dommmkyma v paspbiB co3pesiero dhoutukyna (boutnkymsipHas dasa);
2) pa3BUTHE XEJATOro Tena (IoTenHoBas ¢asza).

Ipouecc cozpeBaHUs QOTHKY/AA 3aHUMAECT IepBYIO ITOJIOBUHY MEH-
CTpyanbHoro 1ukia. Afeknerka 3a 3To BpeMs YBEMMYHUBACTCS B pa3-
Mepe B 5— 6 pa3, Ha e MOBEPXHOCTU 06pa3yeTcs Mpo3padyHas 00Ioy-
Ka (zona pellucida). OkoHYaTENBHO STHHEKIIETKA CO3PEBALT TIOCIIC ABY-
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Puc. 1.8. CxeMa M3MEHEHMI CIM3KCTOM OOONOYKU MATKH (SHIOMETPHS) B CO-
OTBETCTBHH C HEHPOrYMOPAILHOM PEry/IALned MEHCTPYANbHOTO LHKIa

KpaTHOTO Ae/IeHHs (Meit03), TPUBOASIIIETO K YMEHBIIEHNIO YHCTIA XPO-
MOCOM BJIBOE.

DoITNKYIAPHEBIN 2TUTEINH B TPOLIECCE CO3PEBAHUS TIPETEpIieBaeT
npoiudepanuio, U3 OAHOCIONHOTO CTAaHOBUTCSA MHOPOC/IONHBIM, Mpe-
BpalllasCh B TAK HA3BIBAEMYIO 3ePHUCTYIO 0007104KY (OJTHKYAA, KOTO-
pas M3HAYAIBHO 3alTOJIHAET BCE TIPOCTPAHCTBO MEXAY SIMLEKICTKON 1
COeTWHHUTENBHO-TKAHHOW 060M0YKO# (hOLTUKYIIA. 3aTEM B LIEHTPE CKOII-
JIeHUsT KJIeToK o0pasyercsl IToJIOCTb, 3allofHeHHas I1po3padyHoil o~
JIMKYAAPHOH XUAKOCTBIO, CodepXaiei (hoInuKyIspHEIe TOPMOHEI (3C-
TPOTEHHI). DCTPOreHH (OT Ipey. estrus — Te4yka) OKa3biBaloT Pa3HOCTO-
pOHHee BIMsIHUE Ha IT0JIOBBIE OpPraHbl U BeCh OpraHU3M XeHIIMHEL [Ton
UX BIMSIHUEM ITPOMCXOOMT rurepriiasus (oT rped. hypér — cepx +
plasis — obpa3oBaHue) MBILLIEYHBIX 2IEMEHTOB MaTKH B IIEpHOI, HOJIO-
BOTO CO3peBaHusl, ITponmrdepalivsa GYHKUMOHAIBHOTO C0S CIU3UCTOM
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MATKH B IIEpBOU (ha3e MEHCTPYAIIBHOrO LHUKJIA, ponmudepallis 31 re-
JIUST BBIBOJIHEBIX TIPOTOKOB MOJIOYHBIX Xeje3, pasMHOXEHHE KJIeTOK
SIUTEIHANBHOTO MOKPOBA CIM3UCTON 0DOJIOUKM BIArajIMila.

OByJISILINA — pa3phiB 3peNoro GoJUTMKYNA W BBIXOA W3 €T0 MOTOCTH
CO3pEBIICH SHILCKIETKU NPOUCXOAUT MOX BAUAHUEM HelporymMopaib-
HBIX (akTOpOoB Ha 14-U 1€Hb MEHCTPYAIBHOTO HUKIA (Npy 28-THEBHOM
nukiie). PaspeiBy 3penoro oikyna cnoco0CTBYeT HAKOIUIEHHE QOI-
FUKYASPHON XKUAKOCTH U MCTOHYEHME 000NIOUKH AMYHUKA HaJl BBITIS-
TUBIIAMCH MOJIIOCOM (QoJLTUKya.

Ha Mecte pazopBaBiuerocs GomidKy/ia o0pasyeTcst HOpas BPEMEH -
Hasl, OYEHb BaXHas XKeJe3d BHYTPEHHEH CEKPEUMH — XKENTOe TeNo
(corpus luteum), sbipabarbiBaioLasi FOPMOH NporecTepoH. XKenrtoe 1eno
(bYHKILIMOHMPYET BO BTOPYIO (hazy MEHCTPYAIBHOIO LUKIA, T.€. OT MO-
MEHTA OBYISIIMU N0 CAEAYIOIIER MEHCTPYAIINHA.

T'opMOH XenToro teia (MPOrecTePOH) BbI3BIBAET U3MEHEHUS B KEH-
CKOM OpPraHH3Me, CIIOCOOCTBYIOINE BOSHUKHOBEHHIO Y PA3BUTHIO O€-
pemeHHOCTH. [log BAMSTHUEM MPOTECTEPOHA B CIM3UCTOH 000N0UKE
MAaTKM IPOHUCXOIAT CEKPETOPHBIE MpeBpallieHUsA, HEOOXOOUMEBIEC NIIA
MMIUTAHTAUMH W Pa3BUTHS TUIOIHOTO SAHIIA, TOHUXKAITCS BO30YIUMOCTE
U YYBCTBUTEIBHOCTh MATKH K COKPAIAIOIIMM CTUMY/1aM (BEILIECTBAM),
MOSBISIETCS (PU3MOIOTUYECKas PETAKCalINsl MAOMETPUS (MBIIIEYHOTO
€101 MATKH), 4TO CO3HaeT OIaronpugaTHbE YCAOBUA ISt THIIEPTpodhHuU
Y TUNEPTUIA3HN MBIIIEYHBIX BOJIOKOH GepeMeHHOii MaTku (puc. 1.9).
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Puc. 19 Cxema waMeHEHHIT CIH3UCTON MATKM (IHIOMETDHS) B COOTBETCTBUH
€ U3MCHCHMSIMU, TTPOUCXOAIIUMY B AIMYHUKE TIPH OIUIOJOTBOPCHUH
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K KOHIIYy MEHCTPYATBHOIO LIMKJIA XEJNTOE TEJIO PErPecCUpyeT, npe-
Bpauasch B pyoel (6enoe Teno). [Ton BIUSHAEM MOPMOHOB SUYHHKOB,
00pa3yiomxcs B GOLTMKYIIE W XKEATOM TeNe, IPOUCXOAAT LIMKINYeC-
KHe U3MEHEHHWI TOHYCA, BO3OYIMMOCTH M KPOBEHATIOAHEBHUS MAaTKH.
OaHako Haubojnee BhIpaXeHHbIE M3MEHEHUST HAOMONAoTCs B DHIO-
METPHH ~— BHYTPEHHEM 3TUTETHAIBLHOM Clloe MaTKul. CyIIHOCTE MX CBO-
IUTCS K IIPABWIBHO TIOBTOPAMOIEMYCS Tipoueccy nipoindepanu, oT-
TOPXKEHWI0O W BOCCTAHOBNCHUIO (DYHKIIMOHAILHOIO CHOST CIHU3UCTOH
06G00UYKH MaTKM MarouHblil LMK, TaK Xe KaK U SHYHUKOBEII, Tpo-
JIOIKAETCS B CpelHeM 28 THEH W ToapasnenseTcs Ha Cleayiotye (asml:
JecKBaManus, peresepauus, ipoidudepanus U CEKpeLHsl.

daza necKBaMAaIMU TIPOSBISSTCS MEHCTPYATLHBIMY BLIICIEHUSIMH,
npogomkaroummMmucs o1 3 go 5 queil. I1pu sToM HyHKUMOHANBHEIN CIIOM
SHIOMETPHS PACTIafaeTCs, OTTOPTaeTCs U BBIACAIETCS HAPYXKY BMECTe
C COIEePXUMBIM MaTOYHBIX XeJie3 M KPOBBIO U3 BCKPLIBITHUXCA COCYJOB.
@da3a neckBaMaUyy COBIIATaeT C HayalioM 00paTHOTO pa3BUTHS XKENTO-
ro TeNa B SMYHUKE.

(Daza pereHepallii HIOMETPHST HAYMHASTCS ellle B TIEPUOL HECK-
BaMallMy M 3aKaHYMBAETCS K 5-—6-My JHIO OT Hayala MEeHCTpyallii.
BoccTasoBneHne (pyHKIMOBAIBHOTO COS CIU3UCTON 000I0UYKU Mar-
KM TIPOMCXOIWT 3a CYET pa3pacTaHHus BIIUTENHI Xejled 0a3aibHoro
CII0S SHAOMETPHUS H TIpoINdepatiy CTPOMAITBHEIX, COCYIMCTHIX U He -
PBHBIX 37IEMEHTOB 3TOTO CJIOS.

daza nponudepauiy CHU3UCTON MAaTKH ITPOMCXOMUT 110/ BIUSHHU-
€M 3CTPOIeHOB, COBMAaAas C co3peBaHueM (OMMKYAa, H MpomoiIKaeT-
CH 0 CepelMHBI UKNa. B 2T0T mepron akTUBHO MAET Tpoindepanis
CTPOMBI U POCT XeJe3 3HIOMETPHs, XKee3bl BhITIIHBAIOTCA B IJINHY,
IITOOPOOOPa3HO M3INMUBAIOTCS, HO CEKPETa HE CONEPXKAT.

@a3a cexpeiuy COBMaNaeT C PasBUTHEM M PACHBETOM XKeJITOTO Tela
B SMIHHKE U MpogoiXaercst ¢ 14— 15-ro 1o 28-10 gus, T.e. 10 KOHLA
1wkia. [loa BIusgHAeM NporecTepona Xene3sl SHIOMETPHS BhIpaGaTh -
BalOT CEKpeT, MOJOCTh X PACHINPSETCS, KNETKH CTPOMBl YBEITMYHBA-
I0TCSI, OKPYIVISIIOTCS, HAMOMMHASA KJIETKH, OOpasyrolmmecs: npy Gepe-
MeHHOCTH. B cru3ncToil 00010uKe YCUANBAIOTCs CHHTE3 M MeTabom3M
TIIMKOTEHA, MYKOTIOINCaXapuaoB, TUMUI0B, HakarumBaioTcs docdop,
KaJIbUMH, Xene3o W Apyrie MUKpPOS3JIeMeHThI, MTOBBIIAIOININE AKTHB-
HoCTb (hepMEHTOB,

B pe3ynpraTe yKazaHHBIX M3MEHEHHH B CIU3UCTOM 000I0YKe MaTKH
CO3MAI0TCY YCI0BUS, OnarolpUsTHEIE A1 MMIUIAHTALIMY TDIOAHOTO siiiua
¥ Pa3sBUTHS 3apObIA, €CIM TIPOM30MWAET oIogoTBOpeHue (puc. 1.9).

Ecnu 6epeMeHHOCTh He HACTYIAET, XKeATOC Telo Mmorudaer, QyHK-
LMOHATBHBIA CTIOM HOOMETpUS, DOCTUTIHH (pas3kl CEKpELMY, OTTOPTa-
ercd, ogB/sIeTcsS MeHCTpyaums. [locne 31oro BO3HHKaeT HoBag BOJIHA
LUMKINYECKAX N3MEHEHUI BO BCEM OpPrasH3Me, MOBTOPAIOTCS CO3peBa-
Hue GONKYNa, OBYIALMS, pa3BUTHE XKEJATOTO TeNd B AMYHHUKE U CO-
OTBETCTBYIOLUME NPEBPAIIECHUSA B CIM3UCTOMH 000m04Ke MaTKH (puc. 1.8).
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IJIABA II. DUTOJJOTUYECKHUE OCHOBbBI
HACJIEACTBEHHOCTHA

II.1. JEJJEHUE KJIETOK — MEXAHMU3M
NPEEMCTBEHHOCTU HACJIEJCTBEHHBIX CBOWCTB

HoBble KIeTKH BO3HHKAIOT B pe3yiibTaTe ACACHUS YK€ CYIIECTBY-
01X Knerok. [Ipu aeneHun ogHOKIETOYHOTO OpraHu3Ma U3 CTaporo
(MaTepUHCKOT0) OpTaHU3Ma BO3HUKAIOT OBa HOBBIX. MHOTOKJIETOYHBIA
OpraHu3M pa3BUBaeTCS M3 OXHOW-EXMHCTBEHHOW KJIETKU: €€ MHOTO-
YUCAEHHOE MOTOMCTBO BO3HMKAET I1YTEM MHOTOKPATHEBIX KIETOYHBIX
JIeJIeHUiA. DTOT NpoLiece TIPOAOILKACTCS B TCUSHUE BCEH JKU3HU: 110 Mepe
POCTa U Pa3BUTHA, a TAKXKE pereHepanuu, pernapauuu (3aMeuieHuns)
OTCJIYXHBIIMX KJIETOK. OTKpBITHE QyHIaMEeHTaILHOTO 3aK0OHa, cdop-
MynuposaHHoro P. Bupxosom (1855), o TomM, 4To BCSIKast KJIETKA MpPO-
UCXOOHT OT KJIETKH, TIOJOXMIO HAYAIO IIPUCTATEHOMY M3yUEeHHIO NTpo-
LIeCCOB KieTouHoro apeieHust. B.MaeMunur B 1882 r. coobmmi, yto
IpY IeNICHUM SIOpA KJIETKH XPOMOCOMBI (caM TEpMUH ObUI Mpemio-
XKeH mnoaxe) nendrcs Baoab. [omoM mosxe D.BaH beHeneH odpaTull
BHUMAHME Ha TO, YTO XPOMOCOMBLI, PACTIPEAEIISIOIIUECST MEXITY J0Yep-
HUMM KJIETKAMH, C TOYHOCTHIO TIOBTOPSIOT CTPOEHUE MATePHHCKOM
(cTapoii) xpoMocoMmul. B 310 Xe Bpemst 3. CtpacOyprep, B.Pyn O.Ter-
BUT CHOPMYTHPOBAIH «SIIEPHYIO TUTIOTE3Y HACIEACTBEHHOCTH». TaKuM
00pasoM, MaTepUATLHASI HETIPEPEIBHOCTD B ANy KJIETOYHBIX MOKOJNE-
HUN M ODOKOJEHWH MHAWBUIOB OCYILECTBIAECTCH IyTEM PasMHOXEHUS
OPTraHHU3MOB, LIEHTPATEHBEIM MOMEHTOM KOTOPOTO SIBNSIETCS HACTCHHME
KJIETKH.

I1.2. KIIETOUHBIA IIUKI M ETO IMEPHOIbI

KeTouHEBIi UK — 3TO NEepHon XH3IHEAEATEILHOCTH KIETKH OT
KOHILIA OJHOTO [EJIEHHMS 110 KOHLA CIEAYIOLIEero, KOTOPLIMl COCTOUT,
TaKUM 06pa3oM, U3 CTAAUU OTHOCUMTENILHOTO TIOKOS, WU UHmepgdasbt,
U geneHHs KIeTKU. B mHTepdaze XxpoMOoCOMBE HaXOHSATCS B ASCTTHPAIIH -
3MPOBAHHOM (PacKpy4eHHOM) COCTOSIHHHM M TIO3TOMY He BMIOHBI MO
CBETOBRIM MUKpocKkonoM. MMeHHO NMo3ToMy TIoHAYaly MUCCeNOBATENH
ToJlaTalIk, YTO SUIpO, MPEeOHIBAOILEEe B HEOETISIIEMCS COCTOSIHMH, Ha-
XOJWTCS B COCTOSSHUM ToKosi. Ha caMoM zene UMeHHO B MHTepdase B
siIpe oTMevaeTcsl HauboJbIast aKTMBHOCTE META00IMYeCKUX (0OMeH-
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Puc. I1.1. KnerouyHslil nukn y sykapuor

HBIX 1 CHHTETMYECKUX) TIPOLIECCOB, a KJIETKA BBIIOTHSAET CBOM OOBIY-
Hble ISt Hee (DYHKLUMH WIK TIOATOTABNHUBAETCA K TIOCENYIOIEMY aefle-
Huo (puc. 11.1).

B unTepdase BuiaensoT Tpu ctanun: G ¥ — npecHHTeTHYeCKasT, S —
cuHTeTHYeckas B G, — nocrcuHTeTHYeCcKast, Ecin 4Mcio XxpoMOCOM B
2anaoudsom (OMMHOYHOM) Habope 0003HAYMThH, KaK «n», a KOMHYe-
cteo JHK, Kak «c», To B dunaoudHom (n1BoitHOM) Habope reHeTHyec-
KOro MaTepHana OydeT cooTBeTCTBeHHO 2n2c¢. Cpasy mnocie mnpemle-
CTBYIOLIETO NEJICHUS KJIeTKa BCTymaeT B mepuon G,. DTo mepHond, B
TeyeHHe KOTOPOTO KJIETKA TOTOBUTCS K Hauyany cuHTe3a JHK, npouc-
Xomsuiero B TeyeHue ¢a3sl S; KJIeTKa pacreT, chHTe3upylotest PHK,
pasnuyHere OeJIKH, TPOUCXOAUT HAKOIUIEHME NPOAYKTOB, HEoOXomH-
MEIX [UIST YIBOSHHS XPOMOCOM, YBEJIHUMBAETCS KONMYECTBO pUboCcoM 1
MutoxoHapuit. Habop reHetTudeckoro Matepuana oynert 2n2c. [1asHoe
CcOOBITHE, MpoMcXoasiee B S-asze, — 3To penauxayus (yIBOECHHE)
konudecrsa JTHK (Zn4c).

B nocrcunTeTHYeCcKUi nepHon (G;) MPOUCXOIMT aKTUBHOE HAKOIT-
TIEHWE HEPTUX U PEepPMEHTOB, HEOOXOMUMBIX ISl TIOCIERYIOIIETO Ne-
nenus (2n4c). Ilocne G,-hasbr HACTyNaeT HelNpIMoe NeJIeHUE KIETKH,
WK MUTO3. CODCTBEHHO MUTOTUYECKOE NeleHUEe 3aHUMAET JIMIHL He-
3HAUMTENBHYIO YACTh KJIETOYHOTO LIMKIA.

G* — uMTaeTcs Kak «KHW» (Ha3BaHUe NMepBoil GYKBHI aHT. C0Ba gap — IPOMEXy-
TOK, WHTepsBa).
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IL.3. MUTO3 — JEJEHHUE COMATHYECKOM KJIETKH

Haubonee yHuBepcaabHbIM CIIOCOOOM JEIeHUS COMATHYECKUX Kile-
TOK, T.€. KJIETOK TeJia (OT Tped. soma — TeJio), SIBJIETCS MUTO3. DTOT
BHJ JEJIEHWS KJIETOK ObUI BIIEpBbIE OMMCAH HEMEUKUM THCTOJIOrOM
B. ®remuHroM B 1882 I., KoTOpbIi Ha0M04aT BOSHUKHOBEHUE U OITH -
caJl TIOBEICHUE HUMYamuix cmpykmyp B siipe B Tiepuon aeneHus, Ot-
croa TTPOUCXONUT U HA3BAHUE Mpolecca neleHusi — MHTO3 (OT Iped.
mitos — HHUTH).

TIpy MUTOTHYECKOM IEAeHUU SApPO KIETKH MpereplieBacT psin
CTPOro YNOPSIAOYEHHBIX I10CTIe10BaTeNbHBIX U3MeHeHuit ¢ obpasosa-
HUEM CIelMpUIECKUX HUTYATHIX CTPYKTYp. B MUTO03e BBIIENSIOT He-
cKoinbko ¢as; npodasy, mpoMmeradasy, MeTadasy, aHadaly U Tenoda-
3y (puc. I1.2).

W
9 (1D
‘
2 ’7/\\\6

K A M

Puc. I1.2. CxeMa MUTOTHYECKOTO JIE/IeHUA KJICTKH:

a — unrepdasa; 6, 6, 2, 0 — padIuyHble cTaguu rpodassl; e, x — npoMeradasa; 3, 4 —
MeTadaza; k — anadasa; 4, ¥ — Tenodasza; # — o6pazosaHHe ABYX SOUYEPHUX KIIETOK
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Hpodasa — nepsas cTaays MONTOTOBKH K AeneHuio. B mpodase ceT-
yaTas CTPYKTypa gipa MOCTENeHHO NPEBPAIaeTcd B BUIAUMBIE (XPOMO-
COMHEIE) HUTH 33 CUET CIMPATHU3AINN, YKOPOUSHUS U YTONILCHUS XpO-
MocoM. B 3ToT nepron MOXHO HabmoAaTh IBOMHYIO MPUPOLY XPOMOCOM,
T.K. K&XOasg XpOMOCOMa BEITTISIKUT IPOAOJILHO YIBOECHHOM., DTH MOJNO-
BUHKH XpOMOcOM (Pe3yNmbTaT peayTUIMKALMKU (YABOSHWS) XPOMOCOM B
S-¢aze), Ha3BIBACMBIE CECTPUHCKMMU XPOMATUIAMU, YICPKHUBAOTCH
BMECTe OJHHUM OOIIMM y4aCcTKOM — LIeHTpoMepoi. HaunHaeTcst pacxox-
JeHUe LEeHTPHOMEH K ITOJIIocaM 1 0Bpa3oBaHHte gepemena dererus (2n4c).

B npomeradaze nponomkaercst cnupaan3aisg XpOMOCOMHEBIX HUTEH,
TIPOMCXOMUT VICUe3HOBEHHUE SnepHO 000N0UKY, CMEILIEHUE KAPUOIUM-
Bl 1 HUTOTUIA3MBI ¢ 00pa30BaHUEM MUKCOILIa3Mbl, KOTOpas obmerya-
eT ABUXeHHE XPOMOCOM K 9KBaTOPHAIIBEHOM TUTOCKOCTH KAeTKHU (2ndc).

B metadase Bce XpOMOCOMEL PacIionaralorcd B 30He 3KBaTOpa KIeT-
KM, 00pa3ys Tak HaseBaeMylo «MeTadasHylo miacTuHky». Ha cramuv
MeTada3sl XPOMOCOMBI HMEIOT CaMYI0 MaJlyio ITHHY, ITOCKOJIBKY B 3TO
BpeMsI OHM Hanbomnee CUITbHO CIMpaN30BaHEl U KOHIEHCUPOBaHbL. Dra
cTagusl HauOoJIee MPUTOAHA IS TIOACYETA YHCITa XPOMOCOM B KJIETKE,
U3YYEHNS W OMMCAHUS MX CTPOCHMS, OMpeleicHUs pasMepoB U T.[.
PacnonoxeHne XxpoOMOCOM 10 OTHOIIEHUIO APYT K IPYTY SBISETCS CIy-
ya¥HEIM. BepeTeHOo geneHust MOMTHOCTRI0 chopMUPOBAHO, U HUATH BE-
peTeHa NPUKPETUTIIOTC K LIEHTPOMEpPaM XpoMOocoM (2n4c).

Anadazoii Ha3BIBAIOT cleRyomyo daly MUTO3a, KOTa JIeaAaTcd HeH-
TpoMepsI XpoMocoM. HUTH BepeTeHa mefeHUs paCTACKWBAIOT CECTPUH~
CKH1E XPOMAaTHIbi, KOTOPEIE C 3TOr0 MOMEHTA MOXHO H33BIBaTh 10YED-
HUMHU XpOMOCOMaMHU, K PasiMYHEIM [TONIOcaM KIETKU. DTuM obeclie-
YHUBAETCS COMIACOBAHHOE M TOYHOE paclpejeicHie XPOMOCOMHOTO
MaTepuala B JO4YepHUE KIeTKHU (2n2c).

B renodasze qouepHUe XpOMOCOMEI JEeCIUPATU3YIOTCS M MOCTENEH-
HO YTPAayMUBaOT BUOUMYIO UHAWBUAYANBEHOCTE. QOpasyeTcss 000M0YKa
AIpa, HaYMH3eTcd CUMMETPUYHOE pa3jelieHle Tela KIeTKH ¢ QopMu-
pPOBaHUEM IBYX HE3aBUCHMEIX KJIEeTOK (2n2c), Kaxaast K3 KOTOPbIX BCTY~
maeT B nepuon G, uHTepdassl. I UK MOBTOPSETCS CHOBA.

Buomornueckoe 3HaUEHNE MUTO3a COCTOUT B CIEAYIOLUEM.

1. CobrITHS, IPOUCXORAUINE B ITPOLIECCE MUTO33, IPUBOIAT K 00pa-
30BaHUIO JBYX T€HETWUECKM MICHTUYHEBIX JOYEPHMX KIETOK, Kaxmas
U3 KOTOPHIX COOEPXKUT TOUHBIE KOMUK TeHeTHIECKOTO MaTepuaiia Tpes-
KOBOM (MaTepMHCKOM) KJETKH.

2. MuTo3 0becrieynBaeT pocT U pa3BUTHE OpraHu3Ma B SMOpUOHATE-
HOM U NOCTIMOPUOHANILHOM nepuoae. OpraHuiM B3pocIoro YeJloBeKa
COCTOUT NPUMEpPHO U3 10'* KiIeToK, 115 4ero TpebGyeTcst TIPUOITHU3M-
TETbHO 47 LMKIOB KIETOYHOTO AEJICHUS €XMHCTBEHHOH OIUTONOTBO-
PEHHOM CNepMUEM SMLICKIIETKU (3U20mbl).

3. MuTo3 gaBisieTcs yHUBE pCaJbHBIM, 3BOIOIMOHHO 3aKPETINEHHBIM
MEXaHM3MOM PEreHepaLu, T. €. BOCCTAHORICHUS YTPayeHHBIX WK (PyH-
KIMOHANBHO yCTapeBIHNX KIIETOK OpPraHU3Ma.

—
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m 11.4. MEHO3 — JIEJIJEHUE CO3PEBAHHUA IOJOBEIX
KJIETOK

Bo3HUKHOBEHUE MHOTOKJIETOYHOCTH COMTPOBOXKIAETCS CIIeLIMaTA3a-
. uuell TKaHed OpraHu3Ma: Hapsdy ¢ [MOSBICHMEM COMAaTHYECKHUX TKa-
o HeM (KOocTHasg, MBIEYHAS, COENUHUTEIbHAA U T.I.) 06ocoOnseTcs
y TKAHb, MAOIas HAayajo MOJIOBBIM KJIETKAM, — TeHepaTUBHAs TKaHb.
' JIonoBoe pa3MHOXEHUE BOSHHKJIIO B TIpolIecCe 9BOMIOIMHY KaK BhIcHIas
) pOpMa BOCIIPOU3BENEHUSI OPraHMU3MOB, ITO3BOJAIONIAs MHOTOKPATHO
1yﬁemm/naan) YUCJIEHHOCTh ITOTOMCTBA, U, YTO CaMoe TJIaBHOE, MONO0-
‘ mo& pPa3MHOXeHUE SIBUJIOCH HCOﬁXO,[[I/IMOI/I NPEAIOCHUIKON BOZHUKHO-
' BEHMS MHOTHX $opM HaceIcTBEHHOM U3MEHYNUBOCTU. DTH ABa (HaKTO-
pa BO MHOTOM CITOCOBCTBOBAIN €CTECTBEHHOMY OTOODY Hauboee rpu-
F'eIocoDEHHBIX 0coDel U TeM CaMBIM CYIIIECTBEHHO OIPEeNeisain cKo-
POCTH 3BOIOITAOHHBIX IPEOOPA30BAHUIA.

Ilpu nonoBoM pasMHOXEHUH PACTEHHI 1 XXHMBOTHBHIX (B TOM 4HCIie
81 yes0BEKa) IPEEMCTBEHHOCTb MEXIY [TOKOJIEHUAMH 00ecneYnBacTces
B .TOJTBKO Uepes [MONIOBLIE KIETKH — fliyekiemKy U cnepmamosoud. Eciu
DBI AMIIEKTIETKA M CIIepMAaTo301 I 001aqaiiy MOMTHBIM HabopoM TeHETH -
JeCKMX XapaKTEepUCTUK (2n2¢), CBOMCTBEHHBIX KJIETKAM Tena, TO [pu

epXai 1o 46 XpOMOCOM, TO TIPH HX CTHAHUY 06pa3oBajiack Obl 3UTO-
t'1a ¢ 92 xpomocomamu. B crienyroueM moKonaeHuM MposSsBUITUCH OB 1o-
[, TOMKM co 184 xpoMocoMaMu u T. 11

BMecTe ¢ TeM XOpOIIO M3BECTHO, YTO KOJHYECTBO XpOMOCOM SIBISI-
 €TCSI CTPOTOW BUIOBOI XapaKTepUCTUKOHM, a M3MEHEHHe VX YUCHa Ipu-
§ BOIUT 100 K TUOEN opraHM3Ma Ha paHHUX 3Tallax SMOPHOHATEHOTO
PaspuTUs, 160 OOYCIOBIMBACT TSDKENbIe 3aboneBanus. TakuM obpa-
)30M Mpu 0Opa30BaHUM TIOJOBBIX KIETOK JOJDKEH CYIIIECTBOBATh MEXa-
| HI3M, TPUBOASIUMI K YMEHBIIEHUIO YHCTa XpOMOCOM TOYHO B [1Ba Pa3a.
STHM TIPOLIECCOM ABASETCS Mei03 (OT Tpey. méidsis — yMeHBIIEHNeE ).
Meito3 BKIIOUACT ABA TMOCICAOBATENbHBIX ACNEHUA. B pesyiabTaTe
FtepBOro nejieHus! MIPOMCXOAUT YMEHBIICHUE UYHCA XPOMOCOM B SIZipe
@&.boBHO B 1Ba pa3a. IMeHHO o3TOMY NepBoe AeeHue Melfo3a HHOTHa
i HA3EIBAIOT PEAYKIIMOHHBIM IeNICHUEM, T. €. YMeHbIlialommM. Bropoe fe-
eHUE Mei103a B OCHOBHBIX UepTaX MTOBTOPSIET MUTO3 M HOCHT Ha3BaHUe
KBAI[MOHHOTO (YPaBHUTEILHOIO) nefieHMsl. Melo3 cocTouT U3 psiaa
OCJIeIOBATENpHBIX (Pa3, B KOTOPEIX XPOMOCOMEI IPETEPIEBAIOT clie-
Mpudeckue usMeHeHus (puc. 11.3). Pasrl, oTHOCAIIMECS K IEPBOMY
fleieHu10, 0603HaYaIoTes puMckKor 1udpoit I, a oTHocAmHecst Ko BTO-
i poMy — mmcpoit 11

B xaxnom peneHum Meitoza MO aHANOTHM C MHMTO30M pa3iM4yaioT
i Ipodasy, Metadasy, aHadasy u Tenodasy.
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Puc. 11.3. Cxema MeHOTHYECKOTO JeaMeHUS KIETKH

B pesynbTare Meitosa obpasyloTcsl yeTwipe FaruIOWAHRbBIE KIeTKM — rameTnl Ha pucynke
TMIpeCTaBieHB TPU MAaphl XpOMOCOM

K mepBoMY AENeHUIO OTHOCSAT W3MEHEHUS suipa oT npodassl I qo
Tenmogassl 1.

Mpodasza | umeeT NpuHUMNUAIBHBIE OTIMYUSA OT IIpoda3bl MU-
to3a OHa COCTOUT M3 MSTU OCHOBHBIX CTAMNH, JENTOTEHBI, 3UTOTEHBI,
[MaxWTEHbI, JUILUIOTEHH] U TUAKIHE3a.
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Camasg paHHsis cranus npogassl I — senmomena. Ha stoit cTranuu
MOIBIAOTCS TOHKUE NEPEKPYUEHHbIE HUTH XpoMocoM. YHcio BUIU-
MBIX B CBETOBOM MUKPOCKOTE HUTEH PABHO NUTTTOWITHOMY YUCTY XPO-
MOcoM. JIBOMCTBEHHOE CTPOEHUE XPOMOCOMHBIX HUTEHl (CECTPMHCKHE
XPOMATHAB]) OCTENIEHHO BBISIBIISIETCS TI0 MEPE YCHIIEHUST CIIMPATA3ALIMH.

Ha craguu 3ucomens: TIpOUCXOMUT B3aUMHOE NIPUTSIKEHUE (KOHB-
JOTaLKs) NAPHBIX WK TOMOJIOTMYHBIX XPOMOCOM, OQHA U3 KOTOPBIX
OplTa NIPpUBHECEHA OTIIOBCKOH MOJIOBOM KJIETKOM, Ipyras — MaTe-
puHcKoi. B MuTo3e rmono6Horo Mnpotecca HeT. KoHbroruposagiiias mapa
XPOMOCOM Ha3spIBaercst OuBajieHTOM. B HeM yeThIpe XpoMaTuIpl, HO OHH
elue He Pa3sAu4uMEl TIon MUKPOCKOTIIOM.

Cranust naxumenst — caMasl TIPOLOMXUTENbHAsl cTagud rpodassl
TepBoro AefteHus. JlanpHeiias criupaiu3anys NpUBOIUT K YTONIIE-
HUIO XpoMOcoM. JIBOHCTBEHHOE CTPOEHUE XPOMOCOM CTAHOBUTCS YETKO
pa3TUYUMBIM;: KaXOasi XpOMOCOMa COCTOMT M3 IBYX XpOMAaTun, o0be-
IIMHEHHBIX OMHOM IeHTpoMepoii. YeTbIpe xpoMaTubl, 00beTMHEHHbIE
MONapHO OBYMSI LIEHTpOMepaMu, oOpa3syior terpany. Ha craguu naxu-

~ TeHBl MOXHO BUAETH SIAPBIUKU, MPUKPETUIEHHBIE K OIpeaeTeHHBIM
' y4acTKaM XpoMocoM (00MacTy BTOPUYHBIX MIEPETIKEK).

B crnenytonieit cramuu — duniomene -~ HadMHAETCS MIpoIlece OTTajl-
KHABaHUS PYT OT Jpyra paHee KOHBIOTUPOBABILUXCS XPOMOCOM. DTOT
Ipolecc HAYMHAeTes ¢ 00IacTH 1IeHTpoMep. TOYKY CONMPUKOCHOBEHUS
i HECECTPUHCKHUX XpPOMAaTH Kak Obl CMOJI3al0T K KOHIAM XPOMOCOM,
" 0bpasys X-00pa3Hble (UTypbl, Ha3pBaeMble xuaszMaMu. QOpazoBaHue

XKa3M COIPOBOXKIAETCS OOMEHOM FOMOJIOTHYHEIX YYACTKOB XPOMATHI.
. OOGpazoBaHue x1Ma3M cylIeCTBEHHO YBEJIMYMBAET HACNENCTBEHHYIO U3~
MEHYMBOCTL O5aromapst MOsIBJIEHUIO XPOMOCOM ¢ HOBBIMH KOMOWHA-
HUSIMA ajineflell 3a CUeT KpocCuHzosepd.

ITocneqHsia cramust ipogassl | — duakunes. B muaknHese ycunusa-
€TCs CIIMPATTA3ALIASI XPOMOCOM, YMEHBINAETCH YUCIO XHA3M BCIEICTBIE
HX MIepenBIKeHUs K KOHUAM XpoMOocoM. bupaieHTH nepeMemaoTcs B
SKBATOPUANIBHYIO INOCKOCTh. McuesaroT 000omouKa siapa M SIPBILIKH.
OxoHuaTenbHoe GOpMUpPOBaHYE BepeTeHa neJIcHUs 3aBepuiaeT rpodasy 1.

B MmeTadasze | OMBaieHTH BBICTPAUBAIOTCS B 3KBATOPHUATBHON
TUIOCKOCTH KNETKU, 00pa3yst MeTagha3HyIo IINACTHHKY. XPOMOCOMBI TIpU
© 3TOM CWIBHO CIHUPAN30BAHB] — YTOMIECHB 1 YKOpoUeHb. Yucio 6u-

BAJIEHTOB BABOE MEHBIIE, YeM YHUCTO XPOMOCOM B COMATHYECKOM KIIET-
K€ OpraHM3Ma, T.e. PaBHO TAIUTOWIHOMY YMCITY.

B anadgase I roMomoruyHsle XxpOMOCOMBI, KaXIast U3 KOTOPHIX
COCTOUT M3 JBYX CECTPUHCKHMX XPOMATUJ, paCXOIATCS K MPOTHUBOIIO-
JIOXHBIM TTOJTIOCAaM KJIeTKH. B pe3ynsrare 3Toro 4YMcio XpOMOCOM B Kax-
IOt moyepHe KJleTKe YMEHBIIAETCSI POBHO BiiBoe. IIpH 3TOM KaK «OTIIOB-
CKasi», TAK U «MaTepUHCKasl» XPOMOCOMBI OUBAJIEHTa C PABHOM BEPO-
SITHOCTBIO MOTYT MOMNAaiaTh B MOOYI0 U3 JOUEPHUX KJIETOK.

Tenodgasza I ouyeHp Koporkast OHa xapakTepusyeTcst GopMUpOBa-
HHEM HOBBIX ANep U sanepHoi MeMOpaHbI.
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3ateM crienyeT ocobblii Tiepuon — uxmepxkune3. B UHTEDKHHE3E B
oTiMyre OT uHTepdrasbl MUTO3a OTCYTCTBYET S-TIEpUOI M, clemoBa-
TeJBHO, He nmpoucxomnut permukanuy JHK u yapoeHus: yucna xpoMo-
coM. CecTpuHCKME XpoMaTuasl nepen npodazoit 11 yxxe ynBoeHsl.

3a MHTepKWHE30M HACTYIIAeT BTOPO€ MeHOoTHYecKoe nelleHHe —
3KBAIIMOHHOE, KOTOPOE COCTOUT U3 TaKHX XKe (a3, KaK 1 MUTO3. YXKe B
Hayajie BTOPOro MeHMOTH4eCKOTO HeJIEHUST KIIeTKa CONEpXUT 23 xpo-
MOCOMBI, KaXIast U3 KOTOPbIX COCTOUT U3 ABYX CECTPUHCKUX XpOMa-
tvg. B npodase 11 dopMupyercst HoBoe BEpeTeHO meIeHus], B MeTadase
II XxpoMOCOMEI BHOBBL PacnofiaratoTCsi B 3KBATOPUAIBHOM ILUIOCKOCTH
xneTku. Bo BpeMs aHada3zsl 11 3a cueT geneHns meHTpoMepsl K [1OMH0-
caM pacXOISTCS CeCTPUHCKHME XpoMaTunpl, u B Tenodase 11 odpasyior-
Csl TOYEPHUE KIIETKU C TAIUIOUAHBIM YUCIOM XPOMOCOM.

TakuM oGpasoM, IUIIOUIHAS KIETKA, BCTYNMBIUAS B Meifo3, 00-
pasyeT 4YeThIpe JIOYEPHUE KIETKH C TaruTOWAHBIM HaGOpOM XPOMOCOM.

Buonoruyeckoe 3HaYeHNEe Me03a2 COCTOUT B CNENYIOLIEM.

1. Meito3 obecriedrBaeT MpeeMCTBEHHOCTD B PSUTY ITOKOAEHUH opra-
HU3MOB, Pa3MHOXAIOILMXCS TTOJIOBBIM ITyTEM, B TO BPEMST KAK MUTO3 BBINOJ-
HSIET Ty Xe 3a7a4y B pAAY KJIETOYHEIX MOKOJCHUIA

2. Meito3 sBAsIETCS OMHUM U3 BaXKHEUIIUX 3TAIIOB [IPOLIECCa MON0-
BOTO PA3MHOXEHUS.

3. B npornecce Meito3a MPoHCXOMUT penyKLMs 9UcId XPOMOCOM OT
TUIDIONIHOTO 4Mcia (46 y 4ernoBexa) o rariougHoro (23).

4. Mefio3 obecnieurBaeT KOMOMHATUBHYIO HACTEACTREHHYIO U3MEH-
YUBOCTb, SBJSTIOLIYIOCS TIPEIMOCHITKON reHeTUIeCKOro pasHoobpasus
JIonedl ¥ reHeTHUECKO#M YHUKAIBbHOCTH KaXmoro nuHansuga. KoMouHa-
TUBHAS TeHeTUYecKass U3SMEHYHBOCTH B TIpOIecce Meiio3a BO3HUKAET B
pe3yJbTaTe ABYX COOBITHI: CIy4altHOTO pacipeneneHusi HETOMOJIOTHY-
HBIX XpPOMOCOM U KPOCCHHTOBEpA, T. €. B3AUMHOTO OOMeHa TOMOIOTHY-
HBIX PAMOHOB XPOMATHI, IpHU 0OPa30BAHMHN X1a3M.

5. Mei103 Ha3bIBAIOT JENICHUEM CO3PEBAHUS, TOCKONBKY GOpMHUpPO-
BaHUE MOMOBBIX KIJIETOK (raMeT) YeNoBeKa, KaK M APYTUX 3YKapHOT,
CBSI3AHO € pEeAyKILMEH 4caa XPOMOCOM.




IVIABA 1II. XPOMOCOMBDBI: CTPOEHHUE
N OYHKIINNU. XPOMOCOMHASA TEOPUSA
HACJIEJCTBEHHOCTHA

Ha nocneaHux stanax, npealiecTBYOMMX JeeHMIO KIIETKH, AAep-
HbIA MaTepuayl (XpOMAaTHH) IpeTepreBaeT ONpeacleHHbIe (PU3UKO-
XMMUYECKHE U3MEHEHMS, TIPUBOAAINME K KOHAeHCAIIMH HUTE00pa3HEIX
CTPYKTYp siipa. DTH 06pa3OBaHI/Iﬂ HeMeuKuii Mmopgonor B. Banpaeiiep
(1888) npenyoxun HasBaTh XpoMOCcOMaMu (OT Tped. chrématos — 1BeT
+ sdma — TesI0), NOCKONHEKY OHH HHTEHCHBHO OKPAIIMBATHCEH HEKOTO-
PBIMU KPACHUTEIISIMHU.

st KaXmoro Buia paCTeHUA M XHMBOTHEIX XapaKTEPHEI CBOE YHC-
70 U cBOM Mopdonorndyeckre ocoGeHHOCTH XPOMOCOMHOro Habopa,
T.€. ONpeReNecHHBIM KapuoTun. B HopMe BCe XpOMOCOMEI KJIETOK Opra-
HH3Ma 3yKapHoT MApHEI, T. €. KaXIast XpoOMOCOMa MMEET CBOEro aHa-
JIOTHYHOTO Mo paszMepy, ¢GopMe M 0COOEHHOCTSIM PACIIONOXEHHMS Te-
HOB rOMOJIOT2, W COCTaBJISTIOT ABOMHOM (2n), MMM TUINOUFHEINA (OT
rped. dipléos — nBoitHoit), HaGop. ToNBEKO 3pensie MONOBHIE KIETKU
CONEPXAT OfMHApHBI (1n), WIK TAaTUIOUAHEIN, HA0OP XpOMOCOM (OT
rped. haplous — oxuHapHLIit).

TouHOE YHCIO U CTPYKTYPY OTACIBLHEIX XPOMOCOM MOXHO OLICHHMTh
B JENSIUXCH KJIeTKax Ha cTaauu Meradassl, Korga XpoOMOCOMbI Hau-
fonee YTOMUEHE M YKOPOUYEHEL.

OpnHaKo HECOBEPILHECHCTBO TPUMEHSIBIIMXCS METOJOB aHA/IN3a 3aT-
PYJHSIIIO HCCIeIoBaHUe XpoMocoM. UIMEHHO 3To 06CTOSITEILCTBO 10T~
roe BpeMsI MPENSITCTBOBAJIO ONPEAENEHUI0O UCTUHHOTO YMCId XPOMO-
COM B KJIETKaX OpraHu3Ma YeJIOBEKa.

Tombko B 1956 1. nBa nmuToreHetnka — amepukauen Jx. Tuiio u
mBen A.JIeBaH, ycoBeplie HCTBOBAB METOAUKY IIPUTOTOBIEHUS XPOMO-
COMHEIX [IPENnapaTos, JOKA3TH, YTO B HOPMAILHAIX COMATHUYECKUX KJIET-
Kax 4eJJoBeKa COAepXKHUTCS 46 XpOMOCOM, 06pa3yoiux 23 ToMOTOrMy-
HBIe napsl; 22 napel XpOMOCOM, MIEHTUYHEIX Y MYXYHH M XEHIIVH,
6bUIM Ha3BaHBE @yTOCOMHEBIMUM XpoOMocoMaMu (ayTocoMaMu); 23-5 napa
XpOMOCOM, pazIUJalomasics y MyXJYMH M XeHIIWH, ObITa Ha3BaHa Ma-
POl IONMOBBEIX XPOMOCOM.

Y XeHIIHMH TIONOBBEIE XPOMOCOMBI MPENCTABICHEl ABYMS OMHAKO-
BEIMH (FOMOJIOTUUHBIMU) XpoMocoMaMHt (XX), y My>KYUH — paziuya-
IOIMIMMHUCS TI0 pasMepy U ¢opMe xpoMocoMaMu (X u Y).
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III.1. BUIMMOE CTPOEHUE XPOMOCOM
A X MOPQ®OJIOINA

Ilpu aHanuse MeTa(a3HEIX MJIACTUHOK B CBETOBOM MHMKPOCKOIIE
MOXHO pasNMUUUTh, UTO J00ass XpOMOCOMA COCTOMT K3 JIBYX II€Y H
HEeHTPOMEpHI, T NePBHYHOH NepeTsKKH, BbINTONHSIOUEH (QyHKUUIO
MEXaHWIECKOTO HEHTPa XpoMOcoMElI Tipy geerud (puc. II1.1). Lentpo-
Mepa SIBIgeTcst 00JaCThIO XPOMOCOMEI, K KOTOPOM TIpH JeIEHUH KIIET-
KU TMIPUKPEIUISIETC HUTh 8Epemena 0erenua, PasBoasiliasg XpOMOCOMBI K
romocaM KiIeTKi. KpoMe repBHYHON NepeTsLKKY HEKOTOPHIE XpOMO-
COMBI MMCIOT BTOPHYHYI) MEPETSKKY, HE CBA3aHHYIO C NPOLECCOM
TIpUKpEIUTEHUS HUTEH BepeTeHa. MecTopacIIonoXeHIUE BTOPUYHOIA T1e-
PETIXKKU B XPOMOCOME CBSI3aHO ¢ 0Dpa3oBaHHMEM SAAPBIIIKA, 4 3TOT
YYACTOK XPOMOCOMEBI HA3BIBAIOT AAPLIMIKOBLIM Opranm3aTopom. JUTHH-
HOE TUIeYO XpPOMOCOMBI 0003HaUaeTcd JaTHHCKOM OYKBOI «(», KOPOT-
KO€ — «p».

KoHIEBbIE Y4aCTKH XPOMOCOM UMEIOT CETMEHTEI, TIPETISITCTBYIONINUE
CKJIEMBAHMIO XPOMOCOM CBOMIMU KOHIIAMHU, Ml TeM CaMBIM CIIOCOOCTBYIOT
COXPAHEHMIO UX TIETOCTHOCTA, DTH CerMeHTHl OBUIM HA3BaHEI TenoMe-
pamn.

Ecnyu penTtpoMepa pacrnofoXeHa B LEHTPE XPOMOCOMBI M KaK Obl
JIETTAT €€ Ha paBHEIE YACTH, TO TAKAsl XpOMOCOMa HOCUT Ha3BaHUeE pPaB-
HOIUJIEYHO, 1iu MeTanerTpuueckoi (puc. 111.2).

Ecnu ofHO TUI€YO HE3HAYUTETIEHO OOMBIIE APYTOro — CyOMeTaueH-
TpHYecKoi. XPOMOCOMY C ITOYTH TePMUHAJIBHBIM (KOHIIEBHIM) ITONO-
XeHHEM [IEHTPOMEPHI, KOTKA OXHO IUIEYO 3HAYUTEILHO OONBLIE Apy-
TOTO, HAa3BIBAIOT aKpoueHTpuueckoit. HeKoroprle akporieHTpHUYeCKHe
XPOMOCOMBI UMEIOT TaK HA3bIBaeMble CIIYTHHKM — YYaCTKW, COeOM-
HEHHBIE C OCTAILHOM YacThl0 XpOMOCOMBI TOHKOW HUTHIO XpOMAaTHHA.

ﬂ Koporxoe

s wreqo (p)

bt KopoTtkoe

§ Cryraux njieyo
Ientpomepa LleHTpoMepa Hoxxa

e ~ IlenTpomepa

: nuaHoe

IUeYo

druHHOE

H Iweyo (q) aKpo- cy6Mmera- MeTa-

i1 UEHTPHYECKAA  penTpHueckasd LIEHTpHYecKaa

Puc. 111.1. Cxemaruge-  Puc. II1.2. 3aBucuMoctb opMBI XPOMOCOM OT TIOIO-
CKOe U300pakeHUe Xpo- JKeHHS LIEHTPOMEDPBI
MOCOMBI
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Takue XpoOMOCOMBI Ha3bIBAIOT CIYTHHYKOBBIMH. Pa3Mep cIyTHHKA OT-
HOCUTENHHO TNUHLL BCEH XPOMOCOMHBI MOCTOSAHEH ISt KaXA0W KOHK-
PETHO XpOMOCOMBI. B xapuoTHITE YeioBeKa CITYTHHKHM UMEIOTCS Y TI9TH
map xpoMocoM: y 13, 14, 15, 21 u 22-i.

II1.2. KTACCUOUKAIIUA U TOHKAA CTPYKTYPA
XPOMOCOMBbBI

Kiaccudukalius 1 HOMEHKJIATYpa PABHOMEPHO OKPAIIEHHBIX XpO-
MOCOM YeJIOBEKA BHEPBBIE ORLIH MPHHSTE HA MEXIYHApOJHOM COBE-
mwaxHuy B 1960 rooy B r. JleHBepe, B JabHEHIIIEM HECKOIBKO U3MEHEH-
Hble U gornonHeHHsble (1963 r., JlonaoH u 1966 r., Yukaro). CornacHo
KIacCUDUKALKMKA BCE XpOMOCOMBI YeJOBEKa Das3feneHsl Ha 7 rpymi,
PacHoIOXeHHBIX B IIOPSAKE YMEHBIICHUS UX JUTUHBI, 1 0003HAYal0TCs
GykBaMH aHITMiickoro andasura or A 10 G. Bee mapsl XxpoMocoMm CTa-
JIM HyMEPOBaThk apa0CKUMU IIH(paMH.

I'pynma A (1—3-2) — cambie GoJbilide XpOMOCOMEL; 1 u 3-s1 —
METALCHTPHYECKHE, 2-9 — CyOMeTalleHTpUYeCKasl.

I'pymma B (4 1 5-9) — XpynHble cyOMeTalgHTpUYeCKHe XpOMOCOMEL.

I'pymma C (6 — 12-g 1 X-XpoMocoMa) — cyOMeTaleHTPUHECKUE Xpo-
MOCOMBI CpPEIHETO pa3Mepa.

I'pymna D (13— 15-5) — axpOLEHTPUYECKHE XPOMOCOMBI CPEOHHX
pasMepoB.

I'pymma E (16— 18-1) — MajieHBKHE CcyOMeTalleHTPUUCCKUE XPO-
MOCOME!.

T'pymma F (19 n 20-9) — camule MajicHbKHE METallCHTPUYECKHNE
XPOMOCOMEL.

I'pyrmma G (21, 22-a 1 Y) — caMble MajJIeHEKHE aKpPOILICHTpHUe-
CKHE XPOMOCOMBI.

[TpernoxeHHas knaccudukalus MO3BOSLUIA YETKO pasinyaTk Xpo-
MOCOMBI, IPHHAUIEKAIIME K PasIMIHEIM rpynmaM (puc. 111.3 u I11.4).

C 1960 r. naunnaercqa GypHOe pasBUTHE KIIHHUYECKOM LIUTOTeHETH-
xu: B 1959 r. [x.JIexxeH OTKpRII XpOMOCOMHYIO IIpHPOAY CUHApOMa
HayHa; K. Dopa, IT. Txexo6c u Ix. CTPOHT OMMCANH OCOOCHHOCTH
KapHoTUIa npu cuHapoMax KrmaitHbenerepa u TepHepa; B Havare
70-x TT. ObUTA OTKPHITA XPOMOCOMHASI IIPUPOIA CUHIPOMOB J1Bapca,
Tlaray, cuHapoMa «KollIaybero Kpuika»; OIMcaHa XpOMOCOMHas He-
CTaBGWILHOCTL IIPU pslie HACISACTBEHHEIX CUHAPOMOB M 3JI0KAYeCTBEH-
HBIX 3a00/IeBaHHSIX.

BMecre ¢ TeM IIpUMEHEHHEe MeTONA IOYyIeHUS PAaBHOMEPHO OKpa-
MEHHBIX XpOMOCOM OKa3aJI0Ck HENOCTATOYHO 3G (MEKTUBHEIM TSI UACH-
TROUKATAN XPOMOCOM.

B Hauane 70-x rT. OpUH pa3paboTaHbl MeTonsl Tuddepe HIHATBEHOM
OKpacKH XpOMOCOM, KOTOpHIE IO3BOJISUIN OMHO3ZHAYHO WIXCHTADHUIIH-
POBAaTh KaXIYI0 XpoMocoMy. MeTopl O5UTH OCHOBAaHBI Ha CIIOCOOHOCTH
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HEKOTOpLIX Kpacuteneil crienududecki cBA3LIBATECSI ¢ KOHKPETHBIMU
y4acTKaMH XpOMOCOM B 3aBUCUMOCTH OT UX CTPYKTYPHO- PYHKIIMOHATh-
HOH opraHm3aluu. [IpeaToXEHHBIE METOIEI BRISIB/ISLIN JIMHEITHYIO He-
OIHODPOIHOCTB (CerMeHTHI) XxpoMocoM Ha npakTuke Haubosblee pU-
MEHEHHe TONYYIHM MeTonsl nuddepeHIINATEHOM OKpacK KpacuTe-
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 nem I'mm3a (G-okpacka) U QIIoOpeECLIMPYIOIIMM KPACUTENEM aKpPUXH-
HOM WJIH aKpUXUHHNpUTOM (Q-0Kpacka).

Ha puc. II1.5 npencraBneHs! XxpOMOCOMEI UeIOBeKa MPpH G-0KpacKe
Xopomio BHOIHO, YTO KaXaas XpOMOCOMa YENIOBEKAa MMEET TOJBKO €ii
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Puc. 111.5. CxemaTuueckoe uzobpaxenue nuddepe 1LMANTBHONR OKPacKH

XpoMocoMm uenoseka no G-merony
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Puc. I11.6. CrpykTypa X- M Y-XpoMOcOMBE YesoBeka ripu auddepe HunanbHOH
OKpackKe ¢ TpeMs YPOBHSIMM pa3pelleHus:

Cnesa — npumepHo 400 nonoc Ha rarioHaHBlH HabGop, B LeHTpe — npuMepHo 550,
cnpasa — 850 nonoc

CBOMCTBEHHYIO MOCJIENOBATEIHHOCTD PA3HOLIMPOKHX TON0C. DTO MO3BO-
JISIET TOYHO HIEHTU(UIIMPOBATE JO0YIO U3 XPOMOCOM U OGHAPYKUBATh
OTHOCHTENIbHO KPYITHBIE UBMEHEHHS B MX CTpYKType. [lpu aHanuze me-
mapa3zHbiX XpoMocom CpeIHeNd KOHIEHCAIIMH MOXHO YETKO Pas3jIudHUTh
oxono 350 —400 OTHOCHTEIBHO KpPYIHBIX CETMEHTOB HA TaIUIOWIHBINA
Habop. Ha cramusax, mpenliecTByOIUMX MeTadase, XpOMOCOMEl MEHEE
CITHPAIM30BAaHBL U IIO3TOMY UMEIOT 0O0JbIIYIO MOMEPEYHYIO OIpasie-
JEHHOCTh. bblM paspabGoTaHBRl METOHbl aHATH3a XPOMOCOM Ha AejIi-
IHUXCS KIIETKaX B CTanuu npomemaghazsi. VICTIONb30BaHHE 3TOTO METO-
JUYEeCKOTO MOOX0na MO3BOJMIO MOJIYYHTh XPOMOCOMBI C Pa3HOM CTe-
neHbpo cerMeHTar — oT 800 mo 2500 cerMeHTOB Ha TaIUTOWTHBIR
Ha6op. Ha puc. 111.6 npencrasneHs muddepeHIIHaNibHO OKpalleHHbIE
X 1 Y-XpOMOCOMEI ¢ Pa3sTHYHBIMHA YPOBHAMH cIpaiusanuu. Mcmon-
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30BaHHAIH TTOAXOL JAET BO3MOXHOCTh TOYHO YCTaHABIUBATH TOYKH pa3-
PHIBOB B IIEPECTPOCHHBIX XPOMOCOMAX, JaXe €ClId B MEPECTPOUKY BO-
BIICUEHEI HEOOMBIITNE YUYACTKH XPOMOCOM.

TlomepeuyHas UCYepyeHHOCTh, OOHAPYKUBAEMAs pPA3IMYHBIMU Me-
TOAaMHU, B TIPHHIIUITE BHISBIISIET OMHUA H TE XK€ CErMEHTHl XDOMOCOMBI 1
SIBJIIETCS PE3yABTATOM HepaBHOMEDPHOMH KOHJECHCALIMM XpPOMATHHA [IO
Bceli ee winHe. B 3aBucuMoctH ot creneHn cupamizanui JHK B xpo-
MOCOME BBIIENSIOT TeTePOXPOMATHHOBbIE U 3YXPOMATHHOBEIE PAOHBI,

JUIST KOTOPHIX XapaKTepHB! pas3/inyHble GYHKIMOHANLHEIE U TeHeTHYE-
CKME CBOMCTBA.

TeTepoXpoMaTHHOBBIM paifoH IpeacTaBisieT CO0OM Y4acToK KOH-
JIeHCUPOBAaHHOro XpoMaTuHa (BbicokocmuparusoBaHHas JIHK), koro-
pHIif BRISIBISIETCS TP AU hepeHIIMaIBHOM OKpAIlHBaHUH B BUIE TEM-~ ,
HEIX TIonoc. [IpHUCYTCTBUE TETEPOXPOMATHHA MOXHO OOHApYXUTb U B '
uHTEp)A3HOM SApE, TAEC OH OTYESTINBO BBISIBISIETC B BHAE UHTCHCUB-

HO OKpalleHHHIX MEI0OK XpoMaTiiHa. CUYHTEIBAHHUS FeHETHYECKOM HH- |
hopMalu ¢ JAHHHKX YYACTKOB HE MpoUcXoquT. Pasdnuyalor cTpykryp- |
Helif 11 GaKyJIbTATHBHABIN reTepoXxpoMaTiH. CTpYKTYpHBIHN reTepoxpomMa-
THH ITIOCTOSTHHO TIPUCYTCTBYET B ONPEAeIEHHBIX PETHOHAX XPOMOCOMEI.
HarmpuMep, oH Bcerma oOHapy>KUBaeTCsl BOKPYT LIEHTPOMED BCEX XpO-
MocoM. PaKynbTaTUBHEIN TeTEPOXPOMATHH TMOSIBASIETCS B XPOMOCOME
T(pU CBEPXCMUPATN3ALIMYA 3YXPOMATHHOBHIX paiioHOB. DaKkynbTaTUBHOM
rerepoxpoMaTunzarueil MoxeT OBITH oxBaueHa 1elast XxpoMocoMa. Tax,
B KJIETKAX XXEHCKOT0 OpTaHU3Ma OJHA U3 X-XPOMOCOM ITOTHOCTBIO UHAK-
THUBUPOBaHa ITyTEM IeTEePOXPOMATHU3ALIMKN YKe HA PAHHUX Tanax aMo-
PUOHAIEHOTO pa3BuTHA. Ee MOXHO 0OHApYXUTE B BIIE TILIOKH reTepo- ‘
XpoMaTHHA Ha nepudepun sapa. Takas HHAKTHBUPOBAaHHAsA X-XpOMOCO-
Ma Ha3bIBAECTCA MOJOBBIM XPOMATUHOM, WK TenbIeM bappa (puc. 111.7).
Braromaps rerepoxpomaruzanuu X-XpoMOCOMBI B KIIETKAX XEHCKOTO
OpraHu3Ma IPOUCXOJUT BhIpaBHUBAHNE KOMTWIECTRA IEHOB, (DYHKIIHO-
HUPVIOIINX B MY>KCKOM U XKEHCKOM OPTraHU3MaXx, IMMOCKOIBKY Y MY:KIUH {
HMEETCS] TONBKO OffHa X-XpOoMOCOoMa. |

DYXpOMATHHOBLIE PETHOHBI XpOMOCOM B HHTepGha3zHOM sape He '
BUIHBI, TOCKONBKY MPEACTAaBICHH XPOMAaTHHOM B JEKOHIECHCHPOBAH-

HOM COCTOSTHHM. JTO YKa3bIBaeT Ha UX BLICOKYIO MeTabOIMYECKYIO aK- !
THBHOCTB. [IeMCTBUTENEHO, 2YXPOMATHHOBbIC paiOHbI COMEpPXAaT YHHU-
KaJbHBIE TEHbI, KOHTPOAUPYIOIINE CHHTE3 pasziydIHbIX GenxoB. [Ipu
muddepeHIMATBHOM OKpAIIMBAaHUN MeTadasHbIX XpOMOCOM OHM OIT-
pPENETSAIOTCA KaK CBeT/IbIe MOMOCHL.

M3yyeHne XMMHUYECKOTO COCTaBa XPOMOCOM TOKA3alo, YTO OHU
COCTOSIT U3 Je30KcupuboHykiIenHoBoi Kucaotel (JIHK), rucroHos,
HETMCTOHHKIX 0eNKOoB U Hebombuioro komwdectea PHK. Monekyna [JTHK
HeceT oTpHHaTeNbHBIE 3apsdibl, paclipencieHHble Mo Bee MIHHE, a
MPUCOEAMHEHHEIE K Hell GesIKM, TUCTOHBI, 3apsDKEHBI MTOOXHUTEILHO.

B xaxnoil xpoMocoMe COAepXKHTCS TOIBKO omgHa Monexkyma JJTHK.
Onpnako pasmepsl Mosiekyn [IHK xpoMocoM orpoMHEH. OHI MOTYT [0~

————
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Puc. 111 7. Kietku cnusucroit obo-

JIOYKW POTOBOI MOJNIOCTH
A — KJIETKH XEHILIMWHbl HMEIOT OIHO TeJb-
e bappa, 5 — KJIETKM MYXUYHHBI, TE/IbLE
Bappa otcyTcTByeT, B — KIETKH My>XUHHBI
¢ xpoMocomHo#i narosorueir (XXXY),
A b B

NpUCYTCTBYIOT 1Ba Tenbiia Bappa

CTUTATh COTEH MHUKPOMETPOB H JaKe CAaHTUMETPOB. B KapwoTHnmie ueno-
Beka camas 0obIas XxpomMocomMa — 1-s; ITHHA €€ TIOTHOCTHIO pacKpy-
yeHHOM JTHK cocrasnsieT okono 7 ¢M, 4TO 3HAYNTENEHO OOJNbILE HE
TOJBKO Pa3MEpoB SApa KIETKH, HO U caMoil kineTku. CyMMapHast Ui -
Ha monexyn JJTHK Bcex xpomMocoM OIHOM KIIeTKH YeJI0BEKA COCTABISACT
oonee 170 cm.

HecmoTps Ha cBou ruraHTckue pasmepsl, Monexkyasl JHK ¢yHK-
HHOHUPYIOT B IIpedeIax TaKMUX MHKpOOOpa3oBaHMil, KaK XpOMOCOMEIL.
TIoaTOMY XpOMOCOMBI SLIEP KIIETOK AOJDKHBI IIPEACTABISTL COOO CHITEHO
YKOpOUeHHbIE (KoHAeHCHpoBaHHbIe) cTpykTypsl JHK. 30 nocturaer-
co 3a cueT cnenudurueckoit yknagku Monexya JHK — MmHoroyposHe-
Boil criupanuzanui. OCHOBHON CTPYKTYPHOU eIWHMIIEH XPOMOCOMBI
saBisieTcs: Hykieocoma (puc. 111.8). Kaxnas HykiieocoMa cOmepXKHUT IO

+—— 36 HM ———

Cnupanb,
obpasyeMas
HYKJIe0CcOMaMU

«CeprueBUHa» U3 BOCbMH
4 THCTOHOBBIX MOJIEKY

Puc. 111 8 Crpykrypa HyK/1€0COM U UX COOTHOLIEHHE C XPOMOCOMOM M MOJE-
kynoit JTHK
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IIB& MOJIEKYJIBI YeTHIPEX PATHYHBIX TUTIOB THCTOHOB, OOBEAMHEHHBIX B
okramep (BocbMHTpaHHHMK), oO0BuTHI HuThI0 JHK. HykieocoMsr u
coegunstione ux yyactku JITHK dopMupyioT criupansHyio CTpYKTYpY —
XPOMATHHOBOE BOJIOKHO. Ha KaXIbIil BUTOK TAKOM CNUApaii MIPUXOAUT-
cs1 6 HyKiteocoM. Tak opMurpyeTcst cTpyKTypa xpoMocoMel (puc. 11T 9).

TTonoGHas opraHu3aIig MO3BOJIAET YIIAKOBBIBATh OUEHB THHHYIO
Monexyny JHK B KOMITakTHYIO CTpYKTYpY. IIpr KOHAEHCALMH ITPOWC-
XOINT yMeHbllleHne Hel Monexysiasl JHK B 10 ThIC. pa3, Tak 4T0
KOHIAEHCUPOBaHHbBIE XPOMOCOMEI B CPEIHEM HMMEIOT JUTUHY TNOpSIKa
200 M (T.e. 200 - 10 M). D10 06eCcTIcUnBAET BOZMOXHOCTE TOUHOTO 1
BGBHICTPOTO JENEHWST TEeHETHUECKOTO MaTephaia MAaTepUHCKOM KIIETKH
MEXIY JOUEPHUMH KIETKaMH (MUTO3) U YMEHBIUIEHHWE YHWCIA XPOMO-
COM BABOE IpH 00pa30BaHKHM TOJIOBBIX KIETOK (Meii03).

XpOMOCOMBI BHITIONHSIOT (DYHKIINIO OCHOBHOTO TEeHETHYECKOTO arl-
Tapara KieTku. B HUX B TMHEMHOM NOPSAKE PACTIONOXEHBI 2eHbl, KaX-
IBIA 113 KOTOPHIX 3aHHMAET CTPOTO OIPENEACHHOE MECTO, HA3bIBAEMOE
JIOKycoM. AJTETepHATHUBHBIE (DOPMEI T'eHa (T.€ Da3NTWYHBIE ET0 COCTOS-
HUS), 3AaHAMAIOIIHE OQWH W TOT X€ JIOKYC, HA3BIBAIOTCS AJeNsIMK (OT
rped. allélon — B3amMHO mpyroit, nHoir). JTro6as XxpOMOCOMa COIEPXKUT
TOJIEKO €IWHCTBEHHBINA AJUIe]h B JAHHOM JIOKYCE, HECMOTpS Ha TO 9TO
B TIOMYJISSLIMH MOTYT CYIECTBOBATh JABa, TPH M Oonee ajneneil ogHOro
TeHa.

HpoitHas covpans JTHK w t 2 HM
{ |

XpoMaTHH B BHIE
«OyCHH Ha HUTKE»

XpoMaTHHOBOE BOJIOKHO
M3 YIIaKxOBaHHEIX
HYKJIEOCOM

PacraHyThIil y9acTOK
XpOMaryuHa

) 1
V4acTOK KoHIeHCH- é 700 HM
POBAHHOTO XpOMaTHHa
MertadasHas xpoMocoMa % 1400 HM

Puc. 1119, O6uas cxema cTpoeHMs XPOMOCOMBI
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II1.3. XPOMOCOMHAS TEOPUA
HACJIEACTBEHHOCTHA

B 1902 r., BcKope Mociie BIOPUIHOTO OTKPHITAL 3aKOHOB MeHens,
Jpa renetuka — A.CoartToH ¥ T.BoBepn He3aBHCHMO Ipyr OT ApyTra
OOHAPYXWIH YIUBUTEIRHOE CXOOCTBO MEXIY TIOBeICHUEM XPOMOCOM
BO BpeMsi 00pa3oBaHHSA TIOOBRIX KJIETOK W OIUIONOTBOPEHUI M Hace-
JOBaHWEM TPHU3HAKOB opraHu3Ma. OHH BLICKA3ATH DN MPEANOoNOXe-
HUM, COTTAaCHO KOTODHIM: 1) XpPOMOCOMBI SIBISIIOTCA HOCUTEITSIMU Ha-
ceCTBEHHBIX (DaKTOPOB (TEPMHH «Te¢H» OBUI BBEIeH B 00MX0J TONBKO
B 1909 r. B. HoraHceHoM), 2) Kaxaas napa (pakropoB JIOKaJIU30BaHA B
Iape TOMOJNIOTHYHBIX XpOMOCOM, 3) Kaxknasi XxpoMOCOMa HECET TONBKO
MO0 OJHOMY CIEIMPUUECKOMY, YHUKATRHOMY hakropy, 4) Kaxmas
XPOMOCOMa CONEPXKUT MHOXECTBO paznmyaloinxcs ¢hakTopoB, ITOCKOIb-
Ky YHCIIO TIPU3HAKOB Y JI000Tr0 OpraHnu3Ma ropasno 0omslile YHCIa 1o
XpOMOCOM. DTH HIEH 3aJI0XMIINH OCHOBY ¢XPOMOCOMHOM TEODWUH Ha-
CIENICTBEHHOCTH»,

MeHneTeBCKHI 3aKOH PacIerie HES MOXHO OOBbSICHHUTL 0CODEHHO-
CTSIMH TIOBENEHNST XPOMOCOM BO BpeMs Meifo3a. [Ipu obpazoBaHuy ra-
MET pacIpefieeHue auleacii ONHOU Taphl FOMOJIOTHYHBIX XPOMOCOM
TIPOUCXOIUT HE3aBUCHMO OT paclpeneIeHUS Apyrux rnap ajneneid, ITo-
CKOJIEKY TaIlJIOWIHOE YUCIIO XPOMOCOM B KJIETKAaX 4EJIOBEKA PaBHO 23,
BO3MOXHOE YMCIO KOMOMHAIIMA B MyXXCKHX HJIH XEHCKHX TaMeTax co-
crapiser 22.

I11.3.1. Cuenienue reHos

B 1906 1. B. Barcon u P.TleHHeT, cKpellliBas JBe pPachl JYUIHCTOTO
TOPOlLIIKa, PA3THYABLIMXCA TI0 JBYM ITapaM MPU3HAKOB, He OOHApYXH-
mu B F2 pacmienineHus B orHomeHnu 9:3:3: 1. [Tpu3aHaku ocTaBaiuch B
UCXOJHBIX POOMTEIRCKMX KOMOMHAaimax. OHU Ha3Bald 3TO SBJICHHE
NPUTSCKEHHEM. TeHeTHUeCKH aHalu3, MPOBEOCHHBIM Ha ILIONOBOIl
mymike gpo3odune T.T. MopraHoM M ero yueHHKaMH, TIOKa3al, 4TO
OCHOBOM NMPUTSZKEHMS TeHOB ABISIOTCS XPOMOCOMEL. Bee reHnl, Haxo-
IOSITHECT B OMHOM XpOMOCOME, CBA3aHBI MEXIY cODOM MaTepHanbHBIM
CybcTpaToM XpOMOCOMBL M B CHITY 3TOTO ITOTIANAIOT B OHY raMeTy. I'eHbl,
PacIIONOXEHHHEE B OJHOH XPOMOCOMe W HacHenylomuecs HeA0H rpyi-
TIO#, MOJYYMIA Ha3BAHUE Ipynmbl cuenienus. SIBJIcHUE COBMECTHOIO
HacJIegoBaHus reHOB, OTPAaHWIUBAIOIIEE MX CBOOOIHOE KOMOMHHPOBa-
HUE B Meli03e, HAa3BATU CHEIUVIeHHEeM reHOB.

B ogrom m3 sxenrepuMenToR T.T. MopraH npoBes HeCKOIBKO CepHit
BO3BPATHOTO CKPELIMBAHMS MEXIY APO30(MHUIIONH C CEPhIM TeTOM U JUTUH-
HBEIMH KPBUIBSIMH M OPO30(MMIONH, ¥ KOTOpPOil GBI YepHOE TEI0 U
KOPOTKMe Kpruibsi. Cepoe Teo H JUIMHHEBIE KPEUIbS JOMHHUPYIOT. Bo
BeeX cepusIX Mopran nosiyvan OOHHA M T€ e pe3ynbrarsl: 41,5 % mo-
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TOMKOB MMEJTH Cepoe TeJIo, JIMHHBIE Kpblubs; 41,5 % — vepHoe Teno,
KOpOTKHeE KpbUIbS; 8,5 % — cepoe Teno, KOPOTKUE KpbUibs U 8,5 % —
yepHOEe TeNo, /UIMHHBIE KPbUThs. ECITH OBl alTeNd, KOHTPOIUPYIOLIHE
pa3BUTUE ITUX NPU3HAKOB, HAXOOHIIUCH B ONHOH ¥ TOW Xe€ Tape Xpo-
MOCOM (T. e. OBITH TIOTHOCTEIO CHEIUIEHBI), B TOTOMCTBE 06110 061 50 %
MVX C CEpbIM TEJIOM, LJIMHHLIMU KPEUIbIMU U 50 % — C YepHBIM Te-
JTOM, KOPOTKHUMU KpbUIbIMU. ECT OBl TeHBI, KOHTPOMUPYIOIIUE 3TH
TIPHU3HAKH, JIEXATH B Pa3HHX XpOMOCOMax (T.¢. He ObUIM CLETUIEHEI),
OHHU JOMXHBI O6bUIM OBl pacripenensiTbcsl HE3aBHCHMO W HaBaTh 25 %
TIOTOMKOB C CEpBLIM TEJIOM, JUTHHHBIMU KpBUIbIMH; 25 % — c cepbIM
TETOM, KOPOTKUMHM KpPBUTBIMHU; 25 % — ¢ YEPHBIM TEIOM, ITUHHBIMU
KPBUILSIMH U 25 % — C Y€pHBIM TEIOM, KOPOTKHMMH KpBUThIMHU. bosb-
UIHHCTBO TIOTOMKOB (83 %) MTOBTOPMIIO UCXOMHBIE pOJUTENbCKHE (e~
HOTHUITBI, YTO TOBOPHJIO O CLUEIUICHWH M3Y4eHHBIX TeHoB. OoHaKo, Io-
MHUMO MYX C POOUTEIRCKUMHK GEHOTUITAMH, mogBuiuch 17 % ocobeit ¢
HOBBIMM COYETAHUSMH MPH3HAKOB, CBUOETEILCTBOBABIIMMH O HETION~
HOM CLIEIUICHUU. ITH HOBBIE (DEHOTUITHI ObUTH Ha3BaHbI PEKOMOHHAHT-
HBIMM, 4 TIOTOMKH — peKOMOHHAHTAMH. [lossBneHNe peKOMOWHAHTHBIX
coueTaHuil ayeneit y 17 % moToOMKOB OOBACHSETCS OOMEHOM MeXIy
TOMOJIOTHYHEIMU XPOMOCOMAaMH BO BpeMs Meif03a. BTo ABICHWE MOy~
YUJIO HA3BaHUE KPoccHHroBepa. MopraH MpenmoaoXuil, YT0 KPOCCHH-
ropep (OOMEH ajUieIsIMit) TIPOHCXOIUT B pe3yIbTaTe pa3pblBa U oOMe-
HA YYaCTKAMWH TOMOJIOTUIHBIX XPOMOCOM BO BpeMs 00Pa30BaHRS XUa3M.
OO0pasoBanne xua3M, KOTOpPHIE MOXHO HETOCPENCTBEHHO HaOmomarh
O MUKPOCKOITOM, SIBISIETCS IIMTOAOTIECKHUM TIOOTBEDXKICHHEM KPOC-
CHHroBepa (Kak reHETHYECKOTO SBICHHU).

IIpolieHT peKOMOMHAHTHBIX TTOTOMKOB, OT OIIBITA K OIBITY, IS
HUCCIIENOBAHHBIX TIPHU3HAKOB OCTABAJICS TTOCTOAHHOM BeIMYMHOM. Ha 3Tom
ocHoBaHMHU A. CTepTeBaHT (YICHUK U COTPYIHUK MopraHa) BeICKa3aj
TIPEOTIONIOXEHHE O TUHEHHOM PacIlONOXEHNH TEHOB IO XPOMOCOME W
MOKa3ajl, YTO BEJIMYMHA KPOCCUHIOBEPA (BbIpaxaemasi B ITPOLICHTaX)
aBygeTcsa GYHKIHEN paccTosTHUA MEXTY reHaMu. Yem Oosblize paccTo-
SHHE, TeM Yaile oOpa3yroTcsd XMa3MBbl, a CIEAOBATEILHO, BEIILIE ITPO-
LIEHT PeKOMOMHAHTOB, 1, HA000pOT, YeM MEHEIIE PACCTOSHUE MEXIY |
reHaMH, TEM MEHbIIE MPOIEHT peKOMOMHAHTHEIX TIOTOMKOB.

Takum o0pa3om, omHocumeabHbie paAcCMOAHUA MENCOY 2EHAMU MONC-
HO uU3Mepamy 6 NPOUEHMAax Kpoccunzogepa mexncoy Humu. [IpuHsaTo cun-
TaTh, YTO 1 % KpOCCUHTOBEpa paBeH | caHTHMopraHumge (B YeCTb
T.T.Moprana).

I11.3.2. XpoMocomHbIEe KapThi

T.T.MopraH H ero COTpyOHUKHU OBITH TIEPBEIMH, KTO UCIIOIb30BA
SABJICHUE KPOCCUHIOBEPA [UJIST COCTABJIEHUS TEHETHYECKUX KapT XpOMO-
coM. Tenemuueckan kapma — 3mo cxema AUKeliHO20 PACNONONCEHUSA 2€-

———
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24% 24 6,6 %
N~/
9%

Puc. I11.10. Cxema ornpenencHUS MMOCACAOBATCIBHOCTH TCHOB B XpOMOCOME

HO8, N0KANU308AHHbIX 6 0OHOU 2pynhe cuenaerus. Kapra XpoMOCOMEI CTpoO-
WTCA IYTEM MEPEBOAA YACTOTH PEKOMOWHAIIMIA MEXIY T'eHaMH B OTHO-
CHUTEJIBHBIE PACCTOSHMS HAa XPOMOCOME, BEIPAXECHHEIE B MOpraHWAAX.
HamnpuMmep, ecim yacToTa peKOMBHHAIINM MeXay reHamu A u b paBHa

i Pak rpyau (ApoTOKOB)

HenocTaToyHOCTb EHONA3BI

He#tpobnacToma
|" TemonUTHYECKas AHEMHS Rh-Hom,l

"'ir 1p A Moaa

Omunrounros-1

BputpokeparoepMus BapHabersHas
Tnnodocdarasus MnageHdeckas

Pyxo3naos

Tloaauss mMoaKoXHaA MopdHPHA

TTop¢hHpus renaTo3pHTPONO3THYECKAS
Henocrato4HCTh rAIAKTO3MUMEPaIs]
Ceroid hpofuscinos, HeHpoHHLH-1, AeTcKui
Heaocrarounocre C8, un I u I1
Jletixemms/mumboma, T-xneTounas
Henocratounocts auwt-CoA-AETHAPOreHA3Hl, CPERHsA Lenb
BonesHb KACHOBOTO CHPOA,THIT 2
HenocraToyHocTh MHOATCHIUTATIE3AMUHAIE
HenocraroqHoct AM®-Ne3aMuHa3s 3pUTPOLIMTOB
Tvneprasus nagnovyeyHukos, tun II
TunoTpeonausM, He3o6HsI

Mpuonatua u3 3a HegoctatoyHocTd LITdaser
TinepaMMoneMus 13-3a neaocraroyHoctn T Qan

[Bonesms Fowe, 2 wru Gonee Tunog

I'emonnTHYeckas aHEMHS B Pe3yabTate HepocTatoyHoct [1K
BnnunrouuTos-2
TIHponoHKHIOIHTO3
Ciepounros, penecCHBHbIN

HepocrarouHocts antutpoM6uHa T
Bonesus Hlapko—Mapu-Tyc, tu Ib
TlonsepxeHHOCTH K Vivax malana
Cunapom Kpuriepa—Hamxapa
HemanunoBag MHOTIATHS
Henocrarounocts dakropa V
Lupus erythematosus, cHCTeMHEBIN
Hetrrponenns, ®MMyHHas
Karapaxra 3oHynspHas NhUIEBHIHAA
XpoHUYecKUi rpaHyIeMaTo3 B pe3ymbTaTe HEloCTa-
TouHoct NCF-2
T'muxorenos VII
Henocratounocts dakropa XIITB
Hepnocrarounocrs CR1
Henoctartoyuocts haxropa H
Cunapom Auiepa, THI 2
CuuapoM BaH aep Byaa
Heaoctatoynocts Pymapasn

Puc. II1.11 Tenernueckas kapra 1-it XxpOMOCOMBI YEAOBEKA




2,4 %, TO 3TO CBHAETENBCTBYET, YTO OHHM PACTIONIOKEHBI HA ONHOMH W
TOH e XPOMOCOME Ha PacCTOSHUH 2,4 CAaHTUMOpPraHULH APYT OT Opyra.
Ecnu yacrora pexoMOMHaLMiA Mexay reHaMu b u B cocrasisier 6,6 %,
TO OHHM pa3eNeHBl paccTostHUEM 6,6 caHTMMopraHun. OQHaKo MpuBe-
IJeHHbIE JAaHHBIC HE TO3BOJISAKT ONpPeNcTHTh TOYHYK ITOCe 0BaTelb-
HOCTh pacIioIoKeHus reHoB Ha xpomocoMe (puc. 111.10), u Toamsko
OLICHUB PACCTOsSIHME MeX1y reHamMu A u B (B maHHOM ciydae 9 %),
MOXHO YBEPEHHO CKa3aTh, YTO TeH B JOJDKeH HaxoOWThCsT MEXIY re-
HaMH A u B.

Takum 06pa3zoM, C ITOMOLIBK KPOCCMHIOBEpa MOXHO OTIpEIC/IHTh
IPYIILY CLIETUIEHHS] H MECTa pacTioNIOXKEeHHsI TeHOB OTHOCUTENBHO APYT
apyra. PakT cuenieHUs: CBUACTEIbCTBYET, YTO TeHBI HAXONSITCS B OJl-
HOM xpoMocoMe. OgHako CBOGOMHOE UX COYETAHHE €IIE HE NOKa3biBa-
€T, YTO OHHM paclioJIoXeHBl B pa3HHX xpoMocomax. Eciam yacToTta pe-

X-cueneHHbUt HXTHO3
HenocraTouHOCTL cynbdaralsl CTEpOHIoR

Cruapom Kanbmansa
X-cUerUIeHHas pelueccirHAsg XOHAPOAUCIUTA3HA, TOYeYHAs
Haceacrpensag runogocdaremus
Cunapom ARKapIH
X-cUerUTeHHas MepBHRYHAA MMIIOMArHHEMUsl
ANbGHHAM TIA3HOMN TeprnyHas rMOONUIA3Ua HAAIIOYCHHUKOB
PeTHHOMIMING HenocTaToUHOCTb IIHLEPONKMHA3E
XpoHKYeCcKHit [PAHYNIeMOTO3
Mpimeynas mucTpodus MdiomeHHa TurmenTHbiit peTauuT-3
Muneynas guctpodus Bexkepa
He0cTaToMHOCTS OpHHTHH-KapGamowrTpatchepaist
Boneans Hoppi CHHApOM HENEPXaHHS MUIMEHTA
TIrMeHTHEI PETHHUT-2 Cuuapom Bucxorra—Onapuya
CHHAPOM MYXCKOro Gecruionms | Cusnapom Meukeca
AHTHAPOTHUECCKAR IKTONCPMANTBHAR THCTLIAIUA
AraMMarioGyTHHEMHSA
Bonesus Kenuean [Cnu.epoﬁnacrmecm aHeMus

CHuapom Aapckora—CKOTTa
Boneats Tensutyca—Mepubaxepa ll"eMonmmecm anemus (Hemoet OI'K)
Cunzapom Anbnopra
—1_L Boneanus Pabpn
Cunapom Jloy
TRoeprMMyHOrnoGynsHeMua M
JumdonponndepaTUBHHIN CHHAPOM
L JlyHkana
Boneans XanTepa
Temogumusa B
CvHApOM LILGHHH3MA C [IYXOTOl Cuuapoum Jlemra—~Huxana
'CunpoM Mapruna—Bemn Tlonarpa, I'TIPT-3assucumas
Temopunma A
Dannim
TemonuTHYeCKAN aHEMMS
ManuakanbHO-AEAPECCUBHBUA FICHX03  X-CUeTUIeH HuI
[etoBas cnenota (Heckonbko dopm)
JIMcKepaTo3 BpoXAEeHHBI
Anpenaneikoamctpobus
AnpeHoMUeNOHEHTPOTaTHs

Bonesus 1lapko—Mapu-Tyc
Tanero-xopHoMAANbHS AUCTPODHs
X-cuemut. CrmacTHUSCKAA MAparerns
Pacinerurenye Heba, X-cueruedHoe

Moparpa, ®PIIC-1aBucuman

Muoaucrpopus Dmepu—lpeidycca
Nuaber necaxapHuilt, HedporeHusilt
| X-cuernieHHast MHOMATUA MHOTYOymsipHas, T 1

Puc. I11.12. TeHeTHYecKas Kapra X-XpoMOCOMEI YeOBEKA
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KoMOuHaLnii cocrapisier 50 %, To pesyneraThl aHanusa GeHOTHIIA 10~
TOMKOB He OynyT OT/IMYaThCA OT PE3YNBTaTOB aHaNM3a pacileTiieHns
IPY HE3aBUCUMOM HACACHOBAHHH FEHOB (CM. TV1. V). BTO MOXET ITpPONC-
XOIUTb, ECNIM MCCIEAOBAHHEIE [eHbl PACIIONOXEHBl Ha 3HAYMTEIHbHOM
pPACCTOSTHUM NIpyT OT jpyra. [tst obo3HauyeHHs1 reHoB, HAXOOSIINXCA B
OIHOM U TOH X& XpOMOCOME, HO, BO3MOXHO, ¥ HE CLEIIJISHHBIX MEXK-
Ity coboli, ICITOJIB3yeTCs ITOHSITUE CHHTEHHH (OT Ipey. Syn — BMeCTe +
tainia — nmexra). [ToHSTHE CHHTEHAM OTpaXaeT, TaKUM 00pa3oM, MaTe-
PHANBHYIO HETIPEPIBHOCTh XPOMOCOMBI KaK peaibHOTO MaTepHAIbHO-
ro oOBeKTa M HEe HECET CerperallMOHHOTO CMEICTA.

Honroe Bpems mmonaraau, YTo YUACTO TPYII CHEIISHUH Y yesoBeka
pPaBHO TAIJIOUIHOMY Habopy XpoMOCOM W cocramisier 23 rpynrsl. B
Hacmosuee apems 0OKA3aHo, Ymo y ueaoeexa umeemcs 25 epynn cyenne-
HuA. 22 TPYNTIEI OTOXAECTBASIOT C YACIOM I1ap ayTOCOMHEBIX XPOMOCOM
(22 napwr), X-xpoMocoMa K Y-XpoMOCOMa pacCMaTpUBalOTCs Kak JBe
HE3aBUCHMBIC T'PYIIIBI CLEIUVIEHHUS, ¥ TeHBI, JoKanu3oBaHHbeie B JITHK
MUTOXOHIPHH, GOPMHUPYIOT 25-10 TPYIITY CIEIUIEHHUSL.

K HacrogniemMy BpeMEHH UL YEJTOBEKA ITOJIYISHBI TIOOPOOHBIE I~
TOJOTMYECKHE KApThl BCEX XPOMOCOM, BKIIOUAS XPOMOCOMY MUTOXOH-
IOpuii. B xauecTBe npuMepa Iipubenena xapra 1-i (puc. I11.11) n X-
xpomocoMel (puc. II1.12) yenobeka. YcraHoBIeHa (KapTHpoBaHa) TOY-
Hasi XpOMOCOMHag JoKanH3auus 0ojee 4eM It 6 THICSY IeHOB, YTO
COCTaBJISET TOJBKO OKOJI0 15 % oT obIUero YyHcla reHoB B reHome. B
HACTOSIIIIES BpEMST XPOMOCOMHAS TCOPUST HACEACTBE HHOCTH, COXPaHAA
M [OTIOJHSIST OCHOBHBIE KJIACCWUECKUE IMPENCTABICHMS, OTPaXaeT CO-
BPEMEHHEIE 3HAHMS O MOJIEKYSIDHOM OpraHM3aliel XpOMOCOM, MX (GyH-
KIAOHHUPOBAHMHA KaK eJMHON MaTepUaIbHOM CTPYKTYPBI B CUCTEME 1IE-

JIOCTHOTIO I€¢HOTHIIA.




T'JIABA 1IV. MOJEKVIIAPHBIE OCHOBbBI
HACIEACTBEHHOCTH

CBOMCTBO OPraHM3MOB BOCIIPOHM3BOIUTE ceOe NOFOOHBIX, T.€. Tepe-
JIaBaTh [TOTOMKAM CBOH IPH3HAKH H OCOBEHHOCTH pazBUTHSI, OCHOBAHO
Ha Tepefavue u3 NOKOJEHHI B TIOKONCHHE HACAeOCMBEeHHOU UHGpOpMayLu.

B Hauane XX B. B. CatToH 1 T. BoBepH npeamonoXuid, YTO XpoMO-
COMEI SIBJITIOTCS. HOCUTEISIMH HaciencTBeHHoM nHopMaimu. [lo3nHee
aHaAJIM3 XHMHYECKOI 0 COCTaBa XpOMOCOM BEISIBIJI HATHYHE B HX CTPYK-
TYpE paXTMYHEIX THIIOB GE/IKOB ¥ HYKJICMHOBBIX KHCIOT. JHAYHUTETLHO
Oospiliee pa3zHooOpa3e XUMWYECKMX M [IPOCTPAHCTBEHHBIX CTPYKTYD
GEJIKOB IO CPaBHEHHIO ¢ HYKJICHHOBBIMH KHCIOTAMH JIOJITOE BPEMSI
MONISPKUBATIO [IPEAIIONOXKEHUE O PElIaoLISH poiy OEJIKOB B Mepena-
ye HacaenacTBeHHol mHdopmanuH. IlorpeboBanock HECKOBKO JECHT-
KOB JIET, YTOOBI OKOHYATENNEHO YOSIUTECS, YTO MaTepHATbHBIM HOCHUTE-
JIeM 3ToM HHGOPMAIMH SIBIISICTCS. TOJILKO OJHA M3 COCTaBHBIX YacTeH
XPOMOCOMEI — MoJIeKyTa dezoxcupubonykaeurosot kucaomot (JIHK).

IV.1. IOKA3ATEJILCTBA TEHETUYECKOW POJIA
HYKJEMHOBOW KHMCJOTHI

Wcropus n3ydeHN HYKJIEHHOBBIX KMCJIOT HaurHaeTes ¢ 1869 1., kKorma
uBeinapckuiit xumMuk O. Muiuep oGHapyXuI B KIETOYHOM SAPE OCO-
OblIe BellleCTBa, 00IagamIe CBoicTBaMu KUCHoT. OH Jan UM Ha3BaHHE
HYKJIEMHOBBIX KMCTIOT (0T nar. nucleus — siapo). Jlojroe BpeMs HyKIeH-
HOBBIC KHCJIOTH HE MPHUBJICKATM BHUMaHHS UccaenoBareneir. U Tonpko
TIOCJIE TOTO KaK B ONBITax aHIIHKCKoro Oaxrepuosiora @.I'puddnura
(1928) Obplma NpoaeMOHCTPHUPOBAHA CITOCOBHOCTH IMHEBMOKOKKOB K
mpaxcghopmayuu, GBUTO BEIIBUHYTO TIPDEAIIONOXEHHUE O TOM, YTO «TPaHC-
(hopMUPYIOIINIA areHT», OTOXISCTRISEMEIH C «BEILIECTBOM HACICSICTBEH-
HocTH», Haxonurcs B sape. CyTh akcrepuMenTta I'puddnura saxmoya-
Jmach B caenyroiueM. [IpH BBEIeHHH MBIIIaM HEMATOreHHBIX IITAMMOB
TTHEBMOKOKKOB (pHc. V. 1) xuBoTHBE He 3a6oneBanu (b). [1pu BBee-
HHU [TATOTEHHEIX IITAMMOB MBI THOMH (A), oXHAXo MpH BBEOEHHUHA
TIATOreHHEBIX MHKPOOOB, YOUTBIX HArpeBaHHEM, MBIILH OCTABAIMCH 310~
poBbiMH ( B). I'puddur nokaszan, 4ro npu OXHOBPEeMEHHOM BBEIEHHH
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KMBBEIX HETIATOr€HHBIX H YOMTBIX IIATOT€HHEIX MUKPOGOB MBILIH ITOTH-
oamu (1). T'pudGUT 3aKIIOUMIT, YTO XKHUBEIE MUKPOOEI HETATOreHHOTO
[ITaMMa B TIPUCYTCTBUM KIIETOK LITAMMa TTATOreHHOTo IIpHUoOpeTaloT
HACJICACTBEHHO 3aKPETJIEHHBIE CBOMCTBA MATOTEHHOCTH (mparncpopmu-
pyromces). B mocnenyroniem ObUTO [OKa3aHO, YTO TpaHCopMallus Ipo-
UCXOOUT HE TONBKO B XXKMBOM OPTaHM3Me, HO H in vitro, T.e. B mpoOHpKe.
Craenywollice 3aMeuaTelIbHOE OTKphiTHME NMpHHamiexut O.OBepH,

b K.MaxJleon 1 M. MakKaptu, xotopsie B 1944 r. ToUHO onpenenuin
8 XHUMIYECKYIO TTPUPONY «TPAHCHOPMHPYIOILETO areHTa» ¥ HAeHTHDH-
§  LIMPOBAIM €ro KakK Je30KCUPUOOHYKIEHHOBYIO KucioTy. Yucras JTHK,
BbUIETICHHAS M3 KJIETOK ITaTOF€HHOTO LTaMMa, TIpY JO0aBIeHHH B KYJlb-
TYpY HenaToreHHbIX KIETOK TpaHchOopMUPOBaNa MOCACHHUE, MpHAa-
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Basg UM CBOMCTBA MATOT€HHOCTH. OTO HOBOE CBOWCTBO NepenaBaioch
TIipH NanibHelieM pasmHoxeHuH, [Ipu o6paborke TpaHchopMupyroule-
ro areHta cnenmpuyeckuMyu BemecTBamM, paspywatommmu JHK,
TpaHcopMalusa He ocyllecTRIATAaCh. TakumM obpa3oM, BBIIO MoJTyde-
HO TIpAMOE JoKaszaTeldbcTBO reHeTnueckoit ponw JJTHK. Eme omHum
IIATOM B OKa3aTelbCTBE FEeHETHYECKOH pOTH HYKJIEMHOBOI KHCTOTH
SABJIACTCS OTKPHITHE MPABHIA 3KBHBANEHTHOCTH, COrJIACHO KOTOPOMY B
JTHK, BeIIETIEeHHBIX W3 OPTAaHW3MOB Pa3TMYHBLIX BUJIOB, COOTHOIIEHHE
ITYPUHOBBIX U TIMPHMMIMHOBLIX OCHOBAHWH BCerla OXHO W TO Xe W
cocraBiseT 1:1 (nmpasuno O.Yapragda).

K Hauany 50-x rr. 6sUT0 rOTy4eHO MHOXKECTBO JAHHBIX (Ha pasiny-
HBIX 00BEKTaX), CBUAETEILCTBYIOIMX 06 YHHUBepcanmbHocTH JJHK kKak
HOCHUTENS TeHETHYECKOW MHMOPMALIMK. bojbliioe KOTHYeCTBO IKCHE-
PHMMEHTOB OBUTO MpoBeldeHO Ha BHpYcax. BHpychl, Kak OBUIO cKa3aHo
paHee, HMEIOT OTHOCHTEIBHO TPOCTOE CTPOSHHE: OHM COCTOSIT M3 Oerl-
KOoBOH 0B0JOUKM, CofigpXalleil aTOMbI CEepBl, X 3aKITIOUYeHHON BHYTPH
Hee MOJIEKYTH HYKJIEMHOBOH KUCIIOTEI, cofiepKaliei atomsl dhocdopa.
B 1952 r. A. Xepwm u M. Yeit3 mpoBogWIH SKCIEPUMEHTSI ¢ GaKTEpHO-
daroM T2 — ocobbIM BHIOM BUpYca, YOMBAIOINHM 3apakeHHYI0 6aKkTe-
PHUANTBHYIO KJIETKY (OTCIOA M Ha3BaHMe «bakTtepuodars, T.e. IoXupa-
Tenp GakTepuw). bakTepmodar, MpoHUKass B KUILEYHYIO MATOYKY
Escherichia coli (E. coli), 6s1cTpo B Heil pasMHOXaeTcst. DKCTiepUMeHTa-
TOpPBI pa3sMHOXaNH GakTeprodary B KieTkax E. coli, KoTopsle pocin Ha
JBYX Pa3TUYHBLIX CPeax: Ha cpele, ColepKaieil paqrmoaKTHBHBIN H30-
Torr cepsl (°S), ¥ Ha cpelie, colepXalleil PaXHOAKTUBHAINA M30TOMN
docdopa (3?P). daru, KoTopsle pasMHOXHINCH Ha KJIETKAX, BEPOCHINX
Ha cpelie C PaIoaKTUBHBIM M30TOMOM CEPBI, BKIIOUATH >°S TONBKO B
cBoU OenkoBple 0obomouku. Paru, pasMHOXMUBILMECS HA KIETKaX, KO-
TOPBIE BEIPOCIM Ha cpelie ¢ PATVoakKTUBHEIM (ocdhopoM, coxepxain
JHK, meueHHyI0 32P. 3aTeM MosiydeHHBIMH OakTeprodaraMm 3apaxka-
Jam knetku E. coli, BelpailieHHble Ha 0OLIYHOM cpefie. Yepes KopoTKoe
BpEMS 3TH KJIETKHM WHTEHCUBHO BCTPSIXMBAN, YTOOBI OTHETUTL BaKTe-
puodaru ot cteHoK E. coli. 3aTem fgenanm aHanmu3 GakTepuH HA HATMYHE
paguoakTUBHOCTHU. OKazanock, 4To OaKTEpWH, 3apaXeHHbIe (aramm,
BBIDOCUIMMY Ha S, He colepXaiu pafvoaKTUBHON METKM, B TO Bpe-
M$ KakK GaKTepuH, 3apaxeHHble daramu, pasMHOXUBLIMMWCS Ha °P,
OBLIM pagVOaKTUBHBIMU. [1oydeHHbIE pe3yapTaThl [T03BOJIMIN aBTOPaM
CHeNaTh JBa NMPHWHIMITHATIBHBIX BLIBOIA: 1) B GaxTepMaNbHYIO KJIETKY
npoHuKaeT Ttoneko (aropasg JTHK, xotopasi, pasMHOXasch B KIETKE
E. coli, naet Hayano MHOIrOYMCACHHOMY MOTOMCTRBY; 2) HACIENCTBEH-
HbIM MaTepyaioM srnsaetes [IHK, xoTopas orpengseT He TOMBKO CTPYK-
Typy ¥ cBolicTBa JIHK moToMcTBa, HO M CBOMCTBa ParoBBIX OeJIKOB.

B 1953 r. Ixx. YorcoH n @. KpuK Ha 0OCHOBaHUM pe3yIETATOB PEHTrE -
HOCTPYKTYPHOTO aHa/IN3a U OMOXUMHYECKNX JAaHHLIX MTPEUTOXIIN TPOo-
CTPAaHCTBEHHYIO Moaeab cTpyKTyphl JJHK, 00BsicHAI01IIYIO Bee ee cBOi-
ctBa. CormacHo npeuioxeHHoH Monesnin Motekyna JIHK coctouT us mByx
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KOMIUTEMEHTAPHBIX (cOoTBeTCTBYIONIMX) HITeit. M. Mesenbcon u @, Ctanb
JIOKA3ATU NOAYKOHCEPBAaMUGHbili MEXaHH3M peIUMKaIu (yapoeHus) JJTHK.

BriicHeHHe CTPYKTYpHl M QYHKUMH HYKIEMHOBBIX KHCIOT MO3BO-
JIWJTO IIOHATh, KAKUM 00pa30M XHBEIE OPraHU3MBl BOCITPOH3BOAAT cebs
Y KaK OCYIIECTBJISIOTCA KOMMPOBaHUE MreHETHUECKON WH(pOpMallHH, e
XpaHeHHE M peanus3auns, HeoOXOXMMEBIE U MPOTEKAHMs BCEX XM3-
HEHHEIX TPOLIECCOR.

K HacrosiieMy BpeMEHH CyILLIECTBEHHBIM 06pa3zoM oboraieHbl 3Ha-
HHUs o cTpykType B dyukuud JHK, sHayuTelBbHO paculIiMpeHbl BO3-
MOXHOCTU I McCaeaoBaHMil. brllo obrapyxeHo, uro JITHK moxer
MTOBPEXIATECI U MOXeT BOCCTaHABJIMBATLCS, YTO MomeKyasl JTHK Mo-
TYT oGMeHHBATECS JPYT C OPYIOM YacTIMHM, 3aKpyYHBAaThCA U Packpy-
yuBaThcd. Beo mokaszaHo, yro JJTHK coayxur Marpuueil s CHHTe3a
PHK, a raxcke cama critocobHa CHHTE3HPOBAThEC B Mpoliecce 00paTHOM
tpaHckpunumu ¢ PHK. THK GyHKUMOHUPYET HE TONBKO B SIApPE, HO U
B MUTOXOHApHAX. B Hacrosiiiee BpeMd HcceIoBaTeli CrIOCOOHBI oTipe-
IENSATE MOCASHOBATENLHOCTE HYKJIeMHOBRIX ocHOBanu# B JIHK u ocy-
1LIECTRIATE €€ CHHTES.

IvV.2. XUMHWYECKOE CTPOEHHUE HYKJEMHOBBIX
KHUCIOT

HywienHoBas KuciaoTa npefcTaBisieT coboil THraHTCKYIO0 NoMTHMep-
HYI0 MOJEKYNy, TOCTPOSHHYIO U3 MHOTOUMCIIEHHBIX ITOBTOPSIOIIMXCS
MOHOMEPHBIX 3BEHBEB, HAa3BIBaEMHEIX HYKJIeoTHaaMu. Hykneotun co-
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Puc. IV.2, CrpoeHye 1 COCTaBHbIE YACTH HYKJICOTHIA




CTOMT M3 A30MUCMO20 OCHOBAHUSA, caxapa u ocmamxa gocghoproli Kuc-
aomut (puc. 1V.2).

A30THCTHIE OCHOBAHMA ITPEACTABISIOT cO00 IIPOU3BOXHEIE OJHOTO
H3 OBYX KJIaCCOB COCIMHEHHN — IYPHMHOBOTO WIH THPHMWAMHOBOIO
psina (puc. IV.3). B HyKJIeMHOBEIX KMC10TaX NPUCYTCTBYIOT XBA [TPOU3- '
BOIHBIX NypHHa — adenun (oBo3Havaembiit A) U eyanun (I') u Tpu
TIPOM3BONHEIX TIUpUMUANHA — yumosur (11), mumun (T) 1 ypayua (Y).
B cocras IHK BXomsiT aieHUH, TYaHWH, UUTO3WH U THMHH. B cTpykType
PHK TMMHH 3aMEHEH APYTUM I[THPUMMIMHOM — YpaiuiioM.

Caxap, Bxomguuii B cocTaB HYKJICOTHIA, CONCPXHT MATh YIJIe-
POINHBIX ATOMOB, T.€. TIPEACTABISET coGOl IMEHTO3y, KOTOpass MOXET
MIPHUCYTCTBOBAaTh B OXHON M3 ABYX ¢opMm: pabO3bl U He30KCHPAOO3bI
(puc. IV.4). Paznnuue Mexiay HAMKH COCTOHT B TOM, 4TO aTOM BOIOpOIA

H H
_C n C
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Puc 1V 3 CrpocHue ocHOBaHMI:

A — OpoM3BOAHEIE MYypUHA; 5 — ITPOM3-
BOAHbBIE MUPUMHANHA b
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[ Puc. IV.4. CrpoeHue pu603El ¥ IE30KCHPHO03BL

i [IPM BTOPOM aTOME yIIepona Je-
B 30KcHpHOO03bl B pub03e 3aMellIcH
_ TMIpPOKCHITbHOM rpyrmioil (—OH).

{ Caxap npucoeIMHAETCS K OJHO-
MY M3 OCHOBAaHM C NIOMOIIbIO
TJIMKO3UTHOU CBSI3H, COSIUHSIIO-
nuici 1-# yraeponHulif aToM TIEH-
TO3BI C 1-M aroMoM a3ora mpo-
§ V3BOIHBIX MMPUMMIMHA WM C 9-
B M aroMOM a3oTa HPOM3BOIHBIX
@ nypuHa. B 3aBucuMoctH oT (op-
§ Mbl MCHTO3bl Pa3AMYyarT ABa
g TVIa HYKICHMHOBBIX KHMCIOT —
& 1e30KCHPHOOHYKJIEMHOBYIO KHCJIO-

§’-KoHe1

¢ Ty (JJHK) u pnbonyknenHoByo
; ‘4, kucaory (PHK).
B HyxneuHOBbIE KUCTOTHI SBJISI-
I 10TCA KMCTOTaMU TIOTOMY, UTO B _
B v MOJEKyITy BXOIUT OCTATOK (Hoc-
§.  dopHoii kuciotel (—HPO,). B pe-
[ 3ynbTaTe B3aMMONCHCTBMS MoJTe-
% Kyabl pochopHoil KMCTOTEL ¢ 3'-
.‘ ’ THMIPOKCHIBHOM TPYIIION Mpe- 0 H s OH
¥ ILECTBYIOLIETO HYKIEOTHIA U 5~ |
TUAPOKCHIBHOM Irpymmoi nocie-
| myroero obpasyercd ocHOBHas
HEeNb HYKJICHHOBOH KHCIOTBI Puc. IV.5. Cxema ¢popMUpOBaHHMS OCTO-
(docdar — caxap— dpocdar — ca- B2 HYKJIEHHOBOM KUCIOTHI

3’-xoHen
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Xap M T.1.), K KOTOPO# NPHUCOCOUHSIOTCS pa3Hble a30THCThIE OCHOBA-~
HusA (puc. IV.5). ITopsnok ciaenoBaHns OCHOBAHHM BIOIb II€TIH HOCHT
Ha3BaHWE MepBAYHOM CTPYKTYPHl HyKJIenHoBOI KucinoTel. [locinenosa-
TeJIBHOCTh OCHOBAHUWI OTIpeNesIsercs B HanlpaBaeHHH oT 3’'- K 3'-yrie-
POIHOMY aTOMY TICHTO3HL.

IV.2.1. Crpoenne THK

IIpocrpaHcTBeHHas KoHburypauus monekyn JHK 6vUia ycraHOB-
JieHa B 1953 1. D10 OTKPEITHE OBUIO YIOCTOCHO BHICHICH HayyHOMH Ha-
rpagel — HobBeneBckoil mpeMuH.

CornracHo Monmend, npeanoxennoil JIx. Yorconom u @. KprkoM,
Monexyna JJTHK npencrabisier coboii nBe napanieabHbie HEPa3BeTBICH-
Hble TOTMHYKJIEOTUIHEIE TIETTH, 3aKpYYCHHBIE BOKPYT OBIIECH OCH B IBOM -

HYIO0 IPaBOCTOPOHHIOIO CITHpaib.

Ocb CHMMETPHH JuaMeTp 1BOMHON CIUPATH paBeH
! 20 HM c 1WwaroM okoio 3,4 HM, Ha
||3’—K0Heu Kak bl BUTOK npuxomutcs 10 map

5'-KoHe1

HYKJIEOTHIOB, [TOCKONBKY PacCTO-
STHHe MEXIY COCETHUMH MapaMu
cocrapnser 0,34 HM (puc. IV.6).
HampasiaeHne ueneil B3anMHO
npotuBononoxHo. Ha 5'-xoHie
nermrun JIHK Bcernma pacnonoxeH
cBobonHbIH (ocdar y Y-atoMa yr-
OcHoBanus  nepona; Ha TIPOTUBOTIOIOXKHOM 3'-
NepreHanKy-

joprb oo KOHIE — cBobomHass OH-rpynma
cummerpun Y 3’ -aroma yriepona CaxapHo-
docdaTHBI OCTOB pacriojlaraercst
o repudeprun CITMpaIH, a aso-
THCTBIE OCHOBAHHS HaxonsTCs
BHYTpH ee. MeXny OCHOBaHHSIMU
06pasyrTcs crieUupUYecKre BO-
JoponHele ¢Bs3H (puc. IV.7).

B 50-e rons! 6bIT0 ycTaHOBME -
Ho, uto B JIHK, BRUIeTeHHOM M3
KJIETOK Pa3IMIHEIX OpPraHM3MOB,
MOJISIPHAsT CyMMa ITyPHHOBBIX OC-
HOBaHWH (afeHWH + TyaHWH) BCe-
Tja paBHa CyMMe MTAPHMUAHUHOBEIX
(rto3uH + TMKH). ComepXaHHe
3'-Konen aficHMHA PaBHO COAEPXAHUWIO TH-

' MHHa, a COlepKaHWe ryaHHHa —
Puc. IV.6. CxeMa cTpOeHHMSI MOIeKy1bl  KOMTMYECTBY IIMTO3MHA (TIpaBHIIO
IHK 8. Hapradida).

He3okcnpubo3o-
tdocdarubiit
OCTOB

5'-KoHelt
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i YINeBogHEIE OCTaTKK

Ocratkn pochopHOt KMCIOTHI

k A3OTHCTble OCHOBAHHS

E Puc. IV.7. KoMrmemenrapHocTs teneit B Monekyne JHK

Puc. IV.8. Cnapuanue ageHuHa ¢ TAMMHOM U I'YAaHWHA C LMUTO3UHOM
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BomoponHele CBSI3M BOZHMKAIOT MEXIY ITYPUHOBBIM OCHOBAHMEM OJi-
HOM HEMH ¥ MHPUMUEHUHOBLIM OCHOBAHHEM JIPYTOif e B Pe3y/IbTaTe
H30MPaTeNbHOTO CTIAPUBAHMS OCHOBAHWM. AIEHHMH BCeTna oOpa3yeT BO-
JopomHbie CBsi3HM ¢ THMuHOM (A-T), a ryanuH c¢ murosmHom (I'-II).
IIpaBuno o6paszoBanus asyauTeBoit cTpykrypsl JJHK (A-T, I'-I1) Ha-
3EIBAETCS TTPABUIIOM KOMIJIEMEHTAPHOCTH. (J1aT. complementum — JO-
nionHeHue). OGpazoBaHUe BOOOPOOHBIX CBI3€H MeXIy KOMIUIEMEHTAP-
HBIMH TIapaM# OOYCJIOBJIEHO MX MPOCTPAaHCTBEHHBIM COOTBETCTBHEM
(puc. IV.8). 310 1IpHBOOMT K TOMY, YTO HYKJICOTHAHBIE ITOCIIEKOBATEb-
HOCTH ABYX aHTHnapaienbHeix itereit JHK Bcerma crporo xoMimeMeH-
TapHB! APYr K IOPYry, a MMOPSHOK HepeNOBaHUA HYKICOTHAOB B OGEHX
nersax JIHK okaspiaeTcs B3auMoo6ycnoBlIeHHEIM. MMeHHO KOMIUTEMEH -
TapHOCTBIO ONpeaessieTcsl TOYHOe BOCTIPOM3BEIEHUE MOCHIeNOBATENb~
HOCTH OCHOBaHUH TIpU KONMHUPOBAHWU (peTUiMKaruu) moiexya JIHK.

BonoponHble CBA3K MeXIy ITapaMH KOMIUIEMEHTapHbIX HYKIIEOTH-
IoB (mBe mist raps!l A-T u tpu ms niaps! I'-11) oTHOCHTENBHO HETIPOY-
Hble. [ToaToMy KOMIUIeMeHTapHbBle HUTH MoJeKynbl [IHK moryr pasne- K
JATbCA M COCIMHSITBCS BHOBb ITPM M3MEHEHHH HEKOTOPHRIX YCIIOBHIH
(HanmpuMep, M3MEHEHUM TEMIIEPATYphl MU KOHICHTPALUKM COJeil).
Pasnenenue pByxuenoveuHoit JJHK naseiaeTcs neHaTypammedi, a o6- ‘
PaTHBIH TIpoliecc — 06pa3oBaHue ABYXIIETIOYeUHOR crpykTypsl JJTHK —
ruOpuam3annei. OyeBUIHO, YTO B PEAKIIMIO THOPUAN3AIIMY MOTYT BCTY~
TIaTh TOJIBKO KOMIUIEMEHTApHEIE APYT OPYTY HYKJICOTHIHBIE TIOCEHO-
BaTENBHOCTH OTHOIIETIOYEYHBIX MONEKYII.

ens, cogepxamas nHGOpPMAIHMIO O CTPOeHUH GeJika (B HaTpaBlie-
HUM 5'— 3’), Ha3bIBAE€TCSl CMBICJIOBO# 1IETIBIO, 4 KOMIUIEMEHTApHAS —
ARTHCMBICIOBOH. AHTHCMBICIIOBAS IETIb UMEET OONBIIOE 3HAYECHHE TIPH
cTabuIM3alMy CTPYKTYpHI aBoiHoM crimpann [JTHK u yyacTsyer B mipo-
leccax penauxkauuu W periapardy (BOCCTAHOBIEHHUS) TIOBPEXKIEHHBIX
yuactkoB JTHK. Monexkynsl JIHK gBASIIOTCS THTAHTCKMMM TTOJIMMEPa-
MH. EnpHUIIAMU “3MepeHus] JUTHHB MOJIEKYJIbI IIPMHSITHL: TIAPhI HYKIE-
OTHAOB (T1.H.), THICAYM TI@P HYKICOTHIOB — KII06a3u (KO), MUIUIH-
OHBI TIap OCHOBAaHUI — MeraGasnl (MO).

Y yenoBeKa rarioMOHBINA HabGop cogepkuT 3,2 - 10° map HYKIeOTH-
IoB, WK 3,2 Mmwuimapaa map ocHoaHui. IMourn Bes JTHK ximerku
CONEPXMTCS B siApe B BHIE 46 TDIOTHO YIAKOBAHHBIX, CYIIEPCKPYYEH-
HBIX 33 CUET B3aMMONEHCTBHHI C SmEPHBIMM OellKaMu, CTPYKTYpax —
xpoMocoMax. CpaBHuTeaRHO HeGonplias yacth JJTHK (okomo 5 %) no-
KaJIM30BaHA B MUTOXOHIPHSIX. i

IV.2.2. Crpoenne n ¢pynknuu PHK

Monekynst PHK B ormuuume or JJHK siBnsitorcss oMHOHMTEBBIMH
crpykrypamu. Cxema noctpoenuss PHK ananornuna JJHK: ocHoBy 06-
pasyeT caxapHo-(hocdaTHBII OCTOB, K KOTOPOMY NPUCOEAUHSIOTCS 430~
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PubocoMansHbie TpancnopTHEIE PHK-rtpaHck- SloepHele
4 (pPHK) (tPHK) puntsl (MPHK) (raPHK)
80 % 15 % 5% < 1%

A Puc. IV.9. CootHomeHue sunos PHK B xnetke

THCTBIE OCHOBaHMsI. Pazmuupsi XAMHUYECKOTO CTPOEHUSI, KaK ObIIO CKa-
l ‘x 3aHO BBIlIe, 3AKTIOYAIOTCS B CIEAYIOLLIEM: He30KCHpHD03a, TIPUCYT-

). creyioitas B JIHK, 3ameHeHa Ha monekyny pu6o3bl, a THMMH TIpex-

¥ craBjieH JIPYr¥MM NMPUMHINHOM — YPaLMJIOM.
g Monexynst PHK B 3aBHCHMOCTH OT BBIMTOMHSIEMbBIX GYHKIMHA [TO-
i+ pa3megioTcs Ha TPU OCHOBHBIX BHMAA: WH(MOPMAITMOHHbBIE, MM MaT-
¥ puunbie (MPHK), tpancrioprable (TPHK) n pu6ocomanshbie (pPHK).
& B axpe xierok saykapuor copepxurcs PHK yerseproro Buma — retepo-
AR reHHas gpepHas PHK (rsPHK), kotopass siBaseTcss TOUHONW Kommei
i coorBercrBytowei JJHK (puc. 1V.9).

Oyukuuy, seimonnseMsie PHK, cocrost B cnegyromem: MPHK

E niepeHocat mHpopmauumio o crpykrype 6enka or JJHK k puGocomanwm,
T.€. ABJISAIOTCS MaTpHeH s cuHTe3a Geka; TPHK mepeHocsT aMuHO-
M KVCJIOTH K pubocoMaM, crieuHYHOCTL TAKOTO IepeHoca obecneyu-
i BacTcs TeM, yto nmeercs 20 tunos TPHK, coorsercTBytoumx 20 amu-
HokucaoraMm; pPHK obpasyior B KoMIDIeKce ¢ GeTKaMu pUGoCcoMy, B
£ KOoTOopoi npoucxoauT cuHTe3 6eika; raPHK sBasieTcs TOYHBIM TpaHC-
; B xpurrroM THK, xotopas, 1mmomBeprasich CIenUPUYSCKAM H3MEHEHH-
¥ M, mpeBpaiaercs (codpenaer) B 3penyio MPHK.
B Monekynet PHK 3Hauurensuo MeHbuie mosnekyn JJHK. Camoii ko-
potkoit aeiasietcss TPHK, cocTosas u3 75 HyKJI€OTHIOB.

1 Iv.3. COXPAHEHHE HH®OPMAIINNA
3 OT NMOKOJEHHUA K INOKOJEHHIO

TIpu pa3sMHOXKEHMU 3UroTa, o6pa3oBaBUIasACsd B PE3YIbTaTe CIIHSI-
HHUSI TAMET, JAET HAaYaao MIDUTMOHAM Y MUJITHApAAaM KIIeTOK Tena. Kax-
nas mcxogHast moiekyna JJHK maer Havamo MBYM HOBBIM MOJIEKyJIaM
HOHK, ¢ coxpaHeHneM B HEM3MEHHOM BUAE BCceX 0COOGEHHOCTEH McC-
t  xopHoM Monekyanl. ITponece ynsoenus JJHK, npouncxonsinuit Bo Bpe-
Ml cHHTeTHYecKOM (S) craguy wHTepdassl, HOCHT Ha3BaHHE perniH-
Kauuu. Bo BpeMd peruMkanuy MHGOpMalug, 3aKoIMpoBaHHAs B TIOC-
i JICHOBATEIBHOCTH HYKIJICMHOBBIX OCHOBAHMII MOJIEKYJIB POTHUTETBCKOI
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JHK, nepenaercs ¢ MakcCUMaILEHO TouHOCTHIO TouepHrM JTHK. Brpart-
1Ie PACCMOTPHM CXEMY DETUTUKAITUH.

B 1956 r. A. KopuOepr BeImeIua GepMeHT, KOTOPHIH OBl cTioco0eH
CBSI3BIBATE CBOOOIHBIE HYKJICOTHARI IPYT C IPYTroM, M Al eMy Ha3Ba-
Hue JHK-nomumepasa. B mocnenyionine rogsl 6bUIM 0OHAPYKEHBI U
JIpyrye BUABI TIOJIUMMEPA3, TaKXKe crocoOHBIX yIMHATE e JHK B
HaTIpaBJieHUH 5 — 3’, TToceoBaTe1bHO MPHOABIISIS IO OTHOMY HYKIIE-
otuny K 3'-OH-konny nenu. JJHK-1mroninMepasa MoXeT CTpOUTE JIUUIE
omHy metp Monexkyasl JHK. O6onapyxenune JJHK-mommMmepassl crano
TIEPBBIM TIPAKTUYECKUM LIATOM aHATH3a GHOXUMHUYECKMX MEXaHU3MOB
PETUIMKAIIHH.

Crroco6 peTuUTMKATIMH, XapaKTepHEIH 7151 BCEX 3YKapHOT, B TOM UUCIe
Y YeJIOBeKa, M3BeCTeH MO Ha3BaHMEM MOJYKOHCEPBATHBHOM pPerLinKa-
muu (puc. IV.1Q). B Hayane iporiecca peruiuKaiikui ocoGuIid hepMeHT —
XeJInKasa (or rped. helix — crmipanb) — paciuieTaer poaurteasckyio JJHK
Ha JIBE HUTH, KAXAasl M3 KOTOPHIX CIVKUT MATPHUIIEH, OTIpeaesIIoIei
MOCJIeI0BATEIRHOCTE HOBOM, KoMIutemenTapHoii e JIHK. TTpu nmony-
KOHCEPBATUBHON DPETUTMKALIMM TOYEePHHUE KJIETKH TIEPBOTO TTOKOIEHMS
MOJIYYAIOT TOJIBKO omuy u3 HuTel JHK pomurensckoi xkinetku. Bropas
HMUTE CUHTE3HPYETCSl 3aHOBO, TIPM 3TOM OHAa KOMIUIEMEHTapHa POIM-
TesIbCKOM ermm. [Ipouecc ioBTopsieTcs Tipy 00Pa30BAHUM AOYEPHHUX Kile-
TOK BTOPOTO TIOKOJIeHMsI. TakuM 00pa3oM, TOJBKO BEe M3 YETHIpEX JIO-
YepPHUX KACTOK BTOPOTO MOKOJIEHHS COAEpXKAT IO OJHOHN LIETIM HCXOM-
Hoil pogureanckoit JTHK.

TTockonsxky JHK-TroMMepasa kaTaau3upyeT pelUiMKao TONBKO B
ONHOM HarpasaeHnH (35— 3), HeNmpepEIBHO JOCTpanBaeTCs TONBKO OMHA

Poourensckas
MoJIEKyia

ITepBas renepauus
(DoYepHHUE MOJIEKYJIBI)

Bropas renepanus
(BHY4aThEIE MOJIEKYITEI)

Puc. IV.10. CxeMa monykoHcepBatuBHO# perukarmu JJTHK




HoBas uens Mosiekynsl JIHK (cMbicnioBast). Bropasi ens (aHTHCMBICTIO-
Bast) cuHTe3upyercsa apyroil JHK-noaumepasoit, apikymetics B 00-
paTHOM HAallpaBICHUM, B BUIe KopoTKMX ydactkoB HHK. 3ateM st
dparmenTs THK cBg3biBaroTcst B emuHyio uenb ¢pepmerntoM JHK -~
ra3om.

Takum o6pazoM, perwmkaums JHK oGecrneunBaer BhicoYaiiinyto
TOUHOCTE BOCTIPOM3BEHACHUS TeHETHUECKOH MHPOPMAIMY, 3aKTI0YeH-
HOIl B mocniegoBaTeIbHOCTH ocHopaHuit [JIHK u Tem caMbIM peanmusyer
ocHoBHble ByHxkmu JHK — coxpaHeHHe reHeTMueckoil MHMOpMa-
UK 1 TOUYHOE €€ BOCTIPOM3BEAEHHE B DAY MOKOJEHHMIA.

Cpa3y nociie oTKpBITHS CTpyKTYphl gBoitHo# cnmpani AHK crano
OYeBMOHO, YTO caMa MoJexynaa JJHK He MoXeT ciyXHTh Marpuuei
IJI CUHTe3a 6enfka. DTOT BEIBOJ JIOTMYHO BHITEKAT U3 TOTO, YTO ITOYTH
Bcss AHK nHaxomuTcss B XpoMocoMax, PaciioNOXEHHBIX B sIpe, B TO
BpeMS KaK CHHTE3 OeJlka OCYIUECTRISIETCS B HMTOMNa3Me KIeTKH. Ta-
KUM 06pa3oM, reHeTruyeckas nHdopManmsl, 3aiudpoBaHHas B CTPYK-
type AHK, momxHa mepegaBaThcd MHOIM MOJIEKYIIE, CIIOCOOHO TpaHC-
TIOPTUPOBATHCS B [IUTOILIA3My U yY4aCTBOBATL B CHHTe3e Genka. Takoit
Mojiexyaoil okasanace MPHK, a nmponecc obpazosanms MPHK nomy-
YUJT HA3BAHUE TPAHCKPUIII[MH.

TpaHcKpUNuuaA — 3TO Mpolece MepeHoCca TeHeTHMeCKoi nHpopMa-
1mu ot IHK k¥ PHK. Bce Bunst PHK (MPHK, TPHK, pPHK 1 rsPHK)
CHHTE3MPYIOTCS B COOTBETCTBUM C IOCHEIOBATENBHOCTBIO HYKJICOTH-
noB B Mosekyie JJHK, cryxaneit mig Hux Matpuneii. TIporece TpaHe-
KPHMITIMH ocyiuecTBiasteTcs pu yuactnu tpex JHK-zasncumeix PHK -
nionmuMepas. [lonmuMepasa | HaXomuTces B IAPBINIKAX, IIe KaTATU3HPYET
cuHrTe3 pPHK. TMomimepassl 11 u I11 HaxomsTcs B KapuoIUla3Me, Tie
nonuMepasa 11 KoHTpoaupyer cunTe3 nepBUYHOTO Tpanckpunta MPHK,
a monuMepasa IIT yuactByet B cuurese TPHK.

IMponecc TPaHCKPHUITLUM OCYIIECTBISIETCS CIACAVIOIMM 00pasoM.
PHK-nonmuMepasa, npukperuisigch K Havany yyactka JJHK, pacroiera-
€T IBOUMHYIO crpaih. [lepeMelliasch BROIb OQHOM M3 HUTEIH, OHa 1oC-
JlemoBaTEIBHO BBICTpanBaeT KoMIUieMeHTapHyo HuTh PHK. Tlo Mepe
nepensikeHuss PHK-nmonuMepassl pacryitass umts PHK otxomur ot
Matpuipl AHK, n nroiiras crmpans JHK no3amu depMeHTa Bocera-
HaenuBaeTcd. Korma PHK-monmmMepasa mocturaer cnenmpuyeckoro
yuacrka JIHK, HazpiBaeMoro tepMuHaUMOHHBIM, pocT tienu PHK mpe-
Kpamaercs, W Ipoucxomut otaeneHue ee ot JHK. Cunresupopannas
Huth PHK comepxur UHOOPMANHMIO, TOYHO MMEPETTUCAHHYIO C COOT-
BeTcTBYHOmero ydacrka JHK.

Tporecc TPaHCKPUIIIIMY, KaK ¥ PEIUTHKALIMM, OCYIIECTRISIETCS IIPH
CTporoM cobIIONeHUH TIPABIWIA KOMIUIEMEHTAPHOCTH C OMHUM HU3Me-
HEHUEM: HanmpoTUB ameHMHA Monekyasl HHK mpu TpaHcKpuium B
Monexyry PHK BctpanBaetcs ypauun (puc. 1V.11).

Ilocne Toro Xak 3aKaH4MBaeTCs TpaHCKpWuws, Bce BUan PHK
TIPETEPIIEBAIOT OTIPENEIeHHBIE U3MEHEHHMS, B PE3YIBTATe KOTOPBIX OHU

3 Acauon 65




3 TTTATLUTITTAATT 3
5 —TATHAATT— §
PHK —AVITYVAA—

Puc. IV.11. Peanuzauus npapuna KOMIUIEMEHTaApHOCTH MTpYU MATPUYHOM
cuntese PHK

TIPHOOPETAIOT BO3MOXHOCTE BLIMOJHATE CIIEIUMHUECKUe I KaXIou
u3 Hux dyakuun. ogo6Hoe cospeBanne PHK Hocut HassaHue mpo-
LIECCHHTA.

Marpuanas, win uadopmaunonnas, PHK (MPHK). Ha gomo MPHK
npuxomurcst mpuMepHo 3— 5 % Bceit comepxauieifca B kietke PHK.
Monexynu MPHK o6pasyroTcs 13 6OIBUINX MOJEKYI-TTPeIIIECTBEH -
HukoB — raPHK. MaMmenenus raPHK ceg3adnl ¢ Mogudukanmei mo
5’- u 3’-KoHUaM ¥ cnaaiicuneom. UaMeHenne 5’'-KOHIIA IIPUBOIUT K 06-
PA30BAHMIO CHELMDUIECKO ITOCAENOBATEIHOCTH, Ha3EIBAEMOM KIII-
cTpyKTypoii. M3MeHeHHe 3'-KOHa 3aKJII09aeTCH B IPHCOCTUHEHUH K
HeMy 120 —150 ocraTkoB ameHuHa (poly A). CiiaiicHBr — 3T0 NpolLiecce
yraneHust yyactkoB Monekyiasl PHK, cooTsercrByronmx unmponnbim
nocaedosamensrocmam JJHK.

3pemast MPHK BbIXOmHT B LIUTOIUIA3MY M CTAHOBUTCSH MATPHIICH TSI
CHHTe3a OejiKa, T.e. MEPeHOCUT MHMOPMALMIO O CTPYKTYpe Genka or
JHK x pu6ocoMaM.

Pu6ocomansHast PHK (pPHK) cocrapisier Gonee 80% Beett PHK
Kierky. OHa KOOUpyeTcs TeHAMU, PAcIONOXEHHLIMH B TaK Ha3blIBa-
€MbIX SAPHIIKOBRIX OPraHM3aTOPaX HEKOTOPEIX AKPOIIEHTPHYECKUX XPO-
MOCOM.

IocnenoBarensHOCT: HykKIeoTHaoB B pPHK cxomHa y Bcex opra-
Hu3MoB. Best pPHK HaxonuTes B 1iMTomiasMe, rue oHa o6pasyer CIox-
HBI KOMIUIEKC ¢ OenkaMu, dopmupysd pubocomy. Ha puGocomax UH-
dopmanms, 3anmmdpopanHas B ctpyktype MPHK, nmepeBomurest (mparic-
Aupyemcest) B AMUHOKHUCIIOTHYIO TTOCIIEA0BATEIbHOCTS, T. €. IIPOMCXOIUT
CUHTE3 OeKa.

Ha gomio tpaucnoprasix PHK (tTPHK) npuxomurcs npuMepno 15 %
Beeit kierouHoit PHK. TTockonsky GOMBIIMHCTBO AMUHOKHUCIIOT KON~
PYIOTCS HECKOJIBKMMU TPUILTETAMH, Yncio pasnnuHslx TPHK sHayn-
TeNBHO GOJIBIIe Yrcaa aMUHOKMCIOT (Gonsire 20). Bee monexymsl TPHK
UMEIOT CXOMHYIO CTPYKTYPY, HAIIOMHHAIOIIYIO KJIEBEPHBIN JTHCT (PHC.
IV.12). Ha 5-xoHue MOJeKyIsl BCerna HaxOmuUTcs I'yaHWH, a Ha 3'-
KoHIe — nocnenorarensHocTs LIA; TPHK y3HaeT cooTBeTCTBYIOMMIA
komoH B MPHK u mepeHocHT HYXHYI0 aMUHOKHMCIOTY B pacTyllei
MOMHIIENTUAHON nenu. Y3HaBaHue xomoHa MPHK ocyiuecTastercs ¢
TIOMOILBI0 AHTHKOAOHA TpaHcnopTHol PHK — criermdiuHoit mis Kax-
I0M aMMHOKHMCJIOTH! MOCJIEAOBATENEHOCTH TpeX ocHoBaHMit TPHK, kom-
TUIEMEHTapHbIX JaHHOMY KonoHy MPHK. AMunokuciora mpucoenuss-
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3'-xkoneu | Mecro
CCA {— npucoeanneHus
AMUHOKHCJIOTH

5'-KoHel

5'-KoHell

’
Mapst AKLENTOPHEIH 3'-xoHen
KOMIIEMeHTapHEIX KOHe1[
OCHOBAaHMI

AHTHKOIOH

AHTHKOAOH

Puc. IV.12. Crpoenne tTpancnoptHoii PHK

ercd K 3-xouny TPHK ¢ momorisio depmenra amuHoarmn-TPHK-
CHHTETA3EL

Takum ob6pazom, TPHK urparor cBs3ylolnyio poanr Mexay MPHK u
Benkom.

IV.4. TPAHCIIAIIUA

TpaHcasims («IepeBom») — 3TO MPOIEce peaau3anuu MHpopMa-
IIUH, 3aKomvpoBaHHOM B cTpykTtype MPHK, B mocnegoBare 1pHOCTE
aMHHOKHCTIOTHBIX OCTAaTKOB Oenka. I[leHTpansHOe MECTO B TPAHCIA-
MU IPUHALIEKUT pHOocoMaM, B GOIBIIOM KOTWIECTBE IPUCYTCTBY-
I0INWM B [MTOIUIa3Me KieToK. PyHKIA pHGOCOMEBI COCTOUT B TOM,
yroOBl yaepXaro B HyxXHoM nonoxeHmn MPHK, TPHK u Genxosele
takTopH 10 TEX MOP, NMOKa He o0pasyercs nenmuodnaa (OeNKoBast) CBA3b
MEeXIy COCeTHHMM aMWHOKHCIOTaMu. PubGocoMa o6pasoBaHa mByMA

- CyOBeqMHIIAMY — GOJIBIIOH W MaJoif, COCTOSIMMU U3 pUOOCOMAIb-

Hoit PHK (pPHK) u 6e1x0B. AMHHOKMCIIOTH, HAXOASINUECA B [IUTOII-
JIa3Me, JOCTABIIIOTCS B pMOOCOMBI ITOCPEACTBOM TpaHcropTuex PHK.-
(tPHK); MPHK copepxar TpaHcKpuOHUpOBaHHYIO ¢ COOTBETCTBYIO-
IHUX TEHOB WHMOPMALHIO O TOM, KaKHe GesIKH JOIKHEI ORTh CUHTE-
3MpOBaHEl B pMOOCOMaX, U CIYXAT MATPUIIAMU, OIpEeACIAIOIUMY, B
KaKo¥ MoCeJoBaTeIbHOCTH AMMHOKHCIIOTH, nocraBieHHbe TPHK B
puOOCOMBI, BKIIOYAIOTCSA B PACTYILYIO NMOJMNENTHIHYIO 1enb 6eka. B
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cnenyiomuii komoH. Monekyna TPHK, ocBoGoIHBIINCE OT AMHHOKHC-
JIOTHI, YK€ BKIIOYEHHOH B MOJIHMENTHIHYIO e, ITOKUIAET puboco-
My K BO3BpAalIllaeTcsd B IIMTOTIa3My, YTOOBI BHOBb 0Gpa3oBaTh KOMII-
JIeKC ¢ aMHHOKUCIOoTOMH. CriHTe3 6e7KOBOM Leny IPOTOIKAeTCs JO TEX
Iop, TOKa MPOIECC He TOXOMUT MO OIHOTO U3 CMOH-KodoHog. YAA,
VAT umn YTA. Tlpouiecc TpaHCHALUM 3aBepUIAETCS, MOJIHIIETHIHAS
LiENb MOKHIAeT puGOCOMY, TPAHCTIOPTUPYETCS K CIIeLin(UIeCKM opra-
HeJUlaM KIETKH, rae Momudunupyercs B GYHKIIMOHAIBHO AKTHBHBII
OETIoK.

IV.5. TEHETUYECKUN KO

IIx. Yorcon u @. Kpuk onpenemmny, YTo TeHeTUYeCKas MH(opMa-
LIMS 3aKJII0UEHA B MTOCIIE IOBATEIBHOCTH HYKIIEMHOBBX OCHOBAHUIL CTPYK-
typel JIHK. Tlocme TOro kak GhUIO yCTAaHOBJIEHO, UTO CHHTE3 GesKa
MPOMCXOAXUT B TIMTOIJIa3Me, CTAJI0 OYEBUIHBIM, YTO JIOJDKEH CYHIE-
CTBOBATh TOYHBIM MeXaHHU3M rrepeHoca nHbopMaunu oT IHK, maxo-
JdIneics B gaape, K 6enky.

3aBHCHMOCTb MEXAy TociefoBaTenbHOCTRI0 ocHoBaHuit JHK u
TTOCNIEIOBATEIbHOCTE) aMUHOKMCIOTHBLIX OCTATKOB B O€JIKe TIOMy4YHiIa
Ha3BaHNE FeHeTHYEeCKOro Koua.

Ecau Ob1 KaXablid OTACABHBIM U3 HYKJICOTUIOB KOTHUPOBAN ONHY
AMUHOKHCJIOTY, TO O€JIOK MOT BKJIIOUATh TOJIBKO YeThIpe aMHHOKHCIIO-
TH. Eciiu Kaxaass aMMHOKHUCIIOTA KOTUPOBAIach Gbl TOJIBKO IBYMSI OC-
HOBAHUSIMH, TO 3TO [TO3BOIIMIIO OB 3aK0UpoBarh 16 amurokucaor. On-
HAaKO JIMIIb KO, COCTOSIIHUI U3 TpeX OCHOBAHMIA, MOXET 06eCneyuThb
BKJIIOYEHNE B 6EJIOK BCEeX U3BECTHRIX AMIHOKHCAOT. [Tomo6HbIi Ko co-
IEPXKUT 64 pasIUUHBIX COYETAHUS U3 TPEX HYKIEOTUHOB. JloKa3aTelb-
CTBA TPMIUIETHOCTH T€HETUYECKOTO KOHa OBUIM BMEPBEIE IOJTYYEHBI
®. Kpukom B 3kcnepumeHTax ¢ ¢daroM T4.

B koHIIe IATUIECATRIX TOOOB nBa yueHbX, M. Hupenubepr u I'. Mart-
Te€U, MCKYCCTBEHHO Moiy4dwid (cuHTe3upoBanu) PHK, cocrosimyio
M3 MHOIOKPAaTHO MOBTOPSIOLIETOCs ypanwia (oan-Y). 3To coequHe-
Hue (ITOIMYPHIIIOBAsA KMCI0Ta) GbUTO UCNIOIb30BaHo B KayecTse MPHK.
B xaxayio U3 20 mpodupok (M0 YMCIy W3BECTHRIX AMUHOKMCIIOT) GBI
BHECEH GeCKIIeTOUHBIN 3KkcTpakT E. coli, comepxkamnnii Bce HEOGXOIH-
MEIe KOMIIOHEHTHI ISt cHTe3a Genka (pu6ocomsi, TPHK, ATD, npy-
rue GEpMEHTH), U OIHA U3 aMMHOKMCIIOT. 3aTeM B KaXXIy10 TPOOUPKY
IODOABIISUT MONMU-Y. AHAIN3 CONEPXKMMOro IMpOoGUPOK MOKAa3al, 4To
MOJUTIENTHL 06Pa30BaJICs TONIBKO B TOHM Mpo6upKe, KOTOpast comepxka-
713 AMUHOKHKCIIOTY GeyumananH. TakuMm o6pa3oM, GRUIO JOKA3aHO,
YTO TPUILIET, WK KOoH YVYY, Bxomaumit B MPHK, onpenenser sxio-
YyeHMe B [TOJIUMENTUH aMUHOKHCIOTH (DeHMIAMaHUH. AHaTOTMYHBIE
ONBITH TNoKasamu, 4ro Tpuruier 1] koguMpyer aMUHOKHMCIIOTY Tipo-
JIMH, a TUTUIET AAA — JTU3UH. DTO OTKPBITHE SIBUJIOCE TIEPBLIM UIATOM

68

——




Bropoe ocHoBanue

v I A r
YYY | o | YILY VAY | Tup |YTY |Uuc |V
y|yyu YU |, |YAL VI |
VYA | oo |VIA P IVAA Tepm. |YTA ~ Tepm | A
yyr |7 | yur VAT Tepm. |YIT Tpu | T
g vy Ly LAY }rm ury v| B
g | |UVL| e (Lnu (o | HAL wru |, o |ul g
2 YA LA UAA | [UTA (2P0 Al o
g uyr Lur LIAT urr r{ g
g AYY ALLY AAY | ATY }Ce y| 2
S |, [AVU [Hre (AL | |AALL CHlarm [SP || &
= AYA ALIA { P® [AAA me |ATA Lar | A =
AYT  Mer |ALIT AAT [ |ArT [ AP r
ryy ruy ray |, - |ITY v
yuy rui AL rri I
Firva (B3T \rha (A2 raa v |TTA L A
ryr rur TAT Y oirrr “r

Puc. 1V.13. I'eHeTu4ecKMii KOI

K pacuimmdpoBKe reHeTHyeckoro koga. K 1965 r. reneTuueckuit Ko 6bL1
nMoaHocTeI0 pacuindposan (puc. IV.13). U3 64 KogoHOB TpH KONOHA
VAT, YAA, YT A He KogupyloT aMHHOKHCIIOT W TTIO3TOMY OBUTM HA3Ba-
HH 6ecCMBICIEHHBIMM WJIM HOHCeHC-KomoHaMH. [To3gHee oKa3zanoch,
YTO OHHU SBJISIIOTCS] TEPMUHUPYIOIMME KOJOHAMU.

Ha3zoBeM OCHOBHEIE CBOMCTBA TeHETMYECKOTO KOJIA.

1. Tenetnueckuii ko mpuniemesn. Tpunner (KOIOH) — 3TO MMOCTE-
IOBaTeABHOCTD TPEX HYKICOTUIOB, KONUPYIOIIAS OJHY aMUHOKHCIIOTY.

2. TeHeTUIECKWI KOJI SIBJIACTCS GbIPONCOCHHBIM. TaHHAST AMIUHOKHC~
JI0Ta MOXET KOmUpoBaThCsl Goyee yeM OAHMM KomoHoM. BripoxneH-
HOCTB KOfia OOYCJORJIEHA TEM, UTO Y KOJIOHOB, OIPEAEISIIOIINX OIHY U
Ty X€¢ aMUHOKUCJIOTY, TIepBhle Ba OCHOBAaHUS (DPUKCHUPOBAHBI, a Tpe-
The TONOXeHHEe MOXET 3aHUMATE Ipyroe oCHoBaHUe. MIckiToueHue co-
CTABIIFIOT METUOHUH U TpUNTodaH, KOTOPhIE KOOUPYIOTCS TOIBKO Off~
HUM TpuIieToM. TpuIrieT, COOTBETCTRYIOIHH METUOHHHY (AYT), nHu-
LUHpYeT CYMTHBAHME U HE KONWpPYeT aMUHOKWUCIOTY, €CNHM CTOWT B
Havyate tenu JHK.

3. I'eHeTHMeCcKMIT KON odro3na4er. KaxXIoMy KOIOHY COOTBETCTBYET
TOJIbKO OTHA aMUHOKHCJIIOTA, T.€. TPUILIET LIMPPYET TOIBKO OTHY aMK-
HOKHCJIOTY.

4, TeHeTUYECKHIA KO #e nepekxpoiéaem — TPOLIECC CUNTHIBAHKSI reHe -
THYECKOIO KOIA He JOTYCKAeT BO3ZMOKHOCTH IEPEXPEIBAHMUA KOTOHOB.

5. 'eHEeTUYECKUI KOJI yHUuGepcaten. OMHU U Te XKe TPUIDIEThI KOIU-
PYIOT OIHU U T¢ e aMUHOKMCIOTHI ¥ BCEX XUBBIX CYILECTB Ha 3eMiie
HE3aBHUCHMO OT YPOBHSI X OpPTaHU3ALINN.
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IvV.6. TEHBI 1 NX OPrAHMU3ALIAA

DIeMEHTAPHOH EIUHMIEH HAacAeICTBEHHOCTH siBysgeTcs reH. Tep-
MHH «TeH» OuUT npewioxed B 1909 r. B. MoranceHoM 1t 0603HAYEHUS
MaTepUANEHONM eIHHUIK HACIEACTBEHHOCTH, BEIIENeHHOI I Menne-
neM. TTocne pabor ameprKaHCKHX reHeTkoB Jk. bumna u 3. Teirtyma
TEHOM CTaTM HA3bIBaTh ydacTok Monaekyianl JHK, komupyromuit cuH-
te3 ogHoro Genka. CoIlacHO COBPEMEHHBIM ITPEACTABIEHUSIM, TEH pac-
cMaTpuBaeTcs Kak yuacrok Moiekynbl JJHK, xapakrepusytomuiics cre-
HMPHYECKON ITOCAETOBATEIBHOCTEIO HYKJIEOTHIOB, ONpEeACHSIOlIMnX
AMHHOKHUCJIOTHYIO TOCIIEIOBATEIbHOCTD TOMUITENTUIHON LIENU KaKo-
ro-116o 6eKa MM HYKJIEOTHIHYIO ITOCAEAOBATEMbHOCTE QYHKIMOHN -
pyromeit Monekyas PHK (TPHK, pPHK).

IV.6.1. Kinaccudukanus reHoB

B 3aBHCHMOCTH OT IOKAJTH3AIHH I'eHOB B CTPYKTYpaX KJIETKHU paiu-
YAIOT SAEPHBIE U MUTOXOHIPHANGHEIE reHb! (pHc. 1V.14).

ITo croeMy OYHKIMOHANEHOMY Ha3HaYeHHIO TEHBI MOTYT OBITh Pa3-
IedeHBl Ha e rpyninl. [lepsas Ipyrina rnpeacrasieHa TeHaMH, KO-
pyIOIMMHI GeJIKK; BTOpasi rpyIina — reHaMU, KOHTPOJIHMPYIOIKUMHU CHH-
te3 PHK.

Cpenu TeHOB, KOOUPYIOINUX GENKH, pa’iAdalorT:

— TEHH «JOMAIIHETO XO3SHCTBA», IMPOAYKTH KOTOPHX HEOGXOmM-
MBI s obecrieye HISl GYHKIHH J1000T0 TUIA KIIETOK;

— reHbl TepMHHATBHOM TuddepeHIpoBKY, T. €. TeHHl, obecreyu-
BaWOILIME CIIEMATH3INPOBAHHBIE QYHKUNU KIETOK;

¥ [
[ SOEPHHIE | [MHTOXOHJPHAJILHHIE |
]
\ I Y
BEJIOK- PHK-
KOOUPYIOIIHUE KOOWUPYIOIIIUE
v ¥
«nmr:;l:n”; ero Tenst TepmuHanehoii | | TPHK E’erymc’pﬂa” P}H{l
XO3giCTBa» M depeHIMPOBKH pPHK
/ raPHK

TeHB! TPaHCKPHUITIHMOHHBIX
tdakropos

Puc. IV.14. Knaccuopukauus reHoB
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4 — TEHBI TPAaCKPUITUMOHHBIX (PAKTOPOB, KOHTPOJIUPYIOLIHE OCOOBIE
sIIEPHBIE OEJTKK, CTIOCOOHEIE COETUHATRCS C PEryISITOPHRIMH 00IacTsI -
MM MHOTMX CTPYKTYPHBIX T'€HOB, BBI3BIBasg NMHOO akTWBALMIO, MO0
]  [omaBneHUE TPAHCKPUIILIUU.
! PHK-konupymoliue reHsl onpelensiioT CUHTE3 Pa3IUYHBIX BUIOR
PHK, HeoOGxonuMBIX 111 CHHTe3a pubocoM, 00eCIieYeHNsI TTPOLIECCOR
¥ TpPaHCISILIWK, CTDIAMCHHIA, a TaKKe IS cuHTte3a Monexyn PHK, Biu-
b sI01LMX Ha QYHKLIMOHMPOBAHME NPYTHX TeHOB (PETYIATOPHOE NEHCTBUE).
I'eHBI YenoBeKka, Kak MPaBuio, IIPeaCcTaBisiOT co0ol PyHKIIMOHANE-
f  Ho MpepBIBUCTYIO MTOCTIENOBATEILHOCTE HYKIeoTHAOR (puc. IV.15). Or-
B HOCHUTEILHO KOPOTKME KOAUPYIOLLME ITOC/IENOBATENILHOCT OCHOBAaHU I
\ YepeayloTesl B HUX C JUTMHHBIMWA HEKOJIHPYIOLIUMU ITOCIEN0BATETHHO-
ctsimu. TTocnenoBaTeNbHOCTH T'€HA, IIPEICTABICHHEBIE B MOJIEKYIIE 3pe-
Jnoit ”PHK, monyunnu HazBaHue 3K30H0B. VIMEHHO 3K30HEI SBISIOTCS
|  KONMPYIOLIMMU yYacTKaMy I'eHa, KOHTPOIUPYIOUIMMU aMMHOKHCIIOT-
g HYIO [IOCIIENOBATENBHOCT OETKOB. DK30HBI pa3ieneHbl HEKOMUPYIOLIU-
MM y4yaCTKaMM — MHTPOHAMH, KOTOpBIE BBIPE3alOTCA (CIUTAliCWHI) B
8 npouecce cospesanns uPHK u He yyacTByIOT B IIpoIlecce TPaHCISILIUM.
I B HacTosiliee BpeMsl B TIOHSITHE «T€H» BKIIIOUAIOTCS HE TOJIBKO TPaHC-
I KpubMpyeMple 00acTU (3K30HBI M MHTPOHBI), HO M (ITaHKUPYIOLINE
TeH MocneIoBaTeNbHOCTH. ONaHKupyIolIe obIacTy reHa, KaK [IpaBu-
710, BBICOKO KOHCEPBATHUBHBI, T. €. XapaKTePU3yIOTCS MOCTOSSHCTBOM HYK-
¥ JICOTHMAHOM ITOCIEIOBATEIRHOCTH, HAOMIOHaeMbIM JaXe IPW CpPaBHE-
¥ HUY [IpelCcTaBUTENICH PasIMYHBIX BUIOB. DIaHKUpYIOLIUe 00IacTy r'eHa
COJIEpXAT TOCIENOBATENBHOCT, HEOOXOMMBIE [LJISI €TI0 MIpaBHILHON
B paboTH: HallpuMep, IPOMOTOpPHas o0JacTh B Hayase 5'-00macTu uiun
XBOCTOBAsT HETpaHCNIHpyeMasi o0nacTek MMOMM-A, pacllolloXEHHas Ha
# 3’-KoHie reHa. Tak, TATA — 60Kc (ITOcnenoBaTeABHOCTh YEPEIOBAHNS

) TEH

\ TpaHckpubupyeMas
b obnacth

Benox-konupymonme
NOCNea0BaTeTbHOCTH

DK30H DK30H

5 TRORE 7 T
P iy

i =7 . x AT .
P A \ T s L
g S N, TS

| Hurpon Hutpon  Hwutpon |

W

; Huummanus TepMHUHALHAA
o TPAaHCKPHIIHH TPaHCKPHNIIAH
b | PerynatopHbie
: MOCJIENOBATEILHOCTH

3 Puc. IV.15. Cxema opranusauuy reHa
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TUMMHA M afeHuHa) obecrieunBaeT NpaBUIbHyI0 opueHTanuio PHK-
TTOJIMMEPA3H!, YT0 HeoOXoouMo It TpaHckpunuun PHK.

PasMepsl reHOB Y4eTOBEKa MOTYT KOneOaThesl OT HECKONBKHX JIECST-
KOB IT1ap HYKJICOTUIOR (I1. H.) 1O MHOTMX THICSY U JIaXe MAWIIHOHOBR II. H.
Tak, caMplif MaleHBKUIA U3 U3BECTHHIX TEHOB CONEPXUT Beero 21 1. H.,
a OIUH U3 CAMBIX KPYITHEIX TeHOB — T€H TUCTpodHHA — MMEET pasMep
6osiee 2,6 MJIH II. H.

IV.7. TEHBI 1 BEJIKA

TTocne MHOTOJIETHUX MCCHCHOBAHUI CepIIOBUIHOKIICTOYHOM aHe-
MMM (MaJIOKPOBHSI) CTATAO OYEBHIHBIM, YTO MYTALUSI OIpPEHCICHHOIO
reHa IPHBOIMT K W3MEHEHMSIM XUMHUYECKOH CTPYKTYDPH MOJEKYIHI
reMornoduHa. OCHOBHOM THII TeMOITIOOMHA B3POCIIOTO YellOBEKA CO-
CTOUT W3 YeThIpeX MOJUIENTUIHHIX (O€TKOBHIX) LEMeil: NBYX MIEH-
TUYHBIX O-LIETIeH U NBYX HOEHTUYHBIX B-1ieneit (o,fB,). B 1957 r. B. UH-
rpeM OOHApYXWJ, 4TO HOPMAJIBHHII M CeplOBHIHOKIETOYHBIN TIe-
MOITOOMHHE CONEPXAT OJWHAKOBHIE of-LIETH, HO PasaHyHbIe f3-Lerm.
Paznmmyust MeXny HOpMaTbHOM M MYTAaHTHOM B-LIEIbIO 3aKJTIOYATNUCh B
TOM, UTO B CEPIIOBUIHOKIETOYHOM I'€MOITIOOMHE OCTATOK IIYTAMHHO-
BO¥ KMCJIOTH B 6-M IIOMOXKEHUM 3aMCHeH Ha OCTaTOK BAIMHA. TakuM
00pa3oM, pa3iMuusi MEXAY HOPMANBHBRIM M MYTAHTHBIM BapHaHTOM,
BBI3BIBAIONIMM 3a001eBaHUE, IBIIUCH CIICICTBHEM MOJMEKYIIPHOTO CO-
OBITHUS — 3aMEHBI EIMHCTBEHHON aMUHOKHCIOTH B COOTBETCTBYIOLIEM
Oenke. BrissicHeHHe IPHAPOIBI CEPIIOBUAHOKACTOYHOM aHEMHM JHaJIo Ha-
3BaHUE LIeJTIOMY KJlaccy 3a00JIeBaHUM 4eoBEKa — «MOJEKYJISIpPHEIE 60-
JIE3HU».

IV.7.1. Bejaku

Benxu urpaior BaXKHCHIIYIO POJIb B XKU3HEHCATETbHOCTH OPTaHU3-
MoB. Kaxawiit 6enox obnanaer cBoeit YHUKAIbHOM GyHKIIMEH, KoTOpas
OIIpENENIeTCs MPUCYIIEN TONBKO €MY CTPYKTYpOit ¥ XUMWUECKHUMU
CBOMCTBAMM.

BrinensioT crnenyomue pyHKIUKU OeJTKOB: (JEPMEHTATUBHYIO, CTPYK-
TYPHYIO, IBUTATEIIbHYIO, TPAHCIIOPTHYIO, ITUTATEBHYIO, 3AIIUTHYIO U
pPEryJISITOPHYIO.

IV.7.2, Cxema cunTe3a Oeaka

IIponeccrl peanuzalmyu HHOOPMALMH, 3aKOIUPOBAHHOMN B CIIELH-
thrueckoil MOCIe0BATEAFHOCTH HYKIIEOTHIOB KOHKPETHOTO I'eHa, MOX-
HO IPENCTABIATE O0O00IUEHHO B TaK Ha3bIBaeMOil HEHTPAJbHOR AormMe
MOJEKYAAPHOM OHONOTHH.

72




CornacHo eit onuHouyHble e JHK cayXat MaTpHIIaMi TIpH CUH-
T€3¢ KOMIUIEMEHTaPHbIX MOeKYJT (peruMKanus). lanee cMBIcIoBast LielTb
g THK xOoHKpeTHOro reHa CIIyXUT MaTpHLUEH UL CHHTe3a TOYHOIO TPaHC-

‘b‘ kpunta (tipe-MPHK) cooTtseTrcTByIOlIEero reHa (TpaHcKpHIILEA). 3a-
i TeM ciaemyer Inpornecc cospeanus MatpuyHoil PHK (mponeccunr),
| TIPY KOTOPOM TIPOMCXOIMT MOIMOMKALMS MOJIEKYIH M CIUTaHCHHT.
r OnucanHbBle COOBITUSL IPOUCXOIAT B AApe KieTky (puc. IV.16). 3penas
¢ PHK Beixomur B 1MTOIIIA3MY, T HA PMOOCOMAX OCYILECTBISAETCS
i TIpoliecc MepeBoaa MHGOPMALIMH, 3aTIMCAHHOM B MOCIIENOBATEIBHOCTH

UPHK, B aMHHOKHCIIOTHYIO MTOCTENOBaTeIBHOCTb COOTBETCTBYIOLLETO
& Oeska (TPaHCIISALMA).

§

Ry BeNKOBBIE LETTH

AKTHBHPYIOIIHH
dbepMeHT

Hurtonnasma

Puc. IV.16. CxeMa peruimKanuu, TPAaHCKPUITLAYA H TPAHCTSILUNA TeHETHIECKON
3 uHOpMAIUH
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IV.7.3. Xumunaeckas CTpyKTypa Oenxon

Benku, Wik TIPOTEMHEI, — 3T0 OONBIME TIOAUMEPHBIC MONEKYIHI,
IIOCTPOEHHBIC U3 MOHOMEPHBIX aMUHOKHWCIIOTHBIX 3BEHbHEB, CBA3AHHBIX
MexXay coboit. B cocras GenkoB BXOIST NBAALATh PAa3IUIHBIX aMUHOKNC-
not (puc. IV.17). Bce aMMHOKMCIOTH UMEIOT OOIIWH TUIaH CTpOEHWS.
O0s13aTeISHBIMYT JIeMEHTAMU IBIDTIOTCS: aMuHorpytina (—NH,) u kap-
ookcunbHas rpynmna (—COOH), cea3aHHBIE ¢ HEHTPAILHBIM YTIIEPOI-

HeiirpansHbie — HenonspHee

ImuuuH AnaHuH Banun Jleiinun
(Fmm) (Ana) (Ban) (Jleit)
NH, NH, NH, NH,
H—(‘I—-COOH H—(‘I——COOH H—C‘J—COOH H—C—COOH
I!I (|3H3 HCII——CH3 CIZH2
(|3H3 H(‘I—-CHJ
&,
W3zoneiinuH DenunaraHaH [IponuH MeTHOHHH
(Une) (Pen) (ITpo) (Mer)
NH, NH, H NH,
H—C—COOH H—é—COOH HN—é—COOH H—(II—COOH
H(iI—CHg, (IIHZ HZCI\C/CH2 (:IHZ
CH, H, CH,
&n, S—cn,
Heitrpansueie — ITomsapHbie
Cepun TpeonuH TupoauH Tpunrodan
(Cep) (Tpe) (Tup) (Tpm)
NH, NH, NH, NH,
H—-(IZ—COOH H—(IZ——COOH H—Cll—COOH H—C—COOH
CH, HC—CH, t, ih,
" b .
NH

OH \_/
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] Acniaparia [myTaMuH Huctenn
3 \ (Acn) (Tnn) (uc)
) NH, NH, NH,
H—C—COOH H—C—COOH H—C—COOH
E C CH SH
2 07 “NH, I :
07 “NH,
i
‘ ’ KuciaorHeie
] “ AcmaparaHosas I'nyramunoBas
i KHCIO0Ta KHCIIOTa
& (Acm) (T'ny)
‘!L ITIHz ITIHz
] H—C—COOH H—C—COOH
) ; C|:H2 C|:H2
C CH
i 0% “oH [
0”“~on
}i OcCHOBHBIE
B Auzun ApruHuy THcTHIUH
4 (J1u3) (Apr) (Tuc)
b NH, NH, NH,
H—C—COOH H—C—COOH H—C—COOH
2 CH, CH, CH,
= CH CH
¥ (|2H2 éHZ (kNH
E I 2 i 2 Ng
y |CH2 IIJH
.
NH C.
} : HN” “NH,
' Puc. IV.17. CtpykTypa ABaILATH AMUHOKUCIOT, B3 KOTOPBIX TIOCTPOEHE
ﬁ MIPHpONHEIE Genku
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TlenTuaHas cBsi3

Puc. IV.18. O6GpazosaHne NeNTUAHOM (OEIKOBOI) CBI3H MEXAY ABYMSI
AMMUHOKHCITOTAMH

AnaHuH

Tleppuunas
CTPYKTYpa

®exun- ¥
anaHuH H,C HC

H.C ™
OH
TnuupH Cepun Banun AcnapargH  AnaHHH

Bropuunas crpykrypa TpeTHunas cTPYKTYpa
(o criMpaip)

Puc. IV.19. CtpyxTypHble yPOBHM OpTaHUIAIMH OETKOBBIX MONEKYT




HblM aToMoM. C HEM CBsI3aHbI TakKe aToM Boxopona (—H) u pagukan
(Obokomsas rpyriia, odo3HayaeMasi CHMBOJIOM R).

AMMHOKUCHOTHI B OEKaxX CBSI3aHBI MEXIY CODOM MpPOYHLIMM hen-
mudHsiMU céA3AMU, O0PA3YIOIUMMHCS B PE3YJbTaTe B3aWMOIECHCTBUS
KapOOKCHIBHOM TPYIIILI OMHOU aMHHOKMUCIIOTH H aMHWHOTPYIIIIEI ClIe-
ayromeit (puc. IV.18). Obpa3syroinascs Ienoyka aMuHOKHCIOT Ha3biBa-
eTCS MOJMNENTHIOM. AMUHOKKMCIOTHI, BXOASIIUE B COCTAB ITOJUIICIITH-
J1a, HOCSIT HA3BAHWE AMHHOKHCIOTHBIX OCTATKOB.

TMocnenoBaTenPHOCTh AMHHOKUCIIOTHHIX OCTATKOB HOCHUT Ha3BaHUE
TIEpBUYHOM CTPYKTYpHI Oenka. TepMHHAMM «BTOpUYHAS» U «TPETUY-
Has» CTPYKTypa 0003HAYalOT Pa3TMYHBIE YPOBHM OpraHHM3aLUW 3TOM
JHMHEHHOHT TToceA0BaTEMbHOCTH. YeTBepTHYHAA CTPYKTYpa — 3T0 OejI-
KOBBI€ KOMIUIEKCH!, 00pa30BaHHBIC 32 CUET B3aMMOJEHCTBUS pa3HbIX
MTONMUIENTUIHEIX 1enei (puc. [V.19).




I'JIABA V. MEHIEJIIEBCKASI TEHETHUKA

Ha npotsikeHun nonroit UcTopun HaydyHo#l (B Gonblieit cTereHU
Harypdunocodckoil) MBICTUA TpeobiagalonuMU ObTM MeTadU3Mde-
CKHe IpelCcTaBMeHNS O HACICICTBEHHOCTH ¥ MBMEHYUBOCTHI. YK€ B a-
JleKde BpPEMEHA, KOTla Havasics IepHol ONOMAlTHUBAHWS DA3TUYHBIX
XMBOTHEIX, NPeIIIPUHUMAINUCEH IIONMBITKY YIYYIUATE UX TIOJIe3HBIE Ka-
yecTBa. Pelast 3TH 3ama4ud, YeIoBeYeCTBO MHTYHTHBHO OIUpATIOCH Ha
OHonorMyecke 3aKOHOMepHOCTU HaclemosaHHMsa. HauuHast ¢ TpynoB
Tunmokpara, Apucrotensa, IlmaroHa, npyrux IpeBHErpevdecKHX Bpa-
yeit 1 GunocodoB, NOSBIAIOTCA EPBBIE TEOPETUUECKHE OOBICHEHUS
sapneHuIo HacnencreeHHoct. B XVIII u XIX cTonmetax mM3y4eHUeM
Mpo0OeMBbl HACTIEIOBAHMS 3aHUMANNCh TaAKHe BHINAIOIUecs OOTAHUKI
u Bpauu, Kak M.Kenweitrep, T.Haiir, III. HoneHn, I1. Moneption u
gpyrue. beuio mokasaHo, YTO TPH3HAKU POINUTENEH, B TOM YHCIE M
HexXeNarelbHBIE, HaipUMep OoJIe3HM, TiepenaloTcad depe3 IONOBBIE
KJIeTKH; OITUCAHO IIpeobiagaHue y THOpHIA OMHOTO NPU3HAKA HaX Y-
M. OgHAKO OCHOBOITONMOXKHUKOM HAYKM Te HeTUKH, OTKPHIBLINM I7IaB-
HBble 3aKOHBI HACNIEOBAHNS IIPU3HAKOB, SIBAsAeTCS TeHUATBHBIM Yyelic-
xuit yueHwI I'. MeHaenb.

T'magHast 3aciyra MeHjtenst cocront B pazpaboTKe M MCIIONBE30BAHUM
eubpudonozuneckozo memoda 1)1t AHATH3A SBJIEHUI HACTIeIOBAHMA.

Ho otkpriTuit MeHIens npr3HaBaIack TEOpUI TaK HA3BIBAEMOM CIIUT-
Holt HacmeacTBeHHOCTH. CyTh 3TO# TeOPUM COCTOSJIA B TOM, UTO TIPH
OIUIONOTBOPEHHM MYKCKOE U XKEHCKOE «HAYasIo» MepeMeluNBAINCE, «KaK
KpacKy B CTaKaHe BOILI», JaBasi HAYaJio HOBOMY OpraHM3My. MeHnaenb
310K PYHIAMEHT NPEACTABICHUI O TUCKPETHOM XapaKTepe Hacle/l -
CTBEHHOTI'O BEILIECTBA U O eT0 paclipeielieHUN pu 00pasoBaHUH 110710~
BBIX KJIETOK ¥ TUODHIOB.

OCHOBHBIC Pe3yNETATEl CEMMWICTHUX 3KCIIEPUMEHTOB 10 H3yYeHUIO
3aKOHOB HacnenoBaHusd MeHAenp omyomkoBan B OloiuleTeHe oOle-
CTBa ecrecTBOMCHBITaTENEH B T. bploHHe (HbiHe T. BpHO, Yexus) B 1866 T.
HccnenosaHue Ha3bBATOCH «OMBITEL HAN PACTHTEIEHBIMYM THODHIAMU».
OnHako 3t1a myONMUKalUs He NMpUBIeKJia BHUMAHUSA COBPeMeHHUKOB.
Toneko 4epes 35 net, B 1900 r., Korna 3aKoHH HACIEIOBAHUS OBULH
BHOBB OTKDBITEL cPa3y TpeMs 6otanukaMu — K. KoppeHcoMm, 3. Yep-
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MaxkoM M TI. ne ®PpusoM, oHM HOIYYIWIHM Beeoblee Npu3HaHue. K Ha-
CTOSIIIIEMY BPEMEHH TIPAaBHUIBHOCTh 3aKOHOB MeHeas1 moaTBepXIeHa
Ha TPOMAJHOM YUCIE PACTUTENBHBIX U XKUBOTHBIX OPraHU3MOB, B TOM
yucle M Ha 4ernoBeke. OTkpriTHe MeHneneM 3aKOHOB, OTPaXaloLix
IIpolece Mmepenayu HacnecTBeHHOM HHAOpMaLlK M IPUHIINIIA JUCK-
PETHOCTU (TeHHOM neTepMUHAIIMU HACIECTBCHHBIX IPU3HAKOB), SIBU-
JIOCh TIEPBBIM 3KCIEPUMEHTAIIBHBIM 10KA3aTeIbCTBOM CYIIECTBOBAHUS
HACNEACTBCHHOCTH KaK PeaJIbHOTO MaTepUaJIbHOTO SBICHWS.

V.1. TUBPUJIOJIOTMYECKUMA METO/, I'. MEHJIEJISA

T'ubpunomrornyecki MeTol — 3TO CUCTEMA CIIeLMAIEHBIX CKPEIIH-
BaHUA 1151 TIOTYYeHUS] TUOPUIOB C ILIENbI0 aHAJIM3a XapaKTepa Hacle-
IOBAHUS TIPU3HAKOB.

MeHnenb 06bEKTOM CBOMX IKCIIEPUMEHTOB BLIOPAJI pacTeHUe, IIOJ-
HOCTBIO OTBeYaloliee MOCTARJICHHOW 3amade; OHO MMeNo HaleXHYIO
3al[UTY OT TIOCTOPOHHEH MBUIBLBI BO BpeMsl LBETEHUS U 00J1agajio
HOPMAaJILHOM TIOAOBHTOCTBIO. TAKMMK pacTeHUAME ObUIN pa3NIMYHEBIC
copTa caMOOIIBIISIIONIETOCS IToceBHOTO Topoxa (Pisum sativum).

Cyte paspabotaHHoro MeHIeiaeM MeTona COCTOMT U3 HeCKOJMBKMX
OCHOBHBIX IIOCTYJIATOB,

1. TTonGop UCXOAHBIX «KOHCTAHTHO PA3MYAIOIIUXCSI» POIUTENBC-
KMX T1ap.

JId cKkpenyBaHUST UCTIONb30BAIMCH PACTEHUsI, OTIMYABIINeCS He-
KOTOPBIMU TIPH3HAKAMU: HAaIIpUMED, OKpAacKoil 1BeTKa (y OIHOTO pac-
TEHUs IIypNypHas, y Apyroro — Oemas), mivHol cTeonsi (y omHOTO
pacTeHust okoJo 2 M, y apyroro — no 60 cM) u T.1. B cBoux akcnepu-
MeHTax MeHnens usyvan HactenoBaHue 7 aJbTepHAaTHBHBIX Iap IIpH-
3HAKOB: OKPACKU LIBETKA, PACIIOIOXKEHUS [IBETKOB (MA3YLIHOE WU KOH-
LIEBOE), BHICOTHI paCTeHUH, XapaKTepa MOBEepXHOCTU TOPOILINH (TIam-
Kasgd WIX MODPIIMHUCTAS), OKPACKU IOPOIUMH (KeNTas UM 3elleHas )
U T.1. B KaXiioM NoKoIeHUN MeHmens Bes yueT ajhTepHATUBHBIX IIPH-
3HaKOB OTAENBHO MO Kaxaoil mape. [Jo Hayama 3KCIEPUMEHTANBHBIX
cKpelmmBaHuiA MeHmens B TedeHHe HECKOILKHX JIeT IIPOBOMMI paboTy
Ha MOJIy4eHUE «UUCTHIX JIMHUN», T.€. COPTOB, TIOCTOSIHHO U YCTOMYKBO
BOCTIPOM3BOSILINX AHAMM3UPYeMBIH Ipu3HaK. (TepMUH «4UCTbIe TUHU»
BO3HUK MHOTIO IIO3[(HEe, NATCKUN reHeTHK — cenekuuoHep B. MoraH-
CEH TaK Ha3Bal rpyIITy 0cobeil ¢ OIHOPOIHON HACIENCTBEHHOCTERIO.)

2. Konn4ecTBeHHBIA aHANN3 OAy4eHHBIX THOPHIOB, OTIIMYAIOIIMX-
CsI TIO OTHEALHBIM IMpU3HAKAM OT KaXIOoU pOINUTENLCKON Maphl.

3. MHanBUIyaIbHETHA aHAJIM3 IIOTOMCTBA OT KAXKIOTO CKpPelMBAHHS
B psily IIOKOJIEHUIL.

PeBoniolioHHOE HOBIUECTBO JAHHOIO METOAMYECKOTO TIpUEMA 3aK-
JIOYAIOCH B yYeTe M aHATIK3€ IIOTOMCTBA, TIOIYYEHHOTO TTYTEM pa3MHO-
JKeHHUs Bcex 0€3 UCKIIIOYEHUSI TMOPHUIHEIX Ocobeid.
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4. TIpuMeHeHYe CTATHCTHYCCKHX METOIOB OLICHMBAHUSA PE3YIbTATOB
SKCITepUMEHTA.

I'.Mengens BBeNl B MPAKTHKY FeHEeTHYECKOTO aHAMI3a CHCTEMY 3a-
MHCel CKpEel[UBaHWsA, B KOTOpoil cMMBon P obo3Havaer pomuTeneit
(nmar. parenta — poagurenu); F — MoTOMKOB OT cKpeluBaHus (1ar. filu —
Jetn). Tlo3nHee cTagy UCTIONB30BaTh HYDKHWI TU(POBON MHIEKC MpU
cuMBojie F ana obo3nadeHus nocnedylolux nokoineHuil. Hampumep,
F, — obo3HayaeT MOTOMCTBO OT CKPel[MBAaHUSI POTUTEILCKUX (OPM;
F, — 0003HayaeT MOTOMCTBO OT CKPelMBaHUs TUOPUAOB MEPBOTO MO~
KOJIEHUS! ¥ T.[I.; CUMBOJI «X» O3HayaeT CKpelMBaHue ocobel.

V.2. MOHOTUBPUJHOE CKPEHINBAHUE

B nepBoM moKoJieHUM, NMOJTy4eHHOM OT CKPCUIMBAHUS POAUTEIb-
CKuX (opM, NUMEIOUINX pa3UdUs TOJTBEKO TI0 OOHOM Tape MPU3HAKOB
(HarpuMep, TJIagKue U MOPILIUHUCTHIE TOPOIUMHBI; BEICOKUE M HU3-
KHe cTebnr; oKpalleHHEBIe U GeJIbie IIBETHI), OBIIM MOJXYy4eHB THOPU-
IOBI, ¥ KOTOPHIX IIPOSIBWICS IPU3HAK TOJBKO OFHOI'O U3 pOOUTeNeH
(TONBKO IMajikve TOPOIUMHEL, TOJTBKO BRICOKUE pacTeHUS, TOEKO OK-
pallleHHBIe IIBETH U T.A4.). HUKaK1X nepeXonHBIX (CMelllaHHBIX) (hopM
pacTeHMI TI0 IpYTMM IIpU3HAKaM He OHIJIo o0HapyxeHo. [Ipu3Hak
OHHOTO W3 poiguTeNei, MpoABNSOWMUIicsS y tuOpuaa, MeHens Ha-
3BaJI TOMHHAHTHBIM (OT naT. dominare — TOCIIOACTBOBAaTh, BIIACTBO-
BaTh), a [TApHEIH, He NPOSBUBIUMIICA [IPM3HAK ObUI HA3BAH PELeCCHB-
HbIM (OT JIAT. recessus — yCeTYyNMalouIuii, OTCTYIMAIOWMiA Ha3an) Ipu3Ha-
KOM. B mocnenyiomeM sgBiIeHUe MpeodnagaHusi y THOPHIOB IEPBOTO
MOKOMEHUs NpHU3HaKa OJHOro U3 poauTeael cTaayu Ha3plBaTh 3AKOHOM
exuHo00pa3us THOPHAOB NEPBOro MOKOJEHHS, (M NMEPBBLIM 3aKOHOM
Mengens.

AHanmM3 IIOTOMKOB IMOPHAOB IIepPBOTO ITOKOJICHUS, MOMYICHHBIX
[IyTeEM CaMOOTIBIIEHUSI, TTO3BOIMII OOHAPYKWUTh, YTO Hapsmy C IOMH-
HaHTHRIMU ¢GOpMaMHU BHOBbL ITOSIBIISIIOTCS pacTeHUs ¢ TNPU3HAKAMU,
OTCYTCTBOBaBLUIMMH B ITIOKOJIeHUY THOPHIOB IIEPBOI'O ITIOKOJICHHS, 1IPH-
YeM B CTPOTHX YUCIIOBBIX OTHOUIEHHUAX. TakiM 00pa3oM, pogUTEIbCKHE
MPU3HAKY Yy TUGPHAOB TIEPBOTO IMOKOJISHUS He UCYe3alik U He CMelH-
BaJICh. MeHIenb TTPeAIIONIOAII, YTO 3TU IIPU3HAKY IIPUCYTCTBOBAJIU Y
I'MOPHIOB IIePBOIO ITOKONEHUS B CKPBITOM BHZE, HO He TIPOSBIAIKCE,
MIOYEMY OH Y Ha3Bal X PELIECCUBHLIMU MpU3HaKaMM. OKa3aiock, 4To
IO BCeM ITapaM M3YYeHHBIX IPU3HAKOB 0COOH C JOMUHAHTHEIMHU U pe-
LIeCCUBHBIMHU TIpU3HAKAMU TTOSBIISJINCE B cooTHoleHUu 3: 1. Tlosime-
H¥Me NOMHHAHTHBIX U PelIECCUBHBIX (POPM B MOTOMCTBE, TIONYYEeHHOM
OT CaMOOTILUICHUS TUOPHIIOB IepBOTo TIOKONEHHs, M COCTABISIET CYII-
HOCTH 3aKOHA pacHieiUieHus, Wi BTOPOro 3akona Mengens.

Ha ocHoBaHUM MONXYYE€HHBIX pe3y/IbTaToB MeHIe/lp MIpUIen K cile-
IYIOLIMM BBIBOIAM,
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1. Tax xaxK MCXOAHBIE POXUTEIBECKHE COPTAa HE JaBajiM pacuiensie-
HUS, ¥ TUOPHMIA TIEPBOIC TOKOJCHUS (C TOMWUHAHTHBIM TIPH3HAKOM)
JOJDKHO OBITH IBA HACIEACTBECHHEBIX 3aaTKa (B COBPEMEHHOI TEpMHHO-
JIOTUH — JIBa aJUTENIs)

2. TuOpyaL MepBOro NOKOJCHMS COACPXKAT II0 OJHOMY 3alaTKy,
MOJYYEHHOMY OT KaXXJOTO U3 PONMTEIBCKNX PACTCHWIT Yepes3 IOJIOBEIE
KIIeTKH.

3. HacnencTeeHHBIE 3a0aTKM ¥y THOPHIOB TIEPBOIC IIOKOJICHHS HE
CIIMBAIOTCS, & COXPAHSIOT CBOIO WHINWBUAYAIBHOCTB.

JI1st TIORTBEPXKACHUS CBOMX BRIBONOB MeHNENb MPpeANpUHIT AHAJ N~
3ypylomee, WA BO3BPATHOE, CKpPEIMBaHWEe — CKpEINWBaHHE THOpUIa
MIePBOro MOKOJEHMS C PELIECCHBHOMN POMUTEIHCKOM 0co0bI0. B moToM-
CTBE OT 3TOTO BHIA CKPEUIMBAHHSA OH, KaK M OXUHA], IMOIYYHI Kax
JIOMWHAHTHBIE, TaK H PEIECCUBHBIE (POPMBI B COOTHONIEHUM 1: 1. BToO
MONTBEPAWIIO, YTO OTHEIIBHBIC HACICACTBEHHBIE 3aMaTKH TpH o0paso-
BaHMH [TOJIOBBIX KJIETOK ITOIANAIOT B pa3TWUHbIe raMeThl. TakuM o0Opa-
30M, 'MOPHI IIEPBOTO MTOKOJIeHWA 00pa3yeT ABa THITA ITOJIOBBIX KJIETOK:
KJIETKM, CONEpXKAUIMe HACIEICTBEHHBIN 3aHaToOK, OIpEeIelSIIomWil 1o-
MUWHAHTHBIA TIPHU3HAK, M KIETKH, COREpXKAllle HACICACTBEeHHBIH 3a-
JaTOK, OMPEICHSIONINIA PEIIECCUBHBIN Npu3HaK. B aToM cMEBICie Kaxk-
Jast TIOJIoBast KIIETKA «9HCTafs», T.€. CONEPXUT OOWH, ¥ TOJBKO ONWH,
aJUTeNTk U3 TapH (TTPaBHIIO YMCTOTHRI raMeT). PacrpeneneHie KOHTpacT-
HBIX HACJIEACTBEHHBIX 3a0aTKOB B COOTHOIUCHWH 1:1 sBIsSeTCS BCeob-
MMM OMOJIOTHYECKUM 3aKOHOM, JIEXAT[HM B OCHOBE BCEX JPYIHX 3aKO0-
HOMEPHOCTEH HaCJIeNOBaHMS TTPU3HAKOB.

B Hacrodiiee BpeMmsi 0co0b, KOTOpass uMeeT IBa Pa3TMYAKOIIUXCS
ajUIeNs B KAXIOM JOKYCE F'OMOJOTUYHBIX XPOMOCOM W KOTOpasd, Clieno-
BaTENIBHO, 00pa3yeT ABa THIIA MIONOBBIX KJIETOK, Ha3bIBACTCS FeTepO3x-~
roroii (or rped. héteros — Apyroil, pasnuyHbIi + Zygotds — coenmHe-
Hue, mapa). OcoOb, B Kaxa0M IOMOJOrMYHON XPOMOCOME KOTOPOM
HaXomSTCS UWACHTHUYHBIC aJUIEIM H KOTopas, CIeJoBaTebHO, 06pasyeT
TOJIBKO OIWH THII TTONIOBBIX KIIETOK, HA3LIBAETCS FrOMO3ArOTOMH (OT Ipey.
homos — ToT ke camblil + zygdtds — coennHeHue, mapa). Mcronpsys

5: OYKBEHHYI0 CUMBOJIMIKY, BBeAeHHYIO I'. MeHgeneM Ui 0603HAYEHWUS

KaXIoro HaCJICACTBCHHOIO 3a1aTKa (IUU{ JOMHHAHTHOI'O — IMpOTINUCHAA

¢ OykBa «A», IUIS1 PELIECCUBHOIO — «a» CTPOYHAS), MOXHO M300pasuTh

CXEMY OITBITOB.
Ha puc. V.1 nokaszaHo, 4YTo BCE TTOTOMKH OT JaHHOTO BHAA CKPELIU-

- BaHWs YHACJICOOBAIH TIPU3HAK TOJIBKO OOHOI'O U3 pOJIHTCJICﬁ, T. €. OHH

E' emiHo00pa3Hbl. [1ockoNbKy Kaxmelil U3 poguTenceil o6pasoBa TOJABKO

OIWH THIL TAMET (TOJIBKO «A» WIK TOJIBKO «d»), BCE TTOTOMKH OKa3a-

f. JINCH TCTCPO3UTOTAMMU.

Ha pwuc. V.2 BUIHO, 4TO, CyAst 10 BHEIIHEMY BUIY, Ha KaXIkie TPH
pacTeHus ¢ JOMWHAHTHBIM TTPU3HAKOM IIPUXOIHUTCHA OLHA 0CO0B ¢ pe-

. LleCCUBHBIM IIPU3HAaKOM, B TO BpEMS KaK 10 HACACACTBCHHBIM ITOTEH-

IvsIM HaOmiomaeTcsl WHoe paciierureHue — 1AA:2Aa: laa.
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T'aMeTs

F] Aa
Puc. V.1. Cxema, wimocTpupyolas 3aKOH eIMHo00pazyus rubpuaoB OepBOTo
MoKoneHMst. Bce noToMcTBO — TeTepO3UTOTHL

Jei#icTBUTENBHO, TIPM JAJIbHEHIEM DPa3sMHOXECHWH ITOTOMKOB OT
CKpellyBaHMs r'MOpUIoB TepBoro mokoneHns (Aa) Mednenb HaGmO-
JaJ, 4YTO pelleCCHBHBIe 0CcOOM (aa) ¥ OfHA TPETh JOMUHAHTHBIX (AA) f
He MaloT PaclUeIUIEH U MPU3HAKOB B IToToMcTBe. OIHAaKO 2/3 TOMIHAH- ;
THBIX ITOTOMKOB (Aa) BHOBB 00DPa3yIOT TIpY CaMOOITbIIEHUM JOMWUHAH-
THRIE ¥ DEIECCHBHEIC (POPMBI B COOTHOIICHUM 3: 1.

CyLiecTBeHHBIM Pe3yNbTaTOM CKPEIIMBAHMS IBYX T€Te PO3UIOT SABY-
JIOCH TIOSIBIeHHUE BHEIHe CXOMHBIX PACTEHMIA (C JOMWHAHTHBIMU TIPH-
3HAKAMW, HallpyuMep, ¢ IATKUMY TOPOIIMHAMY; OKPAIICHHEIMH 1[BET- H‘
KaMH ¥ T.0.), B TO Xe BPEMs Da3iWyaBLIMXCH 10 HACIeOCTBEHHBIM F
3amaTkaM (AA ¥ Aa). Oka3anochk, 4TO OPraHU3MEI C OIHHAKOBLIMU TTpHU-
3HAKaM¥ MOTYT UMETE PasIMYHYIO TeHETHYECKYIO KOHCTUTYLIUIO.

TakuM 06pa3oM, CTANTK PaTMYaTh paclICILIeHUe 110 BHELUHeMY TTPO-
SBJIEHUIO TIPY3HAKOB, KOTOpPOe COOTBETCTBYET OTHOIICHMIO 3:1 (pac- g
HerUIeHHe 110 eromuny), W PACIIEIUICHHE TI0 HACNIENCTBEHHBIM 3a/IaT- !
KaM, BEIpaKaeMoe oTHOLIeHUeM 1:2:1 (paciiennenue 1o zenomuny). Tep- ‘
MHHBI «TC€HOTUII» 1 «DeHOTUI» ObLIN TpeoxeHb! B. MoranceHoM B
1909 r. T'emoTm — 3TO HacJIeACTBeHHAST KOHCTHTYIIAS OCOOH KaK COBO- !
KYITHOCTh TeHOB OpraHu3Ma, TepMUH «TeHOTHI» JacTO WCITONb3YeTCs
I 0603HaYe HUAS Te HETUYeCKOM KOHCTUTYIIMH OCO0U TTPUMEHUTETBHO
K aHaITM3y HacleJOBaHUS KOHKDPETHOTO Mpu3Haka. Perorun (OT rpey.

1
H
F, Aa x Aa 1
Famers A a A a ‘
F, j
FomMozurora T'eTepo3urorsl F'omosurora
N~/
¢ JOMMHAHTHBIM ¢ peLieCCHBHBIM
MPHU3HAKOM MPpU3HAKOM

Puc. V.2. Cxema, WUTIOCTpUPYIONIAs 3aKOH paclUerUIcHAA
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phaind — sBisAl0 -+ typos — o0paser]) — COBOKYNHOCTb MPU3HAKOB
opraHusMa (aHaTOMHYECKUX, (PU3MONOrHYecKUX, OMOXMMHUYECKHX, TICH-
XMUYECKMX U T.1.). TepMUH «(eHOTUI» YACTO UCIONb3yeTCs 11 060-
3HAYCHUSI KOHKPETHOIO Mpu3HaKa (BHEUIHETO MJIM BHYTPEHHEIO) Kak
pe3ysbTaTa MpOSBIEHUS KOHKPETHOIO TeHa.

Ha ocHOBaHHM TIONYYEHHBIX pe3yJIbTATOB MOXHO 3aKJIIOYHTh, YTO
npU MOHOCUODUOHOM CKPelfueaHui 08yx zemeposnzomuuix ocobeii pac-
wenaenue 8 nomomcmee no gpenomuny coomeemcmeyem 06ymM Kiaccam
npusnaxoe u moxcem Ovimo evipaxceno omnowenuem 3: 1; pacwenaenue
no zenomuny coomeemcmeyem omuowernuam 1:2:1, m.e. goznuxaem
mpu zenomunuyeckux Kaacca.

HacnencrtBeHHsle 3amaTKy, ONPEICISIONINE MTapHbIe aibTepHATUB-
Hble Ipu3Hak (06o3HauYeHHpIE MEHIENEM JaTHHCKUMU GYKBaMH A,
a), BITOCJEACTBUM CTATM HA3BIBATh AJUICABHOM ITapoil, a OTOEHBHBIN
KOHKpETHBIN (pakTop — awienbo. B HacTositiee BpeMs ayuiesp ompee-
JISIFOT KaK OIHO M3 albTEPHATUBHBIX COCTOSTHUI OJHOTO U TOTO XKE TeHa.

V.3. THIIBI MEXAJUIEJIBHBIX B3AMMOJIEACTBUIA

PaccMoTpeHHbIE B MIPEOLITYILEM pa3ieiie IBICHWS TOMUHAHTHOCTH
M PELECCUBHOCTH MPEACTABISAIOT cO00I OMWMH W3 TIpUMEpPOB B3aHMO-
JEWCTBUS PATUYHBIX ajlesieil. OMHAKO BCKOPE TOCKE BTOPUYHOTO OT-
KDPbITHSI 3aKOHOB Menuens Obuti o6HapyXeHs! (paKThl, YKa3bIBalolIHe
Ha CYLLECTBOBAHWE M IPYIUX BUIOB MEXEAUIENAbHBIX OTHOIIEHUH.

Tak, B HeKOTOPBIX CITy4astx IPH MOHOTMOPHUAHOM CKPEIIUBAHWUH pac-
HICTUIeHUE 110 (PEHOTHITY U TEHOTUITY MOTYT COBITaNaTh. OTO UMEET Me~
CTO B CHTYAllWH, KOTHA Y TETEPO3UToT OTMEYACTCS IIPOMEXYTOUHOE
BrIpaXeHHE MIpU3HAKA, T.€. r'Mbpun F; He BoCIIpOM3BOIUT IMTOJTHOCTHIO
HHU OIVH U3 POIMTENLCKUX MPpU3HAKOB. Hanpumep, ripu ckpeiuuBaHUA
TOMO3UTOTHO# JOMHHAHTHOM OPMBI pacTeHHMs — HOYHOM KpacaBUIlbl
(Mirabilis jalapa), nMemOle# KpacHsIE HBETKH (AA), M TOMO3UTOTHOI
PEIIECCUBHO (PopMBI, UMEIOTIEH OeIpie UBETKM (aa), B [IEPBOM MTOKO-
JIEHWUM THOPUIIOB HAOGTIONAIOTCS TOJIBKO PO30BLIC HBETHl (TeHOTHIT Aa),
oTAMYamuecs ot odenx poaareabckux dopm. Bo BTopoMm noxkomeHuu
(F,) oTMeuaeTcs paclieIUIEHUe 10 OKPACKe I{BETKA Ha TPH (DEHOTHUITH-
YeCKHX KJIacca COOTBETCTBEHHO PACIEIUICHUIO TeHOTUIIOB: 1AA (Kpac-
HBIE):2Aa (po3oBble): 1aa (6ensle).

ToT ciyyaif, Korma NpU3HAK Y TETEPO3UTOT UMEET TIPOMEXYTOUHOE
MEXAY JOMWHAHTHBEIM U PELIECCUBHBIM TIPOABICHUE, TOYUHI Ha3Ba-
HUE HEMOJIHOI0 JOMUHHPOBAHMA. S BICHUE HETIONIHOIO JOMUHUPOBAHUSA
IIIUPOKO PACTIPOCTPAHEHO B IIPUPOAEL, B TOM YMCIE U Yy yemopeka. OHO
MOXET KacaTbCs KaK HOPMAJIbHBIX, TAK ¥ MATOJOTHYECKHUX TIPU3HAKOB.
Hanpumep, y yenopeka 1o TUITY HEIOTHOro TOMMHUPOBAHUS Ha-
cremyercs ogHa u3 (opM aHoPTaNBMUM (OTCYTCTBUE TJIa3HBIX AOIOK).
Y mOMUHAHTHBIX ToMO3UTOT (AA) r1asHeie SIGIOKHM HOPMAJibHBIX pas3-
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MEPORB; Y reTepo3uroT (Aa) Iia3Hble S0JJOKW YMEHBUICHB! B pasMepe,
HO 3peHHEe COXPAHEHO, a4 ¥ PEIECCUBHRIX N'OMO3HUTOT (aa) rmasHble s6-
JIOKH OTCYTCTBYIOT. B 6pake nByX HHIVBHIOB C YMEHBIIEHHBIMU pa3Me-
PAaMM IIa3HBIX SONOK B CPEIHEM | /4 yacThb neTeit GymeT uMeTh HOPMAaTb-
Hele Tmasa (AA), /2 yacTe — yMeHblIEHHEIE MIa3Hble A0TOKM (Aa) U
1/4 yacTe nereit poxnaerca 6e3 TasHBIX A6J0K (aa).

Hinas curyanya BOZHUKAET B CJIyyae, KOTAa OTHOUIeHH AOMUHAH-
THOCTHM ¥ PEeLleCCUBHOCTH OTCYTCTBYIOT M 00a aJUieNi MpOoSBIAITCS B
denotume. [TomoGHoe B3aumMomeicTBUe ajuiejei OBITO Ha3BaHO COB-
MECTHBIM JOMWHHMPOBAHWEM, WU KOAOMHHHPOBAHHEM.

SIBneHUe KOMOMWHWPOBAHWA MOXHO MMPOMWLITIOCTPUPOBATE HA TIPK-
Mepe HacjienoBaHUA TPYII KpoBu cucteMbl MN y yenoseka. M3Becr-
HO, YTO TPYIIIE KPOBH cHCTeMB MIN HaxoIATCs TOX KOHTPOJEM Ofl-
Horo reHa (L), nmeroitero asa awensa (Ly 1 Ly). Ecnw oqnH U3 ponui-
TeNell uMeeT rpyniy Kposu MM (romosurora no amneno M), a apy-
roit — NN, To B 3puTponuTax ux gereil (rereposurorsl MN) BLIsIBAA-
YOTCS KaK aHTureHsl M, tak u aHTureHsl N. IlogoOHBIe TeHBI HOCST
Ha3BaHWE KOJOMWHAHTHHIX [€HOB.

Ornpenendast TEpMUH <«aJUIeNb» KaK abTepHATHBHOE COCTOSAHWE Of-
HOTO TeHa, YYeHbIe BCAeH 32 MeHaeneM OCTaHOBHINCh Ha PacCMOTpE-
HHW TONBKO MIBYX €r0 cocTostHui. Ha camoMm 1ene omMH W TOT Xe TeH
MOXeT UMeTh 0ojiee yeM aBa coctoaHua. HanpuMep, reH A MoXeT BH-
JON3MEHSTHCS (Mymupoeams) B HECKOJBKO COCTOAHUI: 4, a5, a3 U T. .
OO0 MHoTuX JecsiTKoB. [lomo6GHEe amienu, T.€. W3MEHEHHA OJHOro U
TOT'O K€ I'eHA, Ha3bIBAIOTCA cepueil MEOXKECTBEHHBIX aJUIeel. Y nuIuto-
WTHOTO OPraHW3Ma OHA MOXET OBITEH TIPEICTAB/IeHA TOJXBKO OIHOM Ta-
poil — OByMs moOeIMuU annensaMu. Hampumep, AA, Aa,, a,a,, a,, a;
u T.1. HacnemoBaHue UIeHOB CEpUM MHOXECTBEHHEBIX aJUIeNei MOIYHU-
HAETCA pacCCMOTPEHHBIM 3aK0oHaM. KaxIblii U3 4JleHOB cepruy MHOXE-
CTBEHHBIX aJUIeJiei MOXET ITOJHOCThIO JOMHHUPOBATh OOWH HaX Jpy-
I'M, HATIpUMep B NOPSIKE YORIBAHHS: A > a,> a,> a; U T. 1. B 3100 cH-
Tyary KaXObId MMOCIEAYIOUIWH WICH aJUIeLHOM CEpUM OYyIeT DOMM-
HWpOBATh HaZl BCEMH OCTANbHBIMHK, KPOME IPEIBIIYIIHX.

V.4. HACJIETOBAHUE T'PYIIII KPOBHA CUCTEMBI ABO

I'pynmna kposu cucteMsl ABO (yuraercs kak «a, 6, HOJNb») KOHTPO-
JIUPYETCS. OMHUM aymocOMHbIM TEHOM, T.€. TCHOM, PaCIIONOXEHHBIM B
OHOI W3 AYTOCOMHBIX (HE TIONOBBIX) XpoMocoM. JIOKyC 3Toro rena
0003HayaeTC JIaTUHCKOM OVKBOI | (OT CITOBa «M30reMarnIloTHHOTEHY ),
a ero tpu amtend 14, IB u I oGo3HavaoTca A9 KpaTKOCTH, KakK A,
B u 0. Amnenu A v B — KOTOMUMHAHTHB! 110 OTHOLIEHUIO PYT K APYTY,
1 00a JOMUWHAHTHEI 110 oTHoweHnIo K amenio 0. Ilpu coyetanuy pas-
JUYHBIX aJpTeeit MoryT o0pa3oBaThCA 4 TPYIINTBI KPOBH, Pasnudaro-
1IIMXCH MeXIY co00il IMMYHOJIOTHYECKUMM CBOMCTBAMU KaK SPHUTPO-
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Taonuma V.1

Cea3p Mexay reHoTHnoM H deHOTHNIOM rpynn KpoeH cuctembl ABO

Penorun
Tenorun Tpynna kpopu | AHTATENA
CbIBOPOTKU
PP oI ofd
I~ 1a A(ll) B
AP A(1D B
BB B(I1D) o
B B(Ill) o
1A [B AB(V) 0

LINTOB, TAK ¥ CEIBOPOTKH (Tadun. V.1). DpHTPOLUTH COAEPXKAT AHTUICHBI
(arcIIOTHHOTEHBI), @ B CBHIBOPOTKE HAXOIWTCH BEILUECTBO ArlIIOTHHWH
(ot nart. agglutinatio — ckyewBaHue), HA3BIBAEMOE AHTUTEIIOM.
OnpeaeneHNe IpyIoBoi MPUHAMIEKHOCTH Y€JI0BEKA IO CHCTEe-
me ABO ocyiuecTeigeTcd IIpY MPOBEIEHNM peaKIIMU arrmoTUHALIUN

Peaxuyisi Ha CHIBOPOTKY (YKa3aHHYIO cjieBa)
3PUTPOUUTOB JAHHON IPYIIIbI

(pmc. V.3).
I'pyninel| AHTUrEHb | AHTUTENA
KPOBU | 3DUTPOLIU- | CHIBOPOTKH
TOB
AHTH-A
0 0 AHTH-B
A A AHtu-B
B B AHTH-A
AB AB -

Puc. V.3. BzaumoneifcTBue 3pHTPOLIMTOB HHAWBHAOB ¢ IpynamMu KpoBu 0, A,
B 1 AB c aHTUTENTaMH CHIBOPOTKY (aHTH-A M aHTH-B)
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3HATB TPYIIIOBYIO IPHHALICKHOCTE KPOBH YEJIOBEKA ~— HEOOXOMH-
MO€ YCIIOBHE 6€30M1acHOTo MPOBEACHUS MEPETUBAHIS KpoBU. TepMUH
«YHUBEPCAIHHBINA nOoHOp» o0o3HauaeT juno ¢ 0(I) rpymmoit Kposw,
TaK KaK €ro 3PHUTPOIUTH HE MOTYT ObITh alTTIOTHHUPOBAHBI CHIBOPOT-
KOl HM OMHOI'C PEIUTTUEHTA. «YHUBEPCATTBHBIA PEITUIIMEHT» — WHIM-
Bun ¢ AB(1V) rpymmoit KpoBH, CBIBOPOTKA KOTOPOTO HE MOXKET arrimo-
TUHHUPOBATH IPUTPOLIUTHL KAKOTo-TMO0 JOHOpA.

Vv.5. HIOJMATUBPUIHBIE CKPEHINBAHUA

OCHOBHBIE 3aKOHOMEpPHOCTH, OTKpHIThIE I'.MengemeM, kacaiuck
Hac/leJOBaHUS W PACHIETUIEHUS TOJIBKO 110 OJHOH mape alnbTepHaTHB-
HBIX [TPU3HAKOB (TIpH MOHOrHOPUIHOM cKpewrsannm). Ha crenyromem
srarte MeHmenss MHTEpecOoBan BOMPOC, KAKUMH IIpU3HAKaMu OyaeT
001anaTh ITOTOMCTBO OT CKpEIMBAHMS POOUTEIbCKUX (PopM, pa3auda-
IOIIMXCSA OQHOBPEMEHHO HECKOIBKUMHU IIpU3HAKAMH,

I'uOpuapl, MONMyUYEHHRIE OT CKPEIUIUBAHUS OCOOCH, pasTHYalOLIMX-
¢Sl OMHOBPEMEHHO 10 JBYM ITapaM alsbTePHATHBHBIX IPU3HAKOB, HOCAT
Ha3BaHHe AMrHOPHAOB. PacCMOTpUM pe3yIpTaThl KIACCUYECKOTO OIBITA
MeHnenst mo JAruOpuIHOMY CKpEIWBAaHUIO.

g cxpeluBaHus OBUTH OTOOpaHBIl pacTeHMsI, KOTOPBIC UMEJTH TyIall-
KHE XENTHIE TOpOIIUHAL (00a TIpH3HAKa JOMWHAHTHBIE), M PACTEHHS C
MOPIIMHUCTHIMU 3€JIEHBIMM TOpOIIHHAMHU (06a MPU3HAKA PELIECCHB-
Hele). COrnacHo mepBOMY 3aKOHY BCe ITOTOMCTBO ObUIO equHOOGDa3-
HO: JUIMOpWIHBIC paCTEHHS JABAJIM TONBKO MIANKHE KEITHIC CEMEHA.
B moroMmcTBe OT caMOOITBIIeHHA 15 TUrHOpUAHBIX pacTeHUi GbUIO IMO-
JIy4eHO 556 ropoliH: U3 HUX 315 Imankux XerTslx, 108 rmagkux seme-
HBIX, 101 MOpPIIMHUCTBIX XEITHIX U 32 TOpOMIMHEI GBUTH MOPIIAHKUC-
ThIE 3€JIEHBIE. BTO COOTHOIIEHME OMHU3KO K COOTHOMmIEHHIO 9:3:3:1 u
OTpaXaeT OTHOCHUTEIBHBIE YaCTOTHI 4 K1accoB (DEHOTHUITOB.

Ipu aHamu3e Mo KaXIoMy MMPH3HAKY B OTIOETBHOCTH (TONBKO IO
(opme WK TOILKO TI0 OKpacke) pacuieIvieHue ruGpunos B F, cooT-
BETCTBOBAJIO COOTHOIIEHUIO 3: 1.

IpocinenqumM pacieryieHWe 1Mo NPU3HAKY GopMbl ceMsH. [mankux
ropoiiH 6010 313 + 108, yro cocraBnno B cymme 423 rmagxux. Mop-
LIMHUCTBIX ropoiiuH 6puto 101 + 32, yro cocrasmino 133 cemau. OTHo-
meHue 423 K 133 6puUT0 OIIM3KO K YKE M3BeCTHOMY oTtHomeHuo 3: 1. To
K€ CaMOE OTHOLIEHHUE ObUIO TMONYYSHO MPY aHATN3e pacIieIIeHUs 10
TIPHU3HAKY OKpacky. ZKeIThIX TOpOIIMH BHE 3aBUCUMOCTH OT UX (POPMBI
6nUT0 416 (315 + 101), a KOMMYECTBO 3€EHBIX COCTaBWIO 140 ropolvH
(108 + 32). OTHomEeHHEe TakXe OJTM3Ko K 3: 1.

INonmydeHHBIE pE3YIBTATH CBUACTETBCTBOBATH, UTO pacllelUIEHHE 110
KaXmo#l mape ajuiened rpyl JUTMOpUITHOM CKPEIUBAHUM IIPOUCXOIUT
KaK JBa HE3aBUCHUMEIX COORITHA. TakuM 0o0pa3oM, COOTHOIEHHE (PeHO-
TUITOB TP TUTUOPHIHOM CKPEUTH BAHHH TIPEACTABISIET COO0IT pe3yIbTaT
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CITYYaWHOTO WM HE3ABUCUMOTO OOBCIUMHEHUS PE3YABTATOB ABYX MOHO-
THOPUIHEIX CKPEIIMBAHUN. DTOT BHIBOI OTPAXAET CYIIHOCTH TPETHErQ
3akona MeHnenss — 3aKOHa HE3ABUCHMOr0 KOMOWHHPOBaHHMA IeHOB.

OG603HAYNB JOMHHAHTHEIN aJUIEITh, OTIPEACSIISIONIMI XEJTYIO OKpac-
Ky, 6YKBOI A M peliecCUBHBIA aUleNlb, ONPEeNCSIOMNHA 3eICHYIO OK-
packy, 6ykBoii a, 6yKkBoit B — DTOMUHaHTHBIN aJIeNIb, KOHTPOJIUPYIO-
IOV pa3BUTHE DIAAKOH POPMBI TOPOLIMHEI, M COOTBETCTBEHHO peLIeC-
CUBHBII a/IJIeNTb, KOHTPOIUPYIOIIMI PA3BUTHE MODIIMHUCTON (DOPMEL,
OyKBOit b, IUrHOPUAHOE CKPELIBAHUE MOXHO 3aIHCaTh CIEAYIOLIUM
ob6pasoM (puc. V.4).

st Toro YyTOOH TIpeACTaBUTE (DEHOTHITHMYECKHE H TEHOTHITMYECKHE
KJIACCHl TIOTOMKOB JUTHOPHIOB TEPBOTO MOKOJEHUSI, BOCITONB3YyeMCH
TaK Ha3plBaeMoil pewietkod [leHHeTa, KoTopas MO3BOJSET YCTAHOBUTE
BCe BO3MOXKHBIE COYETAHMS MYKCKMX U XKEHCKUX ramet (tabmu. V.2).

Jlerko y6enurecs, uto 9 u3 16 (1.€. %/16) TEOPETUYECKH OXMIAEMBIX
MOTOMKOB UMEIOT OJHOBPEMEHHO JBAa JOMUHAHTHBIX MPU3HAKA (KEI-
ThIC [JIAJKIEe FOPOINIHEl — XT); 3/ 16 — JOMWUHAHTHBIHA U PEIISCCUBHBIHN
MPU3HAK (KENATBIE MOPIIUHHCTBIE — XKM); 3/ 16 — PELUECCUBHBIA U NO-
MUHAHTHBIH TIPU3HAKM (3€EHBIE ITagkue — 3r) U /16 YacTb MOTOM-
KOB UMeeT OJHOBPEMEHHO [IBA DEIECCHBHHIX NMPW3HAKA (3eJIEHBIE U
MODIUMHHCTBIE — 3M).

IIpn aHanmi3e TeHOTUNOB 1O peluerke [IeHHeTa MBI OOHAPYKHBAEM
9 pa3TUYHBIX KJIACCOB B COOTHOINEHUN 1:2:2:4:1:2:1:2:1.

Pacuienmenne B surubpuaHoM ckperrusaduu 8 F, mo ¢peHoTHIY 1
TEHOTHITY MOXHO ITOJYUWTh, IIEPEMHOXAA OTHOCUTEIBHBIE YACTOTHI
OTHENBHBIX (PEHOTUIIOB WIM OTHETBHBIX T€HOTUIIOB, ITOCKOJBKY TCHBI,
KOHTPOJTHPYIOIME DA3BUTHE DATUYHBIX TPU3HAKOB, HACIEIOBAITHCH
He3aBUCUMO NPy oT Apyra. [1o kaxaoMy U3 He3aBUCHMBIX TTPU3HAKOB
(oxpacka TOpPOIIMH M XApaKTepHCTHKA MX MOBEPXHOCTH) OTHOIIEHUE
4acToT, KaK ObLIO paHee IoKas3aHo, cocTaBiuseT 3 1. Torma, nepeMHO-
xast (3xk:13) Ha (3r:1mM), momygaeMm 9xkr:3xM:33r: 13M, 4TO TOYHO
COOTBETCTBYET NaHHEIM pelueTky [leHHeTa.

P AABB x  aabb
T'ameTnl AB\ ab
F; AaBb
TI'ameTsl AB Ab \aB ) ab

Puc. V.4 Cxema qurunOpuiHOTO CKpelHBAHMS

Tubpuabl nepBoro NoKoJeHUs1 eqMHOOGPA3HB KAk No GeHOTHUny, Tak ¥ 10 reHOTHITY
OHHU 06pa3yioT raMeThl 4eThipeX pasIMYHbIX THTIOB — AB, Ab, aB, ab
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Tabauua V.2
Pacuennenne no ¢gpevornny u resoruny 8 F, mpn aurnGpuanom
CKpelHBaHAn
Favers
AABB AABb AaBB AaBb
Kentbiit Kenrorii KenTrrit Kenroit
I'namxuii I'magkuin I'nmagkni I'nagxuit
AABb AAbb AaBb Aabb
Kerolit Kenroiit Kenrotit Kenrorik
I'nagxuit M OopLUMHUCTHI Tnagxuii MopiunHUCTEI
AaBB AaBb aaBB aaBb
KenTolit Kenreiit 3eneHslif 3eneHbli
I'nankuit Imanxuit Tnanxwit I'nagxuit
AaBb Aabb aaBb aabb ,
Kentoiir Kenrbrit 3eneHbri 3eneHsli
nagxwii MopiiMHUCTHI Tnagkuin M opiiMHUCTBIIR

3Has, 4TO IPH MOHOTHODHIHOM CKpPEIUIMBAHUM pacCIieTUIEHHE I10
TeHOTHITY coOTBeTCTBYeT 1AA. : 2Aa : 1aa st omHoii napel 1 1BB:2Bb: 1bb
JUIST IPYTOi, MOXHO MOJCYUTATH YACTOTHI, WM BEPOATHOCTH, TeHOTH-
OB Pa3JTUYHBIX KJIacCOB. BepOATHOCTH IeHOTHUIIOB COOTBETCTBYIOT:
AA — /4, Aa — 1/5, aa — 1/4; BB — 1/4, Bb — 1/, bb — 1/4. Hanpu- |
Mep, OTHOCHUTeNhHas yacToTa reHotina AABB paccuureIBaercs my-
TeM TepeMHOXEHHUs BeposaTHocTel 1 /4 AA x 1/4BB = | /| AABB, ma
AABb — 1/4AA x 1/2Bb =1 /3 unu 2/16, AABD. Tem xe riyrem nomydaeM
pacrnpefieNieHAE BCEX OCTAIBHBIX PANTUMAIOIIUXCA 110 TeHETHYECKO KOH-
CTHTYLIMU KJIACCOB Oco0¢eil B oTHOIeHWn 1:2:2:4:1:2:1:2:1, 4ro Tak-
e ITOJTHOCTBIO COOTBETCTBYET HAHHBIM peuleTku [TeHHeTa.

TlocTtynas aHaTOrM4HEIM 00pa3oM, MOXHO NIPEACTABUTH Pe3ybTa-
TBI pacllervieHus 110 GEHOTUITY M TeHOTHUITY IUIST TPUTHOPHIHOIO CKpe-
UIMBAHUA, KOTHA POTUTEIBCKHE QOPMEI Pa3iIMyaloTCsd 10 TPeM Hesa-
BUCHMEIM NTPHU3HaKaM ¥ B I 00pasyloTes TpHrHOpUABL, DKCIepuMeH-
THI ITOKA3bIBAIOT, UTO MPH TPUTUOPHUIHOM CKpeIUBAHUM pacllernJie-
uue B F, no ¢peHoTuny gaeT 8§ pasiMIHBIX KIIACCOB 0c00Ei B COOTHO-
eHUH 27:9:9:9:3:3:3:1, a pacuieTuieHe Mo reHOTUNY AaeT 27 pas-
JIMYHBIX KITACCOB.

[Tono6HEIM 00pa30M BO3MOXEH pacyeT BepOATHOCTEH (HPEHOTUNIN-
YeCKHX U FeHOTUITMYECKHX KIIacCOB [UTS TI0OOTO TTOIUTHOPHIHOTO CKpe-
umBaHus (Tadr. V.3).

B o61iem BHzie 3TH COOTHOLLIEHMS MOXHO BBIDA3UTh IIPOCTHIMU (HOP-
MYJIaMU: YUCIIO GEHOTUNIUYECKUK KJIACCOB PABHO 28, TIe «2» oTpaxaeT
[MAPHOCTE AJUIeNel, a [MOKa3aTe)Ib CTENEHH «N» — YUCIIO HE3aBUCHMEIX

—
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Tabnuua V.3

CootHomenre ¢peHOTHNHYECKHX H FeHOTHIHMYECKHX KIaCCOB BO BTOPOM
MNOKOJIEHHH MPH MOHO-, JA-, TPA- H NOTHIHOPHAHOM CKpemuBaHAn

P trl::gs Yucno xnaccon
no deHOTHITY 10 TEHOTUITY
MoHorubpunHoe 1 20=2 3I=3
Hurubpunxoe 2 2=4 3¥=9
TpurubpunHoe 3 23=8 3»=127
IlomurubpunHoe n 2" 3"

reHoB. YMciro reHOTUITHYECKHX KJIACCOB PaBHO 3°, e OCHOBAHHUE CTe-
MeHU «3» — YHUCIO FEHOTUIMYECKMX KJIACCOB IMPM MOHOIMOpUAHOM
CKPEIIUBAHNY, a TTOKA3aTelb CTETIEHN «N» — YUCIIO FEHOB.
O4YeBMOHO, YTO B OCHOBE IPUBENCHHBIX (HOPMYIT JIEKAT 3aKOHO-
MEPHOCTM MOHOTMOpHIHOro cKpeuryBaHus. OHU CIIpaBeIUIMBLI JUIA
rO6GOro yuciaa reHoB, HO HE MPEBBIINAIOIIAX MATICHIHOE YUCIO 1.
BaxHo OTMeTWTB, YTO 3aKOHOMEPHOCTH, OTKPHBITEIE MeEHHIENeEM,
pEeaTU3YIOTCA 1TPpY aHaTM3e OONBIUIOro KOJTUUECTBA OCO0CiH, ITOCKOIBKY
Maoe KOJMMYECTBO B MOTOMCTBE MMODMAOB (HATIpUMEp, JETH OXHOMN
CEMBbHM) MOXET AaBaTh OTKJAOHEHMUA OT TOYHOI'O COOTHOIICHHUS OXUIa-
€MBIX KJIACCOB pACILEIICHUA B CHIIY CIIyYalHBIX COOBITHIA.
I'mGpumomornyecKui aHaTu3, paspadoTaHublii MegneneM, u pe-
3yJILTATHI, TIONYYCHHBIE HA €70 OCHOBE, 3aMOXWIM KOHUENHMI0 GyH-
JTAMEHTATEHOrO TTOHATUA I'eHEeTUKHA M OGHONIOTMH B LIEJIOM — IOHATHE
reHa. B rmocnennue gecativieTnd XIX B. 6bITH 0GHAPYXEHBI XPOMOCO-
MBI, OITMCAHBI MUTOTUYECKOE ¥ MEHOTHYECKOE NeNCHMS KIETKU. TeM
He MeHee He ObUIM M3BECTHBI MaTepUAIBHEBIC HOCUTEIN HACIECICTBEH-
Holt uHopManun. ToMeEKo mocie TOro Kaxk 3akoHbl Mennemnst Guin
OTKPHITH BHOBB B 1900 r., comocTaBieHne MEHIEICBCKOTO PacIler-
JIeHUS TIPU3HAKOB ¥ PACIIPENETICHUA XPOMOCOM B MEHO03€ ITO3BOIMIIO
CIEeNaTh OKOHYATEIBHBIN BLIBOJ O TOM, YTO UMEHHO XPOMOCOMBEI SIB-
JIAIOTCA HOCHUTEIAMI TeHEeTHYECKOH MHMDopMamu. OTUMU COOBITHAS -
MY 03HAMEHOBAJIOCH HAYANIO HOBOI'O HAYYHOI'O ITEPHOIA PA3BUTHUS Te-
HETHKM, a HAGMIOASHUS M BEIBOABI MEHIENA M B HACTOSIIEE BpeMs

COCTaBJIAIOT Ba)KHCﬁHIYIO rJ1aBy Y4CHUA O HACICACTBCHHOCTH 1 U3MCH-
YHUBOCTH.

V.6. BBAMUMOJEVICTBUE I'EHOB

B npenwinyiieM pazaesne Mbl pacCMATPUBAIA 3AKOHOMEPHOCTH MEX-
AJUIETBHEBIX B3aMMOOTHOLIEHUH, T.€. B3AUMOOTHOIIEHUI MEXIY ane-
JIAMM OMHOTO ¥ TOI'O Xe reHa: JOMMHUPOBAHKE, HETTOIHOE JOMUHUPO-
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BaHHE, KONOMHHHPOBAHWE, CEPHIO MHOXECTBEHHBIX ajineneit. OxHako
GoJIBILOE KOJHYECTBO IIPpU3HAKOB (POPMHPYETCS ITPU YYACTHH HeCKOJNb-
KHX IeHOB, B3aUMOIeiiCTBHE KOTOPBIX CYIIleCTBeHHBIM 00pa3oM OTpa-
XaeTcsl Ha 0coOeHHOCTSX (peHOTUITA U IIPUBOOUT K OTKIIOHEHWIO OT
MeHIeJIeBCKOM 3aKOHOMEPHOCTH pacHIeIUIeHUS (PeHOTUNOB. ONMIcaHo
HECKOJIBKO THIIOB B3aMMOZNENCTBUS HealJIebHBIX IeHOB. KOMHAEMEH-
mapHocmb, 3MUCMA3 W NOAUMEPUS.

KoMnnemeHnTapHocTh — B3aUMOIeICTBUE Hea/UleJIbHBIX T€HOB, KO-
TOpBie OOYCIOBIUBAIOT Pa3BUTHe HOBOTO IPU3HAKA, OTCYTCTBYIOIIETD
y ponureneit. [IprMepoM KoOMIUIeMeHTAPHOIO JeCTBHS ¥ YeJIOBeKA MOTYT
CIYKWUTH CAyYad, KOrHa y IJIYXUX POMUTeNTel POXAAIOTCS JeTH ¢ HOp-
MAaJTbHBIM CITYXOM.

Pa3BUTHEe HOPMAJILHOIO CITyXa HAXOXUTCH ITON TeHeTHIeCKUM KOHT-
poJieM JecATKOB pa3/IMYHBIX HeaUIeNbHEBIX IeHOB, TOMO3HIOTHOE pe-
1{eCCHUBHOE COCTOSIHHE OJHOIC M3 KOTOPEIX MOXeT IIPUBOIHTE K OTHOI
13 POPM HACTeICTBeHHOM MyXOThl. Takux (popM y UeTOBeKa U3BECTHO
6omee 30. Eciu onyu U3 ponuTeeit siBiisieTcd TOMO3UTOTOM 1O periec-
CHUBHOMY TeHy aa (puc. V.5), a Ipyroii — roMO3HUIOTOH MO ApYromy
pelieCCUBHOMY TeHy bb, TO BCe Mx HeTH OYRYT ABOHHBIMU reTepoO3UTo-
TaMH 4, ClefOBaTeJIbHO, CABIIALIMME, TOCKOIbKY JOMHHAHTHEIE AJl-
JleJTi OYayT B3aUMHO MOIIOTHATS ApyT apyra (cM. puc. V.5). Takum obpa-
30M (OpPMHUDYeTCST HOBBIM TI0 OTHOUIEHHIO K POXMTENSIM MPHU3HAK —
HOPMAJILHBIH CIIyX.

Dnnrcra3 (OT rped. epi — HAX + stasis — IpensSITCTBHE) — B3aUMO-
JMeMCTBHe HeaJUleIbHBIX TeHOB, IPU KOTOPOM HabimodaeTcst IonaBiie-
HHe TIPOSIBJIeHHS OHOTO TeHa JelicTBHeM IPYroro, HealIENBHOTO IreHa.
TMoparnsronmit reH Ha3bIBAETCS T'eHOM-CYTIPECCOPOM, a ITONABISIEMBIHA ——
TUITIOCTAaTHYeCKUM TeHOM. [To-BUIMMOMY, NeiiCTBME reHa-CyIIpeccopa
Ha ITOJABISEMBIl reH CXONHO C MPUHIMIIOM IOMHHAHTHOCTh — pe-
neccuBHOCTh. Ho cyluecTBeHHOe pasinyde 3aKII0YAeTCs B TOM, YTO
9TH IreHBl He SIBJISIOTCS ANACIBHBIMU, T. €. PACTIONIOXeHbBl B HErOMOIO-
TUYHBIX XpOMOCOMAX WIH 3aHHMAIOT Pa3iWJdHBlE JIOKYCH B rOMOJIO-

P res === pmeyvumn U

P aaBB x AAbb
Tnyxoit Tryxas
MYX4UH2 KEeHIIUHA |
lamernt aB Ab ;
F1 AaBb
PeGeHok ¢ HOpManbHBIM
CIYXOM

Puc. V.5. CxeMa, mosicHAIO1a8 BO3MOXHOCTb POXICHUS JETEH ¢ HOPMAIBHEIM
CJIyXOM Y TIIYXMX POBHUTENCH ¢ PA3TMYHBIMUA TEHETUYECKHUMM (DOpMaMM IITyXOThI
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TMYHBIX, Pa3aMyaioT AOMUHAHTHBIH U PeIleCCUBHBIM armuctas. I1pu mo-
MMHAHTHOM 3ITHCTa3e JOMUHAHTHBINA aJUleiIb TeHa-CyIpeccopa roaaB-
JISET TIPOSBICHNE JOMWUHAHTHOIO a/UIEN APYTOro rHImocTaTHYeckoro
reHa. [IpU periecCUBHOM 3IIMCTa3e, WIM KPUIITOMEPHH, PEIleCCHB-
HEIH aJUIens reHa-cympeccopa, OyaydYd B TOMO3UIOTHOM COCTOSIHHH,
HE AaeT IPOSBUTHCS TOMUHAHTHON WM PELIECCUBHBIM aJUleIsIM apy-
THX TE€HOB.

TTpumepoM perrecCUBHOTO 3MTUCTA3a Y YETOBEKA MOXET CIYXHTh TAK
Ha3bIBaeMEI DoMObeMcKIit GeHOTHIT, KOTHa WHIWBUI, UMEIONUH no-
MMHAHTHBIY ajUieib rpynibl KpoBu cuctemsl ABQ (Hanpumep, amens
B, ompenensiomuit nmpuHanaexHocTe yenosexka K 11T wom IV rpym-
re), UAeHTHMUIMpPYETCS B PEAKIIUM aTTIIOTHHAIIUMHM KaK YEeIOBEK C
0(I). D10 cocrogHHe BOZHUKAET B PE3yJbTaTe TOIO, 4YTO NAHHBIM MH-
JUBHI SBISIETCS perecCHBHOM romosuroroi (hh) mo apyroii, Hexe-
1 cucreMa ABO, reHeTiueckoit cucreme Hh. s peanuzanvii ae-
seit I* u IB HeoBGxoamuMo MPUCYTCTBUE XOTA GbI OHOTO JOMWHAHTHOTO
amens H.

Ilosmmepus (oT rped. polys — MHOIO + MEros — 4YacTh) — BUJ
B3auMomeNicTBUA, Korma 3G @eKTH HeCKONBKUAX HeaUIebHBIX TEHOB,
OIPEeNENIOIUX OOUH M TOT Xe ITPU3HAK, ITPHMEPHO OAMHAKOBEL. ITo-
[ODHBIE TPU3HAKW TIOJYYMIM Ha3BaHUE KOMMYECTBEHHBIX, WIH ITO-
JUMEPHBIX TPU3HAKOB. Kak rpaBuiio, crereHb MPosSBISHHUS ITOIMMEp-
HBIX TIPU3HAKOB 3aBUCHT OT YUCIA JOMHHAHTHBIX reHOB. Hacnenopa-
HUE ITOMMMEPHEIX TIPH3HAKOB OBIJIO BTIEPBBIC OITUCAHO IIBEACKIM I'eHe-
tuKOM I'. Hunbscon-3me B 1908 r. TIpoBoasa ckpeliuBaHWEe pa3aud-
HbBIX QOpPM TMIIEeHUIH (C KPAacHHIMU U GEeNBIMM 3epHAMW), OH Ha-
Gnroman paciuervienue B F, MpU3Haka OKpacku B OTHOIIEHHH: 15/16
OKpalleHHbIX U 1/1¢ 6enbix. Cpeny OKpallleHHBIX 3€pEH OH HaGIonan
BCe Tepexoabl — OT UHTEHCHUBHO OKPAILIEHHBIX KO ¢abo oKpalleH-
HEIX.

AHanmu3 ocobeHHOCTe! paclleIUieHUs 1T0Ka3al, 4TO B JaHHOM CJIy-
yae OKpPACKy 3epeH OlpeAeligioT IBa JOMHHAHTHEIX aylIejsa ABYX pas-
JIMYHEBIX €HOB, a COUETAHUs WX PEUECCUBHBIX aylJIejei OIpenenasior
OTCYTCTBHe OKpacKH. ITOCKOMBKY TTOMHMEpPHEIE Te€HBl MMEIOT OTHO-
HalpaplIeHHOoe AeiiCTBUE, UX, KaK MMPaBWIO, 0603HAYAIOT OXHHAKO-
BBIMM OyKBaMu. TakUM 00pa3oM, UCXOTHBIE POAUTEIBECKHE (OPMEI
UMeIH TeHOTHTTB A A jAA,; M 2,a,3,3;. Hanuuue Bcex 4eThipex qOMU-
HAHTHBIX aJUTeell OMpenendano caMyld MHTEHCUBHYIO OKDPAcKy, Tpex
NOMUHAHTHBIX ajuienel (tuna AjA;Aa;) — MeHee MHTEHCHBHYIO OK-

b packy U T.1.

HprIMepOM ITOIUMEPHOTO HACIENOBAHHA Y YEJI0OBEKA ABISETCA Ha-
CJIea0BAaHME OKPAaCcKH KOXHBIX ITIOKPOBOB. B 6paKe HHIWUBWA HETPOUI -

i HOH pacel (KOPEHHOro XHTens AQPHUKN) ¢ YepHOH OKpacKol KOXHM H

TIpefCTaBUTENIEM €BPOITEOUIHOM Packl ¢ Oeloi KOXell JeTH POXAAI0T-
CA C TIPOMEXYTOYHBIM 1IBETOM KOXHM (MynaThl). B Gpake aAByx MyIaTOB
TIOTOMKM MOTYT 007alaTh JIF000H OKpackKod KOXH: OoT YepHOH mo Oe-
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JIOM, TTOCKOIBKY MUTMEHTAITNS KOXH 00YCIOBIEHA IEHCTBHEM TpeX W
YeThIpeX HeaJTieNbHBIX TEHOB. BingHue Kaxao0ro U3 3TUX TEHOB Ha OK-
pacKy KOXHM MPHMEPHO OJHUHAKOBO.

TTonnMepHoOe HACIEMOBAaHUE XapaKTCPHO A TaK HA3bIBACMBIX KO-
JIMYECTBEHHBIX IIPU3HAKOB, TaKMX, KaK POCT, BEC, OKPACKA KOXHBIX
IOKPOBOB, CKOPOCTH IPOTEKaHUsI OMOXMMHUYECKUX peaKlUUid, apTepH-
aJIbHOE ABJIEHHE, COEPKaHHE caxapa B KpOBU, OCOOCHHOCTH HEPBHOM
CHCTEME], YPOBEHb WHTENIEKTa, ¥ MHOI'HX APYIMIX, KOTOpHIE HEMb3A
Pa3IOXUTh Ha YeTKue GeHoTUIIMYecKne Kiacch. YeM Oonbliree YHUCIO
HeaJJIENBHBIX TEHOB KOHTPOJNIHUPYIOT Pa3BUTHE KOJTNYECTBEHHOIO IIPH-
3HAKA, TeM MEHEE 3AMETHB! [IePEeX0abl MEXAY (PEHOTHUIIMUSCKUMH Kiac-
CaMH.




I'JIABA VI. HACJIEACTBEHHOCTD
N N3MEHYUBOCTD

HacneacrBeHHOCTb M M3BMEHYHBOCTD SIBSIIOTCA BaXHEWIIMMHU (PaKTO-
paMH IBOJIIOIINH BCETO XUBOro Ha 3emiie. I1om HACENCTBEHHOCTBIO TT0-
HUMAIOT CBOMCTBO OPraHM3MOB 06GeCIieUrBATh MATePUATTBHYIO U (DYHK-
IIMOHATIBHYIO TIPEeMCTBEHHOCTb B POy IMOKOJEHWH, a TakXe ompene-
JISITh YHUKAJIBHEIA XapakTep WHIMBUIYATLHOIO Pa3sBUTUA B Crierupu-
YyecKHX YCIOBHUSIX cpelibl. ABIeHus HaCleACTBEHHOCTH U U3MEHUYMBOCTH
JIeXKAT B OCHOBE BCeX XU3HEHHBIX TipoaBneHuil. HacnencrBenHOCTH 00eC-
TIEYNBAET CXO/ACTBO MOPGONOrMYECKMX XAPAKTEPHUCTHUK, MeXaHM3MOB
PasBATUS M KU3HEAESITeNbHOCTH, a CTPYKTYPHO-(QYHKIIMOHATILHOE pas3-
HooGpa3ue ocobeil Mmodoro BUAa 3aBUCHT OT APYroro pyHAaMeHTATbHO-
TO CBOMCTBA XXMBHIX OPTaHH3MOB — U3MEHYMBOCTH.

ITon H3MEeHIHBOCTBIO TTOHMMAIOT CBOHCTBO XXMUBBIX OPTAHHU3MOB TIPH-
0o0peTaTh B MPOLECCe WHANBUAYAIBHOTO pa3BUTHUs (OHTOTeHe3a) HO-
Bele MOp(PO-PYHKIMOHANBHbIE TPU3HAKM ¥ OCOOEHHOCTH, OT/IMYa-
OLIMeCd OT POAUTENBCKUX.

VIL.1. TUIIbI NI3IMEHYUBOCTHN

C 9BOJNIOIMOHHON TOYKH 3peHUsI Pa3IMYAlOT J[Ba BUIAa GHOIOTHYeE-
CKOI M3MEHYWUBOCTH: IPYNNOBYK0 H3MEHYHBOCTb, TIOA KOTOPOM TOHH-
MalOT pa3iin4yysa MeXIy MOINyASIusiMU, ITHOCAMHU WU pacaMu, U HH-
JUBHAYAJIBHYI0 H3MEHYHBOCTD, T.€. Pasindusi MEXIy 0COOAMH OTHOI
rroryssauu. Ilpumepamu rpynmnoBoi M3MEHYUBOCTH MOTYT CIIYKHTh pa3-
A4S B OKpacKe KOXHBIX TIOKPOBOB y abpHKaHIIEB ¥ €BPONEHIEB,
XapaKTep OBOJIOLIEHHS U CTPYKTYPH BOJIOC, pa3pes IVia3 U MHOTHE ApY-
I'He MpU3HAKHU, pasnuyaiolne NpeacTaBuTenedl pa3iMyHbIX pac.

HWHnuBuayanpHass W3MEHYMBOCTH IOpasno Iupe rpymnmnoBoit. OHa
BKJTIOYAET BCE pa3nvdusl MeXIy KOHKPETHHIMM WHAWBHUIAMHK TIO Xa-
paKkTepy, TeMIepaMeHTy, I[BeTy IJia3, HAJIWYUIO OTpeAeIeHHON IpyTI-
TIBl KPOBU, OCOOEHHOCTSIM BHEIIHETO OONUKA, POCTY, TEJIOCIOXKEHUIO
UT. O

IMporiecch, onpenensonyie H3MeHIYNBOCTh, HEOAHOPOTHEL. OmHu
M3 HUX MOIYT NPOABISITECA TOMABKO B BUJIC BapHaiiy IIPU3HAKOB, T.€.
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TOJIEKO KaK W3MEHEeHHNe NMPU3HAKa; APYTHe 3aTParuBaloT TeHETUYeCKM it
armmapar.

Co0TBETCTBEHHO 3TOMY BBLIENSIOT heHomunueckyio (Henacredcmeen-
HYI0) NI 2eHOmunu4eckyio (Hacaedcmeennyo) N3MeHIHBOCTb.

VI1.1.1. HeHnacieacrseHHAs M3MEHIHBOCTh

Tlpu deHoTHNHYIECKOH N3MEHUWBOCTH HAC/IEACTBEHHBIA MaTepHa
B M3MEHEHMsI He BopJexaercsi. OHM KacalOTCs TOMBKO IPU3HAKOB HH-
IUBHAA ¥ IPOUCXOAAT Mo AeiCTBrEM (PAaKTOpOB BHEIIHEH 11 BHYTPEH-
Heif cpenpl. ITogo0HBIE M3MEHEHWS He TePeaoTCs 110 HAC/IEICTRY, JaXe
€CJIi OHHN 00YCIIOBNEHB! ITOCTOSHHBIM BO3AEHCTBHEM Ha NMPOTSKEHNHU
HWCTOPHYECKH IITUTENIEHOTO BpeMeHH. Hanpumep, y HEKOTOPKIX Hapo-
OB M3BECTHHI PUTYalbl, CBA3aHHBEIE C HAHECEHHEM CIenHdUIecKx
MOBPEXASHWHA: MPOTHIKAHUE HOCOBOU NEPETOpOIKH WM TYO, ylane-
Hue 3y00B (KJIBIKOB), YPOIOBaHME CTYITHEH WU KocTel yepera. [lo-
IOOHBIE U3MEHEHMA, KaK M3BECTHO, He HaceoyloTrcsa. Ecau W3MeHe-
HMA MPH3HAKA ABIAOTCA peakliveil Ha JeHCTBHe onpeaeeHHoro dax-
Topa Y MO BEIPAXKEHHOCTH HE BBIXOAST 32 IPEIebl HOPMEI peaKlInH,
TO TaKHe U3MEHEHUS Ha3bIBalOT Modugurayuonubimy. Hanbonee geTko
MoaudHUKaIMOHHAS M3MEHYMBOCTE IMPOABIASTCS KAaK peakiis opra-
HU3Ma HA W3MEHeHHsA ($aKTOPOB cpelasl: HallpUMep, reorpahrIecKx
YCIOBHI POXMBAHUA, HHTEHCUBHOCTH COMTHEYHOM pagualivi, XapaK-
Tepa MUTAHUA U T.1. MomuduKamoHHas H3MEHYMBOCTh UMEET anarl-
TUBHOE (TIpMcnocobuTebHOoe) 3HaYeHWe. B Tex cnyyastx, Koroa uame-
HEHMSI TOSBIISIOTCA B PE3Y/IbTaTe ASMCTBISA OOJIBIIOT0 KOMIeCTBa hak-
TOPOB, MX HA3BIBAIOT CAVHAUHBIMU.

OmHUM U3 MPOgBIeHUHA MOAU(MHKAITMOHHON H3MEHYNBOCTH SABJA-
erca eHOMEH PeHOKONMUPOBaHUA. TepMuH «peHoKoNus» OBUT Mpes-
JIoXeH A4 0003HaYeHUsT TPU3HAKOB, GOJIe3HEN MM ITOPOKOB Pa3BH-
THUA, BOSHUKAWIUMUX IO/ BO3OCHCTBUEM OIIPEAe/ICHHBIX YCIOBHIA Cpe-
IBl, HO (DeHOTHITMYECKHU (KIMHHYECKH) ITOXOXHMX Ha TaKHe Xe COCTO-
STHUS, 0GYCHOBJIEHHBIE TEHETHYECKUMH (PaKTOpaMu (MyTalMIMId).

TaxkuM oGpa3oM, GeHOKOHST — 3T0 IPU3HAK, PA3BUBAIOIIMIACS 11O
JaefcTBIEM cpenoBbIX (GaKTOPOB, HO I KOITMPYIOIIUH HACTIEACTBEHHO
00yCIIOBIEHHBIA MMPU3HAK.

Okpacka KOXHEIX ITOKPOBOB a)pUKaHIIEB XapaKTEePH3yeTCsl BhIpa-
KEHHOI NMUIrMEHTAIIMEN, TaXe eC/IM YeJI0BEK HE IToaBEpraercs Bo3ueii-
CTBHIO COMHEYHEHIX JIyuei. Koxa eBporeiiieB, Kak IMpaBuiIo, MUrMeH-
THPOBAHA JIUIIG B c1a00il CTeNeHH, HO CTAHOBUTCA CMYTJION ITox meii-
CTBMEM COJTHEYHOro cBeta. TakMM oOpa3oM, 3aropenbie, HO HaCael-
CTBEHHO CBETJIOKOXHE WHAWBUALI IPEACTAB/IAIOT COO0M KaK OB «KO-
MUK» TeHETHIECKHN TEMHOKOXKMX JTIOASH.

M3BecTHO O0Jbilioe YUCTO KIMHHYECKHX TIPHMEPOR, HILTIOCTPUPY-
IOILMX CUTYallUH, KOT/Ta OIpee/IeHHBIH (PeHOTUN MOXET SBISITHECS I1PO-
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& IIYKTOM KOHKPETHOTO T€HOTHIIA, 2 MOXET OBITh (heHOKOTIHE, T.€. pa3-
BHUBAThCS 107 AeticTBUeM (akTopoB cpenbl. HanpumMep, cnemnora, obyc-
f NTOBJIEHHAsT IOMYTHEHHEM XPYCTalIMKa I71a3a (KaTapakra), MOXeT ObITh
} BBI3BaHA MEXaHWYECKUMH ITOBPEXIEHUSIMU, UIH NeHCTBUEM MOHU3M-
L PYIOLLETO U3JTyYeHHsI, WIH B pE3yJbTaTe BHYTPUYTPOOGHOTO ITOpaXKeHHsI
| BUpycoM kpacHyxu. Ho pasBuTue KaTapaKThl MOXET BbI3BaTh CIEIHDH-
I yeckuil TeH 6€3 KaKoro-JuGo NOMOMHHUTENBHOIO BHEIIHETO BO3IEii-
i CTBUA HA OpraHM3M.

CnaboyMue MOXeT OBITh 00YCIIOBJIEHO CITEIIM(PITISCKIM Te HOTUIIOM
§ (HarmpuMep, TeHHOH WM TeHOMHO MyTallueil), HO MOXET pa3BUThCH
MPU OTCYTCTBUM Hoaa B parlMoHe pebeHKa WIH B Pe3ynbTaTe IIOBPEX-
k. TAIOLIEro BO3MEHACTBUS IIMTOMETIOBUPYCHOM MH(eKIIMM Ha MO3T TUIoAAa
§, BO BpeMs BHYTPUYTPOOHOI'C Pa3BUTHS.

B HEXOTOPEIX CIyyasx MCIIOIBL30BAHHBIN TEPMUH OTPAXKAET JUIHb Ha-
. IMYYe MIPU3HAaKa U He HeceT HH(pOPMaLiMM O IIPUYMHAX €70 BOSHUKHO-
¥ BeHus. MI3BecTHO, HATIpUMeD, YTO [IOHATUE «MUKporiedaus» (OT rpey.
b mikros — Maneni + kephalé — ronopa) BKTIOYaeT TaKue IpPHU3HAKH,
b KaK YMEHBUIEHHBIH pasMep 4epera ¥ IOJOBHOI'O MO3ra, YMCTBEHHas
[ oTCTANOCTD U OTpeseieHHble HEBpoiornyeckue HapyiueHud. Ho Mux-

§ HereHeTUUeCKOl, ofycioenennoli, HATIDUMED, PAHHUM HAPAUEHUEM Ye-
¥, PenHo-mo03206biX Weog. B 0601MX CiIy4asiX MHOTHE KJIIMHUYECKUE TIPOSBIIe-
b Hug 6ynyT BecbMa cxoxu. OIHAKO TpY BHIGOPE METOMOB TICUXOI0r0-
b TIe/TaTOTMYECKOH KOPPEeKILMM, Tepalldd, peabHUIMTAIIMU W afallTarii

b mTaHHOU ceMbe.

' CpopMUpOBaBIIMECS HOBBIE IIPU3HAKU MOTYT CITYXHUTh OCHOBOM JUTS
Y, 9BOTIONIMMY BUIA IIPU YCIOBUM HMX HACHETOBAHUA.

f  Eciu Obl Bce 4ieHbI BUJA ObLIM UIEHTUYHBI II0 KAKOMY-JIMOO TpU-

"‘L \
A

¥ 3HaKy, TO OTOOP OTCYTCTBOBAJI, ITOCKOJIBKY He ObUIO ObI TOYKU IIPUIIO-
f XKeHUd ero neicTBus. fBneHHe U3MEHYMBOCTH, TAKKM 00pa3oM, obec-
| TTeuMBaeT BO3MOXHOCTD ECTECTBEHHOTO 0T60pa. OHAKO UTS SBONIOLMH
| TpeOyeTca He IPOCTO U3MEHYMBOCTH, A Hacreoyemas usMen4ugoCms,

o VI1.1.2. HacieacTBeHHas M3MEHYNBOCTD

k leHOTHITMYECKAS U3MEHYMBOCTh B 3aBUCHMOCTH OT MMpHAPOABI KJie-
TOK TIOAPA3NCAACTCSI HA 2E€HEPAMUGHYI0 (HSMCHCHHH B HaCJACOCTBEH-
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[ @enornmeckan |

IenoTHIIMYECKAs

WOIIH(DHKHHHOHHMI {Cnyqafma;ﬂ B reHepaTtHBHBIX | | B coMaTHYeCKHX
KJIETKaX KIIETKaX

[KOMGHHaTHBHaHJ lMy’rauHOHHaﬂ |K0M6uHaTnBHa;| lMy'raLmonH;J

Puc. VI.1. Knaccudukaius BUAOB H3MEHUNBOCTH

HOM arrapare raMeT) u comamudeckylo (U3BMeHEeHUs] B HACHEACTBEH-
HOM amnrapare KJIeTOK Tena). B paMKax reHepaTUBHOM U COMaTHYECKOH
W3MEHYUBOCTH BBIZENAOT 1) KOMOMHATUBHYIO U 2) MYTAIIMOHHYIO
U3MEHYUBOCTE (puc. VI.1).

Kom6unamuenas usmen4ueéocms BO3HUKAEeT B TEHOTHIIAX TOTOMKOB
BCJIEACTBHE CIYYaifHOIM NepekoMOHHaK ayveneil. CaMu reHbI TIpU 3TOM
HE U3MEHSAIOTCS, HO TeHOTHITE POAUTeNeil U feTeil paiuyHel. Komou-
HATHBHAs M3IMEHYUBOCTH BO3HUKAET B PE3YJIbTaTe HECKOJBKUX MPO-
1IECCOB;

a) HEe3aBHCUMOTO PACXOXAECHHS XPOMOCOM B Ipoilecce MeiHo3a;

6) pexOMOUHAIIUM TE€HOB [IPH KPOCCHUHTOBEDE;

B) CIIYYalHOM BCTPEUYHA IaMeT IpU OIUIOAOTBOPEHUH.

KoMOVHaTHBHAY M3MEHYUBOCTE SBISIETCS INTABHBEIM UCTOUHMKOM Ha-
OJII0JAaEMOT0 TEHETUYECKOTO pasHooOpasusa. M3BECTHO, UTO B T€HOME
yeyjoBeka coiepxuTcs IpuMepHo 30— 40 Teic. reHoB. OKOJIO TPeTH BeexX
reHoB UMeIoT 6osiee YeM OIMH ATUIENb, T. €. SIBISTIOTCSH TTOTHMOP(MOHBIMU.
OnnHaxo maxe NPy HATWYIHU JTRIIE HEOOJBIIIOrO YUCIA JIOKYCOB, COIep-
KaIMX MO HECKOJBKY UIENel, TOMBKO TIpA PeKOMOWHAIMU (BCIEn-
CTBUE MEPECMEIHMBAHNS TeHHBIX KOMITIEKCOB) BO3HUKAET KOJIOCCATBHOE
MHOXECTBO YHHKAIBHBIX T€eHOTHUIIOB.

Tak, Tonexo nmpu 10 reHax, cogepsallyx mo 4 axiens Kaxasiii, Teo-
PETHUYECKOE YMCJIO YHUKAJIbHBIX TUILTOMAHBIX TeHOTHIOB cocTanmsier 10
MWIIHapIoB!

TTockOMBKY OKONO OQHOM TPETH T€HOB B TeHOME YEJIOBEKA ABRISIOTCA
NMOAAMOPQOHBIMH, TO TONBKO 33 CYET PEKOMOHMHAIIMH CO3IAeTcss HEHC-
yepriaeMoe reHeTHYecKoe pasHoobpasre yeaoseka. B cBoio ouepenb He-
MMOBTOPUMOCTE TeHETMYECKOM KOHCTHUTYIIMH BO MHOI'OM OTIPENeIsaeT YHH-
KIbHOCTE M HEITOBTOPHMOCTH K&XKIOTQ YeJOBeKa.

MyTanronHast u3MEHYHBOCTh O0OYCIOBIEHA Mymayuamy (OT Jar.
mutatio — W3MEHeHUe, TepeMeHa) — YCTOWYHBBIM HU3IMEHEHHEM TIe-
HETHYECKOTO MaTepuasa M, KaKk CJIEACTBHE, HACAEAYEMOTO ITpU3HAKA.
IMepexonHpix HOpM U3MEHUYUBOCTH 10 CPABHEHUIO C HCXOMHBIM COCTO-
gHUEM He Halmomaercs.
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VI.2. MYTAI'EHBI

TIpyynMHAMU, BBI3BIBAIOIIMMHE MYTAalMKA (HAPYIICHHUS CTPYKTYDHI
TEHOB, CTPYKTYPBI XPOMOCOM WM MU3MEHEHMS UX YMCAA), MOTYT OBITH
pa3mudHele ¢akTopsl (puc. VI.2). Mix 0603Ha4aioT KaK MyTareHsl (OT JiaT.
mutatio + genos — MPOUCXOXICHHE).

TTo MpoHcxXOXIEHUIO MYTArCHBI MOXHO pasfeluTh Ha:

3K30zennble. VIX 60ALITMHCTBO. K HMM OTHOCATCS MHOTHE (DAaKTOPhH
BHEWIHEN CpENbl,

3HO0zenuble. OHUA 00pa3yIOTCS B TIPOLIECCE XKU3HEACSI TENBHOCTH Opra-
HHU3MA.

ITo npupone BO3HMKHOBEHMS pPA3TUYaloT: GU3MUECKUE, XUMHUE-
cKHe U OMOJOrH4eCKHEe MYTareHbL.

K gusuneckum mymazenam OTHOCSITCS:

a) MOHH3UPYIOIME U3NAYydeHUs (Hampumep, o-, B-, y-U3JIydeHus,
PEHTTEHOBCKOE U3TYyYeHUE, HEUTPOHHI);

6) panMOaKTHUBHBIE 3MEMEHTHl (HAapWMEp, panluil, paloH, H30TO-
IIBI KaJIvsI, yraepona U T.1. KaK HCTOYHUKH MOHU3UPYIOIETO HU3/Iyde-
HIST);

B) yAbTpaduMOIETOBOE HU3JTyYECHHE;

T) Ype3MepHO BBICOKAs WK HU3Kasl TEMIIEpATypa.

Xumuneckue Mymazens: — caMasi MHOTOYMCIIEHHAs rpynna. K HUM
OTHOCSTCS:

a) CUNMbHbIE OKMCAUTENM WIM BOCCTAHOBHATEAW (HarpuMep, HUTpa-
TBI, HUTPHUTHI, aKTUBHBIE (POPMBI KUCIOPOIA);

0) anKWIMpyIollMe areHTh (HalpuMmep, MoAaleTaMu);

B) meCTULMOB (HAmpUMep, repOovunabl, (pyHTALWIBL);

T) HEKOTOPHIE TIMIIEBbIE NOOABKYU (HArpuMep, apoMaTUUeCKHe YT-
JIEBOJIOPOIBI, [TUKJIAMATHI);

) TIPOAYKTHI Tiepepaborxu HedTw;

€) OpraHMYCcCKME PACTBOPUTEINH;

X) JAeKapCTBEHHEIE TIperaparsl (HAIpUMeEp, [UTOCTATUKU, PTYThb-

' comepXallre CpeacTBa, MMMYHOIEIPECCAHTBI) U IPYriue XMMUYECKUe

COCTUHEHHS.
Y
[ o nponcxoxesmo | [Tlo npupoze BO3HMKHOBeHNS |
\ I O
l 3K3OFCHHI:IL] I SHIIoreHHble] I Dusgeckue | I Xumuueckue I
/

Buonormaeckue

Puc. VI.2. Buanl MyTareHOB
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K 6uosozuueckum mymazenam OTHOCITCS:

a) HeKOTOphie BUPYCH (HAllpUMep, KOpH, KpacHYXH, I'DHIIIA);

0) MPOAYKTH OOMEHA BELUECTB (HAIIpUMep, MPOAYKTH JTHNOMEPOK-
CHIaIINI);

B) aHTHTeHBl HEKOTOPHIX MMKpPOOOB M Mapa3uToB.

CoOBITHSA, TPUBOASIIME K BOSHUKHOBEHHIO MyTalluil, Ha3biBaioT
MYTAIIMOHHBIM TIPOLIECCOM. Pa3nuyaroT CIIOHTAaHHEIH ¥ MHIYIHPOBaH-
HBIH MyTareHe3. PasgencHue MyTauHOHHOTO IMpOIecca Ha CIOHTaH-
HBIH ¥ HHIYIIHPOBAHHBIM B ONPENENCHHOU CTEINIEHH YCIOBHO.

Cnonmannvie mymayuu BO3HUKAIOT IpU OOBIYHBIX HU3NOIOrIec-
KHMX COCTOSTHHMSIX OpraHu3Ma 6€3 BUIMMOr0 JOIOIHUTEABHOTO BO3/IeH -
CTBUA Ha Oprasv3M BHEIUHUX (akTopoB. CIOHTaHHBIE MYTalHHM MO-
TYT BO3HMKATh, HATIpUMEpP, B PE3yiIbTare AEHCTBHS XMMMWYECKMX CO-
eMUHEHWUH, 00pa3yIoLLMXCSI B IIPOIECCE META0OMHM3MA;, BO3AEHCTBUA
ecTecTBeHHOro (poHa panyanyy wiu YP-puanydeHnst; olmuboK pernm-
KallKH K T. 1.

Hudyyupogarnvie Mymayuu — 5TO MyTalliM, BHI3BaHHBIE HAIIpaB-
JIEHHEIM Bo3neicTBueM (hakTOpOB BHEIUHEH MM BHYTPEHHEH Cpembl.
MHAYLIMpOBaHHBIN MYTAIHOHHBI MIPOLECC MOXKET OBITE KOHTPOJIUPY-
eMBbIM (HarpuMep, B 9KCIIEPUMEHTE C IIeTbI0 M3YYeHHsI MeHCTBUA Me-
XaHU3MOB H/WAM €Tro IOCIeACTBHIT) M HEKOHTPOIHPYEMBIM (Hanpu-
Mep, B pe3yibTaTe o0MydeHHs TIPH BBIOpOCE paIuOaKTHBHBIX 3JIeMEH-
TOB B Cpely OOUTAHMS).

V1.3. TUIIBI MYTALIA

MyTauuy SBASIOTCS HaYaIbHBIM 3BEHOM [MaTOT¢He3a HACHeACTBEH-
HBIX OONe3HEeH.

Tio Bumy X/eTOK, B KOTOPKIX IPOHM3OIUNU H3MEHEeHHI, MyTallli
MOXHO Pas/ienTh Ha:

2amemuueckue (OT Tped. gamele — Cymnpyra), WIH 2eHepamusgHbie,
MYTalMH B MONIOBHIX KIeTKaX. OHM HacnemyloTes Y, Kak IpaBuino, oo-
HapyXMBAKOTCSl BO BCEX KJETKAX IIOTOMKOB, CTABILIMX UX HOCHUTEIISIMU,

coMamuueckue — MyTally B HETTONOBBIX KJIETKAX opraHuaMa, [1po-
SBJISIOTCS] Y TOrO HMHAMBUJIA, ¥ KOTOPOIO OHKM BO3HMKaIoT. OHM nepena-
JOTCA TOJBKO JOYEPHUM KIIETKAM NPH IeTeHUH 1 He HaCTenyioTcsl cie-
IYIONWM TIOKOJIeHWEeM WHAMBUIA. Ecai coMaTMueckass MyTallHdsl BO3-
HUKAEeT Ha paHHMX CTaAusX ApOOAEHHS 3WTOTH (HO HE IEPBOro Jeie-
HHS), BOBHUKAIOT KJI€TOYHEIE THHMHA ¢ Pa3AHYHBIMM FeHOTHITaMK. Yem
paHBblle B OHTOTeHe3¢ MPOUCXOINT COMaTHYECKast MyTalilMa, TeM OOMb-
1IIe KJIETOK ¥ COOTBETCTBEHHO TKaHH HECET NaHHYIo MyTauwuio. [Tono6-
Hble OpraHM3MBb! TTONYYUNTH Ha3BaHHE MO3aHYHBIX.

TTo BAMSTHMIO HA OpTaHHM3M MOXHO BBUICTHTD:

1) neTayIBHBIE MyTAUIUK — BTO MYTAIIMHK, KOTOpPhlE MPUBOIAT K BHYT-
puyTpo6HOI TMbenu UM K CMEPTH B MIIaJleHYeCKOM Bo3pacte. Hanpu-
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K HNiameHeRME W3MeHeHUe YUCTA B HXPOMOCOMHBIE MexxpoMocoMHbBIe
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h

Ipyrue HonucomMun Wnpepcuu «IleHTpUueckoe
k 1%

: TIOMATLTOH A CIUAHAE»

[

i Tpucomuu I Hdymmykanuu l

J Puc. V1.3, CxeMa TUNIOB MyTalui

i MCp, Takas TeHOMHasl MYTalMs, KaKk MOHOCOMHSI N0 ayTOCOMaM, y
I JeJOBEKAa HECOBMECTHMA C HOPMAIBHBIM Pa3BUTHEM SMOpHOHA;

2) TIOAyJAeTalIbHBIE MYTaIlMH — MYTAIlMM, 3HAYUTENbHO CHIDKAIO-
} 1IME XKHM3HECTTOCOOHOCTh OpraHM3Ma, IPHBOJAA K paHHeH cMmepTi. TIpo-
| 10JUKMTETEHOCTD XKU3HM HOCHTENEH MOTYIETaIbHBIX MYTAIni MOXET
f! 3HAYMTESBbHO BaphUpOBAaTh, OMHAKO B MI0O0OM ClTyyae OHH IIOrMbaoT X0
f IOCTVDKEHHS ITOJIOBOI 3peIOCTH (HANpUMeEp, TIPH MMIMEHTHOH KCepo-

4) OaronpuATHBIC MYTAllHH — MYTAlMHU, 00eCIledrBaIOLIe Opra-
HU3MY HOBBIE TIOJIe3HBIE CBOMCTBA.
: B cooTBETCTBUM € YPOBHEM OPTaHW3ALMY HACHEICTBEHHBIX CTPYKTYD
E pasnmIyaloT reHHBIe, XPOMOCOMHBIE ¥ TEHOMHBIE MyTariu (puc. VI.3).

V1.3.1. T'ennpie MyTanum

T'enHbie MyTalMy NPEACTABIAIOT COOOH MONEKYIApPHEIE, He BHUON-
' MBIe B CBETOBOM MUKpocKone uaMeHenus crpykrypst JHK. K mMyTamu-
B M TCHOB OTHOCATCS TIOOBIE M3MEHEHWs MOJEKYISPHON CTPYKTYphi
' THK, He3aBUCHMO OT WX JOKATU3AIIMMA W BIUAHMS Ha XU3HECITOCO0-
| HOCTb. HexoTophie MyTaIuy He OKa3bIBalOT HUKAKOTO BIMSHUS Ha CTPYK-
‘ TYpy U (I)YHKL[I/HO CoOoTBeTCTBYIOIIErO Oenka. Jpyras (60111;11121;1) 4acTb

Haubonee yacTeiMy MOHOTEHHBIMY 3a00JIEBAHUSIMU ABISIOTCA: MY-
i KOBHCLIMI03, TEMOXPOMATO3, aIpEHO-TeHUTANBHBI CHHAPOM, (BEeHIT-
i KeTOHYpud, HelipodubpomaTos, muonaTuu JroueHHa — bekkepa u pan
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Apyrux 3abonepanuil. KIMHHYeCKH OHM NPOSBIAIOTCSl MPU3HAKaMuy
HapyleHunit ooMeHa BelllecTB (MeTaboNIM3Ma) B OpraHusMe.

MyTaiunst MOXeT 3aKIH04aThCH:

1) B 3aMeHe OCHOBAHHWS B KOJIOHE, 9TO TaK Ha3biBacMasi MUCCEHC-
MyTauusl (OT aHIJI. MiS — JIOXHBIA, HEMPaBUIBHBIA + JIAT. sensus —
CMBICJ/I) — 3aMeHa HYKJIEOTHa B KOAUPYIOLIEH 4acTy reHa, MPUBOJIS-
1ast K 3aMeéHe aMWHOKUCIIOTHI B TTONMIIETITHIE;

2) B TAaKOM M3MEHEHHH KOJIOHOB, KOTOPOE NPHBEJET K OCTAHOBKE
CUYHTHIBaHHUA MHMOPMALIHH, 3TO TaK Ha3blBaeMast HOHCEHC-MyTauns (0T
JIaT. NON — HEeT + $ensus — CMBICI) — 3aMeHa HYKJICOTHIA B KOJHDPY-
follell YacTy IeHa, TIPHBOJUT K 00pa30BaHHIO KOAOHA-TEpMHHATOPA
(cTom-Ko/oHa) U TIPEKPALLEHHIO TPAHC/ALMH,

3) HapyluIeHUH CUHUTHIBAHUSA HHPOPMAIMU, CIBHTE PAMKH CUUTHI-
BaHWs, HasbiBaeMoM dpeiiMirdToM (oT aHrA. frame — paMka + shift —
CABUT, NepeMellieHKe), Koraa MonekyasipHele usmenenns JJHK mpu-
BOJISIT K U3BMEHEHHIO TPUTLIETOB B IIPOLIECCE TPAHCSIIWM TIOJIATIENTTHI-
HO 1IEITH.

M3BeCcTHBI U ApyTHe THIIB TeHHBIX MYTALAIA.

TTo THITY MONEKYISIPHBIX U3MeHEeHUH BEIACISIOT:

deneyuu (ot nart. deletio — YHHUTOXEHUE), KOTHA [IPOUCXOTHUT yTPa-
ta cerMeHTa JJHK pasMepom ot ofHOI'O HYKJIEOTHAA IO TE€HA;

dynauxayuu (0T nat. duplicatio — yABOEHHE), T.€. YABOEHHE WIH
nosroproe ayonupopanne cermenta JJHK or onHoro nykneordaa mo
LIEJIBIX TEHOB;

unsepcuu (OT JaT. inversio — nepeBepThBaHue), T. €. MOBOpOT Ha 180°
cermeHTa JJHK pasmepamu oT nByX HYKIEOTHIIOR 10 (hparMeHTa, BKITIO-
YAOIIETO HECKOMIbKO IEHOB;

uncepyuu (OT NaT. insertio — MpUKPEIUIEHKE), T. €. BCTaBKa dhparMeH-
ToB JJHK pasmepom oT OfHOro HyKIeoTHOa 10 1ICJI0T0 TeHa.

MornexynspHele U3MEHEHUs, 3aTParuBaoliye oT OMHOTO 10 HECKONb-
KX HYKJIEOTHIOB, PACCMATPHUBAIOT KaK TOUEYHYIO MYTALKIO.

TTpHHUMITHAIGHBIM H OTIHYATEbHBIM [T TeHHOM MYTAIlU#A SIBJISI-
eTcs TO, YTO OHa 1) MPUBOIKAT K U3MEHEHUIO I'€HETUYeCKOW MHGOp-
MauMH, 2) MOXeT IepeaaBaTbCst OT IIOKOJMEHUST K MTOKOJIEHUIO.

OmnpegiefieHHas] 4acTh MEHHBIX MYTAIlMil MOXET OBITH OTHECEHa K
HEUTpAIBHBM MYTAIMSIM, TIOCKOJIBKY OHHU He TIPUBOIAT K KaKUM-JTHO0
u3MeHeHHIM deHoTHia. HarprumMep, 3a cueT BBIPOKIEHHOCTH TEHETH-
YeCKOT'o KOJia OMHY M TY X€ aMUHOKHCIIOTY MOTYT KOAHPOBATh Ba TPHTI-
JieTa, pa3iMYaloLIuXcsl TONbKO T10 OHOMY ocHoBaHMi0. C npyroit cTo-
POHBI, OMH U TOT X€ TeH MOXET U3MEHSTHCS (MyTUPOBAaTh) B He-
CKOJIBKO PA3NIMYAIOIIAXCS COCTOSHUIN.

Hanpumep, TeH, KOHTPOIUPYWILIHI IpynIy KpoBH cucTeMbl ABO,
umeer tpu auens: 0, A u B, coueraHHss KOTOpbIX onpexensior 4
rpynis! KpoBd. ['pymnia kposu cucteMbl ABO sBisieTCS Kaccuyecknm
MMPUMEPOM TEeHETMYECKON U3MEHYMBOCTH HOPMAJIbHbIX IIPU3HAKOB Yye-
JIOBEXa.
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HWMeHHO reHHBIE MyTallMK 00YC/IOBIMBAIOT PA3BUTHE OONBITHHCTBA
HaCJICICTBEHHBIX (POpM maTojiorui. bosnesnu, obycnopieHHbIe TOn06-
HBIMU MYTAITUSIMU, HA3BIBAIOT 2eHHbIMU, WIN MOHO2EHHbIMU, D0AE3HAMU,
T.€. 3a00eBaHUAMM, PA3BUTHE KOTOPBIX OETEPMUHUPYETCA MYTalMeH
OJHOTO IreHa.

V1.3.2. T'eHoMHBIEe H XPOMOCOMHbIE MYTAIHH

T'eHOMHEIE 1 XPOMOCOMHEBIE MYTAILIUM ABAAIOTCS MPUYMHAMH BO3-
HUKHOBEHUS XpPoMOCOMHbIX Ooae3nell (CM. puc. VI.3).

K reHOMHBIM MYTAIHAM OTHOCSITCS aHEYIUIOMINH ¥ U3MEHEHUE TIIO-
HIHOCTH CTPYKTYPHO HEM3MEHEHHBIX XpPOMOCOM. BBIsSBIAIOTCS IIMTOTE-
HETUYECKUMMU METOAAMH.

AHEYIUTONIHS — U3MEHeHHEe (YMEHBIIEHNE — MOHOCOMMS, VBEJIHU-
YyeHHe -— TPUCOMMS) YHCiHa XPOMOCOM B MMIUIOUMHOM Habope, He-
KparHoe rarionaHoMy (2n + 1, 2n — 1 u 1. 11.).

Tomuruionnusa — yBeJIWdeHNE YUCIa HABOPOB XPOMOCOM, KPaTHOE
rariougHomy (3n, 4n, Sn u T.4.).

VY uenoBeka MOJUILIONAHNS, & TAKXKe OONBIIMHCTBO aHEYIUIOMIMI
ABJIAIOTCH JICTATBHBIMH MYTAlUsIMU,

K nHamnbornee 4aCTBIM F€HOMHBIM MYTALIMAM OTHOCSITCS:

TPUCOMHUS — HATUYHE TPEX TOMOJIOTMUHBIX XPOMOCOM B KAPMOTHIIE
(Harpumep, no 21-it nape, npu cuHapome JlayHa, mo 18-if mape mpu
cuHapoMe Bpasapjca, mo 13-i nape nipu cuHppome IlaTay; o mnoso-
BBIM xpomocomam: XXX, XXY, XYY);

MOHOCOMMS — HATMYUE TOJIBKO OJHOM N3 IBYX TOMOJIOTHYHBIX XPO-
mocoM. IIpn MoHOCOMIH IO II000I1 U3 ayTOCOM HOPMAJIBHOE pa3BUTHE
3MOpHOHa HEBO3MOXHO. ENMHCTBEHHAd MOHOCOMUS Y YEITOBEKa, CO-
BMECTHMad C XKHU3HBIO, — MOHOCOMUS IO X-XPOMOCOME — IMPHBOLUT
K cuHnapomy Iepeniesckoro— TepHepa (45, X0).

IpuyuHoii, mpuBoOAsIEH K aHEYIJIONINH, SIBJIACTCS HEPACXOKIE-
HHAE XPOMOCOM BO BpeMs KJIETOYHOTO IeieHMs TIPH 00pa30BaHNH MOJI0-
BBIX KJIETOK WIH YTPATa XPOMOCOM B pe3yibTaTe aHa(ha3HOro OTCTaBa-
H¥s, KOTIA BO BpeMs JBIKEHHS K TOJIOCY ONHA M3 TOMOJOTHYHBIX
XPOMOCOM MOXET OTCTATh OT BCEX APYTUX HETOMOJOTHYHEIX XPOMOCOM.
TepMmuH «HepacxoXaoeHMe» O3HAYACT OTCYTCTBHE PA3IAENHEHHUS XPOMO-
COM WIM XpOMATHI B MeHO3¢ WIM MHTO3C. YTpPaTa XpOMOCOM MOXKET
MPUBOIUTE K MO3AUIIN3MY, ITPH KOTOPOM MMEETCA OIHAa 3YTIOMIHAas
(HOpMasTbHas1) KJICTOYHAS JIMHMS, a APYyrasgs — MOHOCOMHAS.

Hepacxoxaenune xpomocoMm Hamnbonee yacto Habaogaercsd Bo Bpe-
Ms Meitosa (puc. VI.4)., XpoMOCOMBI, KOTOPLIE B HOPME JOJIKHEI JIE-
JIATBCS BO BpeMsl Mei103a, OCTAlOTCA COCMMHEHHBIMH BMECTE M B aHa-
(aze oTXOOAT K OIHOMY ITOTIOCY KJIETKH. TakuM 00pa3oM, BOSHUKAIOT
NIBE raMeThl, OIHA U3 KOTOPHIX HMEET 100ABOYHYIO XPOMOCOMY, a Ipy-
ras He UMeeT 3TOi xpomocoMsl. IIpy OMIOnOTBOPEHUM raMeTHI C HOpP-
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ITapa roMo/IOrHYHbLIX
XpOMOCOM

r HepacxoxneHue l

Tametnl ‘
CnusHue TanmonmoHas TanmonmHas
ramer ramera ramera

Tpucomus Momnocomus

Puc. V1.4, CxeMa HepacxXOXIeHUS XPOMOCOM B FaMETOTEHE3e W DPE3y/IbTaThl
OIUIONOTBOPEHUS

MaTBHBIM HAa00POM XpPOMOCOM TameTol ¢ JMIIHEH XpOMOCOMOU BO3-
HHUKaeT TpUcOMHS (T. €. B KJIETKE MPUCYTCTBYET TPU TOMOJIOTMYHBIE XPO-
MOCOMEI), TTpH OIJIONOTBOPEHUU TaMeTol 063 OMHOM XpOMOCOMBI BO3-
HMKaeT 3uroTa ¢ MoHocoMueil. Ecian MoHocoMas 3UroTa o6pasyeTcs Imo
KaKo#i-TMO0 ayTOCOMHOI (He MOIOBOIT) XpOMOCOMe, TO Pa3BUTHE Opra-
HH3Ma IMTPEKPaAHIAETCA HA CAMBIX PAHHMX CTAAUSIX PA3BUTHS.

XpOMOCOMHBIE MYTAIIMA — 3TO CTPYKTYPHBIEC H3MEHEHHUS OTIEABHBIX
XPOMOCOM, KaK IPaBHJIO, BUIHUMBIE B CBETOBOM MHMKPOCKOIIE. B xpomo-
COMHYIO MYTALMIO BOBJEKACTCA OOJIBILOE YUCHO (OT AECATKOB J0 He-
CKOJIBKHX COT€H) I€HOB, YTO MPUBOAUT K M3MEHECHMIO HOPMAJBLHOTO
IUTIoNIHOTO Habopa. HecMOTpsT HA TO YTO XPOMOCOMHBIE abeppa-
UM, KaK IIPaBUJIO, He U3IMEHAIT nocienoBaTteabHocTh JJHK B crie-
IMU(UIECKNX TeHaX, U3MEHEHME YHCIIA KOIMHM TeHOB B T'eHOME ITPUBO-
JAUT K TeHEeTMYeCKOMY mHUcOANIaHCY BCJIEICTBUE HENOCTATKA WIIM U3-
BBITKA TeHeTUYeCKOro Marepuaia. Pasnu4aior nBe Gomplive TPYITITLI
XPOMOCOMHBIX MYTALHI: BHYTPUXPOMOCOMHBIE U MEXXPOMOCOMHBIE
(puc. VL3).

Buympuxpomocomusie mymayuu — 370 abeppaidy B Mpeneiax op-
HOi1 xpoMocoMel. K HIM OTHOCSATCA:
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| Xpomocomuble Myraumu |

11 Y
I BHY’I‘pP[XpOMOCOMHHG_I MexxpoMocOMHEBIE
MEePECTPONKH
[ Henewmn || [ Aymwwxaims | f
| Peumnpoxbie | | | Heperunpoxmsre |
' y '
| Wmeepcun | | Msoxpomocombr | «LleHTpHUECKOe»
CIHSHHE

Puc. V1.5, Bunsl XxpoMOCOMHBIX MyTaLUi

— nejeniun (ot aaT. deletio — yHMYTOXeHMe) — yTpaTta OgHOTO M3
YYACTKOB XPOMOCOMBI, BHYTPEHHETO WIH TEPMHUHATEHOTO. DTO MOXET
00yC/IOBUTE HapyIIeHAE SMOpHOreHe3a 1 POPMHUPOBAHHE MHOXECTBEH~
HbIX AHOMAJMH Pa3BUTHS (HAIPUMED, ACJHCIHAI B PETHOHE KOPOTKOIO
Ticya 5- XpOMOCOMBI, 0003HayaeMasl KakK 5p-, IpMBOOUT K Helmopas-
BUTHIO TOPTAHM, TIOPOKAM Cepilla, OTCTABAHWIO YMCTBEHHOI'O Pa3BH-
THS). DTOT CUMITOMOKOMIIICKC M3BECTCH KaK CHHIPOM «KOIAYheTO
KpHWKa», MMOCKOJIBKY ¥ OOJBHBIX JeTeH M3-3a aHOMAIWM IOPTaHU Iuiay
HAIMMOMHUHAET KOIaybe MSIYKAHbC;

— WHBepcHH (OT JIAT. inversio — MepeBepThIBaHMe). B pe3yabTaTe IByX
TOYEK Pa3pBIBOB XPOMOCOMEI 00pa3oBaBlIniicd GPparMeHT BCTpaUBaET-
cd Ha npexHee MecTo nocie nopopota Ha 180°. B pesynwraTe Hapyma-
€TCd TONBKO NOPIA0K PACTIONOXKCHUSA I€HOB;

— nymmkauuu (ot aar duplicatio — yaBoeHME) — yOBOCHHUE (MM
YMHOXCHHE) KaKOro-Mbo y4acTKa XpOMOCOMBI (HAIpMMep, TPHCO-
MUS 10 OTHOMY M3 KOPOTKHUX IUied 9-i1 XpOMOCOMBI OOYC/IOBIUBAET
MHOXECTBCHHBIC ITOPOKH, BKIIIOUAs MMKpoliedaauio, 3aJepXkKy Pu-
3MYECKOTO, TICHXMYECKOTO U MHTEIEKTYAbHOIO PA3BUTHS).

Mexcxpomocomubie mymayuu, UM MyTallMK fepecTpOiiKu — 06-
MeH (hparMeHTaMH MEXITy HETOMOJIOTMYHEIMHM XpoMOcoMaMu. Takue My-
TAUMH NOYYWIM Ha3BaHUe TPAHCJIOKANMH (OT Jat. trans — 3a, yepes +
locus — mMecT0). DTO!

— PELMITPOKHAS TPAHCJIOKAUMS, KOTIA IBE XPOMOCOMEl OOMeHUBA-
I0TCSI CBOMMU (pparMeHTaMy;

~— HEPEITUTIPOKHAS TPAHCHOKALIMS, KOra (hparMeHT OOHOM XpOMO-
COMBI TPAHCITOPTUPYETCH HA APYTYIO;

— «LUEHTPUYECKOe» CIMAHMNE (POOEPTCOHOBCKAS TPAHCIOKAIINS) —
COETMHEHME IBYX AKPOUCHTPUYECKMX XPOMOCOM B PAOHE MX [[EHTPO-
MEp C MOTepe KOPOTKHUX IUIEY.

IIpu monepeyHOM pa3pbIBe XPOMATHJ Yepe3 IIEeHTPOMEPHE «CECTpUH-
CKME» XPOMATUIBI CTAHOBATCS «3€PKaJbHBIMU» TUICYAMH ABYX PA3HBIX
XPOMOCOM, COREpKallluX OMHAKOBBIE HABOPHI FTeHOB. TaKie XpoOMOCo-
MBI HA3bIBAIOT H30XPOMOCOMAMH.
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Puc. VI.6. CxeMbl HanboJiee YacTeIX xPOMOCOMHBIX abeppaLinii.

JHeaeyuu: 1 — xonHuewas; 2 — udTepcTuliManbras. Hugepcuu: 1 — TepHLeHTPpUTECKas]
(c 3aXBaTOM LEHTPOMEDH); 2 — TapaleHTpUyecKas (B NperesaXx OQHOTO TUieya Xpo-
MOCOMBI)

Kaxk BHYTPHXPOMOCOMHBIE (IeJIeIIUl, WHBEPCUHU U AYTUIMKALIMH),
TaK U MEXXPOMOCOMHBIE (TPAHCIOKAIIMY) abeppaliui U U30XpOMOCO-
MBI CBSI3aHBI ¢ QU3NYECKUMHU U3MEHEHUSAMHU CTPYKTYPHI XPOMOCOM, B
TOM YHCJIE ¢ MEXaHUYECKUMH pasnomamu (puc. VI1.6).

V1.3.3. HacnencrBeHHasi IATOJNOrHA KAK Pe3yabTaT
HACJIeACTBEHHOH M3MEHYHBOCTH

Hannune ob11ux BUAOBEIX TPH3HAKOB MO3BOIAET 00BEAUHATL BCEX
mozael Ha 3emie B eauHbIi Bun Homo sapiens. Tem He MeHee MuI 6e3
TpyAa, OMHUM B3TJISIAOM BBIAETISAEM JIMIIO 3HAKOMOTO HaM 4YeJIOBEKA B
TOJIIE HE3HAKOMBIX Mi0Aei. Upe3BrdaiHOE Pa3HOOOpa3He JIOJeH — Kak
BHYTPUTDYTITIOBOE (HApUMep, pa3HOObpa3ue B MpeeNiax 3THOCA), TaK
U MEXTPYIITOBOE — OBYCAOBICHO FeHETHYECKMM HX OTINYMeM. B Ha-
CTOSIILIEE BpeMsl CYMTAETCI, YTO BCA BHYTPUBU/I0BAs U3MEHUYHMBOCTh
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0OyCOBIEHA Pa3IMYHBIMU T€HOTHNAMHU, BO3HUKAIOWIMMU U IOMIEP-
KWBAEMBIMHU €CTECTBEHHEIM O0TOOPOM.

M3BecTHO, YTO raIyIOuIHBIA NeHOM YesioBeka cogepxut 3,3 - 10° map
HYKJIEOTUIHBIX OCTATKOB, YTO TEOPETUYECKHU IO3BOJSET UMETh IO
6 — 10 M reHoB. BMecTe ¢ TeM gaHHbIE COBPEMEHHBIX UCCIIeqOBAHMIA
CBUAETENLCTBYIOT, YTO B TEHOME YeJIOBEKa COACPXKUTCA MpuMepHO 30 —
40 TrIC. reHOB. OKOJIO TPETH BCEX NEHOB UMEIOT 6oJiee yeM OUH AJIeNb,
T. €. ABIISIOTCS MOJMMMOPGHBIMU.

KoHuenma HacaeacTBEHHOTO moauMopdusmMa 6eu1a chopMyIupo-
Bana 3. ®opaom B 1940 1. 1719 06BACHEHHUS CYIIECTBOBAHUSA B ITOTIYIIS-
UMM IBYX WIH Bojiee pasnnyaionuxcs hopM, Koraa 4actoTa Haubosee
pEIKOW K3 HUX He MOXET OBITh OOBSICHEHA TOJILKO MYTALMOHHBIMU
cobriTusaMU. TIOCKONBKY MyTariusl IeHa SBISAETCS PeNKUM COBLITHEM
(1-107%), yacToTy MyTAHTHOTO ayIIesisl, COCTARISHONIYIO Bosee 1 %, MOX-
HO OOBICHUTH TOJIEKO Ero MOCTENEHHBIM HAKOIUIEHHEM B ITOMYJISIIIUH
3a CYET CeJIEKTHBHEIX MPEUMYILECTB HOCUTENEH! JaHHOW MyTaIMu.

MHOTroO4MCIEHHOCTh PACIIETUISTIOIIIXCS JIOKYCOB, MHOTOUMCIIEHHOCTE
ajUiesied B KaXIOM U3 HUX HapANLYy ¢ ABAEHHEM PEKOMOWHAIIMH CO3deT
HeucYepriaeMoe TeHeTu4ecKoe pasHoobpasue yenopeka. PacueTsl cBH-
JETEILCTBYIOT, UTO 32 BCIO UCTOPHIO YeJIOBEYECTBA Ha 3eMHOM IIiape He
BpUIO, HET M B OBO3PUMOM OyAyllleM He BCTPETHUTCS TEHETHYECKOTO
[IOBTOPEHHH, T.€. KAXKIBIN POXICHHBIN YeIOBEeK ABISAETCd YHUKAThb-
HBIM sIBIeHUEeM BO BceneHHoM. HenmoBTOpUMOCTE reHETUYECKOUM KOH-
CTUTYLIMM BO MHOTOM OITpeaeNideT OCODEHHOCTH PasBHUTHUS 3a60Jj1eRd-
HUS Y KZKAOTO0 KOHKPETHOIO YeJIOBEKA.

YenoBeuecTBO 3BOJIOLIMOHUPOBANIO KAK TPYIITHI M30JIMPOBAHHBIX
MTONYJISIUHUH, [UTHTENHHOE BpeMS MPOXUBAIOLIMX B OZHHUX U TeX XK€ yC-
JIOBHSIX OKpPYXaloliel cpeapl, BKIMOYAsA KAUMaToreorpadpuyeckue xa-
PAKTEPUCTUKM, XapaKTep MUTAHMSA, BO3OymuTeseil Goye3Hel, Kyib-
TYPHBIE TPAIULHUH U T.J. DTO TIPUBETIO K 3AKPEIUICHUIO B MOMYIAIINHA
CITelMPUIECKUX T KAXIOM U3 HUX COMETAHUN HOPMaILHEIX aie-
Je#, HauboJiee ageKBaTHRIX YCIIOBHAM Cpeabl. B CBSI3H C MOCTENEHHLIM
pacuIMpeHreM apeana O6UTaHUs, HHTEHCUBHBIMM MUTPALMSIMHU, Ie-
pecesieHHEeM Hapoa0B BO3HMKAIOT CHTYAIIMH, KOTAA TMOJe3Hbie B OMnpe-
JIEJICHHBIX YCIIOBUSIX COYETAHUS KOHKPETHBIX HOPMAJTBHBIX TEHOB B IPy-
X YCJIOBHUAX HE OOECMEeYMBAIOT ONTUMANBHOE (HPYHKIIMOHHPOBAHUE
HEKOTOPBIX CHCTEM OPraHu3Ma. JTO MPUBOAMT K TOMY, YTO YacTh Ha-
CJICACTBEHHON U3MEHYHUBOCTH, 06yC/IOBIeHHAA HeBIarOMPHUATHRIM CO-
YeTAHUEM HEMATOJOTHYECKUX T'€HOB YeJIOBEKAa, CTAHOBHUTCS OCHOBOM
Pa3BUTUSA TaK HA3BIBAEMBIM DOJIe3HEH C HACJEACTBCHHLIM pPEAPACIO-
JIOXKEHHEM.

Kpome Toro, y 4enoBeka Kak cCOIIMAJLHOIO CYIIECTBA €CTECTBEH-
HBI OTOOP cO BpeMeHeM MpOoTeKal BO Bee Oosiee crienuduyeckux
(opMay, UTO TaKKe pacLiMpsIO HACJIEACTBeHHOe pasHoobpasue. Co-
XPaHsUIOCh TO, YTO MOIJIO OTMETAThcsl ¥ KUBOTHBIX, WIHM, HA0BOPOT,
TepPsUTOCH TO, UTO XXKMBOTHRIE COXpaHsin. Tak, IOMHOIIEHHOe obecreye-
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Hue rotpeOHOCTell B BUuTaMiHe C MpUBEJIO B MPOLIEcce SBOMIOUUU K
yTepe reHa L-TyJ0HONAKTOHOKCHOA3bl, KaTAIM3UPYIOIIEH CHHTE3 ac-
KOpOUHOBOM KUCIOTHI. B Mpoliecce 3BOMIOIMH YeOBEUECTBO MTPHUOGPE-
TATO M HeXenareJbHbIC NMPU3HAKM, UMECIONIHC TIPSIMOE OTHOILICHUE K
naTonorny. Hanpumep, y 4eJoBeKa B ITPOIIECCE SBOMIOIIHH MTOSBWINCH
TeHRI, OMNpeleNnsIoIde YYBCTBUTENBHOCTE K OUMTEPUHHOMY TOKCUHY
WIN K BUPYCY [TOXUOMUETIUTA,

CytiecTByer TAaKKe MEXaHM3M T€HETUYECKOH M3MCHYHUBOCTH, CBSI-
3aHHBIHA ¢ YCTOMYMBOCTHIO K HEKOTOPBIM 3abosieBaHusaM. M3secTHO, 4TO
reTepO3UTOTHOE HOCUTENLCTBO CEPIIOBUIAHO~KJIETOYHOIO reMOIJIODMHA
(HbS) obecrieyrBaeT OPraHU3My 4YeIOBEKa 3AIUMTY OT MATAPUITHOIrO
ia3Mon st (BHYTPUKJIETOUHOTO MMapasuTa 3puTpounToB). HecMoTpd Ha
TO, YUTO FOMO3UTOTHI M0 HbS crpaxator TsDKeR0l aHeMHUel U, Kak Ipa-
BUJIO, TTOTUOAIOT B paHHEM BO3pacTe, HOCHUTENLCTBO reHa HbS craHo-
BUTCS TIOJIE3HBIM CBOMCTBOM JUIS TIOMYJISILIMKU B 1IEJIOM, M 4acTOTa My-
TAHTHOTO NeHa MOXeT JOCTUTATh BLICOKMX 3HAUCHUH B YCITOBUAX 3HIeE-
MHUYHON MATAPUH.

Takum 00pa3oM, y YeslOBEKa, KAK U y JI000ro apyroro 6UOMXOru-
YeCKOro BUA, HET Pe3KOU rpaHy MeXAy HacjeACTBeHHON N3MeHYHBO-
CThIO, BeOyilleid K HOPMIbHBIM BapUallUsAM TPU3HAKOB, M HacHeld-
CTBEHHOH M3MeHYHMBOCTLIO, O0YCIOBIHMBAIOLICH BO3SHUKHOBEHUE Ha-
CHEeACTBeHHbIX 60Ne3Hell. YenoBek, craB OMOIOrMIecKM BunoM Homo
sapiens, KaK OB 3aIJIaTHJ 3& «pa3yMHOCTh» CBOETO BUIA HAKOILJIEHUEM
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[MATOJXOTMYECKHMX MYTALIMHA. DTO MOJIOXEHHE JIEXKNUT B OCHOBE OJHOM M3
[JIABHBIX KOHIICIIMH MECAMIIMHCKON TEHETHKU OO 360A0LUOHHOM HA-
KOnaeHuu namoAo2u1ecKux Mymayuii 6 nonyasyuax 4ea06exa.

HacnenctBeHHasT M3MEHYHBOCThL IIOMYJSIME 4YeoBeKa, Kak ITOJ-
HePXUBACMAd, TaK U YMeHBIlaeMas eCTECTREHHBIM OTOOpoM, dopMu-
pyeT Tak Ha3kIBacMblii reHeTHYecKni rpy3 (puc. VI.7).

Hekotoprhie natonorvyeckue MYTAIMKA MOTYT B TEUEHME HMCTOPH-
YeCKH JJIMTEJLHOIO BpEMEHU COXPAHATLCSA U PACIIPOCTPAHATECA B I1O-
MYJSIIUSIX, OOYCIOBIMBAS TAK HA3LIBAEMBIN Cez2pezayuoHHbll 2eHemu-
yeckul epy3;, Ipyrue NaTojaorudecke MyTal¥ BO3HMKAIOT B KaXIOM
MOKOJICHUY KaK pe3yJIhTAT HOBLIX M3MeHEHMI HACCACTBEHHON CTPYK-
TYpPBI, CO37aBast MyMAyUOHHBLI 2pY3.

OTtpunarenpHblit 3hGHEKT reHeTMUECKOT0 rpy3a MPOSIBISETCS TIOBBI-
LIEHHOM JIeTATbHOCTHIO (rMbesib raMeT, 3UroT, SMGPHOHOB M JIeTei),
CHIDKeHHEM (hepTUIBHOCTH (YMEHBIIEHHOE BOCIIPOU3BOACTBO TTOTOM-
CTB2), YMEHBIIEHUEM IPOAODKUTEIALHOCTH XM3HH, COLMATLHON M-
3ajanTanMed 1 MHBATWAN3ANMCH, a TaKXe ODYCIOBIUBAET MOBRILICH-
HYIO HEOHGXOAMMOCTh B MEAMIIMHCKON [TOMOIIIH.

Anrnuiickmit reHetTik Jx. XonaefH GBI MEPBHIM, KTO IIPUBJIEK
BHHMaHIe MCCIEIOBATENCH K CYIIECTRBOBAHMIO T€HETUYECKOTO Tpy3a,
XOTs caM TePMUH 6rUT pemoxeH I'. MessiepoM einie B KOH1e 40-X IT.
CMEICH TTOHATUSA «T¢HETWYECKHUI TPy3» CBSI3aH C BBICOKOM CTEITEHBIO
FCeHETHYECKOW M3MEHUYMBOCTH, HCOOXOAMMOI OMOJOTMYECKOMY BUIY
JUJIS TOrO, YTOOBI UMETh BO3MOXHOCTRL ITPUCITOCABANBATLC K M3MEHS -
IOILHMCS YCHAOBHUSIM CpEIBI.




TJIABA VII. HACIIENCTBEHHASA ITATOJIOTHUA

VII.1. COOTHOINEHHUE TEHETHYECKHX
®AKTOPOB 1 YCJIOBUI BHEHIHEN CPEJbI
B PA3BUTHH TIATOJIOTHHA

MakThl, HAKOIIIIEHHRIE K HACTOSIIEMY BPEMEHU MEIUITMHCKOMU Te-
HETHUKOMW, ITO3BONSIOT BCE MHOr000pa3sde B3aMMOOTHOLLUCHHUIN HACHe/-
CTBEHHOCTM M CPEIB! TIPeICTABHTH B 0G0BUICHHOR (opME.

[IpeacrtaBUM cUTYallMIO, KOTAA BKJAM HACKEACTBEHHOCTH B pa3BH-
THE TIPU3HAKA, B TOM YHMCIE NATOJOTMYECKOrO, PABEH HYJI0. OTO O3HA~
yano 6bl, YTO MPHU3HAK MOJHOCTRIO (OPMUPYETCS BHELIHEH CPEmoi,
6e3 Kakoro-ambo yyacTusi TeHOTHIa. MHBIMU cITOBaMM, CpeAa BO3NAECH -
CTBOBaNTA OB «HM Ha YTo». Ha caMoM nmefie cpena Bceraa BO3AEHCTBYET
Ha TOT WJIM UHOM MaTepHaTLHBIN cyOCTpaT, ABNSIONIMNACA pe3yaLTaTOM
IeHCTBUSA reHOB. [IpeacTaBuM IPOTHBOTIONOXHYIO CUTYAIIMIO, T. €. KOT-
714 BKJad HacxaencTBeHHocTd paseH 100 %. 1o o3Hayamo Grl, YTO reHe-
THYecKag HH¢pOpMaLIMA O TIPU3HAKE peanmn3yeTcsl BHE BAMSHUSA OKpPY-
xawouleit cpensl. B neficTBUTENBHOCTH BKJIAI KaXKAOTO M3 KOMIIOHEHTOB
B HOpMHUPOBAHUE MPHU3HAKA WK CBOMCTBA, CTANO OBITH, U 3ab0JEBa-
Hust OyIeT pasadyYHbIM TIPH pa3jIMyHbIX BIIAX HATOAOTHH.

OpraHu3M NpencTaBIseT cOOO eAMHCTBO BHEIIHETO M BHYTPEHHE-
r0, UHTETPAJILHYIO CHCTEMY CIOXHO B3aUMOCBSI3aHHHIX yacTeil. JTroboit
opraHu3M 06y1aaeT HECKOHEYHBIM YUCIOM TIPH3HAKOB, XOTS B SMITH-
PHUYECKOM OMUCAHUM KaK 310pPOBOTO, TAK U GOXBLHONO OpPraHM3Ma Mbl
(buxkcupyeM TOJIBKO OTPAHMYMEHHBINM MEpeueHn cBOMCTB. Onmpasich Ha
HauboJee O0ILME TEHETUYECKHE U MOTAEKYISIPHO-OMOIOrMYeCKUE KOH-
LIETILIMM, MOXHO CBfI3aTh MHOTHE IIEMH Pa3pO3HECHHBIX CODLITHH pa3-
BUTUS KaK HOPMATBHBIX, TAK U MATOAOTMYECKUX TTpM3HaKOB. Kak Hop-
MaJIbHBIE, TAK W MATONIOrMYeCKUE MPU3HAKN OpraHHu3Ma SIBNIFIOTCS pe-
3yALTATOM B3aUMONEHCTBUS HACAEACTBEHHEIX (BHYTPEHHUX) U Cpello-
BEIX (BHEINHUX) (pakTOpoB. VIMEHHO ITO3TOMY OO1IEE TTOHMMAHUE Ta-
TOJOTHYECKHMX MPOLIECCOB BO3MOXHO TOJIEKO C YIETOM PE3YJILTATOB B3a-
HUMONECUCTBHSA HACIEINCTBEHHOCTH M cpennl. TakMM 00pa3oM, TeHeTH-
yeckasi mporpaMMa WHAMBHMIA B MPAMOM WM OIOCPEIOBAHHOM BH[E
MOXET YY4aCTBORAThb B PA3BUTHH TMATOJOTHH.

CyluecTBy1oT GOPMBE HACHENCTBEHHO ODYCITOBJICHHOM ITATOJIOTHH,
KJIMHUYECKUE MPOABIEHUS KOTOPHIX TIOYTH HE 3aBHCAT OT BIIMAHMSA
cpenbi. BMecTe ¢ TeM 3TO HE O3HAYAET, YTO BCE B YEJIOBEKE CBOMUTCH
TOJIEKO K €r0 6Uonorum, ero reHetuke. OXHAKO CErOMHS COBEPILEHHO
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OYEBUJIHO, YTO BHE SIBJACHHUA HACAENCTBEHHOCTH HEBO3MOXHbI HHKa-
KHE TPOLECChl KU3HeNesATeILHOCTH KJIETKU, PA3BUTHS 0COOM W 2BO-
JIIOLIMY OPTaHU3MOB.

To 06CTOSATENLCTBO, UTO YEAOBEK COIMAIEH [0 CBOeH MPUpPOMIE, BO
MHOTOM OTIpefeNisieT XapakTep 3aboJieBaHUil YBeNUYeHUe YIeIbHOTO
Beca Gosie3Helt HeMH(EKIIMOHHOIO MPOUCXOXIAEHUS (TakMx, KaK aTe-
pockiepo3, UBC, oukomoriyeckas TATOJOTHSA, TICUXAYECKHe U Opy-
rve 3a007eBaHMs) B CTPYKTYPE 3a00eBacMOCTH, CMEPTHOCTH M UHBA-
JMAN3AUNHT ABIACTCA €1Ba JU HE CaAMBbIM YOeIUTEIbHBIM MOITBEepXKIC-
HueM 3Toro. CoruanbpHag MpUpPoJa YeX0oBeKa BO MHOIOM CTAHOBMTCS
ompeaessTroluM GakTopoM B peaM3alury [TaToI0rMYeCKUX TeHOTUTIOB.
IIpoBeneHne MeTUKO-TATHEHUYECKUX MEPOIPUSITUI, HAMPARJICHHbIX Ha
MpeaoTBpallieHUe BIUSHUS BPeIOHOCHBIX (DAKTOPOB BHEILHEH cpelbl,
CO3JaHKe YCIIOBUM, cITOCOOCTBYOIUMX peajlu3alu HOPMATbHBIX TeHO-
TUTIOB U TMPeNSTCTBYIOIMX PA3BUTHIO MATOJIOTMYCCKUX, TCPANUs psla
HACJIeMCTBEHHBIX 00J1e3Hel CITOCOOHBI YMEHBLINUTD TAXKECTh HACTIEICTBEH-
HBIX 1e(heKTOB, a B HEKOTOPHIX CIAYy4YasiX OCYUIECTBUTD MOJIHYIO KOPPeK-
ITMIO HACJIEICTBEHHOTO 3a00JieBaHUSI.

B Hacrosinee BpeMsi He TONBKO MHKPOCOUMYM POPMUPYET Crieiivi-
¢uueccke YCIOBUs peanu3anuu reHotuna. [upokue conmaibHO-3K0-
HOMUYECKHUE Npeobpa3oBaHKs CYNIECTBEHHO U3MCHSIIOT TeHeTU4EeCKYIO
CTPYKTYPY oIty isiumit. MU3aMeHeHUs MOy IIIMORHO-IeMOorpadpuueCKinx
roKaszatejiei, TAKUX, KAK YPOBeHbh KPOBHOI'O PONCTBA, IIIOTHOCTh Ha-
CeJIeHWsI, HHTEHCUBHOCThL U HallpaBlieHUe MUIPALIMU, cucTeMa 6pa-
KOB, pa3Mep ceMbU U Apyrue, HeM30eXHO CKa3blBAIOTCA KaK HA CHekK-
Tpe, TaK U Ha pacrpoCTPaHeHHOCTH HACAENCTBCHHOM MATOMOTHH.

CounannHO-3KOHOMUYeCcKas AesiTeJIbHOCTh YeJOBeKa TIPMBOAUT K
MOSIBICHHIO B 6Mochepe HOBBIX XMMUYECKUX COCIUHCHUN U (u3nde-
CKMX (DaKTOPOB, O0NAMAIOIINX mepamozeHHbiM U mymazernvim 3pdek-
ToM. MacuiTabhl 3arpsisHEHUS Cpelhl XMMUYECKUMHU COCIUHEHUAMU U
UCTOYHHUKAMU UIIYYeHUS MOPa3sUTENbHEL. B HacTosiiiee BpeMsl OKOJIO
7 MJTH UCKYCCTBEHHO CO3MAHHBIX XUMUYECKHMX COCAMHEHU I HAaXoqaTcs
B cpene 0OMTaHMs 4enoBeKa. ZKUTeb KPYITHOIO TIPOMBILIEHHOr0 To-
pofa B TeYeHHWE CYTOK KOHTAKTUPYeT MoYTH ¢ S0 THICSyaMu M3 HUX.
HecMoTps Ha OTCYTCTBHE CTPOrHX NOKA3aTeIbCTB B3AUMOCBSI3H CTETIC-
HU 3arpsi3HeHUs! cpenbl OOUTAHMSI ¢ BO3HMKHOBCHUCM TE€HETHYECKH
NEeTePMUHHPOBAHHBIX 3200/ BAHUI U BPOXIeHHBIX aHOMAJIHI, MOXHO
KOHCTATUPOBATh, YTO YHCJO UX YBEJIMUUBAETCA. YXYAIUEHUE SKOJIOTH-
YeCKOM 00CTAHOBKM MOXKET CO3aBaTh (hOH, CNOCOOCTBYIOIINI pean-
3alIMM HACAeACTBeHHOH MpeApacofOKeHHOCTH K MYJILTU(AKTOpHATh-
HBIM 3200/¢BaHUAM. B CBSI3H ¢ aHTPOTIOTEHHBIM XapaKTEPOM TTaTOJIOIH~
yeckux (paKTOpOB BHelUHeM cpelbl BO3HHMKAIOT KAYeCTBEHHO HOBRLIE
NMpo6ACMBI 3AIUTH reHOQOHAA YeaoBeKa.

Psin BHellIHeCpeIOBRIX MPUYHH CITOCO0eH 006YCIOBIMBATh 3a60Jie-
BaHUS MPU T1000M reHoture. Hauboee 4acTO DaHHAS CUTYAIIHS pea-
JIM3yeTcd MPH OTCYTCTBHM BMAOBOM 3aHIMTHI OT BO3NEHCTBUS BHell-
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HeCcpeNOBBIX AaT€HTOB, HO M B 3TOM CjIy4ae XapakTep MOpaxXeHus, pa3-
Max 4 pa3sHooOpasue KIMHUYECKUX ITPOSIBIECHUN U ApYFUe XapakTepH-
CTUKHU 3aboreBaHMSi BO MHOTOM OIIpeACIAIOTCS TeHCTHYECKOH KOH-
cturyndeit opraHusma. C Apyroid CTOpOHBI, Jaxe TP XKeCTKOM reHe-
TUYECKOU JeTepPMUHAIIMM AaTOJOTUH YCIOBHUS BHELIIHEH Cpebl, KOH-
CTUTYIIHOHAJbHbIE 0COBEHHOCTH, BECh TE€HOTHUII B 1I€JJOM MOTYT OKa-
3LIBATh CYIECTBEHHOE MOZU(HIIUPYIOIEE BO3ACHCTBIE Ha XapaKTep,
4aCcTOTY U CTEIEHb IIPOABJICHUSA MMATOIOTUYEeCKOro reHa. Takas BhICO-
Kasl TNIACTUYHOCThL TEHOTHIIA CO34acT OONpIINEC BO3MOXHOCTH 114 Jie-
yeHud, MpodWIAKTHKHN HacleACTBEHHEIX Bojie3Hel, pa3paboTku 3¢-
(heXTUBHBIX MEIUKO-TT1eAATOTMYECKHMX MPOrpaMM oB6ydYeHHsi, pcabuim-
TallMM ¥ AJanTaiya BOILHEIX.

VIL.2. KTACCU®HKAIINA HACIEICTBEHHOU
MMATOJIOTHUN

H3BecTHOe K HACTOsIILIEMY BPeMEHHM YHMCIO HACJEACTBCHHEIX MPH-
3HAKOB W BoJjie3Hel npesriiracT 6onee 10 Thic., U OHO MTOCTOSTHHO YBe~
nuuBaeTcd. OMICKIBAIOTCH HOBRIC, paHee HEM3BECTHRLIE HACAEICTBEH-
Hele CHHIPOMEI 1 3a6oneBaHnsd. B pamkax yXe N3BeCTHRIX KIIMHWYECKHUX
CHHIPOMOB BLIICASIOT pa3TMYHEIC [0 MEXAHU3MY BO3HUKHOBCHMS HO-
3oornyeckue Popmal.

Elue opiH MCTOYHMK POCTa YMCITA HACTICACTBCHHEIX 3a60/IeBaHMi
3TO HIMPOKO pacrnpocTpaHeHHple 3a001eBaHUA HEWMH(eKLIMOHHOM 3TH -
OJIOTUM, K KOTOPhIM OTHOCSATCSI aTepOCKIIEpO3, TUMEPTOHMYecKast 60-
ne3Hb, DpoHXMANbHASA acTMa, A3BCHHad 00J€3Hb, 370KAYeCTBEHHEBIE
HOBOOOpPa3oBaHMS, [ICOpUA3, pPsAl MCUXWYCCKUX MU MHOTHUC ApyTUe 3a-
6oneBaHusA. CoBpeMCHHBIC METOARI TEHETHYECKOTO aHANTHA3A ITO3BOJISTIOT
cpenu 3aboneBaHMA, OOYCIOBICHHEIX HACKCACTBEHHBIM MPEAPACIION0-
SKCHUEM, BELACASATL MOHOTEHHBIE (DOPMEI, T.¢. 3a60AcBaHUs1, 0BYCIOB-
JIeHHBIe MyTAIIMe OJHOro reHa. B cBA3M ¢ 3TUM HeobxoauMa pa3paboT-
Ka palMOHAaIhHOM KIACCH(PUKAIINY HACIeACTBEHHBIX BONIE3HE.

IlepBrle knaccuUKAIIMM HACTeICTBEHHBLIX OOJE3HEl OMupanuch
IIaBHBIM 06pa30M HA KIIMHMYECKNE 0COBEHHOCTH OIIPEAe/ICHHBIX FPYITIT
matoyoruii. Ilo maHHO# KnaccuduKay BLIIEISUIM, HAITpUMep, «Ha-
clIecTBEHHBIE DONE3HU CKeleTa», «HaclleqCTBEHHBIE DOJIE3HN oOMe-
Ha», «HACIIeACTBEHHbIC DOJIE3HM KEIYAOYHO-KULLIEYHOTO TPAKTa» U T. X.
ITockoabKy OMHOU M3 OTAMYMTENLHAIX 0COBEHHOCTEt HACIEACTBEHHO-
ro 3aboNeBaHUS SBISIETCA BOBJCYCHHOCTH B HETO MHOTHX OPraHOB M
CHCTCM, HMCIONB30BAHUE YUCTO KIMHUYECKOTo (T.C. ONMMCATENLHOTO)
oA xoJa He Mo3BoJigeT n3dexars onboxk xiaccudukaguu. Hanmpumep,
AYTOCOMHO-IOMMWHAHTHRINA CHUHAPOM «pPYyKa — Cepaiie» B 3aBUCHMOCTH
OT BEAYLIETO B KIIMHUYECCKOM OTHOIICHUH CUMIITOMA MOXET gUarHoc-
THPOBATKLCH, KAK «TydeBasi KOCOPYKOCTb», M, CJICOBATEILHO, OyaeT
OTHECEH B paMKax YUCTO KIMHUYECKOMN KIAacCUbUKAIIUU B IPYIIIY «I10-
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paXeHHs CKeJjleTa». BMecTe ¢ TeM y Apyroro OOJBHOTO C WAEHTWYHON
MyTaume# (Hanpumep, v OpaTa OIMMCAHHOTO MNAIIMEHTa) BEAYIUNM B
KJIWHWYEeCKOH KapTHHe 3a00JieBaHUsg MOXET OBITh Opa)keHne cepaua
TIpM MUHWUMAaJbHOM aHOMajuW KOCTHOI CHCTEMBI (B BUIE HE3HAUM-
TeTEHOH TUITOILIA3uK OoNBIIOTO TTanbia). TakuM 00pa3oM, BTopoit 00mhb-
HOM TIOMANAET B IPYINY HACHEHCTBEHHBIX 3a00JEBAHUN «TTOpAXKEHUS
CepaeYHO-COCYIUCTON CUCTEMBI».

ConepxaTeIbHbIM SIBJISIETCST COOCTBEHHO TeHETHYECKHMH TNOIXON K
K1accrbyKaLy HACTeICTBEHHBIX Oo1e3Hel. B 0CHOBe TOIOOHBIX KJTac-
cuduKanuMit aeXaT reHeTUYECKUE pa3iuyusl, HAlIPUMED THNT MYTAaHT-
HBIX KJIeTOK (AM00 COMAaTMUECKHE, JIMOO TIONIOBLIE), WU pPa3/IMYHbIE
TUITBI HACEIOBAHWS U T. 1.

B HacTod11Iee BpeMst U3BECTHBI HECKOMIBKO KaccuUKaITuitl HacneI-
CTBEHHBIX 00J1€3HE.

B ocnoBy xnmaccndukalny HacaeaCTBEHHBIX OOne3HeH, MPeJIOKEH-
Hoit akagemukoM H.IT. boukoBrim (1984), moaoxeH KpUTepuil yaeiab-
HOTO BeCa HACJIEeICTBEHHOCTH W BJIWSHUSA CPEObl B BOSHWKHOBEHUH,
OCODEHHOCTSIX Pa3BUTHS ¥ UCXOOaxX 3a00/IeBaHHA.

C y4eTOM 3TOTO KPUTEPHUS BbUIENISIOT YETHIpE TPYIHI 3a0071eBaHUH.

I rpynma — coGCcTBeHHO HACIeICTBEHHBIE OOME3HN (MOHOTEHHbBIE U
XpOoMOCOMHEBIE). [1pnunHoii ux aemmorces MyTauuy. [IposeieHus myra-
LH IPaKTUYECKY He 3aBUCAT OT CPelbl, T.€. eCTh O0Ne3Hb WIH €€ HET,
3aBUCHT TOJILKO OT HAJTUYUS WU OTCYTCTBUSI MyTamnu. K aroit rpymnmne
601e3Hel i OTHOCATCSI, HATIpUMep, MHOTYE BPOXAEHHbIE HAPYIIECHUS
oOMeHa: GeHWIIKETOHYPHS, MYKOTIONHMCAaXapU103hl, TAJIAKTO3eMUA; Ha-
pPVIIEHUS CUHTE3a CTPYKTYPHBIX OenikoB: Oone3us MapdaHa, HecoBep-
IIIEHHbIA OCTEOreHe3; HACIeCTBEHHbIE HAPYIIIEHHUS TPAHCTIOPTHHIX Oel-
KOB: FeMoroonHomnaruu, 6oie3Hbs Bunbcona— KoHoBanoBa; XxpoMo-
COMHBIe Gone3nu: 0ose3nb Jayua, cunapomM lllepemeBckoro— Tep-
HEpa U Jp.

1l rpynma — nBaciaencTBeHHLIe O0JIe3HH, O0YCIOBIEHHBIE MyTaIIY -
eil, IeIICTBUE KOTOPOI TIPOSABASETCS TOJIBKO MPH BOZAEUCTBHH Ha opra-
HU3M cTenHUIECKOoTO U MyTaHTHOIO TeHa (akTopa BHElUIHENH cpe-
Jbl. K Tannoi rpyririe oTHOCATCS Takue 00J1e3HM, KAK [IEYEHOYHAs TIOP-
¢bupug, HekoTophie $apMaKoOreHETUYECKHE PEAKUMK (ITUTE/IbHAS OC-
TAHOBKA JBLIXAHUS TIpYM HA3HAYEHHUM CYKCAMETOHUS TAlleHTaM C Ba-
PHAHTOM ITICEBIOXOJMHECTEPA3bl) M 3KOreHeTHvyeckue Oone3nHu (da-
BH3M).

II1 rpynma — Gone3Hu, BOZHHKHOBEHHE KOTODPBIX B CYIECTBEH-
Hoit Mepe onpenensercs dakTopamu cpenbl. OHU 00BENUHAIOT OONB-
IIMHCTBO WMPOKO pacTpOCTpPaHEHHbBIX 3a00j1eBaHUi, 0oCo0eHHO 0O-
JIe3He# 3pesoTo U MpeKIOHHOro Bo3pacToB. Haumbonee yacro ¥ Hau-
0onee Taxeno 3a00JIeBaHUS Pa3BUBAIOTCS Y TIPEIpPACTIONOXEHHBIX K
HUM UHANBUOYyMOB. [IpuMepamu Oose3Held 3TO¥M TPYNIB SBIISIOTCA
TUNEPTOHUYECKAs OONIE3Hb, OHKOJIOTMYeCKHe 00Ne3HH, NICUXUUEeCKHE
0ose3Hu.
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Mexgy 11 u 111 rpynmaMy HeT pe3Koli TpaHUIIbl, U UX 4acTo 00be-

JMHAIOT B TpyIlny Oome3Heit ¢ HacaeICTBEHHON NPeapaciioioXeHHOC-

THIO, PA3TUYAast MOHOICHHO WITH TTOJTUTEHHO 1eTEPMHUHUPOBAHHYIO Ipel-

PacCiioJIOKEeHHOCTh.

IV rpynmia — 607e3HH, BBI3LIBAEMBIE UCKTIOUHTENBLHO (haKTOpaMHu

BHEIIIHEH cpelbl (TpaBMBI, OXOIHM, OTMOPOXEHHUs, 0C000 OmacHbIe
uHbexuu U T. 11.). Ho 1 ipu aTix 3abo1€ BaHUsIX TeHETHUECKHE (DAKTO-
PHl OTIPEENIAIOT OCOOEHHOCTH KIIHHUYECKOTO TeEUeHUS, 3(HHEKTUBHOCTD
Tepanuy, CIeKTP BO3HHUKAIOIIKUX OCI0XHEHHH, CKOPOCTh BBI3IOPOBIIE-

HH$I, 0OBEMBI KOMTIEHCATOPHBIX peaklWil, MCXObl 3a00/1eBaHIS U T. 1.
Jlpyrast IpoKo KUCIIoNb3yeMast Kiaccudukarns oCHOBaHA Ha pas-

JIMYUAX TIEPBUYHOTO MATOreHETUYECKOTO MeXaHM3Ma BO3SHHKHOBECHUA

HAaCJeICTBEHHDLIX 3a00J1eBaHI.
C 3THUX TTO3UIIHMIA BCIO HACAENCTBEHHYIO ITATOJIOTUIO MOXHO pasie-

JIUTh Ha [1ATh I'PYIIIL.

1) rennbie Gone3nu. K arolt rpymmne oTHocaTcs 3aboleBaHUS, BbI-
3bIBaeMble TeHHBIMM MyTannsaMiu. OHU TepelaloTcsl U3 TTOKOJEHUS B
MTOKOJIEHHE U HACJIEAYIOTCA T10 3aKOHaM MeHaens;

2) XpoMOCOMHEBIe Ooe3HH. DTo 3ab0/1eBaHUsl, BOSHUKAIOIIHE B pe-
3yJILTATE XPOMOCOMHBIX B TeHOMHBIX MYTaUMIA;

3) Oone3nu, oOyClOBNEHHEBIE HAC/AEICTBEHHON NpelpacIoloXeH-
HOCTBKO (MyJbTHdaKTOpUadbHbIe 00J1€3HU). DT0 3a00J1eBaHU S, BO3ZHU-
KAIOIITHe B pe3yJbTaTe COOTBETCTBYIONIEH TeHETUYECKOH KOHCTUTYLIHN

M HaJIUYMS OTIPENENIeHHBIX (haKTOpOB BHENIHEH Cpelpl. [1pu Bo3neit-

CTBHH CPeJOBBIX (HaKTOPOB pPeaTH3yeTCs HACIelNCTBEHHAS TIPeApacto-

JIOXEHHOCTD;

4) reHeTHYECKHEe 00JIC3HU, BOSHHUKAIOUINE B pe3y/IbTaTe MYTAIlHii B
COMAaTUUYECKHX KJIETKAX (TeHEeTHYECKUE COMAaTHYeCKue OoNe3HM), TPyII-
1a BEIZie/IeHa COBCEM HeraBHo. K Heil 0THOCATCI HEKOTOPHIE OTTYXONMU,
OTNeNIbHBIE TTOPOKM Pa3BHTHS, ayTOUMMYHHEIC 3a00JIeBaHNI;

5) 0ose3HN TeHETHYECKON HECOBMECTUMOCTH MAaTeEPH U 1Ioja. Pas-
BHBAIOTCA B pe3yJIbTaTe MMMYHOJOTHUECKOM peakluy opraHu3Ma Ma-

TEpH Ha aHTHUTEH TUIONA.

VIL.3. OCOBEHHOCTH NATOTEHE3A HACJEJICTBEHHOM
IIATOJIOTHHA

HHunmansHbIM («CTApTOBBIM») 3BEHOM ITIaTOTEHE3a HACJEICTBEH-
HBIX (POPM TIATOJIOTHHU SIBJISIOTCS TEHHBIE, TEHOMHBIE H XPOMOCOMHBIE
MYyTaLUH.

OcobBeHHOCTH TaToreHe3a HACJeICTBEHHEBIX 60e3Hel B OCHOBHOM
OMPENENTIOTCI TpeMS (aKTOpaMU;

1) xapakTepoM NOBpPEXAEHUS HACNENCTBEHHBIX CTPYKTYD;

2) TeHETHYECKH JIETepMUHUPOBAHHBIMU MOpGhO-DU3HONOTHYECKH -
MH OCOOEHHOCTSIMH OpraHu3Ma;
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3) BO3NEUCTBUSIMHU OKPYXAIOLIEH CpEIIbl.
DTH (pakTophl ¥ 0OYCAOBIHMBAIOT YHHUKAJLHbBIM XapakTep MpoTeKa-
HHUS MaTONOTMYECKHUX TIPOLECCOB B KAXKIOM KOHKPETHOM OpraHu3me.

VIL3.1. Oco0eHHOCTH HATOreHe3a MOHOTeHHBIX 00JIe3Hel

MyTaunMoHHOE H3MEHEHHE HYKIEOTHAHON MOCIEIOBATEIbHOCTH
ctpykrypel JIHK gBnsercda nmpryMHOil MOHOTEHHBIX HACJECTBEHHBIX
6onesneit. Cienmduka riaToreHe3a MOHOTeHHBIX 3a00JIeBaHU OITpe-
densieTcsl 0COOEHHOCTAMK XMMHUYECKONW TPHUPOJBI IEPBUYHOIO TIPO-
IYKTa, 00yCJIOBJIeHHBIMHM KOHKPETHOM MyTalMeid, ¥ TOil poJIbIO, KO-
TOPYIO 3TOT IPOXYKT HUIPAeT B XKU3HEIEATEIPHOCTH opraHusma. IIpu
OIHHX MYTAUUAX, oOYCIOBAMBAIOLIUX ITOTHOE OTCYTCTBHE HEOOXOmH-
MOT'O OpraHM3My BellieCTBa (HanpHMep, COMAaTOTPOITHOTO TOPMOHA MU
nuroxpomMa-450), HopMaNbHOE pa3BUTHE opraHusMa Jubo 3aTpynHe-
HO, TM00 HEBO3MOXHO; TMIPH JAPYTUX MYTAIMSIX, IIPUBOISILUX K nedH-
UUTY OMOJIOTUYECKH aKTMBHOTO BELIECTBA WIM CTPYKTYpPHOTO Oefka,
BO3HHKAIOT 3a00JIeBAaHHMA, XapaKTePUIYIOIMUECS pACCTPOHCTBOM CTPYK-
TYpHI M GYHKIIMH OTIENBHBIX TKaHel, OpraHoB WM (PU3NONOTHYECKHUX
CHUCTEM.

H3BecTHBIEe BapUaHTHl ITATOTEHE3a MOHOIEHHBIX (TaK HA3BIBAEMbBIX
MEHAETHPYIOUINK) 3a00/eBaHKIT BeCbMa pa3HOOOpa3HBl. DTo BO MHO-
TOM OIIPENETIAeTCI OTPOMHBIM YMCIOM HAapyIIeHUM OHOXMMHYECKUX
peaKkuui, MpoTeKaloMUx B opraHusMe. HecMOTpsT HA 3TO, BBHIICICHBI
HEKOTOpPHIE OOUIKME 3aKOHOMEPHOCTH Pa3BUTHUS MOHOTEHHBIX QOPM Tia-
tosorud. HampuMep, Ut MHOTHMX HacleICTBEHHbIX 0oJe3Hel obMeHa
Bemects (HBO) ycraHoBiTeHa npsiMasd CBA3b MEXIY MYTAHTHBIM F€e HOM
M HapylleHHOH OHMOXUMMYECKOI peakiuei.

K HacrosuieMy BpeMEHH OTKPHITBI M ITOIPOOHO ONMCAHBI COTHH
BHUAOB HACJEICTBCHHBIX aHOMAaTHM MeTaGonM3Ma, NpUJUHA KOTOPBIX
€IMHUYHBINA MyTaHTHBINM reH. OOycnoBileHHasd MyTayei reHa aHoMa-
JIMSL aMUMHOKHUCIIOTHOM MTOCIIEAOBATEILHOCTH MOIUIETITUIHOMN HENMH Cy-
1eCTBEHHO HapyILUaeT aKkTHBHOCTh (DepMEHTOB 3a CUET N3MEHEHHIT KO-
anuecTBa Oefka, ero KoHGQOPMAUMOHHBIX XapaKTEpUCTHK, TEPMOCTa-
OMJILHOCTH, YCTOMYHMBOCTH K PasJHM4YHBLIM BO3NEUCTBUAM M APYIHX
cBoiicTB. B abcomoTHOM OonpiuHcTBe cmyyaeB HBO cBa3aHBl UMeHHO
¢ UBMEHEHHMEM aKTUBHOCTH (pepMeHTOB. B CBOIO ouepe/ib MyTAIIMOHHbIE
HapyuleHHsI CUHTE3a (PepMeHTa TMpUBOJST K pacCTpONCTBY NHO0 OCTa-
HOBKE peaklHril B JaHHON ey MeTaboan3Ma, BbI3bIBasg pa3sBUTHE TOH
WIK MHOU (HopMbl naTojorvu. 3aboseBaHue MOXET BO3HUKATD BCJIE/-
CTBHE:

— HAKOIUIEHHMS U30bITKA CyOCTpaTa Kak pe3yjbTaT HApYIIEHHUS pe-
aKIMM (Harmpumep, uepebposuna npu Gonesny [oie),

— YBEJIMUCHHUS CONEPXAaHMS BEIIECTBA-IPERLLICCTBEHHUKA {HATIPU -
MEpP, METMOHHMHA TIPU ITMCTATUOHUHYPHUHM),
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— HEIOCTATOYHOI'0 0Opa3oBaHus BeleCTBA (B YaCTHOCTHU, neHIHU-
Ta MTUIMH-TpudocdaTa IIpu OPOTOBOM AlTUIYPHH),

— YBEJIMYEHUS KOHLEHTPALIMH TOKCHYECKUX TTPOIYKTOB MeTabomn3ma
(Hanpumep, QeHUNANETHIIIHOTAMIWHA, QeHHAYKCYCHOH, (QeHUTITHUPO-
BMHOTIPAIHON KMCIAOTH M OpyruX ¢GeHUIKETOHOBBIX IPOU3BOIHBIX [IPH
(HEHUIKETOHYPHUH).

Tem He MeHee HaXe B CAy4yasix CXOICTBA BHIA HAPYUIEHHUH, HAITpU-
Mep TMPH HAKOIJIEHHM cybCTpaTa, MeXaHU3MBI pa3BUTHS Pa3THUYHBIX
3aboneBaHMit OyayT pasjavuyHbl. B olHOM Ciyyae HAaKaIUIMBAIOLIMHCS
cybcTpar (HarpuMep, BHICOKOMOJIEKYIISIPHOE BEIIECTBO B CIyJyae amas-
potuydeckoil unuotnn Teit— Cakca) MOXET OTKIIAZBIBATLCA B KIIET-
Kax, IMOCTEIeHHO MPUBOAI UX K TMOeau. B Ipyrux cimydasx U30BITOK
HHU3KOMOJIEKYJISIPHOTO PACTBOPUMOIO BEIIIECTBA CO3JAET BLICOKYIO KOH-
LIEHTPALMIO B OMOJIOrMYECKUX XXUIKOCTAX opraumnsma. Hanpumep, npu
rajiakTo3eMUM (BCIEICTBHE HENOCTATOUHOCTH Tanaxroso-1-docdaty-
punwITpaHcepassl) MPOUCXOOUT HAKOIUIEHHUE TIIOK030-1-docdara,
TOKCHMYECKHUE KOHLIEHTPAITMHY KOTOPOTO IMOBPEXAAOT PA3IMYHbIE TKA-
HU, B CBSI3H C 4YeM BO3HHMKAIOT LIMPPO3 MEYEHH, KaTapaKTa, IMOBpexIa-
J0TCS TTOYKHU, HEWUPOHBI TOJIOBHOIO MO3ra.

VIL.3.2. OcoGenHocTd naroreHe3a XpoMoCOMHBIX
Oone3nei

XapakTepHoil 0COOEHHOCTHRIO TTATOrEHE3a XpOMOCOMHBIX Oofe3Hel
SIBIETCSI paHHee HapyteHue MopdoreHe3a. OHO MPOSBIAETCS pacCTpoi-
CTBOM JIEJIEHUS M CO3PEBAHMS KJIETOK, HAPYIIEHHEM MX MMYPAIMH KU
ouddepeHIHATMH, YTO OOYCIOBIUBAET QOPMHUPOBAHUE MHOXECTBEH-
HBIX FIOPOKOB Pa3BUTHA PA3TMYHBIX OpraHoB M TKaHeidl. B ocHoBe Ha-
OniogaeMBbIX SIBJIEHWI JIEXWT, KaK ITOJAraioT, HeCOaNaHCUpPOBaAaHHOCTD
reHoma.

Brunensiror Tpu Tuna 3GheKToB MPU pa3sBUTHHM XPOMOCOMHBIX 0o-
Je3HEH: crienuUUecKue, NoaycnenuduIeckue M HecnequdpuueckKue,
Cneyughuneckue >pheKThl CBA3AHBI ¢ M3MEHEHMEM YHCAQ CTPYKTYp-
HBIX TEHOB, KONUPYIOIIMX CHHTE3 Oefka (YHHUKATBHBIX Mg OO0
XpoMoCoMEI). [Ipy TpHCOMHMSIX YHCAO UX YBETHUMBAETCI, ITPH MOHOCO-
Musix — ymenblnaercs. Hoaycneyughuneckue >bdhexTh IpU XpoMOCOM-
HBIX 6071e3HsIX 00YCI0BIEHE] M3AMEHEHUEM YHCIIa TEHOB, TIPENCTaBIeH-
HBIX B TeHOME OOJIBLUMM YHCIOM KOMUU (Hampumep, MeHbl pUbocoM-
HBIX, THCTOHOBBIX, COKPATHTEJILHEIX OeNKOB | T.1.). Hecneyudpuneckue
TIPOSIBJIEHUST XPOMOCOMHBIX abeppanuit MOTYT OBIThH OOYCIOBIEHBI U3-
MEHEHHUEM COIEPKAHUA TETEPOXPOMATHHA, KOTOPHIM BBITOJHSIET BaX-
HYIO POJIb B IIPONECCAX KIIETOYHOTO JENEHUs, PoCTa U T. 1.

[Ipu xpoMoCOMHBIX abeppalusaX BLIPAXEHHOCTE OTKIOHEHHUS OT
HOPMATLHOIO Pa3sBUTHUA, KAaK MPABHJIO, KOPPENHMPYET CO CTEIEHDBIO
xpomocoMHoro pucbananca. Yem Gombilie XpOMOCOMHOTO MaTepHaia
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BOBJIEYEHO B a0eppalldio, TEM paHbIe 3a00JeBaHUE TIPOIBUTCI B OH-
TOTEHE3E ¥ TEM 3HAYMTENbHEE HapylIeHUS B (PM3MYECKOM M NCUXHUYE-
CKOM pa3BUTHU MHAWBUIA. M30BITOK XpOMOCOMHOTO MaTepuaja MeHee
KIMHWYECKM 3Ha4YMM T10 CpaBHEHUIO ¢ ero motepeit. Hampumep, yrpa-
Ta OJHOW M3 AYTOCOMHBIX XpPOMOCOM HE TO3BOJISET OCYILHECTBUTLCS
UMTUTAHTALMHU SALIEKTIETKH B MaTKe. B To e BpeMda U3BECTHBI XPOMO-
COMHbBIE CHHIPOMBI, 00YCIOBIEHHBIE TPUCOMUSIMHU 110 pa3NUHBIM XPO-
MocoMaM. U36HITOK WM HEZOCTATOK IeTepOXPOMATH3UPOBAHHBIX perH-
OHOB XpPOMOCOM MOXET U He UMeTb KJIMHUYECKHX NToCeACTBUi. B oTiu-

9HUC OT 3TOro MOTeps 3YXpoMarHMHa BCEraa IpHUBOIUT K TMOTEPE YHH-
KaNbHLIX I'CHOB.




I'JIABA VIII. OBIIAAI XAPAKTEPUCTHUKA
HACJEICTBEHHBIX BOJE3HEM

VIIL.1. OCOBEHHOCTU KJIWHWYECKHX ITPOABJIEHWI
HACJEJICTBEHHBIX BOJIEZHEH

HecMorpa Ha MHOroo0Opasvie KTMHUYECKOW KapTAHBI HACKEICTBEH-
HBIX 3200/IeBaHUI, MOXHO BBIIEAUTb KX OOLIHE YePThI, UTO ITO3BOJISIET
BRIGBUTh WIHM UCKIIOYUTEL HATUUIE TTATONOTHHM y ob6cneqyeMoro, OCHo-
Boit popMIpoBaHUs OOIIHOCTH KTMHUYECKMX XapaKTepUCTUK pa3itiy-
HBIX (hOpM HACTIEICTBEHHBIX 00jie3HENH ABAIETCS TeHETUUYECKHH KOHT-
pOJNb KIMIOYEBLIX 3BEHBEB 0OMEHA BELUECTB M MOPHOTEHETUYECKUX TTPO-
LIECCOB.

XoTg HacneACTBEHHLIE 3a00eBaHud, KaK U Nolble Npyriue Oones-
HH, UMEIOT CBOW XapaKTepHBIE YepThl, HU OMHY U3 IPUBEIECHHBIX HILXE
0COOEHHOCTEN HENMB3S pacCMAaTPUBATh KAK HEUTO abCOMIOTHOE: TONLKO
HaJIMYHIE XapaKTepHBIX YepT B 1IEJIOM MO3BONAET 3aNOM03pUTh HACTEN -
CTBEHHYIO NATOJIOTUIO Y T1allMEHTA.

VIIL.1.1. Cpokn manudecTanun HacaeICTBEHHbIX 00/1e3H€iH

BoAbLIIMHCTBO HACHENCTBEHHBIX 00JIe3HEH pacro3HAlOTCd B MEPU-
HaTaJILHOM W paHHEM JIETCKOM Bo3pacTe. Kak nmpaBuio, rmepBble CUMII-
TOMBI 3200NTeBaHUSA TUATHOCTUPYIOTCS C POXKIEHUS WM BCKOpe IOCHe
Hero. Hanpumep, HEKOTOpbIe HACTEACTBEHHBIE CHH/IPDOMEI, COTIPOBOX-
IaoUMECS TIOPOKAMY pa3BUTUS (pacuieNnuHa IyObl MM HEGa, moba-
BOYHBIE [1aNIbLIbl HA KNCTU U CTOIIE, OTCYTCTBHE KOHEUHOCTH, He(heKTH
repenHel OprolllHON CTEHKH, MyIIOYHAs IrpblXa, HenepdopupoBaHHLI
aHyC U T.JI.), MOTYT OBITH 3alIOHO3PEHBI C MOMEHTA POX/IEHHS pebeHKa.
TlpumMepaMl paHHero TpOSBIEeHUS (MM BPOXAECHHOTO XapaKTepa)
HACJIEACTBEHHBIX OONe3HEN ABNSIOTCS BCE XPOMOCOMHEBIE CHHIPOMBI,
axXOHIPOTUIa3Usl U psll ApyT¥X (popM MopaxkeHuit ckennera. OmHAKO MMep-
Bble KIMHUYECKUE TIPOSIBIIEHUS HACAEACTBEHHOTO 3a00eBaHUST MOTYT
BBISIBJISAATBCS U B O0N€ee TTO3THUX BO3PACTHEIX IpyInax. JlaHHbIe, IpUBe-
neHube B tabn. VIIL1, cBuaeTenscByloT, 4To 25 % BCEX reHHBIX 00-
Ne3HEH pa3BUBaKOTCA BHYTpUYTpoOHO. [IpuMepHo X 3 rogam mpossig-
ercs eme 50 % reHHbIX GonesHeil. BMecTe ¢ TeM W3BECTHH HACHeEl-
CTBEHHBIE 3a00/IEBAHNSA C ITO3JIHUMH CPOKAMM TIpOsiBieHus (Goye3Hb
AnpureiiMepa, xopesd I'eHTUHTTOHA).
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Ta6nuua VIIL1
CpokH KIHHHYEeCKOH MaHn(ecTAIHH MOHOTEHHBIX §osie3Heil B OHTOreHe3e

BozpacTt 601bHBIX

Honst GONbHBIX ¢ KIMHUYECKOH
maHu(ecTaument (%)

HogopoxiieHHbIE 25
3rona 70
Koneu ny6epratHoro nepuoja 90

HeobxonmMo Takke TogdepKHYTh, YTO UMEETCS LIENBIH P pa3Ti-
qyuit y 3abojieBaHii, MMPOABISIOUINTXCA B pas3jidyHBIe BO3pacTHEIE IE-
PHOIEI TTOCTHATATBHOTO oHToreHe3a (tadn. VIII.2)

W3 TaGauiel BUIHO, YTO ¢ BO3PACTOM MAIAET YaCTOTA MOHOTEHHBIX
GOJIE3HENH M YBEMYMBAETCS H0Jg 3a00NeBaHUN, IS MIPOABIEHUS KO-
TOPBIX HEOOXOMMMO y4acTHue (GaKTOPOB CPEIbl.

B 1ienoM rpencTaBieHHBIE pa3iiidis B XapaKTepUCTUKAX 3a605ieBa-
HUH MOXHO 00BSICHUTEH CHIDKEHUEM B TEYEHIE XXKIU3HU BKIIQa HACed-
CTBEHHBIX PAKTOPOB B MX STHONOTHYECKYIO CTPYKTYDY.

Taénuna VIIL2

Hekoropble XapaKTepHCTHKH 3200JeBanuii npenybeprarnoro

H nocTny0epTaTHOIo BO3pacTa

XapaKTepUcTHUKA [penybepraTHBIA NIEpUOL IMoctny6epTaTHbIM TepHon
Tun HacaenoBaHMS MoOHOTreHHBbI MyneTH;AKTOPHANBHEBIH
Bo3spact Hauana Pannwmit [Mo3nuuit
YacToTa Penxune YacTrle
IMepuon no nposs- Kopotkuii JJTMHHBIH
neHusd Hone3Hn
bonbHbIe ponct- MHoro T'opaszno MeHslire
BEHHMKH
CrneunduyHOCTE Beicokas Huzkag
IHUArHOCTUKH
Yucno 6one3Hei Ouenb 60bLLI0E 3HAYUTETBHO MEHBILIe
Paznuuusi, cBi3aH- Penxu YHactbl
HBIE C TI0JIOM
HacnenyemMocth Bricokag Huskas
[TpOrHO3UPYEMOCTD Bricokas Huskag




VIII.1.2. IIporpeAMeHTHOCTh H XPOHHYIECKHIl XapaKTep
HACJIEJICTBEeHHBIX 0oJie3Heil

Ilpocpeduenmubim Ha3biBaeTCA TeUeHUE 3a00JIEBAHUS C MOCTOSH-
HBIM YXYAUIEHHEM OOLIEr0 COCTOSIHUS U ¢ HapacTaHUEM HEraTMBHBIX
CHUMNTOMOB y nanueHTa. [t MHOTUX HacleACTBeHHBIX Oone3Hell xa-
paKTEepHO TTOCTENeHHOe HapacTaHHe UX TAXKeCTH MO Mepe pa3BUTHS
naTonoruyeckoro npouecca. HanpuMep, npu heHWIKETOHYPUH TIO
Mepe pocta pebeHKa BO3HUKAIOT M HAPACTAIOT CUMIITOMbBI TICUXOMO-
TOPHOTO OTCTaBaHUs, (GOPMUPYETCT YMCTBEHHASI OTCTAJOCTb U BTO-
pruHas Mukporedanus; npu GomesHu Teit— Cakca HaumHas ¢ 6-
MECIYHOTO BO3pAacTa pazBUBACTCS AeMUEIMHU3ALUS HEPBHBIX BOJIO-
KOH, TMOCTEeNEeHHO TIPUBOIAILIAS K JeTalbHOMY Ucxony. Hns Hacaen-
CTBeHHBIX Oosie3Hel, HAaYMHAIOIHUXCA B JI0O00M BO3pacTe, xapakrep-
HO XpoHUYeckoe TeyeHue. Hanpumep, JeTH CO CIUHAIBHOH aMHOT-
podueil Bepauvra— l'oddmanHa mocTeNneHHO TEPIIOT IBUTATENBHYIO
AKTHUBHOCTL B pe3yJbTare Iibeld MOTOHEHpPOHOB NEpEIHHUX pPOTOB
CIIMHHOIO MO3Ta; y OONBbHBIX C JEeroyHol ¢gopMo¥ MyKOBHUCHHIO3a
¢dopMHUpyeTCHd XpOHUYeCKas MHEBMOHUS U3-3a HOBBILLIEHHON BA3KOC-
TH CEKPETOB allOKPMHOBLIX XeJe3; Py TOMO3UTOTHOH B-TasacceMuu
Ha (h)OHe HapacTawule¥ aHeMHU3alMH TIOCTeNeHHO GOpMUpYIOTCS Te-
NaToCIUIEHOMETaTHSI, AHOMAJIMM KOCTHOH M MMMYHHOI CHCTEMBI KaK
pe3ynbTaT HeaddeKTHBHOrO apurponos3a. MHorue GopMbl Hacnen-
CTBeHHBIX 00se3Hel ObIIM BBISIBJIeHb! NpU 00CIeI0BAHUH TTAITMEHTOB
¢ XpOHMUYECKUM TedeHHeM 3a00jieBaHUS.

I'eHeTHMYECKOI OCHOBOM MPOrpeAUeHTHOCTH U XPOHHMYECKOIO TeYe-
HMS HACcTeICTBEHHBIX 00JIe3HeH SRIAIOTCH, KaK MPAaBHAO, Ba (peHOMEHA:

1) HempepbIBHOCTH (PYHKIIMOHUPOBAHUS MATOJOIMYECKOro reHa,
MTPUBOJANIAA K HAPYIIEHHUIO HOPMAJBHOTO (GYHKIIMOHUPOBAHHUS KIle-
TOK, TKaHell 1 OpPraHoB;

2) OTCYTCTBHE NPOIYKTa MYTAHTHOTO TeHa, 00yCIOBINBAIOIIEE Pa3-
BUTHE JIEKOMNEHCHPOBAHHLIX COCTOSHUIA,

CreneHb XpOHM3AUM M TIPOTPENMEeHTHOCTH g OJHOIO M TOr0 Xe
3a60NeBaHUsT MOXET pa3jInJyaThe.

VIIIL.1.3. BoBie4eHHOCTh MHOTHX OPraHOB H CHCTEM
B NATOJOrMYECKHUi Mponecc npu HACJeICTBEHHBIX 3200/1eBAHUAX

IMpaxTyecku utg Beex (hopm HACIe ACTBEHHOH MaTONOTHH XapaKTep-
Ha MHOXeCTBEHHOCTE NopaxkeHutii. B nepByio ouepens 310 06yCI0BAEHO
naetdompontuim delicmeuem 2eHa, T.e. €ro CrioCOBHOCTBIO KOHTPOIHUPO-
BaTh pa3BUTUE PATUUHBIX IPU3HAKOR OpraHn3Ma. Hanpumep, npu cuH-
JpoMe Mapdana nopaxarTrcsl KOoCTHasl, CepledyHo-COCYIUCTasA CUCTeE-
MBI M OpTaHbl 3peHUsT; Ipu cuHapoMe JloypeHca — MyHa ropaXeHsl Ko-
CTHasi, MOYETIONIOBasl, SHAOKPUHHAA CUCTEMBI M OPraHbl 3peHHs; NP
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TamakTo3eMUH BomieyeHsl IeveHs, IIHC, spenwne. [Ipu HexoTophIX Ha-
CJIeICTBEHHBIX 3a00JIeBAHMAX MEXAHU3MEI ITEPBUYHOIO TUIEHOTPOTHOTO
IIeICTBUS TEHOB U3BECTHEBL. D3T0, KaK MpaBWio, 601e3HU 0OMEHA BENIECTB,
B TOM 4YHCJIe OONE3HM HaKOIUIeHUS. Tak, Mpu ayTOCOMHO-PEIECCUBHOM
saboneBanun Bunscona— KoHoBaioBa aHOMATHS CBIBOPOTOYHOIO Gest-
Ka LEepyJUIoIUIa3MuHA He obecriednBaeT 3¢ ¢eKTUBHBIA TPAHCIIOPT MEIM.
DTO TIPUBOIHUT K OTIOXEHUIO €€ M30BITKAa B pa3fiIMyHbIX OPTaHax M TKa-
~ HAX, YTO BBI3BIBAET MHOXECTBEHHEIE TTOPAXKEHH.

VIII.1.4. CemeiiHblii Xxapakrep HacjJeICTBEHHBIX
3a001eBaHMiH

s Gonpllioro YHMCHA HACIeICTBeHHBIX 3a00/eBaHUN XapaKTepHBI
IMOBTOPHBIE CIY4al aHAJOTHMYHOM MaTOJIOTHH Y WIEHOB OJHOW CEMBH.
B otnnumne ot MHDEKIIMOHHBIX 3a00ieBaHUI paciipeneneHue O0JbHBIX
T10 TOJTY ¥ B IMOKOJIEHUAX TPH HACNeJICTBEHHBIX 3a00/1eBaHUSIX OCYILE-
CTBJISIETCS COIJIACHO MEHIIEJIEBCKUM 3aKOHOMEDHOCTSIM.

Bumecrte ¢ TeM Hamuune 3ab60eBaHUs TOJIBKO Y OJHOI'O U3 YIEHOB
PONOCJIOBHOW (cnopaduseckuii cayuail) He WCKITIOYAET HACIENCTBEH-
HOTO Xapakrepa 3101 6os1e3Hu. [TogobHas cuTyanst MoxXeT OBITh 00yc-
JIORTICHA:

1) HanuyueM HOBOI JOMHUHAHTHOM MyTanuu (MpoU3oLIeaIeil Kak
B 2yTOCOMHOM, TaK U X-XpOMOCOME OIHOTO U3 PONUTEIeH);

2) ABAEHUEM HENOJHOH MeHeTPaHTHOCTH JOMUHARHTHOIO FeHa,;

3) reTepO3UIOTHEIM HOCHUTENIECTBOM OOOMX PONUTENIEH;

4) HaNM4YUeM pelieCCHBHOM X-CIEeIUIEHHOH MaToJIOTUH.

VIIL.1.5. Cnenuduyeckde CHMITOMBI HACJIECTBEHHBIX
Oone3nei

Hamunune pegkux crierryeCcKuX CUMIITOMOB WM UX COYETAHUH y
00JBLHOTO AaeT OCHOBaHUE yMaTh O HACIEACTBEHHON WIM BPOXIEH-
Hoil pupone ero 3abonesanusa. HatipumMep, vy pebGeHKa ¢ pacuieTnHoOR
HEDA HATMYME CUMMETPHYHBIX «STMOK» WITH (DUCTY/ Ha CIM3UCTON HUXK-
Hel ryObl MO3BOJBSIET IyMaTh 00 ayTOCOMHO-IOMUHARHTHOM CHHAPOME
Ban nep Byna; Hanuuue mppokoro 1-To manbiia Ha KUCTAX U CTOMAX Y
pebeHKa C MPOTpeCCUpYIOIIed YMCTBEHHON OTCTANOCTHIO HABOIUT Ha
MBICTB 00 ayTOCOMHO-IOMWHAHTHOM CHHIApoMe PybuniureiiHa — Teli-
Ou u T. 1. B HEKOTOPBIX CIIyyasix CUMIITOMEI ITPOSABIIEHUS TeHOB, HE IME-
ION[HAE KAKOTo-U00 KIMHUYECKOIO 3HAYEHHUS, SIBJISIIOTCS OTIOPHBIMH
MpY MOCTaHOBKE guarHosa. HanmpruMep, oOHapyXeHe HaceyeK Ha MOYKE
yxa y pebeHKa C MakpOoIfloCCUeH M pacXOXISHUEM IMPSMBIX MBIIIL]
KMBOTa SBISIETCA PEUIAIOIUM IS MTOCTAHOBKM OHMArHo3a CHHIpOMA
Beksura— Bugemana u, ciegoBare/IbHO, OIPaBIaHHOTO BLIGOpa alek-
BaTHOMH TEpanuu.
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VII1.1.6. «Pe3ucTeHTHOCTh» HACHENCTBEHHBIX 0ose3Hel
K HauGoJiee pacnpocTPaHEeHHBIM METOaM Tepanuu

T'oBopst 0 pe3ucTeHTHOCTH (OT JaT. resistentia — MPOTUBOIEHCTBHUE,
COMNPOTHBJIEHUE) HACEACTBEHHBIX 0oJie3Hell K JieueHUIO, B MepBYIO
oyepelb Hy>KHO HMETh B BUIly OTHOCUTEIBHOCTS JAHHOH KIMHUYECKON
XapaKTepUCTHKMU.

C onHO CTOPOHEBI, 3Ta KIIMHIYECKAs! OCOOEHHOCTH OOBSICHIETCS TEM,
YTO BO MHOTHX CIyJAagX MCIPAaBUTh IIePBUYHLBIE 3BEHbS T1aTOTEHE3a 3a-
OosneBaHHUA, AaXe eCiIM M3BECTEH NEPBUYHEIN TIPOIYKT MYTAHTHOTIO TEHA,
He Bcerna yaaerca. (OnHako 3Ta yCTOMYHMBOCTEL He abcosoTHa). C npy-
rolt CTOpOHbI, ABJIEHUE «PE3HCTEHTHOCTH» CBSI3aHO C TeM, UTO CHMIT-
TOMBI HaC/IeACTBEHHBIX 3a00JIEBaHUI YacTO MPHHUMAIOTCS 34 COOCTBEHHO
3aboseBaHne. DTUM OOBSICHSETCsT Oe3yCneuIHOCTh UCTIONb30BAHMUS CTAH-
JApTHBLIX CXEM, TMOIXOIOB M METONOB Tepanuiu. Hanpumep, reueHue
3K3eMbI, KOTOpasi ABNIETCS KOXHBIM TIPOIBIEHUEM TIPOTOKOIPOTIOP-
(dupuu, oKa3pIBaeTCd IEYeHUEM CHMIITOMA, B TO BpeMsT KakK JUIsT JaH-
Horo 3a0oJeBaHNg pa3paboTaHbl HAXEXHBIE METOIBI TPOoQUNAKTUKY 1
Tepanui, OCHOBAHHbBIE HA 3aKOHOMEPHOCTSX ero MartoreHesa. IIpu He-
pacrio3HagHOM ciHnpoMe KocTMaHa MHTeHCHBHAS aHTHOWOTHKOTEpa-
IMYST THOMHWYKOBEIX TTIOPAXKEHUHA CAN3UCTHIX 000JI0YEK UM KOXM He Cna-
caeT peOeHKa OT MPOrPeCCUPYIOLIEro TeueHUs 3a00IeBaHuUsl, TIPOSIBIIA-
JONIETOCA B BUIE QYPYHKYNOB, a0CIieCCOB MOAKOXHOM KIETYATKU, TI-
XKeJbIX CTOMaTHTOB, OnedapHTOB U T. 1.

BaxHo moa4epkHyTh, YTO 1100asT OTIAENLHO B3ATas M3 BHILLENepe-
’ YUCJEHHEBIX KIMHUYECKMX OCOOEHHOCTEH He fABJAeTCI abCOMIOTHBIM

KpUTEpHEM HacjencTBeHHoro 3aboJieBaHuss. OgHAKO TPUA BLISBIEHUH
‘ HECKOJbKMX XapakTepHBIX IS AaHHOH HAcjeNCTBEHHOM MATONOTHH
|

ocobeHHOCTEH 3aKIIfOYeHHe O 3a00ieBaHUM MOXET OBITh Oonee ompe-
JIEJIEHHBIM.

VIIL.2. KIMHAYECKHANA IMOJUMOPOU3IM
HACJHEICTBEHHBIX 3ABOJIEBAHUN

MHOro4YuCIeHHOCTh KIMHUAYECKUX U JaDopaTOpHEIX MpOsBIIeHUH
moboro 3aboJieBaHUA M UX PAa3HOXapaKTePHOCTh OXBATHIBAIOTCS TOHSI-
teM nouMopusM. Hanpymep, y yacTit G0IbHBIX ¢ CHHAPpOMoM Map-
(paHa MOXKHO NMAarHOCTUPOBATh CO CTOPOHBI CepIEeIHO-COCYIUCTOM CH-

CTEMEI ITPONAIIC MUTPAALHOTO KJIAllaHa, a y APYTHX — aHEeBpH3MYy aop-
‘ THI. CO CTOPOHBI OPTaHOB 3PEHUS MOXET OTMEYATLCI MOIBHBUX XPYCTa-
| JTUKa, a MOXeT OBITh MUOMMS cJtaboif creneHH u T. . (cM. Tk X). Jpyrum
} MPUMEPOM pa3HooOpa3HOTo MPOSBIie HUS CUMITTOMATHKH TIPH OJHOM U

TOM Xe 3a0oneBaHuU gBasieTcst Helpodubpomaros I tuma. M3BecTHHI
Cy4yaH, KOIJa y ofHOro 0oibHOro HelipodhubpomMaTo3oM HabIIOMAETCS
pa3BepHyTas KIMHUYeCKasd KapTHUHA, TS KOTOPOi XapakTepHbLl MHO-
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XecTBeHHbIe HeiipoduOpoMsl U omyxoau (cM. Ti1. XI), B TO BpeMs KakK y
Ipyroro 6o0JpHOroO (HaXe y 4djieHa TOH € CEMbBbH) PerHCTpHPYIOTCS
TOJIBKO MHATMEHTHBIC TISITHA IIBETA «KOode ¢ MOJTOKOM» M BECHYIUKH B
TTOMMBILIEYHBIX, ITAXOBBIX 00NaCTAX M Ha TOJIEHMU.

Knuanugeckuit monuMopdu3M HacHeACTBEHHBIX O0OJe3Hel, onpene-
JIIEMBIX OHHUM T€HOM, MOXET TIpOSIBUTLCSI PAa3IMUHBIM BpEMEHEM Ha-
yana 3ab0JieBaHUs WK Pa3IMIHOMN TSIXKECTHIO KIIHHUYECKKX TPOSIBIIE -
uuit. HanpuMep, xopes [eHTMHITOHA, CpeJHHI BO3PACT HAYalla KOTO-
poii ipuMepHo 40 JIeT, MOXET HAaYaTbCa B HETCKOM BO3PACTE, @ B HE-
KOTOPBIX ciyvyasx ne6ror 3abojieBaHust oTMedaetcst rmocie 60 ner.

ITeHeTpaHTHOCTh M 3IKCHPECCHBHOCTb, MYTAHTHBIN Te€H HE Bcerna
MOXET IMPOABNATECH PEHOTHITHYECKH, WITH €CITH €T0 ACHCTRHIE MPOSIB-
JISIETCSL, TO CTETIEHD TIPOSBJIICHHUS MOXET IIMPOKO BaphUpOBATh y pas-
HBIX HHAABUAOB. B CBSA3H ¢ 3TUMH KIMHHYECKUMH 0COOEHHOCTSIMU IEii-
CTBHSI T€HA BBEIEHBI MOHATHS O ITEHETPAHTHOCTH H 9KCTIPECCHUBHOCTH.
IHenempanmuocms — 3T0 BEPOSITHOCTb, MJIH 9acTOTa, IMPOSBIACHHS 3a-
GosieBaHMs (NPH3HAKA) Y 3aB€JOMBIX HOCHTENeH maHHOTO reHa. Pxc-
NPeCcCUBHOCIMb XE OIIPEIEISIETCS KaK CTEIeHb BHIPAaXXeHHOCTH NeMCTBIA
TeHa.

Ecnd nanuyde reHa B OpraHU3Me SIBJSIETCS €AMHCTBEHHO HeobXo-
IUMBIM U JOCTATOYHBIM YCJIOBUEM €r0 IPOSIBACHUS, ToBopAT o 100 %
IMTEHETPAaHTHOCTH; eCJIM XK€ TIPH HAJTMYHUH reHa 3a0o/1eBaHHe TIPOABIIA-
eTCSL He BO BCEX CIAyYasX, TO TOBOPSAT O HEINOJHOW NMEHETPaHTHOCTH.
OpHo U TO Xe 3a00JIEBaHUE MOXET II0-Pa3HOMY ITPOTEKATh Y Pa3HbIX
COJILHBIX, IAXXE Y WICHOB ONHOH PONOCIOBHOM. B 3TOM cltyuae ToBOpAT
O Pa3TUYHOM IKCIPECCHBHOCTH TeHa. MHOrma npostieHue (BhIpaxe-
HUE) TeHa OLIBAET HACTOJIBKO HE3HAYUTENBHEIM, UTO MPH3HAKM €r0 HE
00HAPYXHUBAKOTCS 110 KpallHE Mepe HMEIOIITHMHCS B HAIIEM PACITOps-
KeHUH MeToxaMH. ITOHATUS MEHeTPaHTHOCTH M 3KCIIPECCHUBHOCTH HaH-
foIee 4acTO MPHIIOKHUMEBEI K ayTOCOMHO-JIOMMHAHTHEIM 3a00/1€BaHH-
SIM, TTIO3TOMY 3TH SIBIEHUS ¥ OTHOCAT K XapaKTEPHUCTMKAM ayTOCOMHO-
JOMHMHAHTHHIX TEHOB.

VII1.3. TEHETHYECKAA TETEPOTEHHOCTDH

Korna KIMHIYECKYA CXOAHBIE COCTOSTHUS B Pa3IMIHEIX CEMBAX O0YC-
JIOBJIEHBI PA3NMYHLIMUA T€HETUYECKUMH AePEKTAMH, TOBOPAT O TE€HE-
THUYECKOU TETEPOTEHHOCTH HACJIEACTBEHHO 0OYCIIOBIEHHBIX O0e3HE .
IlpunsgTeie Ha3BaHHA MHOTHUX NMATONOTHYECKHX COCTOSHMN WIH Jaxe
3a00IEBAHMIA YACTO CKPBIBAIOT TIPUCYIIYIO UM Te€TePOTeHHOCTD, HpH-
JaBast BUA ofnHopogHocTH. [lon KaXnbsIM, HAIlpUMeED, H3 TAKMX Ha3Ba-
HMH, KaK «CHHAPOMBI KPOBOTOUHBOCTH», «MBITIICUHbIE NUCTPOMHU»,
«YMCTBEHHAS OTCTAJIOCTb», «TJIYXOTa», «AHEMHUSI», «TJIHKOT€HO3» U T. 1.,
CKPHIBAETCS HECKOJNbKO KIMHWYECKH, OMOXUMHUYECKHA U TeHETHYECKH
caMoCTOSITeNIbHBIX 3aboneBaHuil. bomee Toro, dbeHOTMNIYECKH (KITH-
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HHYEeCKH) OTHOPOAHOe 3a00ieBaHNe MOXeT OBITh TeHEeTHYSCKH reTe-
POTeHHBIM, €CTU CAWUHBIA MyTh 0OMeHa BENIECTB OJOKWAPOBAH B €T0
pPasNIMYHbIX TOYKAX, KakK, HalpuMep, IpH aJipeHOTEHUTATbHOM CHHI-
poMe. BMecre ¢ TeM OTCYTCTBHE MJIM HEZOCTATOK ONHOTO M TOTO XKeE
KOHEYHOTO IMPOAYKTa, HAaTIpUMep T'eMOTTIO0HHA, TIPHBOASIIHE K MAJIO-
KPOBHIO, MOXKET ObITh CICACTBUCM MYTaUi Pa3sIMYHbIX TeHOB.

IIpU3HakaM¥ TeTeporeHHOCTH HACISACTBEHHOro 3ab0omeBaHUs SIB-
JISTIOTCS:

1. Hannuue ceMeii ¢ pasanUHBIMU TUIaMK HaCJIeAOBAHUST KIHHHU-
YeCKHU CXOOHBIX cocTosTHHH. Hanpumep, mMUTMEeHTHBIM peTHHUT (CHU-
XKEeHHE HOYHOTO 3peHUS, CYXKCHHE TIONCH 3peHUs C TIOCAEAYIOUIEH Mpo-~
TPECCUPYIOIIEH TIoTepell 3peHHs Oo IIOJHON CJIEIIOTR) MOXeT Hacle-
BOBAaThCS KaK ayTOCOMHO-IOMWHAHTHBIM, TU60 KaK ayTOCOMHO-peLec-
CMBHBIH, TH00 KaK X-CIeIIEHH bl pellecCUBHBLA TTpu3Hak. [lokazaHo,
YTO TeH ayTOCOMHO-IXOMHHAHTHOM (hOpMEI JIOKATM30BAH Ha [UTHHHOM
TTeye XpoMOcoMH 3 (3gq21 —q24), a ren X-cuermieHHoi GopMbl — Ha
KOPOTKOM Tiieuye X-xpoMocoMHl (pl1.3).

2. PoxeHHe 310pOBbIX eTei B Opakax GONBbHBIX ayTOCOMHO-PelIeC-
CHBHBIM 3a00mneBaHeM. HanmpuMep, B Opake ABYX IIyXOHEMBIX POIVITE-
JIeH, CTPalaoIIMX ayTOCOMHO-peleCCUBHBIMY hopMaMHt 3a00JieBaHMA,
POXAAIOTCK AETH C HOPMAIbHEIM CITYXOM.

3. BpIRICHHE PasIMIEBIX OCHOBHBIX OHOXUMMWUYecKMX fedekToB. Tak,
rpu cuHapoMe CaHOwidnmo (HapyimeHus o0MeHa TTIK030aMHHOT-
JIUKAaHOB, COTIPOBOXIAIOIIMECS IOBBIIIEHHON 3KCKpeuvel renapas-
cynedhara ¢ MOUOI, TSKENBIMH COMaTUYECKMMH HApYILIEHUSIMA B YM-
CTREHHOH OTCTAJIOCTBIO) BBIAEASIOT 4 THIIA OHMOXUMMUYECKHX AedeK-
ToB. IIpH THIIE A OTCYTCTBYET DepMeEHT renapaH-N-cyibdarasa; pu
tne B — N-aueTii-o-riIloKo3aMUHMaa3a; TIpH THIIe C — TIIIOK03aMH -
HayeTwITpaHchepasa; npu Tune D — N-aleTH-IoK03aMHH-6-Cylb-
dar-cyandarasa.




TJIABA IX. KIMHUKO-TEHEATOTHYECKUI
AHAJIN3 KAK METOJ U3VYEHUA
HACJIEJICTBEHHOCTH YEJIOBEKA

UenoBeYECTRBO ¢ HE3ANMAMSITHBIX BPEMEH MCIIONbL3YeT JAHHEIC SMITH-
pHUUYECKUX HaONIOMEHWH Hall PONOCHOBHBIMU, B KOTOPBIX OTMEYalach
Tiepeavya IaToMOTHYeCKHX MPU3HAKOoB UK Gosesneid. Tak, yxe B Tan-
MyjI€ CKa3aHo, YTO €CAH y PONCTBEHHHKOB HOBOPOXKIEHHOTO MAJIBYH -
Ka B DoAY OTMEYIHNCH CIyYal KPOBOTCUEHUS, TO TAKOH PeOEHOK OCBO-
QoXxnancs oT 00s13aTeNIbHOTO JIsT BCEX APYTHX AeTeld oOpsiga WHULHA~
1Y (oOpe3anyisi Kpaiineii ToTH).

ITpuMeHeHNE ceMEHHOTO aHaIN3a IaTONOrHY Yenopeka B XVIII-—
XIX BB. MOXHO paccMaTpPUBaTh KaK TIPEAITOCHIIKYA (DOPMUPOBAHUS T€-
HEIOrM4IecKOro MeTona. JanbHeHlIee ero yCOBEPIICHCTBOBAHUE TIIIO
KaK 10 JUHHU COCTABJCHUS PONOCIOBHBIX, TAK U [0 JUHUH MOHCKA
METOJIOB CTAaTUCTUYECKOTO aHaNN3a JaHHBIX,

T'eneanornyeckuif MeTox — 3TO METOJ U3YYEHHUHA POAOCHAOBHBIX, C
ITOMOIILBIO KOTOPOTO TIPOCIIEXKUBACTCA pacipeAcicHHe O0Ne3HH (TIpH-

3HaKa) B ceMbC WM B POIY C YKa3aHHEM THUIIA POACTBEHHBIX CBSA3EH
MEXIY WIEHAMH POJOCIOBHOM.

IX.1. 3AJAYH METOJA

T'eHeanoriyecKnit METO OTHOCHTCS K HauOoJiee YHUBEPCATBHBIM
METONIaM NeHETHUECKOTO aHa/n3a. B MeqMiIMHe ero YacTo Ha3hiBaloT KITH-
HUKO-TEHEATOMMYECKUM, TTIOCKOIBKY HCCIIEI0BAaHUIO TIOABEPTAIOTCS pas-
HOOOpasHbIe DOJE3HN WAH TATONOTHYECKUE TTPH3HAKU.

KiiHuKO-TeHeatoruecKuii MeTo/, HIMPOKO NMPHUMEHSIETCS IIPH pe-
IIEHHH TEOPETHUECKHX TIpodIIeM H NPUKIAAHBIX 3aad. TaK K HEMY IIpH-
QerarT:

1) npu yCTAHOBJIEHWH HACJIEACTBEHHOTO XapaKTepa MpH3HaKa;

2) Npd ONpPEAESICHUH TUIA HacJleAOBaHMs IIpM3HAKa WM 3a00s1eBa-
HUS;

3) g OUEHKY TCHEeTPAaHTHOCTH I'eHa;

4) TIpH aHAJH3€e CLUEIICHHS TeHOB W KaPTUPOBAHHH XPOMOCOM;

5) npH U3Y4EHHUH WHTEHCHMBHOCTH MYTALIMOHHOTO Ipolecca;

6) mpu pacuridpoBKe MEXaHH3MOB B3aUMONEHCTBHA T€HOB.
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Ocoboe 3HaYeHUE TeHeaTOTHIECKU METO NpHobpeTaeT Npu Me-
MUKO-TeHETHYECKOM KOHCYJIbTUPOBAaHHU. B HEKOTOPEIX Cly4asx OH SB-
NSETCH eNUHCTBEHHLIM METOJIOM, C NMOMOIIBI0 KOTOPOTO0 MOXHO:

BBLISICHUTL ITpUPONY 3a00JIeBAHHA;

OTIPENEINTH THIT HACEeNOBaHUA NaTOJAOTUH B CEMEE;

IpoBecTd U bdepeHIINATBHYIO AMATHOCTUKY HAC/IeACTBEHHBIX 0O0-
JIE3HEH;

OLIEHHTH IIPOTHO3 3200J1€BaAHUS;

PACCYUTATS PUCK POXKIEHUS OOJTBHOIO TIOTOMCTBA;

BBIOpATH aJeKBATHBIE W OMPABIAHHBIE METObI AOPOIOBOH NHArHO-
CTHKH, JIeYeHUsT U NpOoMUIAKTHKY, peaOuIuTauun ¥ aJanTaiiu.

IIpoBeneHMe KIHHUKO-TEHEANOTHYECKOTO METOIa OCYILEeCTBSIETCS B
J(Ba 3TaTa. DTO MPEXIE BCETO COCTARIEHKWE POIOCIIOBHOI U ee rpadude-
CKOE H300paKeHUe, 3aTeM re HETUYECKWIt aHaIU3 TIONYYEHHBIX JaHHBbIX.

IX.2. COCTABIEHHE POJOCJTOBHOM

CocTaBieHHe pOAOCIOBHOI HauymHaeTcsa co cOopa cBeneHU o ce-
Mbe, W IpeXIe Bcero co cbopa cBeneHU o mpobanne — UHIHUBHIE,
KOTOPBIN ABAAETCS TIPEAMETOM MHTepeca mccmeaoBarens (Bpaya, mne-
jparora). Yalile Bcero 370 GONBHON WM HOCHTENh U3yIaeMOTo IIPU3HAKA.
OIHAaKo 33 MEMKO-TeHEeTHYECKOMH KOHCYIbTaUHEH MOTYT 00pamaThes
M 3[10pOBble HHAWBHIALI. B 3TOM ClIyuae UCIIONL3YETCH TEPMHH «KOH-
CyNbTHpyIOMIUiics». B rpadriyecKoM U300pakeHUH pOAOCTOBHOIM TTPO-
| BaHx 0TMEYaeTCsT COOTBETCTBYIOLIMM 3HAKOM M CTPEJIKOM, KOTOpas UAeT
i CHH3y BBEPX W cJieBa HanpaBo. JeTu oxHOi poxuTescKoit naps (Opa-

ThSl U CECTPHI) HA3LIBAKOTCH cHOcamu. Ecau cbchl MMEIOT TONBKO Of-
HOTO OOIIETO pOAUTENSI, OHM Ha3bIBAIOTCH HoJdycHOcamu. Pasmiuyarot
w enUHOYTPOOHEIX (00IIas MaTh) U eqUHOKPOBHBIX (OOIIUI oTel) cub-

coB. CeMneil B Y3KOM CMBICAE HA3BIBAIOT POIMTENLCKYIO TIapy M MX [Ie-
Teil (daepHas ceMbs), HO MHOrAa 1 6onee LIHPOKHIT KPpyr KpPOBHBIX
pPOJNCTBEHHMKOB. B mociaenHeM ciyyae Jydille HCHONBL30BATH TEPMUH

|

«poa».
OOBIYHO POJOCIOBHASI COOHPAECTCS B CBA3M C M3YYEHHEM OLHOTO
% WM HECKONBKHX 3a0oNeBaHMit (NpU3HAKOB). Bpay WiH reHeTHK Bce-
raa HHTepecyeTcs KaKUM-TO KOHKPETHBIM 3a0olieBaHUMEM MM TIpH-
}{ 3HAKOM.
B 3aBHCHMOCTM OT 1IeJTH HCCIEAOBAHUS POJOCIIOBHAST MOXET OBITh
| t TIOJTHOU HJIM OTPAHWYCHHOMH; OHA MOXET OTpaXkaTh JMOO0 KIMHUYECKHE
{ TIpU3HAKM, TMO0 TEHETUYECKHIA CTATYC WIEHOB POAOCTOBHOM. B moGoMm
| CITyJyae HY>KHO CTPEMHUTHLCS K HaUOOoNee NOTHOMY COCTaBIIEHUIO PONIOC-
* f TIOBHOU MO BOCXOJALLIEMY, HUCXONAIIEMY 1 OOKOBBIM HANpPaBIICHHAM.
5 Yem Gosplile TIOKONEHUN BOBIIEKAETCS B PONOCIIOBHYIO, TeM OOJbIIIE
| HHdpOpMaLHK OHa MOXeT cojepxath. OIHAKo ee OOHMIMPHOCTh MOKET
. OBYCIIOBHTH MOSBICHHE B Hel OMMOOYHBIX JaHHbBIX. LTS yTOYHEHHS
|
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CBEIEHHUH MPUBICKAIOTCS Pa3IMyHOTO pona MeAUUUHCKAA JOKYMEHTa-
uysi, ¢pororpadmi poACTBEHHWKOB, PE3YIBTATHI TOTIOJHHUTEIEHEIX VC-
cnepoBaHuit. YeM Gonbire rybrHHa H IIHPOTa FEHEAIOrMYeCKOTro MoHC-
Ka, TeM LICHHee U HadeXHee rmonydyaeMast HHQOPMALHAL,

A7 HarISITHOCTH cOOpaHHble DaHHBIE H300paxKaoT B BUIEC ONTPEAE-
JIEHHBIX CUMBOJIOB, HEKOTOPLIE U3 KOTOPBIX MPEACTABICHHI Ha puic. IX.1.
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Puc. [X.1. CumBonbl, HAaMbOIEE YACTO UCITONB3YEMBIE IPU COCTABIEHUH
PONOCTOBHEBIX:

! — ;e MyXckoro nona; 2 — MU0 KEeHCKOTo noaa; 3 — BonbHble; 4 — Bpak; 5 —

KPOBHOPOICTBEHHBIH OpaK; 6 — cuOCH, 7 — eAMHOYTPOGHbBIE CHUOBCHI;, 8§ — eIMHOKPOB-

Hble CUOCH; 9 — MOHO3UTOTHBIC ONU3HENsl;, /0 — AU3UTOTHBIE GnusHensl, 1/ — yebl-

HOBJIeHHE; /2 — TTON1 HeU3BeCTeH; 13 — BbIKUAbILL, [4 — MeAnulMHCKHi aGopr, 75 —

ymepuiue; 6 — npobanm, 17 — reTepoOSHIOTHLIE MHAMBUAB; /8§ — reTepo3uroTHas

HOCUTEALHUIA PELECCUBHOIO reHa B X-XpoMocome;, /9 — OepemMeHHOcTh; 20 — Gec-
IOAHbIA 6pak; 2/ — nuuHO 0GC/e10BaH

w
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ITon «KIMHHYECKOM» POIOCIIOBHONW MOHMMAOT OTOOpax)eHWEe Ha-
CJIEIOBAH IS KOHKPETHOro 3a001eBaHs UK HECKONIBbKUX 3300IeBaHH .
MakcuManbHoe YUCTo 3a00NeBaHui (TIPH3HAKOB) B OMHOM CUMBOJIE,
T.€. Y ONHOTO MHIWBUIA, B I'paduiyecKoM M300paKEHUU HEe JOIKHO
IPEBBILLIATE YETHIPEX HO30JIOTMYeCKUX (DOpM M TIpu3HakoB. Ecnn k-
HWYecKas pOAOC/IOBHAS ITOCBSIILEHA aHANKU3Y TOINBKO OQHOI0 KOHKPET-
Horo 3a6onenanns, To o6o3rauenus M, @ cootercTBYIOT H306pAXE-
A0 GONMBHOTO MYXKCXOTO 110Jia ¥ GOJIEHOM XeHCKoro moja Ecnu B
KIMHHYECKOH POIOCIOBHOM NPOCIIEXUBAOTCSA IBa 3a00neBaHus1, Ha-
MpUMep TUTepTOHMYEcKas O0Ie3Hb U OXKUPEHWE, TO 0OBIMHO HCIIOMNb-
3YIOT cjenyloline obo3HaYeHWs: KX CUMBOJI JeN4T HA JABE PaB-
HBIE YACTH, TIPH 3TOM OOJILHBIE NEPBBIM 3a00eBaHUEM (THIIEPTOHM-
YecKoi Qone3Hni) 0003HAYarTCsa p[l, ©, a GomHbie ¢ oXupeHHEM
Kak [l, ©. B nanHOiT ponocioBHOI CHMBOI M o603uauan 651 MHAUBU-
JIa MYXKCKOTO TIONIa, CTPaZaiouiero ¥ rumepTOHUYECKOR OoNe3HbIo, U
OXHpeHWeM OIHOBPEMEHHO.

B HeKOTOpBIX Citydasx 1151 OTOOPAKEHUS B PONOCTOBHON PasIIYHBIX
3a60JIe BaHH I UCITONB3VIOT Pa3id4yatoIiecs BBl ITPHXOBKY 3JeMEH-
toB (pHc. IX.2). I'padryeckoe U306pakeHNe pOXOCIOBHON TOMOIHSIET-
¢ 06A3aTeIbHBIMHA pa3faeaMil: «YcIoBHbIEe 0003HaUeHS» U «JlereHma
POIOCTOBHOM».

Ycaosubie 0003Ha4e s — 3TO TepedeHb CUMBOJIOB, UCIIOJIB30BaH-
HEBIX TIPY rpadUUecKoM IIpeACcTaBICHAN poAocioBHON. Kak mpasuio,
MTPUMEHSTIOT CTAHIapTHHIE 3HaYKK-CMMBOJET (puc. I1X.1). Onnako B 3a-
BUCHMOCTH OT 3a/a4, Lenel 0 oco0eHHOCTel pONOCIOBHBIX COCTABH-
Tesk BUIpaBe UCITONb30BAThE OPUTHHATHHBIE (COOCTBEHHBIE) 0003HAYUE-
HUs ¢ 00S3aTEIBHHIM UX OOBSAICHEHWEM, YTOOHR! HCKIIUUTH BO3MOX-
HOCTbL HENPABHJIBHLIX TOMKOBAHUI JaHHBIX. JI1sl OsSicCHEHUsT IPUHIIU -

QD a ON -

Puc. IX.2 pumep cocTarmTeHUA «<KITUHHIECKOH» DONOCIOBHOIN:

0 — GonbBHE caxapHBIM AnabGetoM, 6 — GonbHblE HelipodubpoMaTo3oM; ¢ — JHYHO
obcnenoBaHHbIE
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Puc. IX.3. IIpuMep COCTABREHHS «TCHETHYECKOH» pOOOCIOBHOMN. 3aboneBaHUeE
C 4yTOCOMHO-PEUECCHBHEIM THIIOM HACHECAOBAHWS

4 — TETEPO3HUTOTHI; 6 — TOMO3HTOTHHIY HHIMBHI

OB 0003HaYeHHSA H COCTaBJIEHUS POAOCIIOBHBIX TPUBEACHB! ABa TIPH-
Mepa (puc. IX.2 u IX.3).

Jlerenna poaocioruoit ABISETCS 00S3aTENBHBIM JIEMEHTOM OIIHCa-
HUA ponocioBHoH. OHa BKIIIOYAET:

1) moapofOHoe olHUCaHHE KaXIOTO 4YjieHa PONOCIOBHOM, CBEACHHUS
0 KOTOpPOM 00s13aTeIbHE WIH CYIIECTBEHHBI 11 MOHUMAHUS XapaKTe-
pa HacnemoBaHUsA 3abosieBaHUA (TIpU3HaKa) WU OCOOEHHOCTEH K-
HUYECKOTO TIPOIBICHHA;

2) mepedyeHp HCTOYHMKOB MEIMIIMHCKUX U IPYTMX CBEIEHUIl ¢ co-
IepXaTeybHol MHdopMaLMeit;

3) yKaszaHHe Ha XapakTep IaToJIOTHYecKoro IMpoiecca Wil ero Jio-
Kamr3auo (HalIpuMep, ¥ HEKOTOPHIX WIEHOB POAOCIOBHOM AAarHoc-
TUPOBaHa H30JIMPOBaHHAsI JTOKaYeCTBEHHASA OIYXOMb XKEeAYAKa, Y Apy-
THX — MHOXECTBeHHbIE HEOIUTa3HH);

4) yKa3aHHe Ha BpeMs HadyaIa 3a005I€BaHMs 1 OCOOEHHOCTH TeYeHH,

5) ykazaHHe Ha BO3DacT U IIPUUHUHY CMEpTH;

6) ommcaHHe METONOB NHATHOCTMKH H MICHTUOHKAUWU (HarpH-

i MCD, KaueCTBEHHBIH WU KONUYeCTBEHHBIH XapakKTep OIIHUCBIBAEMOTO

NPU3HAKA).
TaxuM o6paszomM, «JlereHaa pogocnoBHOI» — 3T0 UHMOpManHs o

| WieHaX pPoOXOCIOBHOM ¢ TOAPOGHBIM M3JI0XEHHEM JIIOOLIX, HO 00s13a-
¥ TeJIbHO CYLIECTBEHHBIX IS aHAIM3a CBENEHUIA.
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i Tloxkonenyst 0603HAYAIOTCA PUMCKUMM LM(DpaMU CBEPXY BHH3, 00bIY-
N HO OHW CTABATCA CJIEBA OT ponocioBHOIM. IlocienHee moKoieHUE Mpea-
! KOB, IT0 KOTOpOMY cobpaHa MHGOpMalus, obo3Havaercd Kak I moko-

nieHHne, ApabcKMMH I paMyu HYMEPYIOTCS BCE IMTEMEHTHI OIHOTO O-
$ KoneHus (Bech Psil) ciieBa HaIpaBo, MOCEI0BaTeIbHO. bpaths U cec-
’ TPBI PACIIONATAIOTCS B POJAOCIOBHOM B MOPSIIKE POXACHMS. Takum 00-

Pa30M, KaXIbIU UICH POJOCIOBHOM UMEET CBOH KOOPIHUHATHI, HAIIpH-
Mep B POIOCIOBHOH, NpencrapieHHoi Ha puc. IX.2, nexyurka ripodan-
Ja no MarepuHckod nuuuy — II-3, 6oneH HeiipodmbpoMaTo30M.
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Puc. IX.4. PonocnoBHas ¢ KOHLUCHTPHUECKUM PaCcloNOXEHUEM TTOKOICHUI:

a — TeTepO3UTOTHBLIE HOCUTENIM aHOMATIBHO-CTPYKTYPHOTO reMoriobuHa E; 6 — rerepo-
3UIOTHBEIE HOCUTENHU [-TanacceMHH. 6 — GOsbHbIe TeMOTIOGUHO30M E/B-Tamaccemueit
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Bce WHIMBUABI OZHOTO MOKOJIEHHS MOKHEI PAcIlofaraTeCsl CTPOTO
B omuH psii. «[ToasenmBaHye» CHMBOJIOB MeXIy psnaMy MOKOIeHU
saBisieTcs rpyboit ommbkoi. Ecnu ponocnoBHas oflinpHa, TO ITOKOMNe-
HYST MOXHO PAcIONaraTh He TOPH3OHTAIBHBIMH PAOAMH, 4 KOHIIEHT-
puueckMy Kpyramu (puc. IX.4). B pogocioBHOi BaxXHO OTMeYaTh JIMY-
HO 0GCIIe0OBAaHHBIX Ha IIPUCYTCTBHE NMPU3HAKA 3a00eBannsa uiay 3abo-
JICBaHUS.

HccnegoBarens 0/DKeH CTPEMUWTHCA K TIONVIEHHIO OOBEKTHBHOTO
TePBHYHOTO MaTeprajia, KOTOPBIM KJIageTcsd B OCHOBY CTATHCTHYECKO-
o ¥ reHeTUYECKOro aHAIM34.

IX.3. TEHETUYECKUI AHAJIU3 POJOCJIOBHOU

OCHOBHOH HEJBIO U3YyYeHUs] TEHEANOTHYECKMX JAHHBIX SIBJSETCS
YCTAaHOBJIEHHE M€HETHYECKHMX 3aKOHOMEPHOCTEH, CBI3aHHbBIX C aHANH-
3UPYEMBIM 3a00JIeBaHNEM HJTH MPU3HAKOM.

Jtsi obHAapy:KeHWsT HACJIEICTBEHHOrO XapakTepa mpH3Haka (6ome3-
HH) U YCTAHOBJICHMS THIIA HACNHEAOBAHHUSA MCIIONB3YIOTCA Pa3IMYHBIC
MEeToabl CTATUCTUYECKOK 00paboTKU MOITYYeHHBIX JaHHBIX.

3aKOHOMEPHOCTAM HacJIeqoBaHUs, OTKPHITHIM MeHaeneM, Noaum-
HSFOTCS TONBKO T€ HACKEACTBEHHbIC 3a00I€BaHN A, IPUYHHON KOTOPBIX
(3THONOTHYECKUM (HakTOPOM) SABASETCH MyTallMs OTHOTO reHa. B 3aBu-
CHMOCTU OT XPOMOCOMHOM JTOKATU3AIIMH U XapaKTepHCTUK reHa pas-
JHYAIOT:

ayTOCOMHO-JOMMHAHTHBIA W AYyTOCOMHO-PELECCUBHBI THIIHI Ha-
ClleTOBaHMSI, KOTJa T€H PACHOoNoXeH B OJHOH 13 22 Map ayTocoM (He-
TIOJIOBBLIX XPOMOCOM);

X-CHEIUICHHBI JOMWHAHTHHIM H PEeLECCUBHBI TUIIBI HACIIEI0BaA-
HHSI, KOT/Ia T€H PAacIoNokKeH B X-XpOMOCOME;

Y-cueIieHHoe (TONaHAPHUUYECKOE) HAacNenoBaHMe, Korja reH pac-
MMOJ0XeH B Y-XpPOMOCOME;

MUTOXOHJpHAIbHOE (HUTOIUTa3MaTUYECcKoe) HacjleqoBaHME, KOTHa
MyTayusl [NPOUCXOIUT B reHOME MUTOXOHIPHIA,

BaxxHOo IOHATH, YTO B HEKOTOPBIX CAYYassX pacyeThl COOTHOLLIEHMS
yyciia OONIBHBIX ¥ 3[0POBBIX B OJHOW KOHKPETHOM ceMbe MOTYT JaTh
HEIpABUIBHOE IIPEACTABICHHE O TUIIE HACIIEIOBaHUSL. BTo ObIBaeT 00yc-
JIOBNIEHO TJIAaBHBIM 00pa3oM CIIy4aifHBIM XapaKTEPOM pAaclIpeneieHus
XPOMOCOM B IIPOECCE raMeToreHesa. B KOHKpeTHOHM ceMbe COOTHOLLE-
HYe OONBHBIX M 3TOPOBBIX AETEH MOXKET 3HAYMTENBHO OTIMYATLCH OT
TEOPETUYECKU OXUJIAEMBbIX COOTHOIICHHH, XapaKTePHEIX U ollpene-
JIEHHOTO THIla HaciaenoBahug. OAHAKO XapakKTep poOJOCIOBHOM, 0CO-
GeHHOCTH Nepenayd 3abosieBaHus (IIPH3HAKa) B MOKONEHUSX, COOT-
BETCTBHE KPUTEPUSAM HACJEAOBAHUSA TOTO WIH WHOTO THIIA ITO3BOJIAIOT
CHENAaTh ONpPENCNCHHRIH BHIBOJ O THIIE HACTEAOBAHHS MATONOTUH (IIPH-
3HaKa) B KOHKPETHOI cembe.

-“ 5 Acanos 129




IX.4. KPUTEPUM HACJIEJOBAHUA MOHOI'EHHbBIX
3ABOJIEBAHUH

Kaxnplii 13 OCHOBHBIX THITOB HACICHOBaHHs ICHHBIX O0JEe3HEH UMeeT
CBOM XapaKTepHBIe OCOGEHHOCTU. YCTAHOBICHHE THUIA HACIEIOBaHUS
3a00JIe BAHHA YacTO SIBJISIETCS PELUAIONIMM B IIOCTAHOBKE MPABAIBHOTO
JUArHo3a M, CJIEHOBATEIbHO, B BbiOOpe 3(h(PEeKTUBHOH Tepanuu, Impo-
BeNleHUM aJeKBATHLIX MPOMUNIAKTUYECKUX MEPOUPUATHHR U jJadve oll-
PaBIaHHBIX MeJUKO-TCHETMUECKHAX PEKOMEH AN,

1X.4.1. AyrocOMHO-AOMMHAHTHBIH THIl HACJIEA0BAHUSA
3aboneBanus

Ecnu 3abonepanue oOyCIOBIEHO PeIKUM ayTOCOMHO-IOMUHAHTHBIM
TeHOM, TO aOCOMIOTHOE COABIIMHCTRO OOMILHBIX B TIOMYASLMN POXIA-
IOTCS B Opakax MexXny TIOpaXXeHHBLIM M 3M0POBEIM CYIIpyroM. B stom
ciiydae OMWH M3 poaUTee reTepo3UroTeH MO ayTOCOMHO-TOMUHAHT-
HOMY TeHy (Aa), a IPYTOit rOMO3UTOTEH IO HOPMAJIBHOMY JLIEAIO (aa).
B TakoM 6pake BO3MOXHBI CICAYIOIINE BAPUAHTH T€HOTUIIOB Y IIOTOM-
crea (puc. IX.5).

Kaxoprit oynymuil pebeHOK BHe 3aBMCUMOCTH OT €ro Iojia UMeeT
50 %-Hy10 BEpOSITHOCTD TIOJYYUTE KaK TeH A (M, ¢Ie10BaTeIbsHO, OBITh
TIOPAXEHHLIM), TAK U «HOPMAIbHEI» T€H a U OHTh 310POBBIM. Takum
00pa3oM, OTHOIUEHWE YHMCAA 3M0POBBIX NeTeid B MOTOMCTBE K YUCITY
TIOpaKEHHBIX papHO 1:1 ¥ He 3aBHCHT OT NoJa pedeHKa.

Ha ceronusramit meHs onucado 6onee 2500 ayrocoMHO-TOMUHAH-
THBIX IIPU3HAKOB yenopeka. Hanbonee yacTo B KITMHAYECKOH MTPakTUKE
BCTpevaloTcs CACAYIOIINE MOHOTEHHEIE 3a001eBaHMS ¢ ayTOCOMHO-/10-
MUWHAHTHBIM TUIIOM HACJIETOBAaHUS: CEMEITHASA TUNEPXONECTEPUHEMMS,
reMoXpoMaTo3, CUHIpoM Mapdana, Heiipopubpomartos 1-ro tuma (6o-
me3Hb PexymHIxay3eHa), CMHApoM Biepca-— JaHimo, MUOTOHUUYECKas
TUCcTpodys, aXOHAPOILTA3usa, HECOBEPIIEHHBIH OCTEOTeHE3 U ApyTHe.
Ha puc. 1X.6 n3obpaxeHa ponoCIOoBHAs, XapakTepHast JJIT ayTOCOM-
HO-JIOMWHAHTHOTO TWIMA HACICAOBAaHUS. TUITHYHLIM OPUMEPOM ayTo-
COMHO-JIOMWHAHTHOTO 3a00JIeBaHus SIBsieTca cuHapoM Mapdana —

P Aa x aa
TI'ameTsr a a
- ’J__ Prad
Z 1
) 1
F, aa aa

Puc. IX.5. Bo3MOXHbi€ TEHOTUIIB! IOTOMKOB B Opake GONbHOTO CO 370POBLIM
CHHIMBHOOM NIPU AYTOCOMHO-IOMMHAHTHOM THUIIE HACTEAOBAHUSA
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Puc. 1X.6. PomocnoBHas ¢ ayTOCOMHO-JOMMHAHTHBIM THIIOM HacleqoBaHUs
3aboneBaHus (CUHIpoM MapdaHa)

TeHEPATH30BAHHOE TTOpaXeHNe COoeIMHUTEIbHOM TKaHW. BoJbHEIE ¢ CHH-
. ApoMoM MapdaHa BBICOKOTO pOCTa, Y HWX JUIMHHBIE KOHEYHOCTH U
b ITanbLbl, XapaKTepHble U3MEHEeHNs CKeJleTa B BHIE CKONMo3a, Kudosa,
UCKPUBIeHHs] KOHeyHocTel. YacTo mopaxaercs cepille, XapakTepHbIM
MIpU3HAKOM ABASICTCS TIOABBIBUX XpycTaanKa rnasa. MHTeUTeKT Takux
j' OOJTBHBIX OOBIYHO COXpaHeH.
1 TIpn HeKOTOPHIX ayTOCOMHO-AOMHHAHTHEIX 3a001eBaHUAX HabII0-
| HAloOTCsA CIyvaul IIpONycKa, WIN <«IIPOCKAaKMBaHHS», ITOKOJIEHHs, T.e.
WHIUBUI MMeeT IOPAKEHHOTO poauTeNnsi U HOABbHOTO ITOTOMKa, a ¢aM
OCTaeTCsi 3M0POBHIM (pHc. IX.7).

JlOMUHaHTHO HaclenyeMble 3200eBaHNA XapaKTepu3yTCa UIHpO-
KHMM KITHHHYECKUM TOANMOP(DOHUIMOM Jaxe Cpeld pOICTBeHHUKOB O~
Hoit cemMbu. Hanpumep, mpu curapoMe MapdaHa y 0IHOTo 6OJILHOTO
MOTYT HaOIIOAaThCS HE3HAYHNTEIbHBIE HAPYIIEHHS OTIOPHO-BUTATEIb-
HOTO alllapaTta, cnabas CTelleHb MUOIINH, B TO BpeMsi KaK y Ipyroro —
} BEIpaXKeHHBIE NepOpMalMi IPYJHON KIIETKH, IOpaXKeHUe CYCTaBoOB,
| OTCIIOliKa CeTYaTKU ¥ aHeBpU3Ma aopTEhIL.

! bonbHBIE € ayTOCOMHO-TOMUHAHTHHIME (HOPMaMV ITATONOTHM Yac-
TO COLMATBHO aJallTUPOBaHEI, MOTYT MMETH AeTeld, HO B DyaylieM IS
b Kaxaoro nx pebeHka cyinectByeT 50 %-HBI PUCK UMETb aHUTOTHYHOE
b 3aboneBaHuKE.

OpnHako CYIIEeCTBYIOT ¥ TaKHe ayTOCOMHO-IOMMHAHTHBIE 3a00eBa-
i HUSI, TIpU KOTOPBIX PelIpOAyKTHBHAS (DYyHKIMA Jub0o CHUXeHa, JIHOOo
|| Hapyiaercs OMHOCTBIO. 3HAYUTEIbHASA YACTh [TALIMEHTOB C TIONOOHHI-
E M1 3260J1€BaHUSIMU SIBJISIOTCS HOBBIMUA MYTaHTAMM, T. €. OHW IOMYY I
‘ TIaTOJIOTUYECKUI TEH OT OAHOTO U3 (PEHOTHUIIMIECKA HOPMAJBHBIX PO-
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Puc. 1X.7. PorocnoBHas ¢ ayTOCOMHO-AOMMHAHTHBIM THIIOM HAacia¢oOBaHHUS
C HCIMOJHOH ICHeTPaHTHOCTBIO (CUHIpoM Baapaen®ypra)

Tad6nunya IX.1

YacToTa HEKOTOPHIX AYTOCOMHO-IOMHHAHTHLIX 3a00neBanui M yIeabHblit Bec

HOBBIX CJIy4aes

IIpouent cnyyaen

CHHIPOM (BCE POPMEL)

3aboneBaHue YacToTa B NOMyJIALUNH B pe3yabTaTe MyTai(u
de novo

AxoHzaporasus 1/100000 80
I'enTHITOHA 60ME3HL 1/14 000 4
MapdaHa cuHAPOM 1710000 30
MuoToHnuecKas 1/10000 25
JUCTPODUS
Heitpodpubpomartos 1/4000 40
1-ro Tvna
HecoepuieHHbIA 1/5000 ?
ocTeorcHes
Occundulippyolnmnii 1/1 500000 99
MUO3UT
Dnepca— dauno 1/5000 ?
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AUTeNnel, B IONOBBIX KJIeTKax KOTOpOro mpou3olusia myrammsa. Hosas
MyTalud — AOBOJLHO PaclpocTpaHeHHoe gBjieHMe g ayTOCOMHO-
JIOMHHaHTHBIX, TSDKeN0 IIpoTeKarounx 3adonesanuit (tadn. IX.1). Ipu-
MePOM MOXEeT CAYXKUTh aXOHAPOIUIa3UsI — TSKENOe MopaxeHue cKee-
Ta C BbIPAXKEHHBIM YKOPOUYEHWEM KOHeYHOCTel W yBEeJNIMYeHHBIM pa3-
MepoM ronoBbl (rrceBaoruapotedanis). [pu atoMm y 80 % GosibHBIX 3a-
OoNeBaHye PETUCTPUPYETCH KaK CIIOpagUYecKUil Caydail, aeiisaoinii-
CS1 CIIeICTBHEM MYTALlMHU, BOSHUKILIEH B 3apOABIIIEBLIX KIIETKaX OJHOTO
U3 porureneit. OdeHb BaXHO HAeHTUOHUUMPOBATH TTORODOHBIE ClIyyau
(HOBOM MyTallMM), TaK KaK PUCK DOXJeHHs CIeZyIoUlero 6OTLHOro
peOeHKa B JAHHOMU ceMbe HE ITpeBBILAeT NOMYASIIIMOHHBIA.

B nesioM OCHOBHBIMM NpPH3HAKaMM, MTO3BONSIOMIUMHA 3aIION03PUTD
ayTOCOMHO-JOMHUHAHTHBIA TUIT HaclieloBaHMUA 3a00JIeBAHUS, ABASIOT-
Co Cleayiouye:

1) 3aboneBaHWe MPOSABAAETCS B KAXIOM TOKOJeHWM 0e3 Ipolryc-
KoB. McKIroueHHs COCTARISIIOT CIy9an HOBOI MYTAllMH WX HETOTHOM
MEHETPAHTHOCTH (TIPOSABIISIEMOCTH) TeHa;

2) Kaxmelif pebeHOK ponutens, GONBHOTO ayTOCOMHO-IOMHHAHT-
HBIM 3a00jeBaHneM, uMeeT 50 % -HBI pUCK yHACHe10Barh 310 3ab0Je-
BaHUe;

3) AMLAa MYXCKOTo ¥ XeHCKOTO T0Ja IIopakaoTcsl ONWHAKOBO Yac-
TO U B OLMHAKOBOW Mepe;

4) HabGmomaercss «BepTHKAIbHBIA» Xapakrep nepedadn 3aboeBa-
HHA B POJOCIOBHOM, T. €. OONBHON peOeHOK UMeeT OOABHOTO PONHTETIS;

5) HermmopaXkeHHBIC YNIeHEI CEMBU CBOOOMHB! OT MYTAHTHOIO r'eHa, U
B 3TOU CBSI3W PUCK pOXIeHUs GONbHOro pebeHKa COIIOCTaBHM ¢ 4acTo-
TOU MyTaLuH.

IX.4.2. AyTocOMHO-pelecCHBHBIA THI HACIAEJOBAHUS
3aboneBanus

AYTOCOMHO-peLIeCCUBHBIE 3a00/eBAHHS TIPOSBASIOTCA TONBKO V I'0-
MO3HWIOT, KOTOpBIE TTONYYWIH 10 OJHOMY PeLeCCHUBHOMY TeHY OT KaX-
Joro U3 poauTeneit. 3abomeBaHHe MOXET ITOBTOPATLCA V CUBCOB TIPO-
DaHaa, HO UHOTHA BCTpedaeTcs U B OOKOBBIX BETBSIX POMOCIOBHOM. Xa-
paKTepPHHIM Ui ayTOCOMHO-PELIECCUBHBIX 3a00eBaHUi siB/isgeTcd bpak
Tma Aa x Aa (06a pONUTENS 3M0POBBI, HO SIBISIOTCA HOCUTEIAMH MY-
TaHTHOTO rexa) (puc. [X.8).

Bepoarnocts poxnenus: 6ombHOTO peGeHka (aa) B 6pake ABYX rere-
POBUTOTHRIX HOCHUTENEH MYTAHTHOTO reHa coctariuster 25 %. JeTH ¢ pe-
LIECCUBHBIMU 3300JIeBAHUSIME UMeIOT, KaK MpaBWIo, (DeHOTUITHYECKH
34OPOBBIX PONUTENEN, M TONBKO TOCHEe POXIAEHWS OO0JBHOTO pebeHKa
PEeTPOCIIEKTUBHO MOXKHO YCTAHOBUTh TeHOTUIT pOTUTESIEH U OTIpeNeduTh
IIporHo3 g Oyayiux fJeteit. [TpyMep pomoCIOBHOM C ayTOCOMHO-pe-
LIECCHBHBIM TUTIOM HacNnelOBaHWs MAaTONOTHK fIpuBeseH Ha pHc. IX.9.
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Puc. IX.8. Bo3sMOXHbIE TeHOTHIIB MOTOMKOB B Opake ABYX [e€TepO3UIOTHBIX HO- {
CUTelNield MYTAHTHOTO TeHa
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Puc. 1X.9. PogocnorHasi ¢ ayTOCOMHO-PelIeCCHBHLIM TUTIOM HACIEAOBAHMS 3a-
GoneBaHMs (MYKOBHACUMIO3)
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Puc. IX.10. PomocnoBHasi ¢ ayTOCOMHO-PELIECCUBHBIM TUTIOM HACTeAOBAHUS 1
KPOBHOPOJCTBEHHBIMU Opakamu (QeHUIKeTOHYPHS)
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B monyngumm BeTpeda JBYX HOCUTeNei peIKoro ayrToCOMHO-pelec-
CHBHOTO T€Ha — He4acToe COOLITHE, ONHAKO BEpOATHOCTH ero 3HayH-
TeJIBHO BO3pacTaeT B Cydae poACcTBa CyrnpyroB. MMeHHO IT03TOMyY pe-
LIeCCUBHEBIE 3200J1eBaHUS YACTO MPOSABJISIOTCS B KPOBHOPOACTBEHHEIX
opaxkax (puc. IX.10). Ilo ayToCOMHO-pelleCCUBHOMY THILlY HaciaemyeTcs!
abcomoTHOe OONBIIUHCTBO HaceiCTBEHHBIX 3a00eBaHMil oOMeHa Be-
wecTB ((hepMmentonatuir). HanGonee yacTeIMA 1 3HAYMMBIMUA B KITWHU -
YeCKOM OTHOHIEHUU SIBISIIOTCSL Takue OONe3HU C ayTOCOMHO-pelec-
CUBHBIM THUIIOM HAcCleJOBaHMsA, KAK MYKOBUCLIHAO03 (KHCTOoGMUOpO3
TIOMXeNyI0OYHOM XeJle3bl), (eHUIKeTOHYPUsi, aApeHOTreHUTAIBLHBIH
CUHIPOM, MHOTHE (OPMBI HapylIeHUs Cayxa WiIM 3peHus, 0oie3Hu
HAKOIJIeHH .

Ha cerognsmnnii nedb us3pectHo Oonee 1600 ayrocoMHO-pelniec-
CUBHHBIX 3a0oneBaHMM. OCHOBHBbIE METOHB MX IpeaylpeXaeHus —
MeIUKO-TCHeTUUeCKOoe KOHCYNBTHpOBaHue ceMell U NOopoaoBas auar-
HOCTHKA (B ciydae 3a0ojeBaHUi, ISl KOTOPHIX pa3paboTanbl METOAbI
BHYTpWYTPOOHOU IHArHOCTUKHN). AyTOCOMHO-peLieCCUBHBIE OONe3HU
dopMUpPYIOT 3HAUUTEABHYIO YacTh CErPerallnOHHOTO MeHEeTHYECKOTro
Tpy3a 3a CUYeT BBICOKON YaCTOTH IATONOTHYECKOrO ajiedsi B MOMmyls-
uuu (tadmn. IX.2).

Taonuua IX.2

YacTOTA HEKOTOPLIX AYTOCOMHO-PEUECCHBHLIX 3a00NeBanuii cpeau
HOBOPOKICHHHIX H PACTPOCTPAHEHHOCTD FETEPO3HIOTHOTO HOCHTENBCTBA

Yactora cpenu

3aBoneBanue YacToTol reTepo3uroT
HOBOPOXIOCHHLIX

MyKoBHCL1I03 /1600 — /3000 120 — /28
AIpeHOTeHUTATBHBIA 1 1
CHHADOM /5000 /33
GenunkeTonypus 1/10000 1/50
TanakroseMus 128000 /77
AJLOMHNU3M TJ1a30K0XK~
HbIl THpa3MHA30HETd- {/40 000 1100
THUBHBIH
AJIXanToHypust 1/100 000 /160
TOMOLMCTHHYPHS 17150 000 /195
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JIJ1s1 BOSHMKHOBEHHWSA PEIKWX ayTOCOMHO-PEIIECCUBHBIX 3a00eBaHMH
XapakTEepHBI CIeAYIOLIHE YCIOBHUS:

1) pomuTenu OONLHOTO pedeHKa, Kak paBUNo, 30POBEHI;

2) MTBYHUKH U JEBOYKH 3a00J1eBalOT OJUHAKOBO 4acTo;

3) MOBTOPHBII PHCK POXAEHHA pebeHKa C ayTOCOMHO-PELECCUB-
HBIM 3a00eBaHHEM COCTaBiseT 25 %;

4) orMedaeTCd «TOPU3OHTAIGHOE» paclipedesicHue GOJBHBIX B PO-
JIOCTTOBHOM, T. €. MAalMeHTHI Yalle BCTPEYaloTCsI B paMKax OJIHOTO cub-
CTBa,

5) HabGmomaeTcs yBeJIMUeHHE YacTOTH OONbHBIX [IETEH B rpynnax
ponuTenei, CBSI3aHHBIX POACTBOM, IIpUYEeM UYeM peXe ayTOCOMHO-pe-
LIeCCUBHOE 3a00JIeBaHME BCTpedaeTcA B HOMYMILNM, TEM dallie 60b-
HBIe TIPOUCXOIAT U3 KPOBHOPOJACTBEHHHIX OpaKkoB.

IX.4.3. X-cuennensoe HacjleI0BaHHe

T'eHbBI, MOKANM30BAaHHHE B I0JOBBIX XpOMOCOMaX, 0003HAYalOT KaK
CUeTEeHHbBIe ¢ mooM. OHH I10-pa3sHOMY PacnpenesTsIioTca ¥ MyXKUIH U
KeHHIUH, CleleHHbIE ¢ TT0JIOM TeHbI MOTYT pacloaraThes Kak Ha X,
TakK ¥ Ha Y-xpoMocome. OHAKO B KITMHUYECKON TeHeTHKE MpaKTHYe-
CKOe 3HavYeHNe UMEeIoT X-CUelUIeHHbIe 3a00NeBaHus, T. . Tak1e, Korna
TIaTOJIOTMMECKUM TeH pacllofoXeH Ha X-XpOMOCOME.

PacrnpeneneHue X-cHermIeHHOrO MpU3HaKa 3aBUCUT OT paciipeie-
neHns X-XpOMOCOME!, HeCylliell aHOMadbpHBIM rel. YYUTeIBad, YTo Y
KEHIUUH MMeEeTCs nBe X-XPOMOCOMBI, a Y MYXYWH OlHa, BO3MOXHH
CAEAYIOLIME BApHAHTEHI TeHOTHTIOB: ¥ MYXKYHHB — X, Y, X,Y, v XKeH-
aHBl — X X4, XaXa XoXy

PeneccuBablii X-cuenIeRHbI THI HACAEI0BAHNA 3200/1eBaHuA

X-ClLIETUIEHHOEe pelecCUBHOE 3a0oneBaHMe (WX IIPU3HAK) BCErma
TIPOABIIAETCA Y MYXHYHMH, MMEIOLIHMX COOTBETCTBYIOIIMI T'eH, a y XeH-
LIWH — TOJBKO B CTYYasax TOMO3HIOTHOTO COCTOSHUSA (UTO Hab/onaeTcs
Kpaitte penko). Ilpumepom X-CIENIEHHOro peleCCUBHOIO 3a007e BAHNS
apisieTcd reModuna A, XxapaKTepu3yollasicss HapyllleHHEM CBepTLIBAg-
MOCTH KpoBH BeaencrBue neduumta V1II dakropa — aHTHreMOodMIL-
Horo mTodynnHa A. PonocioBHas 6onpHOro ¢ reModuneii npeacrasie-
Ha Ha puc. IX.11. Knunuyecku 3a601eBaHAEC TIPOABIIETCH YaCThIMU JUTH -
TeJTHHBIMH KPOBOTEUEHUSIMH JaXe pu HeOONbIIOM paHSHWH, KPOBO-
UINASHUASMU B Opradsl ¥ TKaHH. YacroTa 3a00NeBaHHAS COCTABIACT 1 Ha
10 000 HOBOPOXIEHHBIX MATLYMKOB. VCIIONMB3ys IpUBEICHHBIE BHIIIE 000-
3HAYCHUS, MOKHO OTIPEJIEIMTH BCE BO3MOXHEIE T¢HOTHIIB! B IIOTOMCTBE
OOITBEHOIO MYXXYMHBI U 30poBo# KeHWMHE! (puc. [X.12).

CornacHo cxeMe BCE NeTH OyayT (PeHOTUMHYECKH 300POBEI, HO Te-
HOTHITHYECKH BCE TOYEPH SBJISIOTCS HOCUTEAIMH TeHa reMogimin. Ecnu
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Puc. IX.11. PogocioBHas ¢ peLeCCHBHBIM X-CLEIIEHHELIM THITOM
HacnenoBaHus 3a0oaeBaHug (reMoQWIHg A)

P X.Y X XaXa
bonen
[\ [\
IaMeThsl X, Y Xa Xa

F, XX YXs XuXa YXa
Hocurens- 3nopoB Hocurenn- 3mopoB
HHLA HHIA

Puc. 1X.12. Bo3aMoxHbie TeHOTHIIBI [TOTOMKOB B 6pake 601bHOI0 MYXKYHHEI
peuecCUBHBIM X-CUeIUIEHHLIM 3a00NeBaHHEM M 300POBOM XeHIIHHEI

P XaY X XaX,
A /\
Tamerst Xa Y Xa Xa
F] XAX’,; XAXa XAY Yka
3nopoBa Hocurenb- 3nopoB  Bonen
HULA

Puc. IX.13. BoamMoXHbIe TeHOTHITE TOTOMKOB B 6paKe MeXIy 300POBLIMH
MYXUYUHOUW U KeHIIUHOM — HOCHTEIBHMUEH reHa reMOMIwIHp

137




KeHLIHA — HOCUTENb reHa reMO(UNNH, BBIAIET 3aMyX 3a 3I0POBOTO
MYXYHHY, BO3MOXHB Cielylolllie BapHaHTH T€HOTHUIIOB ITOTOMCTBA
(puc. IX.13).

Jouepu B 50 % cnydaen OynyT HOCUTEISIMY TIATONOTUYECKOTO TeHa,
a 11 chHOBel cymecTByeT S5O %-HB pHUCK OBITh OONBHBIM reMogu-
nuen

Takum 06pa3oM, OCHOBHEIMH IpU3HaKaMu X-CleIDIEHHOTO peliec-
CHBHOTO HAacJIeJOBAHHUA SIBNSIOTCA CleayiolIye:

1) 3a6ojieBaHKe BCTpeYaeTCss B OCHOBHOM Y JIMI[ MYKCKOro IONAa;

2) npu3Hak (3aboneBaHue) TepenaeTcss oT OONBHOTO OTIIA Yepes
ero (PeHOTHUITUYECKH 3IOPOBHIX JoYepel TIONOBHHE eT0 BHYKOB;

3) 3aGoneBaHle HUKOTAA He TeperaeTcss OT OTIA K CHIHY;

4) y HocuTenel MHOINA BLIABISIIOTCA CYOKJITMHMYeCcKHe TPHU3HAKU
TMATOAOTHHN.

JloMuHaHTHLIH X-CHEIICHHLIH THI HAaclel0BaHus 3a00JeBaHus

B ornuume ot 3aGoneBaHMii ¢ X-CHENIeHHBM pelieCCUBHBIM TUTIOM
HacienoBaHus 3aboneBaHusl ¢ X-ClUeIUIEeHHBIM JTOMHUHAHTHEIM THIIOM
HaclieI0BaHHUs BCTPEYAIOTCS B 2 pasa yallle Y XKeHIIHUH, YeM Y MyXUHH.
I'maBHast xapakTepucTUKa X-CLETIeHHOro JOMHHAHTHOTO HAC/e10Ba-
HUA 3aKITIOYAETCS B TOM, YTO GONBHBIE MYXYHHBI Tie peJaioT aHOMalb-
HBIH reH (wm 3aboeBaHNe) BCEM CBOMM JOYepsiM U He TlepelatoT ero
CBIHOBBSIM. BONbHAsT KeHmMWHa TepenaeT X-ClUeIUIEeHHBH TOMHHAHT-
HBIif TeH TTOJIOBHHE CBOUX JETeil He3aBUCUMO OT rona (puc. IX.14).

OcobeHHOCTH pacripeaefieHNs O0ALHBX B POTOCAOBHON 3aBHCSIT OT
oJa nopaxeHHoro pourens (puc. 1X.15).

I [H®

1 2
: o -
1 2 3 4 5 6 7
11 {
1 2 3 4| s| el 7 8 9 10
v
1 2 A3 4 5 6

Puc. IX 14. PonocnoBHas ¢ X-cueleHHbIM TOMHUHAHTHLIM THIIOM Hacneno-
BaHUS 3200seBaHMs (BUTAMUH-/]-PE3UCTEHTHBIM PaXHT)
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B/one\H 3n/opc<3a
I'aMeTs! Xa Y Xa Xa
F\

BonsHa 3mopoB  bBonbHa 3mopos
a

P X.Y X XaXa

3701)\;)13 B7nb\<a
I'aMeThl Xa Y Xa Xu
F,

Bonsna  Bonen 3mopoBa 3popoB
7]

Puc. IX.15. Bo3aMOXHbIe TeHOTHITEE B (DeHOTHITE ITIOTOMKOB IIPH X-CLieIUieH~
HOM HOMHMHAHTHOM THIIe HACIeJOBaHUS 3a00seBaHMs:

a — Gonen oreu (MuauBua 11-1 pogocnoBHol, npuBeneHHo Ha puc. [X.14); 6§ — GonpHa
Marb (uHouBuzA [-2, puc IX 14)

OCHOBHEIMH TIpH3HaKaMW X-CLETUIEHHOTO NTOMMHAHTHOLO TUIIa
HACAENOBaHHA ABJIAIOTCS Cledyolne:

1) Gone3nb BCTpeYacTcs Y MyXKUMH M XKEHIIWH, HO V XeHIIWH B Ba
pasa yamie;

2) CoNbHOM MyXUWHA IepefaeT MyTAHTHBINA ajuieNib TONbKO CBOUM
RO4YEpPsIM, 3 HE CHIHOBBAM, MOCKOALKY NOCHEenHye MOoMyJyaloT oT oTiia
Y-xpoMocoMmy;

3) GoabHBIE XeHIIWHE MepenaroT MyTaHTHBIM auieNlb MTOJOBHUHE
CBOMX HeTeil He3aBUCUMO OT T1071a;

4) XeHHIWHBI B caydae OOJEe3HU CTpANAlOT MeHee TaKenno (OHU re-
TEPO3HUIOTRI), YeM MYXUMHBI (ABISIOIIMECS TeMU3UTOTaMN).

B HOpMe reMHU3UTOTHBEIMU SBJSTIOTCS TeHBI, JOKANH30BaHHLIE B I10-
JOBBIX XpOMOCOMAaX y TeTepOTaMeTHOTO 104, T.€. Moda, KOTOPhIA 06-
pasyeT pa3IMYHble TUIILI IIONMOBHIX KIETOK. [ eMU3HTOTHOCTD BOSHUKAET
TaKXe B pe3yJbTaTe aHEeYIUIOWIWUW WU Heiellid, KOrna B reHOTUIIE
COXpaHIeTCsl TONbKO OMMH M3 Mapbl AJUIENABHBIX IeHOB, KOTOPEHIA MO-
KeT NpOSIBHTBCHA KaK PelleCCUBHAA MYTallusl.

K 3abosieBaHMAM, XapaKTepU3VIOLINMCS X-CIEeTUIEHHBIM JOMUHAHT-
HBIM HacHelOBaHWeM, OTHOCATCH BUTAMUH-J[-pe3suCTeHTHBIM paxuT
(paxuT, He NONJAIOIIMIICA TeYeHUIO OOBIYHBIMI 103aMU BUTaMuHa 1),
pOTO-AHULE-TTaIbLEBBI CHHIPOM (MHOXeCTBeHHbIE THITEPILIa3HPOBaH-
HBIE Y3/Ie4YKH S3blKa, PACUIEANHBI IYOEl 1 HEDA, TUITOIUIA3NI KPhUTheB
HOCa, aCHMMETPUYHOE YKOPOUEHHE MAIBLLIER) U JPYIHe GONE3HU.
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Puc. 1X.16. PogocnoBHad ¢ Y-clieTUTeHHbIM (FOIaHIPUYECKUM) THTIOM
HacaeI0BaHWS NPU3HAKA (OBOJOCEHHME cpefHed anaHrd NalbueB)

IX.4.4. Y-cuenieHnoe, Wid rojaHapayeckoe, HaCJeIOBRHAE

JnvrTenbHOe BpeMsT IOJAraid, 4TO Y-XpOMOCOMa CONEPKUT TOMLKO
reTepoXpoMaTU3UPOBAHHELE, T.€. TeHETUUECKH HEeaKTUBHBIE, YYaCTKH.
BMecre ¢ TeM HCCieoBaHHs 110 KITMHUYECKOH IIMTOreHeTHKE TToKa3a-
JIW, 4TO, ECNIU B KAPHOTHUIIE COAEPXUTCS XOTS On onHa Y-XpoMOCOMa,
OPraHu3M Pa3BUBAETCA IO MYXCKOMY THITY jaxe B crydasx XXXXY-
KapHoTHAna. DTO CBHAETENBCTBYET O HATHYHU B Y-XPOMOCOME TeHeTH-
yeCKHX (haKTOPOB, OIPENEIsTIONINX MYKCKOI TTION.

B Hacrosuiee BpeMs B Y-XpOMOCOME BBISIBJIEHA JIOKATTH3AIIHST OKOIO0
20 TeHOB, B TOM 4YHCJIE TeHOB, NETePMUHUPYIOIIHX PA3BUTHE CeMEeHHM -
KOB, OTBEYAIOIIHX 3d CIepMaToreHes3, KOHTPOMHPYIOUIUX MHTEHCHB-
HOCTb pOCTa, ONIPEAENSIOIINX OBONOCEHHE YITHOK pakOBHHb!, CPEeIHUX
dananr KucTeil, 1 HeKOTOpPHIE Npyrue MpHU3Haku. TIpu3HaK, reH KoTo-
POTO JOKANH30BAH B Y -XPOMOCOME, IIEPeNaeTCsl OT OTIIa BCeM ManbyM-
KaM, M TONBbKO ManbuukaM. IlaTonornueckue Myraniy, o0yClIORIHBa-
IolliMe HapyieHusT GopMHPOBaHUsT CEMEHHHMKOB WIH CIIepMaToreHesa,
He HACTISAVIOTCS B CBSI3H CO CTEPHJIBHOCTBIO MX Hocutenel. [lpumep
PONOCIOBHOM ¢ Y-ClernyIecHHBIM THIIOM HAaCAESOBAHU A NPeACTamIeH Ha
puc. IX.16.

I1X.4.5. MuToxonapHaibHAA, HIH HUTOILIA3MATHYECKAS,
HACJIEJICTBEHHOCTh

MHUTOXOHAPHAALHBIA TCHOM TIPENCTaBIeH B BHAE KOJLLEBOMH JBY-
nuteBoit Mmonexynnl JIHK, conepxamieit okono 17 Thic. nap 0CHOBaHHIA.
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Puc. IX.17. PonocnoBHast ¢ MUTOXOHAPHATIBHEIM TUIIOM HACJICIOBAHUS
naronoruy (arpodus 3puteasHoro Hepsa Jlebepa)

Ha cerogusiiiHuii ieHp M3BECTEH LIETBIN Pl MYTAlllii MUTOXOHJPH-
ameHOM JJHK, BeI3bIBaIOUINX pa3nUYHBIE 3a60MeBAHUS.

TTockonbKy MHUTOXOHAPHH HACJEAYIOTCS peOGEHKOM OT MAaTepH C
[IMTOIUIa3MOM OBOIIMTOB, BCE AETH OONBHOM XKEHIIUHBI YHACIEAYIOT
3aboJyieBaHHE He3aBHCHMO OT mona pebeuka. IlopaxkeHHble AeBOYKH,
BBIXOJISI 3aMYX, OYIYT POXaTh TOJBKO GOJMBHBIX AETEH, B TO BpeMs Kak
y OOMBHBIX MYXXCKOTO TOJIa BCe ACTH O6ynyT cBOGOAHBI OT JAHHOTO 3a-
6oneBanms (puc. [X.17). [lo MUTOXOHIPHUANEHOMY TUNY HACIEIYIOTCS
arpocus 3puTenbHOro Hepra Jlebepa, MUTOXOHIpUANBHAS MUOSHLE-
thanonatusa, cuuapoM Jles, 6one3ns KepHca— Ceiipa U HeKoTopble
apyrue 3abonepaHus. B Hacrosiee BpeMs onucaHo Gonee 10 pasnuy-
HbIX 3a60/IeBaHKUH, TIPH KOTOPBIX OOHAPYXKEeHbl MYyTALHH MHTOXOHIPH-
anpHOM JIHK. TTocKonsKy H3MEHEHHS MUTOXOHAPHANLHOTO FEHOMa TIPH-
BOAAT K HAPYUICHHUSIM ITHPYBAaTACTHAPOTeHa3HOTO KoMIUIeKca, aedek-
TaM (HEPMEHTOB bIXaTeABHOM LENH, GeTa-OKUCIEHHS N uuKiia Kpe6-
ca, B KJIMHMYECKON KapTUHE MHUTOXOHAPHUANIBHEIX 3a00JIeBaHMI1 Bedy-
MMM ABJISIIOTCA Tskensle mopaxkeHust [IHC, opraHoB 3penus, cepa-
113 ¥ MBIUIIL.



I[VIABA X. HACJIEACTBEHHBIE BOJIE3HHA

X.1. TEHHBIE BOJIE3HHA

T'enHele 6oe3HH — 3TO MHOTOYMCIEHHASA U Pa3HOOOpa3Has T10 KITH-
HHUYECKOH KapTWHE rpyrmna 3abojeBaHUM, B OCHOBE KOTODBIX JEXKHT
MYTaIus OOHOro reHa. B Hacrostlee BpeMs U3BeCTHO okono 4000 MoHo-
TeHHBIX HACEACTBEHHBIX 3a60MeBaHMI. XapaKTep HACICIOBAHUS TeH-
HBIX 3a00JIeBAaHHH OlpeaeasgeTcda 3aKoHaMu 1. Menaena (cM. mr. V).

B HacTosamieit riiaBe Mbl IPUBOIUM KPaTKoe ONUCAHUE HEKOTOPBIX
3a60€BAHUN C PA3TUYHBIMKA TUIIAMH HACIEHOBAHUA.

X.1.1. AyrocomHO-10MHHAHTHbIE 3200JI€BAHASA

[TpuMepoM ayTOCOMHO-FOMUHAHTHOTO 3a001eBaHUSI MOXET CTYXKUTh
carapomM Mapdana, [UTSI KOTOPOTO XapakTepHBl BRICOKAst TTEHETPAHT-
HOCTE ¥ pa3IMvyHas 3KcIrpeccuBHOCTE, YacTora ero cocrasisier 1: 10 000.
CungpoM Mapdana, Brepsole onucaHHblil B 1886 r, TipeacTaBageT
€060l reHePATU30BAHHOE TIOPAKEHUE COCIMHUTENBHOM TKaHU. B Ha-
cTodllee BpeMs M3BECTHO, YTO B OCHOBE OOJE3HM JIEKHUT MyTallus B
reHe ¢uOpWwIIMHA — O€IKa, BXONSIIErO B COCTaB COSOUHHWTEIBHOR
TKaHU U O6GECIIeYUBAIOIIETO €€ YIIpYyrocTh. I'eH nokanusosaH Ha 15-it

XpoMocoMe B yuacTkax 15q21.1. B knuHu4ecKoil KapTUHe BBIAENASIETCS |

TIOpaXKEHHME TPEX CUCTEM OPTAHU3MA; OTIOPHO-ABUTaTENBHON, cephey-
HO-COCYIMCTON U OpraHoB 3peHus. Bee 60BHBIE MMEIOT XapaKTePHEBIH
BHELIHMH BUI: BEICOKUIH POCT, aCTEHHYECKOE TeocoxeHue. Hapyrue-
HUA OITOPHO-ABUTATEIBHOM CHCTEMBI BKITIOYAIOT HEIPOTTOPIIMOHATEHO
JUTMHHEBIE TIATBIBI (ApAXHOOAKTWINS, WIHM «T1aydbd» TanbLpl), AOAU-
xouedanpHBIA Yepet, aeopMalrio TPYTHON KJIeTKH (BOPOHKOO6pa3-
Hasl WM KWICBWOHAS), UCKPUBJIEHHUE TTO3BOHOYHMKA (CKOMMO3, KU~
(ho3), TUIEPITOABYDKHOCTE CYCTaBOB, IocKocTtonue (puc. X.1). Co cro-
POHBI CEPIEYHO-COCYTUCTON CUCTEMBI HAaMOO0JIee XapaKTepHbl IIPOJIATIC
MUTPANBHOTO KJIATIaHa, PACUTUPEHUE A0PTHI B BOCXOOALIEM WM OpIoLI-
HOM OTHAENE C Pa3sBUTHEM aHeBPU3MBL. [laTomords opraHoB 3peHHS B
BUJEC MUOITMU BEICOKOW CTETIEHM CBSI3aHA C TIOABHIBUXOM (WJTH CMeElle-
HHEM) XpYCTaTMKa, reTepoxpoMust (pasHslil 1BeT) panyxku. Hepenko
OTMEYAIoTCA Naxopsle, 6epeHHbIE, nHadparMansHble Ipelku. B pegkmnx

142

T



caydYasX OMUCAHBI ONylieHUe TToYeK, sMdu3eMa JeTKUX, TYTOyXoCTh U
rayxorta. [lcuxydeckoe 1 yYMCTBEHHOE pa3BUTHE OONBHBIX COOTBETCTBY-
eT HopMme TIporHo3 mia XM3HU d POIOJLKUTEIEHOCTE KU3HU OTIpEe-
JIAIOTCS CTEIEHBIO TTOPAKEHUS CEPIEYHO-COCYIHCTON CHCTEMEL.

Cunnpom Xoar— Opama (cHMapoM pyKa—cepamne) IpeacTaBisieT
€000 MOHOTEHHBIA CHHIPOM MHOXECTBEHHEBIX BPOXKIEHHBIX TOPOKOB
pPa3BUTHSL.

KanHuueckasg KapTHHA XapaKTepr3yeTcs aHOMATUSIMH BEPXHHX KO-
HEYHOCTEN M BPOXICHHBIMH TTIOPOKaMH cepiia. [10poKu pasBUTHsI pyKH
BApBUPYIOT OT HENOPA3BUTHA WJIH OTCYTCTBHS 1-TO IMampla KUCTH A
TpexdanaHroBoro 1-ro mansia KUCTH A0 HEAOPA3BUTHSA WK TOIHOTO
OTCYTCTBHS JIy4eBOH KOCTH C (DOPMHPOBAHWEM JIyYEBOU KOCOPYKOCTH.
Yanye nmopaxaercyd neBasg pyka. HaGmonawoTcsa H npyrve cCKeNeTHRIE H3-
MEHEHHSI: TUTIOIJIA3US JIONATOK W KITIOUHIL, CKOJIHO03, BOPOHKOOOpa3-
Has neOpMalyd TPYIHHBI, HCKPHUBACHHE MU3HUHIIA, CPOCIIHECS TIANIE-
Bl (CUHOAKTWWINS), THITOIIIA3MSA APYIHUX TANbIEB KUCTH.

B 85% cnyuaeB y GOJIBHBIX OOHAPYKMBAIOTCS Pa3IMIHbIE HOPMBI BPOXK-
JIEHHBIX TIOPOKOB Cepara: ne¢eKTsl MEXIIPEACEPAHON M MEAOKETYa0Y-
KOBOI1 TTeperopolioK, OTKPHITHI a0pTATBHBII ITPOTOK, KOAPKTALIHS A0p-
ThI, CTEHO3 JIETOUHOH apTepHH, TIPONAIIC MHTPAIBHOTO KJIalmaHa U Jp.

a 7]

Puc X.1. Cunmpom Mapdana.

a — BBICOKMII POCT, JJIMHHBIC TOHKWUE KOHEYHOCTH, AechopMaluis TPygHON KIIeTKHM
HUCKPUBJICHYE MO3BOHOYHMKA, 6 — apaxHONAKTHIUS (IAayub¥l HaJibllbl)
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B cBsizm ¢ BapeMpyIOllIEH 3KCITPECCUBHOCTBIO CHHIPOMA U C LETBIO
BBISIBJICHWS MWHHUMANBHBIX MPOSBICHUHA ITATONOIMYECKOTO T'€Ha po-
CTBEHHUKU OOTBHBIX JOXKHBL OBITE TILATEIHLHO OCMOTPEHBL M 00CHen0-
BaHbI (pEHTTeHOTpadust KUCTU U aXoKapauorpadust). JuarHos cTaBuT-
¢S HA OCHOBAHMH KIMHHUKO-TCHECANTOTHYECCKUX AAHHBIX M TApAKIMHNA-
yecKoro oocneaoBaHus. IIporHo3 XU3HM 3aBHUCHT OT TSKECTH ITopaxe-
HUS CEPALA.

X.1.2. AyrocoMHO-peneccHBHbIE 3a001eBaHHSA

Cpenu ayToCOMHO-peLleCCUBHBIX 3a00/IeBaHnil Haubonee pacipoc-
TPAHCHHBIM SIBJISCTCS MYKOBHCIHAO03 (KHCTOGHOPO3 MOCKENyN0YHOM
JKeJe3spl).

Yacrota ero cpeay HOBOPOXICHHBEIX B €BPONEHCKON IOMyIsIuum
coctapisieT 1:2500. 3aGoneBaHue 00YCIOBIEHO reHePATU30BAHHBIM IT0-
paXkKeHHeM 3K30KPUHHBIX kefe3. [eH MyKOBHUCIMIO03a pacIloNoXeH Ha
7-%i XxpoMocoMe, DTOT reH KOHTPOJIHUPYET CUHTE3 OeNKa, HAa3hIBAEMOTo
TpaHCMEMOPAHHBIM PETYAATOPOM TPOBOAMMOCTH.

[Tarorexes Gone3HH 0OYCIOBACH TeM, YTO TIPU OTCYTCTBMM CUHTE3A
TPaHCMEMOPAHHOTrO peryiaropa (MEpBUYHOro MPOXYKTa IeHa) Hapy-
UIACTCS TPAHCIIOPT XJIOPUIOB B SMHUTEAHATBHBIX KJIeTKaxX. DTo IMPUBO-
AWT K W30BITOYHOMY BBIBEICHHIO XJIOPHAOB, CIAEACTBUEM YETO SABISET-
CSI THIIEPCEKPEUSA TYCTOU CNU3M B KIIETKaX TOMKENYIOYHOM XKeae3bl,
OpPOHXOB, CAM3UCTONH 000JI0YKEe XEAYIOUHO-KHMIITEYHOro Tpakta. Bel-
BOAHBIE TIPOTOKH ITOIKETYAOUHOM XKese3bl 3aKYIIOPHBAIOTCA, CINU3b He
BBIBOAMTCSI, 00pasytoTcst KUCThl. DepMEHTHI TIOIKETYAOYHOMN XKene3bl
He TIOCTYIAIOT B NMPOCBET KULIEYHUKA. TUITepIIpOIyKIMS CITU3M B GPOH-
XHANTBHOM JIEpeBe BEAET K 3aKyMOPKE METKMX OpPOHXOB M TTOCEAYIOLUE-
My NpHUcoeAWHEeHUIO nHbekunu. [1omo0HEIe MTponeccsl pa3BUBAIOTCA B
TIPUIATOYHBIX Ma3yxXaX HOCA M B KaHANIbLHAX CEMEHHUKOB. B moToBoit
XKMIKOCTH TTOBHIIIEHA KOHHEHTPALUSI WOHOB HATPHUSI M XJIOpa, YTO M
SABJIAETCSI OCHOBHBIM IMATHOCTUYECKHM 1abOpaTOPHBIM TECTOM

Paznuuarot crenyonme KIMHHYeCKUue GopMbl MyKOBHCHIANO3a' CMe-
lIaHHAd (NEeroYHO-KMIIeYyHass — oTMedaercst Y 65— 75 % GONMbHBIX);
TIpeuMyLIecTBEHHO JieroyHas (y 15— 20 %); npeuMyIleCTBEHHO KUIIEY -
Has (y 5—10 %), MmexkoHuanbHbIi uneyc (He Gonee ueM y 1 %); crep-
Thie U a0OpPTUBHBIE POPMBI (He3HAYUTEIbHAS HOIA).

Ha mpakrike Hanbonee 4acTo MPUXOOUTCS CTATKUBATLCI CO CMe-
HraHHBIMU hopMamu. I[1epBele CHMIITOMBI 3a00JIEBaHUST TIOIBAIOTCH HA
[1IepBOM IOy XW3HH, KaK TNPaBWIO, HA (DOHE TepeHeCeHHOM OCTPOif
pecIIMpaTOpHOI BUPYCHOM MHGMEKIMK U XapaKTepU3YIOTCS TIPUCTYIIO-
00pa3HbIM HABA3YMBBIM KalULIEM, SIBICHUSIMH OOCTPYKLMU U BOCTIAJIE -
HUS B JIETKMAX. PeMaMBHPYIOIUMIM XPOHMYECKHH UHPEKLIMOHHO-BOC-
MaMUATEIBHBIA [IPOLECC OCIOXHAETCS rHOWHO-00CTPYKTUBHBIM OpOH-
XUTOM, ITHEBMOHUSIMM, BO3HUKAIOIINMHU HECKONBKO pa3 B rojl. K Bro-
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| PUYHBIM M3MEHEHUSM OTHOCHTCH OPOHXO3KTasbl, sM(pH3eMa, MHEB-
b MOCKJIepO3, lerouHoe cepaue [lapaiiensHo v neTen OTMEYaeTCS CHUM-
I [ITOMAaTHKa CO CTOPOHBI XeTyIOUHO-KUIIEYHOro TpakTa HapylueHns
¥ MIIIeBapeHUS TIPOABRJIAIOTCA Heq0CTATOUHOH TIPHUOAaBKOH MAcCHl Tena,
§ B3yTHEM XUBOTA, OOUJIBHBIM 3JTOBOHHEIM CTYJIOM C TIPMMECHIO XHpa
¥ AIieTuT y netedt coxpaHnsgercss B nanbHeHIIEM B IATONOTMYECKUE TIPO-
I 1Ilecc BOBJIeKaeTcd TedeHb ((KMPOBas MH(UABTPALIMS, XONeCTATHYeCKUA
f TeraTHT, LMPPO3)
T MekoHHanbHBIN WIeyc — 3TO BpoxiacHHas dopma 3aboneBaHus,
b TIpOARIIAIOIIASCS B TIEPBEIE CYTKH TIOC/IE POXIEHUS OTCYTCTBUEM OTXOX~
j IeHWS MEKOHMS W KIIMHHKOM TIOJIHOM KHUIEYHOR HETIPOXOOUMOCTH
‘ MHureieKTyaIbHOE pPa3BUTHE Y IeTeld He cTpagaeT [IporHos XXu3Hu
| TIpu Beex dhopMax 3a00eBaHis HEOIATOTIpUSTHBIN B HacTosee BpeMst
| HanMeHTHl cO cMENIAaHHBIMM (popma-
' MM PEIKO XKHBYT 6ornee 20 net
‘ s 3aboneBaHuit ¢ ayTOCOMHO-
[ pELIECCUBHEBIM TMITOM HACJTENOBaHMUS
HEPEIKO XapaKTepHO TAKEOe TeUeHUE
| C TIOpaXeHUEeM pa3JIMYHBIX CHCTEM
i OPTRHOB M Pa3sBUTHEM KOMOWHUPOBAH-
i HBIX nedekToB Tak, coueTaHHOE Ha-
pYIlIEHHWe YMCTBEHHOTO pa3BUTHS H
L 3peHMs Habmonaercs mpH CHHApOME
| bapae— buaaa. st cuHapoMa Xapak-
| TEPHBI TIATH TPU3HAKOB  OXHUPEHME,
! TUIIOTSHUTAJIN3M, YMCTBEHHAST OTCTA-
| JIOCTh, IUTMEHTHAA IeT€HEPaLUA CET-
[ yaTky ¥ monmunukranus (puc X 2)
Haubonee yacTo BeTpeyaloiuMcs (1o
¥ 90 % ciyuaeB) sBJsieTCS] IPOTPECCHU-
pyoulasg IUTMeHTHas NeTreHeparHs
CceTYaTKM TVa3a, IPHUBONAIAYS K TIO-
Tepe 3peHuss K 20 ropam 75 % 60nb-
. HBIX CTAHOBSTCS CIenbIMU M3 npyTHx
} HapyIHeHW 3peHMs OTIMCAHBI KaTa-
| paxTa, arpodus 3pUTETLHbIX HEPBOB,
| HHCTATM
VYV 80% 6GONBHBIX YXE Ha TIEPBOM
[ TOMy XU3HU pa3BUBACTCA OXHPEHHE,
| XxoTopoe ¢ Bo3pacTOM TIpOrpeccHpyeT
¢ [loutn y Bcex 60MBHBIX ¢ CHHIPOMOM
| bapne — bumwna orMeuaercst yMCTBeH-
| Hag oTcTanoctb, a B 75% ciayyae mie-  Puc X 2 Cungpom bapne—
| cTunanocTs (MOMMIAKTHINS) CO CTO- Buws
b pOHBI 5-T0 manbua. Hepeako y 60Mb-  Oxupenve, runonnasus HapykHbIX
} HBIX Ha6monaeTc;1 TUTIOTOHAOAMU3M, NOJIOBBIX OPraHOB, KPUNITOPXU3M
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TIPOABJISIOIIMIACS Y MATBYMKOB HEOPA3BUTHEM HAPYKHBIX MOIOBBIX Op-
FaHOB, KPUOTOPXM3MOM WIHM TMIoOCTanuei, a y OONbHBIX I€BOYEK —
HENOPAa3BUTHEM SMYHUKOB, TOPOKAMH Pa3BUTUA MATKU M BJIAraivila.
XapakTepHBIM JUTS CHHIPOMA SBJISIETCA pasHooOpa3Has MaToxorust no-
YeK.

X.1.3. X-cuemiennbie peneccuBHbie 3a001eBaHUsA

OnHoit 13 caMBIX YaCTBIX U TSXEIbIX GOPM HACAEICTBEHHEBIX 3a00-
neBaHuil ¢ X-CHEIMIEHHBIM HACIeAOBAHWEM SIBISIETCS NCEeBAOTHNEP-
TpoduyecKkas Mbumeynas aucrpodna dwomenna, oTHoOCAAICA K TPy~
fle HEPBHO-~MBIIUEYHBIX 3a0o0neBaHnii. Brnepeeie oHa ObUIA OIKMCAaHA
B 1868 r. HacrtoTta ee cocrapnser I ;3000 — 5000 Manb9vKOB.

3abosneBaHue OOYCJIOBAEHO HApylieHHEM CHHTe3a Oenka IHCTPO-
(buHa, TeH KOTOPOTo JIOKAJIM30BaH B KOPOTKOM Iuieye X-XpOMOCOMEI.

OcHoBHasI CHMIITOMATUKA 3a00JIeBAHUS — MTPOrPeCCHpyIouIee Hapa-
CTaHHE AUCTPOMHUYECKIX M3MEHEHIMHM MBI C MOCTENIEHHBIM 00€30BU-
XUBaHHEM OOMBHOrO. ¥ AeTell B0 TPEXJIETHETO BO3pacTa JUATHOCTUPO-
BaTh 3a00meBaHME HOCTATOYHO CIOXHO. M3BECTHO, YTO 3TH [ETH He-
CKOJIBKO OTCTAlOT B MOTOPHOM Da3BUTUM Ha TIEPBOM TONY XHW3HHM, TT03-
Xe, yeM B HOpMe, HAuMHAlOT CHIeTh, XOnUTh. Kimaccmyeckad KapruHa
3a00meBaHus NIPoSBIsieTcs y aetei 3— 5 jer. OnHUM K3 TIEPBEIX TIPU3HA-
KOB SABJIIETCS YIUTOTHEHHE MKPOHOXHEIX MBI U TIOCTETIEHHOE YBEJIH-
yeHue Ux o0beMa 3a CYeT pa3pacTaHUs COCHUHMTENBHOM M XMPOBOM
TKaHM (nceBgoruneprpodus). Yxe B paHHel ctamuy OoNe3HU V AeTei
BO3HHUKAIOT 3aTPyJHEHMs IIPY BCTAaBaHWU C TI0ya, ¢ Koprodek. [locre-
[TIEHHO NPOLIECC PACTIPOCTPAHAECTCS Ha IUICYEBOM TI0SC, MBIIILBI CITH-
HEI, a 3aTEM M Ha TIPOKCUMANBHbLIE OTAENH PYK. B KoHeuHoU cTammu cna-
0OCTb MBI MOXET PAcTIPOCTPAHSTLCS HA MBIIILIBI JIMIIA, LIeH, IITOTKH.

B pa3BUTOM cTanmW¥ GONE3HM HMEIOTCH TAKME XapaKTePHBIC CUMIITO-
MBI, KaK «yTHHas» TIOXOAKa, MbIlIeYHBIe KOHTpaKTyphl. [lceBnorumnep-
TpOohUM MOTYT Pa3BUBATHCA TAKKE M B ATOXWYHBIX M [€NBTOBUTHBIX
MEIIIIAX, MBIULAX A3bIKa ¥ XXuBoTa. QUeHb 9acTO CTpafaeT cepaeyHas
MBIHIIA. BEABAAIOTCA HapyIIEHWS CEPAEeYHOrO PUTMa, paciliMpeHue
rpaHHL ceprua, u3MeneHuss DK Octpas cepreyHas HeROCTATOUHOCTh —
Hanbosee yacTas npuyuHa cMepT. [pumepHo y 50 % neteit orMeuaer-
Csl CHMXXKEHME MHTEJUIEKTAa — OT MOrPAHNYHEIX COCTOSHMIT N0 BHIpa-
KeHHol ne6unbHocTy. [TornbaroT 60AbHEIE, KaK TTPaBUITO, Ha TPEThEM
IECATWIETHM XU3HH, a K 14— 15 rogaM OHM OOBIUHO 00€31BIKEHBI.

ApyruM mpumepoM 3aboeBaHMsI, TEHB KOTOPOTO JIOKAIU30BaHb!
Ha X-XpoMOCOME, SIBJSIETCS AHTHAPOTHYECKAN IKTONEPMAJIbHAN AHCH-
Jasag. Bce cuMOTOMBI 3TOTO 3a00eBaHUA TIpeACTaBIsgoT coboil pe-
3yNbTAT TEHETUYECKH OOYCIOBICHHOTO MOPAaXeHHS HapyXHOTO 3apo-
IBILIEBOTO JIMCTKA — 3KTOAECPMBl 1 COOTBETCTBEHHO BCEX €ro MPOM3-
BOMHLIX. B CBA3U C 3THM /1 CUHAPOMA XapaKTepHa BLIpaXkeHHast TH-
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TIOIIa3Us (BPOXIECHHOE HEOOPA3BUTHE) TIOTOBBIX XENE3, BCACACTBHE
4ero y O0NBHBIX Pe3KO HapyIueHO MoTooTAeNeHHe. CHIDKEHHE TIOTOOT-
JIeJIEHUSI COTIPOBOXAACTCSI Pa3BUTHEM TMIIEPTEPMHM (TIOBBILIIEHHOM TEM-
TIepaTypbl TeNa), YTO MOXKET SBJISATbLCA MPUYMHOM rudend OONbHOTO
VUIM HAPYIIEHWS YMCTBEHHOTO Pa3BUTH. B MeHbIIIel CTeTIeHH TIOpake-
HEI U APYTUE XeNe3hl BHELTHEN cexpeluMHu (CanbHble, CAE3HBIE, TTHIlIe-
BapuTe/ibHbIE K Ap.). XapaKTepHEIMM IBJSIIOTCS aHOManuu 3y6oB (0T-
CYTCTBHE 3yOOB Wi UX nedopMamysl), a TAKKe BOJOC (TOHKHE, Pel-
KH€e BOJOChl). CTpOeHME N1 OTIUYAETCa OCOOEHHOCTAMU: OONBLUION
106 ¢ BRICTYMANOIMMMHM HaaAOpPOBHBIMM AYTraMM, 3aIaBlIask IIEpEeHOCH-
11a, TUITOIUTA3usl KPBUIBEB HOCA, TOJIHBIE TyObI, 3afaBIIUE IEKH, He-
dopMHUpOBaHHbIE YILHbIE paKoBUHEBL Koxa cyxas, TOHKas.

X.2. XPOMOCOMHBIE BOJ/IE3HHA
X.2.1. KoimuecTBeHHbIE HAPYIIEHUSA AYTOCOM

Cungpom dayua (6onesnn [dayna) Breppsie ObUT omucaH B 1866 r.
anmmiicknM TieanatpoM JI JlayHoM, HO Toinko B 1959 r. dpanmys-
CKUM TeHeTHKOM u BpayoM JIx.JlexxeHoM OBLIO NOKAa3aHO, YTO 3TO
3a60J1€BaHIE XPOMOCOMHOM TIpHPOAEI, PE3YJIbTAT TPUCOMHUHU TIO XpO-
MocoMe 21.

YacroTa 3roro cuHapoma cocrabiseT 1 :700— 800 HOBOPOXKAEHHBIX.

B nonapnsroneM 60IbLIMHCTBE citydaeB (10 94 %) y 60nsHBIX OOHA-
pyxuBaetcs npoctasg Tpucomus 21 (puc. X.3) (kapuotun—47, XX (XY)
+21). Oxono 4 % crmyyaeB 0OyCNOBJIEHBI TPAHCIOKALMOHHOU (hopMOIL,
U B 2 % cly4aeB BRIABIACTCS MO3AMLM3M.

Heru ¢ cuHopoMoM JlayHa pOXITAITCSI C YMEPEHHO BEIPaXEHHOM
TIPEHATANEHOU THITOIA3HEe, CpeAHAS Macca Tela IIpH POXICHUH CO-
crariusieT 3167 r (B HopMe 3409 r). TeyeHue GepeMeHHOCTH YaCTO CO-
TIPOBOXIAETCS TOKCHKO30M, YIpO30ii BEIKMABIIA. [IponomKuTeIHOCTD
OepeMEHHOCTH OGBIYHO HE OTIMYACTCA OT HOPMEL.

JwmarHo3 aToro 3a6osieBaHMs OOBIMHO HE CJIOXKEH M OCHOBBIBAETCS
Ha XapaKTepHBIX COYETAHUAX MOPDOJIOTHYECKUX, (PYHKUMOHATBHEIX
0COOEHHOCTEM U PE3YIBTATOB [[UTOr€HETHUECKOTO HCCIIETOBAHMS.

MuHUIMaNbHEIMM JUATHOCTHYCCKUMH IIPU3HAKAMU SBISIOTCS:

1) yMCTBEHHast OTCTANIOCTB,

2) MbIlIEYHAS THTIOTOHUS,

3) mnockoe JIMILIO,

4) MOHTOMOHIHBIN pa3pe3 TIA3HBIX TIeaeH,

5) Tpucomus o 21-it XpoMocoMe.

(bonee monpo6HO 0 cuHApoMe HdayHa cM. . XI).

KitmHuueckue TIposBiieHUs TPUCOMHOM U TPAHCIOKATHOHHOM (hopM
Gosiesnn JayHa cOBEPUIEHHO MASHTMYHBEL. B OTHOIIEHMY MO3aUYHOMH
¢OpMEI CYLECTBYET O0I1I€€ MHEHUE, YTO Y STHX TTALMEHTOB HaO00a-
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Puc. X.3. Kapuotun npu cunnpome JlayHa

eTcst 6OMBIION KIMHIYECKHIN TOTMMOP(DH3M, BAPLUPYIOUMIT OT TTOUTH
HOpManbHOro MGeHOTHIIA A0 MOJTHOM KIMHUYECKONW KapTHHBI CHHAPO-
Ma. OTH OTIHYMI YAaCTUYHO OOBSICHAIOTCS TIPOLIEHTOM TPHCOMHBIX KJIe-
TOK, OZHAKO TIPAMOM 3aBHCHUMOCTH MEXIY TIPOLIEHTOM KJIETOK C 106a-
BOYHOU XpOMOCOMOM 21 ¥ CTETIEHbIO YMCTBEHHOTO Pa3BHUTHA HET.

Xopolilo U3BECTHO, YTC IETH C 3THM CUHIPOMOM (TpHCOMHasg (hop-
Ma) Yalle PoXKAATCA Y XKeHIMH crapiie 35 net. [IpuynHBl Takoit 3a-
BHMCHMOCTH Ha CErogHS IO KOHLUA HE SCHBI.

3aBHMCHUMOCTD YacTOThl POXIECHHUSA NeTel ¢ cuHapoMoM JayHa ot
BO3pacTa MaTepH ToKa3aHa Ha rpacduke (puc. X.4).

TpaHcaoKauMoOHHBIe (POPMBI, HA0OOPOT, YalE BCTPEUAIOTCH Y MO-
JONbIX poguTesicii. MozanmuHbie HOPMBl BCTPEYAIOTCH C ONMHAKOBOMH
4acToTOM BO BCeX BO3PACTHBIX IPYIIMNax.

YeHeTnuecKas mpupoga cunapoMa [laray, Tpyucomus 13, 6bi1a pac-
mndporana B 1960 r. amepukanckuM reHetukoM K. ITaray, ubumM ume-
HeM B JanbpHeHIleM OH W OpUI Ha3BaH.

YacroTta naHHoro 3aboneBanusa coctasisger 1 Ha 6000 poxneHui,
3aHMMas BTOpOe MECTO TI0 4acTOTe BCTPEYAeMOCTH (T1ociie CHHAPOMaA
JayHa) cpelM TIOTHBIX ayTOCOMHAIX TPMCOMUM, MampyuKu U I€BOYKH
CTPAJAIOT 3TUM 3300JIEBAHUEM C OJIMHAKOBONA YacTOTOM.

Ipocrast nonHas Tpucomusa 13 (47, XX (XY) + 13) Kak cineacrsue
HEPACXOXIEHHS 3TOU Maphbl XpOMOCOM B Meito3e y OHOTO U3 POLUTE-
el (TnaBHBIM 00pa3oM y Marepu) Bcrpedaercd B 80—85 % cnyvaes
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Yacrtota
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Puc. X.4. 3aBUCUMOCTE OT BO3pacTa MaTePH YacTOThI poXaeHUs feTeit
C MoJHOW TpucoMuel 21

3aboneBaHug (puc. X.5). OcTanbHEe Cydyad 06yCa0BIeHBl TPAHCIIOKA-
msaMu. Ciydan MO3auIIM3Ma U IpyTrie XPOMOCOMHBIE BADHAHTHI (30X~
poOMOCOMa, MHBEPCHS) OYeHb DEIKH.

Hetu ¢ cuanpoMoM Ilaray poxnamoTcs ¢ UCTHHHON TIpeHaTalbHOU
runolviasyeil. X cpeauaa Macca Npu poxaeHuM coctasideT 2500 r,
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Puc. X.5. Kapuorun npu cuHapowme Tlaray.
[lpocras nonxaa tpucomud 13 (47, XX, +13)




yTo noutyt Ha 900 T MeHbllle cpeHel MAacChl AeTed TIPU POXICHUM.
MponokuTeNTBHOCTE 6ePeMeHHOCTU NPAKTHYECKH He M3MeHeHa, Oc-
JTOXHEHWEM €€ [1I0YTH B IIOJIOBUHE CIy4aeB SABIseTCd MHOIOBOJME.

DeHOTUNHYECKUE TIPU3HAKH CHHAPOMA HACTONBKO XapaKTEPHEL, 4TO
MO3BOJAIOT MPAKTHUECKU Cpasy 3aromo3puTh 310 3aboneanue. Oco-
OeHHO O6pamaloT Ha cebd BHUMaHHC aHOMAIMM 4Yepela U JIHua —
MUKpouedanud, B psiie cay4aeB OTMeYaeTCa BEIPAXKeHHas TPUTOHOLe-
(hamis, CKOLIEHHBINA 100, y3KMe TIa3Hble IIE/NH, TUTIOTENIOPU3M, 3a-
maBlilee TIEPEHOCHE, HU3KOPACIIONOXKeHHBIE U AeOPMUPOBAHHEIE Y-
Hble PaKOBHUHEBL Ha KoXe ronosBsl WMeloTcsa AedheKTH CKIblla OBab-
HOM WM OKpYLoit GopMel, 10 1 cM B AaMeTpe, JHO TaKUX Je(EKTOB
TIPeACTABIEHO AMOHEBPOTHUECKUAM LILTEMOM.

HauboJiee xapakTepHbIMH BHEIUHHMHU TOPOKAMH pa3sBUTHUS SABJISI-
I0TCA paclllesIdHa IyObl U HEGa ¥ TTonunakTwma (puc. X.6).

BpoxneHH®Ie TIOpOKY cepaua oTMeuarorcs y 80 % nmereit. [Topoku
TUIIEBAPUTEIBHOrO TPAKTA OTMEYAIOTCs Y TMOJXOBHHBI 60AbHBIX. Han-
60J1ce YACTO BCTpEYAlOTC He3aBePIIeHHBI TTOBOPOT KUIIIeWHHUKA, Mek-
KeJleB AUBEPTUKYN, HapylleHHe JOOYNSUMH TeYeHH, IeTepOoToINud B
MTOKETYIOYHYIO Xeae3y TKaHM cejJe3eHKH. TTopoKH pa3BUTHS TOYEK
Habmogaotcd B 60 % caydyaes, HaHOONee XapaKTepHBIM ABISAETCA IO~
nuxucTo3. [Tonosbie opransl mopaxaiorcs 6omee 4eM B S0 % cayyaeB —
y JeBOYeK YABOCHHE MATKH M BJIAralMing, y MamTbYMKOB — THIIOILIA3HAA
[10JIOBOTO WieHa i KpurTopxusM. [1opoku pasBUTHst OPTaHOB 3peHUsT —

a (i} -

Puc. X.6. Cunapom Iatay (CMHAPOM TPUCOMUHU XpOMOCOMSI 13):

a — MUKpoliedanusi, KOPOTKas Lied, y3Kve [MIa3Hbie e, HIMPOKOe OCHOBaHUE HOCa,
neopMHPOBaHHBIE YIIHHBIE PAKOBUHE, PacllieliHa ryObl ¥ Hé6a, MONHAAKTIIU, 6 —
cBOCOBpa3HOe NoJMoXeHHe GONBLIOro Naiblia U MU3MHILA




aHodTaTbMuUs, MUKPODTATEMES, TUCIUIA3MY CETYATKHA, Koaoboma pa-
JIVKKH, TOMYTHEHUE XpYCTATUKa — BCTpevaroTcs: Oomee ueM y 70 %
BonabHbIX. LleHTpansHad HepBHaA cucTeMa nopaxaercs B 100 % ciydaes.
Haunbonee MocTosTHHBL ITOPOKH MEPEHEro Mo3ra.
TIponoXUTeIPHOCTD XHU3HU ¥ I€Teil ¢ cuHapoMoM IlaTtay pesko
cHrxkeHa. Ha mepBoM rony »Xu3Hu yMHpAIOT 95 % GONbHBIX, IIpUYEM
60— 65% B nepuHaTanbpHOM Mepuone. B Bo3pacre cTapie 3 JieT ocTaoT-
¢4 B XUBBIX equHULEL. Bce netu ¢ cunapomowm Ilatay mMeroT ToxXemyro

i YMCTBEHHYIO OTCTAIOCTh ([JIyOOKas MIHOTHSA).

Cungpom Dapapaca ImoJydywsi Ha3BaHMe IO UMEHH AHIVIMICKOTO

| LIUTOreHeTHKa, BIEPBBIE ONMMCABLIENO €0 XPOMOCOMHYIO IIPHPOIY B

1960 r. rmpu ob6cnenoBaHUM peGeHKa ¢ MHOXECTBEHHBIMA MTOPOKaMH U
aHOMATUAMH pa3puTHs. OKa3arock, YTO TPUINHOH CUHAPOMA TIPAKTH-
YEeCKH BO BCEX CIydasix ABASETCS TOJHAS TPUCOMuUs 110 18- xpomoco-
Me (puc. X.7), BOBHUKAIONIAA B PE3Y/IbTATE HEPACXOXIeHUS 18-if rmaper
XpOMOCOM BO Bpemst Meiio3a.

YacToTa CHHAPOMA CpeTH HOBOPOXAEHHBIX cocTaBasieT 1:7000; ne-
BOYKH GONEIOT MIPUMEPHO B TPU pa3a yallie MaTbyUKOB. Bo BpeMs Gepe-
MEHHOCTH OTMEYAr0TCA ciabasi ABUraTeabHas aKTHBHOCTE ILTONA, MHO-

LI« w
IS B (I

AR KR IKASRA  XKKX
Ab AR JI

Puc. X.7. KapuoTsil npu CHHApOMe SBapAca.
ITpocras nmonHas tpucomusa 18 (47, XX, +18)
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a 7]

Puc. X.8. CunapoM Dasapiaca (CHHAPOM TPUCOMHH XpPOMOCOMBI 18):

a — gommxouedanus, HU3Ko NOCAXKCHHEIE AeOPMUPOBAHHBIE YIIHEIE PAKOBHUHBI, KO-

POTKHE TIJIa3HBIE WIC/IM, MUKPOCTOMHUS, KOPOTKas 1Lied, BLICTYNAIONIMHA 3aTBUIOK, 6 —

crubareibHas edopMaliia nanblUeB, NepeKpbiBaHWe OAThIM HAAbIEM YETBEPTONO, I'M-
NOIUTA3UA HOTTEH

roBoaue. bonbHbie ¢ CHHIPOMOM DIBapaca POXIAIOTCSA C HU3KOM Mac-
coii Tena (B cpexHem 2200 r).

Jna cuHapoMa DaBapaca XapakTepHO COYeTaHHe CIelTMdUYeCKuX
KIMHAYECKHX TIPOSIBIICHUIMA: JOMMXoriedanus, TMIIOIIIA3HA HIDKHEHN ye-
JIHOCTH U MHKPOCTOMMSI, Y3KME M KOPOTKWE MIa3HBIE ILEIM, MAIEHb-
Kn€ HU3KO PACIIOJIOKEHHBIE YITHBIE PAKOBUHEI, XapakKTepHOe Cruda-
TEJIBHOE IOJOXEHNE MMANbIIEB KUCTH, BBHICTYHAMOLINI 3aTHLIOK M IPY-
rie MukpoaHoManuu (puc. X.8). Ilpu cuHIpoMe IIPaKTUYECKH MOCTO-
STHHBI TIOPOKU CEPANA M KPYIHBIX COCYIOB, YacThl TIOPOKH KeaIyaod-
HO-KMIIEYHOTO TPaKTa, TTOPOKH MOYEK M ITOJIOBBIX OPraHoOB.

ITponoKUTEIPHOCTD XU3HM OONBHBIX C CHHAPOMOM DBapaca pes-
ko cHuxkeHa. Ha nepBoM rogy xus3Hu morubanT 90 % GOIBHBIX, K
3-neTHeMy Bo3pacTy — Gostee 95 %. IMpuauHO cMepTH SBJIAIOTCA ITO-
POKHU CepaedHO-COCYINUCTOM CHCTEMBI, KMIIEYHUKA WIH IOYEK.

Bce BpKUBLIME GOIbHBIE HMEIOT DIYGOKYIO CTEIIEHb OMMIodpeHun
(MOHOTHIO).

X.2.2. KouecTBeHHbIE HAPYHICHHS MOJIOBBIX XPOMOCOM

H3MeHEHME YUCIa [10JIOBBIX XPOMOCOM MOXET BO3HHKATH B PE3YJIb-
TaTe HApylIeHUs] PaCXOXIECHHS KaK B MEPBOM, TaK i BO BTOPOM JeJIe-
HHMK Melio3a. HapylieHue pacxoxaeHus B ITEPBOM JeJeHHH IIPHBOIUT

152




K 00pa30BaHMIO AHOMAaJILHBIX TaMeT: Y XXeHIUHH — XX 1 ( (B mocneaHeM
ciyyae STMIEKICTKA HE COMEPKHUT IOJOBBIX XPOMOCOM); V MYKUMH —
XY u 0. IIpu cnugHum raMeT BO BPEMS OIUIOAOTBOPEHUS BO3HUKAIOT
KOJTMYECTBEHHBIC HAPYLLIEHHS 1TOJIOBLIX XpoMocoM (Tabi. X.1).

Yacrora curapoma tpucomun X (47, XXX) cocrapnger 1:1000—
1:2000 HOBOPOXIAEHHBIX JEBOUYEK.

Kak npaBuno, $U3NYECKOE ¥ MCHXUUECKOE PA3BHUTHE Y DOJILHBIX ¢
S5TUM CHHIPOMOM He UMeeT OTKJIOHEHUH OT HOPMBL. OTO 0OBSICHIETCS
TEM, UYTO ¥ HHUX aKTHBHPYIOTCS Be X-XPOMOCOMBI, 2 OTHA TTPOIOIKACT
$YHKLIMOHKPOBATh, KAK Y HOPMAJILHBIX XeHILMH. M3MeHeHNs B Kapu-
OTHTIE, KaK TTPaBUJII0, 0OHAPYKHBAIOTCA CIyJaiHo TIpH 00CIeI0BAHMH
(puc. X.9). YMCTBeHHOE pa3BUTHE TAKKE OOLIMHO HOPMAJIEHO, HHOIIA
Ha HWXHHX TPAHULAX HOpMbL. JIHIIb ¥ HEKOTOPHIX XXEHIIWH OTMEUaI0T-
CH HAPVIIEHHUS CO CTOPOHBI PETpONYKTUBHOW (DYHKIIMM (pa3IMYHbIE
HapyIlIeHUS LKA, BTOPUYHAS aMeHOpesI, pAHHSIST MEHOay3a).

ITpu TerpacoMusix X OTMEUAIOTCS BBICOKHMUA POCT, TETOCIOXEHUE TTO
MYXCKOMY THITY, 3TTHKAHT, TUIIEPTEIOPH3M, YIUIOIIEHHOE HEPEHOCHE,
BBICOKOE HEDO, aHOMAJIBHLII pocT 3y00B, AeOpMUPOBAHHEIE U AHO-
MAJIBHO PACIIONIOXEHHbIE VIIHBIE PAKOBUHDLL, KIMHOIAKTHINS MU3HUH-
LIEB, NOHEPEYHAs JAMOHHAA CKIagKa. Y 3TUX XKEHIIMH ONUCAHBI pa3-
NWYHBIE HApYIIEHHS MEHCTPYAJILHOIO IMKIIA, Oecrionue, Ipexie-
BPEMCHHBIA KITMMAKC.

CHIXEHHE MHTEICKTAa OT NOrpaHUYHONW YMCTBEHHOI OTCTAJIOCTH
JIO pasIMYHBIX CTelleHel oaurodpeHHH OMMCAHO Y IBYX TPETEH O0ONb-
HeiX. Cpenu XeHUINH ¢ moaucoMueilt X yBeauueHa YacToTa TICUXTye-
ckux 3abonepanuit (mm3odpeHns, MAaHUAKATBHO-ACITPECCUBHBINA 11CH-
X03, BITUICTICUS).

Taonuua X.1

Bo3moxHbie HAGOPBI MOJIOBBIX XPOMOCOM NPH HOPMAILHOM H AHOMAJIBHOM
Teyennd | melioTHIECKOIO /IeJIeHAs TaMeToreHe3a

Orely
Mars Y X XY 0
X XY XX XXY* X0%*
HOpMa HOpMa
XX XXY* XXX XXXY* XX
TpuIwio X Hopma?
0 YO0 X0 XY 00
JIeTanb JeTans JeTa1b JeTans

* — cunapoM Kiraitngenbrepa
** — cunapom UWlepeniesckoro— TepHepa
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Puc. X.9. Kapuorum npu cuHapome TpucoMuu X (47, XXX)
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21 22 XX Y

Puc. X.10. Kapuorun 60jbH0r0 ¢ cuHapoMoM KiaitHdenbrepa (47, XXY)

|
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CunapoM Knaiindenstepa Mojyyun HazBaHUE MO UMEHM YUEHOIO,
BrepBHIe ormucaBlero ero B 1942 . B 1959 r. I1. Ixekooc u JIx. CtpoHr
MONTBEPANIIY XPOMOCOMHYIO 3THOJIOIWIO AaHHOro 3abonepanus (47,
XXY) (puc. X.10).

CunapoM Knaitndensrepa Habmomaerca y 1 u3 500—700 #oBo-
POXIeHHBIX MaJIBYHKOB; ¥ 1—2,5 % MyXduH, CTPagaloluX OMHIod-
peHUeH (Janre Ipy HeNTYOOKOM MHTeJUIEKTYallbHOM CHYDKeHMH); v 10 %
MYX4YWH, CTpaJalonx OecCIrurogueM.

B niepuone HOBOPOXAe HHOCTH 3AIT0A03PHTh 3TOT CUHAPOM MPAaKTH-
4YeCKKM HeBO3MOXHO. OCHOBHBIE KJIMHUYECKHE MTPOSIBIICHUS MaHUbeC-
TUPYIOT B ITyOe pTaTHOM mieprone. KinaccHyeCKHMU TIpOSBICHUSIMUA 3TO-
1o 3a00MeBaHKs CUMTAIOTCA BRICOKHIT POCT, EBHYXOMIHOE TENOCHOXE -
HHe, TMHEKOMACTHs, HO BCE 3TH CHMIITOMBI OMHOBPEMEHHO BCTpeUa-
J0TCA JIIIB B TTOOBUHE ci1ydaeB. (bonee monpoObHO KIIMHUYECKOE OITU-
CaHWe CMHAPOMA NpuBeaeHO B I XI).

YBemuuenue gucma X-xpoMocoMm (48, XXXY, 49, XXXXY) B ka-
pHUOTHUIIE BemeT K Oompliieii CTelleHW HHTEeNIeKTYanbHOIO nedekra U
OoJiee WIMPOKOMY CHEKTPY CMMIITOMOB Y MALIMEHTOB.

Cuanapom macovuu no Y-xpoMocome BriepBble ommcanu A. A. Canpabepr
¢ coaBropaMu B 1961 I., KapMOTUI GONBHAIX C 3TUM 3a00/TeBaHUEM —
47, XYY (puc. X.11).

YacroTa 3TOr0 CHHAPOMA CPEANl HOBOPOXICHHBIX MAJIBYUMKOB CO-
crapisert 1:840 u Bo3pacTaer 10 10 % y BBICOKOPOCHBIX MyXIMH (BBILIIE
200 cm).

Y OonblUEHCTBA OONMBPHBIX OTMEYAETCSI YCKOpeHUE TEMIIOB POCTA B
IeTckoM Bo3pacre, CpeTHMIT pOCT ¥ B3pOCHBIX MYXJYUH COCTaBASIET
186 cMm. B GomblUIMHCTBE Cily4aeB 10 GU3NUECKOMY U YMCTBEHHOMY pas-
BUTHIO OOJIBHBIE HE OTJIHMYAIOTCS OT HOPMAIBHBIX WHAWBHAOB, 3aMeT-
HBIX OTKJIOHEHUI1 B TTOJTOBOM 1 B SHAOKPUHHOI cdepe HeT. B 30—40 %
CJIyJ9aeB OTMEYaloTCs OIpelie ieHHBIE CUMITTOMBI — IPyOBIe YePTHI JTULIA,
BBICTYTIAIOI{ME HAIOpOBHEIE IYTU M MePEHOCULA, YBeIWICHHAS HILK-
HSIS YeMIOCTh, BBICOKOE HEDO, aHOMATBHBINA pOCT 3y00B ¢ medexraMu
3yOHoOll 3Manu, OOMbliMe VIUHBIE PAKOBUHBI, JIedOpMaIusl KOJEHHBIX
M JTOKTEBBIX CYCTaBOB. MIHTeIIeKT MIH HerpyOO CHUXEH, UNTU B HOpPME.
XapakTepHBl 3MOIMOHANBHO-BONEBRIE HAPYIIEHUS: aTpecCUBHOCTD,
B3PBIBYUATOCTH, UMIIYTBCUBHOCTD. B TO XXe BpeMs JJis 3TOro CUHApOMA
XapaKTepHHl ITOApaXaTedbHOCTh, ITOBBIIIEHHAS BHYIIAEMOCTDb, IPH-
4yeM OONpHBIC HAUOOJEe MerKo YCBAWBAIOT HEraTUBHBIE GOpPMBI TTOBE-
JICHUS.

ITpOnOIDKHTE IBHOCTD XKM3HHA ¥ TAKUX OONBHBIX He OTIHYAETCS OT
CPEIHEOMYIISIIIHOHHOM,

Cuangpom Hlepemenckoro — Tepnepa, MogydUBINNWI Ha3BaHHUE IO
UMEHU ABYX YUeHBIX, BIepBBIe ObT OoMucaH B 1925 r. pyCCKUM Bpa-
yoMm H.A. lllepemeBckyuM, a B 1938 1. Takke KITWHWYeCKH, HO Donee
nonHo — L. TepHepoM. DTHONOrHUsT 3TOro 3ab0MeBaHUA (MOHOCOMMSI
no X-xpomocoMe) Obuta packpeita Y. @opaoMm B 1959 .
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Yacrora aroro 3aboneBanus cocrapiusier [ : 2000 — 1: 5000 HoBopox-
JIEHHBIX I€BOYEK.

Haubonee yacTto Tipy LUTOT€HETHYECKOM HCCIEIOBaHMK OOHApy-
KkuBaetcsa Kapaorui 45, XO (puc. X.12), oqHaKO BCTpeUaloTCs IpyTrUe
topMsbI aHOMaTHH X-XpOMOCOMBI (IETeLMH KOPOTKOTO MITH JJIMHHOTO
Ieya, M30XpoOMOCOMa, a TaKKe pasNHyHble BapUaHThl MO3auLIM3Ma
(30—40%).

Pe6eHok ¢ curanpomom IlleperniieBckoro-— TepHepa poXIaeTcs TOAb-
KO B CIy4ae yTpaThl OTIIOBCKOH (MMIIPUHTHPOBAHHON) X-XpOMOCOMBI
(cM. Hactosiuyto miaBy — X.4). Ilpu yTpare mMaTepUHCKOIT X-XpoMOCO-
MBI 3MOpPHOH IOrHGaeT Ha paHHHX dTamnax pa3Burud (tabn X.1).

MUHWMaNBHBIE TMATHOCTHYECKNE TTPU3HAKHU:

1) otex xucreit u crom,

2) KOXHafg CKJIaJKa Ha Iee,

3) Hu3KMH pocT (¥ B3pocnbx — He Gonee 150 cM),

4) BpOXIEHHBINH MOPOK Cepilia,

S) mepBUYHAS aMeHOpes.

IIpu Mo3anYHBIX HOpMaX OTMEUAETCA CTepTasi KIHHUYeCKas KapTh-
Ha. Y 4aCTU GONRHBIX HOPMAJIBHO PAa3BUTHI BTOPUYHBIE TIOJIOBBIE TIpU-
3HAKW, UMEIOTCI MEHCTPYAIMU. JleTopokaeHUE Y HEKOTOPRIX OONBHBIX
ObIBACT BO3MOXHBIM.

X.2.3. CTpyKTypHbBIe HAPYIIEHUSA AYTOCOM

Brittie ObITM OTTMCAHBI CUHIPOMBI, OOYCIIOBJIEHHBIE U30BITOUHBIM
YHUCIOM XpOMOCOM (TPUCOMUHU, TIOTUCOMHUA) HIU OTCYTCTBHEM IIONO-
BOM XpPOMOCOMBI (MOHOCOMHH X), T.€. TCHOMHBIMM MYTAITUSMU.

XpOMOCOMHBIE D0JIe3HH, OGYCIOBICHHBIE XxPOMOCOMHBIMM MYTAalIH-
SIMM, OYEHb MHOTOYUCTCHHBI. KITMHITYECKN X ITATOTCHETUYECCKU MACH-
TuduiMposaHo donee 100 cuHapoMoB. B KauecTBe npUMepa IMIpUBOIUM
OIMH M3 3TUX CHHIPOMOB.

CuHIpoM «komaubero Kpuka» Obut omicad B 1963 r. JIx. JIexxeHoM.
YacroTa ero cpend HOBOpOXIEHHBIX cocTaBisaeT 1:45 000, cooTHore-
nue nonoB M1:2XK1,3. ITpuunHoit ganHoro 3abo0neBaHMS ABIASCTCS A€-
JELMs YacTH KOpOTKOTO Twieva 5-i xpoMocoMs! (5p-). [TokasaHo, yTo
UL HEOONBIION YUACTOK KOPOTKOTO ILIeYa XpOMOCOMBI-5 OTBETCTBE-
HEH 3a Pa3BUTHE TIOJTHOTO KJIMHHUYECKOro cHHApoMa. M3apenka oTMme-
YaeTCs MO3aUIIM3M [0 AeNCIMA UTHA 00pa30BaHKUE KOMBITEBOM XpOMO-
COMBI-5.

Haunbonee xapakTepHBIM CHMITTOMOM 3TOrO 3a0071eBaHNs ABIACTCA
crienpUIeCKU TUTaY HOBOPOXKIEHHBIX, ITOXOXHI Ha KOIIAYMIA KPUK.
BosHukHOBeHME CenUPUUECKOro KpHKa CBA3AHO ¢ M3MCHEHHAMU
TOPTAHU — CYXKEHHMEM, MSITKOCTBIO XpSAIICH, OTEYHOCTBIO MM HeE-
OOBIYHON CKITAMYATOCTBIO CIU3UCTON, YMEHBIICHHEM HATOPTAHHMKA.
Y 3Tux mered yacTO BBISIBISIOTCA MHKpouLehanusi, HU3KO pacIoio-
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Puc. X.13. JTuro msarwreTrHero pedbeHKa
¢ CUHAPOMOM «KOIIAYBEr0 KPHKA».
Miuxpouedanus, HU3KO pacnoNoXeHHbIS

IedopMHUpoBaHHBIe YIlTHblE PAKOBUHBI, TH-
HepTeNopyu3M, KOCOria3ue, IMUKaHT

KEHHBIE U 1eOPMUPOBAHHEIE YUTHBIC PAKOBUHBI, MUKPOTEHMA, JIY-
HOOOPA3HOE NTULIO, MMIIEPTENIOPU3M, SMHUKAHT, MOHIONOMIHBIN paspes
raa3, cTpabKu3M U MHILLIEYHAA TUTIOTOHUS. [eTH pe3Ko oTcTaoT B pUzMde-
CKOM M YMCTBCHHOM Da3BUTUIM.

Takue aMarHoCTHYECKHUE MPH3HAKH, KaK «KOINAYUi KPHK», JIYHO-
00pa3Hoe JUUO U TMIIOTOHUS MBI, ¢ BO3PaCTOM MCYE3al0T HOJHO-
CTBIO, a MHUKpoIledanis, HANPOTHUB, CTAHOBUTCSA 00JIee OUEBMIHOIM,
MPOrpeccupyeT U YMCTBEHHAS OTCTANIOCTE (pHc. X.13).

BpoxaeHHBIE TOPOKU Pa3BUTHUS BHYTPEHHMX OPraHOB BCTPEUAIOTCS
penxko, HauboJee yacTo mopaxaeTcs: cepaile (AedeKTs MeXCKeayIod-
KOBOM W MEXIIPEACePIHOHN MEPETOPOIOK).

Bce 6onMbHBIE MMEIOT TSKENYIO CTEIEHb YMCTBEHHOU OTCTANOCTM.

TIpOAOIDKUTENLHOCTD XKU3HU ¥ OOJNBHBIX ¢ CMHAPOMOM 5p- 3HAYH-
TEJIBHO BhILLE, YEM V MAIIUEHTOB C AYyTOCOMHBLIMU TPUCOMHSIMH.

X.3. BOJIE3HHA C HACIEACTBEHHBIM
HPEAPACHIOJIOXEHHUEM

Bo3HUKHOBEHHE LIUPOKO PACIIPOCTPAHEHHBIX 3a00eBaHUM, KOTO-
pHle BHOCST HAUOOABIIME BKJIAA B 3a00J€BAEMOCTh, MHBATMAN3AIIMIO
U CMEPTHOCTD HACEJICHHS, O0YCITOBICHO B3aMMO/IEHCTBHEM Hacredcmeen-
HbIX paxmopos U PasHOOOPA3HBIX PAKMOpPO8 GHelHel Cpedbl. DTY HO30-
JIOTH4YECKH MHOTOO0PAa3HyIO IPYNITY MATOJOTHIA HA3HBAIOT G0Je3HAMU
¢ HAC/JEACTBEHHBIM NPEAPACNOIOKECHHEM WIH MYJILTHHAKTOPHAILHOH
NATONOTHEH.
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B ocHoBe HacIeICTBEHHOM IPEeIPACIONOXEHHOCTH K 0OJIE3HSIM Jie-
KUT GONBLIOE TeHETHYECKOE pasHooOpasre (reHeTHYECKMH MOoMUMOop-
$du3M) TOmyASUMIT YeJoBeKa IO (PEPMEHTAM, CTPYKTYPHBIM, TPaHC-
IOPTHHIM OeJIKaM WM aHTUTeHHHBIM CHCTEMaM.

MoHOr¢HHBIE MPU3HAKY JUCKPETHHI, NTOCKONBKY MYTAHTHBIC aJIe-
JI1 OGYCIOBJIMBAIOT pasnuyarniuecs: GeHOTHNHL. B 3Toit cB43M aHamu3
PONOCTOBHBIX MPH OONE3HAX ¢ HACNEACTBEHHEBIM MIPEAPACITONIOKEHUEM
He JaeT TOYHBIX XMArHOCTHIECKUX JAHHBIX.

IIpu GonesHsIX ¢ HACTEACTBEHHBIM IPEAPACHIONOXEHNEM COOTHOLLIE-
HUE 3MOPOBRIX ¥ DOJBHBIX, KAK NPaBWIO, HE COOTBETCTBYET MEHIENEB-
CKOMY PaCIHISIUICHHIO, ITOCKONBKY IPU BO3ZHUKHOBEHUU MYJIBTU(hAK-
TOPHAILHEIX OoNe3Hell HaJIMUeCTBYET MeicTBHE QAaKTOPOB BHELIHEH Cpe-
IBl. PasHble MOTM Ha NPOTSDKEHHU KU3HU TOABEPTalOTCs BO3AEHCTBUIO
PasNMUHBIX CpeMoBBIX (GaKkTopoB. YiIeHB OnHONH CeMbH, HaXOsACh HA
pAa3HBIX MIPOU3BOJACTBAX, MOTYT IIOBEPraThCsl BONEHCTBHIO PASAMYHBIX
XMMHUUECKHX BEIUECTB ¥ PU3UUCCKUX UM OHOROrMIeCKHX (PaKkTopoB.

HacnencrBeHHast IpeRpacloNnoXeHHOCTh K pa3siMYHBIM 3a00meBa-
HUSIM MOXET UMETh PA3NIMUHYI0 FeHETHIECKYIO OCHOBY. B HEKOTODRIX
CIIydassx HACTEeICTBEHHAS ITPeAPACIONIOKEHHOCTD OIIPEACIIICTCS OXHIM-
eIUHCTBEHHBIM MYTAaHTHRIM reHOM. B Ipyrux ciaydasix HacnecTBeHHAS
IpeRPacIoIOXEeHHOCTh 00YCIOR/IEHA COBMECTHRIM JeCTBHEM HECKONh-
KHX reHOB. B riepBoM ciryyae roBopAT O MOHOTeHHOM ITpepacIioNoXeH -
HOCTH, BO BTOPOM CITy4ae — O INOJUreHHOIT OCHOBE 3a00NIeBaHMUS.

X.3.1. MoHoreHHo 00ycJI0oBJIeHHASA NPEAPACNIONOKEHHOCTD

JIng 1maronory4ecKoro MposiBIeHAs MyTAHTHOTO TeHa B Clydyae Mo-
HOr€HHOM IpeRpacIioNoXeHHOCTH Tpebyercsl obg3aTensHOe AelicTBHe
crienm(pIeckoro BHelliHecpeoBoro ¢dakropa (puc. X.14, a). Takue
BO3JEUCTBUSA MOTYT OBITH CBSI3aHBI ¢ PUUIYCCKHMU, XUMHYECKHIMU,
B TOM YMCIE ICKAPCTBEHHAIMHU, MIPENapaTamMul ¥ OHomormyecKuMu ¢ak-
TOpaMH.

Dakrop MyTanTHbUH

a cpemnl avem ~ —— Dboued
: ®akTop MyTanTHsii
6 cpet ST ammem  — SHOPOB
®akrop HopMambnmi ___ 3
cpeasl autens ~ —— JOACPOB

Puc. X.14. CxeMa peann3auy MOHOTEHHO OOYCIIOBIEHHOM TpeIPaciiooXeH-
HOCTH M (haKTOPOB BHELTHEH cpensi
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be3 BoznelictBusa criermguyeckoro (paspeiiaioiero) Gpakropa gaKxe
MIpY HAIMYMHK B FEHOTUIIE MYTAHTHOrO T'eHa 3aboneBaHMEe He pa3BUBa-
erca (puc. X.14, 6). Ecnu uHauBug He obnagacT mogO0OHON MyTallUeH,
HO TIOABEpraeTCs BIMSHMIO crelidpueckoro dakTopa cpeapl, 3adoe-
BaHHe Takke He pasBusaercs (puc. X.14, 6). K HacTosllleMy BpeMEHH
u3BeCTHO Oornee 40 reHOB, MyTalK KOTOPBIX MOTYT BBI3BIBATH OOIE3HH
1py IeHCTBUM <«IIPOSBAMIOLULX» (HaKTOPOB CpPEenbl, CIEIIMMUUHBIX Ui
KaXXIOTo TeHa.

X.3.2. IloaureHHo 00ycioOBjieHHAs MPEAPACIOI0KEHHOCTD

ITonureHHass TPEIPACIIONOXEHHOCTh OMPEISIACTCS COUeTaHUEM
ajiene HECKONBKUX TeHoB. Ha mpaKTHKE 3HAYMTEIBHBIE TPYIHOCTH
MOTYT BBI3BIBATH CHTYALMM, KOTJA CAEAYET OIpPENEiNTh, 00YCIOBIEHO
1 3a0051€BaAHKE TOIMBKO MONMMEPHBIM XapaKTEpPOM B3aMMOIEHCTBUA
FEHOB WM XK€ CoOUeTaHHEeM B3aUMOIEMCTBUSA HECKOMBKHUX MCHOB U (haK-
TOpPOB Cpeabl (MynbTH(AKTOpHANbHbBIC 32a00/1€BaHI).

MynsTrdakropranbkHble TPU3HAKW MOTYT OBITH MPEPLIBHBIMU WK
HENpEPHIBEBIMH, ONHAKO Ni000# MomoOHHIHM mpusHak (00Je3HB)
BCerna JACTEPMHHHMPYETCI B3aMMOICHCTBMEM MHOTHX I€HOB U (aKTo-
poOB BHelHei cpenbl. JIr060# M3 TeHOB, BXOIAILMX B «KOMILIEKC TIpe-
PacroNoXEeHHOCTH», KaK I1PaBIio, OKa3bIBaeT Manoe, HO aliuTUBHOE
(cyMMEpYytoiIeecs) BIussHAe Ha (OpMHUPOBaHHUE TTPEaPaACIIONOXKEHHO-
CTH. s ripepbIBUCTHIX MyNhTHMAKTOPHANBHBIX 32001eBaHIN, TAKMX,
Kak, HaripuMep, HNOpOKH pPa3BUTHS, PUCK MOBTOPHOIO BO3HHKHOBE-
HMS 3a00NeBaHUS B CEMBE, IIIE YXKe €CTh OONBHOI, ropasno Bblilie 00-
LETIONYJISILIHOHHOTO.

HenpepoiBHble MYALTH(GAKTOPHANLHbBIE NPH3HAKK

Bonplioe KOTHYECTBO HOPMANKHBIX 1 MATOJI0IMYECKHX TIPH3HAKOB
(B TOM umcCie OOne3Hel) uenoBeKa SBISIOTCS HErPePHIBHBIMU MYITb-
TH(HAKTOPHATHLHRIMUA IpU3HaKaMu. Jns romoOHEIX IPH3HAKOB Xapak-
TEpPEeH MOCTENEHHBII MNaBHBINA TIepexXo] OT MUHHMANbHBIX 3HAYeHU
IPU3HaKa [0 ero MaxCHMMAJBHBIX OlleHOK. [To TakoMy npu3Haky, Ha-
MpUMeEp, KaK poCT, B HOpMe B TTONYJSILIMM CYIIECTBYET HETIPEPBIBHAA
H3MEHUMBOCTD: €CTh JIOAM OYEHb HU3KOIO pOCTa, eCTh 0YeHb BBHICOKHE,
cpemHee 3HaYeHUWE 3TOro nokasarens 0;u3ko K 170 M., PacnipeneneHuie
110 pOCTY COOTBETCTBYET TAK HA3BIBAEMOMY HOPMAaJIBHOMY («KOJIOKOJIO-
ofpasHasg» KpuBasi), IIpd KOTOPOM OOJBLIMHCTBO MHIAMBHIOB HAaxo-
narcs BONMM3u cpenHero 3HadeHus (puc. X.15). Takoe pacripeneneHue
3HAYECHUH SBJISIETCS XapaKTEPHUCTHKOM HEMpepBIBHOTO MynbTH(AKTO-
pHaJIbHO 00YCNOBIEHHOTO MpH3HaKa. OHO XapaKTepHO Ui TAKHX IpU-
3HAKOB, KAK pOCT, BEC, MHTE/UIEKT, KOJIM4ECTBO NEHKOLKUTOB B KpPO-
BU, OKpacKa KOXHBIX ITOKPOBOB M T.1.
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Yucno UHIUBUIOB

L E 5 7]
135 150 170 185 200
Poct (cm)

Puc. X.15. PacnipeneneHne UHAUBUIOB B MONMYJISILLUU MO POCTY

IIpepbiBrcTbIE MYJbTHGAKTOPHATBHbIE IPH3HAKH

B MemunmHe U3BecTeH LIENBIH psSin aHOMANUI 1 pa3TuYHEIX 3aboie-
BaHWil, B OTHOWICHUU KOTOPBLIX MONYCKAKT, YTO OHM BO3HMKAIOT y
JIUL ¢ MYIBTU(RAKTOPUATLHBIM IIPEAPACITONIOKEHMEM, IPEBHILIAIOIIINM
HEKOTOPEIH nopor. 1Tt TaKUX NaToOrMYeCKUX COCTOSTHUI XapaKTep-
Hbl CJIEAYIOIINe IPHU3HAKHU: 1) yacToTa UX y 6JIM3KUX pOICTBEHHUKOB
BBIIIIE, YeM B ITOIIYJISILNM; 2) YeM pexe BCTpedaeTcss OOJIe3Hb, TEM
BBIIIE PUCK 3a60JIeTh IJIsI POACTBEHHUKOB MP0o0aHa; 3) ueM cHIbHEee
BHIpaxeHo 3a0o/ieBaHHe Y NMpobGaHia, TeM BbILIE PUCK 3a00jieBaHMS
JUISL €ro POJCTBEHHUKOB; 4) eClIi IPOdaHI OTHOCUTCSI K MEHEE 4acTo
ropaxaeMoMy TIONY, PUCK 3a00MeBaHUS JUISI PONCTBCHHHKOB OYIET
BBIIIE; 5) KAaK NPaBWIO, B POJOCIOBHLIX [TPOOAHIOR He HAGIIOIAETCS
XapaKTepHOI'O st MOHOTeHHBIX 3a00JIeBaHUI pacnpeneaeHusl 601b-
HBIX U 3M0POBBIX.

B xavecTBe nmpumepa npepuBUCTHIX MYILTH(AKTOPHANTBHEIX 3a60i1e-
BaHUiT YeIOBEKa HA30BEM TaKue BPOXAeHHEBIE TTOPOKH Pa3BHTUS, KaK
pacuienia ryos! 1 HEDa, BPOXAeHHBIE TIOPOKH cepaua, aeheKThl He-
BpaJIbHOIT TPYOKM, IMIOPOCTEHO3, U TAKKE YAcThHIe 3a60J1eBaHUsT B3POC-
JIBIX, KaK PeBMATOUAHBLIN aApTPUT, si3BEHHas 00je3Hb, MHU30(pEeHU,
SMWIETICUs, OPOHXHANBHAST aCTMA

OCOoGeHHOCTH HACTICHOBAHHUSI NPEPHIBUCTBIX MVYILTHOAKTOPUATIE-
HBIX 3a60J1eBaHHMIT XOPOIIIO TeMOHCTPUPYIOTCS Ha IIPUMEPE BPOXIEH -
HOTO [TOPOKA PA3BUTHUA — PACUIEJINHbI I'YOsl M Heba. Popurenu pebeH-
Ka ¢ TaHHBIM BPOXIEHHKLIM ITIOPOKOM, KaK MpaBWiIo, 300poBel. OmHa-
KO pOXieHHe OO0JIBHOTO peOcHKA CBUIACTEIBLCTBYET, YTO KAXIBIH H3
HHUX SBISIETCSI HOCUTENIEM MHOIMX AaIAUTUBHBIX (YCIOBHO aHOMalh-
HBIX} T'€HOB, KOJWYCCTBO KOTOPBIX BCE XKE HEIOCTATOYHO, YTOOLI
chopMmupoancs gedexr y poauresieit. Ecim pebeHox cnyIaitibiM 06-
pa3oM YHacHenyeT KPUTUYCCKOE YUCIO «aHOMAThHBIX» T€HOB, T.€. TI0-
por OYAET TIpeBhIlLeH, BO3HUKAET TTOPOK Pa3BUTUS — paclliegnHa TYOHL.
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ITpenpacmionoxeHHOCTs (ONpenensieMasi KaKk Te€HETUYECKUMM, TaKk M
CpenoBBIMU (paKTOpaMH) B JAHHOM CJlydae MOXET COOTBETCTBOBATH
KpHUBOI HOpMabHOTO pacupeaescHus (puc. X.16). Hacts nonyasauuu,
pacronaraoascs crpana OT IIOPOTOBOI'0 YPOBHsI, COOTBETCTBYET Yac-
ToTe 3a60JIeBaHUs B ITONY/SILIAK, PaBHOM It naHHoro rmopoka 0,1 %.
JUist ponuTencit 60JpHOTO pebeHKa KpuBas MPEeapaclooXeHHOCTU
CIABUTAETCS BIpaBO. DTO O3HAYAET, YTO UKl PONCTBEHHUKOB II€PBOIA
CTETIeHN POJCTBA YACTOTa (MJIM PUCK) 3a00JieBaHMsI COCTaBJSIET YXKe
4 %. BAn3ocTh K NOPOTY KOHKPETHBIX WHAVBUIOB B ITOITYJISIIUM OTpaXa-
eTCsl HaKOTUIEHUEM V HMX MHKDPOIIPU3HAKOB, WIH MUKPODOPM (Takux,
HalpuMEp, XaK paclieIUicHUe SI3LIYKA, aHOManuM 3yO0OB U IIpUKyca,
ACUMMETPHUSI TIPUKPEIUIEHUST KPBLIBEB HOCA), 0OHAPYKMUBACMBIX B 30HE
pPa3BUTHUS TIOPOKA.

ITo noBony m060ro MomOGHOro NpU3HaKa WK 3a00TEBaHUS MOXHO
YTBEPXKIATh, YTO WHIMBHIbLI, MECTO KOTOPHIX HAa KPHBOM HAXOIUTCH
JieBee JIMHUU I1OpOra, paclpencficHsl 110 OTACILHBIM T'€HETUYECKAM
KJaccaM (B 3aBUCUMOCTH OT T€HETHUECKOM KOHCTUTYIIMHM ). Eciu B Kitac-
cax, pacrnojIOXeHHbIX B JIEBOMH YacTU KpWBOM, GoJjieeT OueHb HEOOb-
1rast moJjIst JIMIL, TO IT0 MePe CIABUTA BIIPAaBO YACTOTA OOJIBLHBIX YBETMYH-~
BaeTCs BIUIOTH OO TOMABASIONIErO OONBIIMHCTBA B KpaifHeill npaBoit
yacTu KpUBOH. B MenuKko-OMOIOTHuecKoM CMBICIE 3TO O3HAYAET, YTO
NIpY HA3KOHN TeHeTHYCCKON MPpeapacHoNoXeHHOCTH TSl Pa3BUTHA 3a-
OosieBaHUS HECOOXOIMMO OYEeHb HEDOJIAronpUsiTHOE COYETaHWE MHOI'MX
cpenoBbIx paxropoB. IIpn BEICOKOIT TeHSTUYECKOM IIPEapACIOIOXKeH-
HOCTH 3a005ieBaHME CITIOCOOHO pasBUTECA 0€3 BUAMMBIX Ipemapacrosa-
rarolmx BO3ICHCTBUN Cpebl.

TToHuMaHMe MYJIETUGAKTOPHAILHON IPUPOEI 3a60JIeBaHIS [103B0O-
JISIET ¢ OCTATOYHOM OIpeaeaeHHOCTRIO OLIEHUBAThL CTETIEHh PUCKA ero
IMOBTOPHOI'O Pa3BUTHS B CEMBE, U3 YEro MOXHO MUCXOTUTD TIpH ITPOBE-
NEHNU TTPOPUNAKTHYECKHX MEPOIIPHUATHIA.
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IIpenpacnonoXeHHOCTh

Puc. X.16. Pacnpenenerue npeJpacnofoXeHHOCTH K pa3BUTHIO pacileTHHbI
ryOBl W Heba B nonyasituu (/) ¥ y poJICTBEHHUKOB MpobaHna (2)
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X.4. HACJIEACTBEHHBIE BOJIE3HHA
C HETPAINLIUOHHBIM THIIOM HACJIEILOBAHUS

B npakTuyeckoi paboTe Bpaya-reHeTHKa HEPEIKO BCTPEYAOTCSI CITy-
Yal, KOrAa BLISBIEHHBIM XapakTep nepenadyy 3a00JeBaHMA He MOMYM-
HSIETCS 3aKOHAaM IIPOCTOro MeHACNCBCKOro HacaenoBaHust. I1oqo0HbIe
CUTYalIMu ObUIHM PACCMOTPEHB! B MPEIbIAYILEH rmaBe (X-CuellieHHOoe,
TONAHAPWYIECKOE ¥ MUTOXOHAPHUATEHOE HACTENOBAHUE).

PasButre U coBepuIeHCTBOBAHUE MOJNIEKYISIPHO-TEHETUYECKUX Me-~
TOIOB JUATHOCTUKHM IIPUBETH K OTKPBITHIO HOBBIX KJIACCOB HACNENCTBEH-
HBIX O0jIe3HEH, TIPMUUHB BOZHMKHOBEHMS KOTOPHIX OTJIWYAIOTCA OT
TIPUYMH MOHOTEHHBIX 3a60eBaHUI 1 XPOMOCOMHEIX CUHIpoMoB. Cpe-
IM HUX BHIETSIOTCA 3a00/eBaHUSI, CBA3aHHBIE CO CHeHUMMIHOCTHIO
POIUTEIBCKOTO ITPOMCXOXKIESHUSI MYyTaluMi: e HOMHBI UMIIPUHTUHT,
OIHOPOIUTENBLCKASL TUCOMMSI, MMHAMUYECKUE MYTAlUH, WIM 00Ae3HU
3KCIAHCUM, COMaTHYeCKHe peKoMOMHAaIINAsS U mpyrue. Bkpartiie paccMor-
pUM IBa KJIacca U3 MEPEYUCIEHHBIX TIPUMEPOB.

BoJie3nn UMIIPUHTHHTA

HenaBro aMOpronoraMu 1 reHeTMKaMHu OBLT0 TTOKA3aHO, YTO HEKO-
TOpBIE TeHBI, MepenaBaeMblie ITOTOMCTBY, HECYT CHeifM(pUYecKuit «0T-
TIEYaTOK» 11071a POAUTENS. DTO 03HAYACT, YTO HEKOTOPHIE OTIIOBCKHE U
MATEPUHCKHE FeHbI HMEIOT pazTnyaroiuecst 3pdeKTHl, T. . ITPOsIBIIAIOT-
¢Sl y TIOTOMKOB [10-pa3zHoMy. O6HapyXeHHOe sIRJIeHMe TIOYIHIIO Ha3Ba-
HUE re HOMHOI'O UMIIPUHTHUHTIA, WIH «XPOMOCOMHOI maMsiTH». PeGeHOK
110/tydaeT OgUH HAabop XPOMOCOM C OTIIOBCKUM «OTI1€9aTKOM» HEKOTO-
PBIX I'€HOB, IPYTOH Habop XPOMOCOM — C MAaTEPHHCKUM «OTIHEYATKOM».

IIpu 06pa3oBaHMHU v TTOTOMKA [OJTOBLIX KJIETOK HPEXHHUI «OTHeYa-
TOK» CTUPACTCS, TeHB MAapKUPYIOTCA B COOTBETCTBHMM C ITOJIOM JaHHO-
TO opranuamMa. TakHM 06pa3oM, HEKOTOPBIC TCHBI TTePENaOTCsi TOTOM-
KaM OT OJHOQrO_ U3 pOIUTeNeil B HCAKTUBHOM COCTOSIHHH. HeaxThBHast
KOnMSt FeHa ABASAETCS UMITPUHTHPOBAHHOMM.

K HacrosiieMy BpeMeHHM V HeloBeKa o6HapyxeHo okoio 30 reHos,
KOTOPBIE 110-Pa3HOMY 3KCIIPECCUPYIOTCS (IPOSIBIIAIOTCS) Ha OTIIOBCKHX
U MaTE€pUHCKHX XpoMocomax. ITo mpeaBapUTEaLHEIM OIEHKAM, TEHOM
YeJIOBEKA MOXET cofepXaTh 1o 200 mono0HLIX TeHOB.

KiaccmueckuM npumepoM 00e3He MMIIPMHTUHTA CITYKaT HACAe -
CTBeHHBIe cHHApOMBbI Ilpanepa— Buinu U AHreibMaHa, OCHOBHBIMH
KJIMHUYECKMU NPOSBIIEHMIMU KOTOPHIX SIBJISIETCS YMCTBEHHAS OTCTa-
JIOCTH PA3IMYHOHN CTENEHH TSLKECTH B COYETAHUU C TSDKETBIMU HEBPO-
JNOrHYeCKUMU HAPYILICHWSIMH.

Haun6onee yacToit npuunHOI BOSHUKHOBEHUST cCUHApoMa TTpanepa —
Bunnu u AHressbMaHa SABISIETCS BHYTPUXPOMOCOMHASI qeNe1is KPUTH-
yeckoro peruoHa (ql1—ql3) xpoMocomsl 15. Ota menenust o6HapyXH-
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Baercs v 2/3 Beex 6ombHbIx. CuHapoM [Ipanepa — Buau passusaetcs,
Korma pebeHOK HacheoyeT JIefellnio, BOSHUKILY Ha OTIIOBCKOM Xpo-
Mocome 15, a npUYMHOM CHHAPOMAa AHTEIIBMAHa CTAHOBHTCS ACHCLUS
3TOM XKe o0nacTy Ha MaTepuHCcKon xpomocoMe 15, Takum oGpazom,
BO3HWKHOBEHHE 3THX IBYX KIIMHUYECKU PATUYAOUIMXCS HACTEACTRCH-
HBIX CWHIPOMOB 3aBHCHUT OT POANTEIBCKOrO HPOUCXOXACHUSI XPOMO-
COMHOI MepecTporKH.

IonpoGHas KIHHHYECKas XapakTepUCTAKa CUHIPOMOB TIPUBE/IEHA
B pasiene «YMCTBeHHAs OTCTAIOCTh» Napnl XI.

Boae3nu axcnavcuu

TepMHH «3KCITAHCHS» O3HAYAET PE3KOe VBCJMUCHHUE YHCIa KOTH
TIOBTOPSTIOMMXCS yuacTkoB Monekynabl JJHK (moBTopsl) v MHAWBUNOB B
TIOCIIEYIOLIMX TIOKOJIEHUSX POROCIOBHOM. (DeHOMeH 3KCMaHCUM Y1ucia
TpUHYKIeOoTHIHBIX moBTopoB (LII'T) Oninm BrniepBbic obHapyXeH Npu
MOJIEKYISSpHO-TEHETUIECKOM HCCIenoBaHun caunpomMa MapTuaa — ben.

Panee nuarHo3 cuHapoma MapTuHa— benn oCHOBLIBAICS Ha NaH-
HBIX KIIMHUKO-TeHeATOTUYECKOTO aHau3a ¥ Pe3ynibTraraX LIMTOTeHEe TH -
YeCKOTO MCCIE0BaHNS KIETOK O0MLHOTO, BRIPAIICHHBIX HA CTICIIHATIb-
Hoit cpene ¢ neduumtoM (PoNHeBol KUCAOTE. B ciayyae oOHapyKeHus
TIONOMOK X-XpOMOCOMBI (NOMKOW X-XpoMocoMmst, cait Xq27.3) mmar-
HO3 CUHIpOMa He BRI3LIBaET cOMHeHMN. OTcrona it Bropoe HazpaHne 0ones-
HU — CHHApPOM JoMKOi X-XxpoMocoMebl, Win FraX (ot aHrr. fragile —
XPYTNKHUH, JTOMKUH).

Brauane 90-x rr. paoomM uccienoBarescit 6610 oCyIeCTRICHO CeK-
BeHUpOBaHWE reHa cuHapoMa Maptuna— best. [TonyueHHbIE pedyib-
TaTL! TIOKA3a/I1, YTO B OCHOBE KIMHWUYECKMX [1pOsSIBJIeHWd M LIMTOTeHe-
THYECKH BBISIBISIEMOM JIOMKOCTH X-XpOMOCOMBEI [P 3TOM 3a00JIeBaHHH
JIEXUT MHOIOKPATHOE YBEeJIMUEHKE YHCIIA TPUHYKICOTHIHBIX TTOBTOPOR
LITT. Okazanoch, YTO y 3010POBLIX THAUBUJIOB YUCIO ITHX ITOBTOPOB B
X-xpomocome Komnebiercs oT 5 10 50, a yBesMYeHHE 3TOrO YHCHA CBLILLE
200 1IoBTOPOR NMPUBOAUT K PCHOMEHY JIOMKOIT X-XPOMOCOMbI H KITMHHI-
YeCKOMY MposiBIcHMIO 3a6oneBannsd. CUTyalms, Koraa Yucio moBro-
pos LII'T Bospacraer ot 50 mo 200, paccMartpuBaeTcsi Kak COCTOSHWE
nmpemyTtaumu. Bee 6onmbHbie ¢ cHapoMoM MapTuHa — bein uMcIoT moJ-
HYIO MYTalMIO, T. €. YHCJIO ITOBTOPOB IIEPElNIo KPUTUYECKYIO TOYKY. DK-
CIAHCHS TPUHYKJICOTHIHBIX TTIOBTOPOB IPOUCXOAMT BO BpEMS FaMeTo-
reHesa. [lepexos OT COCTOTHMS TIPCMYTALHH K IIOMHONW MyTalldiH TTPU
cuuapoMe MaptiHa — berr Bo3aMoXeH TOJABKO 1TPH Nepeaade reda or
MaTepu, T.e. «YTKCACHMEe» JUICHS TIPOMCXOAUT BO BpeMsl OBOTeHe3a.

ITomumo cunapoMa MapTtnHa— besuT u3BecTHB! U Ipyrue 3abolie-
BaHHSI IKCIAHCHH TPUHYKICOTHIHBLIX MMOBTOPOB, B YaCTHOCTH TakMe
TsDKeJible HellpojereHeparnBHble 3a00/IeBaHN, KAK MHOTOHIYECKas
mvictpodpus (19q13.3), xopes 'eHtunTTOHa (4p16.3) W HexkoTophIe
Jpyrue.
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X.5. BPOXJEHHBIE ITOPOKHM PA3BUTHUA

BpoxmeHHbie [TOPOKY Pa3BUTHS SIBTISTFOTCS YACTHIMK M, KAaK IIPaBU-
710, TSXKENBIMM CTPATaHMUAMU, 3aHUMAIOIMMHU OMHO U3 MEPBBLIX MeCT B
CTPYKTYpe AEeTCKOW 3a00jieBacMOCTH, TIepUHATATLHON W paHHel neT-
CKoit cMepTHOCTU. BpoxaeHHBbIiT mopok passutust (BITP) — croiikoe
Mopdoaoruyeckoe N3MeHEeHUE Oprala, YacTy OpraHa MM YYacTKa Tena,
BBIXO/ISIIIIEE 3a TIpefe sl HOpMAaIbHBIX BapHaLMil CTpOeHHS U HapyIa-
ouiee ux QYHKUHAIO.

IIporweccrl popMUPOBaHUS TTIOPOKOB B IMOpHOreHe3e 0003HAYAIOT-
Cs Kak TepartoreHes (OT rped. teras (teratos) — ypoxd, UYNOBHUILE).
K reparorenaM, uiaM TepaTOreHHHIM (DaKTOpaM, OTHOCST TOJIBKO T€
CpeioBbie (PAKTOPBI, KOTOPEIE HAPYIIAIOT 3MOPHUOHAILHOE PAa3BHTHE,
BO3MEUCTBYS B TeyeHUe OepPeMEeHHOCTHU.

IIpyauHE TOpoKoB pa3BuTHst pasnuaHbl. BITP MoryT Bo3HMKATE Kak
pe3yNbTAT MyTaUUuH, 1U00 KaK CAeACTBUE BO3NEHCTBHSI TEPATOreHHBIX
daxTopos, MO0 KakK pe3yabTaT COYeTAHMS BO3NeHCTBUIT Ha peapac-
TTONOXEHHBIN K nedeKTy OpraHu3M.

MoxkHo BBIIEINTL CAEAYIONINE HPHINHEI HOPOKOB.

Iudoeennvie (enympennue) gpaxmopot.

Mymayuu.

Ha ux nomo npuxompurcs 6onee 30 % Bcex nopokos. B 3aBucmnMoct
OT YPOBHsI, HA KOTOPOM HPOM30LLIIA MYTANUS, PA3NNYaloT;

TeHHple MYTALINH, COCTABIMIOIIME oKoJo 20 % OT BCcex NOPOKOB (Ha-
IpUMep, paciueyinHa Tyonl 1 HEOA KaK OTHO U3 KIMHUYECKUX TTPOSB-
NeHuit cunapoMa BaH nep Byna);

XPOMOCOMHEIE ¥ TE€HOMHbBIE MYTALIMHA, COCTABJSTIONINE MPUMEPHO
10 % (HanmpuMep, IOpOK cepai@a Nnpu cMHIpoMe JlayHa).

BHdoxpunnbie 3aboreeanus u memadosuveckue deghexmoi.

211 00Ie3HeHHBIE OTKJIOHEHUS MOTYT NPUBOJUTE K CAMOTIPONU3BOITh-
HBIM BBIKMBILIAM WIH Hapylath Mopdoiornyeckyro muddeperuma-
MO OpraHoB mwrona. Tak, HabarogaeTCs BOSHUKHOBEHNE TTOPOKOEB NpH
caxapHoMm auadeTe, HEKOTOPHIX OMYyXOMNsX, (GeHWIKETOHYPUH, APYTUX
HapylIEHUSIX OOMeHa y MaTepu.

«llepespesanue» noao8bIx KAeMOK.

DTo ABIEHUE O0YCAOBICHO NECUHXPOHHU3AIIMEN IIpOIIeCCOB OBYIIA-
UMK U OTNIONOTBOpeHUdA. BO3MOXKHO mepe3peBaHie KakK SMUeKIeToK,
TaK ¥ cnepmaro3ounoB. Kak pe3ynsTat — BO3HUKHOBEHHE AHEYIIIOM -
DWW, TPUTUIOUIUH.

Bospacm podumeneii:

— BO3PACT OTHA. YCTAHORNEHA 3aBUCUMOCTh YACTOTHI HEKOTOPBIX HO-
POKOB (HANpPUMED, pacHIeduHbl [YOBl U HEDA) M AYyTOCOMHO-IOMMU-
HaHTHBIX HACIENCTBEHHBIX 3a00eBaHnii (HapuMeD, aXOHIPOIIIa3uH)
OT BO3pacTa OTa;

— Bo3pacT MaTepu. I1opoKM JpIXaTeTbHOI CUCTeMBI Yallle OTMEYa-
I0TCS y OeTe¥, POXIEHHBIX IOHBIMA MaTepsiMi. ¥ mMarepeil crapiimx
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BO3DACTHBIX TPYIII yBEIUYeHa BepPOSITHOCTh POXKICHUS pedeHKa C re-
HOMHBIMU MYTalIlUSTMU.

Drz0eennvte (cpedosvre) haxmopsi. 11pu 3TOM TOPOKU OOYCIIOBIE-
HBI JeICTBHEM TepaTOreHHEIX PAaKTOPOB HEIOCPeICTBeHHO HAa IMOpH-
OH y¥ TUron. Ha moso TakHx MOpOKOB IIPUXOAUTCs MeHee 5 %.

Dusuyecxue axmopul. ITO:

~— pamguallMOHHBIE, BMOpAIIMOHHBIE, LIIYMOBBIE U TeMIIEPATypHBIC
BO3AECTBYST; MeXaHugecKue )aKToOphl, UMEIONIME CPaBHUTEIBLHO 00Jb-
1ee 3HayeHue;

— aMHUOTHUEeCKHe cpalleHust (Tsku CHMOHapa), KOTOpble MOTYT
NPUBOJAUTD K MEPETSKKAM Ha KOHETHOCTSIX, BRI3KIBAsI THITOTIIA3UIO MV
AMITYTalUIO JUCTAIBHBIX OTIENOB;

— MalloBOIHE, KOTOPOE MOXET NPUBOANTL K Pa3BUTHIO MOPOKOB
KOHEeYHOCTEN, T'MIOIITa3uM HIDKHEN 4eiOCTH U Ap.;

— KpYITHbIe MHOMBI MATKH, ITPENSTCTBYIOUIHE HOPMAJILHOMY pas-
BUTHIO SMOPHUOHA WIU IUIOAA.

AXumuneckue gpaxmopsi. I10:

— HEKOTOpHIE JIEKApCTBEHHBIE BEIIECTBA: HANIPUMED, IIPU TIpHUeMe
Oyayilel MaTepbio ITPOTUBOCYIOPOXKHOTO IIpenapara BO3MOXHO V pe-
0eHKa BOSHUKHOBEHHUE PACIISTHHEI I'YObl M HEGA, MUKpOUe(hanun, -
MOTLIA3MH HOTTEH M KOHUEBBIX (hajladr TIaNblleB, JepopManuu HOCa;
[IPY TpHEeME TAMUIOMMIA (TPAaHKBUIM3ATOP) — BO3HUKHOBEHUE IO-
POKOB BepPXHUX H HWXKHHUX KOHEYHOCTeH, paciueTMHL I'yOsl 1 Heba;

— XUMUYECKHE BEUIECTBa, IIpUMeHsieMble B OBITY WIKM HUCIIONb3Ye-
Mble B IIPOMBIIDIEHHOCTH. Hanpumep, ynorpeOieH1e alkoross oepe-
MEHHOM XCeHIIIMHOK MOXET BbI3BATh PA3BHUTUE aNKOrOABHONH 3MOpHO-
$eroratn. DMOPUOTOKCUUYECKUMHU CBOMCTBAMHU 00/aIal0T U MHOTHE
NIPYrye UIWPOKO TPUMEHSIEMBIE B IPOMBIIIUIEHHOCTH cOeIHEHMS: OeH-
3UH, 0eH30/1, (DEHON, CONMU TSLKEIBIX METAJLIOB.

Buonozuneckue ghaxmopsi. K HUM oTHOCSTCS BUPYCHL. MI3BECTHHI Te-
paToreHHbIe 3QMEKTH BUPYCa KPACHYXH W 1ITATOMETaJJOBUPYCHOIT UH-
dexumu. Tak, BUpyc KOpPEBOil KpaCHYXM BBI3EIBAET IIOPAXEHHE LIEHT-
palbHON HEPBHOM CUCTEMEBI, TIOPOKHM OPraHOB 3PEHUS M CITyXa.

Cosmecmuoe s030eticmeue 2enemueckKux u cpedossix paxmopos. I1o-
POKM JaHHOIT pUPOIBl HOCAT My ibTidaKTopuanbHbIil xapakrep. dons
[TOPOKOB, BBI3BAHHLIX TAKUM (PaKTOpaMi, COCTABIsSIeT mpuMepHo 50 %.

B 3aBUCHMOCTH OT OOBEKTA M BpEMEHU BO3JIEHCTBUA MTOBPEXIAIOIINX
¢axTOpOB pa3aTUyaroT:

raMeTonaTHd — Pe3yJbTAaT ITOPaXeHUS [TOJIOBBIX KJIETOK, TIPUBOISILE-
ro X HapylleH#IO HaclAeNCTBEHHBIX CTPYKTYp. K rameromatusiM otHo-
CATCS Bce HACIENCTBEHHO 00YC/IOBIEHHBIE BPOXKIEHHBIE TIOPOKH, B OCHO-
BE KOTOPBIX JIEXAT MYTAlIMU B ITOJIOBBIX KJIeTKax ponuteneit 6olpHOrO.

OnacronaTvd — pe3yAbTAT IMOpaXKeHUs! 0JIacTOIMCTEI, T.€. 3aPOAbI-
1Ia B TIEPUOJ [IEPBBIX 15 nHell mocie OrUIog0TBOPEH S (10 3aBepUIeHUs
nudgepeHIMALINNT 3aPOABLINIEBLIX JUCTKOB). CiaencrsreM OjiacTonaTHit
SIBNISTIOTCSI IBOMHHUKOBBIE IOPOKM (Cpociunecst ONU3HeTbl), HMKIONMUS
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(HayM4re OMHOI0 WM JBYX CTUBILMXCS ITA3HEIX I0TOK B ONHOM OpOu-
T€, PACMOIOXEHHOM 10 cpeHel JMHUK aulIa). YacTb MO3aMYHBIX (POpM
XPOMOCOMHBIX OoMe3Hel — TaKXe pe3ynbTaT OJacTOIaTHIL,

IMOpPHOTIATHH — pe3yJbTaT BO3JEHCTBUS TepaTOreHHOTo (pakTopa
Ha 3MOpHOH B nepuon ¢ 16-ro gHst 10 8 — 9-it Hexesn GepeMeHHOCTH.
K sT0if rpynine oTHOCSITCS TANMIOMUAHBIE, N1abeTHYECKYe, aJTKOTOMb-
Hble ¥ HEKOTOpbie MEAMKAMEHTO3HbIe 3MOpPHUOITATUH, a TakKe IOpo-
Ky, OOyCHIORICHHbIE BUPYCOM KPACHYXH.

deTonaTHE — cieacTBUE TTOBPEXACHUS TIJIOAA B MTepUOL ¢ 9-i He-
JieNTu JTo MoMeHTa poxaeHust. [Topoky naHHOI rpyTisl cpaBHUTEILHO
peaKy, MpencTaBieHbl epcucTUpOBaHeM SMOPHOHANBHBIX CTPYKTYD
(KpUITTOPXU3M, OTKPHITHMi DOTTamoB mpoToK), IpeHaTaabHON THIIO-
Turasueli Kakoro-in0o opraHa MM BCEro IUIONA.

B nepuoae opraHoreHesa CyUIeCTBYIOT IpenebHble BpeMEeHHBIE TTPO-
MEXYTKH, B TeUeHMEe KOTOPLIX BO3JEHCTBUE TEPATOTeHHBIX (haKTOpPOR
MOXKET BBI3BATH HAPYIIIEHWE TPABUIIbHOIO (POPMUPOBAHMSI OPTAaHOB. DTOT
[IPOMEXYTOK BpEMEHH Ha3bIBAIOT T€PATOTeHHBIM TEPMHHAIMOHHBIM M€~
pHoaoM (OT nar. terminus — TpaHula, npenes). BosaeldcTere MOBpex-
Iarolero pakTopa Ha IUIoN MOXET NMPUBECTU K PA3BUTUIO IIOPOKA OPraHa
TOJABKO B TOM CJy4dae, eCIW OH JeHCcTBOBAl IO OKOHYAHUs Ilepuona
dhopMupoBaHus opraHa. ECM tepaTOreHHBIN (PakTop BO3NECTBOBAI
TTO3JHEE TePATOreHHOr0 TePMWHAIIMOHHOIO IIEpUona, OH He MOXET
paccMarpUBAThCA B KAa4ecTBE [PHYMHLI pa3BUTHSA ITOpOKa. YyBCTBUTEN-
HOCTb 3aKJIaHOK Pa3IN4HBIX OPraHOB K NEHCTBHIO ITOBPeXNaomux pak-
TopoB pasznyiHa (puc. X.17). Haubonee paHo GopMUPYIOTCST TOPOKH
pa3BUTUSL [IEHTPaNbLHOM HEPBHOW cuUcTeMbl W cepatia. Crenyer oT™e-
THUTH, YTO HPAKTUYECKH BPOXACHHBIE MTOPOKU Beex opraHor (popMHUpy-
I0TCA B TIepRbie 7—9 Helenb BHYTPUYTPOOHOrO pasBUTHS.

BpoxaeHHbIE TOPOKM Pa3BUTUSI, BOSHUKAIONIHAE TTOCTAe OKOHYAHMST
OCHOBHOTO IIEpHONa OPraHOreHe3a, MPOoSIBIISIIOTCS! TIABHBIM O00pa30M:

— OCTAHOBKOM B Pa3BUTHUU — TUITOILIA3MEH,

— 3aepKKOW nepeMelleHus opraHa (HalmpuMep, KPUITTOPXU3M),

— BTOPHYHBIMU U3MEHEHUIMU (HAIpUMeEp, nedopMarus KOHEYHO-
CTEW 1Py MAJIOBOIUM).

K HaubBornee 4acTbIM BUIAM BPOXIEHHBIX [10POKOE PA3BUTHSI OTHO-
cairest (puc. X.18):

— areHe3us] — ITOJTHOE BPOXACHHOEC OTCYTCTBME opraHa (Harpu-
MEp, OTCYTCTBUE TIOYKH, [Na3a);

— arasusl, TUITOTNIA3US. — OTCYTCTBUE MM 3HAYUTEIIBHOE YMEHb-
IIeHWe pasmepa opraHa (HarmpuMep, OJHON IOYKH, cele3eHKH, KO-
HEYHOCTH) TIPU HATTUYMM €0 «COCYAUCTOU HOXKH» ¥ HEPBOB;

— arpe3usl — MOJIHOe OTCYTCTBHME KAHAMA MU eCTeCTBeHHOTO OT-
BEPCTUS (HATIPUMED, aTpe3usl HAPY>KHOTO CAYXOBOro IIPOX0/ia, aHyca);

— TeTepOTOMNHMS — IepeMeleHUE KICTOK, TKaHel MU 9acTu opra-
Ha B Ipyryi0 TKaHb WIH OpraH (Halpumep, KJIETOK ITOIKENyT04HOi
KeJjie3bl B nolepeYHO-000M0YHYIO KHILKY);
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Puc. X.18. Haubonee dactble BUAHI BPOXICHHBIX TOPOKOB PAZBUTHSE

— MEPCUCTUPOBAHUE — COXPAaHEHHUE SMOPUOHANLHBIX CTPYKTYP, UC-
Ye3arolMX B HOPME K ONpeneNeHHOMY 3Taly PasBUTHA (HampuMep,
OTKPBITHI apTepManbHBIA IIPOTOK Y TOMOBANOTO peOEHKA);

— CTeHO03 — CYXXeHUE NPOCBETa OTBEPCTHS WM KaHala (HalpuMmep,
KJIAIIAHHOTO OTBEPCTUS CEpala);

— ymsoeHMe (YTPOEHME) —— YBENWYEeHHEe YMCIa OpraHOB WIM €ro
YACTH (HAIIPUMED, YIBOEHHWE MATKHM, MOYETOYHWKOB). Ha3BaHue HeEKO-
TOPBIX TOPOKOB, ONPeNeNsIONNX HANTMYUE NOITOJHUTENBHBIX OPTaHOR,
HAYMHAETCS C TMPUCTABKH <«ITOMM-» (OT Tped. poly — muoro). Harpu-
Mep, MOMUIAKTUINS (YBEIMYEHHOE YMCIO ITATblUER);

— BKTOIMUS — HEOOBIYHOE PACTIONOXeHUe OpraHa (HalpuMmep, Tov-
KM B MaJIOM Ta3y, cepllia — BHE IrpymHOM KJIETKH).

OCHOBHBIMM MEXAHH3MaMH TepaToreHe3a SBASIOTCS U3MEHEeHMs
Pa3sMHOXKEHUS, MUTPAIMUA B THGDMEPEHIIMPOBKM KIETOK.

HapyitieHne pasMHOXEHUSI MOXET ITPOSIBASTLECS TOPMOXKEHUEM TTPO-
mudepaTBHON aKTUBHOCTH KJIETOK BIUIOTH /10 IONHOM OcTaHOBKHU. Pe-
3yNIBTATOM MOTOOHBIX HAPYIIEHUI MOXeT ObITh AITIa3us UKW TUIOIUIa-
3us AI000TO OpraHa WiM €ro YacTu.

Eute ogHo crnencTBue HapylUeHUsI Pa3MHOXEHUS — 3afepkKa ClIH-
SHUST SMOPUOHANBHEIX CTPYKTYP, YT0, ITO-BUIUMOMY, JEXKUT B OCHOBE
MHOTUX qu3pacdHii (B TOM YUCHEe paclienrH HEDA, TYOBI, CIMHHOMO3-
TOBBIX ¥ YEPETIHO-MO3TOBBIX I'PHIK).

Jpyroii BUI M3MEHEHHUS KOHTPOINS Pa3MHOXEHHS KJIETOK ITPOSTBIIA-
€TCA HAa TKAHEBOM YPOBHE HApYyLIEHHEM TE€HETUYECKH 3aIpOorpaMMMu-
DPOBAHHOIO ITpollecca TUOENH KIeTOK. Takoli MexXaHM3M JIEXXUT B OCHO-
B€ MTEPCUCTUPOBAHUST M MHOTHUX BUJIOB aTpe3uii.

B pesynbTaTe HapylUeHUst MUTPallui KJIETOK MOTYT Pa3BUThCS TeTe-
POTOITHH.

Hapymienue muddepeHumanii MoXeT HACTYTTUTEL Ha MIOO0M 3Tarle
pa3BMTHSI, YTO ITOBJIEYET 3a cO00K 00pa3oBaHUe Macchl HenuddepeH-
IMPOBAHHBIX KJIETOK, aTe€HE3HI0, MOPMOMOrHYecKyI0 U PYHKIIMOHAIL-
HYIO He3peNnoCTh, a4 TAKXKE NEPCUCTUPOBAHME SMOPUOHAIIEHEBIX CTPYKTYD.




TJIABA XI. HACJIEACTBEHHO )
OBYCJIOBJIEHHBIE ®OPMbl HAPYIIEHUM
YMCTBEHHOI'O U ®U3UYECKOI'O PAZBUTUA

Ha npoTspkeHUH MHOIMX NECATHNETHI BemylniuMu (pakTopamu B
BTUOJIOTMH CTOMKWX OTKJIOHEHWIT B YMCTBEHHOM H (PM3MYECKOM pas-
BUTHU CYMTAJIUCE TIpeHaTATbHbIe BpeMIHOCTH, MATONIOTUs pOnOB, TPaB-
MBI, HHQEKIIMH, HHTOKCHKAUK PAHHEro Bo3pacta. JJoCTHXKEHUS Me-
MUIIMHCKMX M OHOTOrM4eCKUX HAyK MPHUBEIU K KOPEHHOMY HEepeCMOT~
Py 3THX NIPENCTABIEHHH. 32 3TH IOkl OTKPHITO MHOIO HACIEACTBEHHLIX
OoJyiesHell U CUHAPOMOB, U ceif4yac 00OCHOBAHHO CUHTAETCH, YTO Cpe-
U CTOMKMX HapylleHUH YMCTBEHHOro U PU3NYECKOro Pa3sBUTHs] YaCTO
BCTPEYAIOTCST HACIENCTBEHHO 06YCIOBIeHHbIE (POPMEL.

BrIsiBieHUe HaCNeqCTBEHHBIX QOpM NPENCTABNSIET He TOIBKO CyIlle-
CTBEHHBIN TeOpeTHUYECKHUIT MHTEPEC, HO UMeeT 1 OONbUIVIO TIPAKTHIEC-
KYIO 3HAYUMOCTb. EC/IM HAC/TenCTBEHHAs 3THOJIOTUS KaKoro-1ubo Ha-
PYILIEHHAST PA3BUTHA OTIPeNe/IeHHO YCTAHOBAEHA, TO 3TO NPEXHE BCETO
NO3BOJISIET COCTABUTEL O0Jiee TOYHBIE U TIOJHBIE IIPEACTABIEHHS O ero
KJIWHAYECKOI KapTHHE (HapUMEpP, 0 HauGoJiee BEPOATHBIX OCIOXH-
IOIIMX CUMITTOMAX ¥ CUHJPOMAX), O BO3MOXHBIX BapUaHTaX TUHAMHAKU
1 TIporHo3a. Takue cBefeHUs! BAXHBI He TOJBKO JJIA paspaboTKH MeIH-
LIUHCKUX JleyeGHO-TIPpODMIaKTHYECKUX MEpPOIPUATHH, OHH MOTYT H
HOJDKHBI CTaTh 6a30if M1 ONPENeIeHUs CTpaTernu M TAKTHKU TICHXO-
JIOTO-TIEaroruyeckoii KoppekiMoHHol padboTtel. KpoMe Toro, mrossis-
€TC BO3MOXHOCTD pa3paboTKU HaydHO 00OCHOBAHHBIX KPUTEPUEB Me-
TUKO-TEHETHYECKOI0 KOHCYIhTUPOBAHMS, TUTAHHPOBAHMS CEMBMU.

XI.1. YMCTBEHHASA OTCTAIOCTDb

YMCTBEHHAs OTCTANOCTh (Kak CMHOHUM YACTO YITOTPeOJISIOT Tep-
MUH «MHTeTeKTYaabHAS HEIOCTATOUHOCTb») ABISAETCS MOHATHEM HE
YUCTO KIMHUYECKUM, HO METUKO-TIENaroridecKUM. YMCTBEHHOR OT-
CTAJIOCTBIO HA3LIBAIOT CTOWKOE HApylieHWe TO3HABATENLHOW NesATEh-
HOCTH BCJIEICTBHE MOPAXEHHS FOJIOBHOIO MO3ra.

YMCTBEHHas OTCTAJOCTh HEOXHOPOMAHA IO MHOTHUM NapaMmeTpaM —
110 3TUOJOTUH, KITMHUYECKON KapTHHE, TUHAMUKe, KJIWHUKO-TICHXO-
JIOTUYECKOU CTpYKTYpe nedekTa U T. 1.
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BonplusHCTBO YMCTBEHHO OTCTanbIX aereit (75— 80 %) crpamaior
omurodpeHueit. BTO Tpynma 00Me3HEHHBIX COCTOSHUN, KIMHUYECKYIO
KapTHY KOTOPHIX XapaKTepU3YIOT:

— "gBJAeHUs O0LIero (He TOMBKO MHTEIIEKTYAIBHOTO WX IICUXUIEC-
KOro) HeaopasBUTHA,

— nipeobagaHue B CTPYKTYpe WHTEUIEKTYAIBHOTO AedeKTa Hemo-
CTATOYHOCTH A0CTPaKTHOTO MBIIUIEHUS;

— OTCYTCTBHE IIPOTPEIMEHTHOCTH, SROMIOTUBHLIN XapakTep JMHAMYKN;

— paHHee, K0 2— 2,5 neT (T.e. B JOpeYeBOU MTepUO), HAYaIo,

HeMeHIMg Bo3HMKaeT B Dojiee MO3THEM, YEM OJIUTOPPEHUSs], BO3-
pacTe, €e NMPUIUHBI MOTYT OBITE CAMBIMY PAa3HBIMM (3K30T€HHOE Opra-
HUYeCKOe MopaXeHUe T'OJIOBHOTO MO3ra, HeOJaronpusiTHO NMpoTeKa-
0lIHe UW30(hPEHNS U INMWAETICUS, HEKOTOPDbIE HACAeACTBEHHbIE [€e-
reHepaTUBHbIE 3a00JIeBaHMS).

B xi1uHMYecKOoM KapTUHE AeMEHITUY (B OTJIUYWE OT OTUTO(hpeHnH)
npeobagarT SBACHUSA INOBPEeXICHWS, HapyIIeHWs, pacraja yxke
chOpMUPOBAHHBIX (XOTA Obl YacTU4HO) QYHKIIMH, 3HAKW Xe Hemo-
pa3BUTHS, €CIM M UMEIOT MECTO, TO HE 3aHMMAIOT AOMWHUPYIOLIETO
TIONOXEHMS B-KIMHUYecKo# kaptuHe. JrHaMuKka AeMeHIMY B oTIa-
JIeHHOM nepuone (Haubojee CyleCTBEHHOM IS KOPPEKIIMOHHOM Tie-
AarOTUKH) MOXET OBITH CaMOW Pa3IMYHOMU — OT 3BOMIOTUBHOI 4O BbI-
PAXXEHHO INPOTPEANEHTHOM.

BriofHe 1OHATHO, YTO OOHO3HAYHOE pasrpaHAYeHue OEMEHIINH U
omurodpeH BO3MOXHO HE BCeTda M OCOOSHHO TPYIHO B BO3pPACTE
2—4 jeT, Xorha 3HAKW HeJOpa3BUTHSA W NOBPEXACHHS BIIOJHE COOT-
HOCUMEI TI0 CBOEMY BKJIamy B CTPYKTYPY KIWHWYECKUX TPOABICHUNA.
TeMm He MeHee pasrpaHUeHUe OMUTO(MPEeHUN 1 IeMEHIINHT XKeTaTeIbHO
IaXe ¢ YHCTO NMPAKTAUYECKUX MO3WUMIT, TaK KaK KaXNblil 13 3TUX BH-
IIOB YMCTBEHHOM OTCTAJIOCTH TPEOYET OCOOON CTpATErMy KOPPEKIIMOH-
HBIX MEPOTIPUSTHIL 1 MOXET Pa3IMUATHCS 110 TIPOTHO3Y.

Kak MBI yX€ TOBOPMJIM, Ha TIPOTSIKEHUH JJIUTEJILHOTO BpEMEHH
cynTanochk (OCOOEHHO B OTEYECTBEHHOW MeIMUMHE), YTO paHe (o 2 —
2,5 Jer) BO3HUKAKOHIAE HETIPOTPEIUEeHTHBIE (POPMEl YMCTBEHHOU OT-
CTAIOCTH, T.€. ONMUTODPEHNS, — IMATONOTUS TJIABHBIM OOpa3oM 3K30-
reHHo obycnoBneHHasd. B mocnemune 25— 30 neT 310 nonoxeHWe Ko-
PEHHBIM O0Pa30M IIePECMOTPEHO, U, IO JTAHHBIM KAaK OT€YeCTBEHHBIX,
TaK U 3apyOEXHBIX YUEHBIX, 3/4 Cly4aeB YMCTBEHHOM OTCTAIOCTH SIBIISI-
JOTCH TEHETUYECKH 0OYCHOBIEHHLIMU M ML | /4 CBg3aHA ¢ 3K30TeH-
HBIMHU TIPUYMHAMH,

CrnenyeT nomouepKHYTh, YTO YMCTBEHHAsI OTCTAJIOCTh IIpU HACHIEN-
CTBEHHBIX OONIC3HAX SIBILETCH, KaK IIPaBUIO, OMHUM M3 CUMITTOMOB B
CIOXHOU KIIMHMYeCKO! KapThHe 3a00neBaHus. JIIsT HEKOTOPEIX HAcHe-
CTBEHHBIX OOJIE3HEW YMCTBEHHAas OTCTaJOCTh SIBJsIeTCS OOMUTaTHBIM
(00s13aTEeABHBIM) CUMITOMOM, a IIPU PSAOE APYTHX HACHeICTBEHHDBIX
0OJIe3HEH OHAa OTMEYAETCS HE BO BCEX CIIYUAsIX.

B 3aBMCHMOCTH OT XapaKTepa re HETUIECKOTO HAPYILEeHHS pa3iiialoT:
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1) YMCTBEHHYIO OTCTAIIOCTb TIPH XPOMOCOMHBIX OOJIE3HAX;
2) YMCTBEHHYIO OTCTANOCTh TIPH MOHOICHHBIX OOJIE3HIX;
3) MynTbTH(AKTOPHATEHO O0YCAOBACHHYIO YMCTBCHHYIO OTCTAIOCTD.

<

XI.1.1. YMCTBEHHAA OTCTAJIOCTD MPH XPOMOCOMHBIX §OJIe3HAX

YacTtoTa XpOMOCOMHBIX 00JIe3HEH cpead HOBOPOXKIEHHBIX COCTAB-
ager 0,5—0,7%, a cpean MepTBOPOXKIECHHLIX U AETel, YMEPIIMX 10
roga, — 2,2 %. Ha nomo onurogpennit, OOYCIORICHHBIX Pa3TMIHBIMA
XPOMOCOMHEBIMY HapyHICHUSIMU, nipuxoauted oxosio 10— 12 % scex cy-
YyacB YMCTBECHHOI OTCTAIOCTH.

I'maBHas KJIMHHYECKAs OCOOEHHOCTb XpOMOCOMHBIX OOJIe3HEH —
YMCTBEHHas1 OTCTAJIOCTh M MHOXKECTBEHHBIE TTIOPOKU pa3suTusg. Cpemn
neTeil ¢ MHOXKECTBCHHBIMHM TIOPOKAMU PAa3BUTHS XPOMOCOMHBIE 00IE3-
HY 3aperucTpupoBanbl B 42,6 % ciaydaes.

CpenM KOMMYeCTBEHHbIX HAPYINEHMHM ayTOCOM CAMBIM YAaCThIM, a
[MOTOMY U Hanbo/iee U3BeCTHRIM fABJIsAeTcsl cunapom Jlayna. B HacTosee
BpeMs JIeTU ¢ 2TOH raronorueii cocTapistioT 1o 10 % BOCTIMTAHHUKOB
cnenyanbHbix mkon VI suaa.

U1 OOABHBIX XapaKTepHBI cAENYIOIMe IIPU3HAKU: Opaxuiedanus,
YIJIOMIEHHBIA 3aTHUIOK, CKOMWIEHHBIM W Yy3KWH 100, TIIOCKOE JMUO,
3MUKAHT, MOHTOJIOWIHBIA pa3pes 171a3, KOPOTKUHA HOC, TIOCTOSHHO OT-
KPBITBIH POT, TOACTHIE TYOBI, OOALIIOH CKmamyaThi st3blx (puc. XI.1).
Yiusie paKoBHHBI YMeHbIIEHB! B gepopMupoBaHbl. Co CTOPOHM KOC-
THO-MBIIUEYHON CHUCTEMbI XapakKTePHBl HU3KUI pOCT, KOPOTKas LIegd,

Puc X1 1 Hetu ¢ cuaapoMoM JlayHa
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KWIeBUAHA WM BOPOHKoOOpazHas nedopManus TpyIMHLI, MbIey-
Hasg TAIOTOHUS (OCOOEHHO BEIPaXKEHHAs y MANCHbBKUX JETEH), IIHUPO-
KHe KUCTU W CTOIBI C KOPOTKUMM TIAJTblIAMHU, TNIOTepeYHast NanoHHas
cKiaika, ApyxdaraHrosplit MusnHel. [IpuMepro B 50 % cnyvaeB y ae-
TEA OTMEUAOTCH PANMUYHBIE IOPOKU cepailda — AedexTsl MEXKETY-
IOUKOBOW M MEXITPEACEPIHON TTEPErOPOIOK, aHOMAIMH KPYITHBIX CO-
cynos IlumieBapuTenbHbIil TPaKT nopaxaercs ¥ 15 % 6onbunix Hanbo-
Jiee XapaKTepHBl aTpe3usd WIKH CTEHO3 JBeHANIATUIIEPCTHON KUINKH,
HECKOJILKO peXe BCTPEUAIOTCST aTPE3W NPIMOM KUIIIKY W aHyca, a Tak-
ke nuuieBoaa. ITopoku ModeBoi CHCTEMbI, XOTI H OOHAPYKHUBAIOTCH V
20 % ymepiunx, He HMEOT KaKOH-iu00 crelddunIHocTd (THNOMmIa3us
W amiazus NoYeK, KUCTHI, THIPOoHEedpo3). Bee GonbHBIE ¢ CHHAPOMOM
JlayHa CTpasaloT HHTENIEKTYATBHON HEeT0CTATOUHOCTLIO 5 % — Jer-
KOif, 75 % — yMepeHHON W BuIpaxeHHOo, 20 % — IiyboKOi1 CTETIeH .

IlporHoa XM3HHU omNpelemsaeTcsd B OCHOBHOM HalTWuMeM IIOPOKOB
Pa3BUTHUA CepACUHO-COCYTMCTON M TTHIIEBAPUTENABHOMN crucTeM., OmHako
HA MEePBOM TOAY XWU3HU AETH C 3TUM CHHIPOMOM YaCTO IOTUOAOT OT
TTHEBMOHMI U OCTPOTO JIeHK03a, UTO CBSI3AHO C HECOCTOSTEIbHOCTHIO
UX UMMYHHO cHCTeMbl B mocienHue JeCITUNETUS B CBI3H C YYYIIIE -
HUEM JIeUEHWsI TAKUX OOJILHBIX OTMeqaeTCs TCHACHINS K YBETWUEHUIO
NIPOJOJDKUTETBHOCTH WX KU3HU

B HeBpomorMUecKoM craTyce HanGoJee TUITMYHBI MBIILIeUHAs TUTIO-
TOHMS, c1a00CTh KOHBEPreHIMK 1J1a3, KOocoraasue, HapylleHne (hyHK-
Ul BeCTHOYJISIPHOTO alffIapaTa, BereTaTMBHAg HEeAOCTATOYHOCTh, Ha
SNEKTPOIHIE (pANOTpaMMe OOBIYHO OTMEUAIOTCA HecTIeMMPUUECKUE 13-
MEHEHHUsI, YKA3bIBAIOIIME HA HEIOPA3BUTHE YPOBHA OMOIEKTpHYEC-
KOl aKTUBHOCTH

I'maBHO# YepTOlt MCUXOMATONOTHIECKOTO CTaTyca SBJISIETCST 001ee
MCUXHYECKOE HENOPa3BUTHe MBEIJIEHHE TYTOITOOBIDKHO, KOCHO, K
abCTpaKUMK JeTH HeCTIOCOOHBL. BpeMeHHpIe COOTHOIIEH S YCTAHABIN-
BalOTCH TPYAHEE, YEM NMPOCTPAHCTBEHHBIE AOCTPAaKTHBIM CYETOM AETH
¢ cuHApoMoM JlayHa ecii u OBJIAAEBAIOT, TO € OOJBIIKWM TpyIoM. Ure-
HUWE maeTcs jierye, YeM NUChMO; MHOTUE YUTAIOT OET/IO W Jaxe Buipa-
3UTENBHO (MOIPAXAIOT MOAYISIIUAM ToJIoCa B3pOCbIX). [lepeckasnia-
10T TONBKO TI0 BOIIPOCAM, CAMOCTOSITEIBHEIN MePeCKas BbI3bIBAET HOIh-
1Ke 3aTPYIHEHUS WM HEJOCTYIIEH.

Peunr pa3ruBaeTcd MO3AHO: NMEPBBIE COBA B TUITHUHOM CIIYYae TIOSB-
JIFI0TCA K NSITH TONIAaM, TIpocThie Ppassl — K BocbMu OcobeHHO 3arpya-
HeHa aKTUBHAas, CTIOHTAHHAS pedeBas JeaTeNbHOCT. 3amac c/IoB OeneH,
10 MHOTUM NPUYMHAM (HEeIOpasBUTHE BEPXHEH YerroCcTH, MaKpoIyioc-
CHs, TIaTOJOTHs! 3YDHOTO psijla U p.) HAPYUIEHO 3BYKOIPOU3HOUICHHE.

OMopuK y 00TBHBIX ¢ cMHApoMoM Hayna ManonuddgepeH1poBa-
HbI, NeTU HECAMOCTOSITENLHBI, HE TPOABAIOT WHUIMATUBLI, OUYEHbBb
BHYIIAEMBI, CKJIIOHHBI K [0APaXaTeIbHOCTU, UMITYJIbCUBHBI, YacTO
NPOSIBNSIIOT HETATUBU3M (OCOOEHHO KO BCEMY HOBOMY) U HEMOTHBH-
POBaHHOE YIPAMCTBO

173




B uenoMm, omgHako, aMoudoHanbHas cdepa Dosee coxpaHHa, YeM
MHTEIUIEKT. JAeTH ¢ cHApOMOoM JiayHa XOpOoIlo pa3iuvyaloT OTHOUIEHHE
K cebe OKPYXAWIIUX, MHOTHE OT3BIBYMBHI M MO-CBOEMY 3a00TJIMBHI,
MM CBOMCTBEHHO YYBCTBO CTBHIA, OOWABI, CMYLUIEHUS, COTIEPEXUBAHHMSI.

PasnuyHbBIM — KaK 3pEeTUYHBIM, TaK U TOPIHUIHBIM — MOXET OBITh
TEMTIEPAMEHT. :

DpeTUYHBIE JeTH CYETTUBHI, (BUTATENHLHO OECTIOKOMHBI, OUEHD JIKO-
OONBITHBI X BO BCE BMEILUHUBAIOTC, OOLIMTENBHBI, HO MYIVIKBBI, MHO-
roro 6oaTcd, Ipexae Bcero HOBU3HBL. B OTHOIIEHUMSIX ¢ IPYTHMH YacTo
JTACKOBBI, OXOTHO OeCeyIoT, MOTYT UCIIOMb30BaTh XeCT. PagocTHO BOC-
MPUHAMAIOT TIOXBAY, PEBHUBLI, TPEOYIOT K ce0e BHUMAHUA U HE JIIO-
65T, YTOOBI eT0 OOpalllayi Ha Apyrux. BMecTe ¢ TeM 3TH IeTH ObIBAIOT
PasIpaXUTENbHBI U 3I00HBI, CIIOCOOHB UCITOATHILIKA 00HIeTh ciaboro.
B 607BIIMHCTBE CTYYaeB BCE XK€ OHU APYKETIOOHBI U 100p0XKEIaTE/IBHBI.

TopnuaHble OETH MATONOABIKHEI, IBUTATEALHO HENOBKM, 3aMK-
HYTHI, 6e3YYaCTHRI, IIPH IMOMBITKE BOBJEUH B pPa3sroBOp OTBedYaloT Of-
HOCJIOXHO M YacTO HeBNOIad («3a0bUl», «HE 3HAW», «He NOMHIO» U
T.11.). B pa®oTy BKIIOYAIOTCS MELJIEHHO, HO €CJIA 3TO TIPOUCXOOUT, pa-
0oTaloT BechMa CTapaTelibHO, YCMITYUBE. IMOITUOHATIBHBIE 0COOEHHOC-
TU MOTYT OBITh CAMBIMY PA3HBIMU.

XapakTepHbl 0COOEHHOCTH TWHAMUKM JKU3HEHHOIO LIUKJIA.

Tlepuon cozpeBaHMs NMPOXOTUT ¢ OONBLILON 3aNepXKOW M TOTaIb-
HBIM HEJOPA3BHTHEM (MeTH HAYWHAKOT QUKCHUPOBATH B3ITISAA B BO3PACTE
OKOTIO OXHOTO Toda, AEpXaTb TONOBY — IIPUMEPHO B § MecAnes, CU-
AeTh — MOCTE Iofa, XOAUTh — B 2— 3 Toja | T.J1.), NEPUOI 3PENOCTH
KopoTki#t (¢ 17— 20 mo 30— 40 ner), 1ocne 4ero NOIBAIIOTCS U ObIC-
TPO HAPACTAIOT NMPU3HAKHK CTAPYECKON MHBOJIOIHH.

Cunzopomy JayHa yneneHo OOJbIIOE BHUMAHUE He TOJIBKO TTOTOMY,
9T0 OH BCTpedaeTes yalle, YeM Apyrie XxpOMOCOMHbBIE HAPYIIEHHs. 31ech
MBI BHAMM IIpUMEp TOro, KaK 3HaHWe KIMHUYECKUX ocoOeHHOCTEH
(CKJIOHHOCTb K IOAPaXaTeNbHOCTU, MIOOOMBITCTBO, ¥ HEKOTOPBIX —
YCUAYUBOCTD, OOJBINIAS COXPAHHOCTh SMOIMOHAITBHON chepnl U Ap.)
TIO3BOJISIET BLIOpaTh ONIOPHBIE NMO3HUIIMM 15T TIOCTPOEHHUS YYEOHO-KOp-
PEKIIMOHHOTO MNMpOoiecca, NPOTHO3UPOBaTh TTOBENCHWEe YIYeHWKa, VUd-~
ThIBasg BO3MOXHBIE B ITyOEpTaTHOM TICPHOIE NMPOSBACHUS pasmpaku-
TeJIbHOCTH, [PYOOCTH, MOBBIIICHHON CEKCYAIBHOCTH, HEYCTOWUYHBOC-
TH HACTPOEHHUS B COYETAHUH C HEKOTOPHIM POCTOM MHTE/UIEKTYaTbHO~
TO TIOTEHI{HAJIA.

IIpu HapylIeHMHU YKHCAA TIONIOBBIX XPOMOCOM COMAaTHIECKHE U TICH~
XMYECKHE AHOMAIHMM OTVIMYAIOTCST MEHBIIIEH TSDKECThio, UYeM IIPH Hapy-
HIEHUAX YUCNa ayTocoM. B 3TUX ciiy4yasx YacTo OTCYTCTBYET MK NPOSIB-
NiSieTCA B MeTKMX (opMax YMCTBEHHAS OTCTAJIOCTh; TIOPOKU Pa3BUTHA
€CAU ¥ BCTPEYAIOTCH, TO HEIPyOhIe; BMECTE C TEM HapylIeHUsT 3MOIM-~
OHAJTbHO-BONIEBON cdepbl ouepyeHbl, KaK IIPaBHiO, OTUETIIHBO U HE-
PeNKO 3aHUMAaIOT BaXHoe (eCIM HE Beayiilee) MeCTO B KIIWHMYECKOM
KapTHHE.
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IIpuMepom HapylueHUR B CHCTE-
M€ TIOJIOBHIX XPOMOCOM SIBISIETCS
cunapom Hlepemenckoro — Teprepa,
WIM MOHOCOMHUS Mo X-XpPOMOCOME
(45, X0).

B neproae HOBOPOXACHHOCTH ISl
60abHBIX ¢ cuHApoMoM lllepeuleBc-
Koro— TepHepa XapakTepHbIM ITpH-
3HAKOM SIBISIETCS JTUMGbAaTHYECKUN
OTEK KHUCTEH U CTOI, KOpoTKas ¢
KOXHBIMH CKJIAAKAMH Liest (LIeAHbIA
arepuruyM) {puc. X1.2). B orcyrcTue
3THX CHUMIITOMOB TUATHO3 B pPaHHEM
BO3pACTE 3aTPYAHHUTEJIEH.

B ganbHeiinieM obpaiaeT Ha ceost
BHHUMaHUE OoTcTaBanMe B pocrte. B ny-
GepTaTHOM TIepHoae UMEHHO HU3KO-
pOCIIOCTh 3acTaBJsieT PORUTENEH 00-  pyc X1.2. Cunapom Illepewes-
paTUThECA K Bpady. IIpu ocMmotpe 00- ckoro— TepHepa.
palllaeT Ha CeOf BHUMaHUe HATUYHE oo conanu ma wiee, HUBKHE
OOJNILLIOrO YMUCHA MAIBIX aHOMATHM  pocr, umpokast rpyaHast KIeTKa, 60Jb-
pasBUTHI — AHTUMOHTOJOWIAHBIN LIOE PACCTOSIHHE MEXIY COCKAaMM
pa3pes I7a3, NT03, 3MMHKAHT, PETpPo-

TEHWsI, HU3KO PACNOJIOXEHHBIC YUIHBIE PAaKOBUHBI, KOPOTKas LIed,
IEWHBIN KOXHBIA OTEPUTUYM, HU3KMII POCT BOJIOC Ha LIee, HIMpoKas
TPYIHas KJIETKA M ApP.

B nybepraTHOM NepHoae HAOMIOTAETCH OTCYTCTBUE (hOPMUPOBAHUS
BTOPMYHEIX TTOJOBBIX MMPU3HAKOB (IIOYTH HET XEAe3UCTOM TKAHH MO-
JIOUHEIX XeJie3, COCKU HEA0Pa3BUTH, OTCYTCTBYET OBOJIOCEHHE Ha JIO0-
K€ ¥ B TIOIMBINIEYHBIX BNAiWHaX), NEpBUYHAS AMEHOPES.

lNonaas (IUYHUKK) OOALHEIX TIPEICTABICHBI COCAUHUTENBHO-TKaH-
HBIMHU TSKaMM 0e3 (PYyHKIMOHHUPYIOUIEH TKaHU SIMIHHUKOB. KpaitHe penko
OOHAPYXUBAIOTCS NPUMOpIHaATbHbe dorumnkysl. JeTopoxaeHue y Ta-
KHMX OONBHEIX HEBOZMOXHO.

M3 BHYTpEeHHMX OpPraHOB Hanbojee yacTo (B 25 % cay4yaes) nopa-
XKAETCH Cepale: Yalie 3T0 KOAPKTaLs A0PTHI, PeXe — MepCUCTIpPOBa-
HHE apTepPHAILHOTO MPOTOKA H Apyrye Mopoki. YacTo nmopakaeMbIM Op-
raHOM STBIMIOTCS TOYKY. OOBMMHO 3T0 MOAKOBOOOpa3Hasi ITOYKA, peEXe —
TUIIOILIA3Us!, THEI03KTa3usi, THIPOHeDPO3.

JIOCTATOUHO YAaCTO BCTPEYACTCS TTATONOIMSE CeHCOpHON odephl: B 22 % —
CHMXeHME 3peHus (GAU30PYKOCTE), B 52 % — HeWpOoCeHCOpHAas TYIo-
YXOCTh. YMCTBEHHOE HEIOPA3BUTHE (JIETKOU, PEIKO YMEPEHHOM CTeTe -
HH) BcTpeyaeTcss v 16— 25 % GonpHEIX. [l ApYTOM YacTH OONbHBIX C
cuHapomom LUlepemeBckoro— TepHepa xapakTepeH CBOEOOpa3HBINA
KUTEHCKHUH TIPAKTWIM3M, NOJYMHSIEMOCTh, Y30CTh MHTEPECOB, Majas
MPOIYKTHBHOCTb MBITILIEHUA.
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ITo xapaxrepy aesouku ¢ cuHapoMom Ulepemesckoro— TepHepa
OJIarooyIUHBl, TPYIOMIOOMBEI, HEPeOKO CKIOHHBI K FOYYUTETLCTBY U
PE3OHEPCTRY, JIOOAT olleKaTh MIAMIINWX, XJIONOTATH 1o AoMy. B myGep-
TATHOM HJIM Npeny0epTaTHOM MEPHONE HepeaKO BO3HUKAIOT HEBPOTH-
YecKue peakuyi, CBI3aHHBIE C OCO3HAHMEM CBOEH HEMOJIHOIEHHOC-
TH, C IE€peXUBaHUeM IedeKTa; AeBOYKH CTaHOBATCS 3aMKHYTBIMH, pa3-
APAXUTEeNbHBIMU, YacTo TpyosaT. HekoTopuie M3 HexXedaTeIbHEIX [IPOo-
SIBIEHMIT MOTYT ObITh MpenyIIpeXIeHb B CKOPPeKTUPOBAHEI CBOEBpE-
MEHHBIM JIeUeHHEeM 3CTPOTeHaMH.

Cunapom Knaitndensrepa (xapuotun 47, XXY) BcTpeyaeTcsi TOMb-
KO ¥ MJIBEYUKOB.

B meTCTBe CUMNTOMATHKA HOCUT B OCHOBHOM IICHXOTIATOIOIMYECKHI
xapakTep. OTKIOHEeHHS B (DU3NYECKOM Pa3BUTHM MPOSIBIAIOTCS B [Ipe-
yGepTare 4 ImydepTaTe. ¥ O0JbHBIX 0TMEYAeTCS e BHYXOMAHOE TEJIOCIIO-
XKeHHe, B 25 % ciayd4aeB — rHHEKOMAcTUs (YBEJUUEHWE TPYIHBIX XKe-
ne3) ¥ BECoKu M poct (puc. X1.3). Jlna
OOJIBHEIX XapaKTePHBI CKYAHOCTDL HJIM
OTCYTCTBHME OBOJIOCEHMS Ha JIMLE, B
MOAMBIIIEYHBIX BIAAMHAX, HA TPYIH,
OBOJIOCEHHE JIOOKA IO KEHCKOMY THITY.
Yacto 00HApYKUBAIOTCH YTUIOIISHHbIH
3aThUIOK, THIlepTEeJOpU3M, 3TMKAHT,
BBICTYIAIONIHE HATOPOBHbIE MYIH, BEI-
cokoe HEDO, aHOMAIBbHBIR POCT 3y0O0R,
KIMHORAKTWIUS MA3UHIIEB.

Hapyxxtble nosjossle opradsl cdop-
MHPOBAHLl MO MYXCKOMY THITY, pas-
MEPBI MOJIOBOTO WieHa HOPMAJIbHBIE,
SIMUKK Pe3KO YMeHbUIEHBI B pa3Mepax.
WAMeHHO MUKPOOPXMAU3M SIBISETCS
[JIABHBIM KJIUHUYECKAM [IPU3HAKOM
3TOr0 CHHApoMa. OGBeM ISIKYIIATA CHU-
KeH, BhIABIAETCH azoocnepMust. Myx-
YYUHBI ¢ 3TUM CHHIPOMOM OeCITIOTHBL.

YMCTBeHHAast OTCTAJIOCTh OTMeYaeT-
csa B 25— 50 % cmyyaeB. CTeneHb yM-
CTBEHHOU OTCTAIIOCTH KOJIeOJIeTCsaA OT
NorpaHHYHBIX COCTOAHMHM IO IeOHIIb-
HocTh. B mcuxuke oObIYHO Ha MepBOM
IUIAHE He HApYLICHWS WHTEIeKTa, a
OTKJIOHEHHMS B 3MOITHOHAILHO-BOJIE-
Boii cdepe mo TUNY HMHPAHTUINIMA.
BonbHBIM CBOMCTBEHHB HeyCTOWYH-
BOCTb BHUMAaHHMSI, MOBBILIIEHHASA YTOM-
Puc. XI 3. Cupnpom Knaimdens-  JIIEMOCTb M OTBIIEKAEMOCT b, CHIZKEHHAE

Tepa paboToCnoCOGHOCTH, NOBBIIEHHAS
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BHYIIAEMOCTb, CHHUXKEHME MHUUMATHBHOCTH, HECTTOCOOHOCTL K NN~
TEJLHOMY BOJIEBOMY ACHCTBUIO, HEIPENOCTL CYXKIeHUIT. XapaKTepHbI
CKJIOHHOCTD K PE30HEPCTRY, NYCTOMY PACCyXKIATEILCTBY, KapUKaATyp-
HAag B3pOCJIOCTh pedH, MOYTH MOCTOAHHOE HEMOBOJILCTBO, CKIIOHHOCTE
nobpiozxare Kak ¥ B crydae cuHapoma TepHepa, B nydoepTaTHOM
BO3pacTe pa3BUBAIOTCSI HEBPOTUYECKHE PeaKLMM (Yalne BeeTo BCAeT-
CTBWE OCO3HAHUS CBOEU MATOJIOTUH ), HOCSITIME BAIPAXEHHDLINA 1 CTOM -
KUt (BIUIOTH A0 TTATOXapaKTe poOIOTHYEe CKUX DOPMUPOBAHMI JIMYHOC-
TH) XapakTep. Bo BHelllHeit KapTUHe NOBeReHUS NIPe0bamaloT TUIIo-
TUMHYECKUe U IelpeCCHBHBIE OTTEHKH HACTPOCHMS, DJEMEHTHI pe-
30HEPCTBa, pasdpaXUTeJIbHOCTh, HABA3YMBOCTH. Hepenko orMeyaror-
¢ MCKaXXeHHS B TT0JIOBOM Pa3sBUTUU (TOMOCEKCYATH3M),

B mesnoM yMcTBeHHAg OTCTANOCTA B COYETAHHH C YEPEITHO-TTALIEBEI -
MU IU3MOpGUAMU U TIOPOKAMU Pa3BUTUSL BHYTPEHHHUX OPTAHOB XapakK-
TepHa LISl KIMHUYECKOU KapTHHEL OOIBIIMHCTRA XPOMOCOMHEIX 3a00-
JIeBaHUM, BKJIfOYast KOJMUYECTBEHHEIE U CTPYKTYDHbIe HapyHIEHMS.

XI1.1.2. YMCTBEHHAA OTCTAJOCTh NMPH MOHOTEHHBIX 00JIe3HAX

MoHoreHHEBIe 3a00jIeBaHUSl — 3TO reTepOTeHHas TpyIna COCTOS-
HU, pa3aMyaolMXcsl Kak Mo cnelupUyHOCTH MyTanuH, 0cobeHHO-
CTAIM MATOTEHE3a, TAK U N0 KIMHMYECKOWA KapThuHe. K rpyrme MoHo-
TeHHBIX 3a00/IeBAHUH ¢ YMCTBEHHON OTCTalOCThIO OTHOCSTCS HEKOTO-
pEIE HacleACTBEHHBIE 3a00eBaHMs 0OOMEHA BEIIIECTB, OOME3HNA COeaU-
HUTETBHON TKaHW, M30JUPOBaHHEIE (HOPMBI MUKpOilehaTnu, THIPO-
nehanuu ¥ psia Apyrvx 3ados1eBaHUM,

Kak OB10 OTMEYEHO Bbiille, CPEAW MOHOTEHHO HACHENYEMBIX 3a-
00JieBAHUM MHOTOYUCIEHHYIO TPYILIY COCTaBAsIOT HACJAEACTBEHHBIE
IedeKTEl 0OMeHa, W B YACTHOCTU 3H3UMOMNATUM Wik (PepMEHTOIATHH.
K mavamy XXI B. uzBectHo Ooee 100 sH3uMONIATHH, 1 DOJiEE YeM TS
40 W3 HUX IPUHIUNUATBHO pa3paboTaHBl METONbl MeTUKAMEHTO3HOMN
Tepanuy WIN OUeTONeYeHUsT. PaHHSS QUATHOCTHKA M CBOEBPEMEHHO
HAuaToe JIeYeHHe TTO3BONIOT B OOMBIITMHCTBE CAyYaeB MpeaylpeiuTh
TopaxXeHWe Mo3ra (M, CIeIOBaTeIbHO, UHTEIEKTYATBHOEe HeOPA3BI-
THE) Ha TeX 3Tamax ero GOpMHUPOBAHUS, KOTAA OH OCOOEHHO VA3BHM.
HacnenyioTest 9H3MMOIIATHY Yallle BCETO AyTOCOMHO~-PELECCUBHO MM
X-CLETUIEHHO PELIECCUBHO, UX YacTOTa BAPUPYET B ITUPOKUX IIpeje-
gax (ot 1:1000 go 1:1 000 000).

TleHTpanbHBIM NATOTE HETUYECKUAM 3BEHOM 3H3UMOTIATHH SIBIISIETCS
OTCYTCTBUE WM 3HAYUTEIBHOE CHIKEHHUE aKTUBHOCTH TOTO MY HHOTO
(hepMeHTa, YTO OIOKMPYET UM BRIZHIBAET CYIIECTBEHHYIO HEIOCTATOY -
HOCTb OMNpeIeJIeHHOTO OUoXuMudecKoro Tpotiecca. [lockonbKy 60i1b-
IMMHCTBO (PEPMEHTHEBIX CHMCTEM MHOTOKOMTIOHEHTHBI, 3H3UMOIIATHU
ODBIYHO NIPEeACTABICHEl HECKOJBKHUMHU TeHeTHUeCKUMU GopMaMu. Crie-
AyeT TakKXe y4vecTh, UTO (pepMeHT MpaKTHUeCKH BCET/IA BOBJAECYEH B
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HECKOJIBLKO METADOIMYECKUX ITyTEM, YTO HENAET 3a00jeBaAHUE TI0JIU-
CHMITTOMATHYECKHM, TTOPAXAET HECKOIBKO cucTeM opraHoB. CooTBeT-
CTBEHHO 3TOMY H30JIMPOBAHHBIE HAPYIIEHUS HHTE/LIEKTA BCTPEYAIOTCS
pemKo; M3 APYTHX cHUcTeM 0cODEHHO YyacTo HopaXaeTcs 3peHHe (Mpu
TaTaKTO3EMUU, TOMOLIMCTUHYPHUH, MYKOIIOIUCAaXapHa03aX, AMaBpPOTH-
YecKOW UZHOTHM U Ap.).

OnHoif W3 Hauboee yacTo BeTpevamolyuxca (8 cpeadeM 1:10000)
1 XOpOIIIO U3VYeHHBIX SH3UMOTIATHH siBisgeTcd (penniareronypusa (OKY,
e HUITIHPOBUHOTPaHAs oyurodpenns, donezus Démmmnra). OKY
00ycoBneHa aedUiINToM GHEHUTATAHWHTHAPOKCHIA3BL (CAMOTO arlo-
depmerTa win kodepMeHTHOI cucTeMsl — HAJIDH u quruapobuor-
TeprHa). PeHWwIaTadyH TP 3TOM HE MOXET TIpeBpAalllaThCcsd B TUPO-
3WH, eTO cojepXaHue B KPOBHU TIOBBIIIaeTca (wHoraa B 35-—40 pa3), u
OH BKJIIOUAETCH B MOOOYHEBII MeTa00IUYeCKHI TIyTh (TPaHCAMHHUPO-
BaHKE), MPEBpAliasich B TOKCUYHbIE [UIS PA3BUBAIOLIEHCS HEPBHOI CH-
CTeEMbI (heHIITHPOBUHOTPATHYIO, DEHUNYKCYCHYIO KMCIOTHI ¥ IPYTHE
(GEeHWIKETOHOBBIE TPOMU3BOIHBIE.

I'maBHBIM CAEACTBUEM TOKCHYECKOTO REMCTBUS (DEHIUIKETOKMCIIOT
ABIIETCH YMCTBEHHAS OTCTANOCTL (B 65 % — mybokas, B 31,8% —
yMepenHasl ¥ TSKeas i TOnbKo B 3,2 % — jaerkas). OeHWINUPOBHHOT -
pagHas KMCI0Ta BEIAEIIETCA ¢ MOUOH, MPpUAABas € 0COObIA «MBILIN-
HBIH» («BOJIYKi») 3amax.

JebumuT THPO3HA CKA3BIBAETCS Ha OOpa30BAHUH TIMTMEHTA MefTa-
HIHA, B MCHBIIECH CTeNEHW CTpamaeT oOMeH TUpeOUIHEIX FTOPMOHOB U
KaTexoJaMuHOB. B ¢Bsi3l ¢ 3TiM y 60abHbIx ¢ DKY KoXka gelurMeHTH-
poBaHa (WM cl1abo MUTMEHTUPOBAHA), 00NMANAET MOBLIIIEHHON YyB-
CTBHUTEIBHOCTBIO K YALTPADHONETY, YACTO pa3BUBAIOTCH 3K3eMbl U AEP-
MATUTLI; BOJIOCHI CBETABIE U CBETIBINA [IBET PaIyKHOW ODOMOYKH riasa.
Yeperr (0co0eHHO ero MO3TOBAS YacTh) HEMOPA3BUT (BTOPWYHAS MHK-
pouiechanmg). XapakrepHa crienuduyeckas 1mo3a: JOKIEBLIE, Ta3006e-
PEHHBIE W KOJEHHbIE CYCTABBI CJIETKA COTHYTHI, TYJIOBHUIIE HAKIIOHEHO
Briepen. [TaTonoroaHaTOMUYECKH OOHAPYKHUBAETCH Maslast Macca Moara,
JiehEKTH MHEJTMHU3AIMY B KOPE BOJIBIIMX ITOTyLIapUil (0cobeHHO B J100-
HEBIX ¥ BACOUHBIX JOJIAX) U JPYTHX CTPYKTYpax (BHYTPECHHSS KaIlcya,
3PUTENIBHBIC TIPOBOSSIIME NYTH), AETTUIMEHTALMS YEPHOH cyOCTAHITMH.

IMcuxomarosoTUYecK KpoMe YMCTBEHHOM OTCTANOCTH OTMeyaeTcsd
HEAOpPA3BUTHUE PEUH (€€ UM COBCEM HeT, WIM €CTh OTIOEJbHBIE CJIOBA,
KOTOpbIE OONbHBIE HE COOTHOCAT C 0OBEKTAMHM), PE3KO HAPYIIEHO TI0-
HUMAaHHUE PeYd U 3BYKOIPOU3HOUIEHUE.

Hesposnorudeckass CUMIITOMaTUKA HecnelmnbUyHA: HEPEAKH 3TIH-
JIETITU(OPMHBIE TIPUINAIKHA, HAPYIUCHHUS MBIIIEYHOI'O TOHYCA, TIIOXAd
KOODAMHALMS ABIKCHUIA, MHOTO CTEPEOTHITMM, YACThI APYTHE IHAKH
3KCTpATIMPaMUIHON HEAOCTATOUHOCTH (aTeTOUHHBIE, XOpeHdhopMHbie
ABHXKEHUS).

[ToBenenue GOMBHBIX PA3NUYHO. B 0HHX CIy4asX OHO GAM3KO K I10-
JIeBOMY (JBUraTeJbHOE OECIIOKOMCTBO, HELEJeHAIIpaBieHHbBIE, HE-
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yHpaBgeMble NepeMelleHUs oT 00beKTa K 00beKTy, BeciiesibHbIe Ma-
HUITYNSIAN C TIpEAMETaMM U T./1.). B 1pyrux — NneTH maccHBHBI, BSITHI,
He 00HapyXXUBAIOT UYBCTBA TIPUBA3AHHOCTH, IJIOXO Y3HAIOT OJIM3KUX,
OXHBAJIOTCS THABHBLIM 00pPa3soM TIPU YIIOMUHAHWH O €JIE.

B HereueHBIX CTYyYasX NepBBIC MPOIB/e HUA 00HAPYXKHBAKOTCS YA
BCETo yepes 2— 3 Mecslia rocne poxXaeHus (peako paHblie), U B He-
JIOM AMHAMUKA 3200NeBaHMST HE YKIIAAbIBAETCS B UNCTO 3BONIOTUBHLIE
3aKOHOMEPHOCTH.

HapyieHue WHTEINEKTYanbHOTO Pa3BUTUS TIOKA3aHO U ¥ HEKOTO-
PBIX TeTepo3uror — Hocutenel rena OKY. [1pu 3aBenoMoit noaTBepX-
IEeHHOCTH (DAKTa TeTePO3IUTOTHOTO HOCUTENBCTBA ¥ POAMTENEH U CHO-
cOB GONBEHLIX B 4 % ciIydasgx BEISBIEHA TieTKasd MHTENNEKTyanbHas He-
IOCTATOYHOCTD, a B 6,5 % — HMXHSS TpaHHUIA HOPMBI ITO HHTEIUIEKTY
€ COOTBETCTBYIOLLMM HEBHICOKHUM YPOBHEM 00pazoBanud, Npodeccuo-
HATBHON U CONMANLHON ananTallnu.

Hauano aueTtoneyeHust (MCKIIFOUEHHE TIPOIYKTOR, CORCPXKAIUX (e-
HUJIAJIAHUH) B TIEPBBIE HEACTH XU3HM U TIPOBEICHME €T0 HA MTPOTSTKE-
Huu 10— 12 neT no3BossgeT ripuMepHo B 90 % cnydasgx rpenyrnpenuTh
PA3BWTHE YMCTBEHHOM OTCTANIOCTH, €CIM JedeHe HauWHaeTCs B cTap-
11IEM BO3pacTe, pa3BHTHE WATEIUIEKTYAIbHON HECOCTOITENIBHOCTH Npe-
IYTIPeIUTEL HE YAAETCA, HO TIOBEEHHE HECKOIBKO HOPMAaNU3YeTCo, pexXe
BCTPEYAIOTCS 3NWIenTU@OPMHEIE TIPUITATKH.

Ycnenrnoe npuMeHeHHE METMKAMEHTO3HEBIX METOLOB U IHETOTEPa-
nuu pu OKY — oauH u3 HanboNee FpKUX TIPUMEPOB METUIIMHCKOM
KOpPpPeKUMHU U IPOUIAKTHKYA OTKJIOHeHHI B PAa3BUTHI.

Fine oqauM npuMepoM Toii XKe Pyl pacCTPOUCTB IBNSIETCS] TOMO-
IHCTHHYPHSA, TTPU KOTOPOI BHEIIHUK BU OOJIBHBIX HATIOMWHAET CHH/I-
poMm Mapdana. Yactora romoimcTHHYpUn cocTasnger oT 1:50 000 mo
1:250 000.

MuHUMaTbLHBIE TUATHOCTHYECKHE TIPU3HAKKU: MapdaHOUaHBIN de-
HOTUII, IMOBLIUICHUE KOHIEHTPAllUM METHOHWHA U TOMOI[MCTHHA B
Ma3Me KPOBU B COYETAHUM CO CHIDKEHHMEM TOTO Xe TIOKa3aTells 1id
IMCTUHA, a4 TAKXKE IIOBBILIEHUEM SKCKPEIMKM T'OMOIIMCTHHA C MOYOH
(TOMOLIMICTMHYDUEL).

B ocHOBe naToreHe3a roMOITMCTHHYPUHM NEXKHT HapyIeHe 0OMeHa ce-
pocoRepXaIMX AMIHOKUCIOT. B HOpMe oaHa M3 TaKUX aMHHOKUCIOT —
METHOHHH — Yepe3 Psifl TIPOMEXYTOYHBIX CTAIUM (B TOM UHCIE TOMO-
LUCTEUMH W [UCTATUOHWH) ITePEXOAUT B UUCTEHH.

B Hacrosiee Bpemst u3BecTHO 4 (OPMBI TOMOIIUCTUHYPUM, U B OOJE-
IIMHCTBE CJIyYaeB OTMeYaeTCsl HeAOCTATOUHOCTL (PepMeHTa IHCTATHO-
HHH-0eTa-CUHTA3bl, B PE3yNbTaTe YerO IOBLIIAETCH CONEPXKAHUE B
KPOBH, TKaHAX U MOYE TOMOIMCTHHA (IIPOU3BOJHOE TOMOIMCTENHA),
a MHOT/A M MeTHOHUHA. [ToBhIIIeHHAS KOHIIEHTPALIUS 3TUX €CTECTBEH-
HBIX JUIST OpTAHH3Ma BEMIeCTB BHI3AIBAET OYATOBBIE HEKPO3H B I1OYKAX,
CeNe3eHKe, CIIU3UCTON 000/I0YKeE Xeayaka, cocyaax. [ToBpexeHus cre-
HOK COCYMOB, a TAKXKE aKTMBU3ALUS CBEPTHIBAIOILEH CHCTEMBI KPOBH
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YCUITUBAIOT TpoMBOOOpa3oBaHUE, YTO MPOABISIETCS TPoMOO3aMH KO-
POHAPHEBIX, COHHBIX, TIOYEUYHBIX apTeprii, TeHePaNM30BaHHBIM BEHO3-
HbIM TpoMO030M. DTO MOXET MPUBOAUTE K apTepUAIEHON TUTIepTeH-
3MM, PasIUYHBIM HeBPOJOTHYCCKUM HapYyLIEeHHUSM, panHeil cmepTu.

XapakTepHBIM Ul TOMOIIMCTUHYPUHU SIBJISISTCST TAKXKE YIUTMHEHUE
TPYOYATBIX KOCTEU, BOPOHKOOOpAa3HAas WK KujeBUiHAs e(opMaiius
TPYOIHOU KJIETKU, CKOJHO3, KUPO3, BLILTYCHas pedopMalivsl KOJeH-
HBIX CYCTABOB H/UJIM CTOTI, TVIOCKOCTONHE, U3MEHeHUe hopMbI U pac-
TIOJTOXKeHHsT 3y60B, a TAaKKe OCTeOTOpO3, CKJIOHHOCTH K TepeoMam,
orpaHdeHue TIOABUXKHOCTH B CYCTABAX. Y 4acTH OOMbHBLIX OOHADYKH-
BAaeTCH INMOABLIBUX XPYCTATMKA, MHOTTIA COIIPOBOXIAIOUIMICT MHOIIH -
eif, aTpoduell 3pUTETLHOIO HEepBa, OTCJAOUKOM ceTHATKM U ITAYKOMOIA.

Hepponoruyecku BLISIBJSIOTCST pa3iluHble 3HAKW O4YAroBOM naTo-
Jorud (TeMunapess!, TeMUTLIETHHU, PCXC CYHOPOTH), paccTponcrBa
ITOXOAKH. DTU HAPYHISHWS YACTO WMEIOT NTPOTPeCCUpYIOIINI XapakTep.
OrMeyaroTes TakXKe T710Xash TIePekIIouaCMOCTh BHUMAHUS, TIOHMXEH-
Hag paboToCMOCOOHOCTh, HEKPUTUUHOCTS K cebe U okpyxaomuMm. Peus
TIpeacTaBisieT cOO0H OTpaHMYeHH b HA00P KOPOTKUX arpaMMaTUIHBIX
¢dpaz, oOBIYHB HApPYIIEHUS 3BYKOIIPOM3HOLUEHWUS, CHUXKEHHbBIH CMO-
BApHbIA 3arac. Y nojgaBagioulero 0OJbIUIMHCTBA OOJbHBIX MHTENIEKT
cakeH (1Q ot 70 no 30, T.e. OT JIerKOM 10 BHIPAXKEHHOM UHTEIIEKTY-
aJIbHOI HEIOCTATOMHOCTH).

CxonmHble, x0T 1 6ojxce noyMMopdHEIe, KITMHUIECKHE IIPOsIBIE-
HUS XapaKTepHBI IS APYTHX (DOPM TOMOLIMCTHHYPHI, O0YCIOB/IEHHBIX
HapylueHUeM KO(epMEeHTHRIX CUCTEM OOMEHa CepoCOmepXKalliX aMU-
HOKHCIOT. 3a00JeBaHie HACJAEAYETCS ayTOCOMHO-PeieCCUBHO. I'eH ro-
MOIUCTHHYPHU JTOKIM30BAH B IUNIMHHOM IIeue XpOMOCOMEI 21.

[Ipu HekOTOpPBIX 3a60/1eBaHUIX (X HA3LIBAIOT «00E3HAMN HAKOM-
JIEHUS») CTpaJanT (MEPMEHTHl KATa0OMM3Ma HEKOTOPBIX BEIHECTB, B
pe3yJabTaTe 4ero nocjiegHrie HAKAIUTMBAOTCA B KJIeTKaxX, Hapyllasi BCIO
WX XKU3HENEATeNLHOCTh. [IpUMepoM MOTYT CITYKUTh MYKOIIOHCAXapH-~
Io3bl, 6ome3H, Humana— IMuka u ap.

Tak, npu Gone3nn Humana— Iluka (Hacnemyercs ayTOCOMHO-pe-
LIECCHBHO, BCTPEYAETCS OAMHAKOBO YACTO Y MaJTBYMKOB U JEBOYEK)
oGHapyXuBaeTca ne(pHIUT KUCIOW CPUHIOMUEIMHNAA3L! U HapyLIia-
eTcd 00OMeH OMHOIO U3 TUITOB JUITNIOB — cHuHTroMuenuna. [TpoIyKTs
€ro HEeIOJHOTO PAacTaja HAKATUIWBAIOTCS B KJIETKaX ITeYeHH, celle3eH~
KW, TOJIOBHOTO MO3Ta, TuM@aTHUecKuX y3aax, nuMmdbonntax. Buimend-
10T HECKOJIBKO (POPM 3a00/eRAHMS, PASTHYAIOIINXCA KIIMHTIECKH (110
BpeMeHHU Havana, TSDKeCTH BHCLEPATbHBIX U HEBPOIICUXHUYECKHX TIpO-
ABJIEHUN), U, TTO-BUAMMOMY, HEMASHTHYHLIX reHeTHudecki. Oo1ue 1ist
BCEX CUMIITOMbBI — YBEJIMYeHHE TIeYEHH U Celle3eHKH, TeHepaTH30BaH -
Hoe yBenudeHue JuMdoy3nos. Ilpy panHeM Havane 3ab601eBadUs BUC-
liepaIbHBIE TIPU3HAKKU OLICTPO HAPACTAIOT, YMCTBEHHOE W (DU3HYECKOe
pasBUTHE IPyBO 3a1epXaHo, HEBPOJIOTUYECKHE PACCTPOMCTBA OBICTPO
IIPOTPECCUPYIOT, K 00bHLIE TOTHOAIOT B Bo3pacte 3— 5 jieT. Tpu 10HO-
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WecKoi opMe NOMHUMO BUCLIEPATBHBIX CHMITTOMOB HaOMIONAIOTCS 3HA-
KU MOpaXxXeHUsi HEPBHOW CHCTEMb! (CYIOPOrd, MO3XeUKOBblE CHMIITO-
MBI U JIP.), HO OHU TTOSBIISIIOTCS MTO3HO, Pa3BUBAIOTCS MeIjleHHO. [1pu
BHUCIIEPaNbHOM (hOpMe MOPaKEeHUE HEPBHOM CUCTEMBI He XapaKTepHO.

K MoHoreHHBbIM (hopMaM oiuropeHUH OTHOCSIT HCTHHHYIO MAKPO-
nedanuo 1 00TYpanHoRHyI0 rHIpouedanmio.

Mautble pasMepsl MO3ra OTMEUaloTcst He MeHee yeM y 2,5 % aeteil ¢
WHTeJNeKTYATBHON HeI0CTATOUHOCThI0. [1pHYWHBI MUKpOTIedhUTMH MOTYT
ObITb Pa3/IMYHBIMH. /|0 YaCTh TAKMX CITyyaeB He COMpPsKeHa ¢ 3K30IeH-
HBIMH TTOPaXKeHHSIMH BHYTPHYTPOOHOTO ITePUOa U OTHOCUTCS K FeHe-
THYECKU OOYC/IOBJEHHO! «HCTHHHOM» MHKpPOLEhaTHW, KOTopas Ha-
CJIeJIyeTCsI ayTOCOMHO-PeLIeCCUBHO. Y 3THX OOMBHBIX, KaK MPaBWIo, OT-
MeuaeTcsl rIy0oKoe oblilee IICHXHYECKOe HeIoPa3BUTKHe, a HEPEeIKO TaK-
Ke CyOOpOXHBIe MPUITAIKH, liepedpanpHble ABUTAaTelbHbIE PACCTPOM-
CTBA.

HeiicTBHe pelleCCHBHOIO reHa MCTHHHOM MHKpOHedaTH MPOSIBIIS-
eTcs npumepHo U Y 10 % reTepO3UTrOTHLIX HOCUTENeH, ero MPU3HAKYU —
YMEHBILIEHHBIH pasMep yeperna u JerkKMid MHTEUIEKTYAIbHbIA nedeKT.
HekoTophIMH crelMaIMCTaMK BBICKA3biBaeTcsi MHeHue, 4yto no 10 %
BCeX C/IyYaeB KIMHHYECKU WJISHTHHHITMPOBAHHONW MHTEIUIEKTYAIBHOM
HEeJOCTATOUHOCTH OOYCJIOBIEHO TETePO3UTOTHOCTHIO MO TeHY MCTHH-
HOW MUKPOLIEhATHH.

ITpumepHo !/3 Bcex ciiydaeB BpoXAeHHBIX TMApoLiedanuit cocTaBms-
eT Hac/eACTBeHHast 00TypanMoHHasa ruapoledanust. HacnenoBanue vailie
MPOUCXOIUT 110 X-CUEIVIEHHOMY PelecCHBHOMY TUITy (T.e. BCTpeyaeTcst
TOJTBKO ¥ MaJTbYUKOB), OQHAKO W3BECTHHI CTy4au ayTOCOMHO-/IOMHUHAH-
THOTO B ayTOCOMHO-PElieCCHBHOIO Hacne10BaHWs. BHe 3aBUCHMOCTH OT
THIIA HACJeAOBAHHSI OCHOBHOM NMATOTeHETHYSCKUI MOMEHT — CTEHO3
CHJIEBHEBOTO BoponpoBoaa. OTCYTCTBHE HOPMAJIBHBIX yCJIOBHIA MIJIst OT-
TOKA 11ePebpOCIIMHANBHON XUIKOCTH W3 MEPBBIX TPEX MO3TOBBIX XKeTy-
JIOUKOB OOYCIIOBIMBAET ITPOrPEeAHEHTHYIO HEBPOJIOTUYECKYIO CHUMITO-
MAaTUKY, U Oe3 XHPYPrHUECKOTO ycTpaHeHust NedeKkTa B paHHEM BO3pa-
CTe TIPOrHO3 HeOIaroNpHUsiTeH.

K HacneacTBeHHBIM 3a001EBAHUSIM C YMCTBEHHOM OTCTANOCTHIO OT-
HOCAT W cuHapoM Mapruna — ben (CuHApoM JTOMKOU X-XpOMOCOMBI).
CuHIpoM HacieayeTcst X-ClEIVIEHHO PeLeCCHBHO M BCTpedaeTcsl B
OCHOBHOM Y MaJIbUUKOB, XOTS BBISIBJIseTCH M Y /3 KeHLHH — HOCH-
TenbHUIL reHa. Yactorta ero coctasisieT 1: 1250 —1: 5000 nuu MyKckoro
nosna. B HacTosiiee BpeMs BBISICHCH XapaKTep FCHEeTHYeCKHX H3MeHe-
HU, TeXalyX B OCHOBe 3Toro 3aboneBaHust. [lokazaHo, 4To KIMHK-
yecKWe MPOSIBIEHUST CHHAPOMA CBSI3aHBI ¢ YBeJWYEeHUEM YMUCNa TPH-
HYKJICOTHWAHBIX IIOBTOPOB LIMTO3UH~-TYaHHH-TYaHUH Ha orpelelle HHOM
yuyacTKe JUTWHHOTO Iuleda X-xpoMocoMbl (Xq27.3).

DeHOTUNHYUECKH XapaKTepHbI H0AMXouedaTbHbl Yepen, IUIMHHOEe
JIATO, OOJTBIITNE OTTONBIPEHHLIE YILHHbBIE PAKOBHHBI, BRICTYTIAIOLINIA 100,
KPYITHBIT HOC, TOJNICTHIE TyObl, MacCUBHBINA TMondoponok (puc. X1.4),
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MaKpOOPXMIN3M (yBelIMYeHHBIe SHYKH),
BO MHOTHX CJIy4asiX yBEJTHYeHHBIE KUCTH
M CTOIbl, HHOTAA THHEKOMACTHUS M OXH-~
peHue.

Hegponorrdecku yailie Bcero oTMeda-
I0TCH MBILIEYHAS TUTIOTOHUS, SBJIeHUSs
OpaJbHOM arpakcHu, rulpouedanns.

Bo Bcex ciyyasax orMedaeTcs yMCTBEH-
Has OTCTAJIOCTD, ONHAKO [NIyOMHA ee pas-
nuuHa. Tak, I OOJbHBIX MAIbYUKOB C
CHHIPOMOM JIOMKOH X-XpOMOCOMBI yM-
CTBEHHOE HeJopa3BUTHE MOXeT BapbHPO-
B4Th OT YMePEHHOI A0 miy6okoit (I1Q or
70 go 35), B TO XKe BpeMs Yy JIUIL XeHCKO-
IO I10JIa C 3TOM MATOJIOTHEll OTMedaeTcs
TOJBKO JeTKasl HHTeLIeKTyaibHasa Helo-
CTATOYHOCTb.

Puc. XI.4. CuaapoM JTOMKOM YacToit 0co6eHHOCTBIO peuH OONBHEIX
X-XpOMOCOME (CHHAPOM HBJSIETCH KIATTEPUHT-CHHAPOM, TP KO-
Mapruna— benn). TOPOM OTMeyaeTcsl ocTiellIHasa Hepa3oop-

Bornplrie yiuHbe pakosuHel, Bei- 1HMBasg pedb C IWU3pUTMHEH, IepceBepa-
cTynaomit 106, LMHHEI Hoe,  ITASIMH, TPYAHOCTSAMMU IToA00pa CI0B, pac-
MACCHBHBIA MOA00POAOK CTAHOBKH JIOTHYECKUX YAaApeHHUIA.

Hepenko otMedaetcs musoppeHONo-
JOOHAas CMMITTOMATHKA, a TAKXKe ITPOsiBJeHUs JeTCKOro ayTu3ma. Jaxe
B TeX clydyasx, KOorga B KIMHWYEeCKOU KapTHHe BedyIUM IIPH3HAKOM
SIBJISTIOTCA MHTEJUIEKTYya/lbHbIe HApylIeH!s, HeKOTOPHIE W3 CBOMCTBEH-
HBIX ayTH3My OCOOEHHOCTEW (CEH3HMTHBHOCTb, BBICOKAS Ipechllliae-
MOCTb, HEJOCTATOUHBIE KOMMYHUKATHUBHBIE BO3MOXHOCTH, WHOrIA
HaJu4He 0cOOBIX MHTEPECOB) BeCbMAa CYLIECTBEHHBI, U MX HEOOXOIH-
MO YYHUTHIBATD B TICUXOJIOTO-Ilejarorndeckoii paborte. B nnHaMuke He-
PEAKO OTMEYalOT TEHACHUMIO K CHUXKCHUIO UHTE/UIEKTYAIBHOrO YPOB-
HA, YTO, OJHAKO, TpedyeT CIei{MalbHOIO M3YUYeHHS: He HMCKIIOYEHO,
4YTO MOMHUMO OHOJIOTMYECKUX IIPUYMH CYILIeCTBEHHBI HeaaeKBaTHbIE Me-
TOAH 00y4YCHMS WM BOCIIUTaHMS, MpUMEHsIeMble Ha YIPOTSLKCHHM JUIU-
TEJBHOIO BpeMeHU (HECKOJIBKO JIEeT).

IHpumep. B cembe nepBblii pebenok — ManbuMK (Ha MOMEHT 00cIenoBaHus B
Bo3pacre 18 jer) — crpagaer cuHApoMoM Maprtiuna— bemn. Ero uHrennekr
COOTBETCTBYET BBIPAKEHHON VMCTBCHHON OTCTANOCTH, OTMEWAeTCd ayTH3M;
HecMOTps Ha OMMLIMANbHO MPU3HAHHYI0 HEOOY1aeMOCTh, B YCIOBHUAX CIElH-
ATBHOrO yYpeXAeHus Uist feTel ¢ ayTH3MOM YHATOCh ChOPMHIPOBATh HABBIKK
peYH, NMUCbMa, YTeH#s, OniTOBbie HABBIKM; OYIyYd MY3BIKAJTBHBIM, pebeHOK
OBJIaJeN 3TeMEHTAPHBIMH HABBIKAMH WIPH Ha oprennaHo. B reuenne roma
paboTas TBOPHHAKOM M YOOPIIIMKOM CITyXeOHBIX MOMELIeHUH, ¢ paboToii cripaB-
JIAJICSt YAOBIETBOPUTEIBHO, HO TpeGoBal MOCTOSHHOTO KOHTPOJIS. YPOBEHb €0
COIMANBHON afanTauyiyi UCKIII0UaN BO3MOXKHOCTh CAMOCTOSITENBbHOM KU3HU.

182




Ponurenu obGpatuinck 3a MeJUKO-TEHETHYECKOW KOHCYJIBTALIUER B CBSI3U €
>KeJIaHUEeM MMETh BTOPOro pebeHKa, BelH orpeneneHbl BepOSITHOCTD POXAEHUS
O60MBpHOTO pedeHKa 1 Mepbl KOHTPONA TeyeHu s OepeMeHHocTH. MccnenoBanusa
B X0Jie TNocnefoBaBlieii OepeMeHHOCTH (I1000M MYXXCKOTO T101a) JaIM [10/10-
>KUTeTbHBIEe Pe3yaAbTaThl Ha HAIMUME CUHIPOMA IOMKOH X-XpoMOCOMBI, U Oe-
pPEMEHHOCTb ObUTa mpepBaHa; naroMopdoNoTHYECKHE UCCIETOBAHNS TTOTHOC-
TBHIO MTOATBEPIUAM TIPABWIBHOCTD 1TPEHATATBHON JHATHOCTUKM.

Tperbst OepeMeHHOCTb, KOTOpas TakXke MpoTekala MOJ MeIuKO-TeHeTH-
YeCKMM KOHTpOJIEM, 3aBEepIINIACcCh POX/IEHHEM HOPMaIbHON JeBOYKH, U ITOC-
JeAYIOUTMN MATWIETHHI KaTAMHE3 YKa3biBaeT Ha OTCYTCTBHE Y pebeHKa cyile-
CTBEHHBIX OTKJIOHEHUI B YMCTBEHHOM M QU3NUECKOM Pa3BHTHU.

Cpemu MHOroob6paszHBIX ¢GOpM YMCTBEHHOIT OTCTJIOCTH MOHOTEH-
HOM TIpUpOJBI BBIACIAIOT TaK HaszbiBaeMbIE KCEpojepMHUecKHe Gop-
MBI, TIPH KOTOPHEIX MHTEJUICKTYAJIBHBIH Ae(EKT COUETAeTCs ¢ Iopaxe-
HueM Koxu. [TpuMepoM 31X 3a601eBaHUil gBagiOTCa Helipodubpoma-
TO3 U TYOEPO3HHBIHM CKIEPO3.

s neitipodudpomarosa (donesnn PeknunrayseHa) XapaKrepHo Ha-
JIMYHe MHOXecTBeHHBIX ONyXoJeil Mo Xoay nepH@pepuyecKux HEPBOB,
OIyxoJiel 1IeHTpaNkHON HEepBHOW CHCTEMBI, OPTaHOB 3pEHWUS, BHYT-
pPEHHHX OpPTaHOB, OTMeYaloTcs] TTUTMeHTAIWsT KOXHY, KOXHBIe HeBYCHI,
KOCTHHEIE aHOMAaJTUH.

PaspepryTtas ¢opma HelipodubpoMarTosa BCTpewaeTCs ¢ 4acToToH
1:2500—1:3000 HOBOpOXIECHHEIX, HAaCJEAyeTCS ayTOCOMHO-JOMHUHAHT-
Ho co 100 %-i1 neHeTPaHTHOCTBIO U BapuabeIbHOMN 3KCIPEeCCHBHOCTEIO.

B HacTosiimee BpeMst BBUIETSIOT IBe (opMbl HelipohHOpoMarosa:
KJIACCUUECKYIO Tiepudepuueckyio (HeilpodrbpomMaros 1), reH xoTopoit
JIOKanu30BaH Ha 17-# XpoMocoMe, W HeHTpalbHYI0 (opMy (Helpo-
¢bubpomaros 1I), reH KoTopoit HaxoTHTCS Ha 22-# XpoOMOcOMe.

MuHHMaIbHBE HArHOCTHYeCKHe ITPH3HAKK HellpohubpoMaTosa: Ha-
JHYHe Ha Koxe Gosiee S MsaTeH «1iBeTa Kode ¢ MOJIOKOM» AMaMETPOM He
MeHee 15 MM; 1Be M Holee HEHPohHOPOMBI; ITHOMA 3pUTEILHOTO HEPBA.

3abosieBaHKe IIPOABISIETC C POXIASHUSA HIH B MIEPBOE JeCATHIICTHE
KU3HH 00pa30BaHHEM HA KOXe MUTMEHTHBIX MSITeH, pasMEP H YHCIO
KOTOPBIX NIOCTeTIeHHO yBeNHUHBatoTcs (puc. XI1.5, @). IlaTHa nokanusy-
FOTCS1 Yallle BCEro Ha 3aKPbITBIX YYacTKax KOXH (Ha CIIMHE H OOKOBHIX
YYacTKax TyJIOBHUUIA, a TAKXe B NTOAMBIILEYHBIX U AXOBbLIX 001aCTIX).
KoxHEIe H IToIKoXHBIEe ONYXOMH pacIioNaralorcd Mo xoay nepudepu-
yeckux HepBoB (puc. X1.5, 6). Hanbomnee xapakTepHbI TJIMOMbL 3PHTENB-
HOTO HEPBA, BO3MOXHBI HEeWpopHOpOMBl Ha BeKaX, KOHbLIOHKTUBeE,
pOTOBHIIE T71a3, panykKe. Eciy oImyxolu BO3HUKAIOT BHYTPU OpOUT, TO
OHY MOTYT CIPOBOLIMPOBATE NTO3, NApaJIvY ITIa3HBIX MBI Pexe Bo3-
MOXHBI CKEJIETHBIe HapyllleHUs (KUdo3, CKOTHO3, HAPYIICHHS TPYyO-
YaTBIX KocTel M Jip.).

ITopaxeHus HepBHOM CHUCTeMBl pa3HooOpasHEI MO CIIEKTPY, Bbipa-
JKeHHOCTH W JUHAMHKE, YTO ollpeneligeTcs JIOKaTU3anueil 1 pa3MepoM
HOB0OOpa3oBaHUNA. OTHKUM M3 NPOSBICHUH JOKMIU3ALUH UX B HEHT-
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a 6

Puc. X1.5. Heitpogubpomaro3s PexmrHrayzeHa:
a — NUTMEHTHHIE TISITHA Ha KOXe peGeHka; § — KOXKHbIE OMyXOAH Y B3POCIIOro 60a5HOIo

PAIBEHOM HEPBHOMW CUCTEME ABJISETCS CHUXeHWe UHTEUIeKTa, Hapyuie-
HHe NMaMITH, BHMMAHWS, MHOrIa CYIOPOXHLIA CWHAPOM. 3T TIPU3HA-
KM MOTYT MPOSIBAATLCS He Y BeeX DONBHBIX, HAYMHAIOTCS OHU C HE3HA-
YHTEIBHBIX [IPOABIEHUH, HO, TOCTENEHHO HapacTasi, MPUBOAAT K pac-~
CTPOMCTBAM peuw, ocabeHIIO OTAEAbHBIX BBICLIMX ICUXWYEeCKUX (HyH-
KLU 4, KaK ClejCTBUe, K TPYTHOCTIM ofydeHus. C TedeHueM BpeMe-
HH BO MHOTHX CIy4asx HIKOJBHbIC TTpo0aeMbl HApacTaT, yCyryons-
I0TCSl IMIHOCTHEIMM OTKJIOHEHUSIMH U MOTYT IIPUBOIUTDH K TICPEBOLY
Ha nporpaMmbl 6oJlee HU3KOro YPOBHsS (M COOTBETCTBEHHO B CliellH-
anbHYI0 (KoppekiMoHHy1o) mkony VI Buaa) M/WiM MHIMBUAYAIb-
Hoe o0yJeHue.

XapakTepHOM 0co0eHHOCTHIO Helipodubpomarosa I Tuna genserca
00bpa30BaHUE OITYXOJICH YEPEMHOMO3TOBBIX HEPBOB U CITHHHOIO MO3T4a.
B iimHMyYecKol KapTuHe Ha IEPBOM IUIaHe pa3IMyYHbIC HEBPOAOTHYeC-
KHe pacCcTpoiCTBa, MPOrpeccHpyolice CHUXXKeHUe MHTEUIEKTa U pac-
a1, ICUXWKY B HejioM. KoxHeIx onyxoieit u mepudepiyecKux Helpo-
GudpoM, Kax MpaBuio, Her. Aaa cnenuanbHOM NEeJaroruku 3TOT THH
3a00JIeBaHUsA CYLLIECTBEHHOIO 3HAYEHUST HE MMEET. 1

MUHUMaNbHBMH AUATHOCTUYECKUMHU IIPHU3HAKAMHU TYOepo3HOTo
ckiepo3a (6onestp bypHeBULIA — [IpHHTIA) ABIIIOTCA aHIMOPHGPO-
Ma JIMlla, CyAOpOTY M YMCTBEHHas OTCTaNOCTh.

YacroTa TyOepo3HOro cKiieposa MpH POXACHUH COCTABIACT IIPH-
MepHo 1:10 000, cpenyu Bcero Hacenesusi — ot 1:30000 no 1 : 100 000.

S—
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80 % caydaeB cBsI3aHBI C MyTayuei de
Nnovo, MEXaHW3M HacleJIOBaHHs ayTo-
COMHO-IIOMUHAHTHBIM co 100 %-i1 me-
HETPAaHTHOCTHIO U BapuabesibHOM 3KC-
MPECCUBHOCTERIO.

IIpoasrasierca 3abojeBaHHe B BO3-
pacte 2—35 naeT vame Bcero (93 %)
CYOOPOXKHAIMH TPHIAAKAMHU Pa3fIny-
Horo THNa (Gojpliive, Majibie, canaa-
MOBHL H 11p.). M3 1pyrux HeBPONOTHU-
YEeCKHUX HApYTHEHHIH BCTpEYaloTCs THA-
pouedanus, NUPaMUAHBIE U 3KCTpa-
MHUPaMUTHBIC CUMITTOMEL. B rojloBHOM
MO3re — B CTEHKaX XeJ[yI0YKOoB, MO3-
XeyKe, 6azajibHBIX FaHrIusaX oOHapy-
KMBAIOTCS MHOTOYMCIIEHHBIE KATBUM-  Prc. X1.6. TyGeposHbiit cKiepos.
duKatbl. YMCTBEHHas! OTCTAJIOCTb 00HA- TIopaskenye KOXH MeK B Biac «6a-
PYXHUBAacTCA HPpHMMEPHO B 3/ 4 CJIy:{aeB 60YKM», LIATPEHCBBEIE YTOTIMEHUS
H MOXCT BapbUpOBaTh OT JACTKOU 10O KOXH, TIMITMEHTUPOBaHHbie U Je-
BBIpaXEHHOM cTerieHU. Pa3nnyHa 1 ee  THIMCHTHDOBAHHAIC TATHA Herpa-
CTpYKTypa: B OJHOM YacCTH C/IydYaes BUIbHOM POpMEL
npeobaaga0T SABJICHUS HEQOpa3BUTHS
C CoXpaHeHHeM THITMYHOI it oaurodpeHmdeckoro nedekra uepap-
XMYECKOH CTPYKTYPO#, B IPYTOi YacTH HA TIEPBhIN IUIAH BRIXOAAT [IPO-
UECCYanbHEIE IBIEHUA HEMCHIIHU.

Eciv roBoputs 0 mmopaxeHusIX KoXH, TO 3To npexae Bcero (70 %
cayuaeB) aHTHOGMUGpoMa HIeK B BHIE «0a00UKU» (KpacHBIC U PO30OBHIE
TaITy/Tel), WArpeHeBast KoxXa, JeMUTMEHTHPOBAHHEIE MATHA, KO(EHHbIE
IISITHA, TTOIKOXHBIE (hHOPOMATO3HbBIE Y3eaku 1 ap. (puc. X1.6). B spurtennb-
HOI CHCTEME BCTPEYAIOTCST ONYXONCBUIHAIE H3MEHEHU CETIATKH, HHOT-
Ja TIayKoMa. 3HaUMTeNbHO Yaile, YeM B CPeXHEM B IIOI1Y/IAIINH, BCTpe-
YyaTCcs KaK T0OpPOKAUYECTBEHHBIE, TAK M 3OKAYECTBEHHBIE OIYXONHU
Pa3IMYHBIX OpraHoB. TeueHue 3a00MeBaAHMS TPOTPECCHPYIONILE, GOMb-
HIMHCTBO OONBHEIX yMUpaloT B 20— 25 jeT.

XI.1.3. ¥YMcTBeHHASI OTCTANIOCTD HpH AM3IMOPPHILCKHUX
CHHAPOMAX

Cunnpom Ilpanepa— Bunm Obl1 BBIENEH B CaMOCTOATENEHOE 3a-
6onesanue B 1956 r. OCHOBHBIMY KJIMHMYECKMMHU TIPOSIBIEHHIMU CUH-
apoMa SIBJISTIOTCSl MBIIIEYHAs] TUTIOTOHMS, TMTIOTOHAIU3M, OXHUpPEHMUE,
YMCTBEHHAs OTCTAJIOCTb, YMEHBIICHHBIE PasMEpH KHMCTEH M CTON U
MHOXECTBEHHBIEC IPU3HaKKW qucMopdorenesa (puc. X1.7).

B HacTosniee BpeMst YacTOTa CHHAPOMA CpeIy HOBOPOXKIEHHBIX OLle-
HusaeTcg ipuMepHo 1:10000 go 1:20000; Maipyuky U JIEBOYKH 6O-




( IS N B JIEIOT o/IMHAaKoBO 4acto. CuMHIpPOM
[panepa — By siBsieTes: KJaccu-
YeCKUM ITpUMepPoM OONe3HEH UMII-
- puuTHura (cM. 171, X, pas3n. «Hacnen-
o HT CTBeHHbIE 0oJie3sHU C HeTpaauLIMOH-
P HbIM TUTIOM HacleaoBaHus»). TeHe-
) 1 THYECKH CHHAPOM Ie¢TEPOreHeH, HO
£ s ‘ 6ojbIIas YyacTh CJIy4aeB CBA3aHA C
! - i HAac/eA0BaHUEM BHYTPUXPOMOCOM-
L, - | HOI AeJelIMY KPHTHIECKOTO Perno-
b ! Ha MIMHHOTO IUIeYa XpOMOCOMBI
7 15(15q11-gq13) oTHOBCKOIO HpOMC-
- XOXIEeHUS.
= B xi1MHHYECKWX NpPOSIBICHUAX
MOXHO BeIAETUTE ABe (asbl. [Tepsas,
paHHss (aza BKIIOYAET aHTeIe prHa-
TalbHBIA OEPUO M IIEPBBIE ABa oA
XKWU3HU OOJBHOTO M XApaKIepu3yeT-
cs ci1aboil MOoABUKHOCTRIO TUIONA,
HWU3KHM BecOM IIpM poxXIeHUH (B
: cpenneM cocTtasagommM 1900 r),
. . OIaCHOCTbIO pa3BUTHs acUKCHH B
pe3yabTate rmyO0oKoi runoToHHH. B
HEeOHATATHFHOM HEPHOC OTMEYAIOT-
cs Turopednekcusa, OpobIeMH,
CBA3aHHBIE C KOpMJeHHeM (J1eTH
IJIOXO COCYT M3-3a cIaboCcTH coca-
TeNIbHOTO U INIoTaTeIbHOTO pediaek-
coB). JleTH TOYTH He COBCPHIAIOT
CITOHTAHHBIX JABWXEHUI, TPyOO OTCTAIOT B PA3BUTHMM CTATUYECKUX U
JIGKOMOTOPHBIX (PYHKIIMIA. B THIIMUHBIX Cliyyastx JeTu ¢ cunapoMoM Ipa-
Aepa— BWutd HauMHAIOT IepXKaTh TOJIOBY HE paHee 4eM B 6 Mecsles,
CHJAETh — TIOCJIE roda, XOOuTs — Ha 3—4-M rony.

ITo poctuxenuy [,5—2 NeT NpogBleHWs] MBILICYHOH TMITIOTOHKH
CMSITYAIOTCS, PA3BUBAETCS HEXKOHTpoIupyeMas Ionvidarust: GonbHBIE
[TOCTOSTHHO MCIBITRIBAIOT YYBCTBO [0OA0a, MOTYT €CTh HPAKTAYECKM
HeNMpepsIBHO. BBICTPO pa3BKBaeTCs OXXUPEHNE, Macca Tella MOXeT Ipe-
BBIIIATH HOPMY B 2 — 2,5 pa3za. ZKHMp OTKJIAAbIBAaETCS MPEUMYILECTBCHHO
Ha TYJIOBMILEC U ITPOKCUMATBbHBIX OTAEIaX KOHEYHOCTEH. ¥ MaJIpUUKOB
OTME4aeTCs THTIOIUIA3US TI0JI0BOTO YWeHa M MOIUIOHKH, KPUIITOPXU3M
(HeomylieHMe IUYeK B MOIIOHKY), YV I€BOYEK — THIIOIIa3Ksl HOJOBAIX
ry0. ¥ GOJIBIIMHCTBA XKeHIINH — aMeHopest, B 50 % cly4aeB — ryIion-
naszus MaTky. M3 mpu3HakoB aucoMOpuoreHesa y 0ONbHEIX Hambosiee
H4CTO perucTpUpyloTes aoauxolledanusl, TUINEPTEIOPU3M, DITHKAHT,
MUHIAIeBUIHBIM pa3pe3 DTa3HbIX LIeei, «Kapimii» poT, BEICOKOE HEDO,
TUITOTIMTMEeHTAlAS ¥ AaHOMAJIUU 1ePMATOTITHGhUKH.

Puc. X1.7. Cungpom Ilpamepa—
Busnu.

OxupeHHe, TMIIOTOHAU3M, MATCHBKUE
KHCTH # CTOTIbI

186

——



TTourn Bce GonbHbIC ¢ cuHApoMoM [Ipagepa— Buinw — yMcTBeH-
HO OTCTaJible, HO OLEHKH [Q MOIyT KonebaThcd B IHPOKOM AHAIa30HE
(20—90). YacTo MHTEITEKTYaNbHBIE TPYAHOCTH TIPEACTABIAOTCS 60-
nee BBHIpaXeHHBIMHW, YeM OHM €CTh HAa CaMOM Jelle, W3-3a TOBBIIIEH-
HOU ApecHIaeMOCTU ¥ YTOMIISIEMOCTH. EciiH yYuThIBaTh 3TH OCOOECH-
HOCTH IIpH ITIOCTPOEHUH yieOHOTI0 IIpolecca, TO MOXKHO J00HUThCS 3HA-
YUTENBHO GOMNBIIEro Mporpecca B CPaBHCHUU C UCXOTHO OKUAAEMbIM.

bonbHBIE, KaK TIPABUIIO, J0OPOIYITHEL U JIOOpOXKENaTeIbHbI, Ge3bl-
HULUUATUBHDBL, YACThI PE3KHE HEMOTHBHPOBAHHKIC CMEHBI HACTPOEHUS.
OcobeHHOCTH 3MOLMOHANBHON cepbl B psAle CIY4YacB TIPUBOJAT K
OMUBOYHOMY TUATHO3Y «ayTH3M», XOTS ayTHCTHYECKHE 4ePThI JIMYHO-
CTU BCTPEYAKOTCS HEPEIKO.

TTpogonxutenbHOCTE XKM3HU OONBHEIX B CpPelHEM cocTarisieT 25— 30
qet. JIns1 B3pocnbix 60JBHBIX Ha (DOHE YMCTBEHHOH OTCTATOCTH pPa3ivy-
HOM CTEeIIeHHU TSIXECTH XapaKTEPHH 3MOLHOHANBHASI HEYCTOMYHBOCTD,
rutiepgarus, CHIKEHHAS TT03HABATe/IbHAN CITOCOOHOCTD U MOTOPHAS
aKTHBHOCTD.

CunnmpoM AHreIbMaHa BRIICICH B CAMOCTOSTENLHOe 3a00JIeBaHe B
1965 1. TIepBOHAYATBHOE €0 HA3BAHUE — CHHAPOM «CYACTIMBOM KyK-
JIbI» U3-34 XapaKTePHBIX KITWHUYECKUX TIPOABICHII: IIPUCTYITHI HEKOH -
TPONHUPYEMOTO CMeXa, Pe3Kue CYTOPOXHBIE OBUXKECHUA PYK, HEOOBIY-
Hasl OXOAKA, XJOTaHbe B JIAJOIIM H clieigndeckas rpumaca. Haspa-
HHE «CUHAPOM AHTenbMaHa» oH ronydmn B 1982 r. Ero vacrora co-
crapiseT 1:20 000 HoBopoxaeHubx. Kak u cuHapoM Ilpanepa— Bui-
JTA, OH TIPSACTABNSACT cobOM omHy U3 boJie3Hel UMITPUHTHHIA (CM. 1. X.
pa3n. «HacnencTBeHHbIE GONIE3HH C HETPANHIIMOHHBIM TUTIOM HACTEN0-
BaHMA»). Ero BO3HUKHOBEeHME y pebeHKa 0OyCI0BICHO HACACIOBAHUEM
BHYTPUXPOMOCOMHOM JIeIeIIMH KPpUTHUECKOTO PETHOHA JUTMHHOTO TIcya
xpoMocoMbl 15(15q11-ql3) MaTepUHCKOTO MPOUCXOKITCHHUS.

OCHOBHBIMU KJIMHWYECKUMH ITPOSIBIIEHUSIMUA CUHAPOMA AHTEIbMa-
Ha SBJSTIOTCS] 3a/IEPXKKa YMCTBEHHOTO M MOTOPHOTO pasBUTHSI, aTaK-
CHUU, TUNMIOTOHMSA, TUIIEPKUHE3NS, HEMOTHBHPOBAHHBI cMex. Haubo-
Jiee YacThie TPU3HAKK AW3MOpQOTEHE3a [1IPU CHHAPOMe AHreJibMaHa —
MHKpoOpaxuiledanys, YIUIOWCHHBIH 3aTbUIOK, OOJIBLIAS HIDKHSS de-
JOCTh, MAKPOCTOMHSI, YACTOE BHICOBLIBAHHE A3blKa, peakue 3yOH U
THUITONMUTMEHTAIUS KOXHBIX TOKpoBOB 1 BoJoc (puc. XI.8).

ITo Mepe pocta pebGeHka 0ojiee 3aMETHB! CTAHOBATCH HapyLIeHUs
peYeBOT0 PA3BUTHS, TIOCTENTEHHO HAPACTACT TSLKECTh HEBPOJIOTHUYECKOIT
CUMITTOMATUKU U YMCTBEHHOI OTCTANMOCTH, KOTOpAsl JOCTUTAET B HE-
KOTOPBIX cAy4dasiX CTelIeHU WAMOTUH.

Hawubonee xapakTepHbIMY TPHU3HAKAaMH cMHAPOMA BuibAmca (cuH-
JIPOM «Inua 37bGdar, MIUONATHICCKON THIEPKANLIUEMIN) SIBISIOTCS
HEOObIYHOE JIMIIO, HANKIIATIAHHAIN CTEHO3 a0pThl UJM JIETOUHOH apTe-
PUM, IOBLILUEHHOE CcOolepKaHpWe KATbIUsl B Id3ME KPOBH.

[TonynsumonHas yactota 1:10000, pactipeaeneHue IO Moy pas-
HomepHoe. [TpenronaraeMeiii THIT HACTENOBAHUS AyTOCOMHO-JOMMWHAHT-
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Puc XI 8. Cunapom AHrenbMaHa y 1ByX OpaTbeB.

Mukpobpaxunedanus, Goapiiias HUKHAS 4eAI0CTh, MAKPOCTOMMS, PeAKHE 3YObL,
TOHKast BepXHsia TyDa, rHIonerMeHTanus

HEIH. JI19 HOBOPOXAEHHOIO XapaKTEPHBI Maslble BETWUMHLI aHTPOITO-
MeTpHYeCKHX IToKazaTejei {HanpuMep, Macca Teia oObIYHO He TPeBHI-
maeT 2700 r), B gajbHeileM pasBUTHH Becera OTMeYaeTcst MaJIbIiA pocT.
W3 npyrux ocobeHHOCTEl HeOOXOOMMO OTMETHTEH MIHKAHT, KOPOTKMM

Puc. X1.9. Cunapom Bunbsimca.

DNHUKAHT, OTKPBIThIe BIiepe/ HO3NPH,
UIHPOKAS BEPXHsS 4eNIOCTb, NMO.IHDLIE
1HEXH, MAKPOCioMus
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HOC C OTKDPBITBIMH Briepe] HO3APSIMH,
HIXPOKYIO BEPXHIOK W MAJTEHBKYIO
HMDKHIOIO 4edI0CTH, MaKpOoCTOMHUIO,
TOJTHBIE 1LEKH, OTTOIIBIPEHHBIE VUK
(puc. X1.9). ¥ Bcex OOJIBHBIX OTMEYAET-
Ccsl UHTEIeKTyalbHas HeA0CTaToY-
HoCTh: uanle seero 1Q B npenenax 30—
50 (41O coOTBeTCTBYET UMOEIMIBHOC-
TH), HO BO3MOXHbi 1 DoNee nerkvie (Ha
yposlie nebunbHocTH) ciydand. Peus
BONLHBIX ¢ cUHIAPOMOM BuabsiMca
HMMeeT JTIOBOJTLHO OOJBIN0I cIoBapHbIA
3ariac, 0OMbHBIE 0OBIYHO CJIOBOOXOTIN -
Bbl, TOBOPJIHMBEI, HO pedeBas IMpPOAYK-
LIMST, TIO CYLIECTBY, NPERCTABISIET CO-
6oit Oonee MK MeHee OOLUMPHBIA Ha-
00p pedeBbIX LUTAMITOB, YIOTPEOISAEMBIX
4acTO HeBIIOIA/l, BHE CBSI3M C CHUTya-
umeit. JIMYHOCTHO [ETH C 3TUM CHHJI-
POMOM OOBLIYHO NOOPOLYIIHEL, TIPUBET-
JAUBBl, NOCAYLIHBI, Y OOJBIIWHCTBA
MIPHUCYTC1BYET XOPOLIHIT MY3BIKATHHBIN




ciryx. OTMedaloTcsi pasHooOpasHbie He-
BPO30M0J06HbIEe paccTpoiicTra (CTpa-
XM, HABS3YKMBOCTH, SHYpE3 U T.11.).

B uikonbHOM 00y4eHUH NETH Me-
HEe YCIEIIHRL, YeM 3TO MOXHO OBIJIO
OBl TIPEANOAaraTb NCXOII U3 UX JIMY-
HOCTHBIX OCOOeHHOCTEH 1 YPOBHSA HH-
TeJJICKTa, W3-3a TPYIHOCTe! OpraHu-
3a1[M1 Y9eBHOIo U TPYIOBOYO IPpoLiec-
COB, TIOBBIILIEHHON YTOMJIAEMOCTH W
npechIaeMOCTH.

Cuuppom Kopaemu i Jlanre serpe-
yaeTcsl ¢ yacToToif 1:10 000— 30000
HOBOPOXHeHHbIX. ['eHeTIMeCcKM CUH~
IpOM, ITO-BHAUMOMY, TE€TepOTEHEH.
BonenivucTBo chyuaes cropanuye-
CKMe, B pdae clydaeB oOHapyXusa-
JOTCI MUKPOCTPYKTYPHBIE XPOMOCOM-
HBIE TepecTpOilKM, BOBJIEKAIOUIME

Puc. X1.10. Cutapom Kopuenvu ne

Jlanre.
Y4acCTOK JJIWHHOTrO 1ieda XpoMoCcO- C
MEL 3(3q26.3). uﬂod)ru»m, JUIMHHbIE PECHULIbI, Md-
C JICHLKUM HOC C OTKPHITbIMH BIiEpen
“HI‘[EOM XapaKTepH3yeTCA MUKPO- HO3APSIMH, JUIMHHBIA (QUIBTP, GOJIb-
uedanvel (yame B coyeTaHuu ¢ OGpa- WHe TPOMEXYTKH MEXY 3y0amu

xuuedanrei), ocobeHHOCTSIMU JIMTIA

(cpocuiveca 6poBM, IMMHHBIA QUILTP, TOHKAS 3arHyTasi BHYTPb Bepx-
Hes1 TyOa, BRIBEPHYTHIE HAPYKY HO3IPU), TMHEPTPHX030M (puc. XI.10).
Hpu poxmeHun Macca Tejla, Kak npaBwwio, B npegenax 2100 — 3200 r,
B JaJbHEHIIEM OTMe4YaeTcs] OTCTaBaHUE B pOCTE,

XapakTepHsl OCOOEHHOCTH CTPOEHUS KUCTU: [-i Manel pacrnoio-
XKeH APOKCHMAJIbHO, 2-11 magell HeoOBIYHO KOPOTKWi, MU3HHEL[ MC-
KPMBJIeH; UHOTAA OTMEYACTCs OJIMTOTAKTHITHS

Jnsa 6oneeix ¢ cuHApoMoM KopHenuu ne JlaHre xapakTepHa WH-
TeJUIEKTYaJIpHAasA HenoCcTaToUHOCTh. [1puMepHo B 80 % Bcex clyyaeB CUH-
JPOMA PETUCTPUPYETCS YMepeHHasi M TSXeJlass YMCTBEHHas! OTCTATIOCTh
1Q (30—50), HO ecTr ciyuan u ¢ Bosiee BRICOKUMU NokazareasiMu 1Q
(75— 80). Yacto oGHapyKUBAETCA CKJIOHHOCTh K aTPeCCUBHBIM (pop-
MaM TOBeJieHUS (0cODeHHO K ayToarpeccum), CTepeoTHIIMM, MHOTHA
HabMIOAAI0TCS CYNOPOXKHEIE ABICHUS.

Cmmapom Pyounmrreiitna— Teii0u xapakTtepusyercs MPOTpeccnpy-
I01Eeil YMCTBEHHOH OTCTAJIOCTBIO, Mquoue(bannem IIUPOKUMN KOH-
LeBbIMU (paaHraMy [epBhiX NMaTbeB KUCTEH W CTOM, XapaKTepHbIM
TWAIIOM, OTCTaBaHKeM B pocTe (puc. XL.11).

CuHapomM Py6ouniunreitta — Teibu BcrpedaeTtcs ¢ yactoroit 1:25 000 —
30000 nOBOpOXAEHHBIX. IlpennonOXKUTENbHO CUHIAPOM HacjeayeTcs
ayTOCOMHO-JIOMWHAHTHO, T'eH JIOKATH30BaH B KOPOTKOM IUIEYE XPO-
MOCOMBI 16.

189




a 6

Puc. X1.11 Cusapom PybumiirmeitHa — Teitou

a — mukpouedanus, opaxunedaius, NPUNOIHATHE GPOBH, AHTHMOHIOJIOMAHbIM Da3-
pe3 ITIAa3HBIX 1Ue/led, TOHKas BepXHss Iy0d, BEIpaxeHHE JIULA, HaTIOMUHAIOee YIbI6-
KY, 6 — paculMpeHue U YKOpOdeHHe KOHLEeBHIX (pajlaHr mallbleB KUCTER

Knunandecku otMeuaeTcsd Mukporedannst, Gpaxuedanus, nésaHee
3aKpBITHE OOABIIOTO POJHAYKA. XapaKTepHEIMH 0COOEHHOCTSIMH JIAIIA
SIBJISIIOTCS] BRICTYIAIONW J10O, HM3KUI POCT BOJIOC, ITPUTIOTHATEIEC AY-
roobpasHeie OpOBY, aHTUMOHTOJOHIHEINA paspe3 I1a3, ATUHHBIE pec-
HHMIB, YMepeHHas peTporHatisd. KoHUMK HOca 3arHyT KHH3Y, BO MHO-
THX CIOyYasix KpbUlbsl HOCA THIIOILIA3UPOBAHEI, BEPXHAS Iyda TOHKas.
OTMeuaeTcs ckoeobpazHoe, HarloMUHAaIIee YIRIOKY BEIpaKeHyie UL
(cM puc. X1.11). MHorma sBcTpeyaetcs areHe3mst MO30JIHCTOro Tena. B crpo-
eHHH CKeJieTa BRIABJSIIOTCS TakMe OTKIOHeHHS, KakK JOopro3, Kudos,
aHOMaJTM pedep, IPyauHbl. 110pOKY pa3BuTHsI BCTPeYaloTCs U BO BHYT-
peHHMX opraHax: JedeKThbl MeperopoloK cepila, arwia3usd (OQHOCTO-
POHHSS) TIOYEK, [1ATONOTHSI MOUYETOYHHKA, MOUYEBOTO ITy3bIps.

YMCTBeHHAas] OTCTAIOCTh, KAaK IPABWIO, TIyOOKas, HO HM3BECTHBI
cJTy4yau IorpaHUYHOTO CHUXKeHHs uuTe/UiekTa 1Q (70— 80). B nekoro-
PBIX CIydasix GoNIbHBIE CKJIIOHHBI K aTPECCHBHBIM pPeaKIIMSIM, ayTOTpaB-
MaTH3MY, 4acThiM acdeKTUBHBRIM BenbliikaM. B 25 % chydaes BcTpeya-
€TCSA CYIOPOXHBINH CHHIPOM.

X1.1.4. MynnrudakTopaaibho 00ycaoBleHRasd YMCTBEHHAA
OTCTAJIOCTD

JT1OT BUA YMCTBGHHOﬁ OTCTAJTOCTH U3YYEH B HACTOALIEEe BpeMs] HE-
AOCTATOYHO. HOJ'[KFBK)T, 4YTO OHA HacCAeOyeTCsd Ha OCHOBE aAUTHBHOTO
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(cymMMapHOTO) AEHCTBUSI MHOTUX TEHOB (HAC/IEACTBEHHAs KOMITOHEHTA
WJIV NIPeApacloNIoXEeHHOCTb) U CPELOBRIX HakropoB (HEHACHEICTBEH-
Hasi KOMIIOHEHTa), YTO TPENITCTBYET HOPMAILHOMY MHTEIIEKTYalb-
HOMY pa3BuTHiO pebeHka. Takast popMa, TTO-BHAMMOMY, BCTPEUAETCS
yacto Ilpu Hel, KaK IpaBWio, HE OTMEUAETCS HEBPOJOTMYECKHUX Ha-
pYLIeHUH, SIBHBIX MOP(DOJIOTUIECKHUX OTKJIOHEHWH, HHTEIIeKTyalIbHast
HEAOCTATOYHOCTH T10 CTEINEHM MPAKTHUUECKH BCEraa Jerkast ¥ HeoCaoX-
HEHHas 110 CTPYKTYpE.

Taxym 06pa3oM, HACIEICTBEHHO OOYCIOBICHHAS YMCTBEHHAs OT-
CTJIOCTL pa3HOOOpa3Ha Mo KIMHUUECKUM INPOSBICHUSIM U reHeTHYe-
CKOM npHpoe. DK30TeHHBIe (PaKTOPHI BTPOE PeKe, UeM reHeTHIeCKHe,
SIBJISTEOTCST HEMOCPEACTBEHHOMN NPUYWHON HapylIIeHN WHTEIIEKTYalhb-
HOT'O Pa3sBUTHA, OOIHAKO OHU MOTYT CTaTh YCIOBKUEM IIPOSIBICHUSI TEHE-
TUIECKOM MAaTOIOTHM.

XL.2. 3AJEPXKKA IICUXHUYECKOI'O PA3BUTHUA

Jamepxkka mcuxudeckoro pa3putust (311P) npeacrasnseT coboit
KIMHHISCKH TMONUMOPOHYI0 (GOpMYy OTKIIOHEHMI B Pa3BUTHH, TJaB-
HOM 4YepToii KOTOPBIX SIBJISIETCS HE3pENIOCTh 3MOLUMOHATBHO-BOJEBOM
ceprl ¥ No3HaBaTEILHOH IeITENBHOCTH. OCHOBHEIE XapaKTepHCTHKH
ncuxpueckoil gegrenbHocTy peteii ¢ 3IIP onpedeneHHOro Bo3pacTa
ONM3KM XapaKTEPUCTUKaM, CBOMCTBEHHBIM IeTIM OOJIee paHHEIO, I1pe-
JIBIIYIIETO BO3PACTHOTO STAlla Pa3BUTHSL.

Atuonorns 3I1P rereporenna. Pazmuuust B sTHomarorenese 3I1P
nonoxennt K. C. JIeGenHCKOH B OCHOBY Haubonee pacipoCcTpaHeHHOI
B HacTosuee BpeMs knaccupukamun. CornacHo 3ToH KnacCupukamumu
BBUIETSIIOT KOHCTUTYUUOHAIBHYIO, COMAaTOr€HHYIO, ICUXOTEHHYIO U
pe3ayanbHO-opranndeckyio hopmnl 3I1P

Pa6oT, crienuaibHO MOCBSIIEHHBIX PO I‘CHCTI/I‘{GCKML( (hakTOpOB B
stronoruu 3IIP, MpakTUieCKH HET, ¥ 3TO He MPE/ICTaBASCTCS YAMUBM-
TEABHLIM, HAOIONAIOIIMECS TIPH 3TOM OTKIIOHCHUY PAZRUTHS CUMIITO-
MBI HE HOCSIT TSLXKEJIOTo, Ipyboro Xapakrtepa, BCTPEYAlOTCS B CaMbIX
PA3NTUYHLIX 110 CIEKTPY M CTEIEHH BLIPAXKEHHOCTH COYETAHMSIX U OT-
HOCSITCS B OCHOBHOM K BBHICIIMM IICUXHUIECKAM (DYHKIIVSIM, MeXaHU3-
MBI iepenavyyl KOTOPHIX K3 NTIOKOJNIEHHS B IIOKOJEHNE BU3yYeHRI HEeJ0CTa-
TOUHO

lenetnyeckre HaxTophl, HECOMHEHHO, CYIIECTBEHHBI B ClIyyae
KOHCTUTYIIMOHANBHLIX ¢hopM 3I1P. IToaTBepXieHNEM 3TOTO ABISIETCH
MOBTOPEHME B PsIAY MMOKOJICHUN 0COOEHHOCTEN TENOCITOXEHUS M Xa-
pakTepHBIX (B TOM uucne u misg 311P) yepr muunocTn

Ponb HacmencTBeHHBIX (hakTopoB npu coMatoreHHoi 3TTP vaiie Bcero
OTIPENICNSIETCSI OCHOBHBIM COMATHIECKIM 3a00JI€BAHNEM.

HaubGonbliliyo ponb reHeTHYECKHUE GAKTOphl UTPAIOT B ATHOJOIUH
3I1P pesunyanbHO-OpPTaHWYECKOTO TeHEe3a
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X1.3. PAHHUM JETCKUN AYTHU3M

[1pu cunapome paHHero aeTckoro ayrusma (PILA) HapyliiaeTcst Bo3-
MOXKHOCTB B3aMMOJIEMCTBHUS pebeHKa C OKPYKAIOILMM MHPOM, 1 TIpEX/Ie
BCEro ¢ IPYTUMM MIOaLMU. BHIHYXIEHHAST CAMON30NSILINST NPHUBOAUT K
HapyILEHUK Pa3BUTUST 3MOLMOHATBHOM cephl, pedd, KOTHUTUBHEBIX
DYHKIUWH, TICHXUKH B 11e10M. BeTpedaeTest JeTCKMI ayTH3M JOCTaTou-
HO 4acTo, 20— 25 cnyyaeB Ha 10 000 HOBOPOX/ICHHBIX (C YIETOM Jler-
xux GopM, 110 NOCAETHUM IaHHBIM, 10 40—45 wa 10 000), npruem y
MaNBYMKOB B 4 — 4,5 pasa vaine, yeM y nesoyek. [Ipumepro 70 % aytny-
HBIX IeTel MMeI0T YMCTBEHHYIO oTCTaloCcTh ¢ 1Q Meree yeM 70 u 30 %
¢ IQ menee yem 50. HecMOTpst Ha BRICOKYIO YacTOTY BCTPEYaeMOCTH
YMCTBEHHOM OTCTAIOCTH CPeaN ACTEH ¢ ayTU3MOM, TUII KOTHUTHUBHOTO
JTeexTa Ipy ayTU3Me OTINYAETCS OT YMCTBEHHOM OTCTANOCTH Y HEay-
TUYHBIX WHIVMBHRIOB.

Ilepsoie mpH3HaKW ayTM3Ma MOTYT IIPOSIBISITLCS €IE B TPYIHOM
BO3pacTe B BUIE OTCYTCTBUSI KOMILIEKCA OXHWBJIEHMS IIPU KOHTAKTE ¢
MaTepbio ¥ 1pyTUMM OMU3KUMHA. B cTapliiieM Bo3pacTe ayTH3M IIPOsIBIsI-
ETCSI B «yXOJ€e B ceba», B CHHKCHUH WIH II0JTHOM OTCYTCTBHM KOHTaK-
TOB C OKPYXarolluM MHpoM. PebeHOK He yyacTByeT B Oecenie, HE OTBE-
YyaeT Ha BOIPOCH]. XapakTepHa Cl1aboCTh U O€THOCTh SMOIMOHAABHEIX
peakiwmii. Hapsaay ¢ 3TMM JUTS GONBHBIX ayTH3MOM XapaKTepHBI [TOBbI-
LIEHHASI YYBCTBUTEILHOCTL K CBETOBBIM, 3BYKOBBIM M JIPYTHUM pa3ipa-
SKHTEJISIM, TIOCTOSTHHOE YYBCTBO CTpaxa. HabmomaTcst CKIIOHHOCTE K
CTEPEOTHIIHBIM IBUKEHUSIM, HEJTOCTATOYHOCTh MOTOPHKH.

Otronormst PAA HenrocTaToyHO sicHA, HO OYEBMIHO, YTO OHA IETe-
poreHHa. ITokaszaHo, 4TO ONPENETCHHYIO PONL UTPAOT OPTAHMYECKHUE
NOPaXEHMST TONOBHOTO MO3ra, HO O JIOKQJIM3allMM HapyLIeHHUI ToBO-
PUTE B HACTOSIIEE BPEeMsI CJI0XKHO. Hallle BCEro BLISB/SIOTCS HAPYIIE-
HUE KOPKOBO-IIOJKOPKOBBIX CBsI3ei, Meamnoba3ajibHEIX OTAENOB J0O-
HBLIX HOJEH, MEXIIOAYIIAPHOTO B3aUMOACHCTBHSI, THIOIUIA3NS HEKO-
TOPBIX OTHENOB YepBs Mo3Xeuka. Poib 3Toil CMMNITOMAaTHKY B MaToTe-
HE3¢ ayTu3Ma OCTAETCsI HESICHOM, M CYINTh O TOM, SIBIISTFOTCSI T Opra-
HIYECKHE HAPYIHEHUS MPHYMHON HEKOTOPLIX CIyJYaeB ayTH3aMa MaHW-
(heCTHLIM (HAKTOPOM WK OCIOXHSIOMMM CHHIPOMOM, B 1I€JIOM 3aT-
PYIHUTEIRHO.

Bwmecre ¢ TeM cienyeT oTMeTUTh, UTo B niocnenHue 10— 15 ner, no
HaOTIONCHUSIM KaK 3apyOEeXHBIX, TaK X OTEUECTBEHHBIX KIIMHUIIACTOB,
YacTOTa U BLIPAXKEHHOCTL 3HAKOB OPTaHMYECKOTO MOPakKeHUsI TONoB-
HOT'O MO3Ta IIPY ayTH3Me HapacTaer.

Bo3MoxHO, 4TO HEKOTOPYIO pOdh UTPAIOT U IICHXOTEHHbIE (PaKTo-
PHI, HO, IIO-BHIMMOMY, OHHM WIH SIBISIFOTCST JTMIHEL OJHUM U3 BO3MOX-
HBIX MaHW(ECTHRIX BIMSHUNA, MaM (POPMUPYIOT HEBPOTHYECKUE Ha-
CITOCHMS KaK IIPY CaMOM ayTu3Me, Tak M IIpA BTOPUYIHOM ayTU3aIy y
JIETel ¢ IPYTUMH OTKJIOHEHMSIMH B Pa3BUTUHN — IPH CEHCOPHBIX Hapy-
LlIeHMSIX, IETCKOM LepeOpaTbHOM Napaiiie, HEKOTOPBIX PEYEBRIX pac-
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CTpo¥CcTBax (ananust, OTKphITass PUHOJIUS, TsoKeIblie GopMbl 3anKka-
Hus), pexe npy 3I1P.

O6uIenTpU3HaHHAa POk TEHETHUECKUX (PaKTOPOB, U cefiuac mpakTH-
YECKHM BCE M3BECTHBLIC MCCIEA0BATEIM OMOJOTHYECKUX OCHOB ayTH3Ma
COTJIACHHI, YTO 3HAYMTeJIbHAsg 4acThb cimydaeB PIA (ecnu He Bce) Ha-
CIIENICTBEHHO 00ycioBiaeHa. Ha 3To yka3slBaeT psl HaOIIOOeHMIA.

JeTcxuit ayTH3M 4acTo COYETaeTCS ¢ XPOMOCOMHBIMM OOJE3HIMMA:
ONMCAHBI CyYyay ayTH3Ma TIpYM HapyLIEHUSX YUCIa XPOMOCOM, TOCTa-
TOYHO YacTo obHapyXuBaetcst coueTaHe PHA ¢ TeHHBIMU GONE3HI-
MU ((PEHUTIKETOHYPHSI, TYOEpPO3HBIH CKIepo3, HeHpodpubpoMaTos u
1p.). Ocobyro poik OTBOAAT CHHAPOMY TOMKOM X-XpOMOCOMEL: O JaH-
HBIM HEKOTOPbIX MCCaenoBaTenei, B CpeiHeM M3 4— 5 MaJIBYHKOB C
ayTH3MOM ONWH CTPafacT CHHAPOMOM JOMKOI X-XpOMOCOMBEI (CM.
BHINIE).

Ha ponb reneTmdeckux (akTOPOB B pa3BUTHHW ayTH3Ma VKa3bIBAIOT
W pe3ybTaThl OJIM3HEIIOBBIX MccnenoBaHnil. CormacHO 3THM ITaHHBIM,
MPpY ayTU3Me OTMEYAIOTCS 3HAYUTENBHbBIC pa3nuiis B KOHKOPAAHTHO-
CTH (BEDOSITHOCTH TTOSIBACHHS OOJNIE3HW WM MPHU3HAKA ¥ ONHOTO K3 Wie-
HOB OJIM3HEUOBOM ITapbl IIPM YCIAOBWM HaNUYMS 3TOH OONE3HU WIU
IPH3HAKa ¥ BTOPOTro) M0 MOHO3UIOTHLIM (FEHETHUECKN UAEHTUYHBIM)
W AV3UTOTHRIM (reHETHYECKU HE MACHTHYHBIM) OJU3HEIIOBLIM I1apaM.
151 MOHO3UTOTHBIX BIU3HE1I0B KOHKOPAZHTHOCTE cocTarmsteT 90— 93 %,
Torga Kax it qu3uroTHeIx — 0— 10 %, 4To yKa3uIBaeT Ha OYEHb OONh-
IIYIO POJIbk HACIENCTBEHHOTO (hakTopa. BMECTe C TEM KOHKOPIAHTHOCTD
Y MOHO3UTOTHBIX GIM3HENI0B He nocTuraeT 100 %, afo paccMaTpuBaeT-
¢ KaK YKa3aHMe Ha OIpeIcICHHYIO POJb 3K30TCHHBIX (HakTOpoB W,
BO3MOXHO, Ha NONUICHHBIA XapaKTep HACAeA0BaHUsST. BaXXHO OTMETHTH,
YTO WCCAENOBAHMA TIPOBOJUAUCH HE HA KOHTUHICHTE CIEIMATbHBIX
LUKOJ JUlS ayTMYHBIX AeTed, HO oXBaThiBaNM Beex OiumsHenoB lliBe-
i, Hopserun, Hanvn, Ouunanmn n Ucnanmm.

MexaHM3M HacnenoBaHus 3aboeBaHMS HESICEH, HO OH 3aBEIOMO
HE MOHOTEHHBIH: MHOTOUMCICHHEBIE TMOIBITKU <«YIO0XWUTh» MpaKTHYe-
CKMe HaOMIOAeHUS B CXEMY ayTOCOMHO-PELECCUBHOTO, X-CLETNIEHHO-
0 PEUECCHBHOTO HACHEmoBaHUs ycrnexa ne nanu. Haubomnee BeposT-
HBIM CUMTAECTCH MYILTH(AKTOPUATLHLIR MeXaHi3M (T.€. TeHHLIH KOM-
TJIEKC 0OeCIeUMBacT nepefady NpeapacoIoXXeHHOCTH K pa3BUTHIO T1a-
TOJOTWH, HO PEaNIU3YETCST OHA JIMIIL ITPY HATMYMH HECIEeITUPHUICCKO-
0 3K30T€HHOT0 WIN 3HIoreHHOro hakropa). Takas Touka 3peHUs IIPH-
BIICKATENbHA YK€ TeM, UYTO JIYYIIE IPYTrUX ITO3BOJSICT OOBSICHUTL BpE-
MEHHYIO 1/WIH COmMePXKATENbHYIO CBSI3b C Pa3HOODPA3HBIMM 3K30ICH-
HBIMHA GaKTOpaMy M MCKITIOUUTEIHHO OONBIIYID KIMHUYECKYIO IO~
MopdHocTs cuHapoMa PIA. TlocnenHee oCOOEHHO WHTEPECHO, €CITH
IpUHATE runoTtedy B. I1. OdponMcoHa 0 ToM, UTO KIMHWUYECKOE TIPO-
SIBIEHUE TTOIMTEHHOro KOMITIEKCA MOXKET OBITh OOYCHOBIEHO TIPUCYT-
CTBUEM XOTs OBl OgHOro TATOJIOrMYECKOro reHa, T.€. HeoDs3aTeNLHO
HATUYME BCEr0 KOMITIEKCA MW ONpENeIeHHON ero yacTy. DTa xe M-
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roTe3a IO3BOJISIET OOBICHUTL POCT YHCAa DOABHBIX C ayTHU3MOM, He-
CMOTPS HA TO UTO caMK O0JILHBIE HE OCTaBJISIOT [IOTOMCTBA.

ToHKHE TEHETHYECKME MeXaHu3Mbl HacienonaHus PIIA mano m3y-
yeHEI. B HEKOTopHIX paboTax JOCTATOUHO YOETUTEIbHO TOKa3aHa CBA3b
AYTUCTHUECKMX PACCTPOMCTB ¢ JIOKAJHU30BAHHBIM B KOPOTKOM TMJIEYe
11-it xpomocomnt (11p15.5) resvom c-Harvey-ras (HRAS), a Tounee ¢
YacTOTOM BCTPEYAEMOCTH COOTHOIeHNs ero amieneir B3/B3. ABTopn
0o0palllaloT BHHMAaHME Ha POJIh ras-MpoTeHMHa B MPOLECCax pocTa He-
PBHEIX CTPYKTYD, MEXaHH3MaxX HEPBHOM mepenayi, BHYTPUKIETOY-
HOIro TPAHCHOPTA H IATOAPXUTEKTOHUKY HEHTPAAbHON HEPBHOU CU-
CTEMBL.

B cepun npyrux paboT obpaiaeTcss BHUMaHUE HA BO3MOXHYIO CBSI3b
ayruaMa ¢ MUkpoayrukaunei reHa GABRB3, noxanu3zoBaHHOro B
KOPOTKOM Tuieye 15-i xpomocomnl (15p+) ¥ AEHCTBYIOLIErO, NO-BH-
IUMOMY, Yepe3 M3MECHECHME CTPYKTYPH O€nKa, TPaHCHOPTUPYIOLIEro
CEPOTOHUH.

Taxum obpazomM, obe rpynnel padboT NO3BONLIOT BHIACTUTL I'YAHHH-
Tpudochar3aBUCUMEIE CUCTEMBI, (HaKTOp poCTa HEPBOB, XOJIUHEPTH-
YECKME CHCTEMBI, CHMITIATUYECKYIO CHUCTEMY KaK MOTEHI[MAIbHLIE 3Be-
Hbs raToreHe3a PIIA, XoTs, K COXaNEHUIO, 1aTh 00Jiee MOJIHYIO U To4-
HYI0 XapakTepUCTHKY MECTa 1 3HaYMMOCTH 3TUX CUCTEM B MATOreHese
PJIA B HacTostIIIEE BpEeMsT HE TPEACTABASIETCS] BOSMOXHBIM. B To Xe Bpe-
Ms CpencTBa apMaxoJIOrHIecKoro BO3NCHCTBHS Ha 3TH CHUCTEMBI (B
MEePBYIO OUEPENh HA CHUMMATHUECKYIO CHCTEMY M XOJNUHEPrUYECKHe
CTPYKTYPRI) XOPOUIO M3BECTHHI, M UX UCMOJB30BAHUE B KIIMHUYECKOM
MPAKTHUKE MOXHO C M3BECTHOH OCTOPOXHOCTBIKY OTHECTH K HaTOreHe-
TUYECKUM CPEICTBAM JicueHHs. bojice Toro, BHUMATEAbLHBIA aHAIN3
a¢exTa CpencTB, IeHCTBYIOLIMX HA TC WK WHBIC 3BCHbS MaTOT€HETH -
YeCKOH 11EMH, MOXKET B IPHHIMIIE NaTh HOBYIO MH(MOPMALMIO O CAMOM
aTOreHe3e ayTuaMa.

X1.4. CTOMKHUE HAPYIIIEHUSA CIIVXA

K cTolikuM HapyiueHHWsIM CJTyXa OTHOCSIT TIIYXOTY M TYTOoyXocTh. Ilpu
IIIYX0TE U3-3a HAPYILIEHUST HEMPOCEHCOPHBIX CUCTEM (KOPTUEBA OpraHa
1/WIK HEPBHOrO anmnapara CJIIyXOBOro aHanu3aTopa) BOCIIPUATHE 3BY-
Jamneil peur TONLKO Ha CIYX OKa3hiBaeTCSI HU MPH KAKUX YCIOBUIX
HEBO3MOXKHBIM, TaK KaK HE TOJILKO CYILIECTBEHHO MOBRBILIEH NOPOT CY-
XOBOro BOCHPHUSITHS, HO OrpaHHYEH M YACTOTHLIM myarna3zoH BOCHPH-
HUMAaeMBbIX 3BYKOB (1o 3,5 —4 xI'11 1 MeHee). B 3aBCUMOCTH OT TsXKe-
CTH MOPaXEHUs MPHU TAKKX HAPYIIEHUSIX MOTYT BOCIIPHHUMATLCS He-
KOTOpHIE HEPEUEBLIE 3BYKH, OTAEILHKLIE (POHEMEI, 3HAKOMBIE CI0OBa U
naxe Qpasnl, HO peyn B LETOM OKa3bIBAETCH HeMOCTYIHOM. ToTanbHas
rayxoTa (Korma He BOCHTPWHHUMAIOTCS HUKAKME 3BYKM) COCTaBsIeT HE
Bonee 2—3 % oOT BCeX CIy4aeB 3TOW MATOJOrHM.
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IIp4 TYTOyXoCTH BOCHPUATHE PEUM Ha CAYX 3aTPYIHEHO, HO IIpH
CITEITUATTBHAIX YCIOBUSIX (YCWIEHHE 3BYKa) BO3MOXHO, TaK KaK YKOpO-
YeHWE TOH-TIKABl HC 3aTparuBacT pevyeBOil OWANa3oH YacToT, XOTd
TIOPOT CILYXOBOI'O BOCHPUSITHS ToBBItIeH Ha 30— 80 ob.

CnemyeT OTMETHTB, UTO €CJIH B MEIUIIMHE WHOTAA FOBOPAT O «Bpe-
MEHHOH TJIYXOTE» WIM «BPEMEHHOW TYTrOyXOCTH», TO B CICHHANILHOM
(KoppeKIIHOHHO) Iegarorike HMEIOTCS B BHAY HE IIpEeXOAdllue, HO
CTOMKHE, HEAOCTYITHRIE JEIeOHOMY BO3ACICTBIUIO HapylHeHWsI. Eciiu oHu
Pa3BUBAIOTCS B JETCKOM BO3PACTe, TO 3TO HEW3OEKHO OTPHULIATENBHO
CKa3BIBACTCSA Ha PEUYEBOM PA3BUTHH, Ha (GOopMUPOBAHUH JTHUYHOCTH U
MCHUXHMKMU B HEAOM. BO3HMKAET COCTOSTHHE, BKIIIOYAIOIIEE HE TONBKO
HapylleHWe CJIyXa, HO MHOTOYHCIEHHbIE HEBPOJIOTMUYECKHE U TICHMXO-
MaTONOTUIECKME CHUMIITOMBL (MHOTHE U3 KOTOPBIX TOCTYITHBI KOPpEK-
MM [1PU YCIIOBAW CBOEBPEMEHHON U aIcKBaTHOW pabOThI).

ITo JaHHBIM OTEUeCTBEHHRBIX ABTOPOB, 0K0J0 60 % BCex M30IUpPO-
BaHHBIX HApYIICHUH cayxa o6yCIOBIEHO TCHETHYECKUMH (haKTOpaMH.
HacnemosaHue valiie BCEro HOCUT MOHOTEHHBIH xapaKTep, IPHIEM I10
ayTOCOMHO-PELIECCUBHOMY TUNY HacaenyeTcs: mpuMepHo 80 % cnydaen
HEeMPOCEHCOPHBIX HapylIEeHHWi cayxa, 19% — no ayTocoMHO-IOMH-
HaHTHOMY TUIIY B 1 % — o X-cuerieHHoMy pereccusHoMy Tay. [Tpu
3HAYUTETLHOU TOMUMOPGMHOCTH ayIHOMETPHYECKONH KapTHHH B Iep-
BOM U3 YNOMSTHYTBIX CyJaeB THTIMYHO PABHOMEPHOE MOBHILEHHUE TI0-
poTra CIyXoBoro Bocupusitusi Ha 45— 50 b B TIpeIENax BCEro PeYEBOro
nuanasoHa Jactot (puc. X1.12), Bo BTopoM cny‘{ae aymMorpaMMa HOCUT
HUCXOMAUINA XapakTep (B HU3KOYAaCTOTHOM Y4YacTKE PEdYeBOTo guaria-
30Ha CAYXOBoit nopor nosbllieH Ha 30— 35 /16, B BRICOKOYACTOTHOIM
obnactu (3— 5 xI'u) — o 80 u 6ostee n1B) (puc. XI.13) 1 B TpeTheM —
XapakTepHO paBHOMepHoe cHInKeHue 1o 70— 80 u Gonee b Ha npoTs-
eHuH Beeil ToHukansl (puc. X1.14).

MHOTHE CXOTHBIE TT0 KITUHHIECKUM NPOSBICHHUSM CTOMKHE Hapy-
LICHUS CAyXa MeHETHUYECKH TeTepPOrcHHBI. Tak, 0ToCKAEpo3, AJIS KO-
TOPOI0 XapakTEpPHO Pa3BUBAIOIIEECS B MOJIOAOM BO3pacTe IIporpec-
CHUpYIOIIIEEe CHIDKEHUE CIIYXa B CBSI3U C OrpaHUYEHMEM TOABIKHOCTH
CcTpeMedKa, COINPOBOXAAIIEeCS IIYMOM B yIaX, MHOTHA TOJI0BO-
KPYXECHHMEM, HACIHEAYETCS B OOABLIMHCTBE CIAy4YaeB II0 ayTOCOMHO-
JTOMWHAHTHOMY THUINY C HEIMOJHON TMEHETPaHTHOCTBIO, OJHAKO OIH-
CaHbl M IPYTHUE TUNH HacleIoBaHUS.

MHorounciaeHHble CUHAPOMANBHBIE POPMBI CTOMKMX HApYIUECHHH
ciyxa b.B. Konurcmapk u P. 1. TopnuH xnaccudpmuupyoT Mo 0CHOB-
HOMY COIYTCTBYIOIIEMY npu3Haky. OHu BHIETUIN 8 0CHOBHBIX IDYIIII,
B KOTOPBIX CTOWKHE HAPYLUEHUS CIyXa COUETAOTCS C IpyruMu aedex-
TaMH, TaKUMM, Kak:

1) aHoManun HapyxHoro yxa. OTIHUM U3 IpUMEpOB MaHHOM IPYIIIE!
HapylIEeHUH ABIAETCS MHKPOTHUS ¢ aTpe3ueil HAPYXKHOIO CIYX0BOrO Npo-
X012 1 mpoBoagmeil Tyroyxocroio (puc. X1.15). 3a6oaeBaHue nposipaseT-
cs pasnHUYHbIMU 1eDOPMAITUSTMH WK OTCYTCTBHEM YLUHOM PaKOBHHBI;
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Puc. XI1.14. Tuniunan ayiuorpaMma JUisi MOHOTEHHOH X-cLeTNEeHHOH pelec-
CHUBHOH TYTOyXOCTH

HMHOTa OOHAPYXXMBACTCA aTPe3ns HApyX-
HOTO CJIYXOBOTO IIPOXOna; CHUXKEHHE
CJIyxa 4allge Mo NMpoBoAgieMy (KOHIYK-
TUBHOMY) TUITY, PEIKO — TIO HEHPOCEH-
COPHOMY; THII HACTTEAOBAHUS — TIPEITO-
JIOXKMTETBHO ayTOCOMHO-DPELECCHBHBINT;

2) NOpoOKHU pa3BUTHA ¥ 3a00IeBaHUS
opraHoB 3peHud. IIpMepoM MOXeT CIy-
XKWUTHh CHHAPOM Ymepa, BCTpeyaommitcs
v 2,5 % riryxux (BpoXAeHHass HEMPOCeH-
COpHAas TIyXO0Ta Ml MATMEHTHbI PSTHHHT).
THUNUYHBI BPOXIECHHASI HEHPOCEHCOpHAs
IATOJIOTHST CNIyXa, OTCYTCTBHE BECTHOY-
JISIPHBIX peaKlMil U MEeIJIEHHO Nporpec-
CHPYIOIIHIT MMTMEHTHBIHA PETHHIT C Ha-
YanoM Ha [—2-M JeCATWICTHH XU3HH.
M3 npyrux rma3HbeIX CHMIITOMOB Ha0IIo-
JAIOTCS KATApaKTa, JereHepals CETYAT-
KW, HHOTJa rmaykoma. B yeTBeptu cay-
YaeB — YMCTBEHHASl OTCTANIOCTh, MHOT-
Ja nsodpenus. Hacneayercs ayrocoM-
HO-PELIECCHBHO;

e

I B
i i}
Puc. X1.15. Curapom mukpo-
THH C arpe3ded HapyXHOro
CIIyXOBOTO NPOXOAd M MPOBO-
Osile#t TyXoToM,

BoipaxkecaHas aedopmaims yi-
HOW paKOBUHBL
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Puc. XI 16. YepenHo-nuiieBoit an3ocroc KpyzoHa

MuneprenopusmM, 3ksodTannbM, pacxoisllieecs KOCOrIa3He, THUITOMUIa3us BepxHeil
YeTI0CTH

3) TOPOKN pa3BUTHA CKeJleTa U
OoNe3Hn COEIWHUTENBHON TKaHU,
Cpeay 3TOU TPYNITH CTOMKUX HApy-
IICHUIN CIIyXa MOXHO BBINEIWTH JBa
XapaKTePHBIX 3200/1eBaHUS: YCPEITHO-
JUUEBOH NHM30CTO3, WIM CHHIADPOM
Kpy3ona, U HWXHECYENIOCTHO-JTHIIE~
BOW IWU30CTO3, WKl cuHapom Tpudae-
pa— Kommnza. OCHOBHBIMH HPOSIB-
JeHUAMH cuHApoMa Kpy3oHa siBis-
10TcA gehopMale yepelia (Opaxuie-
anus, okcuuedanus), sksodTanpm,
MEJKHE OpOMTHI, TUNOILIA3MS BEpX-
Heit wemocty (prc. XI.16). Habmona-
IOTCH TAaKKe TMNEPTENOPU3M, PacXo-
Iseecs KOcorna3ue, HUCTarM, Kio-
BOBMIHBIIT HOC, MHOTHA pacilelWHa
TBEPNOro HEDA WAM SI3bIYKA, XBYCTO-
POHHSIS aTpe3us HapyXKHOIro CAyXo-
BOTO IIPOXOJa, pa3uyHble CTelleHU
CHUXEHUS CNyXa, UHTEJUIEKTa, 3pe-
HUA. TUi HACETOBAHUA — ayTOCOM-

. HO- IOMUHAHTHHIH.
AHTPII:{OHFOJ’IOVLE[H]:IH pa3pe3 rma3HbIX OCHOBHI}IMH KIMHAYeC KM HpO—
HICJCH, T'MmoIula3ud CKYJOBBIX KOC-

Telt n OpGHT, aHoManum ynmuix pa- ABIAEHHAMU CUHapoma Tpuyepa-—
“ KOBUH Komwmasa ABISIOTCH JABYCTOPOHHSAA

| Puc XI1.17 Cungpom Tpuuepa —
[ KominHsa (HIDKHEYeTIOCTHO-TH-
HEBOH TH30CTO3)
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THNOTIa3usl CKYJIOBBIX KOCTEM M OpOUT, KoioDOMa HMKHWX BeK, aH-
TUMOHTOJIOMAHBII pa3pes 171a3HbIX Lienel, OTCYTCTBUE PECHMIT Ha HIXK-
HEeM BeKe, aHOMaNlMM VIIHBIX PaKOBUH, MPOBONALIAS TyX0Ta, THITOIN-
Jia3na HykHei gemtocth (puc X1 17). Tun HacnenoBaHHa — ayTOCOMHO-
JTOMWHAHTHBIN;

4) natonorus pyHKUNK mouek. [IprMepoM MOXKET ClyKUTh HACHEN-
cTBeHHblil HePHT ¢ TIIYXOTOM, HIH CHHAPOM AJbNopra. 3abolieBaHue
MTPOSIBISIETCS] PA3IMYHBIMI HapyLIeHUAMH (YHKIIMM Touek (reMary-
pHA, IPOTEVMHYPHUS W OP.), NEPEXOOSIMUMH YACTO B TTOUEYHYIO HEHo-
cTaToyHOCTb. B 50 % cnydyaeB 0TMeUaloTC HEMPOCEHCOPHBIE PACCTPOIt-
CTBa CJlyXa, HAYWHAIOIIMECA ¢ TIEPBLIX jJeT XKU3HU VY 15 % OONbHBIX
BEISIBJISIETC KaTapakTa WINW apyrHe aHoManuu rnas. Tlpenmosnaraercs
reHETHYECKasi FeTePOreHHOCTb cHHAPoMa (6 hopM C pasTMYHBIMA KITH-
HWYECKIMHA OCODEHHOCTAMH M HEOIMHAKOBBIMMA THITAMH HaclieqoBa-
HUsI — ayTOCOMHO-IOMWHAHTHBIM, X-CIIeTIEHHBIM PEIIECCHBHBIM,
4yTOCOMHO-peNecCUBHBIM). CUHAPOM AJNBIIOpPTa BCTpedaeTca y 1 % ne-
Tel ¢ BPOXACHHBIMI HApYLICHUSIMH CIyXa;

5) sHnokpuHHas naronorvs. K arofi rpymmne 3abosieBaHWH oTHecCe -
HBI YCTOHUMBBIE COUETAHMSI HANWYAS 300a ¢ HEMPOCEHCOPHOH TIyX0-
Toif. 3aboAeBaHNe HOCUT Ha3BaHne cuHxpoma Ilenapena, KoTopbiii BCTpe-
yaetcsi ¥ 10 % GonbHBIX C BpOXOeHHOU rayxoroi s 3aboneBaHHA
XapaKTepHa BpOXACHHAs HelipoceHCOpHast rryxoTa. C 5— 8-JIeTHero Bo3-
pacTa OTMEYAETCs YBeJINMUeHHe UTOBUIHOM XKene3b! 3a cCUeT pa3BUTHS
nu¢Gy3HOro 300a. B HEKOTOPBIX CIy4asx HaGMOAaeTCd YMCTBEHHAs OT-
cTanoctb. HacneayeTcst ayTOCOMHO-PELIECCHMBHO;

6) TaTOJNOTHsSI HEPBHOM CHCTEMEBI, HAITIpUMEp, CHUHIPOM aTakKCHH,
TUIIOTOHAIM3MAa, YMCTBEHHOM OTCTaJIOCTH W HEHPOCEHCOPHAasl IIyXO-
Ta, HOCSIIUMHA HanMeHOBaHWe cHHIpoMa Prmaapnca — Panmna. /s 60iib-
HbIX XapaKTEPHH 3aIePKKa MOTOPHOTO Pa3BUTUM, ATAKCHS, HEIOPA3-
BHUTHE BTOPUYHBIX MOJOBBIX MPH3HAKOB, n1eOpMari CTOI, KOTTe00-
pa3Had gedopManmg KUCTH, KU(DOCKOIN03, ATPOMHS ML, YMCTBEH-
Hasl OTCTAJIOCTD. [ yx0oTa HOCUT NPOrpeccHpyIoNHii Xapakrep Twm na-
CIeJOBaHUS CMHAPOMA — ayTOCOMHO-PELECCUBHBIN;

7) TIaTOMOrusi CEpACYHO-COCYAACTOM crucTeMbl. Y 1,5 % meTeil ¢ Bpox-
JIEHHOM TIIyXOTOi1 BhIABsAeTCS cHHApOM 2XKepaeina u JIanre-Huincena.
Hnda chHapoMa XapakTepHBI JBYCTOPOHHAS HeHMpoceHCOpHas TIyXoTa,
MPUCTYNBL TTIOTEPH CO3HAHWSI, CBA3aHHBIE ¢ (PU3MYECKON Harpy3koii
WIX HEPBHBIM IepeBo30yknenreM. Ha OKI oTMeuatorcs NpH3Hakh
HapyLIEHWS cepaeYHOl IpoBOANMOCTH. bojlee MOTOBHHEI OOIBHBIX 1T0-
ribaT a0 14 jieT npy sBiIeHUsX ceppedHoil aputMmn. Hacnenyetcs
ayTOCOMHO-DPEIEeCCHBHO;

8) rnopaxeHue KOXKHBIX ITOKPOBOB U HapyileHue nurMenTarmn. Ipu-
MEPOM COUYETaHUsI HEHPOCEHCOPHOM TNYXOTHl M MOPAXeHUT KOXW MO-
JKeT CIIYKATh CHHAPOM MHOKeCTBeHHRBIX JieHTuro (pyc. X1.18) Tlommmo
3THX [PU3HAKOB y OOJIbHBIX OTMEYAETCSI OTCTaBaHle B pOCTe, TUIep-
TEJIOPU3M, AHOMAJTIMH TOJIOBRIX OPraHOB (KPWNTOPXW3M, THIIOCTIALHSA,
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Puc XI.18. CunapoM MHOXe- Puc XI 19. Cunopom Baapueu-

CTBEHHBIX JIEHTUTO 6ypra
MHOXECTBEHHbIC MEJIKHE ILUIOCKUE TenekaHT, IIHUPOKAsS TEPEHOCHLIa,
TUTIEPIIMTMEHTHPOBAHHDIE 3JIEMEHTHI reTEPOXPOMMS PALYXKKH, Oeiast npsaab

Ha KOXeE BOJIOC

TUITOTOHAMM3M), CTEHO3 JIero4HoN aprepuut. THn Hacleg0BaHUsS ayTo-
COMHO-AOMIHAHTHBIN ¢ BEICOKOIl MeHETPaHTHOCTEIO. A pyruM npiMe-
pOM ABJISIETCsT CHHApOM Baapaenfypra, 4yactora KOTOpPOro cocrapiusieT 1
cay4dait Ha 4000 HoBOpOXHIEHHBIX. THIHMYHBIE IPOSIBIEHIA CHHAPOMA:
YACTWYHBIA ANBOMHK3M, Oeslasd npsob BOJOC, TENEKAHT, IUHPOKAsA BEI-
CTYIAOIIas NMEePEHOCHLA, CPOCIUMEC OPOBH, IreTePOXPOMHS pamyX-
KH, TSTHA OEMUIMEHTaUK Ha Koxe (puc. X1.19). Bemencrere rumor-
JJa3uK KOPTWUEBAa OpraHa pasBUBacTCs HeHpoCeHCOpHAas TIyXoTa WIH
TsKeNas Tyroyxocte. Hacnenyercs cuHnpoMm BaapmenOypra ayTocoM-
HO-JTOMMHAHTHO C HENOJNHOH MNeHEeTPaHTHOCThHIO.

X1.5. CTONKHE HAPYIIIEHUA 3PEHMA

K CTOiKHM HapyILIEHUsM 3peHHs] OTHOCAT CIenoTy M ClaGoBUe-
Hue. CrensiMu (HE3pSTUUMH) CYMTAIOTCS JTHIIZ C TAKHMH HApYILLIEHUS~
MU 3peHUA, IPH KOTOPBIX 3PHTEJbHBIE OIIVIIEHMS WIH ITOJIHOCTHIO
OTCYTCTBYIOT, UJTH HMEETCA CBETOOIIYIIEHHE WU OCTATOYHOE 3peHMe
(mo 0,04 Ha nydyine BHAAIIEM DIa3y ¢ KOppeKuUeil O4KaMU), a TaKKe
JIAIA ¢ NPOTPeNUEHTHHIME 3200/IeBAHUSMI 1 CYXEHMEM 11018 3pEeHHs
(no 10— 15 %) ¢ octpotoit 3penust mo 0,08.
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[Ipu cnrabGoBumeHUN OCTPOTA 3peHMS Ha Jiyyllle BUOSIIEM IIa3y CO-
crasiger ot 0,5 no 0,2 ¢ Koppekiyeit 00bIYHBIMM OYKaMH., KpoMe cHU-
KEHHOM OCTPOTHI 3peHH, Y CIA00BUASILHX MOTYT ObITL OTKJIOHEHHUS B
[BETOOLIYIHEHUU, NEPUPEPHICCKOM H OMHOKYASIPHOM 3peHUH.

PaHHee pa3BUTHE CAENOTHL WU CTA00BHACHUS BHI3BIBAET OTKIIOHE-
HUS B ABUTATEJILHOU cepe, B HEPBHO-TICUXHYECKOM pasBUTUM. MHO-
rMe U3 3THUX OTKJIOHEHMM JOCTATOUHO XOPOIIO MOIAAIOTCA KOPPEKLIM-
OHHbLIM BO3/ICHCTBUSM.

Ilo naHHBIM OTEYECTBEHHBIX aBTOPOB, Y 84,5 % ydamuxcst LIKOT
IUTSL CJIETIBIX M CNaboOBUASLIMX JIeTell HApYIIEHUS HOCST BPOXIEHHBIA
W, Yallle, HACIENCTREHHBIA XapakTep, CUHMTAeTCsl, YTO FeHETHYECKH 00yC-
JIOBNEHHBIE HAPYIIIEHMS! 3PEHUS COCTAB-
JsioT oT 60 1o 80 % Bcex caydaes 3Toi
[aToJIOTUH, TIPHUEM Ha JOMI0 ayTOCOM-
HO-PeLIECCUBHBIX (POPM TTPUXONUTCS 10
80—90 % cnyuyaes.

Hepenko croiikag ogrambMOJIOTH-
YeCcKas NaToNnorus sIBAsieTCst KOMITOHEH-
TOM HACIEJICTBEHHBIX CHHAPOMOB (ITpH-
MepHO 16 % ciydaeB HacJleICTBEHHOM
CenoThl U cj1abouaeHMs ). Tak, Harpu-
Mep, PasIMYHbIe HAPYIICHUS 3pEHUS U
aHOMAJIHH I71a3 BCTPEYAIOTCS IIPH CHH-
Japome Purepa. OCHOBHBIE NPOSBACHMS
CHHAPOMA — ToJIyOble CKJIEpBI, aHH-
puaud, rjaykoMa, MUKpO- WJIM Mera-
JIOKOpHea, pa3NUJHEBie HapyLIeHHs pa-
JIYXXKH, ITIOMyTHEHHE POTOBUIIBI, KaTa-
paKkTta, Kocoriazue. OTMEUYaloTes UIH-
poKasi MEPeHOCHIia, IMHPOKO ITOCTAB-
JICHHBIE IJIa33a, BRIBEPHYTAsI HWXHSIS
ryba. JedopMaliiad VIIHBIX PaKOBHMH.
XapakTepHa Takke KOHW4ecKas (op-
Ma ITepeaHuX 3yD0B ¥ OMUTONOHTHS. Tult
HACJENOBAHUS ayTOCOMHO-TOMHUHAHT-
HBIH.

IIpu cunapome Anncrpema Ha rep-
BOM TOJly KU3HH [OSIBIAECTCS HUCTATM,
Pa3BUBAKOTCA BOCHAJIEHHE CETYATKHA W
cBeT00093Hb. HabmonaeTcst rporpeccu-
pyiolllee CHIKEHUE LeHTPATbHOIO M
nepUpepUIECKOro 3peHHus, MpUMepPHO
K 7 rofgam npuBoisiiee K caenore. s
OONBHBIX XapaKTEPHO IIPOIPECCUPYIO- Husktht poct, oxupexwe, Tanon-
1tee CHIKeHue ciayxa. C paHHero ger- . oo MOLIOHKH, 171433 3aKPH{Th
CTBa OTMevaeTest oxupenue (puc. X1.20). BCJICACTBIC CBETOBOSI3HH

Puc XI20 Cunapom AnbcT-
pema
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{locne mydepraTHOIO Iepuoaa NosB-
JISTIOTCSE IIPU3HAKY WHCYIMHHE3aBUCH -
MOTro caxapHoro auabdera u Hedppo-
IMaTiH, MIPUBOAALIEH K ITOYEHHON HE-
qocrarouHocTd. [lonopoe pa3BuUTHE
BHEIIIHE HOPMANbHOE, HO NpHU OHO-
TICHH sTMYEK OOHAPYXMBAETCS aIlla3us
IepMHHATHBHLIX KIIETOK U CKJIEPO3 Ce-
MeHHBIX KaHatbueB. MHTeAneKT O0BIY-
HO CoXpaHeH. TUI HAacaenOBaHUS —
4yTOCOMHO-PELIECCUBHBI.

BenymiyM KIIMHUYECKUM ITPOSIBJIE -
HUEM cHuapoma JleHna siBnseTcs, Kak
MpaBUjI0, OZHOCTOPOHHAS MHKPO-
dransmMusg WM aHOGTATBMUST (pHC.
X1.21). Kpome Toro, xapakTe pHbI aHO-
MaJIMM KUCTH (CUHAAKTWIHS, YIBOE-
HUe GOJBUIMX NajJblEB U JAp.), yMe-
peHHas1 MUKpoLepaius, nehopMupo-

! g_@ .
E IR * 1)

e

Puc. X1.21. Cunppom Jlenua. BaHHBIE, OTTOTIBIPEHHBIE, HU3KO T0-
AHOQTANTBEMMNS, OTTONBIPEHHBIE YIU- CAXCHHBIC YIIHBIC PAKOBUHBI. Bob-
HBIC PAKOBUHbB HpbIE aCTCHHUYCCKOro TeJIOCTOXKEHUA,

C Y3KUMH [Utedamu ¥ Oeapamu. Berpe-
YaioTCA MOPOKHK CepIua, XKelIyA0UHO-KUIIEYHOro TpakTa, Mnyek. OT-
MEYAIOTCsI TAKIKE HAPYIIEHHS IIPUKYCa W YacTHIHAs allOHTHsI. YMCTBEH-
HOE Hellopa3BUTHE He3HaduTebHOe. Hacnenyercst cuHapom JleHna X-
CLEIVIEHHO PEeCCHBHO. Y I'eT€PO3HIOTHBIX HOCUTEIBHHI BO3MOXHEI
JleTKye TposBiIeHUs: 00j1e3HH (AHOMAIMU KUCTH, Y3KO€E JULI0, aHOMa-
Juu 3y0oB U Ip.).

KaTtapaktel BpoxaeHHble 00beAMHEHBI Ha OCHOBE BEAYLIETO IpU-
3HaKa — IMOMYTHEHHS Xpycranuka. KanHUYeckast KapTHHA 3aBUCHT OT
MHTEHCUBHOCTY H JIOKATU3AIIUK MIOMYTHEHMA B XpycTamrke. Okoino 25%
CIyJ9aeB BPOXIECHHERIX KaTAPAKT COCTABJISIET NOIHAS sSNSpHAast KaTapak-
Ta, MPUBOAALIAS K CHIDKEHHUID OCTPOTHI 3PEHMS, MHOINA 3HAYKUTENb-
HOMY. 4aCcTO NIPUBOANUT K HHBANVIH3ALMH 10 3PEHMIO CJIOHCTAas! KaTa-
pakTa. OHa cocTasiseT 10 40 % Bcex ciy4aes, Mopaxaer, KaK IIpaBH-
Jio, 00a r71a3a, pa3pUBaeTCa, MeIIeHHO Mporpeccupysi. BpoxneHHpIe
XaTapakTel CO CHMXeHueM 3peHUst B 30 % ciiydyaeB COIPOBONXIAIOTCS
xocoriazueM 1 HuctarmoM. B 25 % citygaeB ogHocTOpoHHII U B 11 %
CJIy4aeB ABYCTOPOHHSISI KATAPAKTa COYETAETCH C MUKpodTaibMoMm. Ha-
CIeIYIOTCS. BPOXAECHHBIE KAaTapaKThl ayTOCOMHO-IOMHUHAHTHO, ayTo-
COMHO-PeLIeCCUBHO, X-CIEIUIEHHO PelleCCUBHO.

HapyuieHust 3peHus 0TMEYAIOTCs TAKXKE [IPK OIHUCAHHBIX BbIIIE CUH~
IpoMax Yuiepa, Anbsnopta, Mapdana, KpysoHa 1 MHOMMX OpyTrux, a
TaKXe IMPH Pa3IUYHBIX HACJIENCTBEHHO OOYCIIOB/IEHHBIX HAPYIIEHUAX
0oOMeHa BEIECTB.




TEPMUHOJOITMYECKUIN CJIOBAPL

A

Abeppanus XpoMOCOMHAA (MU XPOMOCOMHas aHOManus) — 06GobILEHHOe
Ha3BaHME JIIOOOro M3 THMIIOB XPOMOCOMHBIX MYTallWil: JejeUuM, TPaHCIIOKa-
UMil, HHBePCHIl, DYIUTHKAlUKH

Arene3us — MOMHOE BPOXASHHOe OTCYTCTBHE OpraHa (HalpuMmep, OTCyT-
CTBHE MOYKH, TJa3a).

Annens — OHA W3 ABYX WIM GOjiee aibTe pPHATUBHHIX (GOPM TeHa, Kaxaas
M3 KOTOPBIX XapaKTepHU3YeTCsi YHMKaTbHOH TOCIeLOBATENbHOCTbIO HYKJIEO-
THIOB

Anonenua (OONbICEHYE, MACUIMBOCTbE) — CTOMKOE MW BpeMeHHOE, I0J-
HOE WY YaCTUYHOE BBINajieHue BOJOC.

Anmspa-deronporesn (ADII) — smMOproHUTBHBIN OefloK, OGHapyXuBae-
MBI B KPOBM IU10Aa, HOBOPOXAEHHOrO, OepeMeHHOUN XeHIUWHBI, a TaKKe B
AMHHOTHYECKON XKUAKOCTH.

AMHHOLEHTE3 — TTPOKOJ aMHUOTUYECKOro MellIKa C LIENbIO ITONyJYeHHs aM-
HHUOTHYECKOH XKUIKOCTU

Anadasa — dasza MUTOTHYECKOTO ¥ MeHOTHYECKOTO AeNeHUS sjipa.

AReynIouausa — W3MeHEeHHbI HAabop XPOMOCOM, B KOTOPOM OJHA WK He-
CKOJIbKO XPOMOCOM M3 0OBIYHOTO HabOpa WIH OTCYTCTBYIOT, MU TIPEICTaBIe-
Hbl JOMOTHUTENBHBIMM KOITUSIMH

AROTHA — aIUia3usl YIUHBIX PaKOBWH

AnopTansMua — OTCYTCTBUE OIHOTO MAM OBOMX TIA3HBIX AOIOK.

ABTMKOIIOH — TpyIlIIa U3 TPex OCHOBaHMI1, KOMITIEMEHTapHasI KOJOHY B
nPHK. 3anuMaer ¢pmKcupoBaHHOe nojioxeHue B Monekyne TPHK.

AHTMMOHTOJIOUMBLI paspe3 raa3 — pazpe3 Mas ¢ ONYHIEHHBIMM HapyXHBI-
MM YIIaMy TIA3HBIX 1eneit

Anaasus (TUNOMNA3usl) — OTCYTCTBUE WU 3HAYUTETLHOE YMEHDBIUEHWE Pas-
Mepa oplaHa (HalipuMmep, OfIHOW MOYKHM, cefie3eHKH, KOHEeUHOCTH) TIpU HAJIM-~
YU €ro «COCYIUCTOR HOXKHU» M HEPBOB.

ApaxHOZAKTHINA — HEOOBIYHO JUIMHHBIE ¥ TOHKHE TAIBLIBI

ATpesus — 110JIHOE OTCYTCTBME KaHajia WIH eCTECTBEHHOr0 OTBEPCTHS

Ayrocoma — J106asi HemojoBas XpoMocoMa. Y 4dejloBeka uMeeTcs
22 mapsl ayToCcOM

j

BuBaneHT — napa roMOJIOTHYHBLIX XPOMOCOM, OObeIMHSIOLINXCS B eAMHOE
obGpaszosanue Bo BpeMs TNpodasel U Metadasbl | Meitoruueckoro neneHusl.
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Buoncua xopuoHa — rnpoienypa, ocyliecTeasiemasi Ha 7—11-it Hepgene Ge-
pPeMeHHOCTH C LEeBI0 MOMYYEHHMsl KJIETOK [Isl NpeHATANIbHON nTMarHOCTHKH.

Baacromep — KjieTka, 00pa3ylollascs Py NePBHIX MUTOTUYECKMX [eIeHH-
SIX 3UTOTHI.

Buacronarud — mopaxeHue 3apofblilia B TIepHon MepBbiX 15 gHeil nocne
OIIoOTBOPEHMS (Zo 3aBeplueHus auddepeHUHaLK 33 pOJIbILIEBBIX INCTKOB).

baedapodumos — ykopodeHue BeK M0 TOPU3CHTANH, T.¢. CyXKeHMe [J1a3HbIX
menei.

Bpak polacrBeHHblii — OGpak MHIMBUAOB, KOTOPhie MMEIOT OZHOTO UMY He-
CKONbKHX OOLIMX TIPERKOB B OMMKaRLIMX TOKOMEHUSIX.

BpaxupakTuaua — yKOpOUeHHe MaJlblIeB.

Bpaxuuedanssa — yBenMueHHE MOMEPEYHOTO pa3mMepa roJoBbl MPU OTHOCKH-
TeNIBHOM YMeHbIlIeHHU MPOAOILHOr0 pa3Mepa.

B

Buruauro — oyarosas AerMUrMeHTaLMsL.
Bpoxaennsie fone3nu — Ooe3HM, HMEIOIIMECS MTPH POXICHUH.

r

T'amera — 3penas nonoBas KieTka.

T'aMeTonaTysa — NopaxkeHHe NONMOBbIX KIETOK, NPHBOIsiee K HAPYLLIEHIIO
HacJ/leNCTBEHHBIX CTPYKTYp. K ramerornarMsiM OTHOCSTCSA BCe HACNENCTBEHHO
0o0yCIOBNEeHHbIE BpOXAEHHBIE MOPOKH, B OCHOBE KOTOPBIX JeXar MyTalu{ B
TIOJIOBBIX KJIETKAX poauTeneil 6oNbHOTO.

T'emanroMa (aHTMOMa) — BpOXIeHHbIE 10OPOKAYeCTBEHHBIE COCYIMCThIE
HoBoOOpa3oBaHMs.

T'eMu3BroTHOCTL — COCTOIHHME OpraHM3Ma, NPy KOTOPOM KakKoU-To TeH
MpencTaBieH B OQHOH XpOMOCOMe.

I'en — nocneposatenbHOCTL HyKNeoTuaoB B [IHK, xoTopas o6ycioBnanBaer
omnpenereHHyI0 QYHKIMIO B opTaHM3Me WIHM o0ecrieyuBaeT TPAHCKPHIILMIO
JpYTOTO reHa.

I'ennas pHXeHepys — COBOKYITHOCTb MPHEMOB, MeTOAOB M TEXHOJIOTHI mo-
myyeHus pekoMOuHaHTHBIX PHK u JAHK, BeigeneHusI reHoB M3 opraHu3ma
{KJ1eTOK), OCYLIECTBACHHMST MaHMIYJISALUMiIl ¢ TeHaMW W BBCLEHWS! MX B Apyrue
OpraHU3MBI.

I'ennas Trepanss — BBeneHMe reHetTyeckoro Marepmana (JHK win PHK)
B KJIETKY, (DYHKIMIO KOTOPOH OH M3MeHsleT (MM (YHKLUMIO OpraHn3Ma).

T'enuptii MpoAYKT ~— pe3yabTar 3Kcnpeccuu reHa, T.e. PHK wiu Genoxk.

I'enoM — nonHas reHeTHYecKas CHCTEMA KJIETKM, ONPEACISIONIAsT XapakTep
MHOMBWIYaJIbHOTO PAa3BUTHS OPraHW3Ma M HACle[ACTBeHHYIO nepepady B pAmy
MOKOJIEHMI BCeX CTPYKTYPHBIX M (OYHKUHMOHAJIBHBIX MIPHU3HAKOB. TepMMH «Ie-
HOM» MHOTJA yrioTpebiAercd A 0003HAYeHUS TAruIoMaHoro HaGopa XpoMo-
COM.

I'enorun — 1) Bcst reHeTrueckass MH(oOpMalIMs opranuaMa; 2) reHeTHyec-
Kasd XapaKTePUCTHKA OPTaHU3Ma Mo oJlHOMY MJIH HeCKOMABKUM M3Y4aeMbIM JIo-
KycaM.

leHooHA — COBOKYITHOCTb F€HOB BMAA MJIM MOTIYJISILIMH.

leTepo3nrora — xjierka (MJIM OpraHU3M), CONEpXKalllag nBa pa3lIMyHbIX
annensl B OqHOM JOKYCe TOMOMOTHYHBIX XPOMOCOM.,
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T'eTepo3uroTublii OPrans3M — OpraHM3M, MMEIOLIMHI NBe pas3fiMyHble (op-
Mbl JAHHOrO IeHa (pa3Hble ajiieH) B TOMONOIHYHBIX XPOMOCOMAX.

I'eTeporonssa — nepeMellieHHe KJIETOK, TKaHei WM yacTy opraHa B opy-
[yi0 TKaHb WJIM OpraH.

I'erepoxpoMaT#n — 006J1aCTh XPOMOCOMBE (MHOTHA Adxe Liejaas XpoMOCo-
Ma), MMelollas TIOTHYIO KOMIAKTHYIO CTPYKTYPY B MHTepda3e U HeTpaHCK-
pubupyrowasics B PHK.

I'eTepoxpomMus pagyKK# — HeOAMHaKOBOe OKpalIMBaHUE Pa3iMYHbIX y4ac-
TKOB PaJlyKKH.

I'ubpua — ocobb, BOZHMKAIOUIAS B pe3yibTaTe CKPEIUMBAHMSA TEHETUYECKH
PasIMYHBIX POAMTENBCKUX (HOPM.

I'nGpuaw3anusa — mpouecc o0pa3oBaHUs ABYHUTEBOI CTPYKTYpbi B MOJe-
kynax JHK 3a cyer koMmieMeHTapHbIX ¢Bsizeil no npasuny A-T, I'-11.

T'ubpuan3auus in situ — ruGpran3aumg Mexy OeHaTypupoBaHHoilt JHK
KJIETOK Ha MpEeaMETHOM CTeKJe U MEYeHHOH paJiMOaKTUBHBIMU M30TOAMM
WM MMMYHOGMIYOpPECLIEHTHBIMM COeIMHEHMsIMK oaHouetrtoyeyHoit PHK wamn
JHK.

T'vnepruapo3 — MOBbiLIEHHAS MOTAMBOCThL KaK MPOsiBIEHHE U30bITOYHOIM
OYHKUMM NOTOBBLIX Xeme3.

T'uneprenopusM — yBenMuyeHHOE pacCTOSHUE MEXY BHYTPEHHUMHU KpasiMu
rIa3HMLL. -

I'aneprenopu3M COCKOB — YBETHUYECHHOE PACCTOSTHHE MEXIY COCKAMH.

Tuneprpuxo3 — HajgMuyMe rpyObIX JUTMHHBIX TATMEHTUPOBAHHbLIX BOJIOC Ha
MeCTaX, Ille B HOpMe PacHONIOXEHb! MYILKOBbIE BOJOCHI.

I'mnocnasuss — HIDKHSS pacilefiMHa YpeTpbl CO CMEIeHMEM HapyXHOTro
OTBEpPCTUST MOYEHCITYCKATENBHOrO KaHaa.

I'vmotenopn3M — yMeHblEHHOE PacCTOSHHME MEXIY BHYTPEHHMMH Kpas-
MH TJIA3HHII.

I'apcytd3aM — M30BITOYHOE OBOJIOCEHME ¥ [E€BOUYEK MO MYXCKOMY THITY

Tl'onannpuueckoe nacieaoBanue — HaclelOBaHME, CLEMIEHIIOE C Y-Xpo-
MOCOMOH.

T'ony6wie ckieppl (cuHME) — ronyGoe okpallMBaHHE CKIEp, OGYCIOBIEH-
HOe MPOCBEYMBAHMEM COCYAUCTOH 000MOUYKH Yepe3 HCTOHYEHHYIO CKIIEpY.

TOMOIBroTa — XJETKA {MJi OPTaHW3IM), COACPKANIAS ABA ONVMHAKOBLIX asi-
JieNisi B KOHKPETHOM JIOKYCE TOMOJIOTHYHbBIX XPOMOCOM.

T'oMoO3MroTHBIR OPranM3M — OpraHM3M, KMEIOILMIA NBe HACHTHYHbIE KOTTHK
JAHHOTO TeHa B TOMOJIOTMYHBIX XPOMOCOMaX.

I'omonorsaneie XpoMocoMbl — XPOMOCOMBbI, OJMHAKOBLIE MO HAGoOpy co-
CTARJISIIOIIMX UX FEHOB.

I'pynna cuenyienusi — BCe reHbl, TOKAJIM30BAHHBIE B OIHOM XpoMocoMe.

It

JaKTRIIOCKONINA reHHas — BhisIBIICHKME BapMailiil B UMCe M JUTMHE TaHAEM-
HblX rmoBTopoB JHK.

Henennsi — THIT XpOMOCOMHOIT MyTalMu, NMpH KOTOPOI#i yTpaunBaeTcst y4ya-
CTOK XPOMOCOMBI; THII MeHHOI MyTauMM, IpH KOTOpOHl BHINagaeT y4yactok
monekyast JHK.

HMucraxpaszue — nBOHHOM pax pecHMLL,

JHK-nonsmepaza — ¢epMeHT KoMIieMeHTapHoro cunresa JJHK.




Joanxounedanua — rpeodiaizaHye NpoaOAbHBIX pa3MEpPOB MOJ0BLI Hal I10-
NepeyHbIMH.

JIoMHHAHTHLIA MPH3HAK — NPU3HAK (WIM COOTBETCTBYIOIIMIA aJLIeNb), NPO-
SIBJUSTIOLLIMACS Y TETEPO3UTOT.

Jpeitd reHoB — H3MEHEHUE YACTOT TEHOB B Psilly NOKOJEHU I, 00YCAOB/IEH-
HOEe CIYYaHHBIMK COOBITUSIMU B PE3YJbTATE OTPAHMYEHHOH BBHIOOPKH TaMer.

Jlynaukapgusa — Tvn XpoOMOCOMHOM MYTALlMM, NIPH KOTOpPOH YIBOEH Kakoi-
TGO Yy4aCTOK XpOMOCOMBL; THUIl T€HHOH MyTallu¥, NIpd KOTOpOM yIBOEH Ka-
koit-nu6o yyacrok JJHK.

3

3oua renernuecknit — Kopotkuii otpesok JJHK unu PHK ussecrHoil crpyk-
Typbl WM (DYHKLMY, MEYEHHBIH KaKUM-JINOO palvOaKTUBHLIM WU (diyopec-
LEHTHbIM COEIMHEHHEM,

n

H3meHusBoCTh — DATUUMS MEXNY MHIUBUIAMU, NpHHAIEXAUUMA K
OAHOMY BHAY.

H3oxpoMocoMa — abeppaHTHAsT MOHOLCHTPUYECKAsi XPOMOCOMa C JBYMsI
reHeTHYeCKHM MOEHTHYHBIMH MAEYaMH.

WMDpUHTHHE reHOMHBIH (TeHHBIA HJIA XPOMOCOMHBIH) — MEXaHU3M, ¢
MOMOIIBLIO KOTOPOTo Pa3NuyacTcsi aKTUBHOCTb TOMOIOTUYHBIX TEHOB (WJTU y4a-
CTKOB XpOMOCOM) ¥ MHIAVBHMIA B 3aBUCUMOCTH OT POIMTE/NBCKOTO MOMa.

WNnopennbie 6pakn — Gpaky MeXIy KPOBHBIMM pOACTBEHHUKaMU 2-i UIH
Janee creneHd poncTea.

Wnbpuasnr — criapuBaHue ocobeil, COCTOSIIMX B PONCTRE.

Wnpepcsst — THIT XPOMOCOMHOM MyTauMW, NP KOTOpOW MOC/IEN0BATENb-
HOCThL TeHOB B Y4aCTKe XPOMOCOM HM3MeHeHa Ha OOpaTHYIO; TN reHHO# MyTa-
MM, pU KoTopol B onpexeleHHoM yvyactke JHK nocienosatensHocTh OC-
HOBaHUHK 3aMeHeHa Ha ofpaTHYIO.

Wncepuua — Tvi reHHOR MyTayMu, MpM KOTOPOR MMeeTCsl BCTABKa OTPe3-
ka JJHK B crpykTypy reHa.

Wnrepdaza — orpe3oK XU3HEHHOro 1UKIa KJIETKU MEXIY OKOHJYaHUEM
OQHOrO MHTO3a M HAYAJOM CJIEIYIOIIEero.

Hurpon — cermenT JIHK B rene, He comepxammii MHOOPMaLUIO O CTPYK~-
Type OeIKOBOTO NPONYKTa reHa; BbIPE3aeTCs B POLIECCE CIUIAMCUHTA NPU 06-
pazoeanun MPHK n3 nepsuynoro PHK-rpaHckpunra.

NxtHo3 — «ueluyifyaTas» Koxa, HUIMYHAE MIOTHBIX CepOBAThHIX YelIyeK Ha
KOXe, HAMOMMHAIILINX PbIObIO Yellylo.

K

KapnoTHn — XpoMOCOMHbI HabOp KJIETKH WKW OpraHn3ma.

KaprHpoBanue reHoB — onpeleieHne B3aMMHOTO pacnoNOXeHUs reHOB Ha
mostekyte JHK w paccrostHUsST Mexny HUMU.

KionnpoBanme rena — ronyyeHNEe MHUTMOHOB MACHTUYHBIX KOIMUii onpeme-
serHoro yuactka JIHK ¢ ucnons3oBadueM mist 3Tux Leieit MUKpOOPraHM3MOB.

KnuHonakTinsua — narepanbHOe WIM MeqUalibHOe UCKPUBICHHUE ITasblLa.

KozoMuHaHTHBbIe ajienn — aUleNd, KXl U3 KOTOPBIX MPOABRIIETCH B
reTepo3uroTe (HanpuMep, rpyimna Kposu AB).

206




Konon — 370 noc/ie10BaTeNAbHOCTb M3 TpeX HYKeoTIoB B Mojekyte MPHK,
o0ecneyuBalolMX BKIIOUeHEe OHOI0 aMUHOKUCIOTHOrD OCTaTKa B MOJIMIIeN -
THIHYIO Uelb, JM00 CUrHAI Havydla WM 3aBeplUeHHMA TPAHCKPMILIMKM WIM
TPAHCIIS LM,

Koauneapnoctb — COOTBETCTBHE [10CTIENOBATENBHOCTH PACTIONOXEHHS aMM-
HOKHMCJIOT B MOJMIENTHIHON LENK MOPSIKY KOAMPYIOLIMX ero KOJOHOB B
uPHK.

Kosioboma — OTCYTCTBMe WIM CEKTOPIBHBIA nedekT Kakoi-Tu00 CTpyKTy-
Pbl, Hallle BCEro riiaza, HampuMep Koio00OMa PaayXKH, KonobGoMa XpyCTalMKa.

KoMnayHa — opraHm3M, reTepO3HTOTHBII MO JABYM MYyTaHTHBIM aJUICIAM
OIIHOTO U TOro Xe JIoKyca.

Konxopnantnocth — UIEHTHYHOCTb KAKOTO-THMO0 MpH3HaKa y OJIM3HELOB.

Koadduument wnOpuaunra — BEPOATHOCTb TOTO, YTO Y OAHOIO MHAMBHIA
JiBa aJUIeNsl B JaHHOM JIOKYCe MPOMCXOAAT OT OJHOTO Mpenxa.

KpoccunroBep — oOMeH ydyacTKaMK MeXy TOMOJOTMUHBIMHM XpPOMOCOMa-
MM B Mpouecce Meiosa.

J

Jletans — MyTauusi, BbI3bIBAOWIAA THOETb KIIETKH WM OCOBM IO NOCTHXKE-
HMS penpONyKTUBHOIO BO3pacTa.

JInzocomMuble Gone3nn — rpynmna HacJeICTBEHHBIX Bosie3Hed, XapaKTepu3y-
JoIMXCA YHacaegoBaHHOM HegoCTaTouHOM NponyKumeil TH30CoMHBIX hepMeH-
TOB.

JInnmombl — MONKOXHbIE OITYyXoJeBbie 00pa30BaHMs.

JIokye — MecTo Ha XpoMocoMe, 3aHHMAaeMoe re HoM.

M

MakporjoccHst — yBeJHYeHHBIH 93bIK.

MakpocomMust (TMraHTH3M) — UpE3MEPHO YBETHYEHHbIE pa3Meph! Tea, Korna
POCTO-BECOBLIE TOKA3aTeNN 3HaUMTETbHO NMPEBLILIAIOT MOM0~BO3PACTHbIE HOP-
MBI,

MakpocTroMua — ype3MepHO IIMPOKAsk POTOBAS 1UEb.

MakpoTus — yBenMYeHHbIe YLIHbIE PAKOBMHBI,

Makponedanns — yBeIMUeHHbIe pasMepsl Yepera.

Mapkep — annens (MM TPU3HAK), HAcTeqoBaHHEe KOTOPOTO MPOCIeXKHBa-
eTCsl B MOTOMCTBE,

Meiio3 — nBa nocaenosatebHbIX (1-e M 2-¢) gesteHus sipa 3apoabllieBoi
(OMIOBOM) KIIETKK TIPM OHOM LMKIIE PeIUTMKALlMK, B pe3yjabTaTe yero obpa-
3yIOTCS TaIUIOHIHbIE KIIETKU.

MenpenupoBante — HaclaepoBaHHE onpefeneHHoro npuiHaka (6one3Hm)
B COOTBETCTBHMM ¢ 3akoHamu I'. MeHnesns.

MeTtada3za — cramms MUTO3a, Bo BPeMsl KOTOPOi CIMpanM30BaHHbIE XPO-
MOCOMBI PACMOIAraloTCA B 3KBATOPHAIBHON TUIOCKOCTH KJIETKM.

Mukporenus — Majible pasMepbl HVOKHEH 4emocTH.

MHEKpOYHATHA — MaJible pa3Mephbl BEPXHEil YelloCTH,

MukpodransMus — Masble pasMepsl MMa3HOIo A610Ka.

Mukponedanus — Maible pasMepb! TOTOBHOIC Mo3ra M MO3rOBOIC yeperna.

MuKconnazmMa — COCTOSSHME BHYTPMKJIETOYHOIO BeLECTBA MOC/E CIMAHUS
conepXHUMoro aapa (KaproruiasMbl) U HATOIUIA3MBbI.
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Muccenc-MyTanuy — IeHHble MyTaluy, H3MEHSIONME CMBICT KONOHA H,
ClIenOBaTeNIbHO, NPUBOAMIIME K 3aMEHEe OLHOU aMHUHOKMCIOTH Ha APYIYIO,
KoTopas B GeJIKC He MOXeT BBINOTHATE QYyHKUMK HcXooHo# (dhopManbsHO Tio-
0as1 3aMeHa aMWHOKHUCIOTH B OeliKe SIBJSETCS Pe3YNbTaTOM MUCCEHC-MYTa-
LMH).

Murto3 — HEenpsMoe JejeHHe KIETKH, B pe3yibraTe KOTOPOro aovYepHhe
KJIETKH MPHOOPETA0T MACHTUYHYIO TeHETUYECKYIO HHOOpMaUUIo.

MuroxoHapuajipHOE HACTENOBAHHE — HAC/HeN0BaHME TIPU3HAKOB, Nepema-
BaemMbIx Yepe3 JJHK MuroxoHmpuii.

MuroxoHapss — opraHenna KJIeTky, B KOTopolt nporcxonut cuntes ATO.

MHoxecTBeHHBIE AlJIENM — HAIVYME B monyisuuu (MW y Buna) Gonee
IBYX ajljieiell OQHOro U TOFo Xe JOKYCa.

Mo3aHK — WHIMBUA, ¥ KOTOPOTO €CTh KAEeTKH C pa3iuYHBIMH XpOMOCOM-
HbiMY HabopaMH.

Mo3auuu3M — Hajlnyue Yy MHAMBUIA KJIETOK ¢ AByMs Y 0ojlee BapHaHTaMH
XpPOMOCOMHBIX HaGopOB.

MoHrosouanblil pa3pe3 rma3 — paspe3 123 ¢ XapaKTepHO ONyLeHHBIMU
BHYTPEHHHMH YIiIaMyl TJa3HbIX 1lenei.

MoHorensniit (MeHASIUPYIOUINIT) NPA3HAK — HacJleACTBEHHbIM IpHU3HAK
(B ToM 4ducie M Dojie3Hb), ONpencasieMbil O0HUM FeHOM (Hampumep, Mbl-
weyHaa quctpodus JoleHHa, ceprioBUAHO-KIETOYHAsS aHeMUsT, MYKOBHC-
UMpO3 U ap.).

MonocoMus — OTCYTCTBHE B KAPHOTHUIIE OLHOI XPOMOCOMBI.

Moprasnaa — CTaHIapTHAS eJUHUIA TeHeTHYEeCKOro pacCTOsIHUSA Ha FeHe-
TUYeCcKOH kapre. CM: CAHTUMOPraHHIbI.

Mopdorenerudeckne Bapuantbl BpOXKAeHHbIE (MUKPOAHOMATHUY pa3BUTHA,
OPU3HAKK, WM CTHIMBI, AM33MOpHOreHe3a) — OTKJIOHEHWUS B Pa3BUTUH,
BBIXOISAIINE 3a Mpeneibl HopMalbHBIX Bapyanuii, Ho He Hapyuiaomue hyHK-
LIMK OopraHa.

Mynsrdakropuaisubie Hone3nn — GONe3HH, KOTOpbie PA3BUBAIOTCH B pe-
3y/IbTATE B3aUMOJEHCTBUA oNpencieHHbIX KOMOUHAIMK ajuieneil pa3HelX Jlo-
KYCOB ¥ crieliMpr4eCcKUX BO3AEHCTBUI (HDaKTOpOB OKpyXKalotlei cpepl.

Myrares — (GU3NYECKHIT, XUMHYECKMHA T1M00 GHOTOTHYeCKHI areHT, yBe-
JUYUBAIOLIMK YaCTOTY BO3HHMKHOBEHHSI MyTauui.

MyTarene3 — npollecC BOZHUKHOBEHUST MYTALMIA.

MyTanT — OpraHM3M, HeCYlIMA MyTaHTHbIH ajulellb.

MyTtanusa — u3MeHeHue B HacllencTBeHHbIX cTpykTypax (JIHK, rexe, xpo-
MOCOME, T'eHOMe).

MyTanusa caBura paMKM — JelClUMH WIM BCTABKM (MHCEPLUA) YY4ACTKOB
MoJieKysel JJHK, pasMepbl KOTopbIX HEKpPaTHBI TPEM OCHOBAHUSIM.

«MBbic BIOBbI» — KIMHOBUIHBIN POCT BOJIOC Ha JIOY.

H

HacnencrBennas 6one3np — Gone3Hb, sl KOTOPOH 3THOIOMMYECKHUM (ak-
TOPOM SIBASIETCS TeHHas, XPOMOCOMHAs WIM TeHOMHAs MYTallMs.

Hacnexyemocts — yactb oGuielt dheHOTUMUYECKON M3MEHUHMBOCTH, OBYC-
JIOBieHHOH reHeTHyecKuMHK (akTopaMH.

Honcenc-Myranun — reHHble MyTalidy, NpUBOASLIYE K 0Opa3oBaHUIO KO-
AOHA-TEPMUHATOPA BMECTO CMLICIOBOTO KOOHA.
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HopMma peakouu — IMAaNa30H U3MEHYHBOCTY (DEHOTUITOB TIPY OJHOM M TOM
Xe reHOTUNe B pa3IMYHLIX YCIIOBUAX CPEJIEL.

Hocurenap — MHIUBUI, UMEIOWWI OfIHY KONHWIO FeHa, KOTOPEI 06yciIoB-
JIUBAET PELIECCHBHYIO OONE3Hb, U OOHY KOMUIO HOPMATLHOIO aniess.

0

OaMrogakTuis — OTCYTCTBUE ONHOIO UMM Goslee maibues.

Ommrozonn — xoporkuit yuactoxk JHK, rubpuamzaums ¢ KOTOPHIM BbIAB-
JISIeT 3aMEHY OTAe/IbHBIX MTap OCHOBAHMUIA.

OuKorenpr — reHbl, KOQUPYIOine GeJIKU, CTOCOGHBIE BbI3bIBAThH 3f0KaUe-
CTBEHHYIO TpaHchHOPMALUIO KIIETOK.

I

HenerpanTnocTs — yacToTa nposisileHds HeHoTHIa (TIpU3HAKA UK Goles-
HH), DETEPMHUHHUPYEMOr0 LOMMWHAHTHBIM ajjlefieM WIM pelleCCUBHBIM anlle-
JeM, HO B N'OMO3HTOTHOM COCTOSTHUMU.

ITepokcucomunie Gone3sn — HacjaenCTBeHHbIE GOne3HU oOMeHa BelUecTs,
0o0yciTOBlIeHHble HapyllleHUueM OGuoreHe3a Wi QYHKLMH TTEPOKCHCOM.

HepcucrapoBanne — coxpaHeHue 9MOGPHOHANIBHBIX CTPYKTYP, NCUE3AI0IIIX
B HOPME K OMNpeaefieHHOMY 2Tany pasBUATHS.

Iunonnpansuas aMKa — XaHal, BHICTIAHHBI MHOTOCIONHBIM TUIOCKMM
SMUTETIMEM, OTKPBIBAIOIMIICS B MEXITONMYHON CKIamxe y KOIYHKa.

I1aeitorponinocTh — BAMSIHME OLHOIO FeHa Ha pa3BUTHE ABYX WAM Gosee
(heHOTHNMYECKMX MPU3HAKOB.

Hoanrennnie npu3HAKKM — IMPU3HAKYM, OOYCIOBICHHbIE MHOTUMU TeHaMHU,
KaXIBI U3 KOTOPLIX OKa3bIBAET JIMIEL HEGObILOE BAMSHUE Ha CTETIeHb DKCII-
peccuy JTAHHOTO TTPU3HAKA.

IHomuaakTuma — yBeTM4eHKE KOMMYeCTBa NaTbLeB Ha KUCTSX U/ WY CTOMnax.

IHonumopdmamM — HaTMYME HECKOIBKHX, YETKO pazivyarolmxcs GheHoTH-
OB B Npeaeiax equHOoN Monyasuuu.

Honumopdusm anun pecrpuknuonnsix ¢parmentos ([IIPD) — Hanuyue
yugactkoB JHK pasnoit nnvner nocie o6pa6otku JHK onpeneneHHo# pect-
PUKTA30i.

Hoanmnona — xnerxa (TKaHb MW OpraHu3M), UMEIOIIAs TPU MU Gofee
XPOMOCOMHBIX HA60pOB.

IlosioBbIE XpOMOCOMBI — XPOMOCOMBI, ONpPeASAIOLMe MO MHAWBUAA (Y
4eoBeka — X- U Y-XpoMOCOMBI).

Honynauusa — rpynna CBOOOIHO CKpPEUIMBAIOIIMXCS 0cobeil OgHOTro BUIA,
CYILIECTBYIOILAST B ONPeJeICHHOM NPOCTPAHCTBE U BpeMeHU.

Ilpeaypukynsipuble HamumIoMbl — (parMeHTbl HApYXXKHOTO yXa, pacroyio-
XeHHbIE Briepeu YIIHOW PaKOBHHbI.

Ilpeaypskyisipubie GuCTYNIbE — Ceno OKAHYMBAIOLIYECS XOMBI, HAPYXKHOe
OTBEPCTHE KOTOPHIX PACIONIOXEHO ¥ OCHOBAHUS BOCXONsAwieil YacTy 3aBHTKA
YUIHOM PaKOBUHBI, BIlepeId KO3e/JKa MY MOYKH.

IIpeapacnonoxenHoCTh TeHeTHYECKAA — KOMOVHALMS a/uTeNiell pasHbIX JI0-
KYCOB, MPEApacioiaraioiiix K 6o/ee paHHeMY BO3HUKHOBEHUIO 3a6G0IeBaHKH
non BIUAHUEM (aKTOPOB OKpYXaloileil cpelbl ¥ GoJiee TSDKEIIOMY UX TEYEHUIO.

[penaTanbnas IMATHOCTHKA — QUATHOCTMKA HACTEACTBEHHbIX Bose3Hel win
IPYruxX HapylleHu# B epHol BHYTPUYTPOOHOIO PA3BUTHA.
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Ipobaua — 1ULIO, C KOTOPOTO HaYMHAaeTCsl CO0p pOJOCIAOBHOIM.

IIporenus — BbICTYMAaHHe HIKHEH YENIOCTH Briepes Mo CpaBHEHUIO C Bep-
XHe.

Iporepus — npexaeBpeMeHHOE CTApPEHHUE OPraHM3Ma.

IlporHaTis — BbHICTYNIAHME BepXHEH YeAlOCTH BIlepel 1O CPABHEHMIO C
HVKHEH.

HpocenBalomue nporpammbl — cM. CKPHHHHT.

IIpodaza — mepBas cragvss MUTO3A.

HrepuruyM — KpbiJIOBUIHbIE CKIAIKKM KOXH.

IITo3 — onyieHnue Beka.

P

Pexomounantiaa JIHK — monekyna JHK, «coGpaHuas» B ripoBupke IIpu
ucnons3osanum cermenToB JJHK n3 nyx pasimuyuHbIX UCTOYHHUKOB.

PexkomOuHauusa — o6pa3oBaHKe HOBBIX KOMOHHaLUWit TeHOB B Xode Meiio3a
B pe3yabTarte CayyaHOro paclieneHus aleNbHbIX nap ¥ KPOCCUHTOBEpa.

Pecrpukrassl — depmenrsl, paspesaroimue JJHK B cTporo onpenene HHbIX
y4acTKax.

PeneccHBHBI — MPH3HAK WM COOTBETCTBYIOUIMI &lleb, KOTOphiit nmpo-
ABISAETCA TOMABKO B TOMO3UTOTHOM COCTOSTHMH.

Purbocoma — HeGonbllMe BHYTPHKIIETOYHBIE yacTuub!, coctosiue u3 pPHK
K Oenka, Ha KOTOPbIX TIPOUCXOIUT CUHTE3 NOJUNENITHIHBIX LETIei.

PonocnoBHas — cxeMa, MOKa3biBaOWAsA POACTBO MEXAY YneHaMM OIHO
CeMbH B pSAy NOKOAEHMH.

C

CanTaMOpranmaa — pacCTosiHUE MEXAY ABYMSI TeHaMM, 4acToTa KPOCCHH~
roBepa Mexily KotopbiMu coctasnsier 1 %.

Cubepl — Gpathsi M cecTpbl.

CMHAAKTHIBA — I10JIHOE MJIM YACTMYHOE CpallgHYe COCeHMX ITaNbleB KU~
CTH WUJIM CTOIIBI.

Cunodpns — cpociumecs GpoBH.

CxpuaMHr (NpoceuBaHue) — oOCHenoBaHHe GONbLUMX Ipyrnn mogeit Ha
BHIABEHHME KAKMX-IUO0 COCTOSTHMI (Oone3Heit MM HOCUTENLCTBA) € LETBLIO
AKTUBHOI NPOoMUIaKTHKH Tsxeblx (opM Gose3Heit; NpennoaoXuTeNaLHoe
BbISIBIEHHE He JUarHOCTHPOBAHHOW paHee O0Ne3HU ¢ ITOMOIIBIO [TPOCTHIX Me-
TOOOB, JAOMMX ObICTPBIH OTRET.

CnaaficHir — nMpouece yaaNieHWS UHTPOHOB M 0ObeJMHEHWs 3K30HOB B
3peayvio MPHK.

Creno3 — CyXeHHe NPocBeTa OTBEPCTHS MM KaHaa,

Crona «kayajika» — IJI0CKO-BbITYKJIas MOJOLILBEHHAs TTOBEPXHOCTh CTOIThI
C BbICTYNAOWEH K3aly NATKOM.

CrpabuamM — Kocornasue.

CueniieAse TeHOB — COBMECTHAs Nepenaya reHoB (IIPU3HAKOB).

T
TeneanruskTazusa — JOKANBHOE YPe3MepHOe PACLIMPEHMe KAMIISIPOB K
MEJIKHX COCYIOB.
TenekanT — natepajibHoe CMemeHHe BHYTPeHHMX YIIOB IMA3HBIX LIelei
NPy HOPMAIbHO PacrloNOXEHHbIX OpOMTaX IMa3HbIX SI0JIOK.
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TeloMepbl — KOHLIEBLIE YYACTKH XPOMOCOM.

Tenabua Bappa — 10J10BOi XpOMaTKH.

Terpanaouns — KJI€TKa WM OPraHU3M € YETBIPbMA HaGopaMu XpoMOCOM.

Tpancreno3 — npouenypa (WIK NPOLECC) NMeEpesadn IONOMHUTEILHON 9Y-
JKEpPOOHOM reHeTHYecKO MHMOOPMAIIMK B OPraHMU3M, KIETKY.

Tpauckpunuus — CYUTHIBAHUE HACIEACTBCHHOM MHGOPMALMU npK FKCT-
peccuu reda, T.e. cuHre3 nPHK nHa matpune JJTHK.

TpaHcioKanmsa — [EPEHOC YacTH XPOMOCOMbI, KAK MPaBWIO, HA HeroMo-
JIOTHYHYIO XPOMOCOMY.

Tpaucasuusas — repenada HacjeACTBEHHOH WHQPOPMAalHH, CHHTE3 GeIKO-
BOI MONEKY/Ibl WKW MEPEBO NOCAeIOBaTenLHoCcTH ocHoBaHuil MPHK B noc-
JIEAOBATE/IbHOCTD AMHUHOKHUCIIOT B TIOJIUTICNITHAHON LIETIH.

Tpunaonn — KI€TKa UK OPraHM3M C Tpem4 FalUIOMIHbIMH HAGOPaMH Xpo-
MOCOM.

Tpucomuss — Hann4YKe JOOABOYHON XPOMOCOMBI B KAPHOTHIIE JUILIOUIHO-
r0 OpraHM3IMa; BHJ TIOJTUCOMHHU, IIPH KOTOPOM MMEKOTCS TPH TOMOJIOTHYHbBIE
XPOMOCOMBI (MHIUBUI C TPHCOMMEIR HA3LIBACTCS TPUCOMHKOM),

y N

¥Y3geuka A3bIKa KOpOTKafA — NPUKPCIDICHUC Y3ACYKH B 00JIaCTH KOHYMKA
A3bIKa WIK €€ YKOPOYCHHKE, NMPUBOAAIICC K OIPpaHMYICHHIO TOABHU>XKHOCTH 513bIKaA.

]

DeHOKONHA — NPU3HAK, Pa3BUBAIOLUMICS 1Mo JeiiCTBUEM CpeIOBLIX GQaKTo-
pOB, HE ABIAIOILMICA HAC/ENCTBEHHO OOYCJIOBNEHHBIM, HO KOIMHUPYIOMK ero.

®eHoTHI — HaGMOAACMbIEC IPU3HAKH, TTPOARIISIOILMECS B PE3yNbTaTe qei-
CTBHSA F€HOB B ONpeeNeHHBIX YCIOBUSX CPEIbl.

®eTonaTaa — CJCACTBUE TOBPEXACHMA TUlofa B mepuoa ¢ 9-i1 Hemenwm
OGepeMeHHOCTH I0 MOMEHTA POKIECHHST.

®eTocKomua — npoueaypa, No3BOJKKOILAS 00C/eIOBaTh IUIOL B MaTKe TIPH
MOMOUIM BOJTOKOHHO-ONTHYECKOM TEXHHKH,

®ervorepanus (IWI0gHAS TEPATTHS; NPCHATANIBHAA TePaNKg) — JeYCHHUE T17100a
JIO POXACHUS.

DUALTP — pacCTOAHUE OT HYKHEHOCOBOM TOUYKH 10 KPAacHOM KaiMbl Bep-
XHeif ryonl.

®okomenns — OTCYTCTBHE WIH 3HAYUTEIbHOE HEIOPA3BUTHE NMPOKCHMAJIb-
HBIX OTIOEJNIOB KOHEYHOCTEH, BCJIEACTBUE YEro HOPMAJIBHO Pa3BHUTHIE CTOITHI
U/WIKM KUCTH KaXyTCs MPUKPETUICHHBIMM HETIOCPEACTBEHHO K TYJIOBHUILY.

X

XpomaTnaa — [Be JOYEPHME HUTH YABOUBIICHCS XpOMOCOMBI, COeqUHEH-
HBI€ 1IEHTPOMEPO#i.

XpoMocoMa — HYKJIEONPOTEHIHBIE HUTEBUIHLIE CTPYKTYPbI KIIETOYHOTO
Aapa, CONEPXAIUMe HACIEACTBEHHYIO WHGOpMAIIHIO.

XpomocomHas MyTaumsa (1K abeppaling) — W3MECHECHHC B CTPYKTYpE Xpo-
MOCOM.

XpoMOCOMHBI HA0Op — COBOKYNHOCTb XPOMOCOM B siIpe HOpPMAaJIbHOI I'a-
METBI WUIM 3WUTOTBIL.

X-cuerienHoe Hacae0BaHAE — THI1 HACICIOBAHUS TIPU3HAKOB, TEHbl KO-
TOPBIX JIOKANTU30BaHbl B X-XpOMOCOME.
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1I

IlenTpoMepa — TeTePOXPOMATHHOBBIN YYaCTOK XpOMOCOMBI, ABISIOMINICS
MECTOM [IPHUKPETNIEHUST «BEpETeHA AETIEHUS».

TlaKnonua — HaNU4Ke eqUHCTBEHHOM OPOUTDLI, pacioararimencst no cpen-
Heil THHKK B obNnacTH n6a, coepXallieil OqHO WM J1BA MMAa3HbIX 10JI0Ka.

C]

DK30H — OTHENbHbIN QparMeHT NpepbIBUCTOTO T'eHa, COXPAHSIIOMIUICS B
3penoit PHK.

Dx3odTaniLM — cMellieHHe MTa3HOro s0J10Ka Blepel 3a Mpeaenbl [Ia3HK11IbL.
I'nazHad 1ens NpH 3TOM pacliMpeHa.

DECNpPecCHBHOCTL — CTerneHb GeHOTUITMYECKOMN BBIPAXKEHHOCTH (MposiBiie-
HKS) TeHETHYECKW AETePMHUHUPYEMOTO MPU3HAKA.

DKCNpeccHs reHa — AKTHBU3ALMS TPAHCKPUIUH TeHa, B MPOLecce KOTo-
poit Ha AHK o6pasyercst MPHK.

DKTOMAA — CME[eHHE OPTaHa WIK PACIONOXEHHE ero B HeOOBIYHOM MECTe,

DMOHONATHA — Pe3y/JIbTAT BO3IEHCTBUSL TEpaTOTeHHOro dakropa Ha 3MG-
puOH B niepyog ¢ 16-ro gHs 10 8 —9-i1 Hepenu GepeMeHHOCTH.

DINNKAHT — BEPTUKATbHAS KOXHas CKIafKa y BHYTPEHHETO yrija [Ja3sHoM

EH,
DuHcnaaMa — BepXHsIs PACIueNMHA ypeTphl, YACTO COMPOBOXIALLALCS
HCKPUBIEHUEM I10MIOBOTO YIeHa.
DOnucTasz — HeaanenbHOE JOMUHUPOBAHUE.
Dynaouans — HAJIMYUE Y HHAKBHIA MOTHEIX HaBOPOB XPOMOCOM.
DyXpoMaTHH — TeHeTHYECKU AKTMBHBIE YUACTKH XPOMOCOM.
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