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HNPEAUCIOBHUE

bnaronapst BeLIaOIIMMCs TOCTHDKEHUSAM TeHETHKH YeloBeKa B TTOC-
nenHue 10 jgeT pacKphITHl WIN OIM3KY K MOHUMAaHHAIO MeXaHU3MEI Te-
HeTHYEeCKOTO KOHTPOJSl TAKHX CBOMCTB JMYHOCTU UeJIOBeKa KakK Ta-
MSTh, CIIOCOOHOCTH M CKJIOHHOCTU K OOYYEHMIO, JIMACPCTBY, IPYTUM
0COOEHHOCTSIM TIOBEHEHNS, arPECCMBHOCTA U K LIEJOMY CHEKTPY MCH-
XMYeCKUX 3a00JleBaHUA M HapyuIeHWM, IIPOSBISIOIIAXCS CyOKIUHU-
YECKUMM OTKJIOHEHMSIMH B ITPOIIeCCax BOCITUTAHUS WA OOy4YeHUSI.

MenuiMHCKass TeHeTUKa M MOJEKYJsIpHas MeIUUUHA TIPUBHOCHT
CYLLIECTBEHHBIH BKJIAA B M3yYeHHe 3TUOJIOTHU U TIATOTeHe3a aHOMAIUA
pa3suths y neteid. Ha ocHOBe MX HOCTIDKeHH pa3pabaThiBalOTCs U BHe-
APSIOTCS METOXRBI JieyeHUs, NpopuIakTUKU U MeJUKO-Tiearornyec-
KOM aOUNHTAUMH U KOPPEeKUUU HeTell ¢ XpPOMOCOMHEBIMH OONE3HSAMH,
CHHIPOMAJIBHOI TIATOJIOTHEl, HACNENCTBEeHHBIMHA HapylIeHUsIMU 006-
Me€Ha BELUECTB, TNMPUBOMSALIMX K Pa3BUTHI0 YMCTBEHHOM OTCTaJIOCTH,
MOPaXKEHUIO OPTaHOB 3PEHUSI WIKM CJIyXa, ONOPHO-IBUraTeNIbHOTO all-
napara.

OnHOIT 13 OCHOBHLIX 3a1a4 HnedeKTONOINH ABJIsIeTCsl TIOMOIUL B pac-
KPBITUM TMYHOCTHBIX Ka4ecTB pebeHKa, OTpaHNYEeHHEBIX TeM HWIN MHBIM
3aboseBaHMeM. JIMYHOCTb TaKOro pebeHKa, KaK M BCSIKOrO JeloBede-
CKOTO cyiecTsa, hOpMHPYeTCs 32 CYET TeHETHMYECKOU TIpOrpaMMEL,
NOJTYYEHHOUW OT poguTeseil U cpeibl, B KOTOPOH OH BOCHMTBIBAETCS.
IMockoneky B hokyce paGoThl nedeKTonora HaxonsATCs IETH C Onpee-
JIEHHBIMH OTKJIOHEHUSIMHU B PA3BUTUH, TO CPeI0Basi YacTh GOPMHUPOBA-
HYs1 TMYHOCTH JO/IKHA OBITH OCOGeHHO MHIUBULYAIM3UPOBAHA U OPH-
CHTHPOBAHA HAa YHUKAJIBHOCTH TEHETUYECKOW KOHCTUTYLUMH KaXIIOTO
pebeHKa.

Jedekronor, YTOGEl CTaTb ONBITHBIM I€JATOTOM, IOJDKEH 3HAThb
OCHOBBI TEHETHKM, 3TO O€3YCIOBHO, MOBBICUT €10 Mexaroruyeckoe Ma-
CTepCTBO, U OH Ha 60JIee BBICOKOM NPOPECCHOHAIBHOM YpOBHE CMO-
XKeT MPOBOMUTE KOPPEKIHIO MATOJIOTHYECKUX YEPT JTUYHOCTH H CIIO-
CO6CTBOBAaTL (HPOPMUPOBAHHUIO aaNITHPOBAHHOTO K OOIISCTBY WHIH-
BHIa,

IIpemnaraemoe yueGHOe Tiocobue «OCHOBEI TeHETUKU U HACTIEICTBEH -
Hble HapyuieHWs pa3BUTHUS Y JleTel» pacKphIBaeT Te TPAaHU IIpeaMera,
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KOTOpPBIE HEOOXOAMMBI AeeKTOJIory AT paboTe! ¢ IeThMU. EcTecTBeH-
HO, YTO 3TO TOJBKO Mocobue, OOILUMI OPUEHTHUD s AaJIbHEKHILEro
DIy6OKOro OCBOEHUS IIpeaMeTa. A UTOOBI CTATh KIACCHBIM CITeHHaIuC~
TOM, CTYJAE€HTY HEOOXOOIUMO UCITONB30BATh MEIMKO~MEIAroTHUeCKYIO K-
TepaTypy, MOCBSIUCHHYIO OCOOEHHOCTSIM TpEIOAABAHUS M BOCMUTA-
HUSA OETei C HACAeACTBEHHBIMU OTKIOHEHUSIMU B Pa3BUTHN. DTO 00Y-
CJIOBJIEHO T€M, YTO ITegaror-gedeKToNor ABAsgeTcs OAHOBPEMEHHO Me-
JUIAHCKH OPUEHTHPOBAHHBIM CIEHUATIICTOM.

YyebHoe Mmocodue HamcaHO B CTPOrOM COOTBETCTBUHU C TpeGoBa-
HUSIMU TOCYIapPCTBEHHOTO 00pa30oBaTeIbHOro ctaHaapTa «OCHOBH re-
HETUKW» [UIS1 CTYACHTOB AeEKTONOTHIECKUX (PaKyNbTeTOB By30B CTpa-
Hb1. JIoruka v npeeMcTBeHHOCTE COOEPKaHMUsT Pa3iuYHRIX PA3IeioB, HC-
TOPUYHOCTL W COBPEMEHHOCTH MaTEPHAJIa OTBEYAIOT [TOTPEOHOCTAM TIpe-
MoJaBaHus MpeaMeTa Ha BEICOKOM YpPOBHE.

%(Hma HafnucaHa B aKaleMHYE€CKOM CTHie, WLTCTPUPOBAHA CXe-
MaM#, PUCYHKaMHU u GoTorpadusMu.

}é%);:zmzf

Axanemux PAMH H. 1. bouxos
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« ¥} CBHAETENLCTBYET O 3HAYMTENBHBIX Pa3sNUYUsAX B YPOBHE HX NOBY30B-
»* ¥ CKOM MONTOTOBKH MO Kypcy «OCHOBEI F€HETHKN». OBHEKTUBHOM MpH-

' YMHOI 3TOro CIyXKUT TO OOCTOSTENBCTBO, YTO YACTh CTYJEHTOB —
» 3 BBIMYCKHUKM MEAMIIMHCKMX YYWINIL U KOJUIE/DKEH; Apyrue, U UxX 60mb-
e & TMWHCTBO, UMEIOT OCHOBHBIE 3HAHMS MO T€HETUKE B MPEAEIaX KOIb-
HOTO Kypca OUONOTHH; JUISl TPEThHUX — AetheKTONIornYecKoe o6pa3oBa-
HHUE SIBJIAETCS BTOPBLIM BBICIIMM 00pa30BaHHEM, ITOJIYUAEMEBIM, KaK Mpa-
. % BWITO, TTOCJIE OKOHYaHHUS MeJaroriyeckoro By3a.

Hacrtosmee yuedHoe mocobue HamucaHo ¢ YYETOM pasHOrO ypOBHS
TIOATOTOBIEHHOCTH CTYHEHYECKOH ayIUTOPHM K YCBOCHHMIO 3HAHWH B
006J1aCTH T€HETUKHU. B €ro OCHOBY MOMOXKEHA KHUrA 3THX K€ ABTOPOB
«Matepuans! K H3y4eHH0 Kypca “OCHOBBI T€HETHKH » (1992).

B yueGHOM MOCOGHHU paccMOTpeH IHPOKUI KPYT BOMPOCORB: OT OMNH-
© CaHUA CTPOEHMS M QYHKIIMOH MPOBAHUST KJIETOK W UX OpraHesul A0 KJTH-
# HUYECKHX 0COOEHHOCTEeN HACHeACTBEHHBIX OOME3HEN.

YyeGHOE nMocoOHe OTKpPBIBAET rifaBa «BbHOIOrMUECKHe OCHOBHI Ha-
CIEACTBEHHOCTHY YEJIOBEKA», B KOTOPOH MOAPOOHO M3OXEHBI COBpeE-
MEHHBIC NaHHBIE O raMeToreHe3e, paHHBIX 3Tanax 3MOPHOHATBHOTO
Pa3BUTHS YeJIOBEKa, a TaKXKe O IMOATOTOBKE XEHCKOTro OpraHM3Ma K
GepeMEHHOCTH, TTO3BOSION{HE MOHATE [IPHYHUHEI BOSHHKHOBEHHUSI He-
KOTOPBIX HACHEACTBEHHBIX O60e3HEN U NpeRynpeanuTh Ux.

B cooTseTcTBHM € TPpeGOBAHNSIMA MOCYIAPCTBEHHOTO 00Pa30BaTeIhb-
§ HOro CTaHgapTa 3HAYUTEILHOE MECTO B TEKCTE y4eBGHOro nocobus 3a-
HUMAIOT pa3fnemnbl, MOCBAIEHHBIe (GOpPMANBHOH TeHEeTHKE YeoBeKa.
ITonpo6HO omucaHbl KITMHHUKO-TeHAAIOTHYECKHUIA METO H 061uas Xa-
PaKTEpUCTHKA HACTEICTBEHHLIX 00j1e3Hel, YTO IOMKHO CIOCOOCTBO-
BaTh 3PHEKTUBHOMY W TPOIMYKTHBHOMY HCITONB30BAHHIO T0JIYyYEHHBIX
3HaHWI B MpodeCCHOHAIBHOM MTefarorndeckoil 1 BOCITUTATENLHOIM ne-
SATEMLHOCTH Crieyanucra-nedeKTonora.

Brepsble B H3gaHHWH TOJOGHOTO POja NMpHUBeACHBI JaHHBIE O MyTa-
TeHax BHEIIHEH cpenbl M «HOBBIX» KJIACCAX HACIENCTBEHHBLIX Goses-
Hel, MPOIBISIOIUXCS YMCTEHHOW OTCTAIOCTBIO B aHOMATHSIMH TTOBE-
IeHUs.
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Hexoropsie pa3aenbl He OTHOCATCS HETIOCPeICTBEHHO K TeHeTHKE.,
TeMm He MeHee aBTOPBI CYMTAIOT, YTO OHM HYXKHBI KaK /JIs1 NOHHUMAaHUSI
TeHeTUYeCKUX 3aKOHOMEPHOCTEH M 11eIOCTHOIO BOCIPHUATUS MaTtepHa-
a, TaK W IJsT BOCITONHEHUS HeaOCTAIOIIMX 3HAHWI U ¢HOpMUPOBAHHUS
HAay4yHO OOOCHORAHHBIX MeIUKO-OUOJIOTHIECKUX MPEICTABIEHUMA, He-
0OXOIMMBIX CTIEUNATIMCTY-1eeKTONOrY.

Ilpu YTeHWH yueOGHOTO MOCOOMA cieayeT oOpaTUTh BHMMaHUe Ha
TO, YTO KJIIOYEBBIE TEPMIHBL U ITOHATHA BBIAETIEHE! OMYXUPHEIM [pud-
TOM, a YIOMSIHYTEIE BIepBbl€ TepMMHBI WAH TIOHATUS, copepKaHue
KOTOPBIX JIajiee PACKPHIBAETCA (MHOTHA B [TOCIEAYIOMINX pa3lenax), —
KYpPCUBOM.

Knura sxmouaeT B cebst TepMUHOIOIUYecKMiA caoBapk. s xena-
I0I0MX O0Jlee NETAIBHO O3HAKOMUTHCS C KaKoi-1160 TeMOit MW BOTI-
POCOM TIPUBECIIEH CITUCOK PeKOMEHIYyeMOI TuTepaTyphl.

ABTOpBl HaAelOTCH, YTO JAHHOE ydeOHOe Tocobue NMOMOXET CTy-
JIeHTAM aHATM3MPOBATh U pelllaTh NMpobieMbl, BOZHUKAIOIHE B ITPO-
Lecce pabOTHl ¢ AHOMAILHBIMU IeTHMH, YUMUTBIBAs UX TeHETHYECKHE
OCOBEHHOCTH, 6€3 Yero HERO3MOXKHBI Ha YPOBHE COBpPEMEHHBIX BBICO-
KUX TpeOOBaHWA HAYyYHOOOOCHOBAHHBLIE OpPraHU3alUs U [IPOBEICHUE
peabrIuTalUry U abUIHTALIUK, a TaKXKe NTpodHIaKTUKA TSXKenbIX 3a60-
NeBaHUA Y aeTei.

ABTODEI C OJIAaroIapHOCTLIO BOCTIPUMYT M VUTYT 3aMeyaHust, ToXKe-
TaHUSA ¥ PeKOMeHIaUMM TIpenoiaBaTeiieif By30B U CTYIEHTOB, B3y4alo-
LIMX Kypc Ae(peKTOIOTUYECKHX HayK.
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BBEJIEHUE

I'eHeTHKa YenmoBeKa M Takue (pyHIAMEHTANBHbIE JUCHUILTUHEI, KaK
a”HaToMus1, GU3NOMOTHA, OMOXUMHS, COCTABIISIIOT OCHOBY COBpeMEH-
HOH MeIWLUHEI.

HacnencrseHHOCTE M M3MEHYWBOCTE Y YelTOBeKa SIBIISIOTCS TIpeamMe-
TOM M3YYeHUs TeHeTUKH YeJIOBEKAa Ha BCeX YPOBHSX erO OpraHu3alluu:
MOJIEKY/ISIPHOM, KJIETOYHOM, OpraHN3MEeHHOM, ITOMY/ISLIMOHHOM. [e-
HeTHKa 4YenoBeKa CBOMMMW yCIleXaMH B 3HAUYMTEJIBHOW Mepe 00si3aHa
MeIULIMHCKON reHeTHKe — HayKe, H3ydyalollel posb HacaeACTBeHHO-
CTH B naronoruu demgosekKa. IIpukinanHoil pa3nen MeIMUHHCKON reHe-
THKH — 3TO KJMHHYecKasl TeHeTHKa, KOTOopasl UCIOAb3yeT JOCTHXe-
HHS MeTWIWHCKON TeHeTHKM, TeHETHKHU YeJIOBeKa U OBIIeH TeHeTUKN
B pelleHNH KJIIMHHYECKHX ITpobieM, BO3HUKAIOUUX Y KOHKPETHBIX Ia-
HHEHTOB WIH B UX CeMbsiX. biarogaps B3aMMOIIpOHUKHOBEHUIO UIei,
KOHLENLMKA ¥ MeTogoB o01ast TeHeTUKA, FeHeTUKA YeTOBEKA U MEH -
IIMHCKAsl TeHeTUKa B 3HAYMUTENIbHONH CTermeHH OBOoTaTIM LpYyr Apyra,
YTO B KOHEYHOM CYETe CITOCOOCTBORAIIO TOMY, YTOOB! IOCTIKEHUST HAYKH
peaTM30BAICEH B MTPAKTUYECKOM IesTeTbLHOCTU He TOJIBKO Bpaya, HO U
nearora, MCUXoyiora U AedeKTomora.

OcHoBareneM TeHeTHKHM KaK HayKHd II0 TIpaBy CUMTAETCs BETHUKUMI
YelllIcKuii necmenosatens I'perop Mednens. Bemmaaiireit 3acayroit MeH-
Jleis sBjisgeTcsl pa3paGoTaHHBIA UM I'HOPHIONOTHYECKHIA MeTOI AHAIH -
3a sIBIeHHH HACIIeXOBaHN, TTO3BOMUBILNIN eMy OTKPHITEL B 1866 . KOp-
MYCKYISIPHYIO TIPUPONY HACIEICTBEHHOCTH.

XPOHOJOTHS BaXHeHIINX OTKPBITUH B OBJACTHA reHeTHKH YeJ0BeKa
W MEIWLWHCKONW reHeTUKU TpUBELeHA HUXe.

Baxmueiinme oTKpbiTHA B 00J1ACTH reHeTHKH YeJloBeKa

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




Ton HayuHoe oTKpniTue HUccnepoparenn
1902 | buoxuMHuyeckas U3MEHYUBOCTD YEOBEKA A.Tappon
BpoxneHHple oluubkU Merabonuama
1903 | XpoMocoMa Kak HOCHTENTbHULA TEHOB B. Carton
u T.Bosepu
1910 |Jlokanusaius rcHOB 4enoBeka Ha XpOMOCOMe E.Bunecon
1911 | XpoMOCOMHas T€Opusl HACTENCTBEHHOCTH T.T. Mopran
U up.
1927 | YcraHOBNeHUE MYTareHHOro ae¥icTBUs peHTreHoB- | I. Memnep
CKHUX Jlydeil
1940 | KoHtlenuus nonumopdusma 3. Dopn
1947 | MoOBWIBHBIE TeHETHYECKHE 3IEMEHTBI Bb. MaxKnunroxk
1949 | OTKpBITHE MOTOBOrO XPOMATUHA M. Bapp
u J1. BepTpam
1953 | Crpykrypa AHK Jx. Yorcon
u ®. Kpuk
1954 | Ponb nHbekiMoHHbIX 6onedneit B GopMupoBaHuu | A. DUIMcoH
reHodoHIa yesoBeKa
1955 | depmentHbnit cunres PHK u JHK C.0Ouyoa
n A. Kopnbepr
1956 |YcranoBneHMe 4UCIa XpOMOCOM y YeloBeKa XK. Tuo
u A.JlesaH
1957 | YcraHoBiIeHUE PO TeHa B onpeaeneHuu nocneno- | B. Uarpem
BaTENbHOCTH AMUHOKHCTOT B OENKOBOI MOJIEKYITE
1959 | XpomocoMHas abeppaling Kak npiuuvHa BpoxiaeH- | K. JlexkeH
HOUW aHOMAaNuU y 4yermoBeka (cuHnpom JayHa) W Ip.
1959 | YcraHoBAeHUE ponu Y-XpOMOCOMBI B Ofpenene- Y. Dopx
HWM TIOJ1a Y YeNOBEKa n I. dxekobe
1960 | [IpuroToBneHne xpOMOCOMHEIX MPENapaToB IT. Mypxen
U3 JEHKOUMUTOB Nepudeprudeckoil KpoBU
1961 | BuoxuMuYeCKuii CKpUHMHT P.Tatpu
1961 | OTKppiTHE TE€HETUYECKOTO KOiA M. HupeHnGepr
1962 | HeusbuparenbHas MHAKTUBU3ALUA OMHOM E. Beittnep
n3 X-XpoMocoM y ocobeil XXeHCKOoro noja
1966 |/lopomosas AMATHOCTKA XpPOMOCOMHBIX GonesHeit | M. Ctun
u B.bper
1970 [duddepernyanbroe OKpalinBaHUE XPOMOCOM T.Kacmepcon,
A.D.3axapos
1970 | ickyCcCTBEHHO CMHTE3WPOBAHHBIIR TeH X. b.Kopana
8
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Tonm Hayunoe oTkpbITue Hccnenoparenu

1978 | MonexyispHO-TCHETHYECKAS] AMAaTHOCTUKA . Kan

1983 | MeTon MOMMMEpasHOM LUETNHOW Peakiun K Mymiucon

1985 [ Meroa AHK-gakTHaOCKOTHH A. Ixeddpuc

1988 | OmHOopoauTEIbCKAS MUCOMMS Y YEJIOBEKA Jx.Caenc v 1ap.
il 4

1988 |ITaTonornuyeckad aHaTtoOMMS reHOMa 4enoBeka Kak | B. MakKplocuk
HOBas NApafUrMa MeqHIIMHBI

1989 | TlepBble yCIEIUHBIE MONBITKY FEeHOTEPAITHN A. AHIepcoH
HacneaCTBEHHbIX U HEHACIeNCTBEHHbIX (OHYXOHI/I
u uHdexumuu) 3aboneraHuit

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

1992 | Knaccudukauus MUTOXOHApUanbHbix OonesHedt | II. Yosnec

1989 — | PactuydpoBka reHOMOB MHOTUX OPraHu3MOB

1999

2002 | CexkBeHMPOBAHME I'EHOMA YeNOBeKa Pesynbrar
MEXIYHAPOAHO-
r0 COTpYAHMYE-
CTBa

B Hacrosgiiee BpeMsi He BBEI3BIBaeT COMHEHHH TOT (hakT, YyTo Opra-
HU3M ABIIsIeTCS PEe3YIbTaTOM CIOXKHOTO B3aUMONEHCTBUS TeHEeTHYECKOM
TMpOrpaMMBl, YHACIeIOBAHHOW OT POANTeNed, U pasHOOOpa3HbLIX, TO-
CTOSTHHO MEHSIOIUXCH YCIOBUM BHEIIHEW CPeIbI.

Tl'edetHyeckas nporpaMma, ¢ OMHOI CTOPOHEI, IepeaaBasch U3 Io-
KOJIEHUs] B TIOKOJEHWe, 00ecTieIBaeT BOCMIPOW3BedeHHE THIIOJIOTU-
YeCKHX XapaKTePUCTHK YelIOBeKa KaK NpeacTaBUTeNsl OHMOJIOTHYEeCKOTO
BUIA Y YHACIEIOBaHHE HEKOTOPHIX, B TOM YHMC/e H aTOJOTHYeCKUX,
npu3HaKoB poaurtesnei. C apyroil — co3maeT Kaxablid pa3 (Ha OCHOBe
TeHEeTUYECKUX SBIEHHM M 3aKOHOMEPHOCTEHW) YHHUKAIBHYIO B CBOe€il
FeHOTUNTUYECKONH WHIUBUIYAILHOCTH OCOOb.

MHOTOBEKOBOM OIBIT MeAULIMHE YOS TUTENLHO CBUAETENLCTBYET 00
WHAWBUIYATLHOM XapakTepe TedeHHsl NaToMorun. MMeHHO B CHITY 3TO-
TO BRLIAIOWMICS pycckuil TepaneBr M. 1. Mynpos yuui MOJIOOBIX Bpa-
Yeil UCXOMUTD W3 TIPUHLMIIA «JIeYUTh He 00ose3Hk, a SoasHoro». Muau-
BUIYaJIBHbBIN XapakTep 3a00/eBaHUs, MPOSBNAIOIINACA B TEMIaX pa3-
BUTHA OONIE3HH, MHTEHCUBHOCTY MATOMOTMIECKOTO JTPOLlecca, CHeL-
(GUIHOCTH €ro NMpOoTeKaHUsl, UCXone 3ab0neBaHus U T.J., BO MHOTOM
00yCIIOBIEH TeHETHYECKOH YHUKAIBHOCTBIO KAXKIOTO YeJIOBEKA, HETIOB-
TOPHUMbBIMU IYTAMH peajU3alliH TeHETUYEeCKOM NpOorpaMMbl.




Kaxmoe 3a60meBaHle XapaKTepU3yeTCss HAUTMUHEM THITMIECKUX I1a-
TOJOrMYECKMX npoleccoB. MccnenoBaHue reHETHYECKOTO KOHTPOJIA
HEKOTOPBIX THITMYECKHX MATOJIOIMYECKUX NPOLECCOB BBISBUIIO 3HAH-
MYIO POJIb TeHETUYeCKONH KOHCTUTYLMHN B MX PASBUTUH M peain3allni.
Hauao maronornyeckoro TpoLecca He Beeria MPUBOIUT K BbIPaXeH-
HOMY 3260JTeBaHIIO, a JIMILb [PY OTIPENENEHHBIX YCITOBHAX NEpeXOINT
B pa3BepHyTYI0 ¢opMy. BO3MOXKXHOCTB TAKOTO Iepexolia oGycoBJI€Ha 1
HeGMaroTiPUSITHEIMU BHEIUHUMHU (CPENOBBIMU) YCTIOBHAMA (nepeoxnax-
JeHMeM, HENOEMaHNeM, SMOLVOHAIBHBIM MM NCUXUYECKUM CTPEC-
COM M [p.), ¥ TeHETUYECKONH KOHCTUTYLMEH OpraHu3ma.

HacnencreenHas WHGOpMAIIMs, pealH3ylollascs B Mpotecce NH-
IUBUIYAJIBHOTO PAa3sBUTHUs OpraHu3Ma, obecneyrBacT ¢opMupoBaHHE
BCEX MPU3HAKOB U CBOMCTB, HO He KaK CTaGUIBHBIX, HEU3MEHHBIX TIO
OTHOLIEHHIO K Cpejle, a CIOCOOHBIX K OTIPENEICHHON N3MEHYNBOCTH.
PasMax BO3MOXKHOI BapnabeTbHOCTH OTBETOB Ha JIH00bIE BO3IEHCTBUA
FeHETHYECKH JETePMIHMPOBaH B reHeTUeCKOH KOHCTUTYLIMH OpraHn3Ma
3JI03KEHA CTIOCOBHOCTh COXPAHSITh NOCTOSTHCTBO BHYTPEHHEH Cpellbl IPH
KOJIEOTIONIMXCS BHELTHMX YCIOBUSX. 3HAUCHHE HACTENCTBEHHBIX dak-
TOpOB B TIOLAEPKAHMM TOMEOCTa3a OpraHM3Ma 3akjiovacTca B TOM,
YTO OHM OTIPENENSIIOT HOPMY PeaKLlH Ha BHEUHNE BO3NEUCTBHS. [Ton
HOPMO#I PEaKIMM MOHMMAIOT TPAaHULIbI BOIMOXKHBIX OTBETOB TIPH pas-
HBIX YCJIOBHSIX CPEIbl. DT TPaHULb! ONPENETAI0TCS pabGoToi Hacien-
CTBEHHOTO aIIapara.

3HaYeHNWe TEHETUKH TS METHIMHEI TIPOSIBIISIETCS B BO3MOXKHOCTH,
a Ha COBPEMEHHOM 3Tare passUTHs MeIULUHEl 1 HEOOXOIMMOCTHU 60-
Jlee TIOJTHOTO MOHMMAHKA PUPOAE! PasiMyHBIX 3a00€BaHNH 1 NaTo-
JIOTMH B LIEJIOM. Ycrex B 001acTy FEHETUKY YENOBEKA MEIWLINHCKOH
FeHETUKM OKA3aJIN GOMblIoe BIMAHUE HA MHOTHE pa3fesibl MEAMIIMHDL.
JIs1 MHOTHX TPYIII TIATONOTHI KapAUHAIIbHO MEHSIOTCA nu6Go 1oMoN-
HSIOTCS ¥ YTOUHSIOTCS PENCTaBAeHNA ¥ 3HAHHS O POJIM FEHETUYECKHX
(axTOpOB B 3THOJOTMM W NMATOTEHE3E 3a607€BaHN.

Brnaromaps ycnexaM MEIUIMHCKOW HayKW M Hay4HO-TEXHUYECKUM
JOCTHXEHMAM TIOCTENHUX JIET BO3PAcTaeT MPOLEHT pacro3HaBaHNA
FeHEeTHYECKN OOYCTOBIECHHOM| MaToJIOTUU B CTPYKTYPE 3a6oneBaeMo-
CTHM, CMEPTHOCTH ¥ MHBAIMAM3ALMH HaceTeHus1. Tak, B cTpaHax ¢ pas-
BUTOI CHCTEMOI 31paBOOXPAHEHMS PFEHETHUYECKNE ¢paxTops! 0GYCIIOB-
JINBAIOT:

80 % YyMCTBEHHOI1 OTCTaJIOCTH,

70 % BPOXIAEHHOMN CIETOTHL;

50 % BpOXIEHHOI TYXOTHI;

40— 50 % CrIOHTaHHBIX A0OPTOB M BBIKMJIBIIIEH;

20— 30 % MiameH4YeCcKOH CMEPTHOCTH.

Cpen¥ IPUYUH FOCMUTATM3AUMN AETEH B HECTIELNATN3NPOBAHHDIC
GOJIbHUIIBI HACJIENCTBEHHBIC OOJIE3HH COCTABIAIOT OT 20 po 40 % Bcex
ciyyaeB. JIpyrUMH cnoBaMH, B CpeIHEM KaXJIBIA 4eTBEPTHIA PEOEHOK,
[OCTYIUBINMI B GONBHULY O6LIETO NPO(UII, — 3TO peGeHOK C Ha-
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CNeACTBEHHOI1 TTartosioreii. ECTeCTBEHHO, YTO CPEH JeTel C YMCTBEH-
HOU OTCTanoCThIO, TYTOYXOCTBIO, IJIYXOTOH M MOoTepei 3peHMsT OoJib-
HbIX C HACJEACTBEHHBIMHA 3a00JIEBAHUAMHU ropa3iao OoMbIle.

Poib MEAMIIMHCKON TeHETHKU B CHCTEME MEIMUMHCKHX HayK CTa-
HOBUTCS TEM OOJIEE CYILIECTBEHHOW B YCIOBUAX 3HAUMTENBHBIX aHTPO-
IMOTEXHOTEHHBIX MU3MEHEHHWH Ccpelbl OOMTAaHMSA YEJI0BeKa U U3MECHEHUH
MTONYJISIUOHHO-AeMOrpachUueCKX XapaKTepHUCTHK HacencHUS.

YenoBeueCTBO CTAMKUBAETCH ¢ HOBBIMHU (DAKTOPaMH Cpelbl, HUKOT-
Jla He BCTPEYaBIUMMHCS Ha MPOTSKEHWM BCEH €ro SBOJIIOLIMH, UCTIBI-
THIBAET BCE BO3PACTAIOIINAE HATPY3KHU COUMATBHOTO M SKOJOTHYECKOTO
Xapakrepa, B CBA3U C YEM CTAHOBUTCA 0OJice OYEBUIHOW paHee CKpbI-
Tas FeHeTUYeCKas U3MEHUMBOCTD JIIOAEH, TTPOSIBIISIONIAACS B BUIOE HO-
BbIX (POPM MATONOIUU U LWHPOKO PACIIPOCTPAHEHHOM MaTONOIUU He-
WHQPEKIIMOHHOM 3THONIOMMH,. Pa3BUTHE paguo- U TEJIEKOMMYHUKALIMIA,
yaydiieHue MHGpPacTpyKTypbhl MECT OOMTaHUS YenoBeKa (Harpumep,
Pa3BUTHE CETH JOPOT), CBSI3aHHbIE C HAYYHO-TEXHUYECKUM TIporpec-
COM, TIPUBOIST K HM3MEHEHHIO OpayHoOil TIpaKTUKH, pacliafaMm paHee
M30JIMPOBAHHBIX TTOMYJIALMMA, CYLIIECTBEHHBIM U3MEHEHHUSIM MUTpaLy-
OHHBIX TEHIEHLIUM HaceNeHMs, YTO OOYCJIOBIMBACT 3HAUMTEJIbHOE TIE-
pepacripefesieHye TeHOB (B TOM YHUCJE U MaTONOTMYECKUX) M, CJIEeHO0-
BAaTEJIbHO, MPUBOIUT K CYLIECTBEHHOMY M3MEHEHHUIO YaCcTOThl HACleI-
CTBEHHBIX M HEHACJIEACTBEHHBIX 3200IEBAHUM B MONYJIALMAX YeJIOBEKa.

PasButHe reHeTUKH, KOTOpas JIOCTUIIIA B IIOCNEAHMUE roabl HeObIBa -
JIBIX YCITEXOB, MPEAOIpeacsieT POXKICHHE HOBOTO MOJX0Ia K OCMBbIC-
JIEHUIO HE TOJIbKO MEIULUMHCKMX, HO U TICUXONOTHYECKHUX, TIEHAroru-
YeCKUX M JIpYTUX TpoONeM, CBS3aHHBIX C YeJoBeYeCKUM (haKTopoM.
ITpeaBapuTennpHBIE pE3yNAbTATHI OJM3HENOBRBIX U CeMEMHBIX MCCIeI0Ba-
HU, HarnpaBJieHHBIX Ha W3yYCHUE BKJIANa reHeTudecKux HakTopoB B
¢dopMHpoBaHUEe CBOMCTB TeMIIEPAMEHTA U HEKOTOPBIX JIMYHOCTHBIX 0CO-
OeHHOCTeH, CerofHs TOATBEPXKAAIOTCS Pe3yJIbTATAMU MOJIEKYIISIPHO-
TCHETUUECKUX UCCIeI0BaHUM. VICCIIe10BaHMS TeHETHYECKOTO KOHTPO-
JIsT HEKOTOPBIX HEUPOMEAUATOPHBIX CHCTEM MO3Ia TIO3BOJAUIIN O0HAPY-
XUATh U WIEHTUOUIMPOBATH TEHETHYECKHE CHUCTEMEI, (GOPMUPYIOIHE
OCHOBBI ¥ MEXAHU3Mbl NAMATU, CIIOCOOCTBYIOIIUE PA3BUTUIO ANIHK-
TUBHOI'O WJIM arpeCCUBHOrO TIOBeAcHUS. OYeBUIHO, YTO (hDOpMHUPOBa-
HHe y pebeHKa (KaK HOPMaJILHOI'O, TaK ¥ aHOMAJEHOIO) aJleKBATHOI'O
TIOBeIeHUs, BRIPADOTKA OINpeneneHHbIX HAaBBIKOB, afariTaius U IIpo-
1IeCChl 00YUeHUsT JOJIKHBI MIPOBOAUTHECA HAa OCHOBE IMOHUMAHHS TIPH-
YHH, CTPYKTYPH JE(EKTOB K XapaKTepa X B3aUMOJICHCTBUSA C OPYTH-
MU CHCTeMaMH opranmnaMma. [ToHuMaHMe TipoGsieM BO3HUKHOBEHUS U
CTAHOBJICHUS AHOMAJIMU y peOEHKa SIBNISETCS TPEeaNOChIIKON yCne-
HOTI'0 U KBUTM(DHULIMPOBAHHOIO TEAArOrHYeCKOr0 BO3IeAiCTBHSA.




IVIABA 1. BUOJIOTHYECKUE OCHOBbI
HACJIEZCTBEHHOCTHU YEJTOBEKA

I.1. KIETOYHAA TEOPHUA

Bce XuBBle OpraHU3MBl, 3a HCKJIIOUEHHMEM BHUPYCOB*, COCTOAT M3
xiteroK. KireTku, yare BCero npeacTaBlI€HHBIE MUKPOCKOTTHUECKMMH
00pa3oBaHUSIMH, 00J1AIaI0T BCEMH BaXHENIUMMH XU3HEHHBIMHU CBOM-
CTBaMU: caMOpeTysslueil, CaMOBOCTIPOM3BEIEHUEM, e[IMHCTBOM CTPYK-
TYPHI ¥ (DYHKLIMU, HCTOPUUYECKUM Pa3BUTHEM M T. 1. B KeTKax MOCTOAHHO
TIPOMCXOMAT TPOLIECCH OOMEHA BEelECTB M MPEBPaILEHUs SHEPTUU.

Hayxka, usyvatomas crpoerne v (hyHKUIHOHUPOBAHUE KIIETOK, Ha-
3pIBAaeTCS mUTOJOrRel (oT rpey. kytos — Knerka + logos — Hayka). Pas-
BUTHE W CTAHOBAEHMNE LMTOJOIHH BO MHOTOM OTPENeNsiIoOCh COBEP-
LIEHCTBOBAHUEM MUKPOCKOMNYECKOU TeXHUKHU, MOCKOJBbKY KAETKH
TPYIHO U3y4aTh HEBOOPYKEHHBIM IJIA30M.

B 1665 r. armniickuil ectecTBouceiTaTeNb P, ['yK Briepswie coo0-
IWI O CYIIeCTBOBaHWM KJeTok. OH paccMaTpuBa TIOJ YCOBEpPLUEH-
CTBOBAHHBIM MM MHKPOCKOIIOM TOHKHME Cpe3bl TPOOKH M 0OHApyXHil
MeJIKME IyCThie MOPHI M sSTYEHKH, KOTopble Hassan Kiaerkamu. Ctporo
roBops, B cpese npoOku P.I'yk HabGs o011 MepTBhIE KJIETOUHBIE CTEH-
KM, JIMIIEHHbIE HAMOJHSBIIEr0 UX XUBOTO comepxumoro. Mccnemys
N0 MUKPOCKOIIOM Pa3IMYHbIe YaCTHA APYIMX PACTEHH, B YACTHOCTH
MOPDKOBH, JIOITyXa, MAnoOpOTHHKA, OH OOHAPYXWI BCE TOT X€ IUIaH
CTPOEHHS, UYTO U Y NPOOKH.

B 1677 r. M. Manbnuru COOGIINI O KINETOYHOM CTPOEHMM BCEX M3Y-
YeHHBIX UM pacTeHuil. Buanwiit yuennid XVII 8. A.Ban JleBeHTyK, HC-
CIIeNlysT Karulio BOAB TTOJ MUKPOCKOIIOM, OOHAPYXWI MPOCTeiiune og-
HOKJIETOYHBIE OpraHn3MBl. Jlonroe BpeMsi OCHOBHBIM CTPYKTYPHBIM KOM-
TTOHEHTOM KJIETKH TPHU3HABATACH ee 000N0UKa.

[Tocne Toro kak B Hayane XIX B. NPOU30OLLIO TEXHHYECKOE Yiydile-
HME KayecTBa JMH3, OBICTPO BO3POCIO BHUMAHWE K UCCIIEIOBAHUSAM C
TIipMMeHeHueM MuKpockoma. B 1825 r. yewwickuit yyeHsblit 5. [TypKuHbe

* Bupychl — 3TO YACTHULbL, COAEPXKAIIMe OeNKU U HYKIEMHOBbiE KUCAOTL. PasMepnl
BUPYCOB COTMOCTABMMBI C pa3MepaMH OEJIKOB ¥ HEKOTODPBIX HYKJIEMHOBLIX KUCIOT M
3HAYMTENIBHO MEHBIUE PA3MEPOB CAMBIX MENKMX KJIETOK. M3-3a MX HecriocoBHOCTH K
CaMOBOCMPOU3BEAEHHIO 6€3 CHHTEIUPYIOLLETO arnmnapara KJIeTKH-X03IHHa 1 MaTbiX pa3-
MEpPOB BUPYCHI 4acTO OTHOCST K paspsily «HEXHKBOIO»
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FI0Ka3al, YTO BHYTPH KIETKW HaxOZUTCS CTYACHHUCTOE BelIEeCTBO, TO-
37Hee Ha3BaHHOC MUTOMNA3MOM. AHTITHACKAA boTanuk P.bpayn onu-
can aapo kiaetku. Hemenxuit 6oranuk M. Hlmeitnen B 1837 r. nmpuuren
K 3aKIIOYEHHMIO, YTO BCE PACTUTENLHBIE KIETKH COACPXAT Aapa.

B 1839 r. Hemenkwmit 3oomor T. IITBanH, 00001IMB COOCTBEHHBIE 3KC-
MEPUMEHTATLHBIE JAHHBIE W PE3YAbTATHl IPYTHX YYEHBIX, C(HOpMysH-
pPOBAT KOHUEMIMIO, U3BECTHYID B HACTOAUICC BpeMsA KaK KJE€TOYHAsS
Teopud. COIMACHO KIETOYHOH TeopuH: 1) KJIETKa ABJIACTCS OCHOBHBIM
9NMEMEHTOM XH3HH; 2) M00ble OPTaHU3MBI COCTOAT U3 OIHOH MITH MHO-
TUX KJIETOK. [leACTBUTENBHO, HECMOTPS Ha KOJIOCCAIBHOE pa3HOoOOpa-
3Me XKHBBIX CYLIECTB, Pa3nMUaIOIMXCs pasMepoM (cM. Tabul. Ha c. 14),
dbopMoii, cpegoil 0OMTAHMA, CIIOCOGOM TNEPEIBIKEHMS, 3Heproodec-
TIEYCHUS U T. I., OCHOBY UX MOP(HOGYHKIIMOHATBHON OpraHu3anum co-
CTABMAIOT KACTKH. P. BupxoB B 1855 1. mo6aBHI K 5TUM ABYM MOCTYa-
TaM pyHzaMeHTaIbHOE Monoxerue: «Omnis cellula e cellulae» — «Bes-
Kad KJIETKA OT KIAeTKU». HBIMU CiToBaMH, TPETHE TIOTOXKECHUE KACTOY-
HOU TEOpUH [IACHUT, UTO BCE KIETKH 00DPa3yrOTCA TOJBKO B Pe3yNbTaTe
JICICHUST Opyrux Kiaetok. CoBpeMeHHOoE COACPXaHME KIETOUHOHM Teo-
PHM MOXET OBITH KPATKO C(hOPMYIUPOBAHO CIACOYIOIUM 00pasoM: oc-
HOGHOII crpyKmypHoi u (DYHKUUOHAAbHOI eOUHUNEI HCUBHIX OPZAHUIMOE
Aeanemca Kiemxa.

Kietoynas Teopys ABIAETCH BaXHEHIIMM JOCTHXEHHUEM €CTECTBO-
3HaHuA. OHa ChIMPaa BHIAIOILYIOCS POJib B PA3BUTHH HE TONBKO OHO-
JIOTMM X MCIHMLUMHBI, HO U MHOTHX JIPYIUX Pa3[acjioB HAYKH O YCITOBCKC.

IMocnenyromye ycrexyd LMTOMOTHM U IMTOTEHETHKHU ObUTH CBA3AHBI
C pa3sBUTHEM U COBEPILICHCTBOBAHUEM METOIOB HccnenoBaHu. [lenT-
pasabHag posib SApa B KJIETOYHOM IE/IcHMHM OBblnma JIoKasaHa Ioche
U300peTeHUA METOAa OKpalIMBAaHWA LMTOJOTMYECKHUX TIPEIapaTon
B. ®nemunrom B 1879 r. CoBeplUeHCTBOBAHNE CBETOBBIX MUKPOCKOTIOB
TIO3BONMITO TTOAYYATH HOBBIE CBEICHHA O CTPOEHHMH KJIETKH M HEKOTO-
PbIX ee cTpYKTYp. OIHAKO paspelapinas CioCOOHOCTL CBETOBOIO MUKPO-
CKOI1a OTPAHMYEHA BO3MOXHOCTLIO YeIOBEYECKOTO I71a3a, KOTOPLIH MO~
KET BOCTIPHHUMATH PA3IE/IbHO IBE TOUKWM HA PACCTOAHHMHM HE MCHCe
yem 0,1 M. [Tpu TakoM paspelleHUH HEKOTOPHIE KIIETOYHBIE CTPYKTY-
Pl HE BUAHBI, 4 UCCIICIOBAHME IPYTHX CYLUCCTBEHHO 3aTPYAHCHO.

KpymHbIM 1arom Briepe okasaaochk M300peTerHe B 30-X IT. 9/IEKT-
POHHOTO MHKpockoma B.3BopblkiHBIM M (PA30BOKOHTPACTHOIO MHUK-
pockoma ®. 3epHuke. YeennyeHue B 100 ThIC. pa3, KOTopoe obeceyn-
BAET SNCKTPOHHBIM MUKPOCKOT, NO3BONACT M3y4aTh CAMBIC MCIKHE
DETATH KJIETOUHBIX opraHeiul. COBpeMEHHBIE TOCTHXKCHUS LUTONIOI MU
M UWTOTCHETHKH CBA3AHBI ¢ PAa3BUTUEM XUMUUYCCKUX, DUINYCCKHUX
METOJOB M TEXHOJIOTHI (OT PECHTITEHOCTPYKTYPHOIO AHAMM3A JO KOM-
TBIOTEPHBIX 043 TAHHBIX).

B MHOTOKJIETOUHBIX OpraHM3Max Kax/iasl KeTKa CrieliMaav3upoBaHa
IUTS BBHITIONHEHUS, KAK TIPAaBWIO, OAHOM M3 PYHKIU, HEOOXOAMMBIX
Ui obecTIeyeHUA XU3HEAEATEIBHOCTH OpTAHH3MA B LIEJIOM.
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Pa3mepnl HEKOTOPLIX OHOJIOTHYECKAX 0GbEKTOR

HaunmeHoBaHue oObexTa Paamepnt
HepeBo (cexpoiis) 100 m
Kawmanor 20 m
Yenosek 2M
B3pocnas Mbilb 100 MM
Tunuuneiit rpud 50 MKkMm
AMmeba 100 MM
Baxrepus (Escherichia col) 2 MKM
Camas MajieHbKasl OakTepusa 100 nm
CaMpiit 60/1b110M BUPYC 300 um
CaMmbiif ManeHbKUI BUPYC 20 1M

HepsHas ki1eTka

Ho 2 M B WinHy

BONBIIMHCTBO KJIETOK DYKapHOT
(cpeaHue pa3mepsl)

10—20 mMxM B nMamMeTpe

HduameTp siapa 5~—10 Mxm
MutoxoHnpus 1 MxMm
KoHnaeHcHpoBaHHas XpoMocoma 200 HM

PudocomMa

20 HM (IUaMcTp)

Monexyna JIHK

2 HM (TONLUMHA)

AMHWHOKHCIOTA

0,5 uM (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 = 10 M = 10° HaHOMETPOB (HM),

1M = 10% v = 106 mm

B CIOXHBIX CIIOBAX «CAHTU» O3HAYAET OJHY COTYIO YacThb, «MUUIM» — OIHY Thl-
CHYHYIO, «MUKDPO» — OAHY MIIIMOHHYIO, «HAHO» — OAHY MWUIMAPAHYIO

B 3aBUCHMOCTH OT BHITOJIHSIEMOM (QYHKIMHU KJIETKHM MOTYT 3HAYM-
TeJIBHO pas3fimyaThes KaK 1Mo pasMepy, ¢opMe, PaciloIoXeHUIO B pas-
JIMYHBIX TKAHAX U OpraHax OpraHu3Ma, TaK U M0 APYTUM BHELUHHAM H
BHYTPEHHUM XapaKTePHUCTHUKAM.

YKax)eM OCHOBHbBIE BUIBI CITEUATH3AIINN KIIETOK MHOIOKJIETOYHO-

I'o opraHmM3mMa BTo.

BOCIIPHUATHE BHELIHUX ¥ BHYTPEHHHX pas3ipaxHTelIei,
KOOpAWHAUMA BceX (DYHKUMHU (KNETKM HEPBHOM M SHAOKPHUHHOM

CHCTEMBI),
JBMXEHWE U OI10pa,

3alUMTA OpraHu3Ma (KJIETKU MOKPOBHBIX TKAHEH M MMMYHHOH CHC-

TEMBbI),

TONYYECHHUE ITUTATEIbHBIX BCIUCCTB UM UX CUHTE3;
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fIepeHOC MHUTATENbHbBIX, OMONOrMYeCKY aKTHBHBIX BEILECTB, I'd30B
T,

yIaJeHHe TIPONYKTOB pachaga,

pa3MHOXeHHE.

1.2. CTPOEHUE XWBOTHOW KJIETKH. OCHOBHBIE
OPTAHEJUIBI B X OYHKIHUN

Bce XMBBIe OPTaHM3MBI B 3aBUCHMOCTH OT THIIa COCTaBSIOIMX MX
KJETOK Pa3fensaioT Ha IyKkapuoms! (KJIETKW, UMEIOIIHE SIAPO) U npoKa-
puompt (KJIETKH, Y KOTOPBIX 0¢hopMIIeHHOE A1po oTcyTcTByeT). U3 syka-
PHOTUYECKHX KJIETOK COCTOAT CAMBIC PA3HOOOPa3HbBIE OPraHM3MBI BBIC-
1IMe pacTeHusl, TpUOBI, OJHOKJIIETOUHbLIE aMeOhl ¥ MHOIOKJIETOUHLIE
KUBOTHBIE. OTeIbHbIE KJIETKW M3 PA3HBIX YaCTell KaKOro-Tubo BBIC-
1LIEr0 OpraHM3Ma MOFLYT CYIIECTBEHHO Pa3IMyaThcda Mo GpopMe, pasMe-
paM U pyHkuusaM OmHAKo, HECMOTDPS Ha Pas/inuyst, KJIETKH KaKk MHO-
TOKJIETOUHBIX, TAK U OJHOKJIETOYHBIX OPTAHM3MOB B IIPUHIIAIIE CXO[I-
HBI 110 CBOEMY CTPOEHUIO, d Pa3inudMs B IETAIAX CTPOEHUA 00YCNOBIIE-
HBI UX QYHKIMOHRAIbHOH crieranu3anueil. OCHOBHEIMH 3JIeMEHTAMU
BCEX KJIETOK SIBJISIOTCS LIMTOMIIA3MA U SIAPO

JioGas kmetka (puc. 1.1) copep>XHUT MHOXECTBO CTPYKTYPHBIX €M~
HHULL MEHBILIEr0 pa3Mepa, Ha3bIBAEMBIX opranejiamu. OpraHesuibl Bhbl-
TIOJIHAIOT crieundnieckre PyHKUMHA, HATIPUMED BBIpabaTHIBAIOT SHEP-
TUI0O UJIM YYacTBYIOT B JeJIeHUHM KIEeTKH. OpraHesisl OKpYXeHBI CO
BCEX CTOPOH XWAKOH HHTONJA3MOM, a camMa KJIETKa OTrpaHWYeHa OT
OKpYXaloleil cpenbl JHUIMUAHO-0ENKOBOI 000JOYKOM, Ha3BIBAEMOIH
KJeToynoii MeMOpanoii Yepes KieTouHy0 MeMOpaHy OCYILECTBISETCS
AKTUBHBIN ¥ MMACCUBHBIN MepeHOC PA3JIMYHBIX BEIECTB BHYTPh M Ha-
PYXy.

II1Tona3Ma XXMBOTHON KJIETKM — CJIOXKHO OpraHM30BaHHas CHCTE-
Ma, TIpeJICTaB/soLIas OO0 OCHOBHYIO Maccy KieTku OHa COCTOUT U3
KOJITOMIHOTI'O pacTBopa OeJIKOB M IPYTUX OPraHUYECKUX BelecTs 85 %
3TOro pacTBopa — Bojaa, 10 % — Genku u 5 % — Apyrue coegHMHeHHUs
ITo cBoelt CTPYKTYpe LMTOIIa3Ma HEOZHOPOAHA B Hell pacmosmoxeHbl
TJIACTHHYATBIE CTPYKTYDPHI, MJIH MEMOPaHBI, KOTOphIe 00pa3yioT CJIOX-
HYIO CHUCTEMY Da3BETBIEHHBIX KAHAJIOB OTO TaK Ha3bIBAEMAas SHIO-
IUTa3MaTHyeCcKasi CeTh, WM peTHKYIYM PasnuuanT earadxuii andonaas-
mamuueckuid pemuxyaym (IDP) U wepoxoeamotii sndonaazmamuqecrkuli
pemuxyaym (LIBP) T'BP npencraBnser coboi CUCTEMY ITagKUX BHYT-
PHKIIETOYHBIX MEMOPAH B 9TOM OpraHesuIe HaXoaaTcs GepMeHThI, 06e3-
BPEKHRBAIOIIME SSAOBUTHIC BENIECTBA (B YACTHOCTH, OKcHaasel). Ha MeMm-
OpaHax ['BP mpoucxomsiT CUHTE3 JUMUIIOB U TMAPOIUTHUYECKOE pac-
wenyeHye mkoreHa 1IBP npencTapnsger co0oi CUCTEMY BHYTPHUKIIE-
TOYHBIX MeMOpPaH C MPUKPEIUIEHHBIMA K HUM MHOTOYMCIIEHHBIMU pu-
bocomamu, KOTOPbIE U MPUOAIOT BHA mepoxosatocTd Yacts [IIDP Ha-
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TpureTsl MUKPOTPYOOUEK IT1HOLUTO3HEINA ITY3BIpEK

OxkaliMJieHHas sIMKa

Bonoxnaucrasa
obnacts

Jiuzocoma Touoduno- Hecmocoma
MEHTBI
Kuposasi xaruist
P 20—30 nM
[napxuit
IHAOIUTA3MATHYE CKUH
IeHTpHons DETHKY.
OxalMIeHHbIH
TINOTHBIA KOHTAKT 1y3EIpeK
Kpuctnt
SnepHsie
TOpsI i
BILIKO >
P Konnencu- ITepoxoBaThiit
POBaHHBII SHAOIUIA3MATHYeCKH MuToxoHapuu
XpOMAaTHH PETHKYIIYM
Putocomnl
[Inasmarmuecast Iromasma (1 IONMTMPHBOCOMEI)
MeMOpana a3
Anpo

Puc 1.1. CTpoeHue XUBOTHOM KIETKU

XOOMTECSI B IIPSIMOM KOHTaKTe ¢ SiACpHO MeMOpaHoi#l. Ha MeM6paHax
IUDP cuHTC3UPYIOTCS PA3TMUHKIEC BUIBL OCNKOB.

JunckoBuaHbIE MEMOpPAHBI M CBSI3AHHBIE ¢ HUMH MHOIOYHCJIEHHBIE
My3BIPBKH MIPENCTABASIOT 060 TaK Ha3blBacMbIil KoMmneke Ioibaxkn.
B HeM npoMcXonuT KOHLEHTPALMS BEILECTB, KOTOPBIC 3aTeM JIubo Hmc-
TIONB3YIOTCA B KJeTKe, TUGO CEKPETUPYIOTCS BO BHEKIIETOUHYIO CPEIY.

B pubocome, mpefcTapiisiioIei co60i CAOXHYIO OpraHesuly, OCYIIe-
CTBJSIETCS CUHTEe3 Oeka. PUOoCOMEI, pacmioyioXeHHBIE Ha MeMOpaHax
sHpomnasMarnyeckoit cetu (IIIDP) umm cBoGonHo B uutoruiasMme. B ux
COCTaB BXOJAT OCNKH U pubouyrneurosote kuciomot (PHK) npuMepHo B
PABHOM KOJIMYECTRE.

ITanoukoBHIHEIE OpraHEeNIbl IUAMETPOM OKoONo 1 MKM U JJIMHOMK
OKoJIo 7 MKM, HOCSII[ME Ha3BaHWE MHTOXOHAPHH, VUMEIOT IBOMHYIO
MemOpaHy. IIpocTpaHCTBO, OrpaHMYEHHOE BHYTPEHHE MeMOGpaHoi,
HAa3bIBAlOT MAUTOXOHIPHUATEHEIM MaTpuKcoM. OH COIepXUT pHOOCOMBL
U MUTOXOHIpHANEHYIO KonblieByio JIHK, cnetmupuueckne PHK, conu
KaJlbLMsl U MarHus. B MUTOXOHIpUsIX 32 CUET OKHCITUTEThbHO-BOCCTAHO-
BUTEJILHBIX TTPOIIECCOB BBIPAOATHIBAETCSA IHEPIUs, KOTopas HaKarllH-
BaeTcs B BHIE MoJsiekyn aneHosumHTpudochara (ATP). Konmyectro
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MUTOXOHIIPHIA B OFHOM KJIETKE MOXET JOCTUTaTh HECKOJIbKUX THICAY.
MU TOXOHIPHH CTIOCOOHBI K CAMOBOCIIPOU3BEICHUIO.

OpraHesabl B BUJIE TTY3HPBKOB, NOKPHITHIE MEMOPAHOM, JIN30COMBI,
cofiepXaT (bepMEHTEI, PACUICTIIAIONIE OCAKH, HYKICHHOBBIC KUCJIO-
THI, TTOTMCAXapuabl. JIN30COMBL SABNSIOTCS «MUIIEBAPUTEIILHON CHCTE-
Moil» KiteTku. B ciyyae paspyiieHusi MeMGpPaHBI JIM30COMBI MOTYT Tiepe-
BapUBaTh M CONCPXKUMOE LIUTOTUIA3MBI KJIETKU, TMTPOUCXOOUT aBTOJIMU-
3Hc (caMoTepeBAPHUBAHUE).

OsBayibHBIE TENbLIA, OTPaHUYeHHBIE MEMOpPAHOH, MEPOKCHCOMBI, CO-
JgepXar (epMEHTBl OKUCJICHUSI aMUHOKMCJIOT U (ePMEHT KaTajasy,
paspymaromuii mepekuck Bogopona (H,0,). Ipn MeTabonusme aMmuHo-
gucior oopasyerca H,0,, Kotopas sipnsieTcs BBICOKOTOKCUYHBIM CO-
eaHeHreM. Karanasa, TakiuM o0pa3oM, BRITIONHSET 3aMTHYIO (DYHK-
LHIO.

B 1ieHTpe KIeTKU WM PSIOM C SIIPOM OOBIUHO PACIIONATAETCS «KJe-
TOYHBIA LIEHTP» — HEHTPOCOMA. [IeHTpOCOMa COCTOUT U3 IBYX UEHMPU-
onell 1 yenmpocghepsr — OCOOBIM 00GPA30OM OPraHM30BAHHOIO YJYACTKA
WMTOTUTa3MBbl. [leHTpocoMa ydacTBYET B MIpolecce ASJIEHUs KIIETKH, CO-
3[aBasi BEPETCHO JICCHUS.

Anpo KNETKU ABISETCS HOCHTENIEM TEHETUYECKOro Marepuaina U
MECTOM, II€ OCYLIECTBIISIETCS €r0 BOCIIPOU3BENCHUE U (PYHKIMOHUPO-
paHre. OHO MMEET CNOXHOE CTPOeHUe, U3MeHsIolleecs B ripoluecce
KJIETOYHOTO [eJicHUs. SIpo COCTOUT M3 KapUOTUIa3Mbl, HECKOJIBKHUX
A0pbluex 1 iIepHOl oGoioukn. B KapuoriasMe comepxarcs o0s13aTelNhb-
HBle 3NeMEHTH sApa — Xpomocomsl. JHK xpoMocoMm B siipe 0OBIYHO
HaxonaTcs B KoMIuiekce ¢ Genkamu. Takue JHK-6enkosbic KOMITIEK-
CBHI Ha3BIBAIOTCS] XPOMATHHOM (OT rpey. chromatos — IBeT, Kpacka) 1o
HX CTIOCOGHOCTH XOPOILUIO OKPALLIMBATHCA KPACUTESIMUA. B unmepghasroix
KJIeTKax XpOMaTUH pacTIpeesieH 10 BCeMY SApY WM pacriojiaraetcs B
BUIE OTAEIBHBIX ITTBIOOK. BTO OGYCIOBICHO TEM, UTO BO BpeMs MHTEP-
(ha3p1 XxpOMOCOMBI JEKOHIEHCHUPOBAHBI (PACKPYYEHBI) U TIpEACTaBIe-
HBI OYeHbB JJIMHHBIMA HUTSIMH, KOTOpBIE CITYKaT MaTpULIAMH IS TIOC-
Jeayromero cuHTe3a 6enkoB. OHM U COCTABISIIOT HUTU XpOMAaTHHA, MaK-
CHMabHAas KOHACHCANS KOTOPBIX MPOKMCXOIUT BO BpeMsl Mumomute-
CK020 NeJIeHUs KJIETOK ¢ 00pa3’oBaHUEM XPOMOCOM.

Anpo oTrpaHUYEHO OT LMTOIUIa3MBI siIepHOH 06ooukoit, SlaepHas
000510YKa COCTOMT W3 ABYX CJIOEB, Pa3iE/JeHHBIX TEpUHYKJICaPHBIM
npoctpaHcTBoM. [To Beeit TTIOBEPXHOCTH SIAEPHOIT O00JIOUKH PABHOMED-
HO pacTpele/ieHBl simepHble MOpBI, Yepe3 KOTOPhIE IIPOUCXOIUT Tlepe-
HOC BEIIECTB KaK W3 AIpa, TaK U B 0OpaTHOM HarpaBJIcHUMH.

AnppimKo 1pencTaBnsieT coGoi 00acTh BHYTPH sIZipa, SBISONIYIO-
cod TIpOM3BONHOM HEKOTOPHIX XpoMOcoM. B Hell nokanm3oBaHEl I'eHBl,
Koaupylonive MoseKynsl puoocoMHbIx PHK. [TnoTtHas neHTpaibHas 30Ha
sapenka cogepxur [LHK-0enkoBEEe KOMIIEKCH, U 31€Ch NPOUCXO-
Ut mpanckpunyus reHos puocomunlx PHK. Snpo Mmoxer conepxarn
OT OJTHOTO JIO HECKOJNBKUX SIAPBILIEK.
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PaccMOTpeHHBIE OpraHeuIbl ABISIOTCH 00s3aTeNBHBIMHU 3JIeMEHTA -
MH KJIETKHA. B HEKOTOPBIX Ciydasix B IMTOILIA3Me KIETKH BBIABIISIIOTCS
pasnuyHble BKIOUeHUsT OHU He ABASIOTCS 005134aTeIbHBIM KOMITOHEH -
TOM, [OCKOJBKY TPEICTABAAIOT PasIUYHBIE TPOMYKTHE MeTabonn3Ma
(6enKHu, XHUphl, MUIMEHTHBIC 3epHA, KPUCTANIBI CONE MOUEBOM KHUC-
JIOTH M T.11.) B ciiyyae HeoGXOIMMOCTH 3TH BEUIECTBA MOTYT OBITh UC-
TI0JIb30BAHBI CAMOJ KJTeTKOM WIN OpraHU3MOM Jin0O0 BeIBEACHEI U3 Opra-
HU3Ma.

I.3. AMIEKIETKA 1 CITEPMATO30M/T

SituexieTka ¥ CIIepMaTO30H I IBISIOTCS BLICOKO CIICIIHATM3HPOBaH-
HBIMH KJIETKAMH OpraHu3Ma, o0ecreYnBafolInMH TIepeayy CBOHCTB 1
XapaKTEPUCTUK POIUTEILCKHX OPTaHN3MOB CBOEMY MOTOMCTBY. Takum
o0pa3om, BCe, YTO YEJIOBEK HACHEAYET OT CBOMX POANTENICH, 3aKITIOUCHO
B SIMIIEKJIETKE M ciepMarosoune. AekieTky U criepMaTo30UIbl pa3By-
BAIOTCS U3 HepaUtHbIX NOA0BLIX KAemoK TEPMEHATHBHON TKaHM, KOTopas
oboconsieTcs Ha caMbIX paHHMX 3Tarnax aMoproreHesa. [Ipornece o6pa-
30BaHHs SULEKIETOK (BKEHCKWX raMeT) M CIIEPMATO30MI0B (MYXCKHX
raMeT) HOCHUT 00liee Ha3BaHUE — 2amemozeHe3. B My>XCKOM opraHu3Me
cllepMaToOreHe3 MPOUCXOINT B MYXKCKHX TONOBBIX XKeJle3ax — CeMeHHHU-
KaxX, U1K AuuKax (testis); B )KeHCKOM OpraHM3Me SULIEKJIETKH o0pasy-
1oTcs (OBOreHe3) B )KEHCKHX TOJIOBBIX XKee3aX — IMUHHKax (ovarium).

Aiinegnerka. AeKIETKH YenoseKa MpeacTaBIsioT coGoit chepu-
YeCKHe KIETKH pa3Mepom okoiio 130— 140 mukpoH. HilnekieTkn pas-
BHBAIOTCS B ABYX AMUHHKAX — CTIICUHATN3NPOBAHHBIX XeJe3aX KeHCKO-
ro opraHu3mMa, pacrfoJIOXXEeHHBIX B CKJIa/IKax OpIonHel. B AMYHHKAX K
MOMEHTY POXIEHUA CONEPKNUTCA MpuMepHO 10¢ He3pelbIX SHIEKIIETOK.
OpHako A0 HACTYIUIEHHS! MEHOIMAy3bl (OKOHYAHME PETPOIYKTHBHOTO
nepriona) Tonbko 350—400 u3 HuX CO3peBAIOT U BBIXONAT U3 ANYHU-
KoB (oBynsanua). Kaxnasa sifuekieTka OKpyXeHa KIeTKaMH (hOJUTNKY-~
JITPHOTO 3IIUTENNsI, KOTOpbIE MO Mepe cO3peBaHMA ANUEKICTKN pas-
MHOXAIOTCSl U BBIECNAIOT (QONNUKYISIPHYIO XHUIKOCTh, HAKAIUTMBAOLILY~
10Cs. B TTOJTOCTH HepEUUHbIX, UITH ApuMopdiuatsibix, ghoaauxynroe (puc., 1.2).
DyYHKITMH KIETOK (DOITUKYISIPHOIO SIMUTENAHS COCTOAT IMIABHBIM o0pa-
30M B 00ecIleYeHHU TIPUTOKA B SIHLIEKICTKY MUTATEABHBIX BEUICCTB —
O€NKOB, XUPOB, AMUHOKHCIIOT U IIPOOYKUMM KEHCKUX TOJIOBBIX rap-
MOHOB. 3penblit (hOJTUKYN, Ha3blBAEMBI rpaachOsBIM My3BIPEKOM, O-
CTUTACT B JIMaMETPe 2 CM W BBICTYTIAET TTOJ TTOBEPXHOCTLIO IMYHHKA B
Buzne 6yropka (puc. 1.3) B MoMeHT oBy/siiiu cTeHKa rpaacoBa My3bIph-
Ka pa3peIBaeTCA, SHILIEKIETKA, CIOCOOHAS K OIUIOZOTBOPEHHIO, BBIXO-
OUT B OpIOIUHYIO MONOCTh U MonaaaeT B GaIionuesy Tpyoy, Mo KOTo-
poit gBUXeTCA B NONOCTh MaTkKu. OORIYHO KaXIbIM MecALl 0CBOOOXIA-
€Tcs TONBKO OAHA SIALIEKIIETKA B OMHOM U3 SMUHHUKOB, TakuM 00pa3oM,
00pa3oBaHKe TMOMOBLIX KJIETOK B XEHCKOM OpPraHu3Me SIBJISIETCS LIHK-
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JIMYECKUM TIPOLIECCOM, TTOBTOPSIOIIMMCSA TTPUMEPHO Kaxkpie 28 THei.
OH CBf3aH C M3MCHECHUAMU B (DYHKIIMOHUPOBAHUU U CTPOSCHHMU Bcel
PETIPOIYKTUBHON CHCTEMBI XEHCKOTO OpraHMU3Ma.

Cnepmarozona. CriepMaTo30HMIbl, MM CIIEPMHUH, — 3TO MEIKHUE
TIOABIKHBIE KJIETKH, KOTOPBIE 00pa3yioTCs B M3BATHIX KaHAIbIAX MYXK-
CKHX ToHal (CeMEHHMKAX) IOCNE JOCTUXKCHUS MOJOBOTO CO3PEBAHMS.
Hx xonudecrBo ncuncasieTcs MUmMornaMi CTeHKU KaHaJbLIEB COCTO-

OBouMr 1-ro nopsigka, KopTtukansHrie
OCTaHOBMBIIMIACA rpaHynbl
B npocaze 1

DOJUTUKYISIPHBIE

KIICTKH

ITonnem ypoBHA
JIT uuayupyer
co3peBaHue

POoUTHKYISIPHBIE IIpo3paunas 30Ha Osouwut 1-ro nopsiaka
| KIIETKH

. TIPUMOPIUATBHBIV PA3BUBAIOIIUICS  AHTPAJIBHBIN
, OOJITUKYII OOJIUKYI POIIHUKYIL

XKenrtoe Teno

. 1-e nonsapHoe
: Tesblie
" IToBepxHOCTR
i OpouyT 1-10 nopsiaka SIHHKA
3' 3aBeplIAET TIepBOe neeHHe
) Mei03a, MpeBpaIlaIch Osour 2-ro nopsiaka
B OBOLMT 2-T'O TOPSiAKa
BOJIBIION AHTPAJIEHBIN POPBABHIUHCA

POJITUKYI GOIITUKYIT

Puc 1 2. CxeMaTnyeckoe n3o0pakeHHe pasIMIHbIX CTAOMIT pasBUTH (DOJINMUKY-
Jla B SMYHUKE

19

e



NepBuuHnit domnukyn
(afiuexneTKa 1 eJUHUYHBIA cnolt

HOByxcnoinslit QouuKyn GONTHKYISpHO KTeTKH)

Puc. 1.3, Ctagnu pa3BuUTHs OBOLMTA Y YENOBEKa

AT U3 Psiga COSMMHUTENBHO-TKAHHBIX KIIETOK M QOJUTUKYISIPHBIX Kie-
ToK (xnetku Cepromnm), oOpasyolunx yrayoiaeHud. B atux yrinybne-
HUSX PacIoNaraloTcs MY>XCKHUE TIOJIOBBIE KJIETKW Ha pas3UIHBIX CTa-
JUSX CIIEpMATOreHE3a. 3peNblid CIIepMaTO30MA, COCTOUT U3 UEThIPEX IMaB-
HBIX YacTeH — FOJIOBKH, LIEHKH, CPEOHEN YaCTH M XBOCTA, UIH XIV-
THKa (puc. 1.4). B ronoske criepMaTo3ouaa HaXoJUTCH SIAPO, KOTOPOE
OKPYXEHO TOHKHM CJIOEM LIATOIUIa3Mbl. Hax anpom pacmonokeHa oco-
6as cTpyKTypa — akpocoMa, coiepXxauas I'MapoInTiiIeckue hepMeH-
TBI, CITOCOOCTBYIOIIM E TIPOHUKHOBEHUIO CIIEPMATO30UIA B IHIIEKIICTKY.
B 1uetike pacionoXeHsl IBE IEHTPUOMH 6ojee OIM3KO0 pPacrionoXeH-
Hasl K SIpY UEHTPUOND YYaCTBYET B 00Pa30BAaHUM BEPETEHA AENCHUS,
Opyras — B 06pa3oBaHUM 0ceBOH HUTH XxBocTa. CpeHss yacTh criepMa-

XBoCT T'onoBka

[ Il {

S

L

CpenHss
MuToxoHapHs yacty  SIAPO

Xryrux  IInasmarndeckas Axpocoma

MeMOpaHa
fe——10 MxM —>

Puc. 1.4 CxemaTuueckoe U300paXeHne CIiepMaTo30ua YeaoBeKa

8
\
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TO30UA 33HATA MUTOXOHAPUSIMHU, COOPAHHBIMHI B CITUPATDL BOKPYT XKIy-
%  THKa. OHM 06ECIeYUBAIOT SHEPTHEN NBUraTEILHYI0 aKTUBHOCTD CIIEp-
MaTO30MI0B. XBOCT (KTYTHK) CIYKUT OPTaHOM JBIKCHUS.

1.4. TAMETOTEHE3

B 3aBHCHMOCTH OT TOTO, KaKMe Pa3BUBAIOTCS TaMeThl, pa3uydaoT
cnepMaroreHes (popMUpoBaHUE MYKCKHX TAMET — CIIEPMATO30HIOB)
WIN OBoreHe3 (HOpMHUpPOBAHUE XKEHCKMX TaMeT — sAlilekiaeTok) Oc-
HOBHBIC 3TaNbl TAMETOreHe3a Y YeIOBeKa NpeacTapieHsl Ha puc I 5.

CnepmaTorene3 CKIaIBIBACTCS M3 YeThIpeX MOCIETOBATEIBHBIX I1e-
PHONOB: Pa3MHOXEHHsI, POCTa, CO3PEBAHMS U [TpeoGpa3oBaHusi, KOTO-
pBIE MPOUCXOIAT B COOTBETCTBYIOIIMX 30HAX CEMEHHUKOB (puc. 1.6). ITo
nepudepru cEMEHHOro KaHajlblia paclojioXeHa 30Ha pa3sMHOXEHMUS,

CriepmaroreHes OporeHes

CriepMaToroHMH
B CEMEHHMKE H
OBOTOHMM B
SIMYHMKE MHOTO-
KpaTHO JeNATCs
O MMTOTHYECKH

CriepMaTOroHUM OBoroHMit

CriepMaroumT OBouur
I mopsanka I nmopsnka
IIepsoe
________ MeHOoTHYECKOe
nelreHue T T T TTT T

Osounr IepBoe
CriepMaToLUT II nopsinka HONsApHOe
11 nopsinxa Bropoe TEJbIIE
_MEeWOTHYECKOE  _

JECIICHNUE

Bropoe
TIONsAApHOE
TenblE

NG

3urorta

e s
ap T

Puc I5 CxeMa OCHOBHBIX 3TaOB CIIEPMATOreHe3a H OBOTeHe3a
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[Ie MCXOOHbIE NWIUIOUAHBIE KIETKM (2n2c), CrepMaTOrOHMHM, MHTEH-
CHBHO pa3MHOXaIOTCS TyTeM MuTo3a. TakuM obpa3om, TepHOI pa3-
MHOXEHH COOTBETCTBYET PSANY CHEAYIOIIMX JAPYT 3a APYTOM MHUTO30B.

HexoTopsie criepMaToOroHMH, nepeMelasch Onmxke K MpoCcBeTy Ka-
HaJIblia, TTONaaloT B 30HY pocra. CriepMaTOrOHHMH PacTyT U TIpeBpalla-

3
1
§
Puc. 1.6. Cxema cnepmaroresesa.
Ha pucyHke u306paxeHbl ceMeHHas Xejie3a (TeCTHC), NTPUIATOK ceMEHHOM Xeae3bi H

ceMSIBLIHOCSAMIMI HPOTOK: / — OCHOBHas Mem0OpaHa; 2 — xierku Ceproau; 3 — crep-

MAaTOrOHHH; 4 — CNepMaToLMT nepBoro nopsnka (46, XY); 5 — clepMatouur BTOPOro

mopsaaka (23, X wim 23, Y); 6 — cnepMmaruasl, 7 — cHepMaTo30uasl; § — MPOCBET
CEMSIBBIHOCSIIIEr0 KaHa/la
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JOTCSI B CIIEPMATOLMWTEI MIEPBOro Mopsimka. B mepuon pocra, KOTOPHIf
COOTBETCTBYET MHTEP(GA3€ KIJIETOUHOIO ITUKNA, ITPOUCXOANUT YIBOSHUE
xomuuectBa JHK (2n4c).

Eie 61vxe K MpocBeTy KaHanblla JeXUT 30Ha co3peBaHus. UMmeH-
HO 3[eCh MPOUCXonUT Melto3. [Tocie mepBoro MEHOTUYECKOTO ACTIEHUS
00pa3yITCA ABE TalMoOUgHbBIE KISTKH — CIIEPMAaTOIUTH BTOPOro ITo-
psanka (In2c); Bropoe MeifoTnyeckoe AeNeHNe 3aKaHUMBaeTcss obpaso-
BaHMEM YETHIpEX TATMOMAHBIX cliepMatu (Inlc).

[lepuoa dopMupoBaHUA OTMEYAETCH TOJMBKO [IPU CIIEPMATOreHes3e U
OTCYTCTBYET B OBoTeHe3e. KomMecTBO KJIETOK 1 YMCI0 XPOMOCOM B CITep-
MaTHJax He MeHseTcss. M3 yeThipex ciiepMatui yxe 6e3 Kakux-audo
JEJICHHI 00pa3yIoTCA YEThIpe 3peNBIX cTiepMaTo3onaa. CriepMaTHIbI TIpe-
TEPIIEBAIOT MU MOPGOIOrMYECKy0 PeopraHu3auni (opMupyeTcs
XBOCT, TPOUCXOAMT JTMMHUHAINSA LIUTOTUIA3MBbI, IPYITUX OPTaHEN U T. 11.).
) ITpogomKuTENBHOCTE IIMKIIA CIIepMaToreHesa, T.e. BpeMeHH OT fe-

~ JIEHWsI CNepMAaTOroHMs 00 (GHOPMHUPOBAHUS 3pEIOro CIEPMATO30MAA,
CTOCOGHOrO K OIUIONOTBOPEHNIO, Y YeJIOBEKA COCTABIsIeT 2— 3 Mecsla.
B cyTKH y B3pOCIOro 3I0pOBOro My:KYMHBI B CEMEHHHKAX 00pa3yeTcsi
nipumepHo 2- 108, a 3a BpeMs NONMOBOM XHU3HUA HECKONBKO COTEH M-
JIMAPIOOB CNIEPMaTO30UIOB.

B oBorene3e pasnnyaoT Tpy NepHona: PasMHOXEHHNE, POCT U Co3pe-
paHue. [1yTh pa3BUTHS Xe HCKHUX TTOIOBBIX KJIIETOK CXOAEH C IMKJIOM pa3-
BUTHSI CIIEPMATO30MIOB, OMHAKO MMEIOTCSI CYIIECTBEHHLIE pa3Iuyys.

B sryHMKAX NCXORHBIMY TUTUTOMAHBIMY KJIETKAMU ABJISIOTCS OBOTO-
HUM (2n2c), KOTOpbIE WHTEHCUBHO MHUTOTMYECKHA DAa3MHOXAIOTCH B
aMOPUOHATIBHOM NEePHOAC pa3BUTHA XKEeHCKOTO oprannsma. K MoMeHTy
POXIEHUS NeNeHNs OBOTOHHUIA MpeKpallaloTes.

OBOroHUMH, BCTYIIUBILNME B MIEPHOA POCTA, TIPEBPaIatOTCs B OBOLIM-
TBI NIEPBOro Topsaaka. [lepuox pocTa OBOIMTOB MEPBOTO MOPsIKa CY-
LIECTBEHHO OoMee MPONO/DKHUTEIEH, YeM Y CIIEPMAaTOLIMTOB MEepPBOTo
nopanka., OBoLWT, OKPYKEHHBIN GOLTAKYIAPHBIMU KIeTKaMu (¢o-
JKyJIaMy), HakanJnBaeT Oe/IKH, Xupbl, YIJIEBOJBI, APYTUE BEIIECTBA,
nponcxoguT yaBoenue xoanuectsa JHK (2n4c). OBounT nocTeneHHO
pacTeT, IpeBpallasch B IEPBUYHBIN, BTOpUYHBLIA M, HAKOHEH, 3pCibiid
ommrkyn, win rpaadoB My3sipeK. HakoIUIeHe MATaTe/IbHLIX BEIIECTB
HeoBXoqMMOo SHUEKIeTKE IS OCYIIECTBACHUS MePBBIX 3TANOB pa3BH-
THs1 opraHnsmMa. [locne meproaa pocTta OBOIUT MEPBOTC MOPSAKa BCTY-
TaeT B MepyUon CO3PEBAHUS.

Tak Xe Kak ¥ B MEPHOAE CO3PEBAHUSA CIIEPMATO30UIOB, OBOLMT
TEPBOro NMopsLiKa IMIPOXONHUT NepBOe MEHOTHYECKOE NeIeHAE, B Pe3yiib-
TaTe KOTOporo obpasyeTcssi OBOLAT BTOpOro rnopsinka (In2c) n onHo
nonsipyHoe Teble (1n2c). [pn 3ToM LUTOTUIA3MAa PacTIpe AETISIETCS MEKIY
IOUepHUMHM KJIETKaMH1 HepaBHOMEepHO. B pesyapTaTe 06pasyeTcs KpyIi-
HBIM OBOLIMT BTOPOro Mopsigka M MajleHbKoe, OelHOe I[MTOIUIA3MON
NIepBOe MOJSIPHOE TEBIE, KOTOPOE BIIOCIEACTBUAN TakKe AeauTcs. [1pn
BTOPOM MEHOTHYECKOM AEEHUH, SKBALIMOHHOM, W3 OBOIMTA BTOPOro
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mmopsiaka obpasyercs co3dpeniuasa siuexnerka (1nlc), coxpaHusluas B
CBOEH LMTOIUIa3Me BCE HAKOIUIEHHBIE BELIECTBA U BTOPOE TMOJIAPHOE
tesiplie (Inlc). B 210 xe Bpems MepBoe MOMSIPHOE TEJBIE TAKXKe IKBa-
LIMOHHO AGJTUTCS Ha [BA BTOPBIX MOJISIPHBIX TeNbla. B pe3ympTare opore-
He3a OBOIIMT MEPBOTO IMOpAnKa JaeT MOMHOLEHHYIO TanIoUIHYIo SAii-
UEKJIETKY CO BCEMU HEOOXOAMMBIMU LIMTOIINA3MATUYECKMMHU 3aacaMu
W TPY TIOJSAPHBIX TEJIbIIA, KOTOPbIE PEXyUMPYIOTCA.

TakuM 00pa3oM, NMpu 0Opa3oBAHMM MYKCKMX M XXEHCKHMX TIOJOBBIX
KJIETOK M3 KaXIOH MCXOTHOW JUITIOUIHON KIETKU B Pe3yNbTaTe NBYX
MeHOTHYECKUX AeNIeHMH 00Pa3yIoTCs YeThIpe ralyiouIHble KJIETKA. B Myx-
CKOM OpraHM3Me 3TO YeThIpe CTIOCOOHBIE K HOPMANBHOMY (PYHKIIMOHH -
POBaHHMIO KJIETKI — 3peJIble CTIEPMATO30UIEL. B KeHCKOM OpraHU3ME TakKe
00pa3yIoTcs YeThIpe KICTKH, B3 KOTOPBIX TOJIbKO OFHA CTAHOBUTCS CO-
3peBILEH SHUEKIETKOM; OCTAJIbHBIE TP (MTOJSIPHBIE TENbIA) MOTUOAIOT.

I.5. OINIOAOTBOPEHUE N PAHHUE CTAIUU
BSMBPUOHAJIBHOI'O PA3BHUTUSA YEJOBEKA

CriepMaro30uabl COBEPILUAIOT CaMOCTOSTE/IbHbIE IBUXKEHHUA CO CKO-
pocTbio 2— 3 MM B MUH. Yepe3 30 — 60 MHHYT OHU TOCTUTAIOT ITOJIOCTH
MaTKH, a yepes 90— 120 MuH 6rarogapst MHTEHCUBHBIM COKPAIIEHUSIM
MBIILL MaTKH, MOTaAal0T B MaTOYHBIe TPYOLI, Tlie BCTPEYaloTCa C Sii-
nexerkaMu. CriepMaTo30Mbl COXPaHSIOT OIIOZOTBOPSTIONIYIO CITOCO0-
HOCTb B TIOJIOBBIX ITYTAX XEHCKOT0 OpraHn3Ma B TeyeHue 24 —48 yacos.
ITpuMepHO CTONMBKO Xe BpeMEHH SHIIEKIIETKA COXpaHsieT CIOCOOHOCTD
K OIIOOOTBOPEHHIO TIOCTEe OBYMALMH. Sinekierka oruiogoTBOpsercd B
HOpMe TONBKO OOHUM CIIEpMAaTO30MIOM, OIHAKO, YTOOBI OTUIONOTBO-
peHNeE ITPON3OLLUIO, CEMEHHAS XUTKOCTh MYXYMHBI IOJDKHA COIEPXATh
MIUUTHOHBI CTIepMaTo30ua0B. M30BITOK CriepMaTo30HUI0B HEOOXOIUM IS
MIPeOTONIEHUSL OKPYXAIOLIMX AHeKeTky O6apbepos. Korma criepMmit
IpUOIMIKAeTCsT K ANIIeKIIeTKe, eTo MeMOpaHa, ITOKPbIBAIOIIAsT AKPOCO-
My, pa3pblBaeTcd U HaxopsiuMecq B Heil pepMeHTB — THaypoHnIa3a
1 IIpoTeasa — MepeBapUBaloT OKpyXatolne GOUITUKYIIpHBIE KIET-
KM, U CHEpMMII TIPOHHMKAET B ANUEKIETKY. Kak TonbKo mepswlit (M
EIMHCTBEHHBIN) CTIEPMATO30UN IIPOHUKALT B SAHLIEKIETKY, €€ 000mI04-
Ka IipeTeplieBaeT 3HAYUTEIIBHBIE CTPYKTYPHO~(QYHKITHOHABHEIE M3Me-
HeHMS, TIPEMATCTBYIOIINE TPOHUKHOBEHHIO APYTUX CIIEpMAaTO3OUIOB.
ITocne 3TOTO HU OAUH CTIEPMATO30MI HE MOXKET IMPOHUKHYTh B AHIIEK-
JIETKY.

Sapo criepMaTo30Maa, ABUrasch K sSApy AHLEKIeTKY, mpeobpasyer-
Cd B MYXCKO# TIDOHYKJIEYC: XPOMAaTUH, paHee TUIOTHBINA, pa3pbIXiser-
¢, saepHas 0005109Ka pacTBopsieTcs. [IpOHUKHOBEHHE CHEPMUS B STH-
LIEKJIETKY CIIY>XKUT CTUMYJIOM 3aBepIIeHUs BTOPOTO JeJIeHU Meilo3a, u
OBOIIUT BTOPOTO IMOPAIKA CTAHOBUTCS 3pe/ibiM AHIIOM. [TocTeneHHO MYX-
CKOH M KEHCKMI TIPOHYKIIEYCHI COMMKAIOTCS, X MeMOpaHbI pacTBOPSI-
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10TCs, 2 OTHOBCKME Y MATEPHHCKUE XPOMOCOMbI TPUKPEIUISIOTCS X
HUTAM 00pa3oBaBIIerocs BepeTeHa aeneHust. Ha aroit cramuu Boccra-
' HABIWBAETCS JUIUIOUTHOE YKUCIIO XPOMOCOM, U OIUIONOTBOPeHHAS Sif-

LEeKJeTKa MoJIydaeT Ha3BaHue 3Urora (o1 rpey. zygotos — coeIuHeHue,
% mapa). 3urora NMPOXoauT CTanuy aHadassl 1 Tenodassl. [Tocnemyiolee
4,  HeJIeHWe UMTOIUIa3MbI TIpUBOAUT K 00pa30BaHUIO ABYX MUILUTOMIHBIX
rouyepHux kietok. Ilpoxonsa no dannonuenoit TpyGe B MaTKy, 3UTroTa
fpeTeplieBaeT AN KISTOYHBIX geieHuit (puc. 1.7), B pesynbrare yero
06pasyeTcs KOMOUEK U3 KJIeTOK, Ha3bIBacMblid MOPYAO#k (OT J1aT. morus —
MIEeJIKOBULIA), W3-3a CXOXECTH C Arogoil TyroBoro gepesa. [lomy4a-
IOLIMECs B pe3yJbTaTe AefIeHUsT KIeTKH Ha3piBaIOT GjaacToMepamH (OT
rped. blastdés — He3penblii IpeaIIecTBEeHHUK + MEros — 4acTh). B Mopy-
« ¢ e BHYTPEHHsIs1 Macca 0J1aCTOMEPOB OTIMYAETCS OT MOBEPXHOCTHO Jie-
¢ 8% xaimux GIacTOMEPOB UMTOILIA3MATHUYECKUMHU 0COBEHHOCTAMM U CBOEH
f JanpHelIel cynpboit. BHyTpeHHSIs rpyminia, SMOpHOGIACT, CTAHOBUTCS
| HCTOYHUKOM pa3BUTHUS 3apofplllla, a HApYy:XKHBIA crnoit oOpa3yeT Tak
i HA3bIBACMBIN ITUTAIONIMI 3ayaToK. [TocTerneHHo 6aacToMephl pacroia-

ralorcsi 1o nmepHdepur 1 006pa3yoT CTeHKY BOKPYT LIEHTPAIBHON T0-
JIOCTH, HANTOMIHEHHOM XUAKOCTBIO. DTa CTaIUs Pa3BUTHS TIOIyYlIa Ha-
3BaHME OJACTOMHCTHI, WM 3apOAbIIEBOro my3bIpbka. K yeTBepTOMY THIO
| 8 Tocie OIUIOAOTBOPEHMS Y OJHOTO U3 YYACTKOB HAPYKHOrO Ciios Giac-
TOMEpOB, Ha3bIBaeMoro TpodobaacTom (0T rpey. trophé — KopMuTh +
blastos — Heapenblil npeAlIeCTBEHHUK), 00pa3yercs CKOMIeHUe Kile-
' TOK aMOpHobaacTa — 3apoAbllIeBblil y3enoK. HaunHaoTca mpouecch

30 gacos 3 meHn

MuoMeTpuit

Vpey my. TMepumerpuit ’ y
MaTOYHOH TpYOhI DHAOMETPMI

Puc. 1.7. Cxema 1OMMIDIAHTAaLIiOHHOrO PA3BUTHS 3aPOIbIila UEIOBEKA:

1 — OBOLMT IOC/C OBYJISIIMK; 2 — OIUIONOTBOPEHME; 3 — CTAMUA MYyKCKOTO M XEHCKO-

TO IPOHYKAeycoB, 4 — MeTadia3a nepBoro AcAeHUs 3UroTH;, 5 — NBYKICTOYHAS CTAHUS

Pa3BUTHA 3apobila; 6 U 7 — PanIMUYHbIE CTAIUU MOPYILL, 8§ — cTaavy 61acToLmTh, 9 —
HaYa10 MMIUIAHTAIHH
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racTPYJSAIMH, B XOI€ KOTODPLIX 3apOIbILIEBHIN y3eJI0K MTpeBpauacTcs B
3apoAbIEBOi MHTOK, T U GopMUpYeTCs Teslo 3apoabinia. B nonocti
MaTKN KneTku Tpodobnacta pasMHoXaoTes M K 6 — 9-My qHIO Tiocse
OIUIOMOTBOPEHHUST ITOIPYXKAIOTCST B CTEHKY MAaTKM, Mojyyasi muTaTellb-
Hble BEIIIECTBA U3 KJIETOK SHIOMETpHUS (BHYTPEHHMH, CIM3UCTHIN CIOM
MaTKH). DTOT IPOLIECC HA3BIBaeTCsi MMIUIAHTaUMel (oT Jar, im — B +
plantatio — BHenpsiTh). M3 K/IeTOK Hapy>KHOTO cost Tpodobmacta obpa-
3YIOTCA BOPCUHEI TpodobiacTa, KOTOPbIE BPACTAIOT B SHIOMETPUI U
obecrieynBalOT 671aCTOLMCTY NUTATEABHBIMH BEIIECTBAMU U KUCIOPO-
noM. Ha Oonee TIO3DHUX CTanMsaX pasBUTUS 3Ty QYHKIIUIO BHITOIHSIET
IIANENTA, WINM IeTCKOE MECTO. M3 HapyKHBIX KJIeTOK 61aCTOIMCTh 00~
pasyeTcs HapyxXHag o00IouKa, WK xopuoH. Bo BHyTpeHHeN KIeTOYHOIH
Macce TIOSBIISTIOTCS IBe MOMoCTU. KUleTKH, BHICTHIAIONIAG 3TH TOJIOC-
TH, (GOPMUPYIOT AMHMOH M JKeJNTOo4YHblii MemoK. KJeTku, cocTaBiasio-
1€ BHYTPEHHIOIO KJIETOYHYIO MACCY U XKEIATOYHBII MEILUOK, 00pasyioT
3apodbitegsili Juck, U3 KOTOPOTO B NOCHEAYIOLIEM pa3BUBaeTcs: amOpu-
on. Ha panueit cranguy, korga gnaMeTp 3apodbileBOro JUCKa He JoC-
TUTAET 2 MM, €r0 KJIeTKH Tu(GepeHIUPYIOTCS Ha [Ba CIIOS — HapyxX-
HBIN CJIOHM, WIM 3KTOAEPMA, M BHYTPEHHMU CJIOM, MJIM 3HTOJEpMA.
ITozgnHee oOpa3yeTcs TPETH 3apogbilieBOM JIMCTOK — Me3odepma (OT
rped. mésos — CpegHHU). DTU TP 3apOABIILIEBBIX JIUCTKA JAIOT HAYajo
BCEM TKaHSIM pa3BHUBAIOIIETOCsk IMOPHOHA.,

Bonbiliast 4acTh KJIETOK, COCTABISTIOUIMX 3KTOOEPMY, IMPUHUMAET
y4acTye B pa3BUTHU TTOKPOBOB Tejla M CONIPSKEHHBIX CTPYKTYp. VI3 Hux
opMupyIOTCS: HapyXHBIIT SIIUTENNI, KOXKHBIE XeJe3bl, TTOBePXHOCT-
HBIHA cJIoi 3y00oB, pOrosvua M Ap. — NPOU3BOAHBIE 3KTOAEPMBI, KOTO-
pble qalOT Hayallo HePBHOM CHCTEME M opraHaMm YyBCTB.

KrneTkn BHYTpeHHETO 3apOIBIUIEBOTO JUCTKA, U3MEHSSICh COMpsI~
XeHHO ¢ APYTMMU YacTIMH 3apojblilia, JaloT Hayaao SITUTENNIO Cpel-
Hell KMIUKHW, TIMIEeBApPUTENbHBIM Kefle3aM M 4YacTu 3MUTEeNNs Iblxa-
TebHOM CHCTEMBI — NMPOM3BOAHBIE IHTOHAEPMBI.

IIpon3BoxHBIMH ME30JepMAMM STBJISTIOTCST BCe MBIIIIEYHBIE TKAHU, TIe
OBl OHM HU HAaXOIWINCh; BCE BUAbI COSIAHNTEIBHOM, XpAILIEBOH, KOC-
THOU TKaHeH, KaHaJIbI BBIAEINTENBHBIX OPraHoB, KPOBEHOCHAS CHCTe-
Ma, 4acTh TKaHEi SUYHMKOB U CEMEHHUKOB ¥ Ip.

Hayamno mpoleccos opramorene3a (pasBUTHS OPraHoB) CBSI3AHO C
BO3HMKHOBEHHEM 3ayaTKa (3aKJIaAKoi) opraHa, yTo GbIBA€T BHI3BAHO
JTOKATBHBIMUA M3MEHEHMSIMH OTIPEIEeNEHHOTO YYaCcTKa TOro WIM MHOrO
3apOIBILLIEBOrO JHCTKA.

BmecTe ¢ TeM B OOIBLIMHCTBE CIIyYaes OpraHbl [TO3BOHOYHEIX, B TOM
YyICJie YEJIOBEKA, STBISTIOTCST TPOM3BOAHBIMU 1BYX WJIM BCEX TPEX 3aPOIbI-
IHeBBIX JUCTKOB [IpH 3TOM paspuTHe opraHa [IPOMCXORUT HE TONBKO B
YCIOBHMSIX B3aUMOIEHCTBHS COCTABISTIONIMX 3a4aTOK KJIETOK, HO M B Tec-
HefineM B3aMMOIEUCTBUM Pa3IMUHBIX 3aPOIBIIIEBEIX TMCTKOB,

IMpuMepHo K KoHUy 3-ii Hemenu y aMGpuUoHa HAYUHAIOT (HOPMHPO-
BATBCSA CHUCTEMBI OpraHu3Ma’ HepBHast, KpOBEHOCHAs, TMIIEBAPUTE b~
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Hasg 1 apyrue. Ha 5-i venene o603HAYAIOTCS 3aYaTKM KOHEYHOCTEMH
K 8 —9-ii Hemere 3aBEpIIACTCSA 3aKiagKa BCEX OpPraHOB.

TlepBEIe CTanMM pa3BUTHSA 3apOAbILLEH BCEX TIO3BOHOYHLIX COXPaHs-
10T OO1I[ME YEPTHI U OUEHB CXOMHEBI, YTO OTPAXKAET OOLIHOCTh MX 3BOJIO-
1iMoHHoOM ucropuu. [IpumepHo yepe3 9—11 Hepenn mocne 3aYATUS
3MOpPUOH YeJOBEKA NPpUoOpeTaeT COOCTBEHHO YEIOBEYECKME TIpU3HA-
ku. C 3TOro BpeMEHHU U IO POXJICHUS €ro HasbiBaloT mioaom. Ilocne
POJIOB IO HA3LIBAIOT HOBOPOKACHHABM, U1K MJIAJEHIEM

BpeMs pasBurust opraHudMa ¢ 9— 11-# HeleM 10 MOMeHTa POJOB
HOCHT Ha3BaHUE aHTEHATAJIBHOrO fepuona (OT Jjiat. ante — 10 + nata-
lius — poxneHue), IMOC/Ie KOTOPOro HAUMHAETCS MOCTHATAIBHBIN nepd-
ox (y1at. post — 11ocie) xu3Hu. [1oCTHATANBHBIN TIEPUOL 3AKAHUYUBACT-
csl CMepPThIO OpraHu3ma.

BrlIensioT Takke nepHHATAIBHBIA (TpeY. perl — BOKPYT) NMEPHOI,
KOTOpBIN HauMHaeTCsA ¢ 28-11 Hempenmu 6epeMEHHOCTH, BKIIOYAET POIBI
(HarajbabIi nepuox) M NepBblie 7 qHeH MOCTHATAIBHOrO MEpUOna.

1.6. ITIPOLIECCHI ITOATOTOBKH PENPOXYKTUBHOM
CUCTEMbI XKEHCKOTO OPTAHU3MA
K OILIOAOTBOPEHHUIO U BEPEMEHHOCTHA

[Iponeccy omIOmOTBOPEHUS M MMIUIAHTALUM 3UTOT B CIM3UCTYIO
000MOYKY MATKM IMIPEIIIECTBYIOT CIOXHBIE, PUTMHYECKH ITOBTOPS-
IOIMECS M3MEHEHMSs, TTIOATOTABIMBAIOIINE OPraHu3M XeHIUHBI K Oe-
PEMEHHOCTH, OTH IIMKIHMIeCKIE H3MEHEHHUST TIPOUCXOISIT B CPOK OT MEP-
BOTO [IHS TOCAEeQHEeH MeHCTpyauWM 10 [EPBOro OHS IMOCHEXYIOLIEH
(MeHCTpYanbHBIN 1IMKI), KOTOPHIA MMEET NPONO/DKUTENBHOCTh OT 21
Jto 35 mHeilt 1 B cpemHEM COCTABIIeT 28 mHEMH.

Ocob60 BaxkHasa pojb B PEryISLMU MEHCTPYAJIBHOIO 1IMKIA NpUHAI-
JIEXKUT BereTATUBHBIM [EHTPAM FUIIOTATAMYCA, B KOTOPBIX 00pa3yloTcs
PeNU3NHT-TOPMOHBI (JIMGEpUHBI), AKTUBU3UPYIOIINE CUHTE3 U BBIAE-
JIeHWE T'OHaAOTPOIHBIX TOPMOHOB rUnodu3a QOIMUKYIOCTUMYINDY-
forrero (PCT), morenHusupyiouero (JII) n moreorponHoro (JITT),
Wi nipojiaktiHa. IToBemteHue cexkpernyn OCIT HaGIIOHaeTCA B Hayae
1 0coOEeHHO OIIIDKE K CepelyHEe HUKa, a YBeIMUeHHe poayKuuu JII' —
HeTIOCPENCTBEHHO Tepen OBYISLMEid M B TIEpUOA PA3BUTUS XKEITOTO
Tena (puc. 1.8).

Tlon BMMsSIHMEM TOHAIOTPOITHBIX TOPMOHOB IMITO(M3a B AMUHUKE
COBEpLIAIOTCS PUTMHYECKH [TOBTOPSAIOIIMECS M3MeHEHUA 1) pasBUTHe
dommmkyna v paspbeiB cospesiuero doyutMkyna (hoUTHKyIsipHas ¢asa);
2) pa3BUTHE XEJATOro Tena (JIroTenHoBas ¢asza).

TIporecc cozpeBaHHs QOUTHKY/IA 3AaHUMAET [IePBYIO OJIOBUHY MeH-
cTpyanbHoro 1ukia. Aexnerka 3a 3To BpeMs YBEIMYHUBACTCS B pa3-
Mepe B 5— 6 pa3, Ha e€ MOBEPXHOCTU 06pa3yeTcs Mpo3padyHas 00oIoy-
¢, Ka (zona pellucida). OKoHyaTeIbHO AHIEKIETKA CO3PEBAET NOCIE NBY-
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Puc. 1.8. Cxema u3MeHeHHHN CIM3KUCTOM 0GONOYKH MATKH (3HAOMETPUS) B CO-
OTBETCTBHH C HCUPOryMOPAIHLHON PEry/IsiliMeid MEHCTPYaTbHOTO LKA

KpaTHOTO AeJIeHHs (Meit03), TPUBO/SIILIETO K YMEHBIIEHNIO YHCIIA XPO-
MOCOM BJBOE.

DoTUKYAAPHEBIN STIMTEINI B MPOLIECCE CO3PEBAHUS TIPETepIieBaeT
npoiaudepauuio, U3 OAHOCIORHOTO CTAHOBUTCS MHOPOCIIOMHBIM, Ipe-
BpalllasCh B TAaK HA3HIBAEMYIO 3€PHUCTYIO 000104KY (DOIHKYa, KOTO-
pas M3HAYATBHO 3alTOJHAET BCE TIPOCTPAHCTBO MEXy AWLIEKIETKON U
COeTVHHUTEIBHO-TKaHHO! 060M04K0#i (hO/LTUKYIA. 3aTEM B LIEHTPE CKOIT- '
JIeHUsT KIeTOK obpa3syeTcs I10JI0CThb, 3alloIHeHHasl IIpo3payHoil doxn-
JIMKYJAAPHON XUAKOCTRIO, cofepXaiteil hoInuKyIsipHEIe TOPMOHBI (3C-
TPOTEHBI). DCTPOTeHH! (0T Iped. estrus — Teyka) OKa3blBaloT PasHOCTO-
pOHHee BIMsHHUE Ha [T0JIOBBIE OpraHbl U BECh OpraHU3M XeHIINHHL. [Ton
UX BIMSIHUEM ITPOMCXOOWT T'MHEpInasus (oT rped. hypér — cBepx +
plasis — obpazoBaHue) MEBILLIEYHBIX JIEMEHTOB MaTKH B NTEPHOL N0JIO-
BOTO CO3peBaHusl, ITponudepanidst GYHKUNOHAIBHOTO ClOS CIU3UCTON

I
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MATKH B II€pBOU (ha3e MEHCTPYATBLHOrO LIUKJIA, NPOoTHAdepalvst 31 re-
JIUST BBIBOJTHEBIX TIPOTOKOB MOJIOYHBIX Xe€J€3, pa3MHOXEHHE KIETOK
SIMUTEIMANBHOTO MOKPOBA CIIM3UCTON ODOJIOUKM BIiarajIMila.

OByJSILINA — pa3phiB 3peNoro (GoJUTMKYJA W BBIXOA U3 €70 MOTOCTA
CO3pEBIICH SHIIEKIETKU TTPOUCXOAUT MOX BIUAHUEM HEUpPOTYMOpaib-
HBIX haKkTopoB Ha 14-U 1€Hb MEHCTPYAJIBHOTO LUK (Npy 28-THEBHOM
nukiie). PaspeiBy apenoro gourkyna cnocoOCTBYeT HAKOIUIEHHE DOI-
FUKYASIPHON XKUAKOCTH U UCTOHUYEHME OOOIOUKH SAUUHUKA Haj| BBITIS-
TUBIIAMCS MOJIOCOM (PoJUTAKYNA.

Ha mMecte pazopBaBiuerocs Goiukysia o6pa3yeTcst HOBasi BpEMEH -
Hasi, OYEHb BAXHAs XKEI€3a BHYTPEHHEH CEKPEUMHA — XEJATOE TENo
(corpus luteum), BpipabarbiBao1Las FOPMOH ITporecTepoH. XKenroe reno
(byHKLHOHMPYET BO BTOPYIO (pazy MEHCTPYAIBHOrO LUKIA, T.€. OT MO-
MEHTA OBYASLIMA 00 CICAYIOIIEA MEHCTPYAIUH.

T'opMoOH XKenToro Teia (MPOTecTEpOH) BbI3HIBAET U3MEHEHUS B XKECH-
CKOM OPraHu3Me, CIIOCOOCTBYIOIIME BOSHUKHOBEHHUIO U Pa3sBUTHIO Oe-
peMeHHOCTH. [lom RIMSIHUEM IIPOrecTepoHa B CIAUBMCTOM 00O0IOYKE
MATKM HPOHCXOIAT CEKPETOPHBIE MpeBpallieHUsi, HEOOXONUMEbIE I
MMIUTAHTAUMHA ¥ Pa3BUTHS TUIOIHOTO SHLA, TIOHDKAIOTCS BO30YIUMOCTD
U YYBCTBUTEIBHOCTh MATKH K COKPAIAIOIAM CTAMYNaM (BEIIECTBaM),
HOSIBIAECTCS (PU3MOIOTHYECKAST PEIaKcalusi MUOMETPUA (MBILLIEYHOTO
€109 MATKH), YTO CO3MAET GIaronpuATHbIE YCIOBUS IUIsi T EPTPoduu
Y TUNEPTUIA3WH MBIIIIEYHBIX BOJIOKOH GepeMeHHOM MaTku (puc. 1.9).

e Te
CospeBanune pomnukyna Oeymsauus  XKenartoe Teno Keurroe Test0
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MeHcTpyannHas IMponudepatuHas CekpeTopHas BepeMeHHOCTb
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Puc. 19 Cxema u3MEHEHMUI CIU3UCTON MATKU (SHAOMETDHSI) B COOTBETCTBUHN
€ M3MEHEHMAMU, TTPOUCXOAALIUMHE B AMYHUKE TPH OIUIOJOTBOPEHUH
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K KOHIy MEHCTPYATEHOTO LMKJIA XENATOE TENO PerpecCupyeT, pe-
Bpauiasch B pyoell (6enoe Teno). [Ton BAMSTHIEM rOPMOHOB SUYHUKOB,
00pa3yoIIMXCs B QOATUKYJIe U XKEJITOM TENe, IPOUCXONSAT LIUKINYeC-
KHe U3MEeHEHHUs TOHYCa, BO30YIMMOCTH M KPOBEHATIOJHEHUS MATKH.
Onsako Baubojee BBIpaXEHHBIE M3MEHEHUS HaOMONAIOTCST B DHAO-
METPHUH — BHYTpPEHHEM BIUTETMAIIBHOM clioe MaTKu. CyllIHOCTh X CBO-
IVTCS K MPaBUIBHO TIOBTOPSIOIEMYCS TTpoLIeCCy TIponnudepaumy, oT-
TOPXKEHUIO M BOCCTAHOBAEHHNIO (DYHKUIUOHAILHOTO CHOST CIM3UCTOH
000TOUKHA MATKM MaTo4YHBIM LMK, TAK XKe KaK M SUYHUKOBEIM, TIpo-
JIOJXKAETCS B cpeaHeM 28 nHeH U mompasie/iseTCs Ha cenyote ¢asbl:
IecKBaMalnusl, pereHepalusi, TIpoludepanns U CEKPELus.

®a3za gecKBamMallMy MPOSBISETCS MEHCTPYATBHBIMU BLIIETEHHU MM,
TIPOIOIKAIMMHECS OT 3 10 5 nueil. [1pH 3ToM (hyHKUMOHANLHBIM CIOH
SHIOMETPHS PACTIAJAETCS, OTTOPTAETCS M BEIACISETCS HAPYXY BMECTE
C COIePXMUMBIM MaTOYHBIX XeJie3 M KPOBBIO M3 BCKPLIBIIMXCSA COCYIOB.
®Pa3za necKkBaMaLMM COBIAJaeT C HaYajaioM 00paTHOTO pa3BUTHS XKENTO-
ro Teja B SMYHUKE.

Da3za pereHepalliy 3HIOMETPUS HAYMHACTCY ellle B IEPUOL NECK-
BaMalMM M 3aKaHYMBAETCS K 5— 6-My JHIO OT Hayasia MeHCTpyallui.
BoccranoBneHne (pyHKIMOBATBHOIO CAOS CAU3UCTONR 000J0YKU MaT-
KM TIPOMCXOIMT 3a CYET pa3pacTaHMsl DIIMTENMsS Xejae3 Oa3aiibHoro
CIIOS SHAOMETPUS U TIpONHdepay CTPOMATBHEIX, COCYINCTHIX U He-
PBHBIX 3JJEMEHTOB 3TOrO CJI0S.

Daza nponudepaniy CIU3UCTON MATKH ITPONCXOANT IO BIUIHN-
€M 3CTPOreHOB, COBIamas ¢ co3peBaHueM QONIUKYNa, U TIPOomomXKaeT-
Cd OO CepeNvHBI UMKAa. B 2T10T NMepron akTHBHO WAET Npoindepalins
CTPOMBI M POCT XeNe3 3HIOMETPHS, XKefe3bl BRITATUBAKTCS B IUIMHY,
IITONOPOOGPa3HO M3MHUBAIOTCS, HO CEKpeTa He COomepKart.

da3a cekpeuyy COBIANAET C PA3BUTHEM U PACIIBETOM XKETOTO Tela
B AMYHHKE M Ipopoinxaercs ¢ 14— 15-to go 28-ro nus, T.e. 10 KOHI@
uwkia. [Ton BIMSAHNAEM ITPOreCTepOHA Xene3bl SHIOMETPUST BoIpabaThl-
BalOT CEKPET, MOJNOCTb UX PACIIUPSETCS, KIIETKH CTPOMBl YBETMYHBA-
I0TCSI, OKPYTUISIIOTCS,, HAIOMUHASA KJIETKH, 0o0pasylonmecs: npy Gepe-
MeHHOCTH. B cnu3ncToil 060104Ke YCUANBAIOTCS CHTE3 M MeTab0IU3M
TIMKOTE€HA, MYKOTIOJIMCAaXapuaoB, TMTIUIOB, HakarBaoTcs ¢ocdop,
KajblMi, Xene30 ¥ Apyrie MUKpPOIIEMEeHThbl, TTOBBINIAIONINE AKTUB-
HOCTb (P€pPMEHTOB.

B pe3ynpraTe yKazaHHBIX U3MEHEeHHU U B CIM3UCTOH 00010yKe MaTKH
CO3MAI0TCA YCIOBUSL, OGNarollpusiTHbIE U1 HMITIZHTALIMHN TUIOTHOTO S1ina
¥ pa3sBUTHS 3apOzbIlla, CIIM TPON30MIET OIUIonoTBOpeHue (puc. 1.9).

Ecny 6epeMeHHOCTh HE HACTYIAET, XKeATOC Tea0 Morubdaer, QyHK-
UHMOHABEHEBIA CIOH SHAOMETPUS, JOCTHUTIIMH (ha3bl CEKpeiyy, OTTOPra-
ercd, osaBsieTcs MeHcTpyaud. [locie 3Toro BO3HUKAEET HoBag BOJIHA
LMKJIMYECKNX M3MEHEHWI BO BCEM OPTaBU3ME, TIOBTOPSIOTCS CO3peBa-
Hue GOoMTUKyna, OBYISLINAS, pa3BUTHE XKEITOrO Telld B SHYHUKE U CO-
OTBETCTBYIOLUME ITPEBPAILEHHUS B CIM3UCTON 0000uKe MaTKu (puc. 1.8).
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IVIABA 1I. HUTOJOI'NMYECKHUE OCHOBBI
HACJIEACTBEHHOCTH

II.1. JEJEHUE KJIETOK — MEXAHWU3M
NPEEMCTBEHHOCTU HACJIEICTBEHHBIX CBOVICTB

HoBhie KIeTKH BO3HMKAIOT B pe3yJibTare JeNCHUST yXKe CYILECTBy-
IOLIUX KNeToK. [Ipu meneHuy ofHOKIETOYHOTO OpraHu3Ma U3 CTaporo
(MaTepHHCKOro) OpTraHU3Ma BO3HUKAIOT IBa HOBBIX. MHOTOKJIETOUHBI
OpraHu3M pa3BUBaeTCS W3 OXHON-EAVUHCTBEHHON KIIETKHU: €€ MHOIO-
YHUCITEHHOE TIOTOMCTBO BO3HUWKAET TIYTEM MHOTOKPATHBIX KJIETOYHBIX
JIeJIEHUIA. DTOT MPoLiece MPOAOIKAETCS B TESYSHHME BCEH XXU3HU: 110 Mepe
pOCTa U pa3BUTHS, a TaKXKe pereHepauyy, perapaunu (3ameuieHus)
OTCJIYXMBIINX KIETOK. OTKpPBITHE QYHIAMEHTAILHOTO 3aK0HA, cop-
MyavposaHHoro P. Bupxosom (1855), o ToM, 4To BCsIKast KJieTKa Mpo-
UCXOOUT OT KJIIETKH, TIOMOXUIO HAYaIO TIPUCTATEHOMY H3YUYESHUIO TIPO-
LIECCOB KJIETOYHOTO aeneHMs. B.@Paemuur s 1882 r. cooduimwi, yro
TPV JeJeHUH SIOPA KIIETKM XPOMOCOMEI (CaM TEpMHH ObUT Mpemio-
XeH mo3xe) aenarcs Baonb. [ogoMm nosxke D.BaH beHemeH obOpaTtui
BHUMAaHME Ha TO, YTO XPOMOCOMBI, PACTIPEACTSIOMINECS MEXKITY JO0YeP-
HUMH KJIETKaMH, C TOYHOCTBIO ITOBTOPSIOT CTPOCHUE MATEPHMHCKOMR
(cTapoii) xpoMocomsl. B 3710 xe Bpemst D. Ctpacbyprep, B. Py u O.Ter-
BUT CPOPMYTUPOBAIN «SIIEPHYIO TUTIOTE3Y HACHEACTBEHHOCTH». Takum
00pa3oM, MaTepUaIbHAsT HETIPEPEIBHOCTE B psy KJIETOYHHIX MOKOIE-
HUN ¥ NOKOJIEHWI MHIAUBUAOB OCYIUECTBIACTCA IMYTEM PA3MHOXCHUS
OPraHN3MOB, LEHTPATBHEIM MOMEHTOM KOTOPOTO SIBASETCS ACICHHE
KJIETKU.

I1.2. KIIETOUHBIM IUKJI U ETO HEPHO/IbI

KiaeTouHBlii LUK — 3T0 MEepHON XKU3HEACSATEILHOCTA KIETKU OT
KOHLIA OJHOTO JeJNeHHs [0 KOHLA CIeAYIOIEro, KOTOPLIH COCTOWUT,
TaKUM 06pa3oM, U3 CTAIMU OTHOCHTEIILHOTO TIOKOSl, WIH Uxmepgasb,
U AefneHus KIeTKH. B uHTepdase XxpoMOoCOMBI HaXxogsATCs B 1ECITHPATIH -
3MPOBAHHOM (PacKpy4Y€HHOM) COCTOSIHMM W TIO3TOMY He BUIHBI MOL
CBETOBBIM MHKPOCKOIOM. MMeHHO TTo3TOMy TIOHaYyaly MCCHEI0BATENN
ToJjaTaiu, 9YTO PO, TPeOBIBAIOLICe B HEOSMSIIEMCS COCTOSTHUU, Ha-
XOAUTCS B cocTosiHMM TIoKosl. Ha camoM fene uMeHHO B MHTepdase B
siipe OTMeYaeTcsl HauOOoJIbINAsT aKTUBHOCTE METaboMHYecKUx (0OMeH-
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Puc. I1.1. KiieTo4HBI# LMK Y 5YKApUOT

HBIX U CHHTETHYECKUX) IIPOLIECCOB, 4 KJIETKA BBITONHSIET CBOU OOBIY-
Hble I Hee (DYHKUMH WIH [OATOTABNMBAETCA K TIOCIEeNYIOIEMY neje-
Huto (puc. 11.1).

B uHTepdase BeIAENAOT TP cTanuy: G * — NpecHHTeTUYeCKas, S —
cuHTeTHYeckast H G, — nocTcuHTeTHYeCKast, ECi 4MciIo XpOMOCOM B
2anaoudsom (OMMHOYHOM) Habope 0003HAYMUTh, KaK «n», d KOIHYe-
cteo JHK, kak «c», To B duntoudnom (nBoitHoM) Habope reHeTHyec-
KOro MaTepHana OymeT cooTBeTcTBeHHO 2n2c. Cpasy mocie npenile-
CTBYIOLUETO NEJICHUs KJIeTKa BCTymaeT B mepuon G,. DTo nepHon, B
TeyeHHe KOTOPOTO KJIeTKa TOTOBUTCS K Havany cuHTesa JHK, npouc-
XonsIero B TeueHne ¢asbl S; KieTka pacreT, cuHTesupyoress PHK,
pasaMyHeIe OEKH, TIPOUCXOAMT HAKOIUIEHHE NMPOAYKTOB, HeoOxomH-
MEIX JUTST YIBOSHUS XPOMOCOM, YBEJTHYMBAETCS KOJIMYECTBO pUOOCOM U
MutoxoHapuit. Habop renetndeckoro Matepyaia 6yaet 2n2c. [aBHoe
coOnITHE, mpoMcxoasee B S-daze, — 3To penauxayus (yIBOCHHUE) ‘
konudectsa JIHK (2n4c).

B nocrcunTeTueckuit nepuon (G,) NporUcXOmIUT aKTUBHOE HAKOM-
NEHWE SHEPTUU U PEePMEHTOB, HEOOXOMUMEBIX ISl TOCIEAYIONIETO NE-
nenus (2n4c). ITocne G,-hasbr HacTynaeT HellpsiMoe MefleHUe KIIETKH,
WM MHUTO3. CODCTBEHHO MUTOTHUYECKOE MejIeHUE 3aHUMAET JIMIUE He-
3HAYHTENBHYIO YaCTh KJIETOYHOTO LKA,

G* — yMTaeTcs Kak «IKH» (Ha3BaHWe NMepBoi OYKBHI AHIJI. C10Ba gap — MPOMEXY-
TOK, MHTepBal).
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b IL.3. MUTO3 — JEJEHUE COMATHYECKOH KJIETKH

Haubonee yHHBepCaIbHBIM CIIOCOOOM ACJIEHUS COMATHYECKMX KITe-
TOK, T.€. KJIETOK Tejia (OT Tped. soma — TeNlo), SIBJSIETCS] MUTO3. DTOT
BHJ ACJIEHUS] KJIETOK ObUI BMNEpBbIE OMMCAH HEMEUKUM THCTOIOrOM
B. ®siemuHroM B 1882 T., XoTophIit HaOMI0Aa]T BOSHUKHOBEHUE U OITH -
caJl IOBeCHUE HUmYamusix Cmpykmyp B sigpe B riepuop, geneHust. Or-
Clro/a TIPOUCXONUT U Ha3BaHUE Ipolecca je/ieHUusI — MHTO3 (OT Iped.
mitos — HUTE).

TIpy MUTOTHMYECKOM JEACHUHU SAPO KIETKM IIpeTeplieBacT psj
CTPOro YIOpPSIAOYEHHBIX [TOC/IeN0BaTENbHbIX U3MEHEHU ¢ 00pas3oBa-
HUeM cIielpUUEeCKUX HUTYATHIX CTPYKTYP. B MHMTO3e BBIIECISIOT He-
cKobKko (¢as: npodasy, mpoMetadasy, Metagasy, aHadasy U Tenoda-
3y (puc. I1.2).

\\J//
2 //\\ |

A /\A;
réy/

3 ///'\ u

K A M

Puc. 11.2. CxeMa MUTOTHYECKOTO JeJIEHUS KIICTKH:

a — untepdasa; 6, 6, e, d — padIMuHble cTanuu npodassl; e, ¥ — npoMeradasa; 3, 4 —
MeTaaza; x — anadasa; 4, » — Tenodasa; # — obpasoBaHHe ABYX OYEPHUX KIETOK
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Hpodasa — nepsas cTanys MOOTOTOBKH K aeneHuio. B mpodase ceT-
yaTas CTPpYKTypa g1pa MOCTENeHHO PEBPAIaeTcd B BUAUMBIE (XPOMO-
COMHEIE) HUTH 33 CUET CIMPATHU3AINN, YKOPOUSHUS U YTONILCHUS XpO-
MocoM. B 3ToT nepron MOXHO HabmoAaTh IBOMHYIO MPUPOLY XPOMOCOM,
T.K. K&XOasg XpOMOCOMa BEITTISITUT IPOAOJILHO YIBOEHHOM. DTH MOJNO-
BUHKH XpOoMOcOM (Pe3yNbTaT peayTUIMKALMU (YABOSHUS) XPOMOCOM B
S-¢aze), Ha3BIBACMBIE CECTPUHCKMMU XPOMATUIAMU, YICPKHUBAOTCH
BMeECTe OJHIUM OOLUIMM y4aCTKOM — LIeHTpoMepoi. HaunHaeTcst pacxox-
JeHUe LEeHTPHOMEH K ITOJIIocaM 1 0Bpa3oBaHHte gepemena dererus (2n4c).

B npomeradaze nponomkaercs cnupaanu3aisg XpOMOCOMHEBIX HUTEH,
TIPOMCXOMUT VICUe3HOBEHHUE SNePHO 000N0UKY, CMEILIEHUE KAPUOIUM-
(B 1 HUTOTUIA3MBI ¢ 00pa30BaHUEM MUKCOIIJIa3Mbl, KOTOpas obmerdya-
eT ABUXEeHHE XPOMOCOM K 9KBaTOPHAIIBHOM TUTOCKOCTH KAeTKU (2n4c).

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 CIMpaM30BaHEl U KOHIEHCUPOBaHbL. Dra
CTagMsl HauOoJIee MPUTOaHA IS TIOACYETA YHCITa XPOMOCOM B KJIETKE,
U3YYEHNS W ONMMCAHUS MX CTPOCHMS, OMpeleicHUs pasMepoB U T.[.
PacnonoxeHne XxpoMOCOM 10 OTHOIIEHUIO APYT K IPYTY SBISETCS CIy-
ya¥HEIM. BepeTeHOo geneHust MOMTHOCTRI0 chopMUPOBAHO, U HUATH BE-
pETeHa NPUKPETUTIIOTCH K LIEHTPOMEpPaM XpoMOocoM (2n4c).

Anadazoii Ha3BIBAIOT cleRyomyo daly MUTO3a, KOTa JIeaATcd HeH-
TpoMepsI XpoMocoM. HUTH BepeTeHa mefeHUs paCTACKWBAIOT CECTPUH~
CKH1E XPOMAaTH/Ibi, KOTOPEIE C 3TOr0 MOMEHTA MOXHO Ha3BIBaTh {0YEP-
HUMHU XpOMOCOMaMHU, K PasiUYHEIM [TONIOcaM KIETKU. DTuM obectie-
YHUBAETCS COMTACOBAHHOE M TOYHOE paclpejeNicHre XPOMOCOMHOTO
MaTepuala B JO4YepHUE KIeTKH (2n2c).

B renodasze qouepHUe XpOMOCOMEI JeCIUPATU3YIOTCS M ITOCTETIEH-
HO YTPayuBaOT BUOWMYIO UHAWBUAYANBEHOCTE. QOpasyeTcss 000M0YKa
AIpa, HaYMH3eTcd CUMMETPUYHOE pa3jelieHie Tela KIeTKH ¢ QOopMu-
pPOBaHUEM IBYX HE3aBUCHMEIX KJIETOK (2n2c), KaxKaast K3 KOTOPBIX BCTY~
maeT B nepuon G, uHTepdassl. I UK MoBTOPSETCS CHOBA.

Buomornyeckoe 3HaUEHNE MUTO3a COCTOUT B CIEIYIOLUEM.

1. CobrITHS, IPOUCXORAUINE B ITPOLIECCE MUTO33, IPUBOIAT K 00pa-
30BaHUIO JBYX T€HETWUECKM MIACHTUYHBIX JOMEPHMX KIETOK, Kaxmas
U3 KOTOPHIX COOEPXKUT TOUHBIE KOMUK TeHe THIECKOTO MaTepyaiia Tpes-
KOBOM (MaTepMHCKOM) KJETKH.

2. MuTo3 0becrieynBaeT pocT U pa3BUTHE OpraHu3Ma B SMOpUOHAE-
HOM U NOCTIMOPUOHANILHOM Nepronae. OpraHuaM B3pocIoro YeJloBeKa
COCTOUT NPUMEpPHO U3 10'* KIeTOK, W1 4ero TpebGyeTcst TPUOITHU3M-
TETbHO 47 LMKIOB KJIETOYHOTO AENICHUS €IMHCTBEHHOH OIUTOJNOTBO-
PEHHOM CrepMUEM SMLICKIIETKU (3U20mbl).

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

— e
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11.4. MEHO3 — JIEJIEHUE CO3PEBAHHUA IOJOBEIX
KJIETOK

Bo3HUKHOBEHUE MHOTOKJIETOYHOCTH COMTPOBOXKIAETCS CIIeLMaTA3a-
, Lpedl TKaHed opraHW3Ma: Hapslly C MOSBICHUEM COMATHYECKHUX TKa-
o Hel (KOocTHas, MBIIIECYHAS, COENUHUTEIbHAA U T.X.) 06ocoOnseTcs
y TKaHb, JA0las HAaYaJIo MOMOBBIM KIIETKAM, — TeHepaTUBHAsA TKaHb.
: JIonoBoe pa3MHOXEHUE BOSHHKJIIO B TIPOIIECCE SBOMIOLINHI KaK BRICIIAS
) pOpMa BOCIIPOU3BENEHUSI OPraHU3MOB, IO3BOJAIONIAs MHOTOKPATHO
, yBEJIM4MBATL YUCJIEHHOCTh NIOTOMCTBA, W, 4TO CAMOE DIABHOE, ITONO0-
5 fpoe Pa3MHOXeHHE SBHJIOCh HEOOXOMUMOM MPEANOCHUIKON BOZHUKHO-
§ BEHMA MHOTHX dopM Hacse1cTBEHHOM N3MEHYMBOCTH. D11 ABa dakro-
, pa BO MHOTOM CITOCOOCTBOBAIU €CTECTBEHHOMY OTOOpY HauboJee mpu-
P CTIOCODNIEHHBIX 0COOEH 1 TEM CAMBIM CYIIECTBEHHO ONPEENATH CKO-
gocrb 3BOJIIOMOHHBIX [TPeoOpa30oBaHUI.

Ilpu nonoBoM pasMHOXEHUH PACTEHHI 1 XXKMBOTHHIX (B TOM 4HCIie
¥ M 4eJTOBEKA) IPEEMCTBEHHOCTh MEXITy TTOKOJIEHHAMH obecreynBacTcs
M TOJTBKO Uepes NONOBbIe KIeTKH — Alyexsemky U chepmamosoud. Ecmu
DBI AIIIEXTIETKA M CIIepMAaTo301 I 001aqaiu MOMTHBIM HabopoM TeHETH -
JECKHX XapaKTCpUCTUK (2n2c), CBONUCTBEHHBIX KIETKaM Tena, TO Tpu

epXai 110 46 XpOMOCOM, TO TIPH HX CTHAHUY 06pa3oBajiack Gbl 3UTO-
t'1a ¢ 92 xpomocoMamu. B crienyroueM moKonaeHUM possBUITUCH OB 1o-
[, TOMKM co 184 xpoMocoMamu u T. 1.

BMecTe ¢ TeM XOpoLO U3BECTHO, UTO KOMMYECTBO XPOMOCOM SIBJISI-

)30M pyu 00pa30BaHUHU TIOJIOBBLIX KJIETOK JOJDKEH CYIecTBOBATh MEXa-
| HI3M, TPUBOASIUMI K YMEHBIIEHHUIO YHCTa XpOMOCOM TOYHO B 1IBa pasa.
» STHM TIPOLIECCOM ABASETCS Meio3 (OT Tpey. méidsis — yMeHBIIEHNeE ).

. Meito3 BKIIOUACT ABa MOCICAOBATENbHBIX ACTEHUA. B pesyisTaTe
8 1iepBoro nesieHus! MPOMCXOIUT YMEHBHICHHE UUCIia XPOMOCOM B SIipe
@ PoBHO B 1Ba pasa. MMeHHO MO3TOMY NepBoe [elIeHue Meifo3a MHOTIA
[ HA3EIBAIOT PEAYKIIMOHHBIM IelIeHUEM, T. €. YMeHbIlialomM. Bropoe ge-
CHUE Meif03a B OCHOBHBIX UepTaX MTOBTOPSIET MUTO3 M HOCHT Ha3BaHUe
KBAaI[MOHHOTO (YPaBHUTEILHOIO) nefieHMsl. Melto3 cocTouT U3 psiaa
OCJIeIOBATENbHBIX (Pa3, B KOTOPEIX XPOMOCOMEI IPETEPIEBAIOT Clie-
Mpudeckue usMeHeHus (puc. 11.3). Pasrl, oTHOCAIIMECS K IEPBOMY
fleieHu10, 0603HaYaIoTes puMcKor 1udpoit I, a oTHocAmHecst KO BTO-
i pomy — mmcpoit 11

9 B xaxnoMm peneHum Meitoza TMO aHANOTHM C MHMTO30M pa3i4aioT
i ipochasy, MeTadasy, aHadgazy u tenodasy.
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Puc. I1.3. CxeMa MeHOTHYECKOTO JeaeHUS KIETKHU

B pesynbTare Meii03a 00pa3syloTcsl YeThlpe rarlouaHble KIETKH — rameThl Ha pucyHke
MpenCTaBieHbl TPU MAapbl XPOMOCOM

K nepBoMy A€IeHWIO OTHOCSIT W3MEHEHUS siipa oT npodassl I go

Temodassl 1.
Mpodasza I umeeT NpUHLUNHANBHEIE OTNUYNA OT NPodasbl MU-

to3a OHa COCTOUT U3 IISTH OCHOBHBIX CTAIUM, JIENITOTEHBI, 3UTOTEHDBI,
NaxuTEHbI, AUIUIOTCHBI U JTUAKWHE3a.
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Camasg paHHsis cranus nipogassl I — senmomena. Ha stoii cTranuu
MOIBIAOTCS TOHKUE NEPEKPYUEHHbIE HUTH XpoMOcoM. YHcio BUIU-
MBIX B CBETOBOM MUKPOCKOTE HUTEH PABHO NUTTTOWITHOMY YUCTY XPO-
MOocoM. JIBOMCTBEHHOE CTPOEHUE XPOMOCOMHBIX HUTEHl (CECTPMHCKHE
XPOMATUABI) OCTENIEHHO BBIIBIISIETCS 10 MEPE YCHIIEHUST CIIMPATA3AIIMH.

Ha craguu 3ucomens: TIPOUCXOTUT B3aUMHOE TNIPUTSIKEHUE (KOHB-
JOTaLKs) NAPHBIX WK TOMOJNIOTMYHBIX XPOMOCOM, OOHA M3 KOTOPBIX
OplTa NIPpMBHECEHA OTIIOBCKOH MOJIOBOM KJIETKOM, Ipyras — MaTe-
puHcKoi. B MuTo3e mono6Horo Mnpotecca HeT. KoHbrornposagiias rmapa
XPOMOCOM Ha3spIBaercst OuBajieHTOM. B HeM YeThIpe XpoMaTuIpl, HO OHH
elle He Pa3sAu4uMEl TIoN MUKPOCKOIIOM.

Crangust naxumenst — caMasl TIPOTOMXUTENbHAsA cTagud rpodassl
TepBoro AefteHus. JlanpHeiias cupaiu3anysd NpUBOIUT K YTONIIE-
HUIO XpoMOcoM. JIBOHCTBEHHOE CTPOEHUE XPOMOCOM CTAHOBUTCS YETKO
pa3TUYUMBIM: KaXOasi XpOMOCOMa COCTOMT M3 BYX XpOMAaTun, o0be-
IIMHEHHBIX OTHOM IIeHTpoMepoii. YeTbIpe xpoMaTubl, 00beTMHEHHbIE
MOMNapHO OBYMSI LIEHTpOMepaMu, oopa3syior terpany. Ha cramuu naxu-
TEHbl MOXHO BMIETH SAPHILKY, NPUKPEIUVIEHHBIE K OMNpene/ic HHBIM
y4acTKaM XpoMOcOM (0DMacTh BTOPUYHBIX [IEPETIKEK).

B crnenytonieit cranguu — duniomene —— HaYMHAETCS TIpollece OTTajl-
KHBaHUS PYT OT Jpyra paHee KOHBIOTUPOBABILUXCS XPOMOCOM. DTOT
MpoIecc HAYMHAeTCd ¢ 0DNMACTH 1IeHTpoMep. TOYKH CONPUKOCHOBEHNS
HEeCEeCTPUHCKHX XpoMaTun Kak Obl CION3al0T K KOHIEAM XPOMOCOM,
00pa3zys X-o0pa3Hele pUTYpbl, HazpiBaeMble xuazMaMu. O0pazosaHue
XKa3M COIPOBOXIAETCS OOMEHOM FOMOJIOTHYHEIX YYACTKOB XpOMATHI.
O0pazoBaHMe XMa3M CYLIECTBEHHO YBEIMYMBAET HACTENCTBEHHYIO HU3-
MEHYMBOCTL ONaromapst MOsIBJIEHUIO XPOMOCOM ¢ HOBBIMH KOMOWHA-
HUSIMA ajineflell 3a CUeT KpocCuHzosepd.

ITocnegHsia cragust ipogassl | — duakunes. B muaknHese ycunusa-
€TCs CIIMPATUA3ALIASI XPOMOCOM, YMEHBINAETCH YUCIO XHA3M BCIEICTBIE
HX MIepenBIKEeHUs K KOHIAM XpoMocoM. bupaieHTH nepeMemaoTcs B
3SKBATOPUANIBHYIO IINOCKOCTh. McuesaroT 000mouKa siapa M SIPBILIKH.
OxoHuaTenbHoe GOpMUpPOBaHYE BepeTeHa neJIcHUs 3aBepuiaeT rpodasy 1.

B MeTadase | OMBaieHTH BBICTPAUBAIOTCS B 3KBATOPHUATBHON
TUIOCKOCTH KNETKU, 00pa3yst MeTagha3Hylo IINACTHHKY. XPOMOCOMBI TIpU
3TOM CWIBHO CITUPAIM30BaHbl — YTONMEHH 1 yKopoueHbt. Yucno 6u-
BAJIEHTOB BABOE MEHBIIE, YeM YHUCTO XPOMOCOM B COMATHYECKOM KIET-
K& OpraHHu3Ma, T.e. PABHO TalUIOWTHOMY YMCITY.

B anadgase I roMomoruyHsle XxpOMOCOMBI, KaXast U3 KOTOPHIX
COCTOUT M3 JBYX CECTPMHCKHMX XPOMATUJ, PaCXOIATCS K MPOTHUBOIIO-
JIOXHBIM TIOJTIOCAaM KJIeTKH. B pe3ynsrare 3Toro 4Mcio XpOMOCOM B Kax-
IOt moyepHe KJleTKe YMEHBIIAETCSI POBHO BiiBoe. IIpH 3TOM KaK «OTIIOB-
CKasl», TAK M «MaTepUHCKasl» XPOMOCOMBI OWBAJIEHTa C PABHOM BEPO-
SITHOCTBIO MOTYT MOMNAafaTh B MOOYI0 U3 JOUEPHUX KJIETOK.

Tenodgpasza I oueHs Koporkast OHa xapakTepusyeTcst GopMUpoOBa-
HHEM HOBBIX ANep U sanepHoi MeMOpaHbI.
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3ateM crlenyeTr ocoObIi NEpUON — uHmepkune3. B UHTEPDKHHE3E B
OTVIMYME OT MHTepdha3sl MUTO3a OTCYTCTBYET S-TIEpHOI U, CIEIOoBa-
TeNBHO, He mpoucxonut permkauuu JHK u yapoeHus ducia xpomo-
coM. CecTpuHCKUE XpoMaTuasl nepen npodasoit 11 yxe ynBoeHbI.

3a MHTEepKUMHE30M HACTYIaeT BTOPOE MEHOTHYECKOE NeNeHHe —
3KBALIMOHHOE, KOTOPOE COCTOMT M3 TAKKX Xe (a3, Kak U MUTO3. YKe B
Hayajie BTOPOro MeHOTHYECKOTro AeJICHUs KJIEeTKa COgEepXUT 23 Xpo-
MOCOMBI, KaXIasl U3 KOTOpPbIX COCTOUT U3 JABYX CECTPUHCKUX XpOMa-
THA. B npodase 11 bopMupyeTcst HoBoe BEpETEHO NENMEHUS, B MeTadase
II XxpoMOCOMEI BHOBB pACTONaraloTCsi B 3KBATOPUANILHONU IUIOCKOCTH
wieTkl. Bo BpeMst aHagassl 11 3a cueT peneHus ieHTpoOMephl K ITOJI0-
caM pacxXoIsiTcs CECTPUHCKHME XpoMaTuabl, u B Temodase 11 oOpasyior-
Csl OYEPHUE KJIETKW C TAIUIOUIHBIM YUCIIOM XPOMOCOM.

TakuM oGpa3oM, HUTIIONOHAS KJIETKA, BCTYIHBIUASL B MEH03, 00-
pasyeT 4YeThIpe JI04YEePHIE KIETKH C TalTIOUIHBIM HabopoM XpOMOCOM.

Buonornyeckoe 3HayeHWe Meli03a COCTOUT B CIEAYIOLIEM.

1. Meijto3 obecrieunBaeT MPeeMCTBEHHOCTD B PSIY MOKOMAeHUH opra-
HHA3MOB, PA3MHOXAIOLUMXCS ITOJTIOBBIM TTYTEM, B TO BPEMSI KAK MUTO3 BBITTON-
HSIET Ty X€ 3a7a4y B pAAY KIETOUHEIX ITOKOJICHUIA.

2. Meiio3 siBnsieTCS OMHUM U3 BaXKHEMIIMX 3TAlOB IpoLecca nojao-
BOTO Pa3MHOXEHMUS.

3. B mponecce Me03a MPOUCXOMUT PEOYKLMS 4HCIa XPOMOCOM OT
OUIDIONIHOTO YMcia (46 y 4enoBeka) no rarwiougHoro (23).

4. Meiio3 obecrieurBaeT KOMOMHATUBHYIO HaCIEeICTBEHHYIO U3MEH-
YUBOCTb, SIBJISTIOIYIOCS MPeIIOCBITKON TeHETUYECKOro pasHooGpasus
JOned ¥ reHeTHIECKOoM YHUKAIBHOCTH KaXIoro nHaueuga. KomouHa-
THBHASl TeHeTUYecKass M3MEHUYMBOCTD B ITpoOIIecce Me03a BOZHUKAET B
PE3yNIbTATE ABYX COOBITUM: CIy4altHOTO pacIpeneicHUsT HETOMOJIOT Y-
HBIX XpOMOCOM U KPOCCHUHTOBEPA, T. €. B3AMMHOro 00OMeHa roMoJIOTHY~
HBIX paOHOB XpOMATHUA MpU 0OPA30BAHUK XUA3M.

5. Melt03 Ha3bIBAIOT AEJICHHUEM CO3PEBaHMS, MOCKOIBKY GOpMUPO-~
BaHHE TOJIOBBIX KJIETOK (TaMeT) 4YeloBeKa, KaK M APYTUX SyKapuoT,
CBSI33HO C peAyKLIMEH 4uciaa XPOMOCOM.




IVIABA 1II. XPOMOCOMBI: CTPOEHHUE
N OYHKIINN. XPOMOCOMHASA TEOPUA
HACJIEJCTBEHHOCTHA

Ha nocnmenHux stanax, MpeallecTBYOIMMNX qeeHHI0 KITeTKH, Aaep-
HbIA MaTepuasl (XpOMAaTHH) NpeTepreBaeT ONpeacleHHbIe (PU3UKO-
XMMUYECKHE U3MEHEHMS, TIPUBOAAINME K KOHAeHCAIIMH HUTE0Opa3HEBIX
CTPYKTYp s1ipa. DTH 00pa3oBaHUsA HeMelikuii Mopdonor B. Bannaeiiep
(1888) mpemioXm Ha3BaTh XpoMocoMaMH (OT Tped. chromatos — 1iBeT
+ sdma — Tes10), NOCKONHEKY OHM HHTEHCHBHO OKPAIIMBATHCEH HEKOTO-
PBIMU KPaCHUTEIISIMHU.

st KaXXmoro Buia pacTeHHA M XHMBOTHEIX XapaKTEPHEI CBOE YHC-
710 ¥ cBOM Mopdonorudyeckre ocobeHHOCTH XPOMOCOMHOro Habopa,
T.€. ONIpefeJICHHBIM KapuoTun. B HopMe Bce XpOMOCOMEI KJIIETOK Opra-
HH3Ma 3YKApHOT MApHEI, T. €. KaXIast XpoOMOCOMa MMEET CBOETo aHa-
JIOTHYHOTO Mo pasMepy, ¢opMe B 0COBEHHOCTSIM PACIIONOXEHMS Te-
HOB rOMOJIOT2, M COCTaBJISTIOT ABOMHOM (2n), MMM TUMIOUAHEINA (OT
rped. dipléos — nBoitHoIt), HaGop. TONBEKO 3pensie MONOBHIE KIETKU
COIEPXAT OAUHAPHHI (1n), WIK raruyIOUaHEIA, Ha0Op XpoMocoM (OT
rped. haplous — oxuHapHLIil).

To4HOE YHCIO U CTPYKTYPY OTACILHBIX XPOMOCOM MOXHO OLIEHUTE
B JENSIUXCH KJIeTKax Ha ctaauu Meradassl, Korga XpoOMOCOMbI Hau-
fornee YTOMUEHE M YKOPOUYEHEL.

OpnHaKo HECOBEPILHECHCTBO TPUMEHSIBIIMXCS METOJOB aHA/IN3a 3aT-
PYJHSIIIO MCCIetoBaHUEe XpoMocoM. UIMEHHO 3T0 06CTOSITEILCTBO 0TI~
roe BpeMsI MPENSITCTBOBAIO ONPEAENEHUI0O UCTUHHOTO YMCId XPOMO-
COM B KJIETKaxX OpraHu3Ma YeJIOBEKa.

Tombko B 1956 1. nBa nuToreHetnka — amepukauen Jx. Tulio u
mBen A.JIesaH, ycoBeplie HCTBOBAB METOAUKY IIPUTOTOBIEHHUS XPOMO-
COMHGBIX TIPENapaToB, JOKA3ATH, YTO B HOPMAJIEHEIX COMATHYECKUX KIIET-
Kax 4eJJoBeKa COAepXHUTCs 46 XpoMOCOM, 06pa3yoiux 23 ToMOTOrMy-
HBIe napsl; 22 napel XpOMOCOM, MIEHTHYHEIX Y MYXYHH M XEHIIVH,
6bUIM Ha3BaHBE AyTOCOMHEIMU XpOMocoMaMu (ayTocoMaMu); 23-5 napa
XPOMOCOM, pa3InJaroasicst y MyXYMH W XeHIIWH, ObIla Ha3BaHa Ma-
POl IONMOBREIX XPOMOCOM.

VY XeHIIUH TIONIOBEIE XPOMOCOMBI TIPEACTABIECHE! ABYMS OXHUHAKO-
BEIMH (FOMOJIOTUUHBIMU) XpoMocoMaMU (XX), y My>KYUH — paznuya-
IOIMUMHUCS TI0 pasMepy U ¢opMe XxpoMocoMaMu (X u Y).
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III.1. BUIMMOE CTPOEHUE XPOMOCOM
A X MOPQ®OJI0OIuA

IIpu aHamm3e MeTada3HBIX IIACTUHHOK B CBETOBOM MUKPOCKOIE
MOXHO pasNMUUUTh, UTO J00ast XpOMOCOMA COCTOMT K3 JIBYX M€Y H
HEeHTPOMepbl, T NePBHYHOH NepeTsKKH, BbINTONHSAIOUEH (QyHKUUIO
MEXaHWIEeCKOTO teHTpa xpoMocoMel ipu genennu (puc. II1.1). HeHTpo-
Mepa sIBIsgeTcst 00J1aCThIO XPOMOCOMEL, K KOTOPOM TIpH JEMEHUH KIIET-
KU TMIPUKPEIUISIETC HUTh 8Epemena oerenua, PasBoasiliasg XpOMOCOMBI K
TomocaM KIeTKH. KpoMe MmepBUYHON MEPETSIKKY HEKOTOPHIE XPOMO-
COMBI UMEIOT BTOPHYHYI0 NEPETAXKY, HE CBA3AHHYIO C IIPOILECCOM
TIPUKpEIUICHUAS HUTEH BepeTeHa. MecTopacllofioXeHHe BTOPUYHOMH T1e-
PETAXKKA B XpOMOCOME CBA3aHO ¢ 00pa3zoBaHUEM SAAPHIIKA, a 3TOT
YYACTOK XPOMOCOMEBI HA3BIBAIOT AAPLIMIKOBLIM Opranm3aTopom. JUTHH-
HOE TUIeYO XpOMOCOMBI 0003HaUaeTcd JaTHHCKOM OYKBOI «(», KOPOT-
KO€ — «p».

KoHIIEBbIE Y4aCTKH XPOMOCOM HUMEIOT CETMEHTEI, TIPETISITCTBYIONINUE
CKJIEUBAHMIO XPOMOCOM CBOMMU KOHIIAMU, U TEM CaMEIM CIIOCOOCTBYIOT
COXPAHEHUIO UX TIETOCTHOCTA, DTH CerMeHTHl OBUIM HAa3BaHEI TenoMe-
PaMH.

Ecnyn penTtpoMepa pacrnofoXeHa B LEHTPE XPOMOCOMBI M KaK Obl
JICTTUT €€ Ha paBHEIE YacTH, TO TAKasA XPOMOCOMA HOCUT Ha3BaHUe paB-
HOIUJIeYHOH, 1iu MeTanerTpuueckoi (puc. 111.2).

Ecnu ofHoO TUI€YO HE3HAYUTEIEHO OOMBIIE APYTOrO — CyOMeTaueH-
TPHYECKOH. XPOMOCOMY € TTOYTH TePMHUHAIBHEIM (KOHIIEBBIM) MONO-
XeHHEM [IEHTPOMEPHI, KOTKA OXHO IUIEYO 3HAYUTEILHO OONBLIE Apy-
TOTO, HA3BIBAIOT aKpoueHTpuueckoit. HeKoroprle akporieHTpHYeCKHe
XPOMOCOMBI UMEIOT TaK Ha3bIBaeMble CIIYTHHKM — YYaCTKW, COeOM-
HEHHBIE C OCTAIEHOM YacThl0 XpOMOCOMBI TOHKOW HUTHIO XpOMAaTHHA.

ﬂ Koporxoe

st wreqo (p)

bt KopoTtkoe

§ Cryraux njeyo
Ientpomepa LleHTpoMepa Hoxxa

3 ~ IlenTpomepa

: nuxHoe

IUeYo

druxHoE

H Iweyo (q) aKpo- cy6Mmera- MeTa-

24 LUEHTPUYECKAA  penTpHueckas LEHTpHYecKaa

Puc. 1I1.1. Cxemaruge-  Puc. II1.2. 3aBucumoctb opMBI XPOMOCOM OT TIOJIO-
CKOe U300pakeHUe Xpo- JKeHHS LIEHTPOMEDPBI
MOCOMBI
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Takue XpoMOCOMBI Ha3bIBAaIOT CHIYTHHYKOBBIMH. Pa3Mep CITyTHUKA OT-
HOCUTENHHO HNIUHLI BCEH XPOMOCOMB MOCTOAHEH Uit KXo KOHK-
PETHO XpOMOCOMBL. B KapHOTHITE YeNToBeKa CITyTHHKH UMEIOTCSA Y IISTH
map xpoMocoM: y 13, 14, 15, 21 u 22-i.

II1.2. KTIACCU®UKAITUA U TOHKAA CTPYKTYPA
XPOMOCOMbBI

Kiaccudukaiinsg 1 HOMEHKIIATYypa PABHOMEPHO OKPAILIEHHBIX XpO-
MOCOM YeJIOBEKA BIEPBHIE OBRLTH NMPUHATEL HA MEXIYHAPOJHOM COBE-
mwaxHuy B 1960 rony B 1. JIeHBepe, B JanbHEHILEM HECKOIBKO U3MEHEH-
Hble 1 goronHeHHsbIe (1963 r., Jlonmgou u 1966 r., Yukaro). CornacHo
KITacCUDUKAUMKM BCE XpOMOCOMBI Y€JOBEKa DasfeiieHsl Ha 7 rpymm,
PacroJIOXeHHBIX B TIOPSANKE YMEHBIIEHUS VX JUIMHEBL, 1 0003HaYaIoTCA
GykBaMH aHIMHKcKoro andasura ot A 1o G. Bee mapsi XxpoMOCcoMm CTa-
JIM HyMEPOBaTh apabCcKUMU 1IH(paMH.

I'pynna A (1—3-9) — caMele Gosbliue XpoMOCOMEL; 1 u 3-9 —
METALIEHTPHYECKHE, 2-9 — CyOMeTalleHTpAYeCKas.

I'pymma B (4 u 5-9) — KpyImHbIE cyOMeTalugHTpU4YeCKie XpOMOCOMEI.

I'pymma C (6 — 12-g u X-XpoMocoMa) — CyOMeTaleHTPUYECKUE XPO-
MOCOMBI CPEIHErO pa3Mepa.

I'pymna D (13 —15-51) — akpOUEHTPUYECKHUE XPOMOCOMBI CPENHHX
pasMepoB.

I'pytma E (16— 18-51) — MajieHRKHE CyOMeTalleHTPUUIECKUE XPO-
MOCOME!.

T'pymma F (19 u 20-9) — caMmule MajJeHbKHE METAICHTpHUYECKHE
XPOMOCOMEL.

I'pymma G (21, 22-9 u Y) — caMble MaJieHbKHE aKpOICHTpHYE-
CKHE XPOMOCOMBI.

[TpennoxeHHas KnaccuuKalys MO3BOSUTA YETKO pasaudaThk Xpo-
MOCOMBI, IIpHHAITEXAIINE K pasInIHEIM TpyrnaM (puc. 111.3 u 111.4).

C 1960 r. naunnaerca 6ypHOe pa3BUTHE KIMHHIECKOM IMTOreHETH-
xu: B 1959 r. Jx. JIexxeH OTKpRUT XPOMOCOMHYIO IIpHpOJY CUHIpPOMA
HayHa; K. Dopxn, Il.Ixexo6c u [Ix, CTPOHT OMMCaNiH OCOOSHHOCTH
KapHoTuna npu cuHapoMax KnaiiHdenwTepa u TepHepa; B Hayane
70-x 1T. ObUTa OTKPHITA XpPOMOCOMHAS ITPUPOIa CUHIPOMOB JaBapaca,
Tlaray, caHapoMa «KoLIagybero Kpuka»; OMcaHa XpOMOCOMHAast He-
CTaBWILHOCTb ITPH Psifie HACAEICTBEHHEIX CHHIPOMOB U 3JI0KA4eCTBEH-
HBIX 3a00/IeBaAHHUSIX.

BMecre ¢ TeM IMpUMEHEHHE METOIA MOJYYCHUS PABHOMEPHO OKpa-
WMEHHBIX XpOMOCOM OKa3aJI0Ch HENOCTATOUHO 3(PDEKTHBHEIM IJIST UACH-
TROUAKATAN XPOMOCOM.

B Hauane 70-x rT. ObUIM pa3paboTansl MeToas Tutdepe HIHATLHON
OKpacKH XpOMOCOM, KOTOPHE MO3BOJISLIH OJHO3HAYHO WASHTHDUIIH-
POBAaTh KAXIYIO XpoMOcoMy. MeToapl ObTH OCHOBaHHI Ha CIIOCOOHOCTH
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HEKOTOPLIX Kpacuteneil cienu@ruiecKd CBA3BIBATRCS ¢ KOHKPETHBIMH
y4acTKaMH XpOMOCOM B 3aBUCHMOCTH OT UX CTPYKTYPHO-DYHKIIMOHAb-
Hol opraHm3aluu. [IpeaioXEHHBIE METOIE! BHISIB/ISIA JIMHEHHYIO He-
OIHOPOIHOCTE (cerMeHTHI) XxpoMocoM Ha npakTuke Haubobliee pu-
MEHEHHE TMONYYHIM METonsl DU dhepeHIIMATEHON OKpacKd KpacuTe- !
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- nem I'mm3a (G-okpacka) 1 GII0OpeCMPYIOIMM KPaCUTEIEM aKPHXK-
HOM WJIM aKpUXWHHIIPHTOM (Q-0Kpacka).

Ha puc. II1.5 mpeacraBneHsl XxpoMOCOMEI YenoBeka ImpH G-okpacke
Xopouio BUOHO, YTO Kaxmas XpoOMOCOMa YEJIOBEKAa MMEET TOJILKO €if
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Puc. 111.5. CxemaTnueckoe nsobpaxeHue auddepe HLHaNBHON OKpacku

XpoMocom yejoseka no G-meroay
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Puc. I11.6. CrpykTypa X- U Y-XpOMOCOMBI UeioBeKa ITpu Juddepe HUMaNbHOMA
OKpackKe ¢ TpeMs YPOBHSIMM pa3pelleHUs:

Cnesa — npumepHo 400 1onoc Ha ranjoHAHBI Habop, B UEHTpe — INpuMepHO 550,
cnpaBa — 850 nonoc

CBOMCTBEHHYIO MOCJIEAOBATEMEHOCTD PA3HOIIHPOKHX MOJI0C. DTO MO3BO-
JISIET TOYHO HISHTH(PULIMPOBATE JIIOOYIO M3 XpPOMOCOM U OGHAPYKIBATh
OTHOCHTENIbHO KPYITHBIE U3MEHEHUSI B UX CTPYKType. IIpu aHanuse me-
magpaszHbix XpoMocom CpegHell KOHIEHCAIIMH MOXHO YETKO pa3In4yUTh
okono 350—400 OTHOCHUTENEHO KPYIHBIX CETMEHTOB HA TaIUIOWIHBII
Habop. Ha cramusax, npegliecTBYONMX MeTadase, XxpOMOCOMBl MEHEE
CITHPAM30BaHEI U I03TOMY UMEIOT OOMBIIIYIO MOTMEPEYHYIO MOApaszie-
JEHHOCTh. BhUIM pa3paboTaHBl METOABI aHATU3d XPOMOCOM Ha [eJIs-
LHUXCS KIETKaX B CTanuu npomemacghazet. VICTIONb30BaHAE 3TOTO METO-
JUYEeCKOTO MogXona MO3BOJWIO MOJIYYHTh XPOMOCOMBL C PasHON CTe-
neHpo cerMeHTamd — oT 800 mo 2500 cerMeHTOB Ha rarUTOUTHBIN
Habop. Ha puc. 111.6 npencrasneHsr muddepeHIMaNbEHO OKpallleHHbBIE
X 1 Y-XpOMOCOMHI € pasiMUYHBIMIA YPOBHIMU CITUpaIH3anuu. Mcrnons-
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30BaHHBIH TTOAXOM JAET BO3MOXHOCTh TOYHO YCTaHABJIBATE TOUYKH Pa3-
PHIBOB B MEPECTPOCHHBIX XPOMOCOMAX, AAXE €CIU B MEPECTPORKY BO-
BIICYEHBI HEOOMBIINE YIACTKH XPOMOCOM.

TlomepeyHas WcYyepYeHHOCTh, OOHapyXXMBacMas pPasTHIHbBIMA Me-
TOAAaMH, B IIPUHIIMITE BRISIBISAET OOHU U TE K& CErMEHTHI XDPOMOCOMBI 1
SIBJIIETCS PE3YABTATOM HepaBHOMEDHOI KOHJIEHCAIIWH XpoMaTHHA 10
Bceli ee umnHe. B 3aBucuMoctd ot crenenu cnupamvzauuu JJHK B xpo-
MOCOME BBIIEISIOT TeTepOXPOMATHHOBBIE 1 3YXPOMATHHOBBIE PAfOHEI,

JUISL KOTOPBIX XapaKTEepHBI pas/InyHble QYHKIUOHATILHBIE U TEHETHYE-
CKHE CBOMCTBA.

TeTepoxpoMaTHHOBBI palioH MpeAcTaBisieT Co00il y4acToK KOH-
JeHCUPOBAaHHOTO XpoMaTHHa (BbIcokocmupanusoBaHHas [JHK), koro-
pHIif BRISIBISAETCS HpH AUdGhepeHIIMATBHOM OKPAIIMBAHAH B BUIE TEM~ ,
HEIX TIonoc. [IpUCYTCTBUE TeTEpOoXpoMaTHHA MOXHO OOHApYXHUTh U B '
WHTEP()AZHOM SIAApE, TAE OH OTYCTINBO BBISIBIISIETCS B BHIE WHTCHCHB-

HO OKpallleHHHX ITRI0OK XpoMaTiHa. CUMTEIBAHHS FeHETHYECKOM HH- |
thopMalK ¢ JAHHHIX YYaCTKOB HE MPOUCXOOUT. Pasnnyaior crpykryp- |
Helii 1 daKyILTATHBHBIH reTepoXpoMaTH. CTPYKTYPHBIH rerepoxpoMa-
THH MTOCTOSTHHO TIPHCYTCTBYET B ONPEAeIeHHBIX PETHOHAX XPOMOCOMBI.
HarmpuMep, oH Bcerga oOHApy>KUBAeTCsi BOKPYT LIEHTPOMED BCeX Xpo-
MocoM. PaKynbTaTUBHEIN TeTEPOXPOMATHH TOSBISETCS B XPOMOCOME
(U CBEPXCITHPAJIN3ALUNA YXPOMATHHOBHIX pailoHOB. PakyIsTaTHBHOIH
reTepoXpoMaTu3aIiiei’ MoxeT OBITH OXBaueHa 1iefas XxpoMocoMa. Tak,
B KJIETKAX XXECHCKOTO OpTaHM3Ma OqHa 13 X-XpOMOCOM IMOTHOCTRIO HHAK-
THUBUPOBAHA ITYyTEM TeTEPOXPOMATH3ALIMMA YKe Ha paHHHUX 3Tanax sM0-
PUOHAIEHOTO Pa3BUTHA. Ee MOXHO 0OHAPYXXHUTEL B BUIE ILIOKH IeTepo- ‘
XpoMaTHHa Ha nepudepnu sapa. Takast HHAKTUBUPOBAaHHASA X-XpOMOCO-
Ma Ha3eBAaETCs MOJIOBEIM XpOMAaTHHOM, UK TebleM bappa (puc. 111.7).
Braromapsi rerepoxpomarusanni X-XpoMOCOMbI B KJIETKaX XEHCKOIo
OpraHHU3Ma ITPOUCXOTUT BHIPAaBHHBAHUE KOJIMYECTRA MEeHOB, QYHKIINO-
HUPVIOIMNUX B MYKCKOM U JKEHCKOM OpraHNU3MaXx, MOCKOIBKY Y MYKIUH {
HMeEETCsl TOMBKO OfHA X-XpoMocoMa. |

DYXpOMaTHUHOBBIE PETHOHBI XpOMOCOM B HHTep(ha3HOM SApe He '
BUIHBI, ITOCKONBKY TPENCTaBIEHBl XPOMAaTHHOM B IEKOHIIEHCUPOBAH-

HOM COCTOSIHHH. JTO YKa3bIBAET HA MX BBICOKYIO METAOOMMYECKYIO aK- !
THBHOCTB. JIeHCTBUTENRHO, SYXPOMATHHOBBIE PANOHBI COOEPXKAT YHU-
KaJbHbBIE TEHBI, KOHTPONUPYIOUIHE CHHTE3 PasnnduHbIX Genxop. Ilpn
muddepeHInaIBHOM OKpallliBaHUU MeTada3HbIX XpOMOCOM OHM OIT-
pENETSIOTCA KaK CBETJIbIe MOMOCHL.

M3ydeHne XUMHYECKOTO COCTaBa XpPOMOCOM TOKa3alo, YTO OHH
COCTOAT M3 Ae30KcupuboHyxnenHoBoi kKucnoThl (JIHK), rucroHos,
HETHCTOHHRIX 0eAKOB U Hebonbuioro komrdecrea PHK. Monexyna JHK
HeceT oTpHnaTelbHble 3apspl, pacTipefelicHHble MO BCEeH MINMHE, a
TIPUCOETMHEHHBIE K Hell OelKH, TUCTOHBI, 3apsDKeHBI IMMOJOXHUTEIBHO.

B kaxnooil XxpoMocoMe COREpXKHUTCS TONBKO omHa Moiekyma JIHK.
Opnako pasmepsl Mosnekyn JTHK xpoMocoM orpoMuE. OHHA MOTYT A0-

—————
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Puc. 111 7. Kitetku cnu3uctoii 06o-

JIOYKKW POTOBOM MOJIOCTU
A — KJIETKH XEeHLIWHbl HMEIOT OTHO TEJIb-
ue Bappa, 5 — KIETKM MYXYHHBI, TEIbLE
bappa otcytcTBYeT, B -— KIETKM MYXYHHBI
¢ xpoMocoMmHO# naronoruei (XXXY),
A b B

NpUCYTCTBYIOT nBa Tesibua bappa

CTUTaTh COTEH MUKPOMETPOB B JaXe CAHTMMETPOB. B KapnoTuie yeno-
Beka camasi O0JbIlIast XxpoMocoMa — 1-51; JUTHHA €€ TIOJTHOCTHIO pacKpy-
yeHHOM JJHK cocrasisieT oKono 7 ¢cM, YTO 3HAUMTEIBHO OOMbIIE HE
TOJIBKO pa3MEpPOB siIpa KJIETKH, HO B caMoi KieTku. CyMMapHast JUIH-
Ha monekyn JTHK Bcex xpoMocoM omHOM KIJIETKH YeJIOBEKa COCTABISACT
oonee 170 cm.

HecmoTpsa Ha cBou ruraHTcKue pasmepsl, Monekyrsl JHK ¢yHk-
HHOHUPYIOT B IIPEAESIaX TAKHX MHKpooOpa30BaHMil, KaK XpOMOCOMEL.
TIoaTOMY XpOMOCOMBI SIEP KIETOK JOJDKHBI MPEACTABIATH COO0 CUITBHO
YKOpOUeHHbIE (KOHAeHCHpoBaHHKIE) cTpyKTypsl JJTHK. 310 nocturaer-
co 3a cueT cnenupuyeckoi yknanku Monexyn JJHK — mMHoroypoBHe-
Boil cripanuzanuu. OCHOBHO# CTPYKTYPHOW €IWHHIIEH XPOMOCOMBI
aBisieTcs Hykieocoma (puc. I11.8). Kaxknas Hykieocoma COOEPXHT IO

+—— 36 HM ———

Cnupans,
obpasyemas
HYKJIeOCOMaMK

«CeprueBUHa» U3 BOCBMH
THCTOHOBBIX MOJIEKYJI

Puc. 111 8 CrpykTypa HyKJI€eOCOM M MX COOTHONIIEHHE C XPOMOCOMOM U MOJe-
kynoi JJTHK
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IIB& MOJIEKYJIBI YETHIPEX PATHYHBIX TUIIOB THCTOHOB, OOBEAHHEHHBIX B
okramep (BOCEMHMTIpaHHMK), oOBuTHIM HuThio JHK. Hykneocoms! u
coemunstionie ux yyactku JJTHK hbopMUpYIOT CITMPanbHYIO CTPYKTYPY —
XPOMATHHOBOE BOJIOKHO. Ha KaXkblil BUTOK TAKOH CITWPAi ITPUXOANT-
cs1 6 HyKieocoM. Tak ¢opMupyeTcst CTpyKTypa xpoMocoMsl (puc. 11T 9).

ITonoGHas opraHu3aisg MO3BOJIIET YIIAKOBBIBATh OUEHB IITHHHYIO
Monexyny JHK B KoMITakTHYIO0 CTpYKTYpy. IIpH KOHAEHCALIMHA [TPOWC-
xoauT yMeHblienune mmuHbel Mosiekynel JITHK B 10 ThIC. pa3, Tak 4rto
KOHIEHCUPOBAaHHbBIE XPOMOCOMBI B CPEIHEM HMMEIOT JUTUHY TOpSIKa
200 uM (T.e. 200 10-° M). D10 0BeCTIEUNBAET BOZMOXHOCTE TOYHOTO 1
GBICTPOTO AETEHWST TEHETHYECKOTO0 MaTepuaia MaTepUHCKON KIIETKH
MEXIY NOUYCPHMMU KIETKaMi (MUTO3) U YMEHBIUEHUE YKCIA XPOMO-
COM BIIBOE IpH 00pa30BaHMH MOJIOBBIX KIETOK (Me#03).

XpOMOCOMBI BHITIONHSIOT (hYHKIIMIO OCHOBHOTO reHETUYECKOTO arl-
napaTa KIeTKU. B HUX B TMHEHTHOM TIOpSIKe PACTIONOXEHBI 2eHbl, KaX-
IBIA 113 KOTOPHIX 3aHUMAET CTPOTO OIPEASICHHOE MECTO, Ha3bIBAEMOE
JIOKycoM. AJTsTepHATUBHBIE (DOPMBI T'€Ha (T.€ PAa3NMYHBIE €10 COCTOS-
HUS), 3aHUMAIOIIHE OAWH ¥ TOT X€ JIOKYC, Ha3bIBAIOTCS ajLiensMu (OT
rped. allélon — B3amMHO Apyroit, nHoir). Jl06ast XpoMOcOMa COTEPKHUT
TOJIEKO €IUHCTBEHHBIN aJUIeb B JAHHOM JIOKYCe, HECMOTpPS Ha TO 4TO
B TIOMYJISILIMH MOTYT CYIIECTBOBATh Ba, TPH U Oonee ajneneil ogHOro
TeHa.

Hpoitnas cnupans JHK N/ N7 NN t 2 HM
{ I

XpoMaTHH B BHIE
«OyCHH Ha HUTKE»

XpOMaTHHOBOE BOJIOKHO
M3 YIIaKOBaHHBIX
HYKJIEOCOM

PacrauyTslil y9acToK
XpoMarvHa

3
n 1

Y4yacToK KOHIeHCH- fé 700 HM
POBaHHOIO XpOMaTHHa

MertadasHas xpomocoma % 1400 HM

Puc. I11.9. Ob1uast cxema CTpoeHM S XPOMOCOMBI
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II1.3. XPOMOCOMHAS TEOPUSA
HACJIEACTBEHHOCTH

B 1902 r., BcKope mocjie BTOPUYHOrO OTKPHITHA 3aKOHOB MeHaens,
JBa reHetTuka — A.CostroH u T.BoBepu He3aBHCHMMO ApYr OT Apyra
OOHAPYXWIH YOIUBUTEIRHOE CXOACTBO MEXIY MOBEIEHUEM XPOMOCOM
BO BpeMsi 00pa30BaHMS TIOJOBBIX KJIETOK U OIUIONOTBOPEHUSI U HACIE-
JOBaHUEM IIPU3HAKOB opraHuaMa. OHU BBICKA3ATU P MPEnIooxe-
HUM, COMTAaCHO KOTOPEIM: 1) XpOMOCOMBI ABJIFIOTCS HOCUTEISIMU Ha-
CeACTBEHHBIX (PaKTOPOB (TEPMHUH «T'eH» OBUT BBENEH B 0OMXO TOTBKO
B 1909 r. B. MoraHceHoM), 2) kaxnas napa Gpakropos JOKAIN30BAHA B
Iape TOMOJIOTHYHEIX XpOMOCOM, 3) KaxXIas XpoMocOMa HECET TOIBKO
IO OJHOMY cIleHu(UICCKOMY, YHHUKAJIBHOMY (akTopy, 4) Kaxmas
XPOMOCOMa COIEPXKHUT MHOXKECTBO Pa3IMYAIOIIMXCs (haKTOPOB, TTOCKOIb-
KY YHCIIO TIPU3HAKOB Y MTF000T0 OpraHu3Ma ropasgo Ooiblile YUcsia ero
XpOMOCOM. DTH HIcH 3aJI0XKWIN OCHOBY «XPOMOCOMHOM TEOPUH Ha-
CHeNCTBEHHOCTH»,

MeHneaeBCKMi 3aKOH pacileIIe HUST MOXHO OObICHUTL 0COOEHHO-
CTSIMH TIOBENEHUS XPOMOCOM BO BpeMd Meito3a. [Tpu o6pa3oBaHNu ra-
MET pacripefeIeHue amleaeil OmHOU Iaphl TOMOJIOTHYHBIX XPOMOCOM
TIPOUCXOOUT HE3aBUCUMO OT paclipene/IeHUs Apyrux nap amreneid. ITo-
CKOJIEKY TaIUIOMIHOE YHCIIO XPOMOCOM B KJIETKaX YeJOBEKa PaBHO 23,
BO3MOXHOE YMCIIO KOMOHHAIIUHI B My>KCKHMX HIIM XEHCKHX raMeTax co-
crapiset 22.

I11.3.1. Cuenaenme resoB

B 1906 r. B. Barcod u P.IleHHer, ckpeniuBas nBe pachl JyUIHCTOTO
rOpOIIKa, Pa3NUUYaBLIMXCS TIO IBYM ITapaM MPHU3HAKOB, He OGHADYXH-
mu B F2 pacimienieHud B otHowmeHuH 9 3:3: 1. [Ipu3Haku ocTaBaIuCh B
UCXOJHBIX POOUTEILCKMX KOoMOMHanmax. OHH Ha3Bajld 3TO SBICHHE
NpUTSDKEHUEM. TeHeTHuecKuii aHajn3, IPOBEACHHBII Ha IAOHOBOM
myuike gposobune T.I. MopraHoM u ero ydeHHMKaMmH, ITOKas3aji, YTo
OCHOBOM IPUTSIKEHHS TEHOB SIBJISIOTCI XpOMOCOMEIL. Bee reHnl, Haxo-
IOSIIHECT B OQHOM XPOMOCOMe, CBSI3aHBI MEXIY co00it MaTepHaibHBIM
CybcTpaToM XpOMOCOMEL M B CHITY 9TOTO ITOTNIAJAIOT B OIHY raMery. I'eHbl,
PacIIONIOXEHHHIE B OOHOI XpOMOCOME W HACHEAYIOMUECS IO IPyII-
TION, IONYYMIN HAa3BAHUE IPymbl CHenieHHA. SIBICHHE COBMECTHOTO
HacJIegoBaHUs r€HOB, OTPaHUIUBAIOIIEE MX CBOOOTHOE KOMOMHUPOBA-
HHE B Meli03€e, Ha3BATH CHEIUIEHHEM T'eHOB.

B onHoMm u3 akcniepuMeHTOB T. T MopraH npoBen HECKOIBKO cepHii
BO3BPATHOTO CKPELIMBAHUSA MEXIY APO30MUIION C CEPhIM TEJIOM U JUTUH-
HBIMH KPBUIBSIMA M IpO30GHIIONH, Y KOTOPOUl GRUIM 4epHOE TEIO U
KOPOTKME KpruIbsi. Cepoe Teno M JNIMHHBIE KPEUIhS OJOMUHUPYIOT. Bo
BeeX cepsix MopraH nosyvan OgHH U Te Xe pe3yawTarsl 41,5 % mo-
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TOMKOB MMEJIH CEpPOe TeNo, IMHHBIE KpbLTbs; 41,5 % — 4epHoe Tero,
KOPOTKHeE KpbUNbs; 8,5 % — cepoe Teo, KOPOTKHUE KpbUibsi U 8,5 % —
yepHOEe TeJo, JTUHHBIE KPbUThS. ECTH OBl ajutesu, KOHTpOJUPYIOLLHE
pa3BUTHUE 3TUX TIPUHAKOB, HAXOAHMIUCH B OOHOHM W TOil Xe Mape Xpo-
MOCOM (T. e. OBITH MOTHOCTHIO CUEIUIEHBI), B TOTOMCTBE 06110 OB1 50 %
MYX C CEpBIM TEJIOM, IUIMHHBIMUA KPBUILAMH U 50 % — ¢ YepHBIM Te-
JIOM, KOPOTKHMM KpbUIBSIMU. Ecii Obl TeHBI, KOHTPOIUPYIOUIUE 3TH
TIPH3HAKH, JIEXAJH B Pa3HBIX XpOMOCOMaXx (T.€. He ObUIM CLETUIEHBI),
OHH JOXHBI GbUIM OBl pacTipelensTbcs HE3aBUCHUMO W maBaTth 25 %
TIOTOMKOB C CEPBIM TEJIOM, JUTMHHBIMHM KPBUIbSIMU; 25 % — C cepbIM
TEJTOM, KOPOTKUMHU KpBUTBSIMU; 25 % — C YEPHBIM TEJIOM, JUTMHHBIMUA
KPBUIbSIMU U 25 % — ¢ YEPHBIM TEJIOM, KOPOTKHMH KPBUTBIMH. Bob-
UIHHCTBO TIOTOMKOB (83 %) TTOBTOPHIIO UCXOOHBIE POXUTETLCKHUE (e-
HOTHITBI, YTO TOBOPHJIO O CUEIIEHWH U3yYEeHHBIX TeHOB. OnHaKo, Mo-
MHMO MVYX C POIMTEILCKUMHU (DEHOTUITAMH, TTOABHIHCE 17 % ocobeit ¢
HOBBIMM COYETAHUSAMU TTPU3HAKOB, CBUIETESILCTBOBABIIMMH O HETION-
HOM CLIEIUIEHUH. OTH HOBbIE (PEHOTHUTTHI ObLTH HA3BAHHI PEKOMOHHAHT-
HBIMH, a TIOTOMKHM — peKoMOHMHAHTAMH. [TogBieHe peKOMOMHAHTHBIX
codeTaHUi anneneit y 17 % mMOTOMKOB OOBSICHSETCA OOMEHOM MEXITy
TOMOJIOTUYHBIMH XpOMOCOMAaM# BO BpeMsT Meit0o3a. 3To SBJICHUE TTOTY-
YUJIO HA3BaHUE KPOCCHHroBepa. MopraH MpearonoXwI, YTo KPOCCHH-
ropep (OOMEH aJUIETIIMK) TTPOMCXOIUT B pe3YIBTaTe pa3pblBa U oOMe-
Ha Y4aCTKaMU TOMOJIOTUMHEBIX XPOMOCOM BO BpeMsT 00pa30BaHMs XUa3M.
OO6pa3oBanue Xxua3M, KOTOPBIE MOXHO HEIOCPENCTBEHHO HA0MI0IaTh
TTOJ, MUKPOCKOTIOM, SIBJIETCS LIMTOJIOTUMECKHM TTOATBEPXKIEHUEM KPOC-
CHHroBepa (KaK FeHETUYECKOTO SIBICHUS).

IIpoueHT peKOMOWHAHTHBIX MOTOMKOB, OT OITBITA K OMBITY, IS
HUCCIIENOBAHHBIX TIPU3HAKOB OCTABAJICI MOCTOSTHHOM BemumHON. Ha aTtoM
ocHoBaHUM A. CrepTeBaHT (YYSHMK U COTpYOHUK MopraHa) BeIcKa3ai
TIPEANIONOXEHUE O TUHEWHOM PACIIOJIOXXKEHWH TeHOB IO XPOMOCOME U
roKasaj, YTO BEAMUYMHA KPOCCUHTOBEpa (BhIpaXkacMasi B ITPOLICHTAX)
aBnsgercs GyHKIMe paccToIHUS MexXny reHaMu. Yem Gosplile paccTo-
SHHE, TeM Haile oOpa3yioTcsl XMasMbl, a CIeXOBATEIbHO, BBIIIE ITPO-
LIEHT PeKOMOMHAHTOB, U, HA000OPOT, YEM MEHBIIE PACCTOSTHUE MEXIY |
TeHaMH, TEM MEHBIIE TTPOLIEHT PeKOMOMHAHTHBIX TIOTOMKOB.

TakuM 006pa3oM, omHocumensHvie paccmMoARUR MeXCOy 2eHaAMU MOXC-
HO u3MepAms 8 NPoueHmax Kpoccunzoeepa mexcdy Humu. IIpuHATO CUn-
TaTh, YTO 1 % KpoccuHroBepa paBeH | caHTHUMopraHuze (B 4YeCTh
T.T. Moprasa).

I11.3.2. XpomMocoMHBIe KapThi

T.T.MopraH 4 ero COTpyIHUKHU OBITH TIEPBBIMU, KTO VCITOIb30BAJ
SIBJEHUE KPOCCUHIOBEPA TSI COCTABIACHUS TEHETUYECKMX KapT XpOMO-
coM. Tenemuueckas Kkapma — 3mo cxema AUHELIHO20 PACNOAONCEHUA 2e-

—
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2,4% 2,4 6,6 %
N~/
9%

Puc. 111.10. Cxema onpeneneHUs OCAECAOBATEABHOCTH TEHOB B XpOMOCOME

HO8, N0KAAU308AHHbIX 8 00HOU 2pynne cyenserus. Kapra XxpoMOCOMBI CTPO-
HTCA IIYTEM MEPEBOJA YACTOTH PEKOMOWHAIMI MEXIY TeHaMH B OTHO-
CHUTEJIbHBIE PACCTOSIHMS Ha XpPOMOCOME, BHIpAXEHHBIE B MOpPTaHMIAX.
Hanpumep, ecim yacToTa peKoMOHUHaM MexXy reHaMu A 1 b paBHa

i Pak rpyau (ApoTOKOB)
§ HenocTaToyHOCTb EHOMA3B!

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

"'ir 1p A Moaa

Omunronunros-1

BpuTtpokeparoepMun BapuabeabHas
Tnnodocdarasus Mnasenyecxas

Pyxosznaos

TloaaHsas NMOaKoOXHaA NopdHPHUA

TTop¢hHpus renaTo3pHTPONO3THYECKAS|
Henocrato4HCTh rAIAKTO3MAMEPA3s
Ceroid hpofuscinos, HeApoHHEI-1, aeTckuit
Heaocrarourocrs C8, tan I u 11
Jletikemns/muMdoma, T-xneToynan
HenocratournocTs auun-CoA-AeTHAPOreHasHl, CPEAHAA LENb
BonesHb KAeHOBOTO CHPONA,THIT 2
HenocraToyHocTr MHOAICHIUIATIE3aAMHHAIG!
HepnocraroyHocts AM®-Ie3aMUHAIS 3PHTPOLIMTOB
Tvneprnnasus nagnoyeyHukos, tin I1
TunorupeonausM, He306HsI

Mpuonatua u3 3a HepoctatogyHocTH LITdasw
T'inepaMMoneMys u3-3a uefpocratoyHocru T Paast

[Bonesus Fowe, 2 nnu Gonee oy

I'emonuTHyeckas aHeMus B pesyabrare HeaocraroyHoctu [TK
BmmorounTos-2
TIHponolxunouTo3
CoepoLnTo3s, pelecCHBHBIN

HepocraroyHocTs aHTuTpoM6uHa I1T
Bonesus lapko—Mapu-Tyc, tun Ib
TlonsepxeHHOCTH K Vivax malana
Cuxapom Kpurnepa—Hamxapa
HemanuHoBasg MUOTIATHS
Henocrarounocts dakropa V
Lupus erythematosus, cHCTeMHBIN
Hetrrponenns, ®MMyHHas
Karapaxra 3oHynspHas NhUEBUAHAA
XpoHuYecKu#t rpaHyIeMaTo3 B Pe3yNbTaTe HEAOCTA-
Touroct NCF-2
T'nmuxorenos VII
HenocratoyHocts daxropa XIITB
Hepnocrarounocrs CR1
Henoctaroyaocts daxropa H
Cunapom Aurepa, THI 2
CuuzpoM BaH aep Byaa
HeaoctaToynocTs GyMapasn

Puc. II1.11 Teneruveckas kapra 1-it XxpOMOCOMBI YEIOBEKA




2,4 %, TO 3TO CBUACTEIBCTBYET, YTO OHH PACIIONOXEHBl HA OOMHOH W
TOHM Xe XPOMOCOME Ha pacCTOSSHHM 2,4 CAHTUMOPraHUIbl APYT OT Apyra.
Ecnu yacrora pexoMOGHHaLmMil Mexny reHaMu b u B cocrasnsiet 6,6 %,
TO OHH pa3feyieHbl paccrosiHueM 6,6 canTuMopranun. OnHaKko MpuBe-
JEHHbIC JAHHBIE HE TO3BOJISIOT ONpeaeMTh TOUHYIO IOC/ieq0BaTe/Ib-
HOCTb pAacIIONOXeHHs! FeHoB Ha xpomocome (puc. 111.10), m Tonpko
OLICHUB PACCTOSIHHME MeXay reHamMu A u B (B maHHOM ciyuae 9 %),
MOXHO YBEpEHHO CKa3arh, 4YTO TeH B JOJDKeH HaXOOWUTHCS MEXOY Te-
HamM¥ A u B.

TakuM 06pasoM, C ITOMOIIBK KPOCCHHIOBEpPA MOXHO OTIPEACIUTH
IPYIITY CLETIEHMS M MECTa PACTIONIOKEHMS TeHOB OTHOCUTEIBHO APYT
npyra. PaxT clemIeHHs CBUIETeIbCTBYET, YTO TeHbl HAXONSTCS B Oll-
HOM xpoMocoMe. OgHaKO CBODOIHOE MX COYETAHME €llIE HE JOKa3bIBa-
€T, YTO OHM PAcCIIONIOXEeHB! B pasHBIX XxpoMocoMax. Ecin yactoTa pe-

X-cHerIeHHBUA HXTHO3
HenocraTouHocTh cynbdaTass! CTEPOMAOR

Cuuapom Kannbmanna
X-cueruieHHas peleccHrHag XOHAPOAMCIUTA3HA, TOYeYHAS
Hacneacrpensasg runogpociaremus
Cunapom AfKapiH
X-cueruteHHas EPBHYHAA MIIOMATHHEMUS
AnpGHHA3M TTa3HOK TlepruYHas rMIOMUIAIMA HaAlIOYCHHHKOB
PernHOLNING HeocTaTOMHOCTD IIHLEPONKMHA3E
XpOHKYECKHUIT [PAHYNIEMOTO3
21 L= Mumeunas auctpodns MoweHHa TTurmMenTHblit peTuuuT-3
Meneynas guctpodus Bexxepa
He10cTaTONHOCTS OpHHTHH -KapBaMowrtpaHcdepain
Boneans Hoppu [ Cunpom HenepXaHMsI MUIMEHTA
TIrMeHTHRIH PETHHMUT-2 Cunnpom Bucxorra—Onapuya
CaHAPOM MYXCKOTro Hecrionus Cunnpom Menxeca
|~ AHTHAPOTHYECKAR IKTOACPMANLHAR AUCTLRAZNA
AraMMarIoGyTHHEMHUS
Bonesup Kenuenx Cuaepobaactuyeckas aHeMust

Curuapom Aapckora—CKoTTa
gmgmﬂzﬁn:lgg::—MepuEaxepa TemonuTineckas anemus (Henoct ®IK)
—_L Bonesus Pabpu
Cunapom Jloy
TRoeprMMyHOroGynsHeMIa M
JumdonponndepaTUBHBIA CHHAPOM
JyHkana
Bone3ans Xantepa
T'emogpunmna B
CMHAPOM 2IE6HHH3MA C TIYXOTOMH Cuuapoum Jleira—~Huxana
CunpoM Mapruna—Besn Tlonarpa, I'TIPT-3asucumas
Temopwmna A
Darnim
IeMonuTHYCCKAA AaHEMHS
ManuakanbHO-AENIPECCUBHBUL FICHX03  X-CUETUIeHHEIN
[BetoBas cnenota (HecKONBKO dopm)
JIMCcKepaTo3 BpOXKIAEHHBIX
Anpenanefikoauctpodus
AJpeHOMHUENOHEATPONATHA

Bonesus 1llapko—Mapu-Tyc
Tanero-xopHOMAANBHS AUCTPODHs
X-cuerul. CraeTHYSCKAA Maparnierns
Paciuerutense Heba, X-cueruedHoe

Monarpa, PPIIC-3aBucuman

Muoaucrpobus Smepu—Idpeitbycca
Nuabet necaxapHurlt, HetpporeHHsH
| X-cuerieHHass MHOTIATHR MHOTYOYnsipHas, THn 1

Puc. II1.12. TeHeTMYecKas Kapra X-XpoMOCOMEI YeJIoBeKa
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KoMOuHaLnii cocrapiser 50 %, To pesyneraThl aHanusa GeHOTHIIA 10~
TOMKOB He OyInyT OT/IMYaThCA OT PE3YIBTaTOB aHANM3a pacileTieHins
IpY HE3aBAUCUMOM HACACHOBAHMH FEHOB (CM. TV1. V). BDTO MOXET IIPONC-
XOIUTb, ECIIM MCCIEAOBAHHBIE [eHbl PACIIONOXEHBl Ha 3HAYMTEIHbHOM
pPaccTOSIHUM APYT OT Apyra. st obo3HauYeHHs! reHoOB, HAXOMAIIUXCS B
OIHOM U TOH X& XpOMOCOME, HO, BO3MOXHO, ¥ HE CLEIIJISHHBIX MEXK-
Ity coboif, NCITOJIB3yeTCS ITOHSITUE CHHTEHHH (OT Ipey. Syn — BMeCTe +
tainia — nmexra). [ToHsTHE CHHTEHAM OTpaXaeT, TaKUM 00pa3oM, MaTe-
PHANBHYIO HETIPEPIBHOCTh XPOMOCOMBI KaK peaibHOTO MaTepHAIbHO-
ro o0BeKTa M He HEeCET CcerperallMOHHOTO CMEICTA.

Honroe Bpems mmonaraau, 9YTo YUCTO TPYIII CHEIJISHUH Y yeoBeka
pPaBHO TAIJIOUIHOMY Habopy XpoMOCOM W cocramisier 23 rpynrsl. B
Hacmosuee apems 0OKA3aHo, Ymo y ueaogexa umeemcs 25 epynn cyenne-
HuA. 22 TPYNTIBEI OTOXAECTBASIOT C YACIOM I1ap ayTOCOMHEBIX XPOMOCOM
(22 napwr), X-xpoMocoMa K Y-XpoMOCOMa pacCMaTpUBalOTCs Kak JABe
HE3aBUCHMBIC TPYIIBI CLEIUVIEHUS, ¥ TeHBI, JoKanu3oBaHHeie B JITHK
MUTOXOHIPHH, GOpMUPYIOT 25-10 TPYIITY CIEIUIEHHUSL.

K HacrosgniemMy BpeMEHH UL YEJTOBEKA ITOJIYUSHBI TIOOPOOHBIE I~
TOJOTHYECKHEe KAPThl BCEX XPOMOCOM, BKJIIOUAS XPOMOCOMY MHUTOXOH-
IOpuii. B xauecTBe npuMepa ripubenena xapra 1-i (puc. I111.11) n X-
xpomocoMel (puc. II1.12) yenobeka. YcraHoBleHa (KapTHpoBaHa) TOY-
Hasi XpOMOCOMHag JoKanHu3auus 0ojee 4eM Juist 6 THICSY IeHOB, YTO
COCTaBJISET TOJBKO OKOJIO 15 % oT obluero YyHciIa reHoB B reHome. B
HACTOSIIIIES BpEMSI XPOMOCOMHAST TCOPUST HACEACTBE HHOCTH, COXPaHAA
M [OTIOJHSIST OCHOBHBIE KJIACCUUECKUE IPEeNCTABICHMS, OTPaXaeT CO-
BPEMEHHEIE 3HAHMS O MOJIEKYSIDHOM OpraHM3aliel XpOMOCOM, MX (hyH-
KIAOHHUPOBAHMHA KaK eJMHON MaTepUaIbHONM CTPYKTYPBI B CUCTEME 1IE-

JIOCTHOTIO I¢HOTHIIA.




TI'JIABA 1IV. MOJIEKVJIAPHBIE OCHOBbLI
HACJIEACTBEHHOCTH

CBOMCTBO OPraHM3MOB BOCIIPOM3BOAMTE cebe NOMOOHEX, T.€. Tiepe-
JIaBaTh IIOTOMKAM CBOM NPH3HAKK M OCOGEHHOCTH pa3BUTHSI, OCHOBAHO
Ha Tepenave U3 NOKOJICHHUS B TIOKONICHHE HacredcmeeHHoU uHpopmayuu.

B Hauane XX B. B. CattoH 1 T. BoBepH npenmnoaoXuin, YTo XpOMO-
COMBI SIBJISTFOTCS. HOCHTEISIMH HaciencTBeHHOM nHGopMalnu. [1o3nHee
aHaJIM3 XHMHYECKOro COCTABa XPOMOCOM BERISIBHJI HATMUHE B HX CTPYK-
TYpE Pa3THYHLIX TUIIOB GEKOB M HYKJICHHOBBIX KHCITOT. 3HAYUTETEHO
Oospllice pa3HOOGpa3He XUMUYSCKUX M NPOCTPAHCTBEHHBIX CTPYKTYD
GEJIKOB MO CPaBHEHHIO ¢ HYKJICHMHOBEIMH KHCIOTaMH HOJITOE BpEMSI
MOIIEPKUBAIIO TIPENIIONOXEHHE O Pellarolleil poid GeJIKOB B Mmepexa-
ye HacaenacTBeHHol mHdpopManuu. [TorpeboBanocs HECKONMBKO HECIT-
KOB JIET, YTOOBI OKOHYATEIHHO YOSIUTECS, YTO MaTepHaTbHBIM HOCHUTE-
JIeM 3ToH MH$OpPMaLMM SIBJISIETCS TOMBKO OJHA M3 COCTABHBIX 4acTeu
XPOMOCOMEI — MOJIEKYNa dezoxcupuborykaeunosoi kucaromot (IHK).

IV.1. JOKA3ATEJIECTBA TEHETUYECKOH POJIH
HYKJIEMHOBOW KUCJOTBI

Wcropus M3ydeHNs HYKJIEHHOBBIX KHMCJIOT HaunHaeTcst ¢ 1869 1., korpa
mBeiapckuil xuMuk @. Muinep obHapyXUI B KJIETOYHOM sJpe OCO-
Oble BellecTBa, obagalonme cBoicTBaMi KUCaoT. OH [an UM HasBaHHE
HYKJIEHHOBBIX KMCHOT (OT J1aT. nucleus — sapo). Jlonroe BpeMs HYKJIEH -
HOBBIC KMCJIOTEL HE MPHBJICKATH BHUMAaHHA Uccaenosareneil. M Tompko
TIOCJIE TOTO KaK B OMEBITaX aHIMHicKoro Gakrepuonora @.Ipuddura
(1928) 6nIna NMPONEMOHCTPHPOBAHA CITOCOOHOCTE ITHEBMOKOKKOB K
mpaxcgopmayuy, OBUIO BRIIBIHYTO NPEATIONOXEHHE O TOM, YTO «TPaHC-
(hopMUPYIOLLHIA areHT», OTOXIAECTRISIEMEIN C «BEILIECTBOM HACIICICTBEH-
HocTH», HaxoaurTced B sape. CyTeb axkcnepuMenTa ['puddura sakmoya-
nace B caenymoiieM. I1py BBEXEeHHHM MEBITIIAM HETATOTEHHBIX INTaAMMOB
TTHEBMOKOKKOB (puc. IV.1) xuBoTHbIe He 3a6oneBanu (b). [1pu BBene-
HUM ITATOTEHHBIX INTAMMOB MBIIIX THONU (A4), OXHAKO TIPH BBEIECHHH
TMaTOr€HHBIX MUKPOOOB, YOUTBIX HArPEBAaHHEM, MBIIIIH OCTABAIHCH 310~
poBbIMH (B). I'puddur nokasan, 4To NMpHU OJHOBPEMEHHOM BBEIEHUH
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KMBBIX HETIATOTE€HHBIX U YOUTEIX IIATON€HHBIX MUKPOOOB MBIIIM IOTH-
oamu (I). Ipuddur 3axmoumn, 4To KUBble MUKPOOLI HENATON¢HHOIO
[ITaMMa B TIPUCYTCTBUH KJIETOK IITaMMa TIATOTEHHOTO TIPHOOpETAIOT
HACJIECTBEHHO 3aKpETUICHHBIE CBOHMCTBA MMATOTCHHOCTH (mpaxcgopmu-
pyromcs). B nocnenyromeM GbIIO OKa3aHO, YTO TpaHC(hOpMaIus Ipo-
UCXOIOUT HE TOJHKO B XMBOM OpPraHM3Me, HO H in Vitro, T.e. B IpoOHMpKe.

Craenymollee 3aMeyaTeIbHOE OTKPBITHE TpHHamiaexut O.DBepH,
K.MakJleon u M. MakKaprtu, xotoprie B 1944 r. ToUHO onpeneauin
XMMHYECKYIO TIPUPOLY «TPaHCHOPMHPYIOIIETO areHTa» W MOeHTHUDH-
LIMPOBAJIM €T0 KaK Ne30KCUPHOOHYKIEHHOBYIO KUCToTy. Yucrag JJTHK,
BBIIEIEHHAA M3 KJIETOK [TAaTOreHHOTO LITaMMa, TIpY 100aBJICHHH B KYJIb-
TYPY HENaToTeHHbIX KIETOK TpaHchOpMMpoBana IOCHEeIHHUE, IpUIa-
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Puc. IV.1. Cxema skcnepumenra @, I'puddura




Basg MM CBOMCTBAa MATOF€HHOCTHU. OTO HOBOE CBOMCTBO TEpENaBaIoOCh
TIpH DayibHeleM pasmHoxeHuH. [1pu o6paboTke TpanchopMupyoLe-
ro areHta cnenmduyeckuMyu BemecTBamM, paspywaommmu JHK,
TpaHchopMalKUsa He ocyllecTRIsIach. Taknum obpasoM, OBLIO MoJyde- |
HO TipsiMoe€ JoKaszaTenbcTBo reHetnuyeckoit ponmv JJHK. Eme oxxum
1IAaTOM B XOKa3aTeNIbCTBE FeHETUYECKOM PO HYKJIEWHOBOM KWCITOTEH
SABJIACTCS OTKPHITHE MPABHJIA 3KBHBANEHTHOCTH, COrJIACHO KOTOPOMY B
JTHK, BoIIesIeHHBIX W3 OPTAHW3MOB Pa3IMYHBIX BUIOB, COOTHOIIIEHHE
IMTYPUHOBHIX W ITMPUMMIHWHOBBIX OCHOBAHWI BCErNa OXHO W TO X¢& W
cocrapiseT 1:1 (nmpasuno O.Yapradda).

K Hauany 50-x rr. 6sU10 MONMy4eHO MHOXECTBO JAHHBIX (Ha pasivg-
HBIX 00BEKTaX), CBUIETEILCTBYIONMX 00 YHHBepcambHocTH JJHK Kak
HOCHTENS] TeHeTUUECKOH HHMOPMAIIMN. DBoJibllioe KoMU4yecTBO 3KCIe-
PHMMEHTOB OBUTO MpoBeldeHO Ha BHpYcax. BHpychl, KaK OBIIO cKa3aHo
paHee, IMEIOT OTHOCHTEIBHO MPOCTOE CTPOSHHUE: OHM COCTOST U3 Oen-
KoBOH 000J0YKHM, CofgpXalllei aTOMbI CEPBI, W 3aKJIHOUYEHHONH BHYTPH
Hee MOJIEKYIBl HYKJIEMHOBOW KUCJIOTHI, cofiepKalueit atomel dhocdopa.
B 1952 r. A. Xepiun n M. Yeit3 mpoBoguay 3KCIIEPUMEHTSI ¢ 6aKTepHO-
¢aroM T2 — ocobObIM BHIOM BUpYCa, YOMBAIOIHHM 3apaKEHHYIO GaKTe-
PUANBHYIO KIIETKY (OTCIOA M Ha3BaHMe «Oakrepuodars, T.e. IoXupa-
Tenp OGakTepun). bakrtepuodar, MpoHUKAass B KMIIEYHYIO HATOYKY
Escherichia coli (E. coli), 6sI1cTpo B HEil pasMHOXaeTcst. DKCTIepUMeHTa -
TOpPBI pa3sMHOXaNH GakTeprodaru B KieTkax E. coli, KoTopele pocu Ha
IBYX Pa3IUYHBLIX CPeJax: Ha cpeje, CoepXaiuei pamuoakTUBHEIH H30-
Torr cepsl (3°S), ¥ Ha cpelie, coliePXalleil PaIHOAKTUBHBIN HM30TOMN
docdopa (3?P). Paru, KoTopsle pa3MHOXWINCH Ha KJIETKAX, BEIPOCIIHX
Ha cpelie C PaIMOaKTUBHBIM M30TOMOM CEPBI, BKIIOYATH >°S TONBKO B
cBou OenkoBrple 0bomoukn. Pary, pasMHOXMUBILKMECS HA KIETKaX, KO-
TOPEIE BHIPOCTH HA Cpelie C PagvoaKTUBHEIM GochopoM, comepKain
JHK, medeHHy10 32P. 3areM monydeHHEIMM 6akTeprogaraMu 3apaxa-
Jn knetku E. coli, BelpalieHHsle Ha 0OBIYHOM cpefie. Yepes KopoTKoe
BpEMS 3TH KJIETKW WHTEHCHUBHO BCTPSIXMBAIH, YTOOBI OTHETUTH GakTe-
puodaru ot creHoK E. coli. 3aTem menanm aHanu3 GakTepHH HA HATTHYIHE
paguoakTUBHOCTUA. OKa3anochk, YTo GakTEepWH, 3apaxXeHHbIE (aramu,
BBIPOCUIMMY Ha ¥S, He colepXaiy paroaKTUBHOI METKM, B TO Bpe-
M$1 KaK GaKTepuH, 3apaxeHHble (aramMy, pasMHOXUBIIMMHCS Ha 2P,
OBLIM pagVoOaKTUBHEIMHU. [lomyyeHHbIEe pe3yasETaThl ITO3BOIWIN aBTOPaM
CHeNaTh JBa NMPWHIIMITUANLHEIX BbIBOAa: 1) B GakTEpHMANBLHYIO KIIETKY
npoHuKaeT TonbKo (aropasg JTHK, xotopasi, pasMHOXasich B KIETKE
E. coli, naeT Hayano MHOrOYMCIEHHOMY MOTOMCTBY; 2) HACIENCTBEH-
HbIM MatepuaioM sisietes JIHK, xotopast onpeneser He TOJTBKO CTPYK-
Typy ¥ cBolictBa JIHK moToMcTBa, HO U CBOICTBa (ParoBIX OeJIKOB.

B 1953 r. [Ixx. YorcoH n @. Kpuk Ha OCHOBaHUH pe3yTbTaTOB PEHTTE-
HOCTPYKTYPHOTO aHaJIN3a ¥ OMOXUMHIYECKMX JAHHBIX ITPEITOXIIIN [IPOo-
CTPAaHCTBEHHYIO MoJenb cTpyKTypsl JTHK, oOBsIcHSIONIYIO BCe ee CBOIi-
ctBa. CormacHo npeuioxeHHoH Monerm Monekyna JIHK coctonT u3 mByx
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KOMIUTEMEHTAPHBIX (cOOTBeTCTBYIOLIMX) HUTeil. M. Mesenbcon u O, Ctab
JIOKA3AJTU NOAYKOHCEPBamueHsili MEXaHHU3M pelUTHKaiiu (yasoeHus ) JJTHK.

BrissicHeHHe CTPYKTYPHI M QYHKIHMHM HYKIEMHOBBIX KHCIOT IO3BO-
JIWJTO TIIOHATh, KAKUM 00Pa30M XUBEIE OPraHU3MEl BOCITPOH3BOIAT celst
M KaK OCYILUECTBJISIOTCA KOAUPOBaHUE NeHETUUECKON WH(opMallnu, ee
XpaHEeHHEe M peaiu3aurs, HeoOXOXMMBIE JUISI MPOTEKAaHUsS BCEX XKU3-
HEHHEBIX ITPOLIECCOB.

K HacrosieMy BpeMEHH CyIIIECTBEHHEIM 06pa3oM oboraiieHsl 3Ha-
HHUs o cTpykType M dyukuud JHK, 3HayuTedbHO pacuIipeHBbl BO3-
MOXHOCTU U UccaeaoBaHmil. belto o6rapyxeHo, yro JITHK moxer
MTOBPEXAAThCSI U MOXeT BOCCTAHABJIMBAThCS, YTO MonmeKysl JITHK Mo-
TYT 0GMeHHBATECS JPYT C OPYIOM YacTSAMH, 3aKpYYHMBAThCAd U pacKpy-
yuBaThcd. beIno nmokasado, yro JJTHK ciryskur marpuueit s cuHTE3a
PHK, a raxcke caMa criocoOHa CMHTE3MPOBaThcA B Mpoliecce 0OpaTHOMH
tpa”Hckpunuuu ¢ PHK. THK @yHKUMOHUpPYET HE TONBKO B SIApPE, HO U
B MUTOXOHApHAX. B HacTosiee BpeMs HCCaeNoBaTeIM ClIOCOGHBI otipe-
JENATh [MOCNe0BaTeIbHOCTE HYKJIEeMHOBEIX ocHOBaHHH B JIHK u ocy-
ILECTBIIATE €€ CHHTE3.

IV.2. XUMHNYECKOE CTPOEHHUE HYKJIEMHOBBIX
KNCJIoT

HywienHoBas KucoTa NpelcTaBisieT co0oi TMraHTCKYIO0 NoTHMep-
HYIO MOJIEKYNY, TOCTPOEHHYIO U3 MHOTOYNCASCHHBIX TTOBTOPSIOIIMXCS
MOHOMEPHBIX 3BEHBEB, Ha3EIBaEMHEIX HYKiIeoTHaaMu. Hykneotna co-
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CTOMT M3 A30MUCMO20 OCHOBAHUSA, caxapa u ocmamra pocpopHoli Kuc-
aomut (puc. 1V.2).

A30THCTHIE OCHOBAHMA IIPEICTABISIOT COOOU [IPOHU3BOJHEBIE OTHOTO
H3 OBYX KJIACCOB COEINMHEHHUH — ITYPHHOBOTO WJIH MHUPHUMMIMHOBOTO
psna (puc. IV.3). B HyKIeMHOBBIX KMC0TaX NMPUCYTCTBYIOT JBa MPOU3- '
BONHBIX IypHHAa — adenur (oOo3Hadaembid A) M eyanun (I') n Tpum
TIPOM3BONHEIX TTUpUMuanHa — yumo3sur (11), mumun (T) 1 ypayua (V).
B cocraB JIHK BXonsIT aneHWH, TYyaHHWH, LIUTO3WH M THMHH. B cTpykType
PHK TMMHH 3aMEHEH JPYTUM ITHPUMMIHMHOM — YpaiuIoOM.

Caxap, Bxomsmuii B cocTaB HYKICOTHNA, CONECPXHT ISTh YIJIe-
POINHBIX aTOMOB, T.€. NPEACTaBIseT coOO0l TMEHTO3y, KOTOpass MOXET
[IPUCYTCTBOBATh B OXHOM M3 ABYX ¢opM: pubO3b M He30KCHPHOO3bI
(puc. IV.4). Paznuumue Meximay HUMH COCTOHT B TOM, UTO aTOM BOIOpOIA
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Puc IV 3 CrpoeHue ocHOBaHHMi:

A — npou3BoAHbIE MypUHa; 5 — rpouns-
BOAHBIE MUPUMHAMHA )
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[ Puc. IV.4. CrpoeHue pu603El ¥ I€30KCHPHO03BL

i IIPM BTOPOM aToME yIIepoaa Jag-
B 30oKcHpHOO03bl B pub03e 3aMellIcH
_ TMIpPOKCHITEHOM rpyrmioil (—OH).
{ Caxap nprcoeIMHAETCS K OJHO-
| My M3 OCHOBaHMi1 C TIOMOLIBIO
TJIMKO3UTHOU CBSI3H, COSIUHSIIO-
nuici 1-i yraeponHulif aToM TIEH-
TO3BI C 1-M aroMoM a3ora mpo-
§ V3BOIHBIX MMPUMMIMHA WM C 9-
B M aroMOM a30Ta HPOM3BOIHBIX
@ nypuHa. B 3aBucuMoctH oT (op-
MBI TIEHTO3Bl pa3IuyYaroT XBa
TUIA HYKIJIEMHOBBIX KUCIOT —
Je30KCHpAOOHYKICHHOBYIO KHCJIO-
¢ Ty (JJHK) u pnbonykinenHoByo
; ‘4, kucaory (PHK).
] HyxnenHOBbIE KHCTOTH ABJIS -
0TCA KUCTIOTaMH TIOTOMY, YTO B _
B U MOJEKyITy BXOIUT OCTATOK (Hoc-
§.  dopHoii kuciotel (—HPO,). B pe-
¢ synbraTe B3aMMONCHCTBUS MOJTe-
Kynsl (hocoproit kucnotsl ¢ 3'-
TUIPOKCHUIIBHOM T'PYITIIONA Mpen- 0
& IeCTBYIOIIETO HYKJICOTMIA B 5'- |
. TWAPOKCIJIBHOM IpyInoi rocie-
¥ nyromero obpasyercs ocHOBHAs
UMb HYKJICHHOBOH KHCIOTBI Puc. IV.5. Cxema ¢popMUpOBaHHMS OCTO-
(docdar — caxap— dpocdar — ca- Ba HYKJIEUHOBON KUCIOTHI

§’-KoHe1

H unu OH

3'-xoHen
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Xap M T.1.), K KOTOPO# NPHUCOCOUHSIOTCS pa3Hble a30THCThIE OCHOBA-
Hus (puc. IV.5). Ilopsnok ciaenoBaHnss OCHOBAHHMM BIOIb IIETIH HOCHT
Ha3BaHWE MePBAYHOM CTPYKTYpHl HyKJIenHoBOI KucioTel. [locinenosa-
TeJIBHOCTh OCHOBAHUWI OTIpeNesIfercs B HanpaBaeHHH oT 3'- K 3-yrie-
POIHOMY aTOMY TICHTO3HL.

IV.2.1. Crpoenue JTHK

IIpocrpaHcTBeHHas KoHburypauus monekyn JHK 6vlia ycraHOB-
sieHa B 1953 1. OT0 oTKpBITHE OBIIO YIOCTOSHO BRICLUEH Hay4HOM Ha-
rpagel — HobeneBckoil mpeMun.

CornracHo Monmend, npeanoxennoil JIx. Yorconom u @. KprkoM,
Monexyna JJTHK npencrabisier coboii nBe napanieabHbie HEPa3BeTBICH-
HBble TTOTMHYKIEOTUIHEIE TIETTH, 3aKpYYCHHEBIE BOKPYT OBIIIECH OCH B IBOM -

HYI0 IPaBOCTOPOHHIOIO CITHpaib.

Ocb CHMMETPHH JuaMeTp 1BOMHON CIUPATH paBeH
! 20 HM c 1waroM okoio 3,4 HM, Ha
13'-KoHew KaX bl BUTOK npuxomutcs 10 map
| 5'-KoHel

HYKJIEOTHIOB, [TOCKONBKY PAcCTO-
STHHe MEXIY COCETHHMH MapaMu
cocrapnser 0,34 HM (puc. IV.6).
HampasieHne ueneil B3anMHO
npotuBononoxHo. Ha 5'-xoHie
nernmn JJHK Bcerna pacmosoxeH
cBobonHbIH (ocdar y Y'-atoMa yr-
OcHoBanus  jepona; Ha TIPOTUBOTIOIOXKHOM 3'-
nepreHanKy-

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

B 50-e rons! 6b1T0 ycTaHOBNE -
Ho, uto B IHK, BruIeneHHON M3
KJIETOK Pa3IMIHEIX OpPraHM3MOB,
MOJISIPHAsT CYMMa ITyPHHOBBIX OC-
HOBaHWH (aficHWH + TyaHWH) BCe-
TJa paBHa CyMMe MTPHMUIUHOBEIX
(rto3uH + TMKH). ComepXaHHe
3'-Konen aficHMHA PaBHO COAEPXAHWIO TH-

' MHHA, a cofiepXaHWe TyaHHHa —
Puc. IV.6. CxeMa cTpOeHHMSI MOJIeKy1bl  KOMTMYECTBY IIMTO3MHA (TIPaBHIIO
OHK 8. Hapradda).

He3okcnpubo3o-
tdocdarubiit
OCTOB

5'-KoHert
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Yrj1eBOOHEIE OCTATKH

Ocrarkn pochopHOit KMCIOTHI

¥ A30TUCTBIe OCHOBaHMS

g Puc. IV.7. KommuiemeHnrapHocTs ieneit B Mmonekyne JHK

Puc. IV.8. CnapuBanue ageHMHa ¢ TAMHHOM M I'YAHHHA C HUTO3HHOM
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BomoponHeie CBsI3M BOZHUKAKOT MEXIY ITYPUHOBHIM OCHOBaHUEM Ofi-
HOM HEMU ¥ MHPUMULMHOBBIM OCHOBAHHEM APYTOif IIEMH B pPeay/bTare
M30MPaTeNbHOrO CIapUBaHsi OCHOBAHWM. AJIEHHH Bceraa o6pa3yeT BO-
JIOpOIHbIe CBSI3M ¢ THMuHOM (A-T), a ryanuH ¢ mmrosmdoM (I'-1I).
IIpaBuio o6pasoBanust AByHUTEBOM cTpyKTYpHl JJHK (A-T, I'-11) Ha-
3EIBAETCS MPABUIIOM KOMILJIEMEHTAPHOCTH. (JIaT. complementum — [O-
nionHeHue). OGpazoBaHUe BOXOPOSHBIX CBSI3EH MeXKAY KOMIUIEMEHTap-~
HBIMH TIapaMM OOYCJIOBJIEHO HUX MPOCTPAHCTBEHHHIM COOTBETCTBHEM
(puc. IV.8). 310 IPUBOAMT K TOMY, YTO HYKICOTHIHBIE ITOCIEIOBATEI-
HOCTH ABYX aHTHnapauieneHeix ieneit JJTHK Bcerma crporo koMreMeH-
TapHB! JPYT K OpYry, a MOPSIOK YepeAOBAHMS HYKICOTHUAOB B OGEHX
nersix JIHK okaspiBaeTcs B3aumMooOycioBiieHHBIM. IMEHHO KOMIUTEMEH -
TAPHOCTBIO OMPEHENsIeTCs TOYHOE BOCTIPOU3BEIEHHUE MOCIENOBATENhb-~
HOCTH OCHOBaHUM TIpW KOMUPOBAHWM (perukauuu) Monekyn JTHK.

BopoponHbie CBA3M MeXOY MapaMH KOMIUIEMEHTapHbIX HYKIEOTH~
IoB (nBe mist iapsl A-T 1 TpH w14 mapsl I'-11) OTHOCHTEIBHO HETIPOY~
Hble. [ToaToMy KOMIUIeMeHTapHble HUTH MoJeKynbl [IHK moryr pasne-
JATbCA M COCHMHSITECS BHOBB MPU UIMEHEHHUH HEKOTOPHIX YCIOBHI
(HanpuMep, M3MEHEHMHM TEMIIEPATYpPbl MM KOHUEHTPALIMU Cojeil).
Paznenenue meyxuenoueuyHoit JITHK wHasbiBaeTcs genaTypaumed, a 06-
PaTHBII TIpoliecc — obpa3oBaHue AByXHenoyeyHoit cTpykTypsl JJTHK —
ruopum3ammeii. OyeBMAHO, YTO B PEAKIIMIO TUOPHUAN3AIIMU MOTYT BCTY~
TIATh TOJBKO KOMTUIEMEHTAPHBIE OPYT APYTY HYKJIEOTHIHEIE TIOCTen0-
BaTeJLHOCTH OTHOIIETIOYEYHBIX MONIEKYI.

Lensb, copepxamas nHGOPMAIMIO O CTPOEHUM Oenka (B HaTipaslie-
HHUM 5'— 3’), Ha3BIBAETCSl CMBICJIOBOM LIETIBIO, 4 KOMIUIEMEHTapHAs —
ANTHCMBICIOBOH. AHTUCMEICIOBAS LIENb UMEET GOTbILIOE 3HAYEHHE TIPH
cTabMIM3alK CTPYKTYpHI nBoiHOM crimpanu JJHK u yuacTsyer B mipo-
leccax penauxkayuy U perapanyy (BOCCTAHOBIEHHS) TIOBPEXIEHHBIX
yuactkoB JTHK. Monexyner JTHK gBASIOTCS THTAHTCKUMM TTOJIMMEpa-
MH. EnyHUIIaMU M3MepeHUs] JUTHHBI MOJIEKYIIBI TIPHHSITHI: TIaphl HYKJIE -
OTHAOB (T1.H.), THICSYU TIap HYKJICOTHIOB — KII06a3sl (K6), MHIUTH-
OHBI TIap OCHOBaHUI — Merabassl (MO).

Y yeoBeKa rarIoOMOHBINA Habop cogepxkuT 3,2 - 10° map HYKIeOTH-
OB, WM 3,2 MwuiHapaa niap ocHoBaHuil. IMourm Best JJHK xieTku
CONEPXMTCS B sApe B BUOE 46 TUIOTHO YITAKOBAHHBIX, CYIIEPCKPYYeH-
HBIX 33 CUET B3aMMONCUCTBUH C ANCPHBIMM OeJiKaMU, CTPYKTypax —
xpoMocoMax. CpaBHUTeaRHO Hebonbpuiast yacTh JHK (okono 5 %) mo-
KaJIM30BaHA B MUTOXOHIPUSIX. ;

IV.2.2. Crpoenne n ¢pyukuuu PHK

Monekynst PHK B ormumume or JITHK sBiasgiorcs oqHOHUTEBEIMH
crpykrypamu. Cxema noctpoenus PHK anamormyna JIHK: ocHoBy 06-
pasyeT caxapHo-hochaTHBII OCTOB, K KOTOPOMY NPUCOETUHAIOTCS a30-
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PubocoMansHeie TpaHcrniopTHEIE PHK-rtpaHck- SloepHeie
(pPHK) (rPHK) puntsl (MPHK) (rsPHK)
80 % 15% 5% <1%

Puc. IV.9. CootHowmenue sBunos PHK B kneTke

THCTBIE OCHOBaHMsI. Pazmuuuss XNMMHYECKOTO CTPOEHUS, KaK ObLJIO CKa-
3aHO BBIlIe, 3AKIIOYAIOTCS B CIEAYIOLIEM: REe30KCUPMO03a, TIPUCYT-
creyoliast B JIHK, 3amMeHeHa Ha molekyay puOo3bl, a THMMH TIpen-
CTaBJIeH APYTUM IMUPUMHINHOM — YpallHIOM.

Monexynst PHK B 3aBHCHMMOCTH OT BBITONHSIEMbIX QYHKIIHHA ITOT-
pPa3mensoTcs Ha TPU OCHOBHBIX BHIA: WH(MOPMAIIMOHHbBIE, MM Mart-
prunbie (MPHK), TpaHcnoprasie (TPHK) u pubocomanbibie (pPHK).
B smpe xnerok sykapuort copepxurcsi PHK yerseproro Buma — retepo-
reHHas sigepHas PHK (raPHK), koropas stBasieTcst TOUHOW KomueH
coorBercrBytoweit JIHK (puc. IV.9).

Oyukuuu, seimonasgseMbeie PHK, cocrosr B cnenyiomem: MPHK
TiepeHocsaT MHopmaumio o Ccrpykrype 6enka or JJHK k puGocomam,
T.€. SBJSIIOTCS MaTpunel s cuHTe3a 6enka; TPHK mepeHocsiT ammMHO-
KHCJIOTBI K pUOOCOMaM, CIeupMUHOCTE TAKOTO INEpeHoca obecneyu-
BaeTcs TeM, yto uMmeercst 20 TunioB TPHK, coorBerctBytonmx 20 amu-
HokucaoraMm; pPHK o6pasyior B KoMIUIeKce ¢ OeTKaM pubocoMy, B
KOTOpo# mpoucxoauT cuHTe3 6eka; rsPHK siBisieTcss TOYHbBIM TpaHC-
xkpunrroM JTHK, kotopas, 1monBeprasich CrieqibH4eCKMM H3MEHEHH-
sIM, ITpeBpaluaercs (co3dpeBaer) B 3penyio MPHK.

Monekynst PHK 3Hauurensuo MeHbile monekyn JIHK. Camoit ko-
potkoit aeasietcsi TPHK, cocrosiias u3 75 HyKJIEOTHIOB.

Iv.3. COXPAHEHHME HH®OPMAIINA
OT MTOKOJEHHA K IIOKOJEHHIO

IIpu pasMHOXEHUHM 3UroTa, 06PA3OBABLUASCH B PE3YIBTATE CIIHSI-
HUSI TaMeT, JaeT Hayano MWITAOHAM M MIJUTMapAaM KIETOK Tena. Kax-
nas mcxogHasg mojekyna JJHK nmaer Hayamo mByM HOBBIM MOJIEKYIaM
HHK, ¢ coxpaHeHueM B HEM3MEHHOM BHIE BCEX OCOOEHHOCTEH mc-
xomHo Monexyibl. [Tponecc yasoenust JHK, npoucxoasiuii Bo Bpe-
MsI cMHTeTHYeCKOM (S) craguum uHTepdasbl, HOCUT Ha3BaHHE pPeIIH-
Kaimu. Bo BpeMs permMkanuy MHGOPMAIIHS, 3aKOAMPOBAHHAS B TTOC-
JIEOOBATENIPHOCTH HYKJIEUHOBBIX OCHOBAHMII MOJIEKYJIB POXMTENBCKOM
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JHK, nepemaeTcs ¢ MAKCHMAITBEHOM TOYHOCTSIO ToyepHuM JIHK. Brpar-
1Ie PACCMOTPUM CXEMY PETUITMKAIIUH.

B 1956 1. A.Kopu0Oepr Beimenun ¢GepMeHT, KOTOPHIHA OBLT criocobeH
CBSI3BIBaTh CBOOOIHBIE HYKJICOTUIRI IPYT ¢ APYroM, U Jaj eMy Ha3Ba-
nue JHK-nmomumepasa. B mocienyomme rogsl 66UTM OOHApYKEHB! U
Ipyrye BUIBI TIOAMMEpa3, TAKKe CMOoCcOOHBIX YIUIMHSATE Liet JJHK B
HaNpaBJieHUH 5’ — 3’, TIOCIIeMOBaTENbHO TIPUOABIISISL TTO OTHOMY HYKJIE-
oruny K 3'-OH-konny tenu. JIHK -ronuMepasa MOXeT CTPOUTE JIUUTE
onHy uenp Monaexyasl JJHK. O6uapyxenue JHK-monumepassr craino
TIEPBBIM TIPAKTUYECKUM LIATOM aHAIHM3a GHOXMMUYECKUX MEXaHM3MOB
pETUIUKALIH.

Crroco6 peTuIMKALIMH, XapaKTEPHBIH IS BCEX 3YKAPHOT, B TOM YMCIIE
U YeJIOBEeKa, M3BECTEH IT0 Ha3BaHMEM MOJYKOHCEPBATHBHOM pPeILIHKa-
muH (puc. IV.1Q). B Hayaie Tiporiecca peIUTMKaH 0coOBIid hepMeHT —
XeJIMKasa (ot rped. helix — crmmpans) — pacruietaer poauteasckyro JJHK
Ha JIB€ HUTH, KaXmasl M3 KOTOPHIX CIYVKUT MaTPUIICH, OTpenelsIioIei
MIOC/IEIOBATERHOCTE HOBOM, KoMruteMeHnTapHo# mery JIHK. TTpy mony-
KOHCEPBATUBHOH pETUIMKAWU JOYEPHHUE KIIETKM TIEPBOTO TTOKONEHUSA
MOTY4YaoT TOARKO omHy M3 HuTeil JIHK pomurensckoii kietkl. Bropas
HUTB CUHTE3HpYETCsl 3aHOBO, INPU 3TOM OHA KOMIUIEMEHTapHA POIU-
TeNLCKOH tiermy. TIporecc TIoBTOpsIeTCs TipH 0Opa30BAHUH TOYEPHHUX KJle-
TOK BTOPOI'O TIOKOJIeHUsI. TakuM o0pa3oM, TOJNBKO IBE U3 YETHIPEX JO-
YepHMX KJIETOK BTOPOTO TIOKOJEHHS COJepKaT Mo OAHOW LETM UCXOM-
Hoil pomureanckoif JTHK.

ITockonsky JJHK-ToMMepa3a KaTain3npyeT peluIMKAUIO TOJTBKO B
OMHOM HarpasaeHnn (5'—3"), HEIPePHIBHO TOCTPaNBAETCS TOJIBKO OTHA

Poourensckas
MoJIeKyia

ITepBas renepauus
(DoYepHHE MOJIEKYJIBI)

Bropas renepanus
(BHY4aTHEIE MOJIEKY/TEI)

Puc. IV.10. Cxema monykoHcepBaTUBHOI pertyivkauu [JTHK




Hogas uenb Moiekynsl JIHK (cMbicioBast). Bropasi mers (aHTHCMBICIO-
Basi) cuHTe3upyercd npyroil JITHK-noamumepasoii, grkyiieiica B 00-
paTHOM HallpaBICHUM, B BUIe KopoTKux yudactkoB JIHK. 3areMm atu
dparmentsl JHK crssbiBarores B equnyio nenb pepmeHTOM JHK-N101-
ra3oi.

Takum o6pazoM, perwnkanms JHK oGecrieunBaer BbIcoYaImyro
TOUHOCTBb BOCTIPOU3BEACHUSI TEHETMUECKOUW MHGPOpMAuy, 3aKII0YeH-
HOI1 B mocnemoBaTebHOCTH ocHoBaHUM JIHK ¢ TeM caMBIM peannsyer
ocHoBHBle dyHkMM JHK — coxpaHenue reHeTmyeckoit mHdpopmMa-
UM ¥ TOYHOE €€ BOCIIPOM3BENEHME B PNy ITOKOJEHMA.

Cpa3y nocjie OTKpHITHS CTPYKTYpHl aBoitnoit criupanmu JAHK crano
oYeBMIHO, YTO caMa Mojiekyna JHK He MoXeT ciyXxuth Marpunei
IUIs CMHTe3a 6enka. DTOT BHIBOJ JIOTMYHO BHITEKAT U3 TOTO, YTO TIOYTH
Bcsg JHK HaxomuTcsi B XpoMocoMax, PacIioONIOXEHHBIX B SIpE, B TO
BpeMS KaK CHHTE3 OeJika OCYIUEeCTRIsSETCs B HUTOMNa3Me KiIeTKu. Ta-
KUM 06pa3oM, reHeTnyeckass nHdopManus, satimdpoBaHHas B CTPyK-
type IHK, momkHa mepenaBaTthCst THOM MOJIEKYJe, CITOCOOHOM TpaHCc-
TIOPTUPOBATHCS B IATOIUIA3MY M Y4aCTBOBATh B CHHTe3e Genka. Takoii
Mojiexyaoi okasanace MPHK, a mponiecc obpasosanus MPHK moiy-
YUJT HA3BaHUE TPAHCKPUIII[HH.

TpaHCKpHNIEA — 3TO MpOHECC MEepeHOCa reHeTHIeCKoM MHPopMa-
1mu ot IHK ¥ PHK. Bce sunst PHK (MPHK, TPHK, pPHK u rsPHK)
CHHTE3UPYIOTCS B COOTBETCTBUU C TOCJEHOBATEIbHOCTBIO HYKJIEOTH-
7oB B Mosekyie JJHK, cayxameit mig Hux Matpureii. Ilpornecc TpaHc-
KPHIIIMH ocyLIecTBsieTcsd mpu yyactiu tpex JHK-3apncumeix PHK-
nionuMepas. [lonuMepasa I HaXooUTCS B SLIPBILIKAX, IIe KaTaTu3upyeT
cuHre3 pPHK. ITomimepassr II u II1 HaxomsiTcs B KapMoIUia3Mme, e
nionuMepa3sa 11 kouTponupyer cuHTE3 MEPBUYHOrO TpaHckpumnra MPHK,
a nmonmmepasa III yuacteyet B cunTede TPHK.

ITponecc TpaHCKPUITUMHK OCYILHECTBIISETCS CAEAYIOIIMM 06Gpa3oM.
PHK-nonmumepasa, npukperuisisich K Havyany yyactka JJTHK, pacrera-
€T IBOMHYIO crvpansk. IlepeMelliasich BOOJIb OMHOM M3 HUTEI, OHa IoC-
JIeIOBAaTEILHO BBICTpavBaeT KoMIvieMeHTapHyo HUTh PHK. ITo Mepe
nepensikeHuss PHK-nonmuMepassl pactyiasg uuth PHK otxomur or
Matpuisl AHK, u gBoitnas cnupans JHK mo3amu ¢epMeHTa Boccra-
HaemuBaeTcs. Korma PHK-monmmMepasa mocturaer crnenmduyeckoro
yuacrka JIHK, HazpiBaeMoro TepMMHaMoHHBEIM, pocT neny PHK mpe-
Kpamaercs, 1 poucxomut otneneHue ee or JHK. CunresmuposaHHas
Huth PHK conmepxur uHbOpMAIHIO, TOYHO IMEPENUCAHHYIO C COOT-
BeTcTBYIOmero yyacrtka JJHK.

TIporecc TPaHCKPUTILIMM, KaK U PETUTMKAIIUY, OCYIIECTRISETCS] IIPH
CTporoM coOII0NeHUH TIpaBUIa KOMIUIEMEHTAPHOCTH C OTHUM H3Me-
HEHWEeM: HampoTuB ameHMHa Mojekyasl JIHK npm Tpa”ckpummmu B
Monexyry PHK BcrpauBaercs ypauun (puc. 1V.11).

Tlocne Toro Kak 3akaHyMBaeTCsd TpaHcKpunims, Bce BUOs PHK
TIPETEPIIEBAIOT OTIPEAENCHHBIE M3MEHEHHSI, B PE3YJIETATe KOTOPBIX OHU
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3  TTTATUTTTAATT 3
5 —TATHAATT— &
PHK —AYIITYYAA—

Puc. IV.11. Peanuszauusi npaBuna KOMILUIEMEHTaApHOCTH MTPU MATPUYHOM
cuntese PHK

TIPHOOPETAIOT BO3MOXHOCTE BBITOIHATE CHEIMMHUECKUE IS KaXKIOoN
u3 Hux dyuxkuun. [Homo6Hoe co3pesaHme PHK Hocur HassaHMe mpo-
LIECCHHTA.

Marpuanan, win nadopmaunonnas, PHK (MPHK). Ha gomo MPHK
IIPUXOMUTCS MpUMepHO 3— S % Bceit comepxkaieiics B kierke PHK.
Monexynsl MPHK o6pasyrorcss 13 GOJIBIIMX MOJEKYI-TTPeIIICCTBEH-
HukoB — r1PHK. U3meneHus raPHK cBs3ansl ¢ Mogudukanmeit mo
S’- u 3’-KoHUAaM U cnaaiicutieom. I3MeHeHHe 5'-KOHIIA IIPUBOIUT K 006-
Pa3OBaHMIO CIEUMDINYECKON ITOCIeIOBATEALHOCTH, Ha3bIBAEMOM KIII-
cTpyKTypoii. U3MeHeHHe 3'-KOHI[a 3aKJII0UAETCS B MIPUCOESAMHEHUH K
Hemy 120 —150 ocraTkoB aneHuHa (poly A). CiinaiscHar — 3T0 Mpoliece
ymanenusi ygactkoB Mojiekynsl PHK, cooTsercrBytolmx unmponrsim
nocaedosamenvrocmam JHK.

3pemast MPHK BBIXOOHT B UMTOILIA3MY ¥ CTAHOBUTCS MATPHIEH U1
cHHTe3a OesKa, T.e. MepeHOCUT MHPOPMALHIO O CTPYKTYpe OeIKa oT
JHK x pu6ocoMaM.

Pu6ocomansHast PHK (pPHK) cocrarmsier 6onee 80 % Bcett PHK
Kierkn. OHA KOTUPyeTCsl TEHaMM, PAcIIONOXEHHBIMH B TaK Ha3blBa-
€MBIX SIPHIIKOBRIX OPTAHH3aTOPaX HEKOTOPBIX AKPOIIEHTPHYECKUX XPO-
MOCOM.

IMocnegorateneHOCTs, HyKIeOoTHI0B B pPHK cxomHa y Bcex opra-
uu3MoB. Best pPHK HaxonpuTes B IMTOIDIa3ME, TIIe OHa 06pa3yeT ClaoX-
HBIH KOMIUIEKC ¢ GenkamH, hopmupys pubocomy. Ha puGocomax UH-
dopmanms, 3aumbposanHast B ctpykrype MPHK, nepesonurcst (mparc-
Aupyemcst) B aMUHOKMCIIOTHYIO MOCTIe0BATEILHOCTD, T. €. IIPOUCXOIUT
cUHTE3 OenKa.

Ha momio tpancnoprasix PHK (tPHK) npuxomurcs npumepro 15 %
Beeit knerouHoit PHK. ITockonpky GOMBUIMHCTBO AMHHOKUCIIOT KO-
PYIOTCS HECKOJILKMMUY TPUILIETAMM, Yuciio pasnuyHelx TPHK 3Haun-
TeJILHO OOJIBLIIE YHCIa aMHHOKHUCITOT (Gomsute 20). Bee Monmexynnr TPHK
HMEIOT CXOMHYIO CTPYKTYDY, HAITIOMUHAIONIYIO KJIEBEPHBIM JTUCT (PHC.
1V.12). Ha 5-xoHiie Monekyisl BCerga HaxoAWTCS I'yaHWH, a Ha 3'-
KoHIie — nocnegosatensHocTh LIIIA; TPHK y3HaeT cooTBeTCTBY IO
komoH B MPHK u mepemocHT HyXHyI0 aMWUHOKHCIOTY B DPAacTylei
MOMUIENTUAHON enu. Y3HaBanue xkogoHa MPHK ocyuiectBastercs ¢
TIOMOILBI0 AHTHKOJOHA TpaHcropTHoit PHK — cneruduunoi mis Kax-
0¥ aMUHOKUCJIOTHI ITOC/IENOBATEIIFHOCTH TpeX ocHOoBaHUi TPHK, KoMm-
TUIEMEHTapHbIX JaHHOMY KoJoHy MPHK. AMuHOKMCITIOTa TIpHCcOenyHsI-

66

]




4 3’-xoneny | Mecro
). CCA {— npucoeanteHuns
AMHUHOKHC/IOTH

’ ' 5'-KoHen
’ 5’-KoHel
it '
IMaper AKIENTOPHBIH 3'-KoHen
& |xoMmieMeHTapHEIX KOHeIl
il OCHOBAHM

AHTHKOJIOH

AHTHKOAOH

Puc. IV.12. Crpoenne tpancnioptHoii PHK

i
f erca x 3-konuny TPHK ¢ momouusio depmenra amuHoammn-TPHK -
@ CuHTETasHL

. Takum o6pazom, TPHK urpaiot cBssytouryio poiab Mexay MPHK 1
B GeikoMm.

& IV.4. TPAHCJISILIAS

L TpaHcasmusa («mepeBof») — 3TO NMPOLECC peanusanyuu UHdopmMa-
B 1, 3akoqupoBaHHON B cTpykType MPHK, B nmocnemoBarensHOCTB
 aMMHOKMCIOTHHIX OCTATKOB Oenka. IleHTpasbHOE MECTO B TPAHCA-
MU IpUHAAIEXUT puOocoMaM, B GONBIIOM KONUYECTBE IPUCYTCTBY-
i IOIVMM B UTOILIA3Me KiIeToK. PYHKIIHA pHOOCOMBI COCTOUT B TOM,
yToORl yaepXarh B HyXHoM mnojoxennn MPHK, TPHK u Genkosrle

i (pakTOpH! O TEX MOP, NMOKa He oOpasyeTcs nenmudnas (Genxkopas) cBA3b

& MeXIy COCEIHHMM aMMHOKMcIoTamMu. PubBocoma oOGpazoBaHa nByMs
CyOBheMHUIIAMY — GOJBIION U MaJIOi, COCTOAINUMHU U3 pUbOCOMAIIB-
¢ Hoit PHK (pPHK) 1 6e71K0B. AMMHOKHCIIOTHI, HAXOASIHHECH B UTOM-
¥ JIa3Me, JOCTABIAIOTCA B PMOGOCOMEI ITOCPENCTBOM TpaHcopTHeix PHK.
(rPHK); MPHK comepxar TpaHCKpMOMPOBAHHYIO ¢ COOTBETCTBYIO-
IHUX TEHOB UHPOPMALIMIO O TOM, KaKHe OeJIKHU JOJDKHBI ORITh CHHTE-

§ 3MpOBaHEL B puboCOMaxX, M CITyXaT MATPUIIAMM, ONpeNealoIMH, B
B Kakoil [ocneIoBaTeIbHOCTH aMUHOKUCIOTH, JocTaBieHHble TPHK B
| PHOOCOMBI, BKIIIOYAIOTCA B PACTYIIYIO NOJIMNENTHIHYIO enb Geska. B

=

i M1 0Opa3yroTca NeNTUAHBIE CBIA3U, T. €. IPOUCXOIUT CYUTHIBAHUE UH-
8 dopmamviu. Kak To16KO HOBasi aMUHOKHMCIIOTA IPUCOSIUHIIIACH K Pa-

8 cryweit nemu, puGocoMa nepeMemaerca no Hutd MPHK u y3Haer
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cnenyrouii komoH. Monekyia TPHK, ocBoGOIHBIINCH OT aMHHOKHC-
JIOTBI, Y€ BKJIIOYCHHOH B TIOJHIENTHIHYIO 1IeMh, MOKUIaeT puboco-
My M BO3BpalllaeTcs B LUTOMAa3My, YTOGHI BHOBH OOpPa30BaTh KOMII-
JIeKC ¢ aMHHOKUCIOTOMH. CrHTe3 6eNKOBOM LIeNMH IPOJOIIKAeTCA JO TEX
Iop, TOoKa MpOILEeCcC He JOXOOUT OO0 ONHOTO U3 CMon-KodoHos:. YAA,
VAT umn YTA. Tlpoliecc TpaHCHISLMK 3aBepIIAeTCs, MOJIHTICNTHIHAS
LieNb MOKHUIAeT puGOCOMY, TPAHCIIOPTUPYETCS K Crielin(MYEeCKUM Opra-
HeJlaM KIIETKHU, rae Momuduiupyercsl B GyHKIHOHAIBHO aKTHBHBI
OEJIoK.

IV.5. TEHETUYECKHAN KOX

IIx. Yorcon u @. Kpuk omnpemennnu, 4To reyeTyecKas uHpopMa-
LIMS 3aKJII0YEHA B ITOCTIEIOBaTeIBHOCTH HYKJIEMHOBBIX OCHOBaHWI CTPYK-
typel JIHK. Tlocme Toro kak GBUIO yCTaHOBJIEHO, YTO CHHTE3 GeNKa
MPOMCXOOUT B IMTOIUIA3ME, CTANO OYEBUAHBIM, YTO JOKEH CYIlE-
CTBOBaTh TOYHBINM MeXaHH3M mepeHoca uHbopMauuu ot JTHK, Haxo-
JIAIIeics B supe, K 6esKy.

3aBHCHMOCTb MEXIy TocaeoBaTebHOCTRIO ocHoBaHui JHK u
TTOCJIEMOBATEIBHOCTHI0 aMUHOKHMCIIOTHBIX OCTATKOB B GE/IKEe TTONy4MiIa
Ha3BaHKe FeHeTHYECKOro Koua.

Ecau Ob1 KaXxaplit OTHENbHBIA M3 HYKJICOTUIOB KOTUPOBAT OOHY
AMUHOKHCJIOTY, To 6€JI0K MOT BKJIIOUATh TOJIBKO YeThipe AMHUHOKHCIIO-
Thl. Ecin Kaxaasi aMHHOKHCIIOTa KOMPOBAIAch Obl TOJIBKO IBYMS OC-
HOBAHMSIMH, TO 3TO [TO3BOJIUIIO GbI 3aKOAUpOBaTh 16 amuHOKUCTOT. OfI-
HAaKO JIMIIb KO, COCTOSIINI M3 TpeX OCHOBAHMI1, MOXET 00ECIIEYHUTh
BKJIIOYEHHUE B 6€JIOK BCeX U3BECTHBIX aMUHOKHMCOT. [1omoOHbIHi KO CO-
IEPXUT 64 pasIUYHBIX COYETAHUS U3 TPEX HYKIIEOTUIOB. JloKasaTesb-
CTBAa TPMIUIETHOCTH TE€HETUYECKOro Koma OBIIM BIIEPBBIE ITOTY4EHBI
®.KpukoM B 3kcniepumeHTax ¢ ¢garom T4.

B koHlLIe IATUIECATHIX TONOB MBa yueHbiXx, M. Hupentepr u I'. Mart-
TeUW, UCKYCCTBeHHO monyuwinH (cuHtesupoBamu) PHK, cocrosmyio
K3 MHOTOKPAaTHO TIOBTOPSIOLIErOCs ypauiaa (Nojan-Y). 3To coequHe-
Hue (TTOTMYPUIIUIOBas KUCOTa) ObLTO MCII0Nb30BaHO B KayectBe MPHK.
B xaxnyio u3 20 mpo6UpoK (IO YUCITY H3BECTHBIX AMUHOKHCIIOT) ObLT
BHeceH GeckiieTouHbIN 3KcTpakT E. coli, comepxammii Bce HEOGXOIH -
MBIe KOMITOHEHTHI ISl CUHTe3a 6enka (pu6ocomst, TPHK, AT®, npy-
rue GepMEHTHI), U OfTHA U3 aMUHOKHCIIOT. 3aTeM B KaXIy10 TIPOGUPKY
no6GaBIsUTH TIONMU-Y. AHAIU3 COAEPXMMOIO NMPOOUPOK [10Ka3ad, 4To
MOJIUMENTUL 06pa30BajICs TONBKO B TOW MpoOUpKe, KOTOpast Comepka-
J1a AMUHOKHUCIOTY (eummanannH. TakuMm o6pa3oM, OBLJIO JOKA3aHO,
YTO TPUILIET, WU KOooH YV, Bxoasauuit B MPHK, onpenenser Bxio-
YyeHMe B [TOJUTENTUI aMAHOKHUCIOTH (eHUTATAHNH. AHATOTUYHBIE
OonbITH MoKazanu, 4ro Tpumwier 1[I kKogupyer aMUHOKMCIOTY Mpo-
JIVH, a TUIUIET AAA — JIM3UH. DTO OTKPBITHE SBIIOCEH IEPBHIM 1IATOM
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Puc. 1V.13. I'eHeTu4eckuii Koo

K pacumdpoBKe reHeTHueckoro koga. K 1965 r. reHeTHuecKui Kot 6bLT
MOJAHOCTRIO pacuiudporan (puc. 1V.13). U3 64 KOomoHOB Tpy KOmoHa
VAT, YAA, YT A He KogHpyIOT aMHHOKHCIIOT ¥ TIO3TOMY OBUIM HA3Ba-
HH 6ecCMBICIEHHBIMM WJIM HOHCeHC-KomoHaMH. [To3gHee oKa3aioch,
YTO OHH SIBJISIIOTCS] TEPMUHUPYIOIIUMU KOJOHAMU.

Ha3zoBeM OCHOBHEIE CBOMCTBA TeHETHMYECKOTO KOJa.

1. Tenetnueckuii ko mpuniemen. Tpumier (KOTOH) — 3TO MOCHE-
IOBaTeABHOCTD TPeX HYKIEOTHIOB, KOAMPYIOIAA OIHY aMUHOKHCIIOTY.

2. TeHeTUYIECKWI KOJI SIBJIIETCS GbIpONCOCHHBIM. TAHHAS aMUHOKHC-
JI0Ta MOXET KOTUpOBaThCS Gojee yeM OTHMM KOmOHOM. BeipoxneH-
HOCTB KOjia OOYCJIORJIEHA TEM, YTO Y KOJOHOB, OINPEIEISIOIINX OIHY U
Ty X€¢ aMUHOKUCIOTY, TIepBhle IBa OCHOBAaHMS (DUKCUPOBaHBI, a Tpe-
The MONOXeHNE MOXET 3aHUMATE JIpyroe ocHoBaHMe. UckioueHue co-
CTABIIIOT METHOHUH M TPUNITOPaH, KOTOPhIE KOTUPYIOTCS TOIBKO Of~
HUM TpuIUieToM. TpuImieT, COOTBETCTRYIOIMA MeTUOHKHY (AYT), uHu-
LMHpYeT CYMTHBAHHME U HE KOOUPYEeT aMUHOKUCIIOTY, €CJIM CTOUT B
Havyate tenu JHK.

3. I'eHeTHuecKMIT KON odrosraken. KaxnoMy KOIOHY COOTBETCTBYET
TOJIbKO OTHA AaMUHOKUCJIOTA, T.€. TPUILIET UG pyeT TOABKO OTHY aMH-
HOKHCJIOTY.

4, TeHeTUYECKHIA KO #e nepexpoiéaem — IPOLECC CUNTHIBAHMS I'eHe-
TUYECKOTO KOOA He JOTYCKAaeT BO3ZMOKHOCTY IEPEKPRIBAHNS KOTOHOB.

5. 'eHeTUYECKUI KOJI yHuGepcasen: OTHYU U T€ Xe TPUIVIETbI KO-
PYIOT OIHU U T¢ e aMAHOKMCIOTHI y BCEX KUBBIX CYILECTB Ha 3eMiie
HE3aBHUCHMO OT YPOBHSI X OpPTaHU3ALINN.
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IvV.6. TEHBI 1 NX OPrAHMU3ALIAA

DileMeHTApHOH €OUHMIEH HAacAeNICTBEHHOCTH SBsieTCsl TeH. Tep-
MHH «TeH» OuUT npetoxed B 1909 r. B. MoranceHoM it 0603HAYEHUS
MaTepUANLHOM €IHHUI( HACAEACTBEHHOCTH, BHIIENEHHOM I MeHne-
neM. TTocne pabor aMepuKaHCKUX reHeTrkoB JIx. bumna u 3. Teittyma
TEHOM CTaIM Ha3bIBaTh yuyacTtok mojekyianm JHK, komupyromuii cuu-
te3 ogHoro Genka. CoIlacHO COBPEMEHHBIM ITpEACTaBIIeHUSM, T€H pac-
cMaTpuBaeTcs Kak yyactok Mosekynbl JJHK, xapakrepusyrommuiics cre-
M PHYECKON MOCTEAOBATENBHOCTRIO HYKIIEOTHIOB, OINpeAe/ISIOLNX
AMHMHOKMCJIOTHYIO ITOCJICTOBATEIbHOCTD MOMMITENITUIHOM LIENHA KaKo-
ro-au6o 6elKa Wi HyKICOTHIHYIO MOCIeN0BATENbHOCTh (PYHKIMOHM -
pyroweit Monexkyas PHK (tPHK, pPHK).

IV.6.1. Knaccuduxanus resnon

B 3aBHCHMOCTH OT JIOKAJIH3AIHH I'€HOB B CTPYKTYpaXxX KJIETKHU pasiu-
YAIOT SAEPHEIE U MATOXOHIPHAIRHEIE TeHb! (pHc. 1V.14).

TTo cBoeMy (DYHKIIMOHAIEHOMY Ha3HaYeHMIO FEHBI MOTYT OBITh pas-
IedeHB! Ha aBe Tpynnsl. [lepras Ipyrina fnpencrabBileHa TeHaMu, KO-
pyIOIMMHI GeJIKH; BTOpasi rpyIina — TreHaMU, KOHTPOJTHMPYIOIKUMHU CUH-
te3 PHK.

Cpenu TeHOB, KOOUPYIOIMUX OGEIKH, pa3zIlyaloT:

— TEHH <«JIOMAIIHETO XO3SHCTBa», IMPOAYKTH KOTOPHIX HEOGXOmM-
MBI st obecrieye Hisl GYHKIMH J1000T0 THUIMA KIIETOK;

— reHBl TEPMHHANLRHOM TuddepeHMpoBKH, T. €. TeHHl, O0ecHeun-
BaOILIME CIEMMATH3NPOBAHHEIE QYHKIMY KIETOK;

¥ [
[ SOEPHBIE | [MHTOXOHJIPUAJIILHHIE |
|
\ Y
BEJIOK- PHK-
KOOUPYIONIUE KOOUPYIOIIME
X L]
«no{;};{x oo Tenst Tepmunanshoii | | TPHK E’erynm"opﬂaﬂ PH—Iq
X03giCTBa» Qe peHIMPOBKH pPHK
/ raPHK

TeHB! TPaHCKPHUITIUOHHBIX
takropos

Puc. IV.14. Knaccugpukaius reHoB
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— TEHBI TPACKPUITUMOHHBIX (DAKTOPOB, KOHTPOJUPYIOLIHE OCOOBIE
siIepHEBIE OENKHU, CTIOCOOHBIE COCAUHSTRCS C PEryIsITOPHRIMU 00NacTsI-
MM MHOTUX CTPYKTYPHBIX I'€HOR, BBI3BIBASI JIMOO aKTWBALWIO, THOO
TIONABICHUE TPAHCKPHUIILINHU.

PHK-konupylouyie TeHBl ONpelensioT CHHTE3 Pa3IWYHBIX BHUIIOB
PHK, HeoOGXonuMMBIX IJIs CHHTe3a pUO0OCOM, 00ECIIeYeHHS TTPOLIECCOR
TPaHCIISIIIWK, CIUIAMCAHTA, a TakKe IS cuHre3a Moiekya PHK, Bmu-
SIIOLIMX Ha (PYHKIIMOHMPOBAHKE NPYTHX T'eHOB (PETYIATOPHOE NEHCTBUE).

I'eHBl YemoBeKa, Kak IIPaBUIIO, PEACTABISIIOT COO0H (YyHKIITMOHAE-
HO TIPEPHIBUCTYIO IIOCNEN0BATEIEHOCTL HYKJIeoTHIOB (puc. IV.15). Ot-
HOCHUTE/IBbHO KOPOTKME KOAUPYIOLIME TOCAeA0BATEAbHOCT OCHOBAHU I
YEpEAyOTCsl B HUX C JVIMHHBIMU HEKOAWPYIOLIUMHE TTOCIEN0BATETHHO-
ctsiMu. TlocnenoBaTeNFHOCTY T€HA, MIPEACTABICHHEBIE B MOJIEKYJIE 3pe-
ol nPHK, monyynnu Ha3BaHue 3K30H0B. IMEHHO 9K30HH! SIBIISIIOTCS
KONUWPYIOUIMMHU YYACTKAMU I'eHa, KOHTPOJIUPYIOLUMMHY aMUHOKHUCIOT-
HYI0 IIOCIENOBATENBHOCTE OCJIKOB. DK30HBI pa3lieIcHbl HEKOOUPYIOLIH-
MM YYaCTKaMi — HWHTPOHAMHM, KOTOPHIC BBIPE3aIOTCSl (CILTAMCHHI) B
npouecce cospesatust ”PHK u He yyacTByIOT B ITpoliecce TPaHCISLIMMK.
B HacTosiiiee BpeMsl B TIOHSITHE «T€H» BKITIOUAIOTCS] HE TOJIBKO TPAHC-
KpuOUpyeMble 006MacTit (3K30HB M MHTPOHBI), HO W IIaHKUAPYIOLINE
IeH mocnenroBaTenbHoCTH. OMaHKUpyIolMe obIacTh TeHa, KaK IIpaBu-
710, BBICOKO KOHCEPBAaTHUBHEI, T. €. XapaKTEPU3YIOTCS TIOCTOSTHCTBOM HYK-
JIEOTUAHOMN TOCIENOBATEIFHOCTH, HAabIIOHaeMbIM JaXe IIPW CPaBHE-
HUM TIpefiCTaBUTENCH Pa3InyHbIX BUIOB. DaHKMpYIOUMe o0nacTy reHa
collepKaT TMOCJeN0BaTeIBHOCTH, HEOOXOMMMEIE IUISI €T0 IIpaBUILHOMN
paboTHI: HarlpuMep, IIPOMOTOpHAsI 00JIACTh B Hayajyie 5'-00macTu win
XBOCTOBasi HeTpaHCIWpyeMasi o0NacTh TOau-A, pacloyioXeHHasi Ha
3’-xoH1ie reHa. Tak, TATA — 60kc (IIOCTeHOBATENBHOCTD YEPEIOBAHMS

T'EH

TpaHckpubupyeMas
obnacth

Benok-koaupymonme
NOC/IeA0BATENLHOCTH

91(30}1 DK30H 3K30H

| Hyrrpon HHT’pOH HHT’pOH |

Wnunmanms TepMuHALMSA
TPAHCKPHNIIHH TPaHCKPHHLIHH
| Perynsatopusie |
TIOCJIEOBATEIbHOCTH

Puc. IV.15. CxeMa opranusauuuy reHa
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TUMMHa U aJlcHWHa) obecnieyuBaeT NpaBwiIbHyO opueHtanuio PHK-
TTOJIMMEPA3HI, YTO HEOOX0AUMMO s TpaHckpunumu PHK.

PasMepbl I'eHOB YenoBEKa MOTYT KONeDaThCsl OT HECKONBKHX JIECSIT-
KOB ITap HYKJICOTWIOB (I1. H.) 1O MHOTMX THICSTY U JaXe MUUIMOHOB II. H.
Tax, caMplif MaJIeHBKMIA U3 M3BECTHBIX T€HOB COIEPXKHUT BCero 21 I H.,
a OIVH U3 CAMBIX KPYITHHIX TCHOB — IeH AUCTpOodHA — MMEET pa3sMep
6osiee 2,6 MIIH II. H.

IV.7. TEHBI X BEJIKA

Tlocie MHOTONETHUX UCCACHOBAHUM CEPIIOBUIHOKJICTOYHOM aHe-
MUM (MaJIOKPOBHSA) CTAO OYEBUIHBIM, YTO MYTALMA OIpeleTIeHHOTIO
reHa MPHUBOIUT K U3MEHCHMUSIM XUMHWYECKON CTPYKTYPH MOINEKYIHI
reMorno0uHa. OCHOBHOM THUII TeMOTJTO0MHA B3pOCHOro YEJIOBEKa CO-
CTOUT U3 YETHIPEX MOMUIMCITUIHHX (OENIKOBBIX) IIEMeil: IBYX WIEeH-
TUYHBIX O-LETIeit ¥ IBYX HOCHTUYHBIX B-1eneit (0,f,). B 1957 r. B. UH-
rpeM OOHApYXWJI, YyTO HOPMANBHHEIHA M CEpIIOBHAHOKIETOYHBIN Te-
MOTTOOMHEI CONEPXAT ONMHAKOBHIC O-1IETIH, HO PasiMyHbBIC [-LICITH.
Paznmyust MeXny HOpManbHONH U MyTAaHTHOM B-LEMbIO 3aKJTIOYATNCH B
TOM, U4TO B CEPIIOBUIHOKIETOYHOM T'€MOIMOOMHE OCTATOK ITyTAMHUHO-
BOI KHUCIIOTH B 6-M IOJOXXEHUM 3aMEHEH Ha OCTATOK BAJIMHA. TakuM
00pa3oM, pasTUUUs MEXKAY HOPMATBHBIM U MYTAaHTHBIM BapHaHTOM,
BBI3BIBAIOIIIUM 3a00/Ie BaHUE, SIBWIKCH CNEICTBHEM MOJCKYIAPHOIO CO-
OBITHUS — 3aMeHbl €IMHCTBCHHOW aMMHOKYCIIOTH B COOTBETCTBYIOLIEM
Oenke. BrIsicHeHHE IIpUPOIBI CEPITIOBHAHOKICTOYHON aHEMUH /IO Ha-
3BaHUE LIETIOMY KIaccy 3a00JIEBaHMIT YeIOBEKA — «MOJIEKYISPHBIE 00-
JIE3HU».

IV.7.1. Benku

Benxu urpamT BaXHEHIIYIO PO/Ih B XHU3HENEATENEHOCTH OpraHU3-
MoB. Kaxnuii 6eok obaaeT cBocit YHUKATBHON QYHKIMe, KoTOpast
OIIpENENSIETCS TIPUCYIIER TOJNBKO €My CTPYKTYpPOl M XMMHWYeCKHUMU
CBOMCTBAaMU.

Brimenstior cnenyiomme ¢hyHKIMN OETKOB: (DEPMEHTATUBHYIO, CTPYK-
TYPHYIO, IBUTATENIbHYIO, TPAHCIIOPTHYIO, ITUTATENEHYIO, 3AIIMTHYIO U
PEryJISTOPHYIO.

IV.7.2, Cxema cunTe3a 0enka

IIpouieccrl peand3aui HHOOPMALIMK, 3aKOIUPOBAHHOM B CeLU-
thrueckoii MoCIeIOBATEIFHOCTH HYKIIEOTHIOB KOHKPETHOT'O TEHA, MOX-
HO IPENCTABIATH OOOOIEHHO B TaK Ha3plBAEMOM IHEHTPANBHOM A0rMe
MOJNEKYAAPHOH OHO0JIOTHH.
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CornacHo eit omuHourble Hery JHK cayxat MaTpHuiaMut IIpH cHH-
T€3¢ KOMIUIEMEeHTapHbIX MOJIEKY)T (pervmkanms). Jianee cMBICIOBas LiETh
g THK KOHKpETHOIO IreHa CIIyXHUT MaTpHIEH Ul CHHTe3a TOYHOTO TPaHC-

‘b‘ kpunta (tipe-MPHK) cooTrercTBylOwIero reHa (TpaHcKpuiius). 3a-
i TeM ciemyer mpomuecc cospepanusi MaTpuyHoit PHK (mpoueccunr),
| TIPY KOTOPOM TIPOMCXOIMT MOIMGUKALMA MOJEKYNH U CIUIafiCHHT.
r OnucanHble COOBITUS IIPOUCXOAAT B AAPe KieTkH (puc. IV.16). 3penast
¢ wPHK Bexonwr B 1MTOIUIA3MY, IIe Ha PUOOCOMAX OCYLIECTBIAETCS
§  TIpoliece MepeBona UHGOPMALIUM, 3aIIMCAHHOM B IIOCIENOBAaTENEHOCTH

UPHK, B aMMHOKHCIIOTHYIO TOC/IENOBATENbHOCTb COOTBETCTBYIOLLETO
& Oeska (TPaHCHALKMA).

§

Ry BeKOBBIE LETH

AKTHBHPYIOIIHH
dbepMeHT

Hurtonnasma

Puc. IV.16. CxeMa peIuMKalMy, TPAHCKPHUITIIMYA H TPAHCISLMN TeHETHUECKOM
3 uHOpMAIUH
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IV.7.3. Xumugeckas cTpykrypa OejkoB

Benku, Wid TIPOTEWHEBI, — 3T0 OONbIVe NONUMEPHBIE MOJEKYbI,
IIOCTPOEHHBIE B3 MOHOMEPHBIX aMHHOKMCIIOTHBIX 3BEHbEB, CBS3AHHBIX
Mexay coboit. B coctaB 6eKoB BXOAAT NBagUATh PasiMYHBIX aMUHOKHUC-
not (puc. IV.17). Bce aMMHOKMCIOTHI UMEIOT OOLIWIA TUTAaH CTPOEHWUS.
O06s13aTeILHBIMI 3TIEMEHTAMM SIBJISIOTCS: aMuHorpyTa (—NH,) u kap-
ookcunbHas rpynna (—COOH), cBsizaHHBIE C HEHTPAJLHBIM YTJIEPOLI-

HeiirpansHbie — HenonsipHele

ImuuuH AnaHuH Banun Jleiinun
(Fmu) (Ana) (Bam) (Jleit)
NH, NH, NH, NH,
H—(‘I—-COOH H—é—COOH H—C‘I—COOH H—(|I-—COOH
I‘-I éH; HC—CH,; CIZH2
(|3H3 H(‘I—-CH3
&,
W3oneiinuH DenunananuH MponuxH MeTHOHHH
(Une) (Pen) (ITpo) (Mert)
NH, NH, H NH,
H—(IZ—COOH H—C—COOH HN—é—COOH H—(II—COOH
H(:I—CH3 (IIHZ HZCI\C/\CH2 (:IHZ
CH, H, CH,
CH, é——CHz
Heitrpansueie — ITomsapHbie
Cepun TpeoHuH Tupoaun Tpunrodau
(Cep) (Tpe) (Tup) (Tpu)
NH, NH, NH, NH,
H—(l}—COOH H—(IZ—COOH H—C—COOH H—C—COOH
CH, HC—CH, &, Ch,
i 9 _
NH

OH \_/
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Acnaparut InyraMus Huctenn

(AcH) (I'nn) (Luc)
NH, NH, NH,
H-—-CIJ—COOH H—-(Ij—COOH H—(E-—COOH
: (IjHQ (EH; ?Hz
B C. CH SH
5 0”7 “NH, éz
3 07 “NH,
j KucnorHeie
7: AcnaparuHosasi T'nyramunoBas
i KHCJIOTa KHCJIOTa
» (Acm) (Ty)
il 1? H2 ITIHz
: H—?—COOH H—C—COOH
oo
C CH
0”7 “oH |
0”“~on
: ‘ f OcHoBHbIE
4 Jlusun AprunHvH Tuctunux
4 (JTu3z) (Apr) (Tuc)
| NH, NH, NH,
i H—C—COOH H—C—COOH H—C—COOH
B CH, CH, CH,
5 CH CH.
A T [ N—/
. CH, NH
NH -
: HNZ “NH,

Puc. 1V.17. CtpykTypa IBaguaTH aMMHOKUCIOT, 13 KOTOPBIX ITOCTPOEHBI
TIPHPOJIHHE DEenKuU
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SR

+ HO=G=GNTH 4 HO;
O H l

RH R

HO=g=gT—g=¢
OH O

TlenTuaHas cBs3

Puc. IV.18. Obpazosanue nenTuaHoi (6e1KOBO) CBI3H MEXAY ABYMS
AMMHOKHCITIOTAMMU

AnaHuH

Ieppuunas
CTPYKTYpa
Oexun-  H
anaHuy H,C' HC

H,C TCH, :

OH
I'mvupg  Cepun Banun AcrnapargH ~ AJNaHHH

Bropnunas crpykrypa TpeTHunas CTPyKTYpa
{a cnupans) -

Puc. IV.19. CrpykTypHBle yPOBHHM OpraHU3ALMK GENKOBbIX MONEKY.T
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HblM aToMoM. C HEM CBsI3aHbI TaKKe aTtoM Bonopona (—H) u pannkan
(Obokomsas rpyrmita, obo3HauyaeMasi CHMBOJIOM R).

AMMHOKMCHOTHI B O€IKaX CBSI3aHBI MEXAY co0OIl MPOYHBIMU ner-
mudnsimu ceszamu, 00pPa3yIOILMMHUCS B PE3YIbTATe B3aUMONCHCTBUS
KapOOKCHIBHOM TPYIIILI OMTHOW aMHHOKKCIIOTE H aMWUHOTPYIIIIEI ClIe-
ayromeit (puc. IV.18). O6pa3yroiascs Iernoyka aMiHOKUCIOT Ha3biBa-
eTCS MOJMNENnTAIOM. AMUHOKHUCIIOTH, BXOASIIUE B COCTAB ITOMUIICIITH-
J1a, HOCSAT HA3BaHWE AMHHOKHCIOTHHX OCTATKOB.

TMocnenoBaTenbHOCTh AMHUHOKUCIIOTHHIX OCTATKOB HOCHUT Ha3BaHUE
TIEPBUYHOIH CTPYKTYpPHI Oenka. TepMUHAaMH «BTOPMYHAS» U «TPETUY-
Has» CTPYKTypa 0003HAYalOT Pa3TWYHBIE YPOBHHM OpPraHHU3aLUW 3TOM
JHHEHHOHT TToceAoBaTEMbHOCTH. YeTBepTHYHAS CTPYKTYpa — 3To beJI-
KOBBI€ KOMIUIEKCH, 00pa30BaHHBIE 33 CUET B3AaUMOMACHCTBUS pa3HBIX
MTONUIICITUAHEIX [enei (puc. [V.19).




I'JIABA V. MEHAEJIIEBCKASI TEHETHUKA

Ha mpoTsokeHUM NONTON MCTOPUM HAydHOM (B OOonblieit cTeNeHU
Harypdunocodckoil) MBICTUA TpeodiiagalomUMU ObTM MeTadU3Mde-
CKHe MpelCcTaBMeHNS O HACIEICTBEHHOCTH ¥ UBMEHYUBOCTHI. YK€ B a-
JleKde BpPEMEHA, KOTla Havasics IepHol ONOMAlTHUBAHWS DATUYHBIX
XUBOTHEIX, NPeIIIPUHUMAINUCEH IONBITKY YIYYIUNUTE UX TIOJIe3HBIE Ka-
yecTBa. Pelasi 3TH 3ama4ud, YeIoBeYeCTBO MHTYHTHBHO OIUPAIOCH Ha
OMonordecke 3aKOHOMepHOCTH HaclemosaHHMsA. HauuHast ¢ TpynoB
Tunmokpara, Apucrotensa, IlmaroHa, npyrux IpeBHErpevyecKHX Bpa-
yeit ¥ GunocodoB, NOSBIAIOTCA EPBBIE TEOPETHUECKHE OOBICHEHUS
sapneHnIo HacnencreeHHoct. B XVIII u XIX cTonmetnax mMsy4eHUeM
Npo0OeMBbl HACTIEIOBAHMS 3aHUMANNCh TaAKHe BHINAIOIUecs OOTAHUKM
u Bpauu, Kak HM.Kenweitrep, T.Haiir, III. HoneHn, I1. MonepTion u
gpyrue. beuto mokasaHo, YTO TPHU3HAKU POINUTENEH, B TOM YHCIE M
HexXeNaTeIbHBIE, HapUMep OoOJIe3HM, TiepenaloTcad depe3 IONIOBBIE
KJIeTKH; OITMCAHO IIpeobiagaHue y THOpHA OMHOTO NPU3HAKA HaJ Y-
M. OgHAKO OCHOBOITONMOXKHUKOM HAYKM Te HeTUKHM, OTKPhIBLIUM I7IaB-
HBIe 3aKOHBI HACNIENOBAHNS IIPU3HAKOB, SIBAsAeTCS TeHUATBHBIM Yyelic-
xuit yueHsI I'. MeHaenb.

T'nagHast 3acimyra MeHjtenst cocront B pazpaboTKe M MCIIONBE30BAHUM
2ubpudonozuneckozo memoda 1)t AHATH3A SBJICHUI HACTIeIOBAHMA.

Ho otkpriTuit MeHIens npr3HaBaIack TEOpUS TaK HA3BIBAEMO CIIUT-
Hoit HacnencTBeHHOCTH. CyTh 3TOU TeOPHHU COCTOSIA B TOM, UTO TIPH
OIUIONOTBOPEHHM MYKCKOE U XKEHCKOE «HAvaIo» MepeMeluUBAINCE, «KaK
KpacK{ B CTaKaHe BOILI», JaBasi HAYaJio HOBOMY OpraHM3My. MeHnenb
310K PYHIAMEHT NPEACTABICHUI O TUCKPETHOM XapaKTepe Hacle/l -
CTBEHHOTI'O BEILIECTBA U O eT0 paclipeielieHUN npu 00pasoBaHUU 110710~
BBIX KJIETOK ¥ TUODHIOB.

OCHOBHBIC Pe3yNETATEL CEMMWICTHUX AKCIIEPUMEHTOB 10 H3yYeHUIO
3aKOHOB HacnenoBaHusd MeHAenp omyomikoBan B OloieTeHe olle-
CTBa ecTeCTBOMCHBITaTENEH B T. bploHHe (HbiHe T. BpHO, Yexus) B 1866 T.
HccnenosaHue Ha3bBATOCH «OMBITEL HAN PACTHTEIEHBIMYM THODHIAMU>.
OnHako 3t1a myONmUKaNUs He MpUBIeKJia BHUMAHUSA COBPeMeHHUKOB.
Toneko 4epes 35 met, B 1900 r., Korna 3aKoHH HACIEIOBAHUS OBULH
BHOBB OTKDHITHL cPa3y TpeMs 6otanukaMu — K. KoppeHcoMm, 3. Yep-
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MakoM ¥ I. e PpusoM, OHU MTOIYYWIN BceoOluee npusHaHue. K Ha-
CTOSIIIIEMY BPEMEHH TIPAaBWIBHOCTh 3aKOHOB MeHelsl ToATBEpKIEHA
Ha TPOMAJHOM YHUCIIE PACTUTEBHEIX U XKMBOTHBIX OPraHU3MOB, B TOM
yucie M Ha yenoBeke. OTKkpriTe MeHneneM 3aKOHOB, OTPaKaloLx
MIPOLIECC MePelaul HacNeICTBEHHON NMHGOopMallUM U IIPUHLINIIA JUCK-
PETHOCTHU (T€HHOM IeTepPMUHALIMU HACIEICTBEHHBIX IPU3HAKOB), SIBU-
JIOCh TIEPBBIM 3KCIIEPUMEHTAJIEHBIM JOKA3aTENhCTBOM CYILECTBOBAHUS
HACJEACTBEHHOCTU KaK PeaJlbkHOIo MAaTepUaJILHOTO SIBJICHUS.

V.1. TUBPUJIOJIOTUMECKUIMA METO/I T. MEHJEIS

I'mbpunonornyeckKuit METON — 3TO CUCTEMA CIIELUAIBHBIX CKPEIIU-
BaHUMA 111 TIOyYeHUsI TUOPHUIOB C 1EbIO aHANKU3a XapaKTepa Hacle-
JOBAHUS TIPU3HAKOB.

Menznenb 06BEKTOM CBOMX IKCIIEPUMEHTOB BHIOpAl pacTeHUe, MoJ-
HOCTBIO OTBEYAIOIEE TTOCTABICHHON 3ajade: OHO MMEN0 HAIeXKHYIO
3aLIUTY OT TOCTOPOHHEH MBUIBIBI BO BPEMs LIBETCHUS M OOJamano
HOPMAaJILHOM TIJIOAOBUTOCTBIO. TaKUMM pacTeHUSIMU ObUTH pa3iIM4Hple
CopTa CaMOoOTILLISIONIETOcs: oceBHOTO Topoxa (Pisum sativum).

CyTts paspaboraHHoro MeHIenreM MeTola COCTOUT U3 HECKOJIBKHUX
OCHOBHBIX IIOCTYJIATOB.

1. TTonGop UCXOMHBIX «<KOHCTAHTHO PAa3NMUYAIOIIUXCSI» POTUTENBC-
KMX Tap.

JIns ckpenBaHus WCTIONh30BaAJIUCH pacTeHUsI, OTJIMYaBIINeECS He-
KOTOPBIMU MPU3HAKAMU: HallpUMep, OKpacKoi 1{BeTKa (y 0JHOIO pac-
TEHMVs IIyprypHas, y Ipyroro — 06enasi), DauHOM cTebns (y omHoIo
pacTeHMst OKOJIO 2 M, y ipyroro — jio 60 cM) U T. 1. B cBomnx akcmepu-
MeHTax MeHJens u3ydan HaclieoBaHUe 7 aJbTepHATUBHBIX Iap IIpH-
3HAKOB: OKPACKU IIBETKA, PACIIOI0XEHUS IIBETKOB (TTa3yLIHOE WK KOH-
LIEBOE), BBICOTHI PACTeHUIA, XapaKTepa IMOBepPXHOCTU TOPOUINH (TyIag-
Kasg WIM MOPIIMHUCTAsI), OKPACKU I'OPOIUMH (KeNTasi UM 3ejeHast)
U T. 1. B KaXkoM MokomleHUM MeHae/ b Bell yueT aJIbTEpHATUBHEIX IIPH-
3HaKOB OTIE/IBHO TI0 Kaxnod mape. o Hayana SKCTIEPUMEHTATIBHBIX
CKpeluMBaHUN MeHnens B TedeHHe HEeCKOJILKMX JIET IIPOBOIWI pabory
Ha MOJyYeHWEe «4YUCTBIX JUHUU», T.€. COPTOB, IOCTOSSHHO U YCTOMYKBO
BOCTIPOM3BOISAIIMX AHATM3UPYEMBIi ITpU3HaK. (TepMUH «4UCTbIe TMHI»
BO3HUK MHOI'O IIO3[HEe, MAaTCKUil reHeTHK — cenekuuoHep B. Moran-
CEH TaK Ha3BaJl TPYMILY 0Co0eHd ¢ ONHOPOJHON HACIENCTBEHHOCTEIO.)

2. KonuyecTBeHHBIA aHANMKN3 ITOJIyUeHHBIX THOPHIOB, OTIIMYAIOIIUX-
CsI TIO OTHENBHEIM MPU3HAKaM OT KaXXIOoW pOOUTENhCKOH Maphl.

3. UHauBuMIya bHEIHA aHAJIM3 TIOTOMCTBA OT KaXIOIo CKpelUUBAHUSA
B psily [IOKOJIEHUIL.

PeBoioliMoHHOE HOBIECTBO JAHHOI'O METOIUYECKOTO ITpHEMa 3aK-
JIIOYAIOCH B Y4YeTe U aHAIN3€e IIOTOMCTBA, MOTYYEHHOTO TIyTeM pa3sMHO-
JKeHHUs Bcex 6e3 UCKIIIOYEHHUsI THOPUIHEBIX ocobeil.
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4. TIpuMeHeHe CTATHCTHYECKUX METOOB OLIeHUBAHUA PE3YIIBTATOB
SKCIEepUMEHTA.

I'. Menpenr BBesl B TMIPAKTHKY T€HETHYECKOIO aHA/MKM3a CHCTEMY 3a-
MUCeH CKpelIMBaHuA, B KoTopoit cuMmBoil P o6o3Hauaer pommteneit
(nar. parenta — poauresn); F — MOTOMKOB OT ckpeluyBaHus (Jar. filn —
getn). Tlo3mHee CTaJM UCIIONB30BaTh HUXKHMM TU(POBOA MHIECKC MPH
cumBoiie F mia 06o3HaueHus nocneayoumx nokonreHui. Hanpumep,
F, — o0o03HayaeT TTIOTOMCTBO OT CKPelUBAHUS PONUTEIBCKUX (OPM;
F, — 0b603HayaeT MOTOMCTBO OT CKPELMBaHUsI THOPHUIOB MIEPBOTO I10-
KOJIEHMS ¥ T.J.; CHUMBOJI «X» O3HA4aeT CKpeluBaHUE 0COOeiA.

V.2. MOHOTUBPHUJIHOE CKPEHIUBAHUE

B mepBoM MOKOJIeHUH, ITOMYYeHHOM OT CKPEITUBAHUS POTUTETb-
cKux (opM, UMeIOLIUX pa3TN4yHs TOJNBKO IO OJHOM Mape TPM3HAKOB
(HampuMep, Tagkue ¥ MOPIIMHMCTBIE TOPOIUUHBI; BHICOKME W HU3-
KHe cTebIn; oKpalleHHBIe U 6eJIple 1IBeThI), OBUIH ITOXY4YeHR TUOpU-
IOBI, ¥ KOTOPHIX TIPOSIBWICS IPU3HAK TOJBKO OJHOIO U3 poAMTeleil
(TOJIBKO INafKMe TOPOIUMHEI, TOJMBKO BEICOKME PaCTeHUS, TONBKO OK-
pallleHHBIe 1IBeTHI U T. I1.). HUKakux rmepexoqHbIX (CMelllaHHBIX) (pOpM
pacTeHWil o APYTUM IIpU3HaKaM He OwUTO OOHapyxeHo. IIpu3HaK
OZHOIO U3 poauTellelt, MpOSBISIOWMNACST y TMOpuna, MeHnens Ha-
3BaJI AOMHHAHTHBIM (OT jjaT. dominare — TOCIIOINCTBOBATh, BIACTBO-
BaTh), a NIApHBIA, HE NPOSIBUBIUMICH IIPU3HAK ObUT Ha3BaH pelecCHB-
HBIM (OT JIaT. recessus — yCcTYyNaIINi, OTCTYITAIOWMl Ha3aa) Ipu3Ha-
KoM. B mocienyioiieM siBiieHue MpeodbragaHus y THOpHUAOB TIEPBOTO
MOKOJMEHMS IPU3HAaKa OTHOI'O U3 PONUTENCH CTaI Ha3bIBaTh 3AKOHOM
enuHo00pa3uA THOPHIOB MepBOro MOKOJIEHHS, IUTH MepBbLIM 3aKOHOM
Mennens.

AHamu3 IIOTOMKOB T'MOPHIOB IIePBOro IOKOJEHMS, MONXYYECHHBIX
IIyTeM CaMOOIILIIEHNS, TIO3BOJIMJI OOHAPYXUTH, YTO Hapsxy C JIOMU-
HaHTHBIMM (pOpMaMM BHOBbL IOSIBIISIIOTCSI PACTeHMSI C MPHU3HAKAMM,
OTCYTCTBOBABLUMMU B IIOKOJIECHUM THOPUIOB IIEPBOIO IIOKOJICHUS, TIPH-
YeM B CTPOTHX YHCITOBBIX OTHOLIEHUSAX. TaKiM 00pa3oM, pOIUTEIbCKIE
TIPU3HAKY Y TUOPHIOB TIEPBOTO MTOKOJIEHUST He MCYe3aJik U He CMelllM-
BaJIMCh. MeHIeNb TTpeaIIoI0XKIII, 4YTO 3TU TIPU3HAKH ITPUCYTCTBOBAIHU Y
I'MOPUIOB TIEPBOTO MOKOJIEHUS B CKPBITOM BHJE, HO He MPOSBISUINCE,
TI04YeMy OH M Ha3BaJl MX PELeCCUBHBIMU ITpU3HaKaMu. OKazajaock, 4To
IO BCeM ITapaM N3YJeHHBIX IIPU3HAKOB 0COOM ¢ JOMUHAHTHBIMU U pe-
LIeCCHBHBIMU ITpU3HAKAMU MTOSIBISUIMCEH B cooTHoIeHUM 3: 1. ITosiBie-
HHe JOMHHAHTHBIX U PelleCCUBHEBIX ()OPM B TIOTOMCTBE, MOJXYYeHHOM
OT CaMOOTIBUICHUST TMOPMIIOB IIepBOTO MOKOJIEHHUS, M COCTABISIET CYIII-
HOCTH 3aKOHA pacHieNJieHHs, I BTOPOTo 3akona Menaens.

Ha ocHOBaHUU MONYyYEHHBIX pe3yabTaTOB MeHIens IIpUIue K clie-
IVIOLIHUM BBIBOIAM,
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1. Tax xaK UCXOAHBIE PONUTEILCKHE COPTA HE NaBajiy pacliervie-
HWS, ¥ THOpHIA TIEPBOIO TIOKOAEHWS (¢ JOMWHAHTHBIM IPH3HAKOM)
JIOJDXKHO OBITH IBa HACIEACTBEHHBIX 3aaTKa (B COBPEMEHHOM TEPMHUHO-
JIOTUM — JIBa &JUIENIS)

2. TuOpuaEl MEpPBOro MOKOJICHWS COACPXKAT TI0 ONHOMY 3aJaTKy,
MMOTYYCHHOMY OT KaXIO0TO M3 PONMUTEIBCKHX PACTEHMIT Yepe3 ONOBRIC
KJIETKH.

3. HacnencTeeHHBlE 33a1aTKU Y THOPUIOB TIEPBOrO IMOKOJICHHS HE
CIIMBAIOTCS, & COXPAHSIOT CBOIO WHAWBHUAYAJIbHOCTb.

g MOATBEPXKIAESHUS CBOMX BEIBONOB MeHENb IpeanpuHA aHAIH-~
3upyomee, WiV BO3BPaTHOE, CKPEIIMBAHWE — CKPEIIWBAHHE rHOpUIa
TIEPBOTO MOKOJIEHWS C PEIECCHBHOM POONTENHCKOM 0COOBI0. B moToM-
CTBE OT 3TOrO BHIA CKPEHIMBAHMS OH, KaK WM OXMIAJI, MOIYYII KaK
JIOMWHAHTHBIC, TAK M PEIeCCUBHBIC JOPMBI B COOTHOIIEHUHU 1:1. BTO
MMOATBEPAWIIO, YTO OTHEIIBHBIE HACIEACTBEHHBIC 3aMaTKU IIpH 00pas3o-
BaHHM ITOJIOBBIX KJIETOK ITOMNANAIOT B pa3iWyHbIe TaMeThl. TaKUM 00pa-
30M, TMOPHJI IIEPBOTO TTOKOJIEHUA 00pa3yeT JBa THIIA ITOJOBBIX KIETOK:
KJIETKM, CONEpXKallUe HACIEACTBEHHBIN 330aTOK, ONPEIEIISIOMMA JO-
MWHAHTHBIA TIPU3HAK, U KJETKH, COACPKAIMe HACICICTBEHHBIH 3a-
JaTOK, OIpEeACNSIOmMI peLeCCUBHEIM Mpu3HaK. B 3ToM cMEICHe KaxX-
Jast TIOJIOBast KJIETKA «9UCTas», T.€. CONCPXUT OIWH, U TONBKO OIWH,
aJUTesTb U3 MapH (TPaBHIIO YMCTOTHI TaMeT). PacripeneneHue KOHTpacT-
HBIX HACJICACTBEHHBIX 3aJaTKOB B COOTHOINCHHWM 1:1 sBIsieTCS Beeob-
IIHM OGUOJIOTHYECKHUM 3aKOHOM, JIEXAIIHM B OCHOBE BCEX JPYIHX 3aK0-
HOMEPHOCTEH HaClIeHOBAHUS ITPHU3HAKOB.

B nHacrosiiee Bpemsl 0co0b, KOTOpasi UMEET JBA Pa3TUJarOIUXCS
ajutens B KaX/IOM JIOKYCE TOMOJIOTMYHBIX XPOMOCOM U KOTOpas, CIIeNo-
BaTENIBHO, 00PA3YET NBa THIIA TIONOBLIX KJIETOK, HA3HIBAETCS reTepo3n-
roroii (oT rpey. héteros — Apyroii, pasnvyHbIil + zygotds — coenmHe-
HMe, mapa). Ocolb, B KaXIoil TOMOJOIMYHOM XPOMOCOME KOTOpPOit
HaXoHOATCS UACHTHYHBIE AJUIEIN W KOTopas, CISHOBaTeIbHO, 0OpasyeT
TOJIKO OIMH THII TIOJIOBBIX KIIETOK, HAa3BIBAETCS FOMO3HIOTO#H (OT Ipey.
homoés — TOT ke camblif + zygotés — coequHeHue, napa). Mcnonbsysd
OYKBEHHYI0 CMMBOJIMKY, BBelleHHYI0 1. MeHnmeneM i oG03HAYCHUS
KaXIIOT0 HACIEACTBEHHOTO 3a1aTKa (11 JOMHHAHTHOIO — TIPOTIUCHAS
OykBa «A», U1 PELIECCUBHOIO — «a» CTPOYHAS), MOXHO HM300pa3sUTh
CXEMY OIIBITOB.

Ha puc. V.1 noxasaHo, 4TO BCe MOTOMKM OT JaHHOTO BUIA CKPEIIy-
BaHWS YHACJICAOBAIHN IIPU3HAK TOIBKO ONHOIO U3 poguTteNieit, T. €. OHU

' emuHoo0pa3Hbl. [1oCcKONBKY Kaxaplit M3 poauTeneil o6pa3oBall TOJIBKO

OOVH THIT raMeT (TONBKO «A» WIM TOJNBKO «a»), BCE MMOTOMKHM OKa3a-

, JIMCh TCTCPO3UTOTAMMU.

Ha puc. V.2 BuntHo, 4TO, CYAS 110 BHEIIHEMY BUTY, Ha KaXIbie TPH
pacTeHusl ¢ JOMWUHAHTHBIM IIPU3HAKOM ITPUXOTUTCH OIHA 0CO0b ¢ pe-
LIECCUBHBIM TIPU3HAKOM, B TO BpPEeMS KakK I10 HACJEACTBEHHBIM [TOTEH-
LVsIM HaOnrogaeTcs MHOe paciervieHue — 1AA:2Aa: laa.
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T'aMmeTs

F] Aa
Puc. V.1. Cxema, wimocTpupyouas 3aKOH eIMHo00pasyus rubpuaoB OepBOTro
MOKoNeHMs. Bce noToMCTBO — TeTepO3UTOTHL

Je#icTBUTENBHO, TIPM JAJIbHEHIEM DPa3sMHOXECHWH ITOTOMKOB OT
CKpellBaHMs r'MOpUIOB TepBoro mokoneHns (Aa) MeHnenb HaGMO-
JaJ, 4YTO pelleCCHBHBIE 0CcOOM (aa) ¥ OfHA TPeTh JOMUHAHTHBIX (AA)
He MaloT PaclUeIUIEH U MPU3HAKOB B IToToMcTBe. OIHAaKO 2/3 TOMIHAH-
THBIX ITOTOMKOB (Aa) BHOBB 00DPA3yIOT TIpX CaMOOITbIIEHUM JOMWUHAH-
THRIE ¥ DEIECCHBHEIC (POPMBI B COOTHOIICHUM 3: 1.

CyLiecTBeHHBIM Pe3yNbTaTOM CKPEIUIMBAHMS IBYX T€Te PO3UIOT SBY-
JIOCH TIOSIBIeHUE BHEIUHe CXOMHBIX PACTEHMIA (C JOMWHAHTHBIMU TIpH-
3HAKAMW, HallpyuMep, ¢ DIATKUMY TOPOIIMHAMY; OKPAIICHHEIMH 1(BET-
KaMH ¥ T.1.), B TO Xe BPEMs Pas3iWyaBLIMXCH 10 HACIeOCTBEHHBIM
3amaTkaM (AA ¥ Aa). Oka3anochk, 4TO OPraHU3MEI C OIHHAKOBLIMU TIpH-
3HAKaM¥ MOTYT UMETE PasIMYHYIO TeHETHYECKYIO KOHCTUTYLIUIO.

TakuM 06pa3oM, CTANIK PaTMYaTh paclICIIeHUe 110 BHELUHeMY TTPO-
SBJIEHUIO TIPY3HAKOB, KOTOpPOe COOTBETCTBYET OTHOIICHMIO 3:1 (pac-
HerUIeHHe 110 eromuny), W PACIIEIUICHHE TI0 HACNENCTBEHHBIM 3a/IaT-
KaM, BEIpakaeMoe oTHOLIeHUeM 1:2: 1 (paciiennenue 1o zenomuny). Tep-
MHHBI «T€HOTUII» 1 «DeHOTUI» ObLIN mpenoxeHb! B. MoranceHoM B
1909 r. I'emoTm — 3TO HacJIeACTBeHHAST KOHCTHTYIIAS OCOOH KaK COBO-
KYITHOCTh TeHOB OpraHu3Ma, TepMUH «TeHOTHI» JacTO WMCITONb3YeTCs
I 0603HaYe HUAS Te HETUYECKOM KOHCTUTYIIMH OCO6U TTPUMEHUTETBHO
K aHaITM3y HacleJOBaHUS KOHKDPETHOTO Mpu3Haka. PeHorun (OT rpey.

F1 Aa X Aa
Iamersl A a A a
F,
FomMozurora T'eTepo3urors T'omosurora
~ ./
¢ JIOMHHAHTHBIM ¢ peLieCCHBHBIM
MPU3HAKOM MPpU3HAKOM

Puc. V.2. Cxema, WUTIOCTpUPYIONIAs 32KOH PacLUErUICHAA
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phaind — sBALO + typos — o0pa3sen) — COBOKYIMHOCTh NPH3HAKOB
opraHu3Ma (AHATOMHYECKUX, QU3HOTOrTYeCKIX, OMOXMMHUYECKHX, TICH-
XMYECKUX U T.1.). TepMHUH «DEHOTUIT» YACTO HUCIIONB3YETCS WA 060~
3HAYCHUSI KOHKPETHOTO TpU3HaKa (BHEIIHETO MM BHYTPEHHEIo) Kak
pe3yJIbTaTa MpOosIBIEHUSI KOHKPETHOIO IeHa.

Ha ocHOBaHUH MOMYYEHHBIX Pe3YJITATOB MOXHO 3aKJIIOYHUTH, YTO
npu MOHOUOPUOHOM CKpewjueanuu dgyx eemepo3uzomusix ocobeil pac-
wienjenue ¢ nomomcmee no penomuny coomeemcmeyem 06yM KAACCAM
npusnaxoe u modcem Ooimb evipaxceno omuowenuem 3: 1; pacwenaenue
no zenomuny coomeemcmeyem omruowerusm 1:2:1, m.e. eosnuxaem
mpu 2eHOMUNUYECKUX KAACCa.

HacnenctBeHHple 3a0aTKH, ONMPEACTAIONINAE TapHbIE aJIbTEpHATHB-
Hble IpU3HAKM (0O003HAUYCHHbIE MEHAETEM JTaTHHCKUMHU OyKBaMu A,
a), BIIOCJIEICTBMM CTAJTM Ha3biBaTh AUICIBbHON Mapoif, a OTIOEIBHbLIM
KOHKPETHBIH hakTop — auienblo. B HacTosIee BpeMst aJliesp orpeae-
JIIOT KaK OJTHO U3 aIbTCPHATUBHBIX COCTOSIHWI OHOTO ¥ TOT'O K€ TeHa.

V.3. TUIIbI MEXAJUIEJIBHBIX B3AMMOJIEACTBHIA

PaccMoOTpeHHbIE B IIPEABIAYILIEM pa3aeiie SBICHUSI JOMUHAHTHOCTH
M PELIECCUBHOCTH IIPEACTABASIOT COOOM OMWH W3 IPUMEPOB B3aHMO-
JEWCTBUS PANTUYHEIX aJUiesieit. OJHAKO BCKOPE IOCe BTOPUYHOTO OT-
KPbITUS 3aKOHOB Menaesnsi ObUi oO6HapyXeHbl (DaKThl, YKa3bIBaIOIIUe
Ha CYLLECTBOBaHWE ¥ IPYTHX BUIOB MEXEAJUIENBHBIX OTHOIICHUH.

Tak, B HEKOTOpBIX CIYYasIX TP MOHOTMOPUIHOM CKPEIHBAHWM pac-
HICTUIEHUE I10 (PEHOTHUITY U TEHOTHITY MOTYT COBITAnaTh. 3TO UMEET Me-
CTO B CHUTYallMH, KOTOA Y TeTEPO3UTOT OTMEYAESTCS ITPOMEXYTOYHOE
BrIpaXeHUe TIpU3HaKa, T.€. ruopun F; He BOCIIPOU3BOOUT MOIHOCTHIO
HU OIVH U3 POIHUTENbCKUX TTPU3HAKOB. HarnpuMep, mpu ckpeiiiBaHUH
TOMO3UTOTHO# JOMHHAHTHO# (OPMEI paCTEHHA — HOYHOM KpacaBUI{bl
(Mirabilis jalapa), mMmemwolieii KpacHbIe IIBETKH (AA), U TOMO3UIOTHOM
perieccuBHOM PopMel, UMeIoIIe# 6epie IBETKH (aa), B IIEPBOM IIOKO-
JIEHUM TUOpUIIOB HaOMOJAI0TCS TONBKO PO30BHIC HBETH (TCHOTUIT Aa),
oTIMYalomuecs oT o0edx poanTebcknx ¢opMm. Bo BTopoM mokoneHUH
(F,) otmMeuaeTcs pacuieIUICHUE 10 OKPACKE IIBETKA HA TPH (HeHOTHITH-
YECKHX KJIacca COOTBETCTBEHHO PAaCIlEeIIEHWVIO TeHOTUIIOB: 1AA (Kpac-
HBIE):2Aa (po3oBsie): 1aa (6ensble).

ToT ciy4aid, Korga MpU3HaK y TETEPO3UTOT UMEET IIPOMEXYTOUHOE
MEXIY TOMUHAHTHEIM U PELECCUBHBIM TIPOABICHUE, ITOIYYIT Ha3Ba-
HUE HEMOJIHOI0 JOMUHAPOBAHMA. S BICHUE HETIOIHOTO JOMUHHPOBaHUS
IIMPOKO PACIIpOCTPAHEHO B TIPUPONE, B TOM YKCIIE U Y UejgoBeKa. OHO
MOXET KacaTbCsl KaK HOPMAIbHBIX, TaK Y MATOIOTHYECKUX TTPU3HAKOB.
Hanpumep, y 4enoBeka 1o THITY HETIOJHOrO JOMHUHMPOBAaHUS Ha-
ciemyercsl onHa u3 GopM aHoGTANEMUM (OTCYTCTBHE INIA3HBIX SOIOK).
Y IOMUHAHTHBIX TOMO3UTOT (AA) miasHsie SIGIOKM HOPMAJbHBIX pas3-
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MEPOB; Y reTepo3uroT (Aa) miasHble 0J0KW YMEHBUIEHB! B pazMepe,
HO 3peHHEe COXPAHEHO, 4 ¥ PEIIECCUBHAIX I'OMO3UTOT (aa) IiasHble A6-
JIOKH OTCYTCTBYIOT. B Opake nByX HHIUBHIOB C YMEHBIIEHHBIMU pa3zMe-
PaMM IIa3HBIX S6NOK B CpeMHEM | /4 yacTh fieTeit GyneT nMeTh HOpMalih-
HBle Tmasa (AA), /2 yacTe — yMeHbIIeHHBIE TIa3Hble A6MOKM (Aa) 1
1/4 yacTe nereit poxnaerca Ge3 Ta3HBIX 460K (aa).

Hxag curyanys BOSHUKAET B CJIydyae, KOTAa OTHOIIEHHA IOMWHAaH-
THOCTH ¥ PELIECCUBHOCTHA OTCYTCTBYIOT M 00a aJUiesis MPOABIAIOTCS B
deHorure. [logoGHOE B3aUMONEHCTBUE ajUieieit ObIIO Ha3BaHO COB-
MECTHBIM TOMUHWPOBAHHEM, WIM KOJOMHHHPOBAHHEM.

SIBneHYUe KOMOMWHUPOBAHUA MOXHO TTPOWIIIOCTPHUPOBATh Ha IIpK-
Mepe HacjenoBaHusA rpyn Kposu cuctembl MN y denoseka. H3Becr-
HO, YTO TPYIUIE KpOBHU cUCTeMbl MIN HaxomATCs TOJ KOHTPOJIEM Ofl-
Horo reHa (L), nmerotiiero aa awens (Ly, 1 Ly). Ecnu onuH w3 ponu-
TeNlell uMeeT rpymny Kposu MM (roMosurora 1o amiento M), a apy-
roit — NN, TO B 3puTpOLUTAX UX AeTeil (reTepo3urorkl MIN) BRIsIBASA-
YOTCS Kak aHTureHsl M, tak u anTureHsl N. IlomoOHBIE TeHBI HOCST
Ha3BaHWE KOJOMUHAHTHEIX T€HOB.

Ormpenenssi TEPMUH «aJDIeNb» KaK aTbTepHATUBHOE COCTOSHWE Of-
HOTO TeHa, y4eHbIe Bcien 32 MeHaeneM OCTaHOBWIHCEH Ha pacCMOTpe-
HHY TOJTBKO IIBYX €ro cocTossHui. Ha caMoM fene OomuWH U TOT XK€ TeH
MOXeT UMeTb 00fice YyeM JiBa cocTogHua. HanmpuMep, reH A MOXeT Bu-
JON3MEHSTHCS (Mymupoeams) B HECKOJIBKO COCTOAHUM: a1, 4, 83 U T. 1.
OO0 MHOTUX necsiTKoB. [lomoGHHE anneny, T.e¢. M3MEHEHHS OTHOTIO U
TOIO K€ I'eHa, HAa3bIBAIOTCA CepHeil MHOXKECTBEHHBIX ajulelieif. Y numno-
WIHOTO OpraHW3Ma OHa MOXET OBITH TIPEICTaBlieHa TOJBKO OIHOI Ma-
poit — nByms mio0eiMu amnensaMu. Hampumep, AA, Aa,, aa,, a,, a;
u T. 1. HaceqoBaHue WieHOB CEpUU MHOXECTBEHHBIX aJUleneil nomuu-
HAETCA pacCCMOTPEHHBIM 3aKoHaM. Kaxblil U3 4JieHOB CEpUY MHOXE-
CTBEHHBIX aJUleJieif MOXET ITOJHOCTBIO JOMUHUPOBATh ONMH Hal JpY-
T'IM, HATlpUMep B NOpsIKe YOBIBAHMS: A > ;> a,> a3 u 1. 1. B aToil cu-
TYary KaXOeli MMOCHCAYIOUINN WIeH aJUICILHON Cepruu OyIeT TOMU-
HWpOBaTh HaJl BCEMU OCTANTBHBIMH, KPOME MPEIBIIYUIHX.

V.4. HACJIIELOBAHHUE T'PYIIII KPOBHU CHUCTEMBI ABO

T'pynna kpoBu cucteMnl ABO (yurtaercs Kak «a, 6, HOJb») KOHTPO-
JIUPYETCS. OMHUM gymOCOMHbIM TEHOM, T.€. TCHOM, PaCIIONOXEHHBIM B
OIHOU W3 AYTOCOMHBIX (He TIONIOBBIX) XpoMocoM. JIOKYC 3TOro reHa
0003HayaeTCA JTaTUHCKOM OYKBOH I (OT CIIOBa «M30MeMarrIlOTHHOTEH» ),
a ero tpu atendg 14, IB u I° o6o3HavaoTca IS KpaTKOCTH, Kak A,
B u 0. Asresim A u B — KOMOMUHAHTHBI [10 OTHOWIEHUIO APYT X IPYTY,
1 00a JOMUHAHTHBI 110 oTHoweHno K anento 0. [Ipu couetanum pas-
JUYHBIX JUTee#l MOLYT 00pa30BaThCsl 4 TPYINH KPOBH, pa3inyaro-
1IUXCA MEXIY CO60M UMMYHOJIOTMYECKUMHU CBOMCTBAMH KaK SpUTPO-
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Taboauma V.1

Cea3p MeXAy reHOTHNOM H (eHOTHNOM rpynn KpoBH cuctemb ABO

Penorun
Tenorun Tpyrna kposy | AHTHTENA
CbIBOPOTKH
I°1 o) of|
IA 1A A(ll) B
e A(1D B
B8 B(I1ID) o
B B(Ill) o
14 I8 AB(V) 0

IIUTOB, TAK ¥ CBIBOPOTKH (Ta6u. V.1). DpUTPOLMTH CONEPXKAT AHTUICHEI
(aroilOTHHOIEHBl), @ B CHIBOPOTKE HAXOMWTCS BELIECTBO arrIIOTHHWH
(ot nart. agglutinatio — ckJieWBaHME), HA3bIBAEMOE AHTUTEIIOM.
OnpeneseHre TpyNIoBoi MPpUHAMIEXKHOCTH YeJIOBEKA IO CUCTE-
me ABQ ocywectrigerca mpy IPOBENEHUM peaklMW armTIOTHHAIIAN

Peaximsi Ha CHIBOPOTKY (YKa3aHHYIO cieBa)
SPUTPOLUTOB JAHHOU TPYIIIIbI

(puc. V.3).
I'pyrnei| AHTUreHbl | AHTUTENA
KPOBU | 3PUTPOLIU- | CHIBODOTKH
TOB
AHTH-A
0 0 AHTH-B
A A AHTH-B
B B AHTH-A
AB AB -

Puc. V.3. BzauMoneiicTBiE 3pHTPOLIMTOB HHAMBHAOB C TpynnaMu KpoBH 0, A,
B 1 AB c aHTUTETaMH CHIBOPOTKM (aHTU-A M aHTH-B)
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3HATB TPYIIIOBYIO TIPHHAMIEKHOCTE KPOBH YEJIOBEKA — HEOOXOIH-
MO€ YCITOBHE G€30I1acHOro MPOBEISHUS ITEPETUBAHMS KPOBH. TepMUH
«YHUBEPCATHHBINA qOoHOp» o0o3HauaeT juio ¢ O() rpymmoit Kposu,
TaK KakK €ro 9PUTPOLUTHI HE MOTYT ObIThH arTTIOTUHUPOBaHbI CBIBOPOT-
KO HM OMHOI'O PELUNUEHTA. «YHUBEPCATBHBINA PELUITUEHT» — UHIH-
sun ¢ AB(IV) rpymmoit KpoBH, CBIBOPOTKA KOTOPOrO HE MOXET arrjio-
TUHHPOBATH IPUTPOLIMTEL KAKOr'o-JTM0O JOHOpA.

Vv.5. IOJUTUBPUIHBIE CKPEHIMBAHUWA

OCHOBHbIE 3aKOHOMEPHOCTH, OTKpbIThIe I'. MenmenmeM, xacaiuch
HacJIeJOBAaHUS W pacHICTUIEHHS TOJBKO 110 OJHOM Tape aibTepHATHB-
HBIX IIPU3HAKOB (IIpY MOHOTMOpUIHOM cKpeinusaHun). Ha cremytoriem
srarre MeHaensi MHTEpecOoBal BOMNPOC, KAKUMU IIPU3HAKAaMM OyIeT
00JTanaTh IMTOTOMCTBO OT CKPEIMBAHMS POAMTEILCKHAX POpM, pasiuda-
IOIMXCSA ONHOBPEMEHHO HECKOJNBKUMH ITPH3HAKAMH.

I'uOpupl, MONYyUEHHRIE OT CKPEIIMBAHUS OCOOCH, pazTWJalolIMX-
¢Sl OMHOBPEMEHHO 110 IBYM I1apaM albTePHATUBHBIX TPU3HAKOB, HOCST
Ha3BaHHe AMruOpuIoB. PacCMOTpUM pe3yNbTaThl KJIACCHYECKOTrO OITLITa
MeHpnenst o TUruopuaHOMY CKpeIUBaHHIO.

s ckpelBanust OBUTH OTOGpaHBl pacTeHMSI, KOTOPHIE MMEITH TJTajl-
KHE XEJIThIE I'OpOIIHHBI (00a IMpH3HAKA JOMWHAHTHbBIC), U PACTEHHS C
MOPIIMHUCTHIMU 3€JIEHBIMU TOpoIIMHAMU (00a MpH3HaKa PereccuB-
Hele). CoIIacHO MEpBOMY 3aKOHY BCE ITOTOMCTBO OBLIO €AMHOOOpa3-
HO: TUTMOpHUIHBIE paCTeHHS JaBAIM TOJIBKO ITIANKHUE XEJITHIE CEMEHA.,
B mmoroMcTBE OT caMOOITBUIEHHA 15 IUIrHGPUIAHBIX pacTEHMIA ObUIO TTO-
JIy4eHo 556 ropomyH: U3 Hux 315 rmankux xKertelx, 108 rmankux semne-
HBIX, 101 MOPIIMHUCTHIX XKEJNTHIX U 32 TOPOINMHEI GBUIH MOPIIAHUC-
ThIE 3€JIEHBIE. DTO COOTHOIICHKE GIM3KO K COOTHOWIEHUIO 9:3:3:1 u
OTpaxaeT OTHOCHUTENIBHEIE YaCTOTh 4 KTaccoB (heHOTHITOB.

Ilpu aHamM3e 1Mo KAXAOMY IMPHU3HAKY B OTIHCIBHOCTH (TONBKO TI0
(opMe WK TONMBKO TI0 OKPACKE) paciielUieHue ru6punos B F, coor-
BETCTBOBAJIO COOTHOIIEHMIO 3: 1.

IIpocnenuM paciieIieHHe TI0 NMPHU3HAKY GopMbl ceMsiH. Dmamkumx
roporH 6suto 315 + 108, uro cocraBmino B cymme 423 rmankux. Mop-
LIMHUCTRIX ropoutyH 6s010 101 + 32, yro cocrasmno 133 cemsn. OTHO-
meHue 423 K 133 6p010 OIM3KO0 K YK€ M3BECTHOMY oTHoleHuto 3:1. To
K€ caMOE OTHOIIEHUE ObUIO TIONYYECHO MPH aHAIU3E PACIIEIUICHHS 110
TIPU3HAKY OKpacKW. ZKEeNThIX ropoIIMH BHE 3aBUCUMOCTH OT UX (hopMEI
6nUT0 416 (315 + 101), 2@ KOJTUYECTBO 3€NEHBIX COCTAaBWIO 140 ropolnvH
(108 + 32). OTHomeHWe TakXe OM3Ko K 3: 1.

IToydeHHBIE pE3YIbTAThl CBUACTETECTBOBAIN, YTO PACLIEIUIEHHE 110
KaXaoi mape ajuleei mpd OUTHOPUAHOM CKpEIIUBAHMU IMPOHCXOIUT
KaK JIBa HE3aBUCUMBIX COOBITHSA. TakiM o0pa3oM, COOTHOIIIEHHE (HEHO-
TUITOB TTPH JUTHOPHIHOM CKPEIIUBAHMH IIPEACTABISAET COOO0M PE3YILTAT
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CITYYaWHOTO MM HE3aBUCUMOTI0 OOBCTUHCHUS PE3yIbTATOB IBYX MOHO-
THOPUIHEIX CKPEUIUBAHMN. DTOT BBIBOL OTPAXAET CYLIHOCTH TPETHEro
3akona Menzens — 33aKOHa He3ABUCUMOro KOMOMHAPOBAHMA F€HOB.

OG60o3HaYNB TOMHHAHTHBIN aJUIE/b, OMPEACIISIOLIMIA KEJITYIO OKpac-
Ky, 6YKBOIl A M periecCUBHBIA aJieNlb, ONPENC/AIONINI 3€JIEHYI0 OK-
packy, 6ykBoii a, 6ykBoil B — HOMUHAHTHBINA amiesb, KOHTPOJIUPYIO-
Wit pa3BUTHE MTankoil GOPMBI TOPOLIMHEL, U COOTBETCTBEHHO peLec-
CUBHBIH a/U1eNTb, KOHTPOJMPYIOIIMI PAa3BUTHE MOPIUMHUCTON (DOPMEI,
OyKBOit b, IMrHOpUIHOE CKpEelIHBAHUE MOXHO 3aIIHCaTh CJIeIYIOLIAM
ob6pasom (puc. V.4).

st Toro 4ToOBI IPeACTaBUTE QEHOTHIIHYECKHUE U TCHOTUITNYECKHE
KJIACCHl TIOTOMKOB AUTHOPUIOB TIEPBOTO MOKOJICHUS, BOCIIOIL3YEMCSA
TaK Ha3bplBaeMoii peuieTko# [leHHeTa, KOTOpas MO3BOJIAET YCTAHOBUTE
BCe BO3MOXKHEIE COUETAHMS MYKCKUX M KEHCKUX raMeT (Ttabi. V.2).

Jlerko y6enutecs, uto 9 u3 16 (t.€. 9/16) TeopeTHYECKM OXMIAEMBIX
MOTOMKOB HMEIOT OMHOBPDEMEHHO JBa JOMUHAHTHBIX TIPU3HAKA (XKET-
ThIC DJIAJKAE N'OPOINHHEBI — XT); 3/ 16 — JOMWHAHTHBIH U pEIECCUBHBIA
MPU3HAK (KEJTBIE MODUIMHHUCTEIE — XKM); 3/ 16 — PELUECCUBHBINA U NO-
MUHAHTHBI TIPU3HAKU (3€IEHBIE TTagKue — 3r) U !/1¢ 9acTh MOTOM-
KOB HWMeeT OMHOBPDEMEHHO NIBA DEIIECCHUBHBIX NMPU3HAKA (3€JIeHble U
MODIUMHHUCTEIE — 3M).

IIpn aHanu3e TeHOTHUIIOB 110 pemieTke [TeHHEeTa MBI OOHAPYKMBAaEM
9 pa3TUYHBIX KJIACCOB B COOTHOIEHUN 1:2:2:4:1:2:1:2:1.

Pacuienmnenue B8 nurubpuaHoM ckpeimiuBaduy B F, o dpeHoTHIIy U
TEHOTHITY MOXHO ITOJYUHTb, IIEPEMHOXKASA OTHOCHUTENBHBIE YACTOTHI
OTHENBHBIX (PEHOTUIIOB WIH OTAETBHBEIX T€HOTUIIOB, TIOCKOJIBKY TE€HHI,
KOHTPOJIHPYIOII[Me PA3BUTHE PAIMYHBIX PU3HAKOB, HACIETOBAITHCH
He3aBUCUMO JPYT oT Ipyra. [1o XKaxaoMy U3 He3aBUCHUMEBIX PU3HAKOB
(oxpacka TOpOIIMH U XapaKTepUCTHMKA UX MOBEPXHOCTH) OTHONIEHUE
4yacToT, Kak ObIIO paHee MoKaszaHo, cocTaBisteT 3: 1. Torma, mepeMHo-
xast (3x:13) Ha (3r:IM), momyyaeM 9xr:3xM:33r: 13M, 4YTO TOYHO
COOTBETCTBYET JaHHBIM peletky [lenHeTa.

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

Puc. V.4 Cxema qurnOpuiHOro CKpeliBaHK s

Tubpuab nepBoro nokojieHus eaMHooOpPa3HbI Kak 1o heHOTUNy, TaK ¥ 110 FeHOTHITY
OHHU 06pa3yioT raMeThl YEThIipeX pasIUYHbIX TUITOB — AB, Ab, aB, ab
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Tabauua V.2
Pacuennenne no ¢evornny u resoruany B F, npa qaruGpuanom
CKpelHBaHAn
Favers
AABB AABb AaBB AaBb
Kentsliz Kentolit KenTerit Kentoli
I'nagkuit I'magkuit I'magknit Imagxkuit
AABb AAbb AaBb Aabb
Kerroit Kentoiit KenTotit Kemrorit
I'magxuit M oplLIMHUCTHIN Tnagxuii MopimHUCTEI
AaBB AaBb aaBB aaBb
KenTolit Kenreiit 3eneHslit 3eneHbli
I'nankuit Cnankuit Tnankuit Tnaaxuit
AaBb Aabb aaBb aabb ,
Kentoiiz Kenrbiit 3eneHslit 3eneHsli
nagxuii MopIIMHUCTHI! Tmagkuin M opiiMHUCTHII

3Has, 4TO HPU MOHOTUODUIHOM CKPEIIMBAHUM paCIHeTUIEHHE I10
TEHOTHITY COOTBeTCTBYeT 1AA. : 2Aa : 1aa st omHoli naps!l U 1BB:2Bb: 1bb
JUISE IPYTOit, MOXHO NOACYUTATH YACTOTHI, I BEPOSATHOCTH, TeHOTH-
MOB Pa3JIUYHBIX KJIacCOB. BEpOSTHOCTH reHOTUIIOB COOTBETCTBYIOT:
AA — 1/4, Aa — 1/, aa — 1/4; BB — 1/4, Bb — ! /5, bb — 1/4. Hanpu- |
Mep, OTHOCUTENbHAsA YacToTa reHoTHna AABB paccuuteiBaercs my-
TeM TePEMHOXEHHUS BeposTHocTel /4 AA x 1/4BB = 1 /16 AABB, mna
AABD — 1/4AA x 1/,Bb =1 /g unu 2/16, AABD. Tem xe nyTem nonyyaem
pacrnpefenieHUe BCEX OCTATBHBIX PATUYAIOTIMXCS 110 TeHETHYECKOH KOH-
CTHTYLIMH KJIACCOB Oco0eil B oTHOIMEeHWH 1:2:2:4:1:2:1:2:1, 4ro Tak-
e MOJTHOCTBIO COOTBETCTBYET JAHHEBIM pelleTKH ITeHHeTa.

ITocTynas aHaIOrMYHBIM 06pa30M, MOXHO NPEICTaABUTDL PE3YIBTA-
TBI pACUIETUIEHUS 110 QEHOTUITY M FeHOTHUITY I TPUTHOPHUIHOIO CKpe- w;

WIMBAaHUA, KOTIa POTUTEIBCKUE QOPMEI Pa3IMUalOTC 1O TpeM Hesa-
BUCHMEBIM NIPHU3HAKaM ¥ B Fy 00pa3yioTes TPHIHOPHILL. DKCIIepUMeH-
THI NTOKA3bIBAIOT, UTO IIPU TPUTHOPUIHOM CKpEIIUBAHUM pacliernJie-
uue B F, no ¢penoTuny maeT § pasIuyHBIX KIACCOB 0COGEi B COOTHO-
meHUH 27:9:9:9:3:3:3:1, a pacuieTuieHUe o TeHOTHITY AaeT 27 pas-
JIMYHBIX KIIACCOB.

ITono6HBIM 00pa30M BO3MOXEH pacyeT BePOATHOCTEH (PEHOTUIIN-
YeCKHX U FeHOTUITMYECKMX KIIacCOB [UTS JII0OOTO MTOTUTUOPHIHOTO CKpe-
umBaHus (Tabm. V.3).

B o61em B 3TM COOTHOUIEHUSI MOXHO BBIPA3UTh IIPOCTEIMU (HOP-
MYJIaMU; YUCIIO (DEHOTUIIUYECKUK KJIACCOB PABHO 2%, TIe «2» OTpaxaeT
[MAPHOCTB AJUIENeH, a [MOKa3aTeNlb CTENEHH «» — YUCIIO HE3aBUCUMBIX
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Tabauua V.3

CootHomende ¢GeHOTHNHYECKHX H FeHOTHIMYECKHX KIaCCOB BO BTOPOM
NOKOJIEHHH MPH MOHO-, JA-, TPA- H NOTHIrHOPUAHOM CKpenuBaHAH

Bz cxpempmatH ?::gs Yucno xnaccos
no deHOTHUNTY 10 TEHOTUITY
MoHorubpunHoe 1 2t=2 3I=3
HurubpunHoe 2 2 =4 3¥=9
Tpurubpuntoe 3 23=38 3¥=27
ITomurubpunHoE n 2" 3"

reHoB. YMcro reHOTUITHYECKUX KJIACCOB PaBHO 3", rlle OCHOBAHHUE CTE-
MEHU «3» — YHUCIIO MEHOTUIIMYECKMX KJIACCOB IMPM MOHOTMOPUAHOM
CKPEIIUBAHMY, a TTOKA3ATENb CTETICHN «N» — YHUCJIO T'CHOB.
OyeBMAHO, YTO B OCHOBE IPUBEHCHHBIX (POPMYJ JIEKAT 3aKOHO-
MEDHOCTA MOHOTMGpUAHOro ckpewnBaHus. OHU CIIpaBEIJIMBBI JUIA
MoOGOro ymcia reHos, HO HE TIPEBBILUAIOINNX TATUIOUIHOE YUCITO N.
BaxHo OTMETHTh, YTO 3aKOHOMEDHOCTHM, OTKDBITHIE MEHIENEM,
peaTu3yIOTCA 1IpY aHamM3e GOJBIIOrO KOJTMYECTBA OCOOCH, ITOCKOIBKY
Maloe KOJMUYECTBO B IOTOMCTBE IMOPHAOB (HAIpHUMep, JeTH OXHOM
CEMBbH) MOXET JaBaTh OTKJIOHEHUA OT TOYHOI'O COOTHOIIECHMST OXUaa-
€MBIX KJIACCOB paCIUCIUICHMA B CHITY CIyYalHBIX COOBITU.
I'ubpumosorydeckuit aHanmu3, pa3paboTaHHBII MenneneM, 1 pe-
3YJILTATHI, TIONYYCHHBIE HA €10 OCHOBE, 3aJIOXWIM KOHIENIHIO PyH-
MAMEHTATBHOIO IMOHATHA MeHEeTUKHA U OMOJIOTMM B LIEJIOM — IOHATHE
reHa. B rrocnennue gecatwieTuda XIX B. ObLTM 0GHAPYXEHBI XPOMOCO-
MBI, OIUCAHBI MUTOTUYECKOE M MEMOTUYECKOE NEICHUS KIETKU. Tem
He MeHee He ObUIM M3BECTHBI MaTepHAIBHBIE HOCUTEIN HACIECACTBEH-
Holt uHopManuu. TONBKO MOCIe TOro Kaxk 3akKoHbl Menaenst Gwiu
OTKPHITH BHOBB B 1900 r., comocTaBiaeHne MEHICICBCKOrO pacIier-
JIeHUSs TIPU3HAKOB ¥ PACIIPENEICHUA XPOMOCOM B MEHO03€ ITO3BOIUIIO
CIENTAThH OKOHYATETBHEIA BBIBOJ O TOM, YTO UMEHHO XPOMOCOMEI SIB-
JIAI0TCA HOCUTEMAMI TeHETUYECKON MHMOpPMayu. DTUMU COOBITHS -
MY 03HAMEHOBAJIOCH HAYANIO HOBOT'O HAYYHOI'O MEPUOIA PA3BUTHS Te-
HETHKH, a HaGIIOASHUSI M BBIBOABI MeHNEnd U B HACTOSMIIEE BpeEMs

COCTaBIAIOT Ba)KHCﬁHIYIO r1aBy y4€HUA O HaACIICACTBCHHOCTU U USMCH-
YHUBOCTH.

V.6. BBAUMOJENCTBHUE TEHOB

B npenwinyiiiemM pazaesne Mbl pACCMATPUBAIHA 3aKOHOMEPHOCTH MEX-
AJUIETBHEBIX B3aMMOOTHOLIEHU, T. €. B3aUMOOTHOLICHUI MeXIy aie-
JIAMM OMHOTO U TOIO Xe reHa: JOMUHUPOBAHUE, HEITOIIHOE JOMUHHUPO-
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BaHHE, KONOMHHHPOBAHWE, CEPHIO MHOXECTBEHHBIX aleneit. OnHaxko
GoJIBIIOE KOMHYECTBO IIPpU3HAKOB (POPMUPYeTCS MTPU YYaCTUM HeCKOMb-
KHX reHOB, B3aUMOZEICTBHE KOTOPBIX CYIleCTBeHHBIM 00pa3oM OTpa-
XaeTcsl Ha 0coOeHHOCTSIX (PeHOTUITA U IIPUBOAMUT K OTKIOHEHHIO OT
MeHIeJIeBCKOM 3aKOHOMEPHOCTH pacuieiuieHus GeHoTHmoB. OnMUcaHo
HECKOJIBKO THITOB B3aUMOIENCTBUS HealTeIbHBIX IeHOB. KOMHAECMEH-
mapHocmb, MUCMA3 WU NOAUMEDUS.

KoMniemenTapHocTh — B3aUMOJENCTBUE HeaJUleJIbHBIX T€HOB, KO-
TOpBIe OOYCIOBIMBAIOT Pa3BUTHe HOBOrO IPU3HAKA, OTCYTCTBYIOLIETO
y ponureneit. [IpiMepoM KOMIUIeMeHTAPHOIO e fiICTBUS ¥ UeIOBEKA MOTYT
CIYKWUTH CIyYad, KOTHa y IJYXUX POOUTeNeil POXIAIOTCS IeTH ¢ HOp-
MAaJTbHBIM CITYXOM.

Pa3BUTHe HOPMAJILHOIO CITyXa HAXONUTCS IO TeHeTHIe CKMM KOHT-
poJieM JecATKOB pPa3jiMYHBIX HealIeIbHBIX F€HOB, TOMO3ZHIOTHOE pe-
1{eCCUBHOE COCTOSIHHE OJHOIC U3 KOTOPEIX MOXeT [IPUBOIHTE K OTHOMN
13 POPM HACTeICTBeHHOM IMyXOThl. Takux (popM y 4eJTOBeKa H3BeCTHO
6omee 30. Ecimu onyu U3 ponuTeseit siBNisieTCs TOMO3UTOTON TTO peliec-
CHBHOMY TeHy aa (puc. V.5), a Ipyroii — roMo3HroToi TI0 JpyroMmy
pelieCCUBHOMY TeHy bb, TO BCe Mx HeTH OYRYT IBOWHBEIMU reTepo3Uro-
TaMH Y, ClefOBaTeJIbHO, CABIIMALIMMH, TTOCKOIbKY TOMHHAHTHEIE aJi-
JleJTi OYAyT B3aUMHO MOIIOTHATS ApYT apyra (cM. puc. V.35). Takum obpa-
30M (HOpPMHUDYeTCS HOBBIM TI0 OTHOIIEHHWIO K DOTUTENIAM MPHU3HAK —
HOPMAJILHBIHN CIIyX.

Dunrcra3 (OT rped. epi — HAN + stasis — IpemsATCTBHE) — B3aUMO-
JeMCTBHe HeaJUleIbHBIX IeHOB, IPU KOTOPOM HabiomaeTcs Mogapie-
HHe TIPOSIBJIeHHs OHOTO TeHa JelCTBHEM IPYroro, Hea ZIENLHOTO IreHa.
TMonasnsronmit TeH Ha3bIBAETCS I'eHOM-CYIIPECCOPOM, a ITONaBISIEMBIH —
TUITOCTaTHYeCKUM reHoM. [To-BUIMMOMY, NeiiCTBHE reHa-CyIipeccopa
Ha ITOJABISEMBI reH CXOOHO ¢ MPUHIMIIOM JOMHHAHTHOCTE — pe-
neccuBHOCTh. Ho cyluecTBeHHOe pa3janWyée 3aKII0YAeTCSI B TOM, YTO
9TH IreHBl He SIBJISIOTCS ATACIBHBIMU, T. €. PACTIONOXEHEl B HETOMOJIO-
TUYHBIX XpOMOCOMAX WIH 3aHHMAIOT Pa3iIWdyHEBE JIOKYCHI B TOMOJIO-

P aaBB x AAbb
Tnyxoit Tiryxas
MYXUUHA KeHIIUHA
TI'amernt aB Ab
F1 AaBb
PeGeHok ¢ HOpManbHBIM
cIyXoM

Puc. V.5. Cxema, mosiIcHAI01aA BO3MOXHOCTb POXICHUS IETEH C HOPMAIbHEIM
CJIyXOM Y TIIYXMX POSHTENCH ¢ PA3NTMYHBIMUA FeHETUYECKMMHM (DOPMaMH IITYXOThI
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TUYHBIX. Pa3nuyalor AOMUHAHTHBIN H PEIIeCCUBHBIN armucTas. [1pu mo-
MVHAHTHOM 3ITMCTa3¢ JOMUHAHTHbBINA aJljIeNb T'eHa-CyIIpeccopa ImoaaB-
JISET TIPOSABICHUE JOMAHAHTHOIO AJUIENIS APYTOro rHIIOCTaTHYECKOTO
reHa. [Ipy periecCHBHOM 3IMCTa3e, WIM KPUIITOMEPHUH, PEILIECCHB-
HEIH aJuIeNb TeHa-cympeccopa, Oyaydd B TOMO3MIOTHOM COCTOSHHH,
HE JaeT IPOSBUTHCA NTOMUHAHTHOM WX PEIIECCUBHBIM aJUleNIIM Ipy-
THX TE€HOB.

TTpuMepoM perrecCUBHOTO 3ITUCTa3a Y YETOBEKA MOXET CITYKHUTH TaK
Ha3bIBaeMEI GoMOeiickuii (eHOTHIT, Korma MHAUBHI, UMEKIIUH 10-
MWHAHTHBIN aJUiesnb rpyminsl KpoBu cuctemsl ABQ (Hanpumep, asiens
B, ompenensromuit npuHagIeXHOCTE yenoeka K 111 wnu IV rpym-
re), UACHTHDHUIMPYETCS B peakKIliM arrjIOTMHAIIMK KaK YeI0BeK ¢
0(I). D10 cocrossHMe BOZHUKAET B PE3yabTaTe TOTO, YTO JAHHBINA WH-
JUBHU] SBISETCS PEIeCCUBHOI roMo3uroTol (hh) mo mpyroii, Hexe-
1 cucreMa ABOQ, renetuueckoit cucreme Hh. s peanvsanvu ayvie-
neit I* u IB HeoGXoaMMO TIPUCYTCTBHE XOTA GBI OMHOTO JOMMHAHTHOTO
awtensa H.

Iloanmepusa (oT rped. polys — MHOIO + mMeEros — YacTh) — BHI
B3aUMOAEHCTBUSL, KoTaa 3(hdeKTh HECKONMbKUX HeaJUIeJbHBIX TEHOB,
OIPENENAIOIMX OMUH U TOT X€ MPU3HAK, IIPHUMEPHO OMUHAKOBHI. [To-
[OOHBIE TPU3HAKU IMOMYYMJIM HAa3BaHUE KOMMYECTBEHHBIX, MJIM IIO-
JIUMEPHBIX [TpU3HaKOB. KaxK rpaBuiio, crerneHb MpogBaeHUs MOJIUMED-
HBIX [IPU3HAKOB 3aBUCUT OT YMCJIa JOMUHAHTHBIX TeHoB. Hacnemona-
HUE ITOJIMMEPHBIX IPU3HAKOB OBUIO BIIEpBHIE OMMMCAHO MIBEICKUM TeHe-
tuKOoM I'. Hunbcon-Bne B 1908 r. TIpoBoas cKpeuipBaHue pas3iaqd-
HbBIX QOpPM MIIEHULH (C KPACHBIMM W O€IbIMU 3€pHAMU), OH Ha-
Gnronan pacuiervieHue B F, IMPU3HaKa OKpacKv B OTHOUIEHMH: 15/1¢
OKpaweHHbIX U /16 Genbix. Cpeau OKpallIEHHBIX 3€peH OH HabIonan
BCe Iepexombl — OT MHTEHCUBHO OKPAIIEHHBIX A0 ¢J1abo OKpallleH-
HBIX.

AHanu3 0coBeHHOCTE! pacnieIUieHUs IT0Ka3ad, 4TO B JAHHOM CJIy-
Yae OKpacCKy 3epeH ONpenesioT nBa JOMUHAHTHbBIX ajUIeNsa ABYX pas-
JIMYHBIX T€HOB, a2 COYETAHMUS UX PELIECCUBHBIX aJUIeNIeH OINpenessaior
OTCYTCTBHE OKpacKM. ITOCKONBKY MONMMEpPHEIE TeHbl MMEIOT OHO-
HalpaplIeHHOoe AeiCTBUE, UX, KaK ITPaBWIO, 0003HAYAIOT OJHHAKO-
BBIMM OyKBamMu. TakK¥M 00pa3oM, UCXOIHBIE POTUTEILCKIE (POPMBI
UMENH TEHOTHUITB A A AA, U 2,2,3,3,. Hamuuue Bcex yeThIpex JOMU-
HAHTHBIX aJUIeNedl ONpenesnsio CaMyl0 MHTEHCUBHYIO OKpAacKy, Tpex

) NOMUHAHTHBIX ajUtenei (Tumna A;A;Aa;)) — MEHee HHTEHCHUBHYIO OK-

packy 4 T.1.
TTprMepoM MOMMMEPHOTO HACIENOBAHUS y YeIOBEKA SBISIETCS Ha-
CJIeIOBAHME OKPACKM KOXHBIX TTIOKPOBOB. B 6pake MHAMBUIA HETPOU-

i HOH pachl (KOPEHHOT0o XUTead ADPUKH) ¢ YepHOM OKPAcKOM KOoXHU U

TIPENCTaBUTENEM €BPOITEOUTHOM PAchl ¢ OENIO KOXel AETH POXIAIOT-
Cs C TIPOMEXYTOYHBIM LIBETOM KOXH (Mynatsl). B Gpake IByx My/1aTroB
TIOTOMKHM MOTYT 00MajaTh JI000W OKpacKoid KOXH: OT YepHOM 10 Oe-
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JIOM, TIOCKOMBKY TTMTMEHTALVA KOXH 00YCJIOBIeHA IeHCTBHEM TpeX WK
YeThIpeX HeallJieIbHBIX TEHOB. BiHsHHe KaX/I0ro U3 3TMX TeHOB Ha OK-
pacKy KOXH IMPHMEPHO OMMHAKOBO.

TTonmMepHoe HAacAEMOBaHUE XapaKTCPHO U TaK HA3BIBACMBIX KO-
JIMYECTBEHHBIX IPU3HAKOB, TaKMX, KaK POCT, BeC, OKPACKa KOXHBIX
IOKPOBOB, CKOPOCTh IPOTEKAHWSA OHOXUMHUYECKUX peaKIIui, apTepH-
aJlbHOE JIABJIEHHE, COMIEPKAaHHE caxapa B KPOBH, OCOOCHHOCTH HEPBHOM
CHCTEMEI, YPOBEHb MHTEUIEKTa, © MHOTHX JIPYTHUX, KOTOpHIE HEJb3d
Pa3IOXUTh Ha YeTKue deHoTurmmyeckue Kinaccsl. Yem Gonbliiee 4UCIO
HeaJJIENbHBIX TEHOB KOHTPOJIHWPYIOT Pa3BUTHE KONMYECTBEHHOrO TIpH-
3HAKA, TeM MEHEE 3aMETHH IIepeXobl MEXTY (PEHOTUIIMYCCKUMH Kiac-
CaMH.




I'/TABA VI. HACGIEACTBEHHOCTD
N N3MEHYUBOCTD

HacneacrBeHHOCTL M HK3MEHYMBOCTH SIBIISTIOTCS BAXHEHIIUMHA (PAKTO-
paMH 3BOJIOIINH BCETO XKUBOro Ha 3emiie. [10n HACHeICTBEHHOCTBIO TT0-
HUMAIOT CBOMCTBO OPraHM3MOB 0GeCIeYnBaTh MaTepUATTbHYIO U (DYHK-
IIMOHATIBHYIO TIPeeMCTBEHHOCTh B PSINy ITOKOJIEHMI, a TakXe ompene-
JISITh YHUKAJIBHBIA XapakKTep WHIWBUIYATLHOIO Pa3sBUTUSA B Crieriu®pu-
YecKHX YCIOBUSIX Cpelbl. SBIeHKs HAC/IEACTBEHHOCTH M U3MEHUYUBOCTH
JIEXKAT B OCHOBE BCeX XU3HEHHBIX TiposniieHuil. HacneacTBeHHOCTE 06ec-
TIEYNBAET CXOACTBO MOP(ONOrHYECKMX XapaKTEPUCTHUK, MEXaHH3MOB
PasBUTUSA 1 XN3HEAESITeNbHOCTH, a CTPYKTYPHO-(PYHKLIMOHATIBHOE pa3-
HooGpa3ue ocobeif MoOoTro BIUAa 3aBUCHT OT IPYroro QyHIaMeHTaIBHO-
TO CBOMCTBA XXHUBEIX OPTaHH3MOB — U3MEHYMBOCTH.

ITon H3MEeHIHBOCTBIO TIOHMMAIOT CBOMCTBO XUBHIX OPTAHU3MOB TIPH-
00peTaTh B MPOLIECCe WHAWBUAYAILHOTO Pa3BUTHs (OHTOTEHe3a) HO-
Bele MOp(O-PYHKIIMOHANBHbIE NMPU3HAKM M OCOOEHHOCTH, OTAM4a-
oLIuecd OT POAUTENBCKUX.

VI.1. TUIIbI NIMEHYUBOCTHU

C 9BOIOIIMOHHONW TOYKM 3PEHHST Pa3IMyaloT ABa BUIa OMONOrHYe-
CKOM M3MEHYMBOCTH: IPYNNOBYI0 H3MEHYMBOCTh, 11O/ KOTOPOM NOHH-
MalOT pa3jinyusa MeXIy MONyISIUaAMUA, 3THOCAMYM WIW pAacaMH, M MH-
JOWBHAYAJIBHYI0 H3MEHYHBOCTD, T.€. PA3iM4Msi MEXKIY OCOOSIMM OXHON
rroryssiiiy. Ilprumepamu IpyIrmoBoi M3MEHYUBOCTH MOTYT CIIYXKHUTh pas3-
A4S B OKPAacKe KOXHBIX TTIOKPOBOB Y apWKAHIIEB W €BPOIIEI1IEB,
XapaKTep OBOJIOLIEHHS U CTPYKTYPH BOJIOC, pa3pe3 Iia3 ¥ MHOTHE APY-
I'He MPU3HAKHU, Pasinyalolue MpeacTaBUTeNe pa3IMyHbIX pac.

HWHnuBuayanpHass M3MEHYMBOCTH IOpasno Iupe rpynmnoBoit. OHa
BKJIIOYaeT BCE pa3nuuusi MeXIy KOHKPETHBIMM WHAMBMAAMH TIO Xa-
paKkTepy, TEMIIEpaMeHTYy, IIBeTy IJia3, HAJIMYUIO OTpPEeReNeHHOM IpyII-
TIBI KPOBU, OCODEHHOCTSM BHEIIHETO O0MHMKA, POCTY, TEAOCIOXKEHUIO
U T.mO

[Mporieccy, onpenensonie H3MEHIMBOCTb, HEOAHOPOMHBI. OqHuI
M3 HUX MOIYT NPOSBIATECA TONBKO B BUJIC BapyaMy IIPU3HAKOB, T.€.
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TOJIEKO KaK W3MEHEHMe PH3HAKA; IPYTHe 3aTParuBaloT TeHe THUECKH i
armapar.

CoOTBETCTBEHHO STOMY BBUIETSIOT gheHomunu4eckyro (HenacaeocmeeH-
HYI0) VI 2eHOmMunu4eckyro (HacaedcmeernHy0) U3MEHIHBOCTD.

VI.1.1. HenaclieacrBeHHass H3MEHIHBOCTD

Ilpu peHoTHITHYECKOH U3MEHYHBOCTH HACIEACTBEHHBINA MaTepua
B M3MEHEeHMs He BopjexaeTcsd. OHM KacaloTcd TOMBKO NMPHU3HAKOB WH-
IVBHUAA ¥ IIPOMCXOAAT Mo AeficTBreM (haKTOpPOB BHEIIHENR ¥ BHYTPEH-
Heit cpenpl. ITomoOHBIe N3MEHEHUS He TTepeaaloTCs 10 HACIEACTBY, JaXe
€CJIH OHM OOYCIOBJEHBI ITOCTOSHHEIM BO3AECHCTBHEM Ha NMPOTSDKEHUU
HACTOPUYECKH JUTUTENIHOTO BpeMeHu. HarnpuMep, y HEKOTOPHIX Hapo-
JIOB M3BECTHHI PHUTYaJIbl, CBA3AHHHE C HAHECEHNEM CHEeIM(pUIECKUX
TTOBPEXASHWNA: IMPOTHIKaHUE HOCOBOM IMEPETOPOAKH WM Ty0, yaale-
Hue 3y00oB (KIBIKOB), YPOJOBaHME CTYITHEH WAW KocTel yepena. Ilo-
IoOHBIE M3MEHEHHsI, XKaK M3BECTHO, He Hacaemylorca. Eciay n3MeHe-
HUA TIPH3HAKA ABIAIOTCA peakiueil Ha AelcTBHE OlpeaesieHHoro dhax-
Topa ¥ M0 BEIPAXEHHOCTH HE BHIXOAST 33 MPENe/isl HOPMBI PEaKIlWH,
TO TaKHe U3MEHEHUd Ha3bIBaloT Moduuxayuonrsimu. Hauboiee gerko
MoaudHKaIIMOHHAS W3MEHYHMBOCTh ITPOABNAESTCA KaK peakuud opra-
HU3Ma HA W3MEHEHHS (PAaKTOPOB CPEABl: HAMPUMED, reorpamdecKux
YCJIOBMI TPOXUBAHUA, THTEHCUBHOCTH COJIHEYHOM pafualivii, XapaK-
Tepa MUTAHWA U T. 1. MomuduKaiiMoHHasa U3MEHYMBOCTb MMEET afiall-
TUBHOE (IIPUCIIOCO0UTENBHOE) 3HAYEHHE. B Tex ciyyasx, Korja u3Me-
HEeHUsI MOSIBIISIIOTCA B PE3Y/IbTAaTE MEMCTBUS OOMBIIIOTO KOIWYeCTBa (haK-
TOpPOB, WX HA3bIBAIOT CAYYAUHBIMUY.

OnHuM ¥3 NMPOABAEHUI MOAVUDHUKAIMOHHOM U3MEHYNBOCTH SBJIS-
erca deHoMeH GeHOKOMUPOBaHUA. TepMUH «(heHOKONMsI» OBUT Npe-
JoXeH 1 0003HAYEeHUST IPU3HAKOB, GOJNIE3HEN MM MOPOKOB pa3BU-
THsA, BOSHUKAIIHUX IO BO3OEHCTBUEM OIIPENEAEHHBIX YCIOBUMA Cpe-
IBl, HO PeHOTHITNYECKH (KIMHAYECKH) IOX0XKHMX HAa TaKUe K& COCTO-
SHHS, 00YCIOBJIEHHBIE TeHeTUYECKUMH (paKkTOopaMu (MyTalMaIMM).

TakuM 06pa3oM, (beHOKOTHI — 3TO NMPHU3HAK, pa3BUBAIOIMMACS 11O
IeiCTBYEM CpenoBhIX (PaKTOPOB, HO JIMIIL KOITMPYIOLIMI HACTEICTBEHHO
00YCIIOBIEHHBIA IMPU3HAK.

Okpacka KOXHBIX IIOKPOBOB appUKAHIIEB XapaKTepH3YeTCsT BbIpa-
KEHHOI MUIMeHTaIue, naxe eCciay YeaoBeK He NToBEpraeTcs Bo3aeii-
CTBHIO CONMHEYHHIX My4eil. KoXa eBpormeiiiieB, Kak MpaBuiao, IMUTMEH-
THPOBAHA JIUIUG B CA00H CTETIEHH, HO CTAHOBUTCA CMYTJIOH IO Aeii-
CTBMEM COJTHEYHOro cBeta. TaKuM o0pa3oM, 3aropelibie, HO Hacjel-
CTBEHHO CBETIOKOXKWE WHAMBUIKI IPEACTABISIOT COO00IT KaK OBl «KO-
MMUM» TeHETHYECKH TEMHOKOXHX JTIOACH.

M3BeCTHO OouIbLIOE YUCTO KIIMHUYECKHX MIPHUMEPOB, WLTIOCTPUPY-
IOIIMX CUTYallNH, KOTIa OTIpeAeNeHHbII (PEHOTHUIT MOXET SBIISITHCS TIPO-
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& IIYKTOM KOHKPETHOTO T€HOTHIIA, 2 MOXET OBITh (heHOKOTIHE, T.€. pa3-
BHUBAThCS 107 AeticTBUEM (akTopoB cpenbl. HanipumMep, cnemnora, obyc-
f NOBJIEHHAsT IIOMYTHEHHWEM XPYCTaJIMKa I71a3a (KaTapakra), MOXeT ObITh
| BBI3BaHA MEXaHWYECKUMH IOBPEXIEHUSIMU, UIH NeHCTBUEM MOHU3M-
L PYIOLLETO U3JTyYeHHs, WIH B pe3yAbTaTe BHYTPUYTPOOGHOIO ITOpaKeHHsI
j BUpycoM kpacHyxu. Ho pa3sBuTie KaTapaKThl MOXET BbI3BaTh CIEIHDH-
I yeckuil TeH 6€3 KaKoro-JuGo JOMOMHHUTENBHOIO BHEIIHETO BO3IEii-
i CTBUA HA OpraHM3M.

CnaboyMuie MOXeT OBITh 00YCIIOBJIEHO CITEIIM(PITISCKIM e HOTUIIOM
§ (HarpuMep, TeHHOH WM TeHOMHO MyTallveil), HO MOXET pa3BUThCH
TP OTCYTCTBUM HoAa B parlMoHe pebeHKa WIH B Pe3ynbTaTe IIOBPEX-
k. TAIOLIEro BO3MEeACTBUS IIMTOMETAIOBUPYCHOM MH(eKIIMM Ha MO3T TUIoAa
§, BO BpeMs BHYTPUYTPOOHOIO Pa3BUTHS.

B HEXOTOPEIX CIyyasx MCTIOIBL30BAHHBIN TEPMUH OTPAXKAET JUIb Ha-
. IMYYe MPU3HAaKa U He HeceT HH(pOPMaLiMU O IIPUYMHAX €70 BOSHUKHO-
¥ BeHus. I3BecTHO, HATIpUMeD, YTO IIOHATUE «MUKporiedanus» (OT rpey.
f mikros — Maneni + kephalé — ronopa) BKTIOYaeT TaKue IpPU3HAKH,
b KaK YMEHBLIEHHBI pasMep 4epera ¥ rOJOBHOI'O MO3ra, YMCTBEHHas
[ oTcTanocTh U OrpeseeHHbIe HEBpoioruyeckue Hapyiuesud. Ho Mux-

§ HereHeTHUUeCKOl, ofycioenennol, HATIDUMED, PAHHUM HAPAUEHUEM Ye-
¥, PenHo-m03206biX We0g. B 000MX CIy4asiX MHOTHE KJIIMHUYECKIE TIPOSBIIe-
b Hug 6ynyT BecbMa cxoxu. OIHAKO TpY BHIGOPE METOMOB TTCUXOI0r0-
b T1e/TaTOTMYEeCKOH KOPPEeKILMM, Tepalldd, peabHUIMTAIIMM W afallTariu

b mTaHHOU ceMbe.

' CpopMUpOBaBILMECS HOBBIE IIPU3HAKK MOTYT CITYXHTh OCHOBOM UTS
Y, 9BOTIONIMY BUIA IIPU YCIOBUHM HMX HACHETOBaAHUA.

f  Eciu Obl Bce 4ieHbI BUJA ObLIM UIEHTUYHBI II0 KAKOMY-JIMO0 TpU-

"‘L \
A

¥ 3HaKy, TO OTOOP OTCYTCTBOBAJI, ITOCKOJIBKY He ObUIO ObI TOYKU IIPUIIO-
f XKeHUd ero neicTBus. fBneHUe U3MEHYMBOCTHU, TAKHM 00pa3oM, obec-
| ITeuMBaeT BO3MOXHOCTb ECTECTBEHHOTO 0T60pa. OHAKO UTS SBONIOLUH
| TpeOyeTca He TPOCTO U3MEHYMBOCTH, A Hacneoyemas u3mMen4ugoCms,

o VI1.1.2. HacieacTBeHHas M3MEHYNBOCTD

k leHoTHITMYECKAS U3MEHYMBOCTh B 3aBUCHMOCTH OT MMpHAPOABI KJie-
TOK TIOAPA3NCAACTCSI Ha 2E€HEPAMUGHYIO (HSMCHCHHH B HaCJACOCTBEH-
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UsmenunBOCTH

[ @enornmeckan |

I'eHoTHITMYECKAS

monmmmunom{aal {Cnyqafma;ﬂ B reHepatHBHBIX | | B coMaTHYeCKMX
KJIETKAX KJIETKAX

&MGHHHTHBH&HJ lMy’rauHOHHaﬂ |KDM6HHZITPIBH&;| IMWEHHOHHEJ

Puc. VI.1. Knaccudukauus BUAOB K3MEHYUBOCTH

HOM aIllapare raMeT) U comMamuyeckyro (U3MeHEHUsI B HACIEACTBEH-
HOM arnapare KJIETOK Tena). B paMKkax reHepaTUBHOU U COMaTHYECKONH
W3MEHYMBOCTH BBIAEAAIOT 1) KOMOMHATUBHYIO U 2) MYTAIMOHHYIO
H3MEeHYUBOCTE (pHc. VI.1).

Kombunamuenaa uamer1ueéocms BO3HUKAET B TEHOTUIIAX ITOTOMKOB
BCJIENICTBHE CIIyYafHOM TiepexoMOHHaIy aypieneit. CaMu reHBl 1IpH 3T0M
HE U3MEHAIOTCS, HO TeHOTHITH POIUTENe U JeTei pa3nuaHbl. KoMou-
HATHUBHAsl U3MEHYUBOCTh BO3IHUKAET B PE3YIbTaTe HECKONBKUX TPO-
1IECCOB:

a) He3aBHCHUMOI'0 PAaCXOXIEHHS XpOMOCOM B IpoIlecce Meio3a;

6) pexOMOUWHAIIUM TEHOB [P KPOCCHUHTOBEPE;

B) CIYYallHOM BCTPEYM TaMeT IpU OIUVIOAOTBOPEHUH.

KomOvHaTHBHAs U3MEHYMBOCTE ABNAETCS [MIABHBIM HCTOYHHKOM Ha-
OJII0JAEMOI0 TEHETMMECKOIo pasHooOpasud. M3BecTHO, YTO B TeHOME
YeNoBeKa CoIepXXUTC IMpUMepHO 30— 40 Thic. reHoB. OKOJIO TpeTU BCex
reHOB UMeloT 0oJlee YeM OIWH aJUIENb, T. €. SIBTSTIOTCS TOTHMOPQHBIMH.
OnHaxo gaxe NMpY HAJTHYHM JIAIIL HEGOIBIIIOTO YMCIA JJOKYCOB, conep-
XKalMX TO HECKONBKY UTeNelf, TOJMbKO TIpH PeKOMOMHAIMU (BCNEn-
CTBHIE MIEPEMEIMBAHNS FEHHBIX KOMITJIEKCOB) BO3HUKAET KONOCCAJIBHOE
MHOXECTBO YHUKAIBHBIX T€eHOTHUIIOB.

Tax, Toneko npu 10 reHax, cogepxanux 1o 4 ayuens Kaxisii, Teo-
PETUYECKOE YHCII0 YHUKATBHBIX TUITJIOMAHBIX TeHOTUIOB cocrasmuser 10
MWIIHapIoOB!

TTockoNnBKY OKOJIO OAHOH TPETH '€HOB B FTEHOME Y€JIOBEKA SBISIOTCS
NoAUMOPOHEIMU, TO TOJBKO 33 CYET PEKOMOMHAIIMM CO3MAeTCd HEHC-
yepliaeMoe reHeTU4ecKoe pa3HooOpasue yenoseka. B cBoio ouepens He-
MMOBTOPHMOCTh TeHETUYECKOH KOHCTHUTYLIMM BO MHOIOM OTIPENessieT YHI-
KIBHOCTh ¥ HEMOBTOPUMOCTE KaXKIOro 4eJoBexa.

MyTtaungonHas H3MEHIMBOCTbL OOYCIOBIEHA Mymayusamyu (OT JnaT.
mutatio — U3MEHEeHUe, NepeMeHa) — YCTOWYMBBIM MU3MEHEHHEM Te-
HETUYECKOTI0 MaTrepuaia ¥, KaK CIENCTBUE, HACIEAYeMOro MpH3HaKa.
[TepexonHbiX (GOPM U3MEHYMBOCTH TI0 CPABHEHHIO C UCXOTHBIM COCTO-
SHUEM He HalmomaeTcs.
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VI.2. MYTAI'EHBI

IIpyyrMHaMy, BRI3BIBAKIUMMHU MYTAlMH (HapylIEHHWs CTPYKTYPH
T€HOB, CTPYKTYPBI XPOMOCOM WJIM MU3MEHEHUS UX YMCAA), MOTYT OBITh
paznmudHele dakTopsl (puc. VI.2). Mx 0603HayaloT KaK MyTareHsl (OT JiaT.
mutatio 4+ genos — MPOUCXOXICHHUE).

ITo MpoHcXOXKOEHWIO MYTAarCHBI MOXHO PA3fIENNTh Ha:

3K302eHHble. VIX 60NbIIMHCTBO. K HUM OTHOCATCS MHOTHE (DaKTOphI
BHEIIHEN Cpelbl;

3Hdozerubte. OHH 00PA3YIOTCS B TIPOLIECCE XXU3HEACSITEIHPHOCTH Opra-
HHU3Ma.

[To npupone BO3HMKHOBCHHS Pa3THYalOT: QU3MYECKUE, XMUMHYE-
cKHe U OMOJIOrHYeCKHUE MYTareHBbL.

K gusuneckum mymazernam OTHOCSITCS:

a) MOHH3MPYIOLUKE W3NydeHUs (Hanpumep, o-, B-, y-U3Iy4eHMs,
PEHTTCHOBCKOE M3JIyYCHHE, HEUTPOHBI);

6) paMOaKTHUBHBIC 3JEMEHTHl (HAlpUMEpP, Paluii, paloH, M30TO-
bl KaJIUs, yIJiepoaa U T.J. KaK UCTOUHUKM MOHU3MPYIOIETO U3JIyde-
HUS);

B) yJabTpaMONECTOBOE M3JTyYCHHUE;

) Ype3MEepHO BBICOKAs WAM HU3Kasi TEMIIEPATYpa.

Xumuneckue mymazens: — caMasi MHOrOYMCIIeHHas Tpynna. K HUM
OTHOCSTCS:

a) CUWIbHbIE OKMCIMTENM WM BOCCTAHOBUTENM (HArpuMmep, HUTpa-
TBI, HUTPUTHI, aKTUBHBIE (POPMBI KHCIOPOMIA);

0) anKUIMpylollle areHThl (HallpUMep, MOMALETaMUL);

B) meCTUUMOB! (HammpuMep, repOMIuabl, PYHIAUMUIBI);

I') HEKOTOPHIC MUIICBbIC HOOABKM (HAIIpUMEDP, apOMaTU4ICCKUE yT-
JIEBOJIOPOIIBI, TUKJIAMATHI);

) TIPOXYKTHI TepepaboTki HedTH;

€) OpraHMYeCKHE PACTBOPUTENH;

X) JEeKapCTBEHHEIE TIperiapaThl (HAIPUMED, [ATOCTATUKHU, PTYTh-

' comepXallpe CpelcTBa, MMMYHOIEIIPECCAHTEI) U APYIre XMMHAYECKHE

COCIHHEHHS.
[ TTo nponcxoxaenno | [Tlo npypoze BO3HMKHOBEHMS |
l E)Kaorem{mi] I SHIIoreHHble] I Dusmyeckue | [ XumMuyeckue I
/

Buonormyeckue

Puc. VI.2. Buanl MyTareHOB
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K 6uosozuueckum mymaeenam OTHOCATCS:

a) HeKOTOphle BUPYCH (HallpyMep, KOpW, KPacHYXH, I'pUTIa);

0) MPOAYKTH OOMEHA BELIECTB (HAIpUMEp, MIPOAYKTH AMNONEPOK-
cHIaIum);

B) aHTUTE€HBI HEKOTOPHIX MMKPOOOB M TTApa3uToB.

CoOBITHSA, TPUBOAAIIME K BO3HUKHOBEHUIO MYTaliMi, Ha3bIBalOT
MYTAIlMOHHBIM IIpOLeccoM. Pa3inyaior CIIOHTaHHBIH ¥ MHIYUIHPOBAaH-
HBIIT MyTareHe3. Pa3smencHye MYTAaLMOHHOIO IIporecca Ha CIOHTaH-
HBIH ¥ UHIYIIMPOBAHHBIHA B ONpEAEeNCHHON CTEIIEHH YCIOBHO.

Cnonmannvie mymayuu BO3HUKAIOT IpH OOBIYHBIX (DU3HONOTIYIEC-
KHX COCTOSIHHSIX OpraHu3Ma 6e3 BUIUMOTO JOIOIHHUTE/IBHOTO BO3IEH-
CTBUA HA OPraHU3M BHEWUHUWX (akTopoB. CIIOHTAHHBIE MYTAlMH MO-
TYT BO3HMKaTh, HATIpUMED, B Pe3ynbTare AeHCTBHS XMMWYECKMX CO-
eMHHEHW, 00pa3vIOLIMXCS B IPOIECCe MeTaboIu3Ma; BO3MEMCTBUA
eCTECTBEHHOro OHa panHanyu wid YP-usnydeHns; ommboK pernm-
KauMu ¥ T. 4.

Hndyyupogarnvie Mymayuu — 3TO MyTallMH, BHI3BAHHbIE HAIPaB-
JIEHHEIM BO3neicTBHEeM HaKTOPOB BHEWUHEH WM BHYTPEHHCH Cpembl.
MHAYLIEPOBAHHbBIN MYTAaLHOHHBIM MIPOLIECC MOXET OBITE KOHTPOJIUPY-
eMbIM (HAIIpMMep, B OKCIIEPUMEHTE C LIENbI0 U3YYeHHSI MCHCTBUA Me-
X4aHW3MOB W/WIU €TO IOCHENCTBUI) ¥ HEKOHTPOTHPYEMEBIM (HAUpH-
Mep, B pe3yiIbTaTe OOJYYeHMS TIPH BEIOPOCE PafUOaKTHBHBIX JIEMEH-
TOB B cpeny OOMTaHM).

VI.3. TUOBI MYTALIA

MyTauuu SBASIOTCS HaYaIbHBIM 3BEHOM ITaTOT¢HE3a HACIENCTBEH-
HbIX 6OJe3HEH.

Tio Bumy XJIeTOK, B KOTOPKIX IPOM3OIITH H3MEHEeHHS, MyTalluy
MOXHO pasNieAnTh Ha:

2amemuueckue (OT Tped. gamefe — Cynpyra), WIH z2eHepamusHbie,
MyTallMM B MOJOBHIX kKierkax. OHHM HaCHedylTCs U, KakK IMpaBuio, 06-
HapyXMBAIOTCSl BO BCEX KIETKAX IIOTOMKOB, CTABIIMX UX HOCUTEIISIMU,

coMamuueckue — MyTallM B HEITONOBBIX KJIETKAX opraHu3mMa, I1po-
SBJISIOTCS Y TOIO MHAMBHIA, Y KOTOPOTO OHW BO3HMKAIOT. OHH Nepena-
JOTCS TOJNBKO JOYEPHUM KIIETKAM TIPH JIeJIEHUM M He HACIenyIOTCs cle-
IVIOIIMM TIOKONeHNeM uHAuBKAA. Ecm comaTiueckass MyTallHdsl BO3-
HUKAET Ha paHHMX CTAnUsX BpOOIEHUs 3UT'OTHI (HO HE TIepBOro Jeie-
HHS$1), BOSHUKAIOT KJIETOYHHE JIMHUH ¢ pa3IMYHLIMHK T'eHoTHIIaMK. Yem
paHbIlE B OHTOTeHE3¢ ITPOUCXOANT COMATHYeCKas MyTaliyd, TeM 0OJb-
1Iie KJIETOK ¥ COOTBETCTBEHHO TKaHHW HeceT HaHHyIo MyTauuio, ITono6-
HBIE¢ OpraHW3MEI TOIYYMIIHM Ha3BaHWE MO3aHYHEIX.

TTo BAMSTHUMIO HA OpTaHKM3M MOXHO BBIIEITHTD:

1) neTayIbBHBIE MYTAUMY — 3TO MYTAIIUH, KOTOpBIE IIPHUBOIAT K BHYT-
pUyTpPOGHOM THOENH UM K cCMEPTH B MJIaJIEHYECKOM Bo3pacre. Harpu-
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Ipyrue Honucomuu Wnpepcuu «IleHTpUueckoe
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: MOMUILTOM A CIMHMe»

[

i Tpucomuu I Hdymmvkanuu l

J Puc. V1.3, Cxema TMNIOB MyTaumii

i Mcp, Takas TeHOMHas MYTAalMs, Kak MOHOCOMHUS IO ayToCcOoMaMm, Y
I JeJOBEeKa HECOBMECTHMA C HOPMAJTBHBIM PasBUTHEM 3MOpPHOHA,

2) TIoAyJAeTalbHBIE MYTaIlMM — MYTAIlMM, 3HAYUTENBEHO CHIDKAIO-
§ 1ME XKM3HECTTOCOOHOCTh OpraHM3Ma, IIPUBO/IA K paHHei! cMepTH. IIpo-
| 10JDKMTETHHOCTD XKU3HM HOCHUTENEH TIONYACTABHBIX MyTalMi MOXeT
fi 3HAYMTESbHO BAphMPOBATh, OMHAKO B TIOOOM ciyyae OHHM ITOrubaioT 10
b TOCTVDKEHHS ITOJIOBOI 3PeIOCTH (HAIpUMED, MIPH IMMHTMEHTHOH Kcepo-

4) OaronpuATHRIE MYTAllMd — MYTAlMH, 00eclledrBaIoIe Opra-
HM3MY HOBBIE TIOJIC3HEBIE CBOMCTBA.
: B cooTBETCTBHH C YPOBHEM OPTaHH3AITUH HACIENCTBEHHEBIX CTPYKTYD
E pasnUyaloT reHHBIe, XPOMOCOMHBIE M TEHOMHBbIE MyTariu (puc. VI.3).

V1.3.1. I'ennsie MyTannn

W  TenHbie MyTauuu NPeNCTABIAIOT cOGOM MONEKY/sApHbIE, He BUAN-
o ' MbI€ B CBETOBOM MUKPOCKOIIE H3MEHEHUS crpykrypel JHK. K myTanm-
B M TCHOB OTHOCATCS JTIOOBIE M3MEHEHWs MOJEKYISIPHON CTPYKTYphi
¢ THK, He3aBUCHMO OT MX JIOKATH3AIMU W BIMAHUS HA XU3HECTIOCO6-
' HOCTb. HekoTophie MyTAaIuy He OKa3bIBalOT HUKAKOTO BIUAHYS Ha CTPYK-
‘ TYpy U (I)YHKL[I/HO COOTBeTCTBYIONIETO Oenmka. [pyras (60111;11121;1) 4acTb

Haubonee yacTeiMy MOHOTEHHBIMHY 3300JI€BAHUSAMU ABJISIOTCA: MY-
i KOBHCLMI03, TEMOXPOMATO3, apEHO-TEHUTANBHBIN CUHAPOM, (DEHMI-
i KeToHypus, Helipodubpomatos, muonartuu JroureHHa — bexkepa u psn
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Apyrux 3abonepanuii. KiuHH4YeCKH OHM MpOSBISAIOTCS NPU3HAKaMU
HapyleHuit ooOMeHa BelllecTB (MeTabonu3Ma) B OpraHu3Me.

MyTausi MOXET 3aKITI0YaThCH:

1) B 3aMeHe OCHOBaHHWsI B KOJIOHE, 9TO TaK Ha3biBaeMasi MHUCCEHC-
MyTauusi (OT aHIVI. MiS — JIOXHBIA, HENIPaBUNBHBIM + JaT. sensus —
CMBICJI) — 3aMeHa HYKJI€OTHAA B KOOWPYIOILEH YacTy IreHa, IPUBONS-
1asl K 3aMeéHe aMWHOKUCIIOTHI B TOJIHITEIITUIE;

2) B TaKOM M3MEHEHMH KOJIOHOB, KOTOPOE NPHBEIET K OCTAHOBKE
CYHTBIBaHMg MHMOPMALIWH, 3TO TaK Ha3blBaeMast HOHCEHC-MyTaius (0T
JIaT. NoNn — HeT + sensus — CMBICH) — 3aMEHA HYKJIEOTHIIa B KOANPY-
IOlUE}l YacTu reHa, TIPUBOIMT K 00pa3soBaHHIO KOJOHA-TEPMHUHATOpA
(CTOT-XO/I0HA) U TIPEKPALUEHUIO TPAHC/SIIMHY,

3) HapylieHUH CUUTHIBAHUA HHPOPMAIMU, CABUTE PaMKU CYUTHI-
BaHus, Ha3bIBaeMoM (peimirdroM (ot aHrI. frame — pamka + shift —
CIBHT, TIepeMellieH e), Koraa MoneKyasspHble usmeHeHust JJHK npu-
BOJISIT K U3MEHEHUIO TPHUILIETOB B ITPOLIECCE TPAHCISLINKM TTOJIMIIENITH -
HOW LIEIH.

M 3BeCTHBI ¥ pYTHE THUIILI TEéHHBIX MYTalMI.

o TvImy MOJEKYASIPHBIX U3MEeHEHUH BHIZIEINSIIOT:

deneyuu (ot nat. deletio — YHMUYTOXEHUE), KOTIA IPOUCXOIUT YTpa-
ta cerMeHTa JJTHK pasMepoM oT ogHOIrO HyKjieoTHza A0 TeHa,

dynauxayuu (OT fart. duplicatio — yABOEHUE), T.€. yABOGHHE WIH
nosroproe nyonupopanue cermeHra JJHK or ogHoro Hykneotuna no
LIEJIBIX T€HOB;

unsepcuu (OT AaT. inversio — nepeBepThiBaHue), T. €. OBOpoT Ha 180°
cermedTa JJHK pasmepamu oT gBYX HYKIEOTHIIOB 10 (pparMeHTa, BKAIO-
YaJOIIET0 HECKOJIbKO T€HOB;

uncepyuu (OT JIaT. insertio — MpUKPEIVIEHKE), T. €. BCTaBKa pparMeH- 2
ToB JIHK pasmMepoMm OT OHOTO HyKJIEOTHAA 10 1ICJ0T0 TeHA. '

MonexyispHble H3MEHEHsI, 3aTParuBaoliue OT OAHOTO 0 HECKOJIb-
KX HYKJIEOTHIOB, paCCMATPHBAIOT KaK TOYEUHYI MYTaLIKIO.

TIpHHUMITHAIBHBIM H OTIMYUTENbHBM A9 TEHHOM MYTaIMK SIBJISI-
eTcs TO, YTO OHa 1) NMPUBONKT K MU3MEHEHUIO T€HETUYECKOM MHDOpP-
MauMM, 2) MOXeT [epenaBaThCst OT IMMOKOJIEHHUS! K [MOKOJIEHUIO.

OmnpenenieHHasT 4aCcTh I'€HHBIX MYTAIlMif MOXET OBITh OTHeceHa K
HEUTpaJBHBIM MYTALUSIM, TIOCKOJIBKY OHUW He NMPUBOIAT K KAKUM-TTH60
y3MeHeHHaM deHoTHIa. Hampumep, 3a CYeT BIPOXKIEHHOCTH TEHETH-
YeCKOTo KO/ OTHY U TY XK€ aMUHOKHUCIIOTY MOTYT KOAHPOBATh /[Ba TPUTI-
JieTa, pa3iMvarolIMXcsl TOABKO 110 ONHOMY OcHOBaHuU. C npyroif cro-
POHBI, OIMH M TOT X€ T€H MOXET W3MEHSTHCS (MYTUPOBATb) B HE-
CKOJIBKO Pa3IMYAIOLIAXCS COCTOSTHUM.

Hamnpumep, reH, KOHTpONUPYOIUHA I'pynny KpoBH cucTeMbl ABO,
umeer tpu awtenas: 0, A u B, couetaHWss KOTOpbIX onpenensior 4
rpynsl KpoBU. I'pynra kposu cucrembl ABO saBisieTCsi KacCHYECKUM
MTPUMEPOM TEHETUYECKON U3MEHYUBOCTH HOPMAJIbHbIX IIPU3HAKOB Ye-
JIOBEKa.
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M MeHHO reHHBIE MyTallMM OOYCJIOBIMBAIOT PA3BUTHE OONIBIIMHCTBA
HacCJeICTBEHHBIX popM maToitoruu. bonesnu, o6yciaoBieHHBIE TOL00-
HBIMU MYTalISIMU, HA3BIBAIOT 2eHHbIMU, VUT MOHO2eHHbIMU, HONE3HAMU,
T.€. 3a00JieBaHUSIMM, PA3BUTUE KOTOPBIX J€TEPMUHUPYETCS MyTalveit
OJHOTO reHa.

VI1.3.2. T'eHOMHBIE H XPOMOCOMHBIE MYTAIHH

I'eHOMHEBIE 1 XPOMOCOMHEBIE MYTAIIUM SIBASIIOTCS MPUYMHAMHU BO3-
HUKHOBEHUS Xpomocomubix Ooaesreli (cM. puc. VI.3).

K reHOMHBIM MYTaOHAM OTHOCSTCSI aHEYTUIOUINH ¥ U3MEHEHUE MO~
HMIHOCTH CTPYKTYPHO HEM3MEHEHHBIX XPOMOCOM. BBIABIAIOTCS LIMTOTE-
HETUYECKUMHU METOAAMH.

AHEYTUIONANA — U3MEHEHHE (YMEHBUICHUE — MOHOCOMMS, YBEJIHU-
YeHUe — TPHMCOMMS) YMCJIAa XPOMOCOM B IDUIUIOUIHOM Habope, He-
KparHoe rarurougHomy (2n + 1, 2n — 1 u T.11.).

TMonuruionnus — yBeAMdeHWE YUCiHa HaBOPOB XPOMOCOM, KpaTHOE
rarioupHoMy (3n, 4n, 5n u T.A4.).

VY yenoBeka MOJUILIONIMs, & TAKXKE OOJBIIMHCTBO aHEYIIOWINA
ABJLIOTCSH JICTATBHBIMU MYTAIIMSIMU,

K Hambosee yacTBIM Fr€HOMHBIM MYTALIUSIM OTHOCSITCS:

TPUCOMHUS — HAJIMYUE TPeX TOMOJIOTHYHBIX XPOMOCOM B KAPMNOTHIIE
(HarmpuMep, no 21-i mape, mpu cuHapome JlayHa, mo 18-i1 mape rpu
cuHapoMe Bpasapaca, mo 13-it mape npu cuHgpoMe [lartay; 1o nosio-
BBIM xpoMocoMaM: XXX, XXY, XYY);

MOHOCOMMS — HAJTMYUE TOJILKO OTHOM M3 NBYX TOMOJIOTMYHBIX XPO-
mocoM. IIpu MoHOCOMMM 11O JTI000# K3 ayTOCOM HOPMAJILHOE Pa3BUTHE
3MOpHOHA HEBO3MOXHO. ENMHCTBEHHAd MOHOCOMUS Y YEIIOBEKA, CO-
BMECTHUMag C XHU3HBIO, — MOHOCOMMS 10 X-XPOMOCOME — IPHBOIUT
k cuHnpomy Ilepeniesckoro — Tephepa (45, X0).

IpryuHoi, NpUBOISIEH K aHEYIIONINH, SIBJISCTCS HepacXoxkKie-
HHE XPOMOCOM BO BpeMs KJIETOYHOTO IeJIEHUS TIPU 06pa30oBaHUM HOJIO-
BBIX KJICTOK WIM yTPaTa XpOMOCOM B pe3yibrare aHa(ha3HOro OTCTABA-
HMs, KOTAA BO BpeMs JBIDKEHHS K TMOJIOCY OMHA M3 TOMOJIOTHYHBIX
XPOMOCOM MOXKET OTCTATh OT BCEX APYTUX HETOMOJIOTMYHEIX XPOMOCOM.
TepMUH «HepacXOXIeHNe» 03HAYAET OTCYTCTBUE Pa3meNeHHs XPOMO-
COM WIM XPOMAaTHA B Mei0o3e WIM MHTO3¢. YTpaTra XpOMOCOM MOXET
TIPUBOIUTH K MO3AaUIIM3MY, ITPH KOTOPOM UMEETCA OdHA 3YTUIOMIHAs
(HOpManbHas) KJICTOYHAS JIMHHUSA, 2 IpYyTasi — MOHOCOMHAS.

Hepacxoxnenue xpoMocoM Haubonee yacto Habmonaercsa Bo Bpe-
Ms Meito3a (puc. VI.4). XpoMOCOMBI, KOTOPLIE B HOPME IOJLKHEL [€-
JIATBCST BO BpPeMs ME03a, OCTAIOTCA COSNWHEHHBIMH BMECTE M B aHa-
(haze oTX0OmAT K OIHOMY ITONIOCY KJIETKH. TakuM 00pa3oM, BOZHUKAIOT
IIBE TaMeThl, OAHA U3 KOTOPHIX UMEET 1OOABOYHYIO XPOMOCOMY, a ApY-
rasi He UMeeT 3TOi xpomocoMnl. IIpy OTIONOTBOPEHUM rAMETHI C HOP-
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ITapa roMo/IOTHYHbLIX
XpOMOCOM

r HepacxoxneHue

TameTn ‘
CnusHue lamnoumHas Tl'amionaHas
ramer ramera ramera

Tpucomus Monocomus

Puc. V1.4, CxeMa HepacxOoXNeHUs XpOMOCOM B T'aMETOTeHe3e W pEe3y/bTaThbl
OTUIOAOTBOPEHUS

MaTBHBIM HAa00POM XpPOMOCOM TaMeTOM ¢ JIMIITHEH XpOMOCOMOM BO3-
HUKaeT TPUCOMMUS (T. €. B KJIETKE PUCYTCTBYET TPU TOMOJIOTMYHBIE XPO-
MOCOMEI), ITPH OMIONOTBOPEHUM TraMeTOi 6e3 OMHONH XPOMOCOMEL BO3-
HMKaeT 3Urota ¢ MoHocoMuelt. Eciin MoHOcoMad 3UroTa o6pasyercs o
KaKO#i-TMO0 ayTOCOMHOIT (He MOJIOBOI) XpOMOCOME, TO Pa3BUTHE Opra-
HU3MA TTpeKpalaeTcs HA CAMBIX PAHHUX CTAAUAX PA3BUTHS.

XpOMOCOMHBIE MYTAIIMA — 3TO CTPYKTYPHBIE U3MEHEHHS OTAEAbHBIX
XPOMOCOM, KaK MPaBUJIO, BUIUMBIEC B CBETOBOM MHUKpPOCKoOIie. B xpomo-
COMHYIO MYTALMIO BOBJEKAETCA OOJIBILOE YUCHO (OT AECATKOB O He-
CKOJIBKHX COT€H) I'€HOB, UTO NMPUBOIVT K M3MEHEHHIO HOPMATLHOTO
IUITTOMAHOTO Habopa. HecMOTpd Ha TO 4To XpoMOCOMHEIE abeppa-
LUH, KaK IIPaBUJIO, HE U3MEHAIOT nocienoBareabHocTs JJHK B crie-
IU(PUIECKHX TeHaX, U3MEHEHNE YHUCIIa KOIM TeHOB B FeHOME MPHUBO-
AUT K TeHETUYECKOMY NUcOANaHCy BCAEACTBUE HENOCTATKA WM M3-
OBITKA TeHeTHYECKOro MaTepuaia, Pasnuyaior aBe GonmplIve TPYIITHI
XPOMOCOMHBIX MYTALlM: BHYTPUXPOMOCOMHBIE U MEXXPOMOCOMHEBIE
(puc. VL3).

Buympuxpomocomusie mymayuu — 310 a0eppanydy B Mpeaeiax on-
HOI xpoMocoMbl. K HUM OTHOCATCA:
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| XpomocomHbie MyTawmnu |

Y Y
I BHY’I‘pP[XpOMOCOMHHG_I MexXxXpoMOCOMHEIE
MEPECTPONKH
[ Henewan || [ Aymwwxauuny |
| Peuwmnpoxubie | | | Hepemumpoxmse |
' v '
| Wmsepcun | | M3oxpomocomsi | «IleHTpHUECKOE»
CIMSHHE

Puc. V1.5, Bunsl XxpoMOCOMHBIX MyTaLMi

— nexenuu (OT jgat. deletio — yHUUYTOXeHHE) — yTpaTa OJHOrO M3
YYaCTKOB XPOMOCOMBI, BHYTPEHHETO WM TEPMHUHABHOIO. DTO MOXET
00yCIOBUTB HapyllieHNEe 3MOpHoreHe3a u GOpMUpPOBAHME MHOXECTBEH-
HbIX aHOMaNui pa3BUTUs (HAMPUMED, IEJIClMs B peTMOHEe KOPOTKOrO
Tieya 5-1 XxpOMOCOMBI, 0603HaYaeMast KakK 5p-, IPHBOOUT K HelIopas-
BUTHIO TOPTaHU, NIOPOKAM Cepjilla, OTCTABAHUIO YMCTBEHHOIO pa3BH-
THS). DTOT CUMIITOMOKOMIUIEKC M3BECTEH KAK CUHAPOM «KOLUIAYLETO
KpHUKa», MMOCKOJIBKY Y OOJBHBIX JIETCH M3-3a aHOMAIIMU T'OPTAHM I1ay
HAIMOMMHAET KOIaybe MSIYKAHbC;

— WHBepcHH (OT JIAT. inversio — MepeBepTHIBaHME). B pe3ynbTaTe 1ByX
TOYEK Pa3pBIBOB XPOMOCOMEI 00pa30BaBLIMIica (PparMeHT BCTPAUBAET-
cs Ha npexHee MecTo nocie nopopota Ha 180°. B pesynwraTe Hapyma-
€TCA TOJIBKO NOPSII0K PACTIONOXECHHI reHOB;

— npymmmkauud (ot jgart duplicatio — ynBoeHMe) — yaBoeHUe (KU
YMHOXCHHE) KaKOro-JiMbo y4acTKa XpOMOCOMBI (HANpuMep, TpHco-
MU 10 OMHOMY U3 KOPOTKHUX IUIeY 9-M1 XpOMOCOMBI O0YCIOBJIMBAET
MHOXECTBCHHBIC ITOPOKHW, BKIIIOUAs MUKpouedanuio, 3aIepkKy ¢pu-
3MYECKOT0, TICHXMMECKOTO U UHTENJIEKTYANbHOTO PA3BUTHS).

Mexcxpomocomuvie mymayuu, WA MyTAIIUM TMEePEeCTPONKU — 06-
MeH (hparMeHTaMH MEXITy HETOMOJIOTHYHEIMH XxpoMocoMaMu. Takie my-
TAUMH TNIOTYYW/IM Ha3BaHUE TPAHCIOKANMH (OT Jat. trans — 3a, yepes +
locus — mMecT0). DTO:

— PELMIPOKHAS TPAHCIOKAMS, KOTIA B¢ XPOMOCOMBI OOMEHMBA-
I0TCSI CBOMMU (PparMeHTaMH;

— HEPEIUTIPOKHAS TPAHCIOKAIIUsI, Korma parMeHT OgHON XpOoMo-
COMBI TPAHCITOPTUPYETCH HA APYTYIO;

— «LEHTPNYECKOe» CIUAHUE (POOEPTCOHOBCKAS TPAHCIOKALNSA) —
COCTMHEHME IBYX aKPOLIEHTPUYECKHAX XPOMOCOM B patfoHe MX LIEHTPO-
MEp C IToTepeil KOPOTKUX IUIEY.

IIpu onepeyHOM pa3pbIBe XPOMATHIL Yepe3 IIeHTPOMEPH! «CECTPHH-
CKME» XpOMATHUIBI CTAHOBATCS «3€PKaAJbHBIMU» TUTEYAMU JBYX Pa3HBIX
XPOMOCOM, cofepKalllux OLMHAKOBbIE HAOOPHI F'eHOB. TakKue XpoMoco-
MBI HAa3bIBAIOT H30XPOMOCOMAMM.
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Puc. VI.6. Cxembl HauGoJiee YacTbIX XpPOMOCOMHBIX abeppaLuii.

Heaeyuu: 1 — xonHueBass; 2 — UHTepcTUUMaANbHASA. Hugepcuw: 1 — TepHUEHTPUYECKas!
(c 3aXBaTOM UEHTPOMEDH); 2 — MAapaleHTpHUecKas (B IIpenesiax OQHOTo TedYa Xpo-
MOCOMBEI)

Kak BHYTPHXPOMOCOMHBIE (HeNellii, WHBEPCHH W AYTUIMKAIIUN),
TaK ¥ MEXXPOMOCOMHBIE (TPAHCIOKAIMY) abeppalliid U U30XPOMOCO-
MBI CBSI3aHBI ¢ QU3NYECKUMU U3MEHEHUSMH CTPYKTYPhI XpOMOCOM, B
TOM YHCJIE ¢ MEXaHUYeCKUMU passiomamu (puc. V1.6).

V1.3.3. HacnencTBeHHAs NATONOTHA KAK Pe3yJbTaT
HaCJIe/ICTBEHHOH H3MEeHYHBOCTH

Hanuyue ob1rx BUIOBBIX TPU3HAKOB MO3BOJNSAET OOBEAUHATH BCEX
moaei Ha 3emie B eanHbId BuO Homo sapiens. Tem He MeHee MBI 6e3
Tpyda, ONHUM B3IVISIAOM BBIAENSAEM JIMIO 3HAKOMOTO HaM YesloBeKa B
TOJITIe HE3HAKOMBIX Jiozeil. Upe3BruaiiHOE pa3sHOOBpa3He MOoAeH — Kak
BHYTPUTIPYIIIIOBOE (HAarpuMep, pa3HooOpasue B mpejesiaX 3THOCA), Tak
W MEXTPYNIOBOE — OOYCIOBIEHO NEeHETUYECKMM MX OTIu4MeM. B Ha-
CTOSAIECE BpPEMA CUHUTACTCA, YTO BCSA BHYTPHUBUAOBAA U3MEHYUBOCTH
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00yCNOBNIEHA Pa3IMYHBIMU T€HOTUITAMHU, BOSHHUKAIOUIMMHA MU IOJEp-
KWBAEMBIMH €CTECTBEHHBIM OTOOPOM.

W3BecTHO, YTO raITONIHbIA reHOM YeioBeka cogepxuT 3,3 - 10° nap
HYKJIEOTHIHBIX OCTATKOB, YTO TEOPETHUYECKM I[O3BOAAET MMETh N0
6 — 10 MutH TeHOB. BMecTe ¢ TeM maHHbBie COBPEMEHHBIX HCCIIEMOBAH ML
CBUAETENLCTBYIOT, YTO B TEHOME YENOBEKA COAEePKUTCS puMepHo 30—
40 TrIC. TeHOB. OKOJIO TPETH BCEX N'eHOB UMEIOT BoJlee YeM OUH aljieNb,
T. €. IBISIOTCS MOMMMOPGOHBIMU.

KoHuenmg HacnencTBEHHOTO MoauMopdusmMa 6ri1a chopMyIupo-
BaHa 9. ®opaom B 1940 1. 119 06BACHEHUA CYILECTBOBAHUS B ITOTYIIS-
MU IBYX Wi Bosiee pasnuyaronmxcs popm, Koraa 4actota Hanbosee
penKOW M3 HHUX He MOXKET ObITh O06BICHEHA TOJIBKO MYTaIlMOHHBIMHU
cobrituamMu. IlockonpKy MyTanusi reHa SBISIETCSI PenKUM CODBITHEM
(1-107%), yacToTy MyTAHTHOTO aJIeIsl, COCTABISIOLLYIO 6onee 1 %, Mox-
HO OOBSICHUTH TOJILKO €r0 IMOCTeNeHHBIM HAKOIUIEHHEM B ITOIMYJISIIIUH
3a CYET CeJIEKTHBHAIX MMPEUMYIIECTB HOCUTeNeH 1aHHO! MyTalyu.

MHOIOYHCIIEHHOCTh PACIHETUITIOIMXCS JIOKYCOB, MHOTOUHCICHHOCTh
ajUiesied B KAXIOM M3 HUX HapAIy ¢ ABJICHUEM PEKOMOWHAILIMM CO37aeT
HeucUepriaeMoe TeHeTUYECKoe pa3HooOpasue uenoBeka. PacdeTsl cBu-
JETEILCTBYIOT, YTO 32 BCIO HCTOPHIO YEJTOBEUYECTBA HA 3EMHOM 1liape He
6pUI0, HET U B OBO3pUMOM OyaylleM He BCTPETUTCH TEHETHYECKOTO
[IOBTOPEHHA, T.€. KAXKIAKHU POXIEHHBIN 4YeJOBEeK SBIAeTCd YHUKATh-
HBIM SIBJICHHEM BO BceneHnol. HemoBTOPUMOCTh MeHETHYECKOM KOH-
CTUTYLMU BO MHOTOM OIpeieiigeT 0COOeHHOCTH pasBUTHS 3a60JeBa-
HUS Y K&KIOT0 KOHKPETHOTO YeJIOBEKaA.

YenoBeuyecTBO SBOJIONMOHUPOBANO KAK TPYNIILI M30JUPOBAHHBLX
MTOMNYJIALHH, JUIMTENbHOE BpeMd MPOXKMUBAIONIUX B OJHHUX U TeX XKe yC-
JIOBHSIX OKPYXAIOUIEH cpeabl, BKITIOYAS KJIMMATOreorpaduyecKye xa-
PAKTCPUCTUKM, XapaKTep TUTAHUS, Bo30ymuTenaei 6O0Je3Hel, Kyiib-
TYpHBIE TPAAULIMH U T.J. DTO MPUBEIO K 3aKPEITICHUIO B MTOMYJISIIAN
crelMpuIecKHX ISl KAKION U3 HUX COYETAHUI HOPMAIBLHEIX ajie-
JeH, HauboJ1ee aeKBATHRMX YCIOBUAM Cpeabl. B CBA3HW ¢ mocTereHHEBIM
pacuIMpeHUeM apeasla OOUTaHWUSI, MHTEHCUBHBIMH MUrpanUsMH, Iie-
pecesiecHHEM HapoaoB BO3HUKAIOT CUTYAIIMM, KOTJa MOJIe3HbIE B Ofpe-
JIEJICHHBIX YCIOBUSIX COUETAHMNS KOHKPETHBIX HOPMATBHBIX TEHOB B Ipy-
X YCJAOBUAX He O0ECIeYHBAIOT ONTUMANBHOE (DYHKIIMOHHUPOBAHUE
HEKOTOPHIX CUCTEM OpraHu3Ma. DTO MPUBOIUT K TOMY, YTO YaCTh Ha-
CJICACTBCHHON M3MEHUYMBOCTH, 0OYCIOBIeHHAS HEBIArOMPHUSITHRIM CO-
YeTAaHWEM HeMaToJIOrMYEeCKUX MeHOB YeJIOBeKa, CTAHOBHUTCS OCHOBOM
PA3BUTHS TaK HA3BIBACMBIM OONIe3HeW ¢ HACJEICTBEHHBIM HApPEIpacio-
JIOXKEHAECM.

Kpome Toro, y denoBeka Kak COIIMATLHOIO CYIIECTBA €CTECTBEH-
HBI OTOOp €O BpeMeHeM MpOoTeKan BO Bce Dojee crienuduyeckKux
(opMayx, yTo TaKKe PacUIMpsIO HAcleACTBeHHOe pasHoobpasue. Co-
XPaHsUIOCh TO, YTO MOIJIO OTMETATHCA Y XWBOTHBIX, WIH, HA0GOPOT,
TepsUTOCk TO, UTO XXHBOTHBIE COXpaHsIH. Tak, mojiHOIeHHOe obecreye-
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HUe moTpeOHOCTell B BUTaMiHe C MpPHUBEJIO B MPOLIECCe 3BOMIOUUU K
yTepe reHa L-TyJOHONAaKTOHOKCHAA3bl, KAaTAIM3UPYIOILEH CHHTE3 ac-
KOpOMHOBOM KMCIIOTHI. B MpoLecce 3BOMOIMH Ye0BEYECTBO IIPUOGPE-
TATO M HeXeNareJbHbIE MPU3HAKM, UMEIOIIHE TIPAMOE OTHOIIECHHE K
nartojoruv. Hanprmep, y 4esioBeKa B ITPOIECce SBOMIOIUH MTOSBWINCH
TeHRI, OMpeAeNnsioIHde YYBCTBUTENBHOCTh K IUMTEPUHHOMY TOKCUHY
WIM K BUPYCY [TOJTUOMUETIHTA.,

CyliecTByer TaKKe MEXaHM3M TEHETUUYECKOM U3MEHUYUBOCTH, CBSI-
3aHHBIN C YCTOMYMBOCTHIO K HEKOTOPBIM 3a60sieBaHUsIM. MI3BecTHO, UTO
TreTePO3UTOTHOE HOCUTENILCTBO CEPIIOBUAHO-KJIETOYHOIO reMOIIObHA
(HbS) obecrieyrBaeT OPraHU3My YEJOBEKAa 3aAILUTY OT MATIPUUHOrO
ia3Mon st (BHYTPMKJIETOUHOTO Mapa3nura 3puTpoumntoB). HecMoTpst Ha
TO, YTO TOMO3HUTOTEI MO HbS crpagalor TsLKenoi aHeMHUel U, KaK IIpa-
BUJIO, TTOTUOAIOT B paHHEM BO3pacTe, HOCUTeNbcTBO reHa HbS craHo-
BUTCA TIOJIE3HBIM CBOMCTBOM VIS TIOIMYJISILIMK B 1I€JIOM, ¥ 4acTOTa My-
TAHTHOTO TeHa MOXET JOCTUIaTh BHICOKMX 3HAUYCHHM B YCIIOBUAX SHIeE-
MUYHOI MaTApUH.

Taxum 00pa3oM, y YenoBeKa, KaK U y J060ro aApyroro 6UOJIOrf-
YeCKOTO BUA, HET Pe3KOI rpaHy MeXAy HacleACTBE HHON M3MEHYNBO-
CThIO, Bedylllell K HOPMAIbHBIM BapWallMAM IPU3HAKOB, X Hacjel-
CTBEHHOH M3MeHYHMBOCTHIO, OOYCIOBIUBAIOIEH BOSHUKHOBEHUE Ha-
chencTBeHHbIX 60Ne3Hell. YelloBek, cTaB 6MOMorndeckuM BunomM Homo
sapiens, KaK OB 3aIJIaTHJ 33 «pa3yMHOCTh» CBOETO BHIA HAKOILJIEHUEM

TeneTnyecknit rpys
|
v 4

CerperauoHablit MyTrannoHBbIH

< . —

DddexTs reneTHIecKoro rpysa
|

i ¥
BanaHncupoBaHHbIH YMeHbllIeHKE
OAUMOPPHIM ITPOIOIDKUTENbHOCTH
XKU3HU
ConuanpHas IloBbineHHAs
IM3aIanTanusI HeoOXOoMMMOCTb
J MEIUIMHCKON MOMOILIM

CHuxeHHas HosblueHHas
(PepTHIBLHOCTD JIETAILHOCTD
¥ (] ¥ : Y K
I'u6enn Tubens T'ubensn T'ubens CMEpPTHOCTD
ramer 3UTOT 3MOpHOHOB TUIOHOB nIeTeit

Puc. VI.7. Ctpykrypa 1 3bdeKThl reHeTHYECKOro rpysa
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[MATOXOTMYECKHUX MYTALIMNA. DTO MOJIOXEHHE JIEXKUT B OCHOBE OOHON M3
[JIABHBIX KOHIICIMIMN MECAMIIMHCKON T€HETHKU OO0 360AI0LUOHHOM HA-
KOnAeHuu NAmoAo2u4ecKux Mymauuii 6 nonyasyuax 4e106exa.

HacnenctBeHHass M3MEHYHBOCThL IIOMYJSANMA 4YeIoBeKa, Kak ITOf-
AePXUBAcMad, Tak U YMeHbllaeMas €CTECTREHHBIM OTOOpoM, dopMu-~
pyeT Tak Ha3kIBaeMblii reHeTHYecknii rpy3 (puc. V1.7).

Hekotoprle naTonoruyeckue MyTALUK MOIYT B TEUECHHUE HMCTOPH-
YECKH JUINTCIABHOrO BPEMEHY COXPAHATHCS M PACIIPOCTPAHATHCH B ITO-
MYJALMAX, OOYCIIOBIMBAsA TaK HA3BIBAEMBIN cezpezauuonmHbili 2eremu-
yeckui 2py3, ApPyrue IaToJIOTUYECKNE MYTAlMM BO3HUKAIOT B KaXIOM
MOKOJICHU! KaK pe3yJIhbTaT HOBBIX H3MeHEH M HACIICACTBEHHOMN CTPYK-
TYpPBI, CO37aBast MyMAUUOHHDBLIU 2pY3.

OTtpunarenbHblit 3GHEKT reHeTHYECKOT0 rpy3a MTPOSBISETCS TIOBBI-
LIEHHOM JIeTAThHOCTHIO (rMbesib raMeT, 3UroT, SMOPUOHOB M NeTeld),
CHIDKeHHEM (hepTUNBHOCTH (YMEHBIIEHHOE BOCIIPOU3BOACTBO ITOTOM-
CTB2), YMEHBIIEHUEM IPOXODKUTEIALHOCTH XM3HU, COLMATILHON AM-
3ajanTanyMeid 1 MHBAIWAN3ANMEH, a TaKXe 0DYCIOBIMBAET MOBRIIIICH-
HYIO HEO6GXOAMMOCTh B MEAMIIMHCKOM MTOMOIIIH.

Anrnuiickmit reHetTk Jx. XonaefH OBIT MEpPBHIM, KTO IIPUBJIEK
BHHMaHWe MCCIECI0BATENCH K CYIIECTBOBAHNIO T€HETUYECKOTO Tpy3a,
XOTs caM TePMUH 6rUI mpemtoxeH 1. MesiepoM einie B KOoH1e 40-X IT.
CMEICH TTOHATHS «T¢HETWYECKHUH TPy3» CBSI3aH C BBICOKOU CTEIEHBIO
TCeHETHYECKOU M3IMEHUYMBOCTH, HCOOXOAMMOIT DMOTOTMYECKOMY BUIY
JUJIS TOTO, YTOOBI UMETh BO3MOXHOCTh IIPUCITOCABANBATECS K U3MEHS -
IOILHMCST YCHAOBHUSIM CpEIBI.




TJIABA VII. HACIIEACTBEHHASA ITATOJIOTHUA

VII.1. COOTHOINEHHE TEHETHYECKHX
®AKTOPOB W YCJIOBUI BHEHIHEN CPEJBI
B PA3BUTHH TIATOJIOTHHA

DakThl, HAKOIIIIEHHRIE K HACTOSLIEMY BPEMEHU MEIUITMHCKOMU Te-
HETHKOMW, IMO3BONIIOT BCE MHOr000pa3sde B3aMMOOTHOLLUCHHUI HACHe/-
CTBEHHOCTM M CPEIB! TIPeICTABHTH B 0G0BUICHHOR (opMeE.

[IpeacraBuM cUTyallMIO, KOTAA BKJAI HACKEACTBEHHOCTH B pa3BH-
THE TIPU3HAKA, B TOM YHMCIE NATOJOTMYECKOrO, PABEH HYIIO. OTO O3HA~
yano 6bl, YTO MPU3HAK MOJHOCTRIO (GOpMUPYETCS BHELIHEH Cpemoi,
6e3 Kakoro-ambo yyacTusi TeHOTHIa. MHBIMU crtoBaMM, CpeAa BO3NACH -
CTBOBaNA OB «HM Ha YTo». Ha caMoM nefie cpena Bceraa BO3AEHCTBYET
Ha TOT WJIM UHOM MaTepHaTLHBIN CyOCTpaT, ABNSONIMNACA pe3yALTaTOM
IeHCTBUSA reHoB. [IpeacTaBuM IPOTHBOTIONIOXKHYIO CUTYAIIMIO, T. €. KOT-
714 BKJ1ad HacxaencTBeHHocTH paseH 100 %. 1o o3Hayamo Grl, YTO reHe-
THYecKag HH¢pOpPMALIMA O TIPU3HAKE peanmn3yeTcsl BHE BAMSHUSA OKpPY-
xawouleit cpensl. B neficTBUTENBHOCTH BKJIAI KaXKAOTO M3 KOMIIOHEHTOB
B OpMHUPOBAHUE MPHU3HAKA WJIK CBOMCTBA, CTANO OBITH, U 3ab0JEBa-
Hist OyIeT pasadyYHbIM TIPH Pa3jIMYHBIX BHIAX HATOAOTHM.

OpraHu3M NpencTaBIseT cOOOM eAMHCTBO BHEIIHETO M BHYTPEHHE-
10, UHTETPAJILHYIO CHCTEMY CIOXHO B3aUMOCBSI3aHHHIX yacTeil. JTroboit
opraHu3M o6y1aaeT BECKOHEYHBIM YUCIOM TIPH3HAKOB, XOTS B SMITH-
PHUYECKOM OMUCAHUM KaK 310pOBOTO, TAK U GOXBLHONO OpPraHM3Ma Mbl
(buxkcUpyeM TOJIEKO OTPAHMYMEHHBINM MEpeueHn cBOMCTB. Onmpasich Ha
HauboJiee ODILME TEHETUYECKHE U MOMEKYISIPHO-OMOIOTMYeCKUE KOH-
LIETILIMM, MOXHO CBfI3aTh MHOTHE IIEMH Pa3pO3HCHHBIX CODLITHH pa3-
BUTUS KaK HOPMATBHBIX, TAK U MATOAOTMYECKUX TTpM3HaKOB. Kak Hop-
MaJIbHBIE, TAK W MTATOIOrMYECKUE TPU3HAKN OpraHHU3Ma SIBNIFIOTCS pe-
3yALTATOM B3aUMONEHCTBUS HACAEACTBEHHEIX (BHYTPEHHUX) U Cpello-
BEIX (BHEIHHUX) (pakTOpoB. VIMEHHO ITO3TOMY OO1IEE TOHMMAHUE Ta-
TOJOTHYECKHUX MPOLIECCOB BO3MOXHO TOJIEKO C YIETOM PE3YJILTATOB B3a-
HUMONECUCTBHSA HACENCTBEHHOCTH M cpennl. TaKMM 00pa3oM, TeHeTH-
yeckasi mporpaMMa WHAMBHMIA B MPAMOM WM OIOCPEIOBAHHOM BH[E
MOXET YY4aCTBOBAThb B PA3BUTHH MATOJOTHH.

CyluectByoT ¢GOPMBE HACHENCTBEHHO ODYCITOBJICHHOM ITATOJIOTHH,
KJIMHAYECKUE TPOSABIEHUST KOTOPHIX TIOYTH HE 3aBHUCAT OT BIIMAHMSA
cpenbi. BMecTe ¢ TEM 3TO HE O3HAYAET, YTO BCE B YEJIOBEKE CBOMUTCH
TOJIEKO K €r0 GUONOruM, ero reHeTuke. OXHAKO CErOTHS COBEPILEHHO
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OYEBUJIHO, YTO BHe SIBJICHUS HACHeNCTBEHHOCTH HEBO3MOXHbI HHUKA-
KHeE TIPOLIECCH XKH3HeqeaTeAbHOCTH KJIeTKU, PA3BUTHS OCOOH W 3BO-
JIIOIIMM OPTaHU3MOB.

To 06CTOsATEARCTBO, YTO YeTOBEK COIUATICH IO CBOEH MPUPONE, BO
MHOIOM OTIpenieIsieT XapakTep 3a0oieBaHUil YBelHueHHe YAEABHOTO
Beca 6oJie3Hell HeMHGEKIIMOHHOIO MPOUCXOXKACHUS (TaKUX, KaK aTe-
pocknepo3, UBC, oHkomoTHYecKas TATOJOTHUS, TICUXHYeCKUe U Py-
rve 3aboneBaHMsA) B CTPYKTYPe 3a00JIeBAEMOCTH, CMEPTHOCTU M MHBA-
JIMAU3ALUNH SBISCTCS eIBA JIM HE CaMBIM yOeAUTeAbHBIM HMOATBEepXKIe-
HueM 3T1oro. ColuankpHag NpUpoda YeJloBeKa BO MHOIOM CTAHOBHUTCS
ompeneasroiinM GakTopoM B pealM3alfi ITaTOJOIMYECKUX TeHOTUIIOB.
IIposenenme MeTUKO-TUTHEHNUYECKHAX MEPOIPUSTHIA, HATIPABJICHHBIX HA
NpenOTBpalieHNe BIMSHUS BPEIOHOCHBIX (DAKTOPOB BHEIIHEH Cpelbl,
CO3/aHUE YCAOBMIA, CTTOCOOCTBYIOLLMX pealu3aliid HOPpMAJIbHBIX Te¢HO-
TUIIOB Y TPENATCTBYIOUINX Pa3BUTHIO MATOJOMMYECKUX, TCPanus psla
HACJIeMCTBEHHBIX 00J1e3He | CITOCOOHB! YMEHBLIUTE THXECTh HACICACTBEH-
HBIX e(EeKTOB, a B HEKOTOPBIX CAy4asgxX OCYIIECTBUTE MOJIHYIO KOPPEeK-
IIUIO HACJIENCTBEHHOTO 3a00JeBaHMS.

B Hacrosmiee BpeMs He TONBKO MUKPOCOIMYM (POPMHUPYET CIeiM-
(pnueckue yciaoBus peanusanuu reHotuna. [Iupokue conumanibHO-3K0-
HOMUYECKHE NTpeobpa3oBaHKs CYNIECTBEHHO U3MEHSIIOT TEHETHUECKYIO
CTPYKTYPY NOTyJsuii. I3aMeHeHUs MOMyJISILIMOHHO-eMOrpau4eCcKux
rokasaTejiei, TaKVX, KAK YPOBeHb KPOBHOIO POACTBA, IIOTHOCThH Ha-
CeJIeHWsI, UHTEHCHUBHOCTh M HarnpaBlieHWe MHUIPALUH, cUcTeMa Opa-
KOB, pasMep CeMbH U Jpyrue, HeU30CXKHO CKA3bIBAIOTCS KAK Ha CIeK-
Tpe, TaK ¥ Ha pAaCTIpOCTPAHCHHOCTH HACJeACTBEHHOMN MATOIOTHUM.

CounanbHO-3KOHOMMYECKas JIeSITeJIbHOCTh 4YeJIOBeKa TIPUBOOUT K
MOSIBJICHUIO B BHOchepe HOBBIX XMMHUYECKUX COCAUHEHUU U (pusnye-
CKHX (haKTOpPOB, OONATAIOUIUX MepamozeHHumM U mymazenHsim dpodek-
ToM. MaciiTabnl 3arpsI3HeHUS cpelbl XMMUYECKUMU COEMUHEHUSIMU U
MCTOYHUKAMU UIIYIeHHUS [MOPa3UTEeIbHBI. B HacTOsIHiee BpeMsl OKOJIO
7 MJTH UCKYCCTBEHHO CO3[AHHBIX XMMUYECKUX COCIMHEHU N HAXOMATCS
B cpene 0OMTaHUs yesoBeka. 2KUTedb KPYITHOTO TIPOMBILUIEHHOTO o~
pofa B TeYEHHE CYTOK KOHTAKTUPYET MOYTH ¢ 50 THICSyaMU U3 HUX.
HecMoTpst Ha OTCYTCTBUE CTPOrUX NOKA3aTebCTB B3AUMOCBSI3H CTETIE-
HU 3arpsi3HEHUs cpefbl OOUTAHUSE C BO3HHKHOBEHUCM TeHETUYECKH
JNeTePMUHUPOBAHHBIX 3a00JIeBAHUNA U BPOXACHHBIX AHOMAJTHI, MOXKHO
KOHCTATUPOBATh, YTO YMCJIO UX YBEJIMYUBAETCH. YXYAIIEHWE SKOJIOTH-
YeCKOM 06CTaHOBKM MOXET CO3[aBaTh (POH, CrIOCOOCTBYIOIINIA peain-
321U HACJeACTBeHHOM MPeApacrioioKeHHOCTH K MYyIbTHGhaKTOPpHAIb-
HBIM 3200JicBaHUSIM. B CBSI3W ¢ aHTPOTIOTeHHBIM XapaKTepOM MaToNOr1~
4YecKUX (PaKTOpPOB BHelllHell cpelbl BO3HMKAIOT KAYeCTBEHHO HOBEIE
NpoGAeMEBI 3aUIUTH FreHOGOHIA YeJIoBeKa.

Psin BHeLIHECPenOBLIX MTPUYUH CITOCOOeH 00YCHAOBIMBATEL 3a60e-
BaHUs NTPU A1000M reHoTtune. Hanbosee 4acTo naHHast CUTyaIs pea-
JIM3yeTCd MPHU OTCYTCTBUM BUIOBOM 3aiUThl OT BO3NEUCTBUS BHELI-
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HeCpeNOBBIX aT€HTOB, HO M B 3TOM CJIy4ae XapakTep MOpPaxXeHusi, pas-
Max 4 pa3sHooOpasue KIMHUYECKUX ITPOSABIECHUIN U APYFUE XapaKTepH-
CTUKHU 3aboITeBaHMWsI BO MHOTOM OIpEAEHSIOTCS TeHETHUECKOH KOH-
cturyndeil opraHusma. C Apyroid CTOpOHBI, Jaxe TIPU XKeCTKOM reHe-
TUYECKOU JeTepPMUHAIIMU [MaTOJOTUM YCJIOBUSI BHEIIHE! Cpepbl, KOH-
CTUTYIIHOHAJAbHbIE 0COBEHHOCTH, BeCh TeHOTHUII B LIEJIOM MOTYT OKa-
3BIBATh CYILECTBEHHOE MOAMMHIIMpPYIOIIEE BO3ACHCTBIE HAa XapaKTep,
4acTOTY U CTENEeHb IIPOABJICHUS MMATONOTUYECKOro reHa. Takas BpICO-
Kasl TNIACTUYHOCTh TeHOTHIIA CO34aeT OONbLINe BO3MOXHOCTH I Jie-
yeHud, MpodWIAKTIKH HacleACTBEHHEIX Dosie3Helt, pa3paboTku 3¢h-
(heXTUBHBIX MEANKO-TTEAATOTHYECKMX POTrpaMM OOy4YEeHHsi, peabuiIn-
TalluM U aganTanuya OOIBHEIX.

VIL.2. KITACCU®HUKAIINA HACIEACTBEHHOU
TITATOJIOTUN

H3BecTHOe K HACTOsILLleMy BPEMEHM YMCIO HACJECACTBEHHBIX MMPH-
3HAKOB W Gosie3Hed npeBpliaeT 6omee 10 ThIC., 1 OHO MTOCTOSIHHO YBE-
nuuuBaeTca. OMUCKIBAIOTCS HOBBIC, paHEee HEU3BECTHRIC HACIEACTBEH-
Hble CUHIPOMEI M 3aboneBaHns. B pamMkax yXe N3BECTHBIX KITHHWYECKHX
CHUHIPOMOB BRIIEISIIOT Pa3IMIHBIE IT0 MEXAHMU3MY BO3SHUKHOBEHHS HO-
3onornyeckue GopmMel.

Eie ogH UCTOYHMK pOCTa YMCIIA HACIIEACTBEHHBIX 3a00N€BaHUIT —
5TO HIMPOKO pacrnpocTpaHeHHkIe 3a00eBaHUA HEMH(PeKLIMOHHOI 5TH-
OJIOTUM, K KOTOPBhIM OTHOCATCSE aTepOCKNEPO3, TUITepTOHNYecKas 06o-
ne3Hb, OpoHXMANbHAA acTMa, A3BeHHad 0O0JE€3Hb, 3T0KAYECTBEHHBIE
HOBOODpAa30BaHUs, [ICOpHA3, psill [ICUXMYECKUX M MHOTHE ApYyTHe 3a-
ooneBaHusa. CoBpeMEHHRIC METOABI FeHETUYECKOT0 aHANHA3a ITO3BOJISIOT
cpenn 3aboneBaHuit, O0YCIOBICHHBIX HACTKENCTBEHHBIM MMPEAPACIIOINIO-
JKCHUEM, BRIACASATh MOHOTEHHBIE (DOPMEI, T.¢. 3a60cBaHUsE, 0BYCIOB-
JIeHHbBIe MyTAIIMeM OJHOro reHa. B cBA3M ¢ 3TUM Heobxoauma pa3paboT-
Ka palMOHAaIhHOM KIACCHMUKAIINY HacleACTBeHHBIX DOJIE3HEiA.

IlepBrle knaccupUKAMU HACTeNCTBEHHBIX GONE3HEN OMUPAINCh
IIaBHBIM 06pa30M HA KIIMHMYECKUE OCOBEHHOCTH OITpEAe/ICHHBIX IPYIII
matoyioruit. Ilo maHHOM knaccuduKauy BRIIEISIA, HAIIPUMED, «Ha-
cleCcTBEHHBIE DONE3HU CKeleTa», «HacleACTBECHHEIE D0JIE3HN obMe-
Ha», «HACIeACTBEHHbIC DONIe3HU XKEIYAOYHO-KUILIEYHOTO TPAKTA» U T. .
ITockoabKy OMHOU U3 OTANYUTENBHBIX OCOBEHHOCTE ! HACIEACTBEHHO-
ro 3aboNeBaHUS SIBISIETCA BOBJICYCHHOCTh B HENO MHOTMX OPraHoB M
CHCTCM, HMCMONb30BAHUE YUCTO KIMHUYECKOTO (T.€. OMMCATEILHOTO)
oA xoJa He mo3BoJisgeT u3bexarts oninbok kiaccudukanuu. Hampumep,
AyTOCOMHO-IOMUWHAHTHRIA CHHAPOM «PYKa — CEpAIic» B 3aBUCHMOCTH
OT BeAYILIETO B KIIMHAYECKOM OTHOIIIEHUH CUMITOMAa MOXET JUarHoc-
TUPOBATKLCH, KAK «TydeBass KOCOPYKOCTb», M, CJICOBATCIbHO, OyAeT
OTHECEH B paMKax YMCTO KJIIMHUYECKOM KIACCUPUKAIIMH B IPYTIIy «I10-
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paXeHHs CKeJjleTa». BMeCTe ¢ TeM y APYIoro DOJBHOTO C WIEHTWIHOH
MyTaumei (Hanpumep, y OpaTta ONMMCAaHHOTO MAlIMEHTa) BEOYIIWM B
KJIWHNYECKOH KapTuHe 3a00J1eBaHUs MOXET OBITh TIOPAXEHNE Cepaua
TP MUHWUMAJbHOM aHOMAIWHW KOCTHOM CHUCTEMBI (B BHOE HE3HAYH-
TEeTBEHOH TUITOIUIA3HM 0OJibIIOTO TIaNbLa). TakuM 00pa3oM, BTOpoil 00Ib-
HOM TIOMANAET B TPYIIy HACACACTBEHHBIX 3a0O0JEBaHUN «MOpAXEHUA
CEepAEYHO-COCYIUCTOU CUCTEMEBI».

ConepxaTeIbHbIM ABISIETCS COOCTBEHHO TeHETUYECKHMM NMOAXOA K
KnaccnbuKal HACTeICTBEHHBIX Ooe3Hel. B 0CHOBe MOAOOHBIX Kiac-
cuduUKanuMit aexaT TeHeTHYECKUE Pa3/INyUsl, HAIPUMED THIT MYTAHT-
HBIX KJIeToK (Mb0 coMaTtmyeckue, Jinbo TIOJIOBbLIEY, UV pa3IHYHbIE
TUITLI HACEIOBAHUS H T. .

B HacTodI1Iee BpeMst U3BECTHBEI HECKOJILKO KJlaccH(pUKanil Hacnen-
CTBEHHBIX 00JIE3HE.

B ocnoBy xnaccudukanny HacaeACTBEHHBIX O0ORE3HEH, NMpelJIoXKeH-
Hoit akagemukoM H. I1. boukosrim (1984), monoxeH KpUtepuit yaenb-
HOTO BeCca HACJIeACTBEHHOCTH M BAWSHMA CpEdbl B BO3HWKHOBEHWH,
OCODEHHOCTSIX Pa3BUTHS U MUCXOAaX 3a00/IeBaHHNA.

C y4eTOM 3TOTO KpUTEPHS BbLIESIOT YETBIPE TPYINE! 3200/1eBaHUH.

I rpynma — cobcTBeHHO HACTeACTBEHHBIE OONe3HN (MOHOTEHHEBIE H
XpoMocoMHEbIe). T1puunHoii ux seistrorest Mytauuu. [lposiBnenus myra-
LH# IPaKTUYECKY HE 3aBUCAT OT CPEMbl, T. €. €CTh O0Ne3HD WK €€ HET,
3aBUCHT TOJILKO OT HAJINYHS VUIM OTCYTCTBHS MyTarku. K 3To#t rpynne
60s1e3Hel i OTHOCATCS, HANIpUMEpP, MHOIME BPOXICHHBIE HAPYIICHUS
obOMeHa: eHUNKETOHYPHS, MYKOITOJIMCAaXapyulO3b], TaJIaKTO3eMHUS; Ha-
PVIIEHNS CUHTE3a CTPYKTYPHBIX OejikoB: 001e3ub MapdaHa, HecoBep-
IIIEHHbIA OCTEOTeHES; HACTEACTBEHHbBIE HAPYIIEHHUS TPAHCTIOPTHLIX OeJ-
KOB: reMomToonHonatuu, 6one3ns Bunbcona— KoHoBanoBa; XxpoMo-
CcOMHBIe Gone3nu: boneans JlayHa, cunapom Illepeinesckoro— Tep-
HEpa U Jp.

1l rpynma — HacneaCTBEHHbIE OONE3HH, ODYCIOBIEHHBIE MyTAITH -
eil, IeICTBIE KOTOPON MPOSIBIIIETCS TONLKO IMPH BO3AEUCTRHH HA opra-
HU3M CNeqnduIecKoro JUIT MyTaHTHOTO TeHa (aKTopa BHEWIHER cpe-
Jbl. K TanHOM rpynime oTHOCSATCS TakHe O0JIE3HU, KaK IeYeHOoYHas Top-
¢bupudg, HekoTophie GapMakoreHeTHYECKNE peakuuy (ITUTEIbHAS OC-
TAHOBKA JBLIXAHWS TIpU HA3HAYEHUM CYKCAMETOHUS TalBeHTaM C Ba-
PHMAHTOM TICEBIOXOJIMHECTEPA3bl) W 3KOreHeTH4eckue Oonesnun (da-
BH3M).

II1 rpynmna — Oosne3nn, BO3HUKHOBEHHE KOTOPHIX B CYIIECTBEH-
Hoil Mepe onpenensieTcsa daxropamu cpeibl. OHH 00BENUHAIOT OOIb-
IIMHCTBO MPOKO PacTIpOCTPaHEeHHbBIX 320071eBaHMWi, 0CoOeHHO Do~
JIe3He# 3pesioTo U MpeKIoHHOoro Bo3pacToB. Hanbonee yacto B Han-
0onee Taxeno 3a00eBaHNS Pa3BHUBAIOTCS Y MPedpacloIoXeHHBIX K
HUM UHANBHAOYyMOB. [IpuMepaMu OonesHeilt 310l TPYTIILI IBISIOTCS
TUNEPTOHWYECKAst OONIE3Hb, OHKOJAOTHYECKHe DOe3HH, ICUXHAYECKUE
0ose3Hu.
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Mexy 11 1 111 rpynmaMu HeT pe3Kol rpaHHIlbl, ¥ UX YacTo 00be-

IMHAIOT B TpyIny Oosne3Hell ¢ HACNEeNCTBEHHON NPeapacitoioKeHHOC-

TBIO, PA3TUYAst MOHOICHHO WITH MTONHTEHHO JIeTepMHUHAPOBAHHYIO TIpel-

PacCiioJIOKeHHOCTh.

IV rpynmia — 607€3HH, BBI3BIBAEMBIE UCKIIOUHTEILHO (paKTOpaMu

BHEIIIHEH cpelbl (TpaBMBI, OXOIHM, OTMOpPOXeHHS, ocOBO OIacHbIe
nHbexuu 1 T. 11.). Ho 1 mpu sTix 3ab01€BaHUsIX TeHETHIECKHE (DAKTO-
PHl OTIPEENIAIOT OCOOEHHOCTH KIIHHHYECKOTO TeUeHUS, 3(OHEKTUBHOCTD
Tepanuy, CIeKTP BO3HHUKAIONINX OCTIOXHEHUH, CKOPOCTh BEI3IOPOBIIE-

HH$, 0OBEMBI KOMTIEHCATOPHBIX PEaKIIUi, HCXOIbI 3a0071eBAHKS U T. II.
Jlpyras IpoKo UCIIoNb3yeMas KiacCuUKalis OCHOBAHA Ha pas-

JIMYUAX TIEPBUYHOTO MATOreHETUYECKOTO MEXaHN3Ma BO3HUKHOBEHUA

HACJeICTBEHHDBIX 3a00J1eBaHI.
C 3THUX TTO3UIIMIA BCIO HACAENCTBEHHYIO MATOJIOTHUIO MOXHO pasie-

JIUTh Ha 1ATh I'PYIIIL.

1) rennnie Gose3snu. K 3Tol rpyrmne oTHocATCS 3a001€BaHUSI, BbI-
3bIBaeMble TeHHBIMM MyTanusaMi. OHI TepenaloTCs M3 TTOKOJEHNS B
MTOKOJIEHHE U HACTIEAYIOTCA TI0 3aKOHaM MeHIes;

2) xpoMoCoMHEBIe Oose3HH. DTo 3a00/1eBaHIs, BO3HUKAKOINHE B pe-
3yJILTATE XPOMOCOMHBIX X TeHOMHBIX MYTalMIA;

3) Oonesnu, oOyCNOBIEHHEBIE HAC/AEICTBEHHOUN MNpeqpacriolloXeH-
HOCTBKO (MyJbTHdAKTOpUaTbHEIEe D0/IE3HH). DTO 3a001eBaHN, BO3HU-
KAIOIIHe B pe3yJbTaTe COOTBETCTBYIONIEH TEHETUYECKOM KOHCTUTYLIHU

M HaJIMYKMSA OTIPENeNeHHBIX (haKTOpoB BHENIHEH cpelpl. I1pu Bo3neit-

CTBHH CPeJOBBIX (HaKTOPOB PeaTH3yeTCd HAaceICTBEHHAd IpeipacIio-

JIOXEHHOCTD;

4) reHeTHYECKHe OOJIE3HN, BOSHUKAIOUINE B pe3y/IbTaTe MYTAIlHii B
COMAaTUUYECKHX KJIETKAX (TeHETHYECKIE COMAaTHUeCKre OOJIe3HM), TPYII-
1a BEIZe/IEHa COBCEM HenaBHo. K Heill 0OTHOCATCI HEKOTOPBIE OITYXOIH,
OTNeNIbHBIE TTOPOKM Pa3BHTHS, ayTOUMMYHHLIE 3a00J1eBaHN;

5) 00se3HU reHETHYECKON HECOBMECTUMOCTH MaTePH U rioja. Pas-
BHBAIOTCA B pe3yJIbTaTe MMMYHOJIOTHUECKOM peaklMy opraHn3Ma Ma-

TEpH Ha aHTUTEH TUIONA.

VIL.3. OCOBEHHOCTH NATOTEHE3A HACJEICTBEHHON
IIATOJIOTHHA

WHunmanbHLIM («CTApTOBBIM») 3BEHOM IIATOTEHE3a HACJEICTBEH-
HBIX (POPM TIATOJIOTHH SIBJISIOTCS TeHHBIE, TEHOMHEBIE H XPOMOCOMHBIE
MYyTaLUH.

OcobBeHHOCTH TTaToreHe3a HacjeICTBEHHBIX 60le3Hell B OCHOBHOM
OMIPENENIIOTCT TPEMS (aKTOpaMU:

1) xapakTepoM NOBpEXAECHUS HACIEACTBEHHBIX CTPYKTYP;

2) TeHETHYECKHM JeTepMUHUPOBAHHBIMUA MOpHhO-(PHU3HONOTHIECKH -
MH OCOOEHHOCTSIMH OpraHu3Ma;
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3) BO3JEUCTBUSIMHU OKPYXAKOIIEH CPEIh.
I1H (haxkTopsl U OOYCIOBIMBAIOT YHUKANBHbLIH XapaKTep MpOTEKa-
HHUS TIATOJIOTMYECKHUX TIPOLIECCOB B KAXIOM KOHKPETHOM OpraHM3MeE.

VIL.3.1. Oco0eHHOCTH NATOreHe3a MOHOTeHHBIX 00Jie3Hel

MyTanMuoHHOe M3MEHEHHE HYKIEOTUAHOMW MOCIENOBATENBHOCTH
ctpykTypsl JIHK gBngerca nmpuyrHON MOHOTEHHBIX HACIEICTBEHHBIX
6one3neit. Crienuduka riaToreHe3a MOHOTeHHBIX 3a00JI€BaHHI ommpe-
IENAeTCI OCOOEHHOCTAMH XUMHYECKON MPHPOILI TIEPBUYHOIO Mpo-
IYKTa, OOYyCIOBIEHHHPIMHM KOHKPETHON MyTallMeil, ¥ TOH pOJIbIO, KO-
TOPYIO 3TOT IIPOAYKT UTPaeT B XU3HEAEATETbHOCTA opraHusmMa. [Ipu
OIHHMX MYTALUAX, OOYCIOBIMBAIOLIMX TTOJTHOE OTCYTCTBUE HEOOXOmH-
MOT'O OpraHM3My BellleCcTBa (HanpuMep, COMAaTOTPOITHOIO TOPMOHA WK
nuroxpoma-450), HOpMAIbHOE pa3BUTHE OpraHu3Ma JU0O 3aTpylHe-
HO, 1100 HEBO3MOXHO; TIPH JIPYTHX MYTALUAX, TIPUBOASIIUX K Aedu-
UMTY OMOJOTMYECKH aKTUBHOIO BELLECTBA WIHM CTPYKTYPHOTO Oefka,
BO3HHUKAIOT 3a00/IeBaHUS, XapaKTEPU3IYIOLIHECS PACCTPOMCTBOM CTPYK-
TYPHI M GYHKIIUH OTAETBLHBIX TKAHEH, OpraHoB WX GU3NOTOTHYECKUX
CHUCTEM.

M3BecTHBIC BapHaHTHl ITATOreHE3a MOHOTEHHBIX (TaK HA3BIBAEMBIX
MEHIETHPYIOIHX) 3a00/eBaHHI BeCbMa pa3HOOOpa3Hbl. BTo BO MHO-
TOM OIIPEJEJIETCI OTPOMHEIM YMCIIOM HapyIIeHHH OHOXUMUYECKHUX
peaxkiuii, IPOTEKAIOIUX B opraHu3Me. HeCMOTpd Ha 3TO, BEIACJICHBI
HEKOTOpbIE 001IHE 3aKOHOMEPHOCTH pa3BUTHUSI MOHOTEHHBIX (POPM Ma-
tonorud. HampuMep, Iist MHOTHX HACJIeICTBEHHBIX Oone3Heil oOMeHa
BemectB (HBO) ycraHoBmeHa npsiMas CBI3b MEXKIY MYTAHTHBIM TeHOM
¥ HapyLIeHHOH OMOXMMHUUYECKOHN peaKIIMeH.

K nactosieMy BpeMEHU OTKDBITHI M I1OAPOOHO ONHMCAHBI COTHM
BUIOB HACJEACTBEHHBIX aHOMaMI MeTaboau3Ma, TIpUYMHA KOTOPBIX
eIMHUYHBIN MyTaHTHBIN reH. OOycnoBieHHas MyTauelt reHa aHoMa-
JIUST AMUHOKUCIIOTHOM TTOCEN0BATENbHOCTH MOTUIIENTUAHOMN LIETTH Cy-
1ECTBEHHO HapyllaeT aKTUBHOCTDb (hepPMEHTOB 3a CYET N3MEHEHHIT KO-
nnyecTBa Oeka, ero KoHGOPMAUMOHHBIX XapaKTePUCTHK, TEPMOCTAa-
OMJILHOCTH, YCTOMYMBOCTH K pasjMyHBIM BO3NEUCTBUIM M APYrHX
cBoticTB. B abcomorHoM GonpimHcTBe caydaeB HBO cBg3aHbBI IMEHHO
C UBMEHEHUEM aKTUBHOCTH hepMeHTOB. B CBOIO ouepenh MyTalMoHHbIE
HapyuleHHUs CHMHTe3a (hepMEHTA TIPUBOAST K pacCTPOUCTBY NMOO OCTa-
HOBKE peakiMil B JaHHON Liend MeTaboIU3Ma, BbI3LIBAST pa3BUTHE TO
WK MHOM dopMbl naroixornuu. 3aboeBaHne MOXET BOSHUKATD BCIE-
CTBHME:

— HAKOIUIEHHMA U30bITKA CyOCTpaTa Kak pe3y/IbTaT HApYLUEHUS pe-
aKIMK (HarpuMep, uepedbposuna nmpu 6one3Hu Ioue),

— YBEJIMUEHMS CONEpXKAHMS BeleCTBa-IIPEIIECTBeHHUKA (HATIPU -
Mep, METHOHUHA TIPYU LIUCTATUOHHHYPHUH),
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— HEeIOCTATOYHOI'0 0Opa3oBaHMS BELIECTBA (B YACTHOCTH, JedMiiH-
Ta NUTHIMH-TpUdocdaTa IIpY OPOTOBOH AlIUIYPHH),

— YBEJIMYEHUS KOHIEHTPALMU TOKCHYECKHX IIPOIYKTOB MeTaboam3mMa
(HanpuMep, GeHMNAUETHINIOTaMIHA, GeHUAYKCYCHOM, GeHWINUpo-
BHUHOI'PAJIHON KUCIOTH ¥ IpyruX (peHUNAKETOHOBBIX NPOU3BOIHEIX ITPH
(hEHUTKETOHYPUH).

Tem He MeHee JaXe B CIy4yasix CXOACTBA BHA HAPYLIEHHA, HANpU-
MEpP TIpM HAKOIUVIEHHMM CYOCTpara, MeXaHM3MBbl Pa3BUTHS PasIMYHBIX
3aboseBaHuit OynyT pasnu4HBL. B oJHOM Cilyyae HaKaILIUBAIOLIUIACS
cybcTpar (HarpuMep, BLICOKOMOJIEKYISIPHOE BELIECTBO B ClIyyae amaB-
potnyeckoi uanoTun Ter— Cakca) MOXET OTKIAABIBATHCS B KIIET-
Kax, MOCTEIEeHHO ITPUBOIA UX K THOeau. B gpyrux cimyyasx M30BLITOK
HHU3KOMOJIEKYJISIPHOTO PACTBOPUMOTO BEIECTBA CO3JAeT BHICOKYIO KOH-
LIEHTPALMIO B OHOJIONMUECKHX XHAKOCTSIX opranusma. Hampumep, mpu
rajlakTo3eMUM (BCJIENCTBHE HelOCTATOYHOCTH Tajnakroso-l-docdary-
pupnaTpancdepassl) MPOUCXOIUT HAKOIUIEHHE TMIOK030-1-docdara,
TOKCHYECKHUE KOHIEHTPAIMHM KOTOPOTO IMOBPEKAAIOT Pa3IUYHbIE TKa-
HU, B CBSI3M C Y€M BO3HHUKAIOT HUPPO3 MMEYEHH, KaTapaKTa, [TOBpexXa-
J0TCSI ITOYKH, HEPOHBI F'OJIOBHOIO MO3ra.

VIL.3.2. OcobennocTd naroreHe3a XpoMOCOMHbIX
Oone3Hei

XapakTepHoil 0COOEHHOCTBIO TIATOreHe3a XPOMOCOMHEIX Oone3Hel
SIRISIETCS paHHee HapymeHue MopdoreHesa. OHO MPOSIBISETCS PacCTPOi-
CTBOM JIEJIEHMSI M CO3PEBAHMUS KJIETOK, HapylleHUeM UX MUIpanu U
auddepeHuHanuM, 4YTo 00YCIOBIUBAET POPMUPOBAHUE MHOXECTBEH-
HBIX TOPOKOB Pa3BUTUS Pa3IMYHBEIX OPTaHOB M TKaHed. B ocHoBe Ha-
OnrofaeMBbIX ABJIEHUH JIEXWT, KaK ITOJarajT, HecOaTaHCUPOBaHHOCTD
reHoma.

Bouiensiior Tpu T2 3¢GdEeKTOB TIPH Pa3BUTUM XPOMOCOMHBIX 60-
Ne3Helt: cnenubuyeckue, noaycnenuduueckue U HecneupUIecKHe.,
Cneyuguneckue >hhekTnl CBS3aHLI C U3MEHEHUEM YHMCAa CTPYKTYD-
HBIX TEHOB, KOIMPYIOIIMX CUHTE3 OelKa (YHHKANbHBIX HIa JI000MH
XpoMOCOMET). [IpH TPHCOMUSIX YUCIO UX YBEIMYUBAETCS, IPU MOHOCO-
MUSIX — yMeHbinaercst. Hoapcneuyuguueckue 3GeKTH IPU XPOMOCOM-
HBIX 00JIE3HSX 00YCIOBIEHB U3MEHEHHUEM YICJIa TEHOB, TIPEICTaBIeH-
HbIX B FeHOME OO0JIbLUMM YUCIOM KOMUH (HarpuMep, FeHbl pUOOCOM-
HBIX, TUCTOHOBBIX, COKPATHUTEIBHEIX 0eJX0B U T.11.). Hecneyudunecxue
TIPOSIBJIEHUS] XPOMOCOMHBIX abeppanuii MoTyT 6bITE 0OYCIOBAEHBI H3-
MEHEHHUEM COIEPXKaHUA TETEPOXPOMATHHA, KOTOPHIH BEIIIOJHSET BaX-
HYI0 poJIb B IPOLECCaX KIIETOYHOTrO JENEeHHs, pocTa U T. 1.

[Ipu XpoMoCOMHEIX abeppalusiX BbIPAXEHHOCTb OTKJIOHEHHS OT
HOPMATLHOIG Pa3BUTHUA, KaK IIPABHIIO, KOPPEIUPYET CO CTEMEHBIO
XpoMocoMHoro nucbananca. Yem Gosbiie XpOMOCOMHOTO MaTepHaia
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BOBJIEYEHO B a0eppallvlo, TeM paHbllIe 3a00JieBaHHUE TIPOSIBUTCI B OH-
! TOr€HE3€ M TEM 3HAYUTEIbHEE HAapYLIEHUS B GU3NIECKOM M NCUXHYE-
i CKOM pa3sBUTHUHM MHIMBMIA. M36BITOK XpOMOCOMHOIO Marepuaia MeEHee
j KIMHMYECKY 3HAUMM 110 CPaBHEHUIO C €TO TOTEPEH. Hanpumep, yrpa-
f  Ta OOHOW M3 AyTOCOMHBIX XPOMOCOM HE TIO3BOJIAET OCYLUECTBUTLCS
i MMITJIAHTAIMKM SUIIEKTETKH B MaTKe. B To e BpeMst M3BECTHBI XpPOMO-
COMHbBIE CHHIPOMBI, 00YCIIOBTEHHBIE TPUCOMUSIMH 110 PATTUIHBIM XPO-
MocomaM. M30BITOK WIIH HEZOCTATOK I'eTepOXpPOMATH3MPOBAHHBIX PEert-
OHOB XpPOMOCOM MOXET M He UMETb KIIMHMYECKMX MOCNEACTBUA. B OT/IH-

#  YHC OT 3TOI0 MOTEPA ByXpoMaTHHa BCErga NMpHUBOIUT K IMMOTEPE YHH-
§ KAJNbHBIX 'CHOB.

b .




I'JIABA VIII. OBIIIASA XAPAKTEPUCTHUKA
HACJEICTBEHHBIX BOJIE3HEN

VIII.1. OCOBEHHOCTU KJIMHWYECKHX ITPOABIEHUNA
HACJEJCTBEHHBIX BOJIE3HEN

HecMotpst Ha MHOroo0Opasve KTMHUYECKOW KapTUHBI HACKEICTBEH-
HBIX 3200/1eBaHUI, MOXHO BBIIEIUTL UX OOLIHE YepThI, YTO ITO3BONSIET
BBIIBUTH WIH UCKIIOYUTH HATUYUE [TATOJNOTHH y ob6cneqmyeMoro. OCHo-
Boit hopMupoBaHUs OOUHOCTH KITMHUYECKUX XapaKTePUCTUK pas3iTny-
HBIX (POpM HACIEACTBEHHBIX G0ie3HEH ABASIETCS TeHETUUECKI KOHT-
pOJb KITIOUEBBIX 3BEHLEB OOMEHA BELIECTB U MOP(OTEHETUYECKUX TTPO-
1IECCOB.

XoTg HacNEeACTBEHHbIE 3a00NeBaHUs, KaK U Jo0bie Jipyrue 0oses-
HU, UMEIOT CBOY XapaKTepHbIE UepThl, HU OAHY U3 NpUBEIEHHBIX HITXE
0COOGEHHOCTEM HENMb3ST pACCMATPUBATh KaK HEUTO abCONIOTHOE: TOMBKO
HaJIMYUE XapaKTepHBIX YEPT B LEJIOM TO3BONAET 3aM003pUTh HACKE -
CTBEHHYIO NaTONOTUIO Y TTalIMEHTA.

VIIL.1.1. Cpoxkn ManudecTanud HACIKEACTBEHHBIX 00Jie3HEH

BonbimHCTBO HAaCHenCTBEHHBIX Ooe3Hel pacro3HalTCd B MEPU-
HaTaJIbHOM M paHHEM JIETCKOM BospacTe. Kak rpaBuio, repBble CUMIT-
TOMBI 3a00NTeBaHUST TUATHOCTUPYIOTCS C pOXIEHUS WIH BCKOpPE ITOCHe
Hero. HanpuMep, HeKoTopbie HACTENICTBEHHBIE CHHIPOMBI, COTIPOBOX-
JAroLIMECS TIOPOKAMU pa3BUTHS (paclieNiMHa ryObl WM HEGa, noda-
BOYHBIE TIAJIbIIBl HA KNCTH M CTOIE, OTCYTCTBHE KOHEUHOCTH, He(EKTHI
repenHel OprolIHON CTEHKH, YITOYHAas IpblXa, HenepdopUpoBaHHLII
aHyC U T.JI.), MOTYT OBITB 3alI0I03PEHBI C MOMEHTA POX/AEHUS pebeHKa.
TIpuMepaMu paHHero TpOSBIeHUST (MIH BPOXAEHHOTO XapaKTepa)
HACJTE[ICTBEHHBIX OONE3HEN SABISIOTCA BCE XPOMOCOMHbBIE CHHIPOMBI,
axXOHIPOIUTA3UsI M psall ApyruX hopM nopaxkeHuit ckenera. OqHako mep-
Bble KJIMHUYECKUE TIPOABIEHUSI HACAEICTBEHHOTO 3a00I€BAHUS MOTYT
BBISIBIIATLCA 1 B G0ee MO3GHUX BO3PACTHRIX Ipymnnax. J[aHHbIe, TTpUBe-
neHnble B tabn. VIIL.1, cBumeTenscTByIOT, 4T 25 % BCEX TEHHBIX OO-
Te3HEH pa3BUBAKOTCA BHYTpHYTpoOHO. [IprMepHO K 3 rogaM mposBiis-
erca eue 50 % reHHbIX Gone3Heil. BMecTe ¢ TeM M3BECTHBI HACHEL-
CTBEHHBIE 3a00/IEBAHNSA C MO3JHUMHU CPOKAMHU TIpOsiBNeHHs (GOIe3Hb
AnbureiimMepa, xopesd I'eHTUHTTOHA).
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Ta6nuua VIIL1
CpokH KIHHHYeCKOH ManudecTAHH MOHOTeHHBIX 00J1e3Hel B OHTOrEeHe3e

[ BospacTt 601bHBIX Honst GONMbHBIX ¢ KITMHUYECKOM
‘ maHubecTauuei (%)

HopopoxneHHsle 25
3rona 70
Koneu ny6epratHoro nepuoza 90

Heob6xoammMo Takke TTOTYepKHYTh, YTO UMEETCS LIENbIM pst pa3iu-
it y 3a60eBaHUMi, TIPOSBASIONIAXCA B pa3inyHble BO3PACTHBIE TIE-
pHOIBI TTOCTHATANIBHOTO OHToreHe3a (Tadmn. VIIL.2)

W3 Tabauiel BUIHO, YTO C BO3PACTOM IMA/IA€T YacTOTA MOHOT€HHAIX
GoJie3HeN M yBEAMUMBAETCS OOJs 3a00jeBaHu, s NPOSBAEHUSI KO-
TOPBIX HEOOXOMUMO YyacTe (haKTOPOB CpEIbl.

B 11es10M npe/icTaBiAeHHBIE pasinids B XapaKTepUCTHKaX 3ab0sieBa-
HUM MOXHO 0ObSICHUTh CHIDKEHHUEM B TEYEHME XU3HU BKJIA/Ia HACHed-
CTBEHHBIX (PAKTOPOB B X ITUONAOTHIECKYIO CTPYKTYPY.

; Ta6auna VIIL2

Hekoropble XapaKTepHCTHKH 3200JeBanHii npenybeprarHoro
H nocTnyfeprarHoro Bo3pacra

XapaKTepUcTUKA [penyGepraTHBIA EpUOL [MoctnybepTaTHbIH MepHon
Tun HacienoOBaHUsA MoOHOTreHHBbIM MyneTHdhaKTOpHATBHBIN
Bospacr Hauana Pannwmit [To3muuit
YacToTa Penxune YacTrle
Iepuon 1o nposs- Kopotkuii JUTMHHBIN
nieHus Bone3Hu
bonbHbIe ponct- MHoro T'opa3no MeHslire
BEHHMKH
CneunduyHOCTL Beicokas Huzkag
IHMAaTHOCTHKH
Yucno 6onesneit Ouenb 607bLLI0E 3HaYUTETEHO MEHbIIIe
Paznuuusi, cBsi3aH- Penxu Yactbl

HbIE C ITOJIOM

HacnenyeMocts Bricokag Huskas

[TpOrHO3UPYEMOCTh Bricokas Huskag




VIIL.1.2. IIporpeAMeHTHOCTb U XPOHHIECKHH XapaKTep
HACJIEJCTBEHHbIX Ooje3HeHl

Ilpocpeduenmubim Ha3BIBAETCA TeUEHUE 3a00JIEBAHUS C MOCTOSH-
HBIM YXYILIeHWEeM OOLIEero COCTOSHUS U ¢ HapaCTaHWEM HETAaTUBHBIX
CHUMNTOMOB y nauueHTa. JUIss MHOTHMX HacJeICTBEHHBIX DonesHel xa-
PaKTEpHO TTOCTENeHHOE HapacTaHHMe UX TSKeCTH TIO Mepe pa3BUTHUS
naTonoruyeckoro npouecca. HanpuMep, npu dheHWIKETOHYPUH TIO
Mepe pocra pebeHKa BO3HUKAIOT M HAPACTAlOT CUMIITOMbI TICUXOMO-
TOPHOTO OTCTaBaHUs, (GOPMUPYETCS YMCTBEHHAS OTCTAJIOCTb U BTO-
pruHasg Mukponedanusa; rnmpu GonmesHu Teit —Cakca HauuHas ¢ 6-
MEeCSYHOTO BO3pacTa pa3BUBACTCS AeMUEeJIMHHU3ALMS HEPBHBIX BOJIO-
KOH, MOCTENeHHO TIpPUBOALIAS K JIeTalbHOMY ucxony. Jinsa Hacnen-
CTBeHHBIX Oosie3Hel, HaYMHAIIUXCA B JII0OOOM Bo3pacTe, xapakrep-
HO XpoHHYecKoe TeueHue. HanpuMep, neTv CO CIMHAIBHOW aMHOT-
podueil Bepauvra— l'odbdmana mOCTENMeHHO TEPSIOT JBUTATENBHYIO
AKTHUBHOCTL B pe3yjbTare Iibe i MOTOHEHPOHOB MEpPEIHHUX POTOB
CIIMHHOIO MO3ra; y OONBHBIX C JeroyHou ¢dopMod MyKOBHUCHMAO3A
¢dopMUpYETCS XPOHUYECKasd MHeBMOHUSA M3-3a MOBBIIIEHHOM BA3KOC-
TH CEKPETOB allOKPMHOBBIX XeJe3; NPy rOMO3UTOTHOM B-TasacceMuu
Ha ¢OHe HapacTawmel aHeMU3alUu NoCcTelneHHo HOpMUPYIOTCS Te-
MaToCIVIEHOMET TS, aHOMAJIUU KOCTHOM M UMMYHHOI CUCTEMEI KaK
pe3ynbTaT HeaddeKTHBHOIO 3puTponos3a. MHuorue dopMbl Hacaen-
CTBEHHBIX 00Ie3HeN ObIJIA BBIABJIECHBI NpH 00CIeIOBAHUN TAal[UEHTOB
C XpOHUUYECKUM TeyeHHeM 3a00s1eBaHUs.

I'eHeTHYECKON OCHOBOM MPOrpeIUeHTHOCTH U XPOHHMYECKOIO TeYe-
HMS HACTeICTBEHHBIX 00JIe3HeH IBIAIOTCA, KaK MpaBUio, 18a (peHOMEHa:

1) HempepbIBHOCTh (PYHKUMOHUPOBAHUS NAaTOJOTMYECKOro reHa,
MTPUBOALIAA K HAPYLIEHUIO HOPMAaJbHOIO (hYHKLIMOHHUPOBAHUA KIe-
TOK, TKaHeil 1 OpraHos;

2) OTCYTCTBME NPOIYKTa MYTAHTHOTO TeHa, 00yCIOBINBAIOIIEE Pa3-
BUTHE JIEKOMIEHCHPOBAHHBIX COCTOSIHHUIA.

CreneHb XpOHMU3AUUM U TIPOTPENUEHTHOCTH [JII OJHOIO M TOro Xe
3a0071eBaHUS MOXET pas3InyaThes.

VIIL.1.3. BoBjie4eHHOCTh MHOTHX OPraHOB H CHCTEM
B MATOJOTHYECKHH NMPonecc Npu HACJHeJCTBEHHBIX 32001eBaHHAX

IMpaxTryecku 1t Beex hOPM HACHIEICTBEHHOI TaTONOTHH XapaKTep-
Ha MHOXeCTBEeHHOCTh opakeHui. B nepBy1o ouepens 370 06yCI0BIEHO
nACHOMPONHBIM Oelicmeuem eeHa, T.e. ero CrioCOBHOCTBIO KOHTPOJINPO-
BaTh pa3BUTUe PA3TUYHBIX MPU3HAKOB opraHusma. Hanpumep, npu ciuu-
JpoMe Mapdana nopaxarorcsi KOCTHas!, CepIeYHO-COCYTUCTAA CHCTe-
MBI M OpTaHbl 3peHMs; Ipu cuHapoMe JloyperHca — MyHa nmopaskeHsbl KO-
CTHAsi, MOYEIIONOBAs, SHOOKPUHHAS CUCTEMBl W OpraHbl 3peHHd; INpH
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TaakTo3eMHUH BomiIeyeHs! rmevyeHb, LITHC, 3penue. IIpu HeKoTOpPBIX Ha-
i CJIeIICTBEHHBIX 3a00/1eBaHUsAX MEXAHU3MBI NIEPBUYHOIO TUIEHOTPOITHOTO
. JIEVCTBUS TeHOB M3BECTHHL. 3T0, KaK MPaBuIio, 6071e3H1 OOMEHA BElIeCTB,
¢ B ToM unCIie OOJe3HU HaKOIUIEHHA. Tak, MpH ayTOCOMHO-PELIECCUBHOM
saboneBanun Bunbcona— KoHoBanosa aHoMalHs CBIBOPOTOYHOIO Oe-
Ka LEepYJUIOIUIasMUHA He obeciieunBacT 3(pHeKTUBHBIN TPaHCTIOPT MEIM.
{ OTO NPUBOIMT K OTIOXEHHIO €€ U30BITKA B Pa3IMYHBIX OPIaHaxX U TKa-
£~ HIX, YTO BBI3HIBAET MHOXECTBEHHEBIE ITOPAXKEHHS.

bl

‘% VIII.1.4. CemeiiBblii XapakTep HacjeACTBEHHbIX
- 3a0oeBaHMiA

st GONBLIOTO YKCHa HACHENCTBEHHBIX 3a00JIeBaHUNA X2paKTEPHBI
f NIOBTOpPHBIE CITy4all aHAJIOTMYHOU MaToJOTMH Y WIEHOB OJHON CEMBH.
B B orinuue oT MHMDEKUMOHHBIX 32001eBaHUIA paclipeesleHue OOIbHBIX
i 110 Moy ¥ B ITOKOJIEHUSIX TP HACJIEICTBEHHBIX 3a001€BAHIAX OCYIIE-
CTBIISIETCA COIMIACHO MEHIEJIEBCKUM 3aKOHOMEPHOCTSIM.

BuMmecte ¢ TeM Hammume 3a607ieBaHUS TOJBKO Yy OJHOTO U3 YJIEHOB
. POINOCTIOBHOM (cnopaduwueckuii caywai) He UCKIIOYAET HACIENCTBEH-
HOTO Xapakrepa 3To 6ose3Hu. [TonobHas cutyarus MoxeT OBITh 00yc-
JIOBJIEHA:

1) HanMYMeEM HOBO{l JOMHUHAHTHOM MyTaluu (TpOU3OILEALIENA KaK
B 2yTOCOMHOM, TaK U X-XpOMOCOME OJHOTO U3 PONUTeENEH);
9 2) SIBAEHMEM HETOJHOM IMeHEeTPAHTHOCTH JOMHUHAHTHOIO IeHa;
3) reTepO3UTOTHHIM HOCUTEIBLCTBOM ODOHMX DONUTENEIH;
4) HanU4UeM PeleCCUBHON X-CHEIIEHHOH IATOJIOTHH.

[

K

Ry —

VIIL.1.5. Cnenuduyeckue CHMITOMbI HACIEICTBEHHbIX
Oone3nei

Lo Hanuuue penkux crienHIeCKUX CUMITTOMOB MJIM UX COUETAHUH y
r; j GoNBHOTO JAaeT OCHOBAHME AYyMATh O HACJIEACTBEHHOW WM BpPOXIEH-
Hoil ipupone ero 3aboneBanus. Hanpumep, y pebeHKa ¢ pacuieTmHOR
HEDA HAMMUKE CUMMETPUUHBIX «TMOK» WITH (DUCTYJ Ha CIM3NCTON HIUXK-
Hel ry0bl MOo3BOJSIET AYMaTh 00 ayTOCOMHO-IOMHUHAHTHOM CHHAPOME
B Ban 1ep Byna; Hanuure mupoxoro 1-ro manbiia Ha KUCTAX U CTOMAX Y
( ' pebeHKa C Mporpeccupyroineil YMCTBEHHON OTCTAJIOCTHIO HABOAUT Ha

: MBICJIB 00 ayTOCOMHO-IOMIHAHTHOM CHHApoMe PybmniuTeiina— Teii-

; Ou 1 T.1. B HEKOTOPEIX CIIydasiX CUMITTOMBI ITPOSIBIEHMS TeHOB, HE MMe-
B 101[[1€ KaKoro-IM00 KIMHMUECKOIO 3HAYEHUS, SBIAIOTCA OTOPHBIMH
S TIpu ToCTaHOBKE AuarHo3a. HanpuMep, oOHapyXeHHe HaceueK Ha MOYKE
yxa y pebeHKa C MakpoTioCCHeil M pacXOoXIeHUEM MPSAMBIX MBIIIIL]
XMBOTa SIBJISETCS PELIAIOINUM ST IMOCTAHOBKH AMArHo3a CUHIpOMA
Beksuta— BuneMaHa i, ciieoBaTe/IbHO, ONPaBIaHHOTO BEIGOpa ajiek-
BaTHOM Tepanuu.
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VII1.1.6. «Pe3ucTeHTHOCTh» HACJEICTBEHHBIX 00JIe3HeH
K HauGoJiee pacnpoCcTpaHeHHbIM MET0JaM Tepanuu

I'oBOpst 0 pe3ucTeHTHOCTH (OT JIaT. resistentia — MPOTUBOAECHCTBUE,
CONPOTHUBIIEHHE) HACHEICTBEHHBIX Oone3Hel K JIeYEHUIO, B IEPBYIO
oyepeb HY:KHO UMEThb B BUJly OTHOCUTEJIbHOCTh JAaHHON KIMHUYECKON
XapaKTepUCTHKMU.

C onHOI CTOPOHBI, 3Ta KIMHUIECKAS 0COOEHHOCTh OOBSICHSIETCS TEM,
YTO BO MHOIUX CJIyJasx UCIIPAaBUTD TTIEPBUYHBIE 3BEHbA TTaTOreHEe3a 3a-
OoneBaHMA, AaXe €CHU U3BECTEH NEPBUYHBIA TTPOLYKT MYTAHTHOIO I'E€Ha,
He Bcerga yaaetca. (OnHaKo 3Ta yCTOMYMBOCTH He abconioTHa). C npy-
Toli CTOPOHEI, IBIEHHE «PEe3MCTEHTHOCTH» CBI3aHO C TEM, UTO CHUMII-
TOMBI HACNIEACTBEHHBIX 3a00JIEBAHME YaCcTO IPHHUMAIOTCY 32 COOCTBEHHO
3a0oneBaHne. DTUM 0ObBACHSIETCH Oe3yCNelHOCTh UCTIONB30BaHUS CTaH-
JNApPTHBIX CXEM, TMOIXONOB M MeTomoB Tepanuu. Hanpumep, nedyeHue
9K3eMbI, KOTOpast ABISETCS KOXHBLIM TPOSBICHUEM TIPOTOKOIIPOTIOP-
(upuu, OKa3pIBaeTCd JIeYeHUEM CUMIITOMA, B TO BpeMs KaK g JAaH-
Horo 3aboseBaHMUs pa3paboTaHBl HAXEXHbBIE MeTOIbI IIPOGUIAKTHKY U
Tepanuu, OCHOBAHHbIE HAa 3aKOHOMEPHOCTIX ero Iatorenesa. [Ipu He-
pacriosHaHHOM cuHapoMe KocTMaHa MHTeHCHBHAS aHTUOMOTUKOTEpa-
ITYSI THOMHUYKOBBIX TIOPAXKEHUH CAU3UCTHIX 000JIOYEK M KOXM HE Cria-
caer pebeHKa OT IPOTrPecCHPYIOLIEro TeUeHUs 3ab00IeBaHUs, POSIBIIA-
JOLIETOCA B BUIE (YPYHKYJIOB, a0CLigCCOB MOAKOXHOM KIJIETYATKU, TS-
XeJbIX CTOMATUTOB, OiethapHTOB U T. 1.

Baxuo moguepkHyTh, 4TO M100as OTIAENBEHO B34Tasd U3 BBILLEIEpe-
YHUCIEHHHIX KJIMHUYECKUX OCOOEHHOCTEN He SABJAETCS abCONIOTHBIM
KpUTEpHEM HacienCTBeHHOro 3abosieBaHust. OqHAKO NP BEIABICHHU
HECKOJBKUX XapakTepHbIX IS JaHHOM HACHeNCTBEHHON IaTONOTUH
ocobeHHOCTEH 3aKIIOYEHUE O 3a00JIeBaHUU MOXET OBITH OoJjee ompe-
JIEJIEHHBIM.

VIIL.2. KIMHAYECKHI NOJAMOPO®HUIM
HACJIEICTBEHHBIX 3ABOJIEBAHUM

MHOro4YUCIeHHOCTh KIMHUYECKUX U J1abOpaTopHBIX MPOABIEHIH
moboro 3aboJieBaHUSI M UX PA3HOXaPaKTEPHOCTh OXBATHIBAIOTCS TOHSI-
THEM TTonuMophu3M. HanpuMep, y yacTt GONBHBIX ¢ CHHApOMOM Map-
(haHa MOXKHO IMaTHOCTUPOBATh CO CTOPOHB! CepIEYHO-COCYIUCTOMN CH-
CTEMBI TTPOJAIIC MUTPAJALHOTO KJlallaHa, a y JIPYyTUxX — aHeBpU3MY aop-
THI. CO CTOPOHBI OPTraHOB 3peHUS MOXKET OTMeYaThCd TTOIBHBHX XpyCTa-
JTMKa, a MOXeT ObITh MUONUA c1aboi CTereHu U T. [. (CM. T X). JIpyrum
TIPUMEPOM pasHooOpa3HOTO MPOSBAEHUS CUMITTOMATHKH TTPH OJTHOM U
TOM Xe 3a0ojieBaHuU sIBASETCS HelipoduOpomaTos 1 tvma. M3BecTHH!
ciiyyad, KOraa y ofHoro 6osibHOro Helipodudpomaro3oM HabmMoAaeTCS
pa3BepHyTasl KIMHWYEeCKas KapThHa, st KOTOPOU XapakKTepHbl MHO-
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KECTBEHHbIE HEUPOhUOPOMBI U OIyX0JH (cM. Ti1. XI), B TO BpeMst Kak y
Ipyroro 0oabHOro (HaXe y 4ieHa TOH XK€ CEMbH) PETrHCTPHPYIOTCH
TOJBKO ITATMEHTHBIE ITSITHA 1IBETA «KO(e ¢ MOJIOKOM» W BECHYIUKH B
TMTOMMBIIIEYHBIX, ITaXOBbIX 00JIACTAX M Ha TOJECHHM.

Knunrugeckuit mnonuMop¢u3M HacAeNCTBEHHLIX O0e3HeH, onpene-
JISEMBIX OHHUM T€HOM, MOXET IIPOSIBUTHCS Pa3INYHbIM BPEMEHEM Ha-
yana 3a00JIeBaHUs WK Pa3NUIHON TSKECTHIO KIIMHUYECKHUX MPOSIBIIE-
uuit. HanpumMep, xopest [eHTUHITOHA, CpeAHHUH BO3pacT HAayaja KOTO-
poli ipumepHOo 40 NIET, MOXET HAYaTbCsl B IETCKOM BO3pacTe, a B He-
KOTOPHBIX ciyuastx ne6roT 3abonesaHust otMedaeTcs mocie 60 yer.

IleHeTpaHTHOCTD H JKCHPECCHBHOCTb., MYyTAaHTHBIN TeH HE Bcerna
MOXET IPOSIBNIATHCH (DEeHOTHITHYECKH, WITH €CITH €T0 ACHCTBHE MPOB-
JISIETCSI, TO CTETIEHDb IPOSIBIICHHS MOXET IITMPOKO BapbUpOBaTh y pas-
HBIX HHAUBUAOB. B CBA3M ¢ 3TUMH KIMHHYECKUMH OCOOEHHOCTSIMU € -
CTBUS I'€Ha BBEACHDI MOHATHS O MEHETPAHTHOCTH U 3KCTTPECCHBHOCTH.
Ienempanmuocms — 3T0 BEPOATHOCTh, WIH YacTOTa, MPOSIBICHUS 3a-
GonepaHMs (NMPHU3HAKA) Y 3aBEAOMBIX HOCUTENEH NAHHOTO reHa. Jxc-
nPecCUBHOCHb XE ONPEIENSETCS KaK CTeNeHb BBIPaXXeHHOCTH AeHCTBUS
TeHa.

Ecny HanmuuMe reHa B OpraHH3MeE SBJISIETCS €OUHCTBEHHO HeobOXxo-
JUMbIM U JOCTATOYHBIM YCJIOBUEM €T0 MNpPOSIBIeHMS, TOBOPAT o 100 %
ITEHETPAHTHOCTH; €CNIM XK€ TNPH HATUYHUY T'eHa 3a00JieBaHIE TIPOSBIIA-
eTCSl He BO BCEX CIyYasiX, TO TOBOPAT O HETOJHOMN MEHETPaHTHOCTH.
OpHo U TO Xe 3a00JIEBaHHE MOXET II0-pasHOMY ITPOTEKaTh ¥ PA3HbLIX
GOJILHBIX, IaXKe Y WICHOB ONHOM PONOCIOBHOIL. B 310M cityuae ropopsar
O Pa3TUYHOM 3KCIIPECCHBHOCTH TeHa. IHOTa MposBiaeHWe (BhIpaKe-
HME) reHa ObIBAET HACTOJIBKO HE3HAYMTENIBHBIM, YTO MPH3HAKH €T0 HE
0OHAPYXHMBAIOTCH 110 KpaiiHel Mepe UMEIOIITUMHCS B HAIIEM PACIOpsi-
JKeHUH MeTonaMH. [TOHATUS MEHETPAHTHOCTH M SKCITPECCHBHOCTH HaH-
folee 4acTo TIPHIOKMMBI K ayTOCOMHO-JOMHUHAHTHEIM 3a00JI€BAHU-
SIM, TTIO3TOMY 3TH SIBJIEHUST M OTHOCHT K XapaKTEPUCTMKAM ayTOCOMHO-
JOMHWHAHTHBIX TCHOB.

VIIL.3. TEHETHYECKA{ TETEPOT'EHHOCTbD

Korna KIMHIYeCKY CXOMHBIE COCTOSTHUS B PA3IMYHEIX CEMbAX 00YC-
JIOBJICHBI Pa3IMYHLIMU TCHETUYECKUMH Ne(EeKTaMH, TOBOPAT O TeHe-
THUYECKOU TETEPOTCHHOCTH HACJIEACTBREHHO OOYCIIOBJICHHBIX O0JIE3HEI.
IpunHarsie Ha3BaHWS MHOTHX MAaTOJOTMYECKHX COCTOAHMIA WM [axe
3a00IEBAHMI YACTO CKPBIBAIOT IIPUCYIIVIO MM T€TEPOTEHHOCTD, IPU-
JaBasi BUA ONHOPORHOCTH. [lox KaXnpIM, HarpuMep, U3 TAKMUX Ha3Ba-
HMH, KaK «CHHIPOMBI KDOBOTOUHBOCTH», «MBIIICYHbIE NUCTPODUM»,
«YMCTBEHHASI OTCTANIOCTh», «TJIYXOTa», «<AHEMHS», «TJIMKOreHOo3» U T. 1.,
CKPBIBACTCS HECKOJbKO KIMHUYECKH, OMOXUMHWYECKH M T€HETHMYECKU
CaMOCTOSITENIbHBIX 3a0oneBaHuif. bonee toro, ¢peHoTMNHYECKU (KIH-
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HHYECKH) OTHOPOMHOe 3a00JIeBaHUE MOXET OBITh TEHEeTHYECKM reTe-
POTEHHBIM, €CITU EAUHBIM MyTh 0oOMEHa BEUIECTB OJIOKWPOBAH B €r0
pasNUYHBIX TOYKAX, KaK, HarpuMep, IPH alipeHOTCHUTANEHOM CHHI-
pome. BMecre ¢ TEM OTCYTCTBHE WIJIM HEZOCTATOK OJHOTO M TOrO Xe
KOHEYHOTO NMPOAYKTa, HanpuMep TeMOTI00MHA, TIPUBOASIHAE K MaJIO-
KPOBHIO, MOXET ObITh CNEACTBUEM MYTalMil Pa3TMYHBIX TEHOB.

IIpu3HakaM¥ reTeporeHHOCTH HACHEACTBEHHOTO 3a00NeBaHUst SB-
JISTIOTCS:

1. Hannuve cemeii ¢ pasinyHbIMU TUMTAMU HacleXOBaHHS KIHHU-
YeCKH CXOOHBIX cocTossHUM. HanpuMep, nUTMeHTHBIA peTHUT (CHH-~
XEHHUE HOYHOTO 3pEHUS, CY>XKEHHE TIONEH 3pEHUS C TIOCASIYIOLIEH PO~
TPECCUPYIOIIEH TIOTepeil 3peHHsI H0 TIOTHOM C/IETIOTH) MOXET Hacye-
HOBAThCS KAK ayTOCOMHO-IOMWHAHTHbIN, TU00 KaK ayTOCOMHO-peLIeC-
CUBHBIH, TH00 KaK X-CIEIJIEHHBIA peliecCUBHBI Tpu3Hak. [1okazaHo,
YTO TeH ayTOCOMHO-IOMHHAHTHOM (DOPMBI JIOKAM30BAaH HA JTHHHOM
TTeye XpoMocoMH 3 (3q21 —q24), a reH X-clemieHHoi GopMbl — Ha
KOPOTKOM Tiieye X-xpoMocoMHl (pl11.3).

2. PoxneHHe 300pOBbIX neTell B Opakax GONMBHBIX ayTOCOMHO-peIIec-
CHBHBIM 3a00mneBaHreM. HampuMep, B 6pake ABYX IIyXOHEMBIX POIUTE-
JIeH, CTPaNAOIIMX ayTOCOMHO-pelleCCUBHBIMY hopMaMH 3a00JIeBaHHs,
POXIAIOTCSK NETH C HOPMANBHBIM CIIYXOM.

3. BpIsRNICHHE pasTMYHBIX OCHOBHBIX OMOXMMIYeckix iedekToB. Tak,
npu cauapoMe CaHdwrianno (HapyiieHUst oOMeHa ITI0OKO30aMHHOT-
JIMKAaHOB, COIIPOBOXIAKOIINECH TIOBBILICHHON 3KCKpelHel rernapaH-
cynbdhara ¢ MOUYOIt, TSKEIBIMA COMAaTUUECKUMHU HAPYLICHUSIMH U yM-
CTBEHHOH OTCTAIOCTBIO) BBIAENSAIOT 4 TUNA OMOXUMUYECKHX nedeK-
T1oB. Ilpn THITE A oTcyrcTBYeT pepMeHT remapan-N-cynabdaTasa; npu
e B — N-anetwi-o-roko3aMUHMAa3a; Ipy TiIle C — IIOK03aMH-
HauetwrTpancdepasa; mpu Tune D — N-aleTwi-rioKo3aMUH-6-CyJIb-
dar-cyasdaraza.




TJIABA IX. KIMHUKO-TEHEATOTUYECKUIA
AHAJIN3 KAK METOJ U3VYEHUA
HACJIEJICTBEHHOCTH YEJOBEKA

UenoBeYEeCTRBO ¢ HE3ANMAMSITHBIX BPEMEH MCIIONbL3YeT JAHHEIC SMITH-
pHUYECKUX HaOMIOMEHWI Hall PONOCAOBHBIMU, B KOTODBIX OTMEYallach
Tlepeavya IaToMOTHYeCKHX MPU3HAKOB UK Gosesneid. Tak, yxe B Tan-
Myj1€ CKa3aHo, YTO €CAH y PONCTBEHHHKOB HOBOPOXKIEHHOTO MAJIBYH -
Ka B DoAY OTMEYAIMCH CIyYal KPOBOTCUEHUS, TO TAKOH PeOEHOK OCBO-
OoXIancs OT 00s13aTeNIbHOTO MJIsT BCEX APYTHX JeTed oOpsiga WHUUHA~
1Y (oOpe3anyisi Kpaiineii ToTH).

ITpuMeHEHNE ceMEHHOTO aHaIN3a IIaTONOrHY Yenopeka B XVIIT-—
XIX BB. MOXHO paccMaTPUBaTh KaK TIPEAITOCHIIKA (DOPMUPOBAHUS T€-
HEIOrM4YecKoro MeTona. JdanbHellIee ero yCOBEPIICHCTBOBAHUE TIIIO
KaK 10 JUHHU COCTABJCHUS PONOCIOBHBIX, TAK U [0 JUHUH MOHUCKA
METOIOB CTAaTUCTUYECKOrO aHANN3a NaHHBIX,

T'eneanornyeckuifi MeTox — 3TO METOJ M3YYEHHHA POAOCHAOBHBIX, C
ITOMOIIBIO KOTOPOTO TIPOCIICKUBACTCA pacipeAcicHHe OoNae3HH (TIpH-

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

IX.1. 3AJAYHA METOJA

T'eHeanoriyecKnit METO OTHOCHTCS K HAuMOoJiee YHUBEPCATBHBIM
METON@M NeHETHUIECKOTO aHa/n3a. B MeqMiIMHe ero YacTo Ha3hIBaloOT KJTH-
HUKO-TEHEATOMMYECKUM, TTIOCKOIBKY HCCIEI0BAaHUIO TIOABEPTAIOTCS pas-
HOOOpasHbIe DOJE3HN WA IATONOTHYECKUE TTPH3HAKU.

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

1) npu yCTAHOBJIEHWH HACJEACTBEHHOTO XapakKTepa MpH3HaKa;

2) Npd ONpPEAEICHUH THIA HacJeAOBaHMs IIpM3HAKa WM 3a00s1eBa-
HUS;

3) g OoLUEHKY TCHeTPAaHTHOCTH I'eHa;

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

5) npH U3Y4EHHUH WHTEHCHBHOCTH MYTALIMOHHOTO Ipolecca;

6) pu pacuridpoBKe MEXaHH3MOB B3aUMONEHCTBHA T€HOB.
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Ocoboe 3HaueHUE TeHeanoTHYECKUI METON IpHo0OpeTaeT MpH Me-
MUKO-T€HETHYECKOM KOHCYILTUPOBAHUHU. B HEKOTOPEIX Clyuasx OH SB-
JIAETCST €AMHCTBEHHBIM METOJIOM, C NMOMOIILI0 KOTOPOTO MOXKHO!

BBIICHUTb MPUPORY 3a00JICBAHUS;

OTIPENEINTh THIT HACTEAOBAHMS NATOJOTHH B CEMBE;

TIpoBecTy AuddepeHITHATBHYIO IMATHOCTUKY HACHEACTBEHHBIX 60-
JIE3HEH;

OLEHWTb IPOTHO3 3a00JIeBAHUS;

PacCYUTATL PUCK POXIAEHUS GOBHOTO TIOTOMCTBA;

BBIOpATH aleKBATHBIC M ONPaBAaHHbIE METONBI JOPOIOBOH AUATHO-
CTHKH, JIEYCHUS U NPpOdHUITAKTHKY, peabiInTalyu W aganTaLuu.

IIpoBeneHMEe KITUHUKO-TeHEAIOTHYECKOTO METO/A OCYILECTBIISIETCS B
J(Ba 3TaTa. DTO IPEXKIE BCETO COCTARICHWE POAOCIOBHOM U ee rpadude-
CKOe M300paxkeHue, 3aTeM reHETUYECKUI aHaIM3 TIONYYEHHbIX JaHHBIX.

IX.2. COCTABJIEHHE POJOCJTOBHOM

CocrapiieHHe pOLOCIOBHOW HauyyHaeTcs ¢o cOopa cBeneH o ce-
Mbe, H IpEeXIEe BCero co cOopa cBeneHMil o mpobapne — WHAMBHIE,
KOTOPBIN SBJIgETCS MPEeAMETOM HMHTepeca HCCiaenoBaTens (Bpaya, Ie-
parora). Yauie Bcero 310 60J5HON WIM HOCHTENH U3Y4aeMOro TIPU3HaKa.
OngHaKo 3a MeIMKO-TEeHETHYECKOH KOHCYIbTalUer MOTYT 00paIaThes
1 300pOBble MHAWBHALI. B 3TOM clyuae HCIIONB3yeTCs TEPMHH «KOH-
CYNbTUpYyIOLIMiicsa». B rpadpriecKoM U306pakeHNH POIOCIOBHOM ITPoO-
BGaHx OTMEYaeTCst COOTBETCTBYIOIIMM 3HAKOM M CTPENIKOM, KOTOpas UIeT
CHHI3y BBEpX ¥ ClieBa HAMpaBo. [1eTH O(HOM POTUTENBCKOI napsl (Gpa-
ThSl U CECTPHI) Ha3uIBAKOTCA cubcamu. Ecid cuGehl UMEOT TOIBKO Of1-
HOTrO OOIIETO pOAMTENsI, OHU Ha3bIBAIOTCH MogycHOcamu. Pa3miyaroT
w eMHOYTPOOHHX (0011as MaTh) M eNUHOKPOBHEIX (0OIDU# oTew) cub-

coB. CeMpEl B Y3KOM CMBICAE Ha3bIBAIOT PONUTENLCKYIO TIApy M UX Jie-
Teil (damepHas ceMbs), HO MHOIAA W 0oNlee LIMPOKHI KPYyr KPOBHBIX
POJNCTBEHHMKOB. B TlociaenHeM ciydyae Jydille HCTIONb30BATH TEPMHUH
«poay».

OOGBIYHO POIOCTOBHAsI COOHpAaeTCcsT B CBA3H C HU3YYEHHEM OHOTO
WM HECKOMNBKHX 3a00J7eBaHUi (NpU3HAKoB). Bpay WiM reHeTHK Bce-
rga HHTepecyeTcs KaKMM-TO KOHKPETHHIM 3a00JieBaHUEM WU IIpH-
3HAKOM.

B 3aBHCHMOCTH OT LENH HCCACAOBAHMSA PONOCIOBHAs MOXET OBITDL
TIOJTHOM WJTM OTPaHUYEHHOMH; OHA MOXET OTpaXaTh MO0 KIMHUYECKHE
TIpU3HAKY, TUO0 TeHETHYeCKHUi1 CTaTyC WIEHOR POJOCIOBHOM. B moGoM
CIyJae HYXKHO CTPEMUTHLCS K HaHOoJee OJTHOMY COCTaBIEHUIO POJOC-
TIOBHOU MO BOCXOSAEMY, HUCXONALIEMY U OOKOBBIM HATIPaBICHUSIM.
YeMm Gotpliie TTOKONIEHHM BOBJIEKAETCS B PONOCIOBHYIO, TEM GOJIBIIIE
HHPOpMaIK OHAa MOXET coiepxaTh. OIHAKO ee OOHIMPHOCTH MOXKET
OOYCIIOBHTH MOSIBIIEHHE B Hell OUMOOYHBLIX JaHHBIX. [ yTouyHeHHs

I
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CBEIEHHU I MPUBICKAIOTCS Pa3IMYHOTO poia MEAUUUHCKAA JOKYMEHTa-
uysi, ¢pororpadmi poOACTBEHHUKOB, PE3YIbTATHI JOITOJHWTEIEHEIX VIC-
cnenoBaHWi. Yem Gonbie rMyOHHa W ITHpOTa FTeHEAKOTHYeCKOTO MOMC-
Ka, TeM LICHHee U HadeXHee rmonydaeMast HHQOPMALIHSL,

H71s1 HarISUTHOCTY COOpaHHble AAaHHBIE H300pasKaoT B BUIE OIpene-
JIEHHBIX CUMBOJIOB, HEKOTOPLIE U3 KOTOPEIX MPEACTABICHbI Ha puic. [X.1.
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Puc. IX.1. CuMBOJbI, HAMOOTEE YACTO UCITONB3YEMBIE TPU COCTABIEHUU
POIOCNOBHBIX:

] — muo MyXckoro nona; 2 — MU0 XEHCKOro noaa; 3 — bonbHble; 4 — 6pak; 5 —

KPOBHOPOACTBEHHBIH GpaK; 6 — cubChl, 7 — eAMHOYTPOOHBIE CHOCHI; § — eIMHOKPOB-

Hble CUBCHl; 9 — MOHO3UIOTHBIC OIHU3HEUBI; /() — AU3UTOTHBIE Gnu3Heupl; 17 — ycul-

HOBJIeHHe; /2 — TmoN Heu3BeCTeH; 13 — BbIKMAbI; [4 — MEAMLIMHCKHMIA abopT; 15 —

ymepluue; I6 — npobaHm; I7 — TeTepO3UIOTHLIE WHIMBHAM; I8 — reTepo3urotHas

HOCUTEABHUIA PELICCCUBHOIO reda 8 X-xpoMocome;, 19 — GepemeHHocTb, 20 — Gec-
NAOAHBII 6pak; 2/ — nMYHO 06CIeI0BAH

|
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ITon «KIMHHYECKOM» POIOCIIOBHOVW IMOHMMAT OToOpaXeHWe Ha-
CJIeIOBAH IS KOHKPETHOro 3a00/1eBaHs UK HECKONBbKUX 3300IeBaHH .
MakcuManbHoe YUCTO 3a00NeBaHui (IIPH3HAKOB) B OQHOM CUMBOJIE,
T.€. Y ONHOTO MHIWBUIA, B IpaduiecKoM M300paKeHUU HE JOIKHO
IIPEBAILLIATE YEThIPEX HO30JIOTMYeCKUX (DOpM M TIpu3HakoB. Ecnn k-
HWYecKas pOAOCIOBHAS ITOCBSIILEHA aHANKU3Y TOINBKO OQHOI0 KOHKPET-
Horo 3a6onenanns, To o6o3radenus M, @ cootercTBYIOT H306pAXE-
A0 GONMBHOTO MYXKCXOTO 110Jia ¥ GOJIEHOM XEeHCKoro moja Ecnu B
KIMHUYECKOI POnoCIOBHOM NMPOCHeXUBAtOTCS ABa 3ab0neBaHUsI, Ha-
IMpAMED rUIlepToHHYecKas 60Ie3Hs U OKUPEeHMEe, TO 0OBIYHO UCIIOJib-
3YIOT cJCAYIOlIe 0003HAYeHHUS: KAXIB CHUMBOJI ASNAT Ha JIBE paB-
HbIE YACTH, TIPH 3TOM OOJILHBIE NEPBBIM 3a0oeBaHUEM (THIIEPTOHM-
YecKoi Qone3Hni) 0003HAYarTCS p[l, ©, a GompHbie ¢ oXupeHHEM
KakK [l, ©. B nanHOiT poiocioBHOI CHMBOI M o603uauan 65l MHAUBU-
J1a MYXKCKOTO TIONIa, CTPaZaiouiero 1 runepTOHUYECKOl OoNe3Hblo, U
OXHpeHWeM OIHOBPEMEHHO.

B HekoTOpBIX Citydasx 1151 OTOOPAKEHUS B PONOCTOBHON PasIIYHBIX
3260/ BaHH I UCITONB3VIOT Pa3JiAYatoIiecs BBl HITPHXOBKY 3JeMEH-
toB (pHc. IX.2). I'padryeckoe U306pakeHNe pOXOCIOBHON TOMOIHSIET-
¢ 06A3aTeIbHBIMH pa3faeaMil: «YcIoBHbIE 0003HaUeHs» U «JlereHma
POZOCTIOBHOM».

Ycenosubie 0003HaYe s — 3TO TTepedeHb CUMBOJIOB, UCIIOJIB30BaH-
HEBIX TIPY rpadHUecKoM IIpeAcTaBICHAN poAocioBHON. Kak mpasuio,
TPUMEHSIOT CTAHIapTHHIE 3HaYKK-cMMBOJTET (puc. I1X.1). Onnako B 3a-
BUCHUMOCTH OT 3aja4, Lenel 0 ocobeHHOCTedl pONOCIOBHBIX COCTABH-
Tesk BUIpaBE UCITONb30BAThE OPUTHHATHHBIE (COOCTBEHHBIE) 0003HAYUE-
HUs ¢ 00S3aTEIbHHIM UX OOBSICHEHWEM, YTOOB! HCKIIUYUTH BO3MOX-
HOCTbL HENPABHJIBHBLIX TOMKOBAHUI JaHHBIX. JI1sl OsSiCHEHUST IPUHIIU -

m
1 3 7 8
v [ 1O !
5 6 13

QD a ONm -

Puc. IX.2 pumep cocTarIeHU «<KTUHHIECKOH» DONOCTORHOIN:

0 — OonbBHE caxapHBIM auabGetoM, 6 — GonbHBlE HelipodubpoMaTo3oM; ¢ — JHYHO
obcnenoBaHHbIE
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Puc. IX.3. IIpuMep COCTaBIEHHA «T€HETHYECKOH» POLOCIOBHOIM. 3aboneBaHue
C ayTOCOMHO-PELECCHBHBIM THIIOM HACJIENOBAHMNS:

a — TeTepO3UTOTHl; 6 — FOMO3HTOTHBI HHIUBHI

OB 0003HaYEHHUST M COCTaBJIEHHST POXOCIIOBHBIX TTPHBEEHBI 1Ba TIPU-
Mepa (puc. 1X.2 u IX.3).

Jlerenna ponociaoBHoM SBNIETCS 00s13aTeNILHBIM 3JIEMEHTOM OIUCa-
HUsS pogocioBHOH. OHa BKIIIOYAET:

1) mogpo6HOE oNMCcaHWe KaXOoro 4YjieHa poOJOCNOBHOM, CBENEHHS
0 KOTOPOM 00s13aTeIbHB WIH CYHIECTBCHHDI JIISI TOHUMAHUS XapaKTe-
pa HacnemoBaHWA 3aboneBaHuA (IpU3HAaKa) WM ocoGeHHOCTEH KIIU-
HUYECKOTO IIPOSBJICHHUS;

2) TiepeyeHb HCTOYHHUKOB MEIUIMHCKUX U IPYTUX CBEICHUI ¢ Co-~
epXaTensHod HHpopMaLueit;

3) yKazaHHe Ha XapakTep IIaToJIOTHYeCcKOoro Ipotecca Uiy ero Jo-
Kanu3auio (HalIpuMep, ¥ HEKOTOPBIX WICHOB PONOCIOBHOM AUarHoc-
TUpOBaHa H30JIMPOBaHHAas 37I0KaYeCTBEHHAsA OIYXOJb XeNynaKa, Y Apy-

¥ THX — MHOXECTBEHHbIE HEOIUIA3HH ),

4) ykazaHMe Ha BpeMs Hadaia 3a00JIEBAHHST 1 OCOOEHHOCTH TEUEHH,
5) yka3zaHHe Ha BO3pacT M IIPUYHHY CMEpPTH;
6) omucaHHe METONOB AMATHOCTHKHM M MACHTHhHKAUUUA (HampH-

i MEp, KayeCTBEeHHbIM WX KOJHUYECTBEHHbLIN XapaKTep OIIHUCHIBACMOTO

NPU3HAKa).
TaxumM obpasomM, «JlereHma pomocioBHOI» — 3To UHGpOpPMaLHs O

| WieHaX pooOCIOBHOM ¢ TIOAPOOHBIM H3JI0XKEHHEM JIOOGLIX, HO 0053a-
¥ TeJIbHO CYILIECTBEHHbLIX IS aHANTM3a CBENCHHN.
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i Tloxonenust 0603HAYAIOTCA PUMCKUME LMQpaMH CBEPXY BHH3, 00bIY-
N HO OHWV CTABATCHA CJIEBA OT poaocToBHOH. ITocnenHee mokoneHue npen-

KOB, 10 KOTOPOMY cobpaHa MHpopMalus, 06o3Havaercsa kak I moko-
neHHe, ApabcKuMHy nudpaMyu HYMEPYIOTCSI BCE IIEMEHTHl OTHOTO NO-
$ KoneHust (Bech PsJI) CIIeBa HapaBo, NocieoBaTelbHO. bpaThs U cec-
’ TPbI PACHONIATAIOTCS B POJIOCIIOBHOM B MOPSIKE POXICHMS, TakuM 00-

Pa30M, KaxIbI YJIEH pPOAOCIIOBHOM MMEET CBOU KOOPJIUHATLI, HAIIpH-
Mep B POIOCIOBHOM, npeacTapieHHoi Ha pyc. IX.2, nenyika npoban-
Ja o MatepMHckoi muHun — I1-3, Gonen HelipodurOpoMaTo30M.

¢ € 1€ 0¢ 47

Puc. 1X.4. PonocnoBHas ¢ KOHUECHTPHUUECCKUM PaclloOAOXEHUEM NTOKOACHUIA:

a — TETePO3UTOTHBIE HOCUTENM aHOMANBHO-CTPYKTYPHOTO remoriobuHa E; 6 — rerepo-
3UIOTHBEIE HOCUTENH (-TanacceMHU, 6 — GosibHbIE TeMOTI0GHHO30M E/B-Tanaccemueit

1
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Bce WHAMBUILT OXHOTO IMOKONEHUS NOJKHBI PACIIONaraThCs CTPOTO
B omuH psn. «ITonpeimBaHre» CHMBOJIOB MeXIy PAJAMU MOKOJIEHHWIHA
ABNsIeTCS Tpyooit omnbkoi. Ecnmv poocnoBHas obuinpHa, TO MOKOJe-
HUS MOXHO pacrioyiaraTh He TOPU3OHTAJIBHBIMM pPAIaMH, a KOHLIEHT-
puueckUMU Kpyramu (puc. IX.4). B pogocnoBHol BaXXHO OTMEYATH JIHY-
HO O0GCNIeIOBaHHBIX Ha IPUCYTCTBUE NMPHU3HAaKa 3a00NeBaHus HIH 3a00-
JICBAHMUS.

HccinenoBarenb qo/KeH CTPEMMTBCS K MOJMYUYEHHIO OOBEKTHBHOTO
MePBUYHOTO MAaTepHasa, KOTOPBIH KIaIeTCs B OCHOBY CTATHCTHYECKO-
ro ¥ TeHETUYECKOTO aHaIH3a,

IX.3. TEHETHYECKHU AHAJIU3 POJOCJIIOBHOHN

OCHOBHOM HENBIO U3YYEHHS TeHEANOTHYeCKMX JAHHBIX SIBJSIETCS
YCTAaHOBJICHUE MEHETHYECKUX 3aKOHOMEPHOCTe, CBI3aHHBIX C aHATH-
3UPYEMBIM 3a00JIeBaHHEM HITH MMPU3HAKOM.

Jtsi oOHApYXEHWS HacIIe/ICTBEHHOIO XapakTepa npu3Haka (6ones-
HU) U YCTAHOBJICHUS THIIA HACICHOBAHUS HCIIONBL3YIOTCS Pa3AYHBIE
METOIbI CTATUCTHYECKOM 00paboTKM MOTy4YeHHBIX JAHHBIX.

3aKOHOMEPHOCTAM HAacNeoBaHNUsA, OTKPHITHIM MeHIeneM, IMoaTIH-
HSIOTCS TONBKO T€ HACTEACTBEHHbBIC 3a00/IeBaHNsT, MPHIYHHONU KOTOPBIX
(3THONOTHYECKUM (DAKTOPOM) SIBISIETCS MyTaUMsI OJTHOTO TeHa. B 3aBu-
CHMOCTHA OT XPOMOCOMHOM JIOKanM3alyy ¥ XapaKTepHUCTHK T'eHa pas-
JAMYAIOT:

ayTOCOMHO-IOMUHAHTHBIH U ayTOCOMHO-DPELECCUBHBIA THUIIBI Ha-
CNIeOBAaHYISI, KOTIA T€H PACIIONIOXKEH B OJHOU U3 22 map ayrocoM (He-
TIOJIOBLIX XPOMOCOM);

X-CUEIUIEHHBITT JOMWHAHTHBIA W PELECCHBHBII THIIBI HACEnoBa-
HHUS, KOTJIa T€H PACIONIOKEH B X-XPOMOCOME;

Y-cuerieHHoe (rolaHapHYecKOe) HacleNoBaHMne, Korja reH pac-
MMOJIOXKEH B Y -XPOMOCOME;

MUTOXOHIPHANBHOE (LMTOIUTa3MaTHYECKOE) HacjedoBaHue, Koraa
MyTaygus IIPOUCXOAUT B reHOMe MUTOXOHIPHIA,

BaxxHO NOHATH, YTO B HEKOTOPBIX CIIyYasix pacyeThl COOTHOIIEHUS
yyciia OONBHBIX M 3IOPOBBIX B OOHOU KOHKPETHOH ceMbe MOTYT NIaTh
HEIpaBWIbHOE MIPECTABICHHE O TUIIE HACTEAOBAHMS. DTO ObIBaeT 00yc-
JIOBJIEHO TJIaBHBIM 00pa30M CIlydalfHbIM XapaKTepOM pacIpeacieHus
XPOMOCOM B IIPOLECCE raMeToreHes3a. B KOHKpeTHOM ceMbe COOTHOLLE -
HUe OONBHBIX W 3XOPOBHIX AETEH MOXET 3HAUYUTENbHO OTJIHYATHCA OT
TEOPETUYECKU OXUIAEMBIX COOTHOIIIEHMH, XapaKTepHBIX I OoIpeae-
JIEHHOTO TUIla HaciaenoBaHnsa. OIHAKO XapakKTep poIOCIOBHOM, OCOo-
GeHHOCTH Nepenayd 3aboneBaHus (IPHU3HAKA) B TOKONEHHSX, COOT-
BETCTBUE KPUTEPUSIM HACJIEIOBAHHUSA TOTO WIM UHOIO THIIA MO3BOJISIOT
CHENaTh OIPENCNEHHBIR BBIBOA O TUIIE HACIEIOBAHMS ATONOTHUH (TIPU-
3HaKa) B KOHKPETHOH CEMbeE.

5 Acanos 129



IX.4. KPUTEPUM HACJIEAOBAHWA MOHOTI'EHHbIX
3ABOJIEBAHUH

Kaxnplii 13 OCHOBHBIX THITOB HACIEIOBAHHS TeHHBIX HOJIE3HEN MMEET
CBOM XapaKTepHble OCOOCHHOCTH. YCTAHOBJIECHUE TUIA HACICIOBaHUS
3a00J1€ BAHUA YaCTO SIBJISECTCSA PELIAIONIMM B IIOCTAHOBKE MPABMIIBHOTO
JINArHO3a M, CJIeHOBaTeJIbHO, B BbIOOpe 3(hdEeKTUBHOU Tepanmuu, mpo-
BEIEHUM aJ€KBAaTHLIX MPOPUNAKTUYECKUX MEPOTIPUATAN U Jaye Oll-
PaBAAHHBIX MeJIMKO-TEHETUYECKMUX PEKOMEHIALINA.

1X.4.1. AyrocoMHO-IOMMHAHTHBIA THII HAC/IEAOBAHUSA
3a0oneBanus

Ecnu 3aboneBaHue 06yYCIOBIEHO PEAKUM ayTOCOMHO-TOMUHAHTHBIM
TEHOM, TO abCOMIOTHOE OONBIUMHCTBO OOJbHBIX B TIOIMYASALIAN POXIA-
IOTCA B Opakax MexXny TIOpakKeHHLIM M 3[M0POBBIM CYIIPYyroM. B 3toM
ciiydae OOUH M3 POOUTEIEN TETEPO3UTOTEH MO ayTOCOMHO-TOMMHAHT-
HOMY TeHy (Aa), a JpYroit TOMO3UTOTEH IO HOPMAJIBHOMY JLIENIO (aa).
B TakxoM 6pake BO3MOXHBI CJIECAYIOIINE BAPUAHTHl TEHOTHUIIOB y TIOTOM-
crea (puc. IX.5).

Kaxoprit oynyniuii pebeHOK BHE 3aBUCHUMOCTH OT ero Iojia UMEET
50 %-HY10 BEpOSATHOCTD TIOTYIUTS KaK TeH A (U, ClIeL0BaTENBHO, OBITh
TIOPAXEHHLIM), TAK N «<HOPMIBbHEIH» T€H a 1 ORITh 300POBBIM. TakuM
00pa3oM, OTHOILUEHUE YUCTA 37I0POBAIX JAeTel B MOTOMCTBE K YUCIY
TIOpaKEHHBIX paBHO 1:1 ¥ He 3aBUCHUT OT 1oJa pedeHKa.

Ha ceronnusranii nens onucado 6onee 2500 ayTrocoMHO-T0OMUHAH-
THBIX IPU3HAKOB YeioBeka. Haunbosiee yacto B KITMHHYECKOH MPaKTUKE
BCTpeYaloTcs CAENYIONINe MOHOTEHHBIE 3a001eBaHMsI C aYyTOCOMHO-]10-
MUYHaAHTHBIM TUIIOM HACJIETOBAHKS. CEMEITHAs TUITEPXONEeCTEPUHEMUS,
reMOXpOMaTo3, CMHIpoM Mapdana, Heitpo¢dubpomaro3s 1-ro tima (6o-
ne3Hb PeximHrxay3eHna), CMHIpOM 3Bnepca— JaHiio, MAOTOHUYECKas
IUcTpodys, aXOHAPOILTA3Usl, HECOBEPIICHHBIIt OCTEOTCHES U JPYTHE.
Ha puc. IX.6 n3obpaxeHa poaoCOBHAs, XapaKTepHast IS ayTOCOM-
HO-JIOMWHAHTHOTO TWIIA HACJCAOBaHW. TUIINUHLIM MPUMEpPOM ayTo-
COMHO-TOMWHAHTHOTO 3a00JI€BaHUSA ABIsIETCa CMHApoM Mapdana —

P Aa x aa
/\ /\

TFameTs A a .2 a
NS

F, Aa Aa aa aa

Puc. IX.5. Bo3sMOXHbi€ TEHOTUIIB TOTOMKOB B Opake GOJIbHOTO CO 30POBLIM
CHHAMBHIAOM NIPY 2YTOCOMHO-ZOMMHAHTHOM THITC HACICHAOBAHUA
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Puc. IX.6. PogocnoBHasg ¢ ayTOCOMHO-JOMHUHAHTHBIM THIIOM HacCIeXOBaHM
3aboneBaHus (cUHApOM MapdaHa)

TeHEPATH30BAHHOE TTOpaKeH!e COeMHHTENEHOM TKaHH. boIbHEBIE ¢ CHH-
. apomoM MapdaHa BBICOKOTO pocTa, Y HWX JJIMHHBIE KOHEYHOCTU M
b ITaTbLbl, XapaKTepHHe U3MeHeHUs CKelleTa B BUIIE CKOMo3a, Kudosa,
UCKpUBIeHUS] KOHeuHocTel. YacTo mopaxaeTcs ceplille, XapaKTepHBIM
NIpU3HAKOM SABAACTCS TIOABBIBHX XpYCTaduKa Ia3a. MHTeILTeKT Takux
§' DOJTLHBIX OOBIYHO COXpaHeH.
1 TIpn HeKOTOPHIX ayTOCOMHO-IOMHWHAHTHEBIX 3a00JeBaHMIX Habmo-
| AlOTCs CyYal TIPOITyCcKa, WINH <«IIPOCKAKMBAaHHS», ITIOKOJEHHs, T.e.
WHIUBUA UMeeT IIOPpAKEHHOTO POIWTENst W OONBHOTO IIOTOMKA, a CaM
OCTaeTCsi 3M0POBRIM (pHc. I1X.7).

JIOMUHAHTHO HacheayeMble 3a007IeBaHNA XapaKTepHU3yIOTCs UIHPO-
KHMM KIHHUYECKUM TOMUMOPGOH3MOM Jaxke Cpell POICTBeHHUKOB Of-
Hoit cembu. Hanpumep, npu cuaapoMe MapdaHa y ogHOro 60iHOTO
MOTYT HaOJIOIaThbCcH HE3HAYHUTEIbHBIE HApYIIeHHA OIIOPHO-IBUTATE I b-
HOTO anlapara, cnabas cTelleHb MUOIINN, B TO BpeMs KaK y JIpyroro —
} BEIpaKeHHBIE NedopMaluy TpyAHOU KIIETKH, IOpaXeHHe CYCTaBOB,
| OTCIIOliKa ceTYaTKU ¥ aHeBpH3Ma aopThL.

! bonbHBlE ¢ ayTOCOMHO-IOMWHAHTHBIMH (HOPMaMK MaTONOTHN YAC-
TO COLMANBHO aJallTUPOBaHbl, MOTYT UMETh HeTell, HO B ODyaylieM s
¥ Kaxaoro ux pebenka cyuiectByeT 50 %-HbBII pUCK UMETh aHATOTHYHOE
b 3aboneBaHuKE.

OpnHako CYIIEeCTBYIOT ¥ TaKHe ayTOCOMHO-IOMHHAHTHBIE 3a60/1eBa-
i HUS, TIpU KOTOPBIX PenponykKrusHad ¢GyHKUMI MU0 CHUXeHa, JHDo
|| HapyaeTcs HOMHOCTBIO. 3HAYMTENBHAS YAcTh IALUEHTOB C TONOOHHI-
b M1 3260J1eBaHUSIMU SIBJISIIOTCS. HOBBIMM MyTaHTaMM, T. €. OHY ITOTYYMIN
‘ TIaTOJIOTHYECKUM TEH OT ONHOTO M3 (PEHOTUITUIECKN HOPMAJIBHBIX PO-
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Puc. 1X.7. PonocsnoBHast ¢ ayTOCOMHO-JIOMUHAHTHLIM THIIOM HAC/ACIOBAHHA
C HCITOJIHOM IICHETPaHTHOCThIO (cUHApoM BaapaenOypra)

Tabnunya 1X.1

YacToTa HEKOTOPHIX AYTOCOMHO-IOMHHAHTHLIX 3a00neBanuii H yaeILHbli Bec

HOBBIX CJIyYaes

ITpouenr cnyyaen

CHHIPOM (BCE POPMBIL)

3aboneBaHue YacroTa B NONy/IALUUHA B pe3yabTaTe MyTal(u
de novo

AxoHzaporiasus 17100000 80
I'enTHITOHA G0MIE3HL 1/14 000 4
MappaHa cUHAPOM 1710000 30
MuoToHunuecKas 1/10000 25
JnCTpodhus
Heitpodpubpomaros 1/4000 40
1-ro Tina
HecoBepuieHHbIA 1/5000 ?
ocTeorcHes
OccuduLnpyolnuii 1/1 500000 99
MMOUT
Dnepca— dauno 1/5000 ?
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JAWUTeNel, B IIOJIOBBIX KJIETKaxX KOTOpOro mpou3olusa myramus. Hoas
MyTalMs — AOBOJABHO PaclpOCTpaHeHHOe ABICHME Ui ayTOCOMHO-
JIOMHHAHTHBIX, TSDKeNNo IIpoTeKaounx 3abonesannii (tadn. IX.1). Ipu-
MEePOM MOXET CAYKUTb aXOHIPOIUIa3UsI — TSDKENOoe MopaxXeHue CKee-
Ta C BbIPAXXEHHBIM YKOpOYeHUEM KOHEUYHOCTeH W YBEJIWYEHHBIM pa3-
MepoM ronoBhl (reesaorupporedansa). [lpu atoM y 80 % GonbHBIX 32-
OoJneBaHue PETUCTPUPYETCA KaK CIIOPaaANYeCKUH Clydail, SIBIsSOIuii-
Cs1 CJIeICTBMEM MYTALIMHU, BO3HHKIUEH B 3apOIBILUEBBIX KIIETKAaX OJHOTO
U3 ponuteneid. OveHb BaxXHO UAeHTUGUUMPOBATh MOAOOHBIE CIyyau
(HOBOM MyTalMH), TaK KaK PUCK POXIEHHs CleAyIollero GoMbHOro
peOeHKa B JAHHOU ceMbe He TTpeBbIlIAeT TIOMYASIMOHHBIH.

B 11ej1oM OCHOBHBIMM TpHU3HAKAMM, TTO3BOJSIOUIUMHM 3aII0J03PUTh
ayTOCOMHO-JIOMUHAHTHHIH TUIT HaclleOBaHUd 3a00JI€BaHUs, ABIAIOT-
Co Clenyiolme:

1) 3a0oneBaHMe NMPOABISAETCA B KAXKAOM TOKOJIEHMU Ge3 IMporyc-
KoB. McKimoueHHd COCTARNSIIOT CyYad HOBOI MYTallUM WK HETIONTHOMN
MEHETPAHTHOCTH (MIPOSBNAEMOCTH) TeHa;

2) Kaxnoplif pebeHOK ponuTessi, HOJBHONO ayTOCOMHO-JIOMHHAHT-
HBIM 3a00seBaHieM, uMeeT 50 %-HBi pHCK YHACHeoBaTh 3T0 3a00Je-
BaHUe;

3) suia MYXCKOIO U XXeHCKOTO I10j1a ITIopaXkaloTesl OMWHAKOBO Yac-
TO U B OIMHAKOBOW Mepe;

4) HaOmMOMaeTcs «BepTHKAIbHBIN» XapakTep Iepefadn 3aboseBa-
HHUA B POJOCIOBHOM, T. €. OOMBbHON peGeHOK MMeeT OONBHOTO POJUTENIS;

5) HemopaXeHHEBIE YJeHB CeMbU CBODOMHB! OT MYTaHTHOIO reHa, U
B 3TO CBSI3M PUCK pOXIeHHd DOTbHOrO peGeHKa COIIOCTaBUM ¢ 4acTo-
TOU MyTaLHH.

1X.4.2. AyTOCOMHO-PeNeCCHBHbIA THII HACJENOBAHUS
3aboneBanus

AYTOCOMHO-peLieCCUBHBIE 3a00/ieBaAHUA TTPOSBIASIOTCS TONBKO Y T0O-
MO3HUTOT, KOTOPHIe TIONYYUIH IO OMTHOMY peLieCCUBHOMY T'€HY OT KaX-
JIOTO U3 poauTeneil. 3aboneBaHHe MOXET IOBTOPAThCA V CUBCOB Mpo-
DaHaa, HO UHOTAA BCTpedaeTCs M B OOKOBBIX BETBSIX PONOCIOBHON. Xa-
pakKTepHBIM JJIS ayTOCOMHO-PeLIeCCUBHBIX 3a00eBaHuUii IBAsIeTC Opak
Trma Aa x Aa (00a pOIUTENS 3MOPOBHI, HO ABJSIIOTCA HOCUTEISIMH MY-
TAHTHOTO reHa) (puc. IX.8).

Bepoarnoctb poxieHust 60IpHOTO peGenka (aa) B Opake ABYX rete-
POBUTOTHHRIX HOCUTEJIEH MYTAaHTHOTO NeHa cocrasisier 25 %. et ¢ pe-
LIECCMBHBIMHU 3a007eBaHUsIMA MMeEIOT, KakK TpaBWIo, (eHOTHITHIECKH
340POBBIX PONUTENIEH, W TOJBKO Noche poXneHust 0oabHOro pebGeHKa
PEeTPOCIIEKTUBHO MOXHO YCTAHOBUTD FeHOTHUIT pOIUTeNiel 1 OIpeieNiTh
IIporHo3 uid Oyaywux fereil. [lpumep pomoCIOBHOM C ayTOCOMHO-pe-
L€CCUBHBIM TUITOM HacleJOBaHMs MMaToNorMK puBeneH Ha puc. 1X.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 mionyasimn BCTpeda ABYX HOCUTENeH pelKoro ayrocoOMHO-pellec-
CHBHOTO T€Ha — HEYacToe COOBITHE, ONHAKO BepOATHOCTh eT0 3HA4M-
TeJILHO BO3pacTaeT B cllydae poJICTBa CyNpyroB. MMeHHO ITo3TOMY pe-
LIeCCUBHEIE 3200JeBAHUS YACTO TPOABISIIOTCS B KPOBHOPOACTBEHHBIX
opaxkax (puc. I1X.10). ITo ayrocoMHO-pelieCCUBHOMY TMIlY HaCJIeqyeTCsl
abcomoTHOe OONBIIMHCTBO HACeNCTBEHHEIX 3a00eBaHil 06MeHa Be-
wectB (epMenronartuii). HanGosnee yacTbIMU 11 3HAYUMBIMU B KITWHU-
YeCKOM OTHOWIEHWM SIBIISIOTCS TaKue OOJNEe3HH C ayTOCOMHO-pelec-
CUBHBIM THUIIOM HAacCHeJOBaHUSA, KaK MYKOBUCLUUAO3 (KUCTODHUOPO3
IIOMXeNYyIOYHON Xenesnl), (heHUNKeTOHYpHUsi, alpeHOTeHUTAIbHBIN
CUHAPOM, MHOTMEe (OPMBI HApYLIEHUs ClyXa WM 3peHusi, 6oJe3HU
HaKOIIeHHS.

Ha ceromusiunuii neHnb ussectHo 6onee 1600 ayrocoMHO-pelec-
CUBHBIX 3a0osieBaHMM. OCHOBHBIE METOIBI MX IIpeaylIpexneHus:s —
MEeIUKO-TCHETUYECKOe KOHCYJIbTHpOBaHWe ceMel W NopofoBas auar-
HOCTHKa (B caydae 3aGoneBaHUi, IJIsl KOTOPBIX pa3pa0oTaHbl METONbI
BHYTpWYTPOOHON MMarHOCTUKH). AyTOCOMHO-peleCCUBHBIE 001e3HU
bopMUpPYIOT 3HAYUTENBHYIO YACTh CErperalliOHHOTO TeHeTH4eCKOTO
Tpy3a 3a CYeT BBICOKOI YacCTOTHI ITATOJNOTHYECKOTO AJUieNs B IMOMyJIs-
unu (tadm. [X.2).

Taonuua IX.2

YacTOTA HEKOTOPHIX AYTOCOMHO-PELHECCUBHBIX 3a00NneBanmii cpeau
HOBOPOXKICHHLIX H PACHPOCTPAHEHHOCTH T€TEPO3HIOTHOIO HOCHTEILCTBA

3aboneBaHue Hactora cpenu YacToTel reTrepo3uror
HOBOPOXIACHHBIX

MyKoBHCLMIO03 /1600 — 1/3000 /20 — /28
AIpeHOTeHUTATBHbBLIA 1 1
CHHPOM /5000 /33
DeHUIKETOHYPUST 1/10000 1/50
TanakrozeMus 128000 /77
AJLOMHN3M T1a30K0XK~
HbI THPa3WHA30HeTa- 1/40 000 Y100
THUBHBIH
ATIKanTOHypust 1/100000 /160
ToMOLMCTHHYPHSI 17150 000 /195
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J1J1s1 BOSHMKHOBEHHWSA PEIKWX ayTOCOMHO-PEIIECCUBHBIX 3a00oneBaHui
XapakTepHBI CIeAYIOLINE YCIOBHU:

1) pomuTeny OONBHOTO pedeHKa, Kak paBUNo, 3I0POBHI;

2) MTBYHUKH U JEBOYKH 3a00J1eBalOT OJUHAKOBO 4acTo;

3) MOBTOPHBIM PHUCK POXAEHHUA pebeHKa C ayTOCOMHO-PELECCUB-
HBIM 3a00eBaHEM cocTaBiseT 25 %;

4) orMedaeTCd «TOPU3OHTAILHOE» paclpenesieHne OOJNbHBIX B PO-
JIOCTIOBHOM, T.e. MAalUeHTH Yalle BCTPEeYyaloTCI B paMKaxX OJIHOTO cub-
CTBa,

5) HabGmomaeTcs yBEJIMUEHHE YacTOTH OONBHBIX NIETEd B rpymnmnax
ponuTenei, CBSI3aHHBIX POACTBOM, IIPUYEM €M PEXe ayTOCOMHO-pe-
LIeCCUBHOE 3a00JIeBaHIE BCTPevaeTca B MOMNYISINHU, TEM Yallie 0ob-
HBIe TIPOUCXOISIT U3 KPOBHOPOJCTBEHHHIX OpaKoB.

I1X.4.3. X-cuemiensnoe HacjleI0BAHHE

I'eHbI, MTOKANM30BaHHHIE B IIOJOBBIX XpOMOcoMax, 0003HAvYaloOT KakK
cuerUeHHbIe ¢ mojoM. OHHU MO-pasHOMY pPacnpeneasioTca Y MyKUH U
KeHIIHH, CuerieHHbIe ¢ IT0JIOM TeHBl MOTYT pacliolaraThesd Kak Ha X,
TakK ¥ Ha Y-XxpoMocome. OIHAKO B KITMHUYECKO! reHeTMKE ITpaKTHye -
CKO€ 3HadYeHHe UMEIOT X-CUelUIeHHbIe 3a001eBaHud, T. €. TaKue, Korua
TIaTOJIOTMMECKUM TeH pacIlofloXeH Ha X-XpOMOCOME.

Pacripenenenue X-CHermIeHHOrO MpU3HaKa 3aBUCUT OT paciipele-
neHns X-XpOMOCOMEI, HeCyllieil aHOMadbpHBIM reH. YYUTHIBasA, YTo Y
KEHIUUH MMeeTCs nBe X-XPOMOCOMBI, a8 Y MYXXYWH O/(Ha, BO3MOXHBI
CAeAYIOLIME BApUAHTHI TeHOTUTIOB: ¥ MYXYHHB — X, Y, X,Y, vy XKeH-
aHBl — X Xa, XaXa, XoXe

PeneccuBHblil X-~cUenyIeHRHbII THI HACTAEI0BAHNA 3200J1eBaHHA

X-ClLIETUIeHHOEe peleccuBHOE 3a0oneBaHMe (WY IIPU3HAK) BCerma
TIPOSABIIAETCA Y MYXHYHMH, MMEIOLINX COOTBETCTBYIOIIMIM T'eH, a Y XeH-
LIWH — TOJBKO B CTy4Yastx TOMO3UIOTHOIO COCTOSHMSA (YTO Hal/I0MaeTCs
Kkpaitte penko). Ilpumepom X-CIenIeHHOro peleccUBHOrO 3a007e BaHMs
apisieTcd reModunnsa A, XapaKTepu3yollasicss HapyllleHHEM CBEpThHIBAc-
MOCTH KpoBH BeaencrBue neduumta V1II dakropa — aHTHreModuin-
Horo mTodynnHa A. PonocnoBHas GonbpHOro ¢ reModuaneii rmpecrasne-
Ha Ha puc. IX.11. Knunmuyecku 3a60/1eBaHAC TIPOABIIETCA YaCTHIMU JJTH-
TEJTHbHBIMHI KPOBOTEYEHUSIMH Jaxe Py HeDONbIIOM paHEHWH, KPOBO-
UIASHUASMU B Opradsl ¥ TKaHH. YacroTa 3a00NeBaHMAS COCTAaBIsET 1 Ha
10 000 HOBOPOXIEHHBIX MATLYMKOB. MICITONB3ys IPpUBEICHHbIE BBILIE 060-
3HAYCHHUS, MOXHO OTIPENICIUTh BCE BO3MOXHEIE T€HOTHIIB! B IIOTOMCTBE
OOITBEHOIO MYXXK4MHH 1 310pOBOH KeHUWMHE! (puc. 1X.12).

CornacHo cxeMe BCE JIeTH OyayT (HeHOTUTTHYECKH 300POBEI, HO Te-
HOTHITHYECKH BCE OYEPH SIBJISIOTCST HOCUTEASIMHE reHa remodumd. Ecnn
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Puc. IX.11. PogocioBHas ¢ pelIeCCHBHBIM X-CLEIJIEHHLIM THITOM
HacnenoBaHus 3a0oneBaHug (reMoDwing A)

P X.Y X XaXa
bonexn

IaMeTsl

F,

Hocurens- 3nopoB Hocurens- 3n00poB
HMILIA HMIA

Puc. 1X.12. Bo3aMoxHbIe FeHOTHITBI [TOTOMKOB B 6pake 60JbHOIO MY>KYHHBI
peuecCUBHBLIM X-CUEIUIEHHBIM 3a00NeBaHHEM M 3M0POBOM XeHIIMHEI

P XaY X XaX,
B/one\H /
TameTst Xa Y Xa Xa
Fi XX» XaX. XY VX,
3nopoBa Hocurenb- 3nopoB  Bonen
HUIIA

Puc. IX.13. Bo3aMOXHbIe F€HOTHUITH TTIOTOMKOB B 6paKe MeXIy 310POBLIMH
MYXUYUHOUW U XEHIUUHON — HOCHUTENbHMUEH reHa reMOQpIWINK
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KeHLUMHA — HOCUTEeNb reHa reMoMHANH, BHUAIET 3aMyX 3a 3J0pPOBOTO
MYXYHHY, BO3MOXHH CJelylolllie BapHaHTH TeHOTHIIOB ITOTOMCTBA
(puc. IX.13).

Houepu B 50 % ciyuyaeB 6yayT HOCUTEJNIMHY TIATOIOTUYECKOTO reHa,
a I chiHOBe# cyuiectByeT S50 %-HBI pUCK OBITH OONBHBIM TeModu-
nneu

TakuM 06pa3oM, OCHOBHBIMH NPH3HaKaMH X-CIIEINIEHHOTO pelec-
CHBHOTO HacJIeJ0BaHUA SIBIASIOTCA Cledylollye:

1) 3aGoneBaHKe BCTpeYaeTcss B OCHOBHOM Y JIMI MYXKCKOTO TONa;

2) npusHak (3aboneBaHue) TepenaeTcsi OT OOJBHOIO OTIIA Yepes
ero GEeHOTUITUYECKH 3IOPOBHIX J0UYepeil TIOIOBHHE ero BHYKOB;

3) 3aGoneBaHre HUKOTNA He TIepeaeTCst OT OTLA K CHIHY;

4) y HOocHTEeNned MHOITA BLIABISIOTCSI CYOKJIMHUYECKME TPH3HAKA
TIATONOTWH.

JlomuHanTHLIH X-CHEIICHHLIA THH HaclieNoBaHuA 3200JeBanus

B ornuuwme ot 3a6GoneBaHUi ¢ X-ClHETJIEHHBIM pelleCCHBHBIM TUTIOM
HacnenoBaHus 3aboneBaHMS ¢ X-CUeIIeHHBIM JOMUHAHTHHIM THIIOM
HacJieIOBaHUSI BCTPEYaIOTCs B 2 pasa yaile Y KeHIIUH, YeM Y MyXUYHH.
I'aBHast xapakTeprcTHKa X-CLIeTUIEHHOTO JIOMUHAHTHOTO Hacjem1oBa-
HUA 3aKITI0YaeTCs B TOM, YTO OONbHBIE MYXYHHBI MepealoT aHOMAalb-
HBIH reH (Wwin 3aboneBaHre) BCEM CBOUM J0OYepsiM M He TepealoT ero
CBIHOBBSIM. BoJibHAsI KeHmWHA NepenaeT X-CLeIUIeHHB JOMHHAHT-
HBIA TeH TTOJIOBKHE CBOMX JETei He3aBUCHMO OT mmona (puc. [X.14).

OcobeHHOCTH pacrpeneeHNs OONBHHX B POJOCAOBHOI 3aBUCAT OT
ToJa mopaxeHHoro poautens (puc. [X.15).
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Puc. IX 14, PonocnoBHast ¢ X-cleTuleHHBIM IOMHHAHTHBIM THIIOM HACIEL0-
BaHUs 3200/eBaHHS (BUTAMHH-J]-PE3UCTEHTHBIN PaXHT)
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B/one\H 3n/opo\Ba
T'aMeTs! Xa Y Xa Xa
Fy

Bonpna 3mopoB  bBonbHa 3mopoB
a

P X.Y X XaXa

370p<13 Bc7u,<a
I'aMeTh X, Y s Xa
F, XXa

Boasna  Bonen 3mopoBa  3popoB
7]

Puc. IX.15. Bo3MOXHbIE TeHOTHITEL M (PeHOTHUIILI IOTOMKOB IIpHU X-ClieILIeH-
HOM JOMHMHAHTHOM THIIE HACHeJOBaHHS 3ab0sIeBaHUs:

a — Gonen oreu (MHAMBKMA [1-1 pomocnoBHOM, NpuBeneHHOH Ha puc. [X.14); § — 6onbHa
Marb (MHouBuzA [-2, puc IX 14)

OCHOBHEIMH IIpH3HaKaMU X-CIETJIeHHOTO JOMWHAHTHOIO THUIIA
HACNENOBaHUS ABNSIOTCS CIEAYIOLLINE:

1) Gone3nb BCTpeyaeTcsd v MyXXUMH W KEHIIWH, HO V XeHIIWH B JIBa
pa3sa yarie;

2) OONbHON MyX4WHA NepenaeT MYTAaHTHBIA aJUleNIb TOMbKO CBOMM
ROYEPsiM, a HE CHIHOBBAM, NMOCKONLKY MOCHEAHME TIONYYAIOT OT OThA
Y-xpoMocoMy;

3) GonbHBIE XEeHIMHB IepesaloT MYTaHTHBIM aijielb II0JIOBUHE
CBOMX AeTell He3aBUCUMO OT M0Ja;

4) XeHIIWHBI B clydae OONE3HU CTpaXaloT MeHee TsSoKeno (OHU re-
TEPO3UTOTHI), YeEM MYKUMHBI (ABISIOMMECST TeMU3UTOTaAMM).

B HOpMe reMH3UTOTHBEIMHU SIBIISIIOTCS T€HBI, TOKANHM30BaHHbIE B I10-
JOBBIX XpOMOCOMax y réTeporaMeTHOro 110N, T.e. I1ojia, KOTOPhIi 06-
pasyeT pa3InyHble TUIIBI IIOJIOBBIX KIETOK. [ eMU3UTOTHOCTh BO3HUKAET
TaKXe B pe3yibTare aHeYIUIOUAWH WM JeNellnM, KOrna B FeHOTUIIE
COXPaHSeTCS TOABKO OJUH U3 I1apbl AJUIENbHBIX TeHOB, KOTOPHIH MO-
KeT NPOSIBUThCH KaK PelleCCUBHAA MYTallus.

K 3aboneBaHuAM, XapaKTePU3YIOIINMCS X-CIIeTUIeHHBIM JOMUHAHT -
HBIM HacjelOBaHHWEM, OTHOCSTCS BUTAMUH--pe3UCTEHTHBIA paxuT
(paxur, He NoAJAIIMNCA JeYyeHUI0 OOBIYHBIMU 103aMU BuTaMKHa 1),
POTO-THLe-TIajIbLIeBbI CHHAPOM (MHOXeCTBeHHbIE THIIePIUIa3iPOBaH -
HBIE Y3/IeYKH SI3bIKa, PACIIENNHBI IyOBl 1 HEDA, MMMOIUTa3ud KpbLUIbeB
HOCa, aCUMMETPUYHOE YKOPOUYeHWEe TANBIEB) U JApYrie GONe3HN.
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Puc. TX.16. PogocnoBHas ¢ Y-cLETUTEHHBIM (TOJTaHAPHYECKUM) THITOM
HacneI0BaHNS NPU3HAaKa (OBOJOCEHHE cpenHeR dajladry TAIbLEB)

I1X.4.4. Y-cuennenHoe, Hid roJaHApHYECKOe, HACAEI0OBAHAE

JmTenpHOe BpeMst TIOJaraiy, 4To Y-XpoMOCOMa CONEPKHT TONBKO
reTepoXpoOMaTU3UPOBAHHLIE, T.€. TEHETUYECKH HeaKTHBHBIE, YYaCTKH.
BMecre ¢ TeM HccieqoBaHus 10 KIIMHUYECKOH IIMTOreHeTHKE MToKas3a-
JIA, YTO, ECNIA B KApHOTUIIE COAEPXHUTCS XOoTs 61l onHa Y-XpoMocoMa,
OPraH#3M Pa3BUBAETCA IO MYKCKOMY TUITY faxe B caydasax XXXXY-
KapHOTHIIa. DTO CBHAETEILCTBYET O HANNYHNY B Y-XpOMOCOME TeHeTH-
yeckHX (akToOpOB, OIPENENTIONINX MYXCKOI TTO.

B Hacrosuiee ppeMs B Y-XpOMOCOME BBISIBJIEHA JIOKATH3AIHST OKOJIO
20 TeHOB, B TOM YHCJIE TeHOB, NETePMUHHPYIOIHMX pa3BUTHEe CeMEeHHH-
KOB, OTBEYAIOIINX 3a ClIepMaToreHe3, KOHTPOIHUPYIOLIMX HHTEeHCHB-
HOCTB pOCTa, OIIPEIENSIOINX OBONIOCEHHE YINTHON paKOBUHL!, CPETHUX
dananr KucTeil, 1 HeKOTOPHIE NPYyrue Mpu3Haku. I1pn3Hak, reH KoTo-
POTO JOKANM30BAH B Y -XPOMOCOME, IIepesaeTcs OT OTlIa BCceM MallbyH-
KaM, 1 TONbKO MasibunxaM. [1atonornvyeckue Mytaunu, o6yciaoBIBa-
follie HapyieHus1 GopMHUPOBaHUS CEMEHHHKOB WIH CIIepMaToreHesa,
HE HACHEAYIOTCS B CBSI3U CO CTEPUJIIBHOCTBIO MX HocuTeneld. Ilpumep
pPONOCIOBHOM ¢ Y-ClIenneHHBIM TUIIOM HACHEIOBAHU NIPEACTABICH Ha
puc. IX.16.

IX.4.5. MutoxoHapHaNbHAA, HIH NHUTOILIA3MATHYECKAS,
HACJIEICTBEHHOCTh

MUTOXOHAPHUAAbHBIM TeHOM TIpeJCTaBlIeH B BHUAE KONbLUEBONW JBY-
uurteBoit Monekytnl JIHK, conepxanieit okono 17 ThIC. ap 0CHOBaHMIA.
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Puc. IX.17. PonocnoBHast ¢ MUTOXOHAPHATIBHEIM TUIIOM HACJICIOBAHUS
naronoruy (atpodus 3puteasHoro Hepsa Jlebepa)

Ha cerogusiiuHuii igeHp M3BECTEH LIEBIN Pl MYyTalllii MUTOXOHIPH-
ameHOM JTHK, BeI3bIBaIOUINX pa3TUYHBIE 3a60MeBAHHUS.

TTockombKy MHUTOXOHAPHH HACJEAYIOTCS peOGEeHKOM OT MaTepH C
[IMTOIUIa3MOM OBOIIMTOB, BCE AETH OOMBHOM XEHIIUHBI YHACIEAYIOT
3aboJieBaHHE He3aBUCHMO OT mona pebeuka. IlopaxkeHHble AeBOYKH,
BBIXOJISI 3aMYX, OYIYT POXaTh TOJBKO GOJMBHBIX AETEH, B TO BpeMs Kak
y GOMBHBIX MYXCKOTO TOJa BCe ACTH OynyT cBOGOAHBI OT JAHHOTO 3a-
6oneBanms (puc. [X.17). [lo MUTOXOHIPHUANEHOMY TUNY HACIEIYIOTCS
arpocus 3puTenbHOro Heppa Jlebepa, MUTOXOHIpUANBHAS MUOSHLE-
thanonatusa, cuuaapoM Jles, 6one3ns Kepuca— Ceiipa U HeKoTopble
apyrue 3abonepaHus. B Hacrosiee BpeMs onucaHo Gosee 10 pasnug-
HbIX 3360/IeBaHMM, TIPH KOTOPBIX OOHAPYKEeHbl MYyTALHUH MHTOXOHIPH-
ansHoM AHK. TTockonsKy M3MEHEHHS MUTOXOHAPHANILHOTO TeHOMA TIpH-
BOAAT K HAPYUICHHUSIM TTHPYBAaTACTHAPOTreHa3HOTO KoMIUIeKca, aedek-
TaM (PEPMEHTOB IbIXaTeJBHOM LIETH, GeTa-OKUCIEHHS N uuKiia Kpe6-
ca, B KJIMHMYECKON KapTUHE MHUTOXOHAPHUAJIBHEIX 3a00JIeBaHMI Bedy-

MMM ABJISIIOTCA TsKenble mopaxkeHust [IHC, opraHoB 3penus, cepa-
113 ¥ MBIUIII.




I[VIABA X. HACJIEACTBEHHDBIE BOJE3HN

X.1. TEHHBIE BOJIE3HHN

I'eHHBIe 60IE3HU — 3TO MHOTOYUCACHHAS M pasHOOOpa3Hast 1o KJIKH-
HUYECKOM KapTWHe Tpylirna 3aboneBaHui, B OCHOBE KOTOPBIX JIEXKHUT
MyTalusi OGHOro reHa. B Hacrosee BpeMst u3BecTHO oKono 4000 MoHo-
{ TEHHBIX HACJIEACTBEHHEBIX 3a60ieBaHMi. Xapakrep HaclAeIOBaHMS TCH-
ﬂ HBIX 3a60€BaHMi onpeaenseTcs 3akoHamMu ['. Mennens (cMm. ot V).

ﬂ B HacTosiuieit rraBe Mbl IPUBOIMM KpATKOE ONMCAHUE HEKOTOPHIX
3a60JIEBAHUI C pa3sAMYHBIMM TUIIAMU HACJIENOBAHUS.

X.1.1. AyrocomHo-10MHHAHTHbIE 3200JeBaAHUA

TTpuMepoM ayTOCOMHO-TOMUHAHTHOTO 3360/IeBAHSI MOXET CITYXXUTD
cunapoM Mapdana, U1 KOTOPOTO XapaKTepHbl BbICOKAs MEHETPAHT-
HOCTB U pa3IniHast 9KCIpeCcCUBHOCTh, YacTota ero coctansteT 1 : 10 000.
CunpgpoM Mapdana, BrepBble oNMUcaHHbId B 1886 r, mpexncTaBiaseT
co60i reHepaATM30BAHHOE TIOpaXXeHUE COEIUHUTENBHON TKaHU. B Ha-
cTodlee BPEMSI U3BECTHO, UTO B OCHOBE OOJIe3HHM JIEXKMT MYTAlUs B
reHe (GpuopwiIMHA — OeKa, BXOOSILEr0 B COCTAB COCAMHMTETHHOK
TKAHH U 06ECTIeUHBAIOIIETO €€ YIIPYIocTh. 1 €H soKanu3oBaH Ha 15-it
XpoMocoMe B yyacTkax 15g21.1. B kiiMHuYecKol KapTHHE BBIAEAAETCS |
MOpaXXeHHUE TPEX CUCTEM OPTAHU3MA: OITOPHO-ABUTATENIBHOM, Cepaey-
HO-COCYOMCTON M OpraHoB 3peHus. Bce 60pHBIE MMEIOT XapaKTePHBIM
BHELIHMI BUI: BEICOKUI POCT, aCTEHUYECKOe TejjocaoxXeHue. Hapyie-
HUS OTIOPHO-IBUIATEIBHOM CUCTEMBI BKITIOUAIOT HETIPOTIOPLIMOHATTEHO
JUIMHHEBIE TTTBUB! (ApaXHODAKTWIMNA, WM «TIay4bH» TANnbIbL), AOTH-
xouedanpHBIA Yepet, 1edhopMaliHio rpyqHOM KIeTKH (BOpOHKOO6pas-
Has WIH KWICBHIHAs), UCKPUBJICHHUE TTO3BOHOUHMKA (CKOMHO3, KU-
(ho3), THIIEPIOABDKHOCTB CYCTABOB, IUtockocTomnue (puc. X.1). Co cro-
POHBI CEPIETHO-COCYTUCTON CUCTEMBI Hanbonee XapakTepHHI IIPOAaIIC
MUTPANBHOTO KJIaIlaHa, PACIIMpPEHUE a0PTHI B BOCXOOALIEM WIH GpIOIIT-
HOM OTe/e C Pa3sBUTHEM aHeBPU3MBL. [1aToorvst OPraHoB 3peHMs B
BUIEC MUOIIMU BBICOKOU CTETICHHU CBS3aHA C TIOJBBIBUXOM (MJIH CMEILE-
HHUEM) XpYCTATMKa, TeTePOXpoMus (pasHbIi LBeT) panyXxku. Hepeako
OTMEYaIoTCA NMaxoBbie, 6eApeHHble, nuadparMansHble TPELKH. B penkux
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CJIy4assX OIMCAHBI OIYLIEHUE To4YeK, 3MbU3eMa JIETKUX, TYTOYXOCTh U
rayxota. [Tcuxuyeckoe 1 YMCTBEHHOE pa3BUTHE OOJTBHEBIX COOTBETCTBY-
eT HopMme IIporHos mis Xu3HH ¥ MPOAOIIKUTENBHOCTD XKU3HU OIIpe/e-
JITIOTCSI CTETIEHBIO TIOPAXEHUS CEPNEUHO-COCYIUCTON CUCTEMBL.

Cunapom Xoar— Opama (cHHADOM pyKa—cepaue) IpeacTaBsieT
co60lt MOHOTEHHBIW CHHIPOM MHOXECTBEHHEBIX BPOXIEHHBIX IIOPOKOB
pa3BUTUSA.

KimHudeckas KapTHHa XapaKTepU3yeTCs] aHOMATASIMHA BEPXHUX KO-
HEYHOCTEM U BPOXACHHBIMU MTOpoKaMH cepania. [Topoku pa3sBuTHsI pyKd
BApBUPYIOT OT HEAOPA3BUTHUS WIH OTCYTCTBHS 1-TO mManbla KUCTH U
TpeXdanaHroBoro 1-ro nmaneia KUCTA N0 HEROPA3BUTUS WIM NONHOTO
OTCYTCTBUs JIy4eBOM KOcTH ¢ HhOPMUPOBAHWEM JyUYEBOU KOCOPYKOCTH.
Yame nopaxaercs neBas pyka. HaGmonaoTes 1 Apyrue cKeleTHBIE 13-
MEHEHHMSI: THIIOIUIA3KS JONATOK U KITIOUMIL, CKOJIM03, BOPOHKOOOpAa3-
Has negopManys TpyAMHbBL, HCKPHBICHHE MU3UHLIA, CDOCLIIMECS T1AJIb-
LBl (CHHIOAKTWINA), TUITOILIA3MS APYTUX TANBLHEB KUCTH.

B 85 % cnyuaeB y GOJIBHBIX OOHAPYKHUBAKOTCS pasTMIHbIe (POPMEI BPOXK-
JIEHHBIX TIOPOKOB cepaua: AeheKThl MEXIIPEACEPAHON 1 MEXCKETyn04-
KOBOI#1 IIEperoponoK, OTKPHITEIHA a0pTATBHBLHA MPOTOK, KOAPKTALKMS a0p-
TBI, CTEHO3 JIETOYHOH apTepHH, TIPONAIC MUTPAIBHOTO KJIariaHa u ap.

a 6

Puc X.1. Cunnpom Mapdana.

a — BBICOKMIT POCT, IJJMHHBIC TOHKUE KOHEYHOCTH, Hedopmaliusi TPyIHOM KIIETKH U
UCKDHUBJICHUE [TO3BOHOYHHUKA, 6 — ApaxXHOMAKTHIMS ([Iayuby MAJbLbI)
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B cBsizu ¢ BappHpyIOlLEH 3KCIIPECCUBHOCTBIO CUHIPOMA M C HENBIO
BBISIBJICHUSI MUHUMAJIBHBIX TIPOSBICHUI IAaTOJIOTMYeCKOro reHa poj-
CTBEHHUKY OOTBHBIX TOIKHBI OBITh TIIATEILHO OCMOTPEHBI U 00CTe10-
BaHbI (pPEHTreHorpadus KMCTU 1 3XoKapnuorpadus). JIuarHos CTaBUT-
CSl HA OCHOBAHUM KIMHHUKO-TCHEATOTHYECKMX JaHHBIX U NApaKITUHMU-
yecKoro obcnenopaHus. [IporHo3 XuU3HM 3aBUCHUT OT TSXKECTH IopaXke-
HHA cepaua.

X.1.2. AyrocoMHO-peniecCHBHBIE 32001€BAHUA

Cpenu ayroCOMHO-PEHECCUBHBIX 3a00JIEBaHUI HAUOOIIEe Pacpoc-
TPAaHEHHBIM SIBJISIETCS MYKOBHCHHAO3 (KHCTOGHOPO3 MOMKETyN0YHOM
KeJe3pl).

YacroTta ero cpenyt HOBOPOXIEHHBIX B €BPOIICACKON IOMYJISAIUK
coctasisieT 1:2500. 3aGonepaHue 00YCIOBAEHO reHEPATU30BAHHEBIM [10-
paXXeHWeM 3K30KPHUHHBIX ¥ene3. ['eH MYKOBUCHUIO3a PACTIONOXEeH HA
7-#1 XpoMocoMe. DTOT F'eH KOHTPONMPYET CUHTE3 6eIKa, Ha3hIBAEMOTO
TPaHCMEMOPAHHBIM PETYISTOPOM ITPOBOAHMOCTH.

[TaroreHes 6oe3HH OOYCHOBIECH TEM, YTO TIPH OTCYTCTBHMM CHHTE3a
TpaHCMeMOPaHHOTo peryigTopa (NepBUYHOro MpONYKTA IeHa) Hapy-
UIACTCS TPAHCIIOPT XJIOPUIOB B SIUTEIHANBHBIX KIeTKaX. D10 NPUBO-
AWT K U30BITOYHOMY BBIBEICHUIO XJIOPHAOB, CIACACTBHEM YETO ABJISAET-
CSl THIIEPCEKPENMA TYCTON CIM3K B KJIETKAX MOMKETYIOYHOW XKesesbl,
OPOHXOB, CAU3UCTOU 00OOUKE XKEIYIOYHO-KUIIEYHOrO TpakTa. BeI-
BOIHBIE TTPOTOKU IOMIKETYAOTHOM XKele3bl 3aKyIIOPUBAIOTCSA, CTU3b He
BBIBOAMTCSI, 00pa3yroTcst KUCThL. DepMeHThI MOMKENYIOYHON XeNe3nl
He TTOCTYNAIOT B ITPOCBET KUIIEYHUKA. I UITepIIponyKUnst CTU3H B O6POH-
XHATBHOM JIEPEBE BEACT K 3aKYIIOPKE MEJIKMX OPOHXOB U MOCHEAYIOLLE -
My IpHUcoeaHeHHIO0 HHpekuun. [1onoOHbIe MPoneCcChl pa3BUBAIOTCSA B
TIPUIATOYHBIX TTa3yxaX HOCA U B KaHaNbnaxXx CEMEHHUKOB. B NMoToBoi
XKMIKOCTH TIOBBIUIEHA KOHUEHTPAIMA MOHOB HATPUS M XJIOpa, YTO M
ABJIACTCS OCHOBHBIM IUArHOCTUYECKUM J1aOOPATOPHBIM TECTOM

Paznuyarot crenyonme KIMHAYECKHe popMbl MyKOBHCHUAO3a' CMe-
1IaHHAA (1IErOYHO-KUIIeYHass — oTMevaercst Y 65— 75 % OGONbHBIX);
TIpeMMYLIIeCTBEHHO JieroyHast (y 15— 20 %); MpeuMy1LecTBEHHO KUIIIEY -
Has (y 5—10 %), MekoHuaneHbIi Uneyc (He Oomee yeM y 1 %); crep-
Thie U A00pTUBHBIE POPMBI (HE3HAYUTEBHAS HOMI).

Ha npakruke Hambonee yacTo IMPUXOAUTCS CTAIKUBATHLCSI CO CMeE-
HraHHbBIMU hopMamu. TlepBole CHMIITOMBI 3a00J1€BAHUS TTOSIBIIAIOTCA Ha
[1IepBOM TOAY XMW3HH, KaK IpaBWIO, HA (HOHE NepeHeCeHHON OCTPoit
pecIIMpaTOPHON BUPYCHOM MHMEKIIMM U XapaKTepU3YIOTCS TIPUCTYIIO-
00pa3HbIM HaBA3YMBBIM KalllIeM, SBICHUSMH OOCTPYKILIMM U BOCTIANIE-
HUSA B JIeTKNX. PennauBUpyOLUMIA XpOHMYECKHM MHMEKUHMOHHO-BOC-
MaMATEIBHBIA IPOLECC OCIOXKHAETCS FHOWHO-O0CTPYKTHBHBIM OPOH-
XWTOM, THEBMOHHUSIMHU, BO3HUKAIOIIUMM HECKONBKO pa3 B roj. K Bro-
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| PUYHBIM M3MEHEHUSIM OTHOCSATCS OPOHXOIKTasbl, sM(pH3eMa, MHEB-
b MOCKJIEpO3, JierouHoe cepanie [lapasnensHo y JeTer OTMEYaeTCS CUM-
I [ITOMATHKa CO CTOPOHBI XeMyIOo4yHO-KHIIEUHOTo TpaKTa Hapyluenus
¥ MIHIEBapEeHUS IIPOSBJIAIOTCA HEMOCTaTOYHOHM npubaBKoil MacCHl TeNa,
{ B37yTHEM XUBOTA, OOMJIBHBIM 3JTOBOHHEIM CTYJIOM C TIPUMECKHIO XKHUpa
¥ AIreTuT y feted coxpansercsl B nanbHeHIIIEM B MATOJOTUYECKUIA TIPO-
I 11eCC BOBJIEKAETCS TTedeHb (3KMpOBasg UH(MWIBTPALHS, XOJeCTaATHIEeCKHIA
k TerIaTHT, LMPPO3)
T MeKOHHANBHBIA WIeyc — 5TO BpOXAeHHad (opMma 3aboneBaHus,
b TIPOSARIIAIONIASICA B TIEPBEIE CYTKH TIOCIE POXICHMS OTCYTCTBHEM OTXOX-
j IeHVS MEKOHMSA W KJIMHUKOM TTONHOM KMUIeYHON HEIPOXOAUMOCTH
HMurenekTyanbHOe pa3BUTHE Y feTeil He cTpagaeT [IporHos xu3Hu
b TIpu Beex (opMax 3a00eBaHusT HEGIAroNpUATHbIA B HacToslee BpeMsi
I HalMeHTHl CO CMEIIaHHBIMU (dopMa-
' MM penKo XuByT Oojee 20 ser
‘ s 3ab6oieBaHuil ¢ ayTOCOMHO-
[ pELIECCUBHBIM TMIIOM HAC/I€NOBaHUS
HEPEIKO XapaKTepHO TKETI0E TEUCHUE
| C TIOPaXEHHEM pa3JUYHBIX CHUCTEM
i OPTaHOB M Pa3BUTHEM KOMOWHMIPOBAH-
b HBIX nedekToB Tak, codeTaHHOE Ha-
pYIIEHWE YMCTBEHHOIO pa3BUTHS M
L 3peHUs Habmonaercsa IpU CHHIpOMeE
| bapae— buam. st cudnapoMa xapak-
| TEPHEBI TIATH TPU3HAKOB OXMPEHUE,
! TUITOTCHUTAJIU3M, YMCTBEHHAST OTCTA-
| 10CTh, IUTMEHTHASA JereHePaLys ceT-
[ yaTky ¥ monunukranus (puc X 2)
Haubonee yacto BcTpedaromMcs (go
¥ 90 % ciydaeB) sBJSIETCSI TIPOTPECCH-
pyioulas TMUTMEHTHAs aereHepanus
CeTYaTKM TJia3a, TPHBONAIIAs K II0-
Tepe 3peHuss K 20 romam 75 % 60onb-
L HBIX CTAHOBATCS cienbIMH M3 npyrux
§ HapyIUeHUI 3peHUsl OINMMCAHBI Kara-
| paxTa, atpodus 3pUTENBHBIX HEPBOB,
| HHCTarM
Y 80 % 6GOJBHBIX yXe Ha IEPBOM
| TOMy XXU3HU Pa3BMBACTCA OXMpPECHUE,
f KOTOpOE C BO3PACTOM TIPOrPECCUpPYET
¢ [loutn y Bcex 6OJBHBIX ¢ CHHAPOMOM
| Bapne — bunns orMeyaeTcst yMcTBEH-
| Hasi OTCTanoCThb, a B 75 % ciydae mwe-  Pyc X 2 Cunapom bapue —
| cTunanocTs (MOMMAAKTWINA) CO CTO- Bumng
| pOHBI 5-10 Maibua. Hepenxo y 60b-  Oxupenne, runomnmasus Hapyxubix
| HBIX HaﬁmonaeTc;I TUTIOTOHAAU3M, NOJIOBBIX OPraHOB, KPUMTOPXU3M
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TIPOSIBNISIOLIMICS ¥ MATTBYMKOB HETOPA3BUTHEM HAPYKHBIX MOIOBBIX Op-
raHOB, KPUOTOPXM3MOM WIHM THIOCNanuei, a y GONBHBIX I€BOYEK —
HEAOPA3BUTHEM SHYHUKOB, TOPOKAMK Pa3BUTHA MATKM K BIATAIUIIA.
XapakTepHBIM U CHHIPOMa ABIISIETCS pa3HOOOpa3Has MaToMorus no-
YeK.

X.1.3. X-cuemieHnbie peniecCHBHbIE 3200 €BaHUSA

OnHoit 13 CaMBIX YaCThIX B TSKeNbIX GOPM HACIEeICTBEHHHBIX 3a00-
neBaHMil ¢ X-CHEIJIEHHBIM HAcClEIOBAaHKEM SBJISETCS NCEBAOTHIEDP-
TpodHyeckas mbleynas aucrpodns Jomenna, oTHocsSwAasICA K Ipyn-
e HEPBHO-MBIIIEYHRBIX 3a0omeBaHui. Briepeele oHa OblIa ONMcCaHa
B 1868 1. HacroTa ee cocrapnser 1 ;3000 — 5000 Manb4YMKOB.

3aboneBaHue OOYCIOBJIEHO HAapylIEHHEM CHHTe3a Oeflka DUCTPO-
¢uHa, TeH KOTOPOTO JIOKAJIU30BaH B KOPOTKOM IUTeYe X-XPOMOCOMBEI.

OcHoBHast CHMITTOMATHKA 3a00/I€BaHUSA — MPOrPECCHpYIONIEe Hapa-
CTaHKE AUCTPOPHUYECKIX U3MEHEHMI MBILIL] C MOCTETICHHBIM 00e30BU-
XUBaHHeM OONBHOTO. Y IeTeN [0 TPEXJIETHETO BO3pacTa AMATHOCTIPO-
BaTh 3a00NMeBaHME HOCTATOYHO CIIOXHO. M3BECTHO, YTO 3TH JHETH He-
CKOJIEKO OTCTalOT B MOTOPHOM DPa3BUTUM Ha T€PBOM TOMY XMA3HU, ITO3-
Xe, yeM B HOpPMe, HAUMHAIOT CHIeTh, XonuTh. Kiaccuyeckas KapruHa
3ab0meBaHMst IPOARISIETCS Y AeTeit 3— 5 meT. OgHUM K3 IIEPBBIX MPU3HA-
KOB SIBJIAETCS YIUIOTHEHIIE MKPOHOXHBIX MBILLILL M TIOCTETIEHHOE YBEJIN-
yeHne Ux o0beMa 3a CYeT pa3pacTaHUsl COCHAMHMTENLHOM W KMPOBOH
TKaHM (TiceBmoruneprpodus). Yxe B paHHel cTanuu OoNMe3HM y aeTeit
BO3HMKAIOT 3aTPYAHEHUs TNPM BCTaBaHWM C Moja, ¢ Koprodek. [locre-
[IEHHO TIPOLIECC PACTIPOCTPAHSETCS Ha TIJIEYEBOM ITOSIC, MBIl CITH-
HEL, a 33TEM M Ha IIPOKCHUMAIBHBIE OTIENE pyK. B KOHewHOo cTamum cia-
0GOCTb MBI MOXET pacipOCTPAHATLCS HA MBILILIBI JIMIA, I, IFIOTKM.

B pa3sBUTOM cTanuUH OOIE3HM UMEIOTCS TAKHUE XapaKTEPHBIE CUMIITO-
MBI, KaK «yTHHasg» TIOXO8Ka, MpIIIeYHble KOHTPaKTyphl. [lceBmorumnep-
TpoOUM MOTYT Pa3BUBATHCI TAKXKe W B SATOXUYHBIX M JeJBTOBUEHBIX
MBILIIIAX, MBIIIHAX SI3BIKa Y XrBOoTa. OUeHb YaCcTO CTPafaeT cepaeyHast
MBIIILA. BRBASIOTCS HApYIIeHMST CEpACYHOTO pUTMa, PacliUpeHlie
rpaHULL cepaua, u3MeneHuss DKI. Octpas cepaeuHast HEROCTATOYHOCTb —
Hanbosee yacTag mpuyuHa cMeptd. [IpuMepHo y 50 % nereil orMeuaer-
CST CHMXXE€HHE MHTEJIEKTa — OT MOTPAHNYHBIX COCTOSHUM [0 BHIPa-
)eHHol nebunbHocTy. [TornbaroT 601bHEBIE, KaK TIPABUIIO, Ha TPETheM
NECATWIETHM XU3HH, a K 14— 15 rogaM oHU 0OBIYHO 0DE30BUKEHEI.

ApyruM mpumepoM 3aboeBaHMs, TEHBI KOTOPOTO JOKAJIU30BaHb!
Ha X-XpoMOCOME, SBJISIETCA aHTHAPOTHYECKAS SKToNepMajibHas THCH-
gasas. Bce cMMIITOMBI 3TOro 3a00NeBaHUA TIPEACTABILIOT COOOH pe-
3yNbTAT TEHETUYECKH OOYCJIOBICHHOTO MOPAKeHHS HapYXKHOTO 3apo-
JBILIEBOTO JIMCTKA — 3KTOMEPMBl 1 COOTBETCTBEHHO BCEX €TO IMPOU3-
BOIHLIX. B CBA3U C 3THM N1 CUHAPOMA XapaKTepHa BhIpaXke€HHasl TH-
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TIOIIa3us (BPOXICHHOE HEOOPA3BUTHE) TIOTOBBIX XENE3, BCACACTBHE
4ero Yy O0NBHBIX Pe3KO HapyIueHO MoTooTAeReHHe. CHIDKEHHE TTOTOOT-
JIeJIEHUSI COTIPOBOXAACTCS] Pa3BUTHEM TMIIEPTEPMHM (TIOBBILIEHHOM TEM-
TIepaTyphl TeNa), YTO MOXKET SBJISATbLCA TMPUYMHOM rudend OONbHOTO
VUIM HAPYIIEHWS YMCTBEHHOTO pa3BUTH. B MeHbIIIel CTeTIeHH TIOpake-
HBI B IPYTHC KCJIE3bl BHCIMHCH CEKPEUMH (CalbHbIC, CIC3HEIC, TTHILLC-
BapuTe/ibHbIE K Ap.). XapaKTepHEIMM IBJSIFOTCS aHOMaNnuu 3y6oB (0T-
CYTCTBHE 3yOOB Wi UX nedopMamysl), a TAKKe BOJOC (TOHKHE, Pel-
KUe BOJOCkl)., CTpOeHME NHM1Aa OTIUYAETCI OCOOEHHOCTAMU: OONBLUION
06 ¢ BBICTYMANOIMMMH HaaAOPOBHBIMM AYTraMM, 3alaBUIask IIEpEeHOCH-
11a, TUITOIUTA3usl KPBUIBEB HOCA, TOJIHBIE TyObI, 3afaBIIUE IEKH, He-
dopMUpOBaHHbIE YILHbIE paKoBUHEL Koxa cyxas, TOHKas.

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

Cungpom dayna (6onesnn dayna) Brepesie ObUT omucaH B 1866 r.
aHmmiicknM mieanatpoM JI JlayHoM, HO Todanko B 1959 r. dpanmys-
CKUM TeHeTHKOM u BpayoM JIx.JlexeHoM OBUIO NOKa3aHO, YTO 3ITO
3a00J1€BaHIE XPOMOCOMHOM TIpHPOAEI, PE3YIbTAT TPUCOMHUHU TIO XpO-
MocoMe 21.

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

B nonapnsroneM 60IbLIMHCTBE citydaes (10 94 %) y 60nbHBIX OOHA-
pyxuBaetcs npoctasg Tpucomus 21 (puc. X.3) (kapuotun—47, XX (XY)
+21). Oxono 4 % cmyyaeB 0OyC/NOBJIEHB TPAHCIOKALMOHHOU (HOpMOIL,
U B 2 % cly4acB BRIABIACTCS MO3AMLM3M.

Heru ¢ cuHopoMoM JlayHa pOXITAIOTCSI C YMEPEHHO BEIPaXEHHOM
TIPEHATANEHOU THITOIIA3HEeH, CpeAHAS Macca Tejla TIPpH POXICHUHU CO-
crariusieT 3167 r (B HopMe 3409 r). TeyeHue GepeMeHHOCTH YaCcTO CO-
TIPOBOXIAETCS TOKCHKO30M, YIpO30ii BEIKMABIIA. [IponomKuTeIHOCTD
OepeMEHHOCTH OGBIYHO HE OTIMYACTCA OT HOPMEI.

JmarHo3 aToro 3a6osieBaHMs OOBIMHO HE CJIOXKEH M OCHOBBIBAETCH
Ha XapaKTepHBIX COYETAHUAX MOPDOJIOTHYECKUX, (PYHKUMOHATBHEIX
0COGEHHOCTEM U PE3YIBTATOB [[UTOr€HETHUECKOTO HCCIIETOBAHMS.

MuHUIMaNbHEIMM JUATHOCTHYCCKUMH IIPU3HAKAMU SBISIOTCS:

1) yMCTBEHHast OTCTANIOCTb,

2) MbIlIEYHAS THTIOTOHUS,

3) miaockoe JIMILIO,

4) MOHTOOHIHBIN pa3pe3 TIAa3HBIX TIeaeH,

5) Tpucomms o 21-ii XpoMocoMe.

(bonee moapo6HO 0 cuaApoMe dayHa cM. . XI).

KitmHuueckue TposBiieHUs! TPUCOMHOM U TPAHCIOKATHOHHOM (hopM
Oosiesnn JayHa cOBEPUICHHO MASHTMYHBEL. B OTHOIIEHMY MO3aUYHOMH
(OpMEI CYLLECTBYET O0I1I€E MHEHUE, YTO Y STHX TIALMEHTOB Ha0M00a-
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Puc. X.3. Kapuotun npu curnpome layHa

eTcs 6OMBIION KIMHHUYECKUM TTOJTMMOPPN3M, BApbUPYIOIMIT OT TTIOYTH
HOpManbHOro (heHOTHIIA IO MTOJTHON KITMHWYECKOM KapTHHBI CHHAPO-
Ma. OTH OTIHYMI YACTUYHO OOBSICHSIIOTCS TIPOLEHTOM TPHCOMHBIX KJi€-
TOK, OZHAKO TIPAMOM 3aBUCUMOCTH MeXKIY IIPOLEHTOM KJIETOK C 100a-
BOYHOI XpOMOCOMOM 21 M CTETIEHbIO YMCTBEHHOIO Pa3BUTHUA HET.

Xopolilo U3BECTHO, YTO IETH C 3TMM CUHAPOMOM (TpHCcOMHas (op-
Ma) Yalle poxXKAawTcs Y XKeHuMH crapie 35 ner. [IpuunHbl Takoit 3a-
BHMCHMOCTH Ha CErofHs IO KOHLA HE SICHBI.

3aBHCHUMOCTE YaCTOTBI POXICHMS NeTell ¢ cuHapoMoM JlayHa ot
BO3pacTa MaTepH I10Ka3aHa Ha rpaduke (puc. X.4).

TpaHcaoKauMoHHBIle DOPMBI, HA0OOPOT, Yale BCTPEYAIOTCA ¥ MO-
JONbIX poguTesieil. Mo3awuHble HOPMBI BCTPEYAIOTCA € ONHMHAKOBOM
4acToTO# BO BCEX BO3PACTHBIX I'PYIIIaX.

YeHeTnuecKas mpupoga cunnpoMa [laray, Tpyucomus 13, 6nina pac-
wndporaa B 1960 r. amepukaHckuM reHeTukoM K. ITaray, ubuM uMme-
HeM B JalpHeHIlIeM OH W ObUT Ha3BaH.

YacroTta maHHoro 3aboneBaHust coctaBigeT 1 Ha 6000 poxiaeHuit,
3aHMMasA BTOPOE MECTO TI0 YacTOTe BCTPEYacMOCTH (TIOCie CHHApOMA
JlayHa) cpelM TIOJTHBIX ayTOCOMHBIX TPUCOMUM. ManpyuKu U I€BOYKH
CTPANAIOT ITUM 3a00J1€BaHMEM C OJMHAKOBOI 4acTOTOM.

Ipocrast monHas tpucomus 13 (47, XX (XY) + 13) xak cnencrsue
HEPACXOXIEHMS TOU Maphl XpOMOCOM B Meifo3e y OHOTO U3 POLUTE-
el (TnaBHBIM 00pa3oM y Marepw) Bcrpedaercd B 80 —85 % cayuyaes

148




Yacrora

1:45

20 25 30 35 40 45 49
Bospact Matepu, net

Puc. X.4. 3aBUCUMOCTD OT BO3pacTa MaTepU YaCTOThI POXIEHUS Jereit
C [OJHOW TpUCOMHeH 21

3aboneBaHus (puc. X.5). OcTanbHBIe CITyYad 06yCIOBIIEHBL TPAHCIOKA-
mussmMu. Crrydan MO3auIM3Ma ¥ IpyTrie XpOMOCOMHEIE BapUaHThI (M30X-
pOMOCOMa, UHBEPCHA) OYEeHb PEIKHU.

Hetn ¢ cunapoMoM Ilatay poxXAaIOTCS ¢ UCTUHHOM IpeHaTaIbLHOMN
runorviasyeil. X cpeaHsass Macca npy poxigeHuM coctasnseT 2500 r,

S
(O I I TR TR T
wauh  neae o
ée 0} “

21 22 X

]

Puc. X.5. Kapuorun npu cuHapome Ilaray.
[Ipocraa nonHas tpucomusa 13 (47, XX, +13)




yTo noutyt Ha 900 T MeHbllle cpeHel MAacChl AeTed TIPH POXICHUM.
[MponoKUTeNBHOCTE GePEMEHHOCTH NIPAKTHYECKU He H3MeHeHa, Oc-
JTOXHEHWEM €€ [1I0YTH B TIOJIOBUHE CIy4aeB SABIsIeTCd MHOIOBOJME.

DeHOTUNHYECKUE TIPU3HAKH CHHAPOMA HACTONBKO XapaKTePHEL, 4TO
MO3BOJSAIOT MPAKTHUECKM Cpasy 3aromo3puTh 310 3aboneanue. Oco-
6eHHO O6pamaloT Ha cebd BHUMaHHEC aHOMAIMM 4Yepela U JHua —
MUKpouedanusd, B psle caydaeB OTMeYaeTCq BEIPAXKEeHHas TPUTOHOLE-
(hamis, CKOLIEHHBINA 100, y3KMe TIa3Hble I1E/H, THUTIOTENIOPU3M, 3a-
maBlilee TIEPEHOCHE, HU3KOPACIIONOXKeHHBIE U AeOPMUPOBAHHBIE YIII-
Hble PakoBHUHEBL Ha KoXe ronosBsl WMeloTcsa AedeKTH CKAIbIa OBATb-
HOM WIK OKpYLioi GopMel, 10 1 cM B AaMeTpe, JHO TaKUX Je(EKTOB
TIPeACTABIEHO AMOHEBPOTHUECKUAM LILIEMOM.

HauGosee xapakTepHbIMH BHEIIHHMH ITOPOKAMH pPa3sBUTHUS ABJII-
I0TCA paclliesidHa IyObl U HEGa ¥ TTonuIakTwna (puc. X.6).

BpoxneHH®Ie TIOpoKY cepaua orMeuarorcs y 80 % nmereit. [Topoku
TUIIEBAPUTEIHHOTO TPAKTA OTMEYAIOTCs Y TMOJXOBHHEBI 60abHBIX. Han-
60J1ce YaCTO BCTpEYAlOTC He3aBepPIIeHHBI TIOBOPOT KUIIIeWHHUKA, Mek-
KeJIeB TUBEPTHKYJN, HapyIueHHe NOOYISUMH TeYeHH, TeTePOTONUuA B
MTOIKETYAOYHYIO Xeae3y TKaHH cejJe3eHKH. TTopoKH pa3BUTHS TOYEK
Habmonaotcd B 60 % caydyaes, HaHboNee XapaKTepHBIM ABISAETCA 1O~
nuxucTo3. [Tonosbie opransl mopaxaiorcs 6omee 4eM B S0 % cayuaeB —
y JeBOYeK YABOCHHE MAaTKH M BJIAralMing, y MamTbYMKOB — THIIOIUIA3HAA
[10JIOBOTO WieHa i KpurTopxusM. [1opoku pasBUTUst OPTaHOB 3peHUsT —

)

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

a — MUKpoliedanusi, KOPOTKas Lied, y3Kve [MIa3Hbie e, HIMPOKOe OCHOBaHUE HOCa,
neopMHPOBaHHBIE YIHHBIE PAKOBUHE, PacllieliHa ryObl ¥ Hé6a, MONHAAKTIIN, 6 —
cBOCOBpa3HOe NoJoXeHHe OONBLIOro Naiblia U MU3MHILA




aHodTaTbMUs, MUKPOdTAMEMUS, TUCTUIA3HY CETYATKY, Konoboma pa-
JIYKKH, TOMYTHEHUE XpYCTATHKa — BCTpevaroTces: Oomnee yeM v 70 %
BonabHEIX. LleHTpantHad HepBHas cucTeMa ropaxaerca B 100 % ciydaes.
Haubonee mocTossHHBI HOPOKH MEPESAHETO MO3Ta.
TIponoXUTeNbHOCTh XHM3HU ¥ IeTeil ¢ cUHIpoMoM [latay pesko
cHrkeHa. Ha mepBoM roay Xu3uu yMUparoT 95 % GONBHBIX, IIPHYEM
60— 65% B repuHATATBLHOM IepHoe. B BospacTe cTapiie 3 €T OCTaroT-
¢4 B XUBBIX eqHuEL. Bee neTi ¢ cuHapoMom Ilaray mMeroT TEXeIyIo

i YMCTBEHHYIO OTCTaNOCTh (IJIyOOKasd MIHOTHS).

Cungpom Dapapaca moayyisi Ha3zBaHWE IO MMEHH AHIIMICKOTO

| LIUTOreHeTHKa, BMEPBBIE OMMCABIIETO €r0 XPOMOCOMHYIO IPHPOIY B

1960 r. rmpu o6cnenopadun peGeHKa ¢ MHOXECTBEHHBIMU IMOPOKAMM U
aHOMATUAMH pa3puTusi. OKa3aIock, YTO NPUYMHOH CUHIPOMA MPaKTH-
YeCKH BO BCEX CIydasix SABAAETCS TOMHAS TPUCOMUS TIo 18- Xxpomoco-
Me (puc. X.7), BOSHUKAIOIIAA B Pe3YIbTaTe HepacxoxaeHus 18- mapel
XpOMOCOM BO BpeMs Meifo3a.

YacToTa CHHAPOMa CPETU HOBOPOXACHHBIX cocTaBiser 1 : 7000; me-
BOYKH GONEI0T MPUMEPHO B TPU pa3a vallie MATbYUKOB. Bo BpeMs Gepe-
MEHHOCTH OTMEYal0TCA c1abast ABUratepbHas akTHBHOCTE IUIOAA, MHO-

LI« w
IS R (I

AR KR IKASA  XKKX
AbAYR JI

Puc. X.7. Kaprotui nipy CHHIpPOME SBapica.
ITpocras nmomuas tpucomus 18 (47, XX, +18)
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a 7]

Puc. X.8. CunapoM Dasap/aca (CHHIPOM TPUCOMHUH XpPOMOCOMBI 18):

a — ponmxouedanyd, HW3Ko NOCAKECHHBIE e(hOPMHUPOBAHHEIE YIIHBIE PAKOBHHBI, KO-

POTKHE TJIa3HbIE 1V, MUKDOCTOMMsA, KOPOTKAs LLEsi, BHICTYNAIONIMMA 3aTBLIOK;, 6 —

crubarenbHas fechopMallna najbleB, NEpeKPbIBaHNE OSTHIM HalbLEM YETBEPTOFO, I'M-
NOIUTa3usa HOITEH

roBoznue. boabHbIE ¢ CHHAPOMOM DaBapaca poXIaloTCsS ¢ HM3KOM Mac-
coii Tesa (B cpeqHeM 2200 ).

dnsa cuHapoMa DoBapica XapakKTepHO coueTaHHe cIelugbHuyecKux
KIMHAYECKMX TIPOSIBICHUI: JOTUXOIeDaHsl, THIIOILTA3H HIDKHEMH ye-
JIOCTH XU MHKPOCTOMMSI, y3KHE M KOPOTKHE MIA3HBIE ILIEIM, MAJEHb-
KHE€ HW3KO PACIIOJIOKEHHBbIE YIITHbIE PaKOBUHEI, XapaKTepHoe Cruda-
TEJIBHOE IIOJIOKEHHE ITaNbIIEB KUCTU, BHICTYNAIOUINIA 3aTBIIOK U Ipy-
riue MukpoaHoMaiuu (puc. X.8). Ilpu cuHIpOME ITPaKTHUECKH TTOCTO-
STHHbBI IIOPOKHU CEPIla U KPYIHBIX COCYIOB, YacThl TIOPOKH Xeaymrod-
HO-KHIIIEYHOIO TPaKTa, TIOPOKM INOYEK M IIOJIOBBIX OPraHOB.

TTponoKUTEIBHOCTD XU3HK OOJBHBIX C CHHAPOMOM DiBapica pes-
Ko cHkXeHa. Ha mepsoM romy xmsHm moruGaioTr 90 % GOMBHBIX, K
3-1eTHEMY Bo3pacTy — Gosee 95 %. ITpuMHOM cMepTH ABJIAIOTCS [10-
POKU CepaeYHO-COCYANCTOH CHCTEMBI, KHIIEUHHKA WIN ITOUEK.

Bce BpLKUBLIKE OOTBHBIE MMEIOT DTYOOKYIO CTEIIEHb OMUIOQpeHUN
(MOMOTHIO).

X.2.2. KomuecTBeHHbIE HAPYHICHHS MOJOBbIX XPOMOCOM

H3meHEeHME YiMCIa 0JOBBIX XPOMOCOM MOXET BO3HHMKATD B PE3YIIb-
TaTe HApYIIEHUs PACXOX/IEHHMsI KaK B TIEPBOM, TaK i BO BTOPOM Jeje-
HUM Melo3a. HapylieHue pacxoxieHusl B IIEPBOM JIeJIEHUN ITPUBOIUT
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K 00pa30BaHMIO AHOMAaJIbHBIX TaMeT: Y >KeHIUMH — XX U ( (B mocneaHeM
ciyyae SMIEKICTKA HE CONEPXKUT ITONOBBIX XPOMOCOM); V MYXYHH —
XY u 0. IIpu cnussHuuM ramMeT BO BPEMS OILIONOTBOPEHUS BO3HUKAIOT
KOJTHMYECTBEHHBIC HAPYLLIEHUS NTOJIOBLIX XpoMOocoM (Tabi. X.1).

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

Kak npaBuio, ¢pU3NYECKOE U NICUXUUECKOE PA3BUTHE Y DONLHBIX C
S5THM CUHAPOMOM He UMeeT OTKIIOHEHWH OT HOPMBI. OTO 00BSICHSIETCS
TEM, YTO Y HUX aKTHBHPYIOTCS B¢ X-XPOMOCOMBI, 2 OJTHA TPOIOJIKAET
PYHKIIMOHKUPOBATh, KAK Y HOPMAJIBHBIX XeHIIWMH. M3MeHeHns B Kapu-
OTHTIE, KAK TIPABUJI0, OOHAPYKUBAIOTCS CIIYYalHO TIpH O00CNIEIOBAHMA
(puc. X.9). YMCTBeHHOE pa3BUTHE TAKKE OObIYHO HOPMAIBHO, HHOIIA
Ha HMXHHX TPAHULAX HOpMbL. JIMIIb Y HEKOTOPHIX XEHIIWH OTMEUAIOT-
Cq HAPYIIEHHUS CO CTOPOHBI PEeNpOLYKTUBHONH YHKIIMM (pasHYHbIe
HapyIIeHUS 1HKIIA, BTOpUYHAS aMeHOpes, PaHHsISI MEHOIay3a).

ITpu TerpacoMusix X OTMEYAIOTCS! BBICOKWMUA POCT, TEMOCIOXEHHUE 110
MYXCKOMY THITY, 3TTHKAHT, THHEPTEIOPU3M, YIUIOIUIEHHOE TIEPEHOCHE,
BBICOKOE HEDO, aHOMAJIBHLII POCT 3Y00B, AeOPMHPOBAHHBIE U AHO-
MAaJIBHO PACIIOIOXEHHDLIC VIIHBIE PAKOBUHBI, KIIMHOIAKTHINS MU3HH-
LIEB, NONEPEYHAs JaIOHHAA CKIagKa. Y 3TUX XEHLUMH OINMCAHBl pas3-
JIWYHBIE HApYLIEHUS MEHCTPYAJIhHOIO IIMKIA, Oecrmiomue, Ipexie-
BPEMEHHBIA KITMMAKC.

CHIXEHHE MHTEIEKTa OT NOrpaHUYHONW YMCTBEHHOI OTCTAIOCTH
JIO pa3IMYHBIX CTelleHel onurodpeHHH OMMCAHO Y IBYX TpeTell 60b-
HbiX. Cpenu XeHUIUH ¢ ITOTUCOMME X yBeIMUEHa YacToTa TICUXUYe-
CcKkux 3a0oneBaHuit (1M30dpeHns, MAaHUAKATBHO-ICIIPECCUBHBIN IICHU-
X03, BITUIETICUSA).

Taoaxuna X.1

Bo3moxHble H20OPBI MOJOBBIX XPOMOCOM NPH HOPMAJIHHOM H AHOMATBHOM
Teyennd I MelioTHIECKOTO /ieleHAs TaMeToreHe3a

Oreny
Mars Y X XY 0
X XY XX XXY* X0**
HOpMa HOpMa
XX XXY* XXX XXXY* XX
TPUIUIO X Hopma?
0 YO X0 XY 00
JeTanb aetTans JeTa1b JIeTans

* — cunapoM KiaitHdenbrepa
** — cunapom llepenesckoro— TepHepa
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Puc. X.9. Kapuorumn mpu cuHapome Tpucomuu X (47, XXX)
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Puc. X.10. Kapnorun Gonbnoro ¢ cuHapoMom Knaithdensrepa (47, XXY)
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Cunnpom Kiakindensrepa Moayyus Ha3BaHWE MO UMEHU YYEHOrO,
BrepBHIe ormucaBluero ero B 1942 1. B 1959 ., I1. Ixexo6¢ u JIx. CTpoHT
MONTBEPANIIM XPOMOCOMHYIO 3THOJIOTHIO JaHHOIo 3aboseBanus (47,
XXY) (puc. X.10).

CunapoM Knaitndemprepa nabmogaercss y 1 u3 500—700 HoBo-
POXIeHHBIX MAJIBUYHUKOB; ¥ 1—2,5 % MyX4WH, CTpagalouX OJurod-
peHUeH (yaie IMpy HEMTYOOKOM MHTeJUIEKTYaIbHOM CHYDKeHMH); ¥ 10 %
MYXYUH, CTpaAloinx OeCIUIonueM.

B niepuone HOBOPOXICHHOCTH 3aII0N03PUTE 3TOT CHHAPOM ITpaKTH -
4YeCKKM HeBO3MOXHO. OCHOBHBIE KJIMHUYECKHE IPOSBIICHUS MaHudecC-
TUPYIOT B ITyOe pTaTHOM Tieprone. KnacCHyeCKNMU TTpOsSIBICHUSAME 3TO-
1o 3a00MeBaHKsI CYMTAIOTCA BBICOKUIf POCT, EBHYXOMIHOE TEJIOCIOXE-
HHE, TMHEKOMACTUs, HO BCe 3TH CHMMIITOMBI ONHOBPEMEHHO BCTpeyYa-
J0TCA JTMIIB B TTOIOBUHE CiTy4yaeB. (bomee mogpobHO KIIMHUYECKOE O~
CaHWe CMHApPOMA MpHBeaeHO B 1. XI).

YBemuuenne gucima X-xpomocom (48, XXXY, 49, XXXXY) B ka-
pUOTHIIE BemeT K OOoplileil CTeleHM HMHTEIEKTyalbHOro nedekra u
OoJiee LIMPOKOMY CIIEKTPY CMMIITOMOB Y ITAIIMEHTOB.

Cuanapom mucoMms o Y-xpomocome BriepBble onmicain A. A. Cannbepr
¢ coaBTopaMu B 1961 r., KapyMOTHUIT GONBHBIX C 3TUM 3a00/IeBAHUEM —
47, XYY (puc. X.11).

YacToTa 3TOr0 CUHAPOMA CPEAH HOBOPOXACHHBIX MaJIbUMKOB CO-
crasisieT 1:840 u BospacTaeT 10 10 % y BBICOKOPOCHBIX MYK4MH (BBILIIE
200 cm).

Y CONBLUMHCTBA OONBHBIX OTMEYAETCSl YCKOpEHUE TEMIIOB pOCTa B
JeTckoM Bospacre, CpelHMIT pOCT ¥ B3pOCHBIX MYXYUH COCTABNSIET
186 cMm. B GombLUIMHCTBE Clly4aeB 110 (hU3UYECKOMY U YMCTBEHHOMY pas-
BUTHUIO OOJIbHbIE HE OTJIHYAIOTCS OT HOpMAJIBHBIX MHIWUBUIOB, 3aMeT-
HBIX OTKJIOHEHUI1 B TTOJTOBOM ¥ B 3HIOKpUHHOI cdepe HeT. B 30—40 %
CJIyJaeB OTMEYalOTCsl OIpele/IeHHbIE CUMITTOMBI — I'PYObIe YepPThI JIMIIA,
BBICTYTIAIOI{ME HANOpOBHBIE AYTU M MePeHOCUIIA, YBEJIMUECHHAS HIXK-
HSISl YeJTIOCTh, BBICOKOE HEDO, aHOMAIBHBIN pOCT 3y00B ¢ pedexTaMu
3yOHOIl 3Manu, OOMbllUMe VIIHBIE paKOBUHBI, AedopMaIysl KOJIeHHBIX
H JIOKTEBBIX CYCTaBOB. MIHTEIIEKT MIIH HeIpyOO CHUXEH, UITA B HOpME.
XapakTepHBl 3MOIIMOHABHO-BONEBhIE HApPYIICHUS: arpeCCUBHOCTD,
B3PBIBUATOCTH, UMITYJIbLCUBHOCTh. B TO Xe BpeMsI UIst 5TOro CUHIpOMA
XapaKTepHH ITOApaXaTebHOCTh, ITOBBIIIEHHAS BHYLIAEMOCTB, IPH-
YyeM OONBHBIE HAUOONEE JIETKO YCBAUBAIOT HETATUBHEBIE OPMBI TIOBE-
JICHUS.

ITpOnOICKUTE TBHOCTD XKW3HU ¥ TAKUX OONBHBIX He OTIUYAETCST OT
CPeIHETOYIIIIAOHHOMA.

Cungpom Hlepemenckoro— Tepuepa, MomyyUBUINI Ha3BaHHE IO
UMEHHU ABYX YYeHBIX, BIIepBBIe OBIT OMUCAaH B 1925 1. pyCCKUM Bpa-
yoMm H.A. IllepemeBckuM, a B 1938 1. Takke KIMHHYECKH, HO Gonee
nonHo — L. TepHepoM. DTHOJIOTMsT 3TOrO 3a00/TeBaHUA (MOHOCOMMS
no X-xpomocoMe) 6buta packpeita Y. PopaoM B 1959 1.
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Puc. X.12. Kapuotun Gonbhoit ¢ cuuapomom Llepewesckoro— TepHepa
(45, X0)
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Yacrora aroro 3aboneBaHus coctasasert 1 : 2000 — 1: 5000 HoBopoX-
JIEHHBIX IE€BOYEK.

Haubonee yacTto mpy 1UTOTEHETMYECKOM HCCAEIOBAHHH OOHapy-
KuABaeTcs Kapdortun 45, XO (puc. X.12), ogHaKO BCTpEYAOTCS Ipyrue
¢opMbl aHOMaIM#H X-XPOMOCOMBI (IENEUMH KOPOTKOTO M JUIMHHOTO
mreya, M30XpoMOCOMa, a TaxKe pasnUyHble BapMaHTBl MO3aMLM3Ma
(30—40%).

Pe6eHok ¢ cunnpoMom IllepenieBckoro-— TepHepa poXaaeTcst TOMb-
KO B Cly4ae yTpaThl OTIIOBCKOM (MMIIPUHTUPOBAHHOI) X-XpPOMOCOMBI
(cM. Hacrosiunyio rnaBy — X.4). Ilpu yrpaTe MaTepuHCKO# X-XpOMOCO-
MBI SMOPHOH MOruOaeT Ha PAHHHX 3Tanax pa3BuUTus (Tadbn X.1).

MUHUMaNBHBIE THATHOCTHUYECKNE TIPU3HAKH:

1) otex xucreit u crom,

2) KOXHas CKJIajgKa Ha Iiee,

3) au3Kkuil poct (y B3pocnbiX — He Gonee 150 cM),

4) BpOXIEHHBII MOPOK Cepilia,

S) mepBUYHas aMcHOpes.

IIpu Mo3anyHBIX (HOpMAX OTMEYAETCS CTepTasi KIIMHUYEeCKasl KapTU-
Ha. Y 4acTd O0JbHBIX HOPMAIBHO pa3BUTHl BTOPUYHBIE TIOJIOBHIE TIPU-
3HaKW, UMEIOTCS MEHCTpYaIlru. JleTopoxkaeHre ¥ HEKOTOPBIX OOIBHBIX
ObIBAaCT BO3ZMOXHBIM.

X.2.3. CTpyKTypHbl€ HAPYIIEHUSA AYTOCOM

Brimie OBITM OTIMCAHBI CHHAPOMBI, OOYCNIOBICHHBIE U30BITOYHBIM
YHCIOM XpOMOCOM (TPHCOMHH, TTONHMCOMMH) WJIU OTCYTCTBHEM I10JTO-
BOM XpPOMOCOMBI (MOHOCOMHUM X), T. €. TCHOMHBIMHA MYTAITHSIMHU.

XpoMOCOMHBIE 60Te3HI, 0GYCTOBICHHBIE XpPOMOCOMHBIMA MYTallU-
SIMHA, OYE€Hb MHOTOYHCACHHB]. KITMHIYECKH U IIMTOTCHETUUECKIA MACH-
TudurMporano conee 100 cuHmpoMoB. B kayecTBe MprMepa MpUBOIUM
OIMH M3 3TUX CHHAPOMOB.

CunipoM «komaubero Kpuka» 6u11 omucad B 1963 r. x. JlexkeHom.
YacroTa ero cpend HOBOPOXIEHHBIX cocTaBisieT 1:45 000, cooTHomie-
nHue nosoB M1:2XK1,3. TIpuunHoit gaHHoro 3a6oMeBaHUs ABNSIETCS A€-
JIeIMS YacTH KOPOTKOro Tieya 5-i xpoMocoMs! (5p-). [lokazaHo, yTo
JHIIb HEOONMBIION YJACTOK KOPOTKOTO ILTEYa XpOMOCOMBI-5 OTBETCTBE-
HEH 32 pa3sBUTHE TIONTHOTO KJIMHUYecKoro cuHapoMa. Mizpenka oTme-
YaeTcs MO3anIIU3M I10 JIeNer My Wik 00pa30BaHUe KONbIIEBOU XpOMO-
COMBI-5.

Hanbonee xapaKTepHBEIM CUMITTOMOM 3TOro 3a00/1eBaHUA SBISAETCS
crienMUIeCcKU TUTaY HOBOPOXKAECHHBIX, ITOXOXMAH HA KOIIAYMIi KPHK.
BosHukHOBeHME CrerUPUISCKOro KpHKa CBSI3aHO ¢ HM3MEHEHMSIMU
TOPTAHU — CYXKEHHEM, MIATKOCTBIO XPSIIEH, OTEYHOCTHIO MM HE-
OOBIYHON CKITAMYATOCTBIO CTU3UCTOM, YMEHBIIIEHHEM HaarOpTaAHHHKA.
Y 3Tux nmered yacto BBBIBISIOTCS MHKpoUE(aTusi, HU3KO DPACIIONO-
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Puc. X.13. JTuro nmsrusietHero pebeHKa
¢ CUHAPOMOM «KOIIAYEEro KPHKas.
Miuxkpouedanus, HU3KO pacnoNoXeHHbIC

JedopMHpoBaHHBIe YIIHble PAKOBUHbI, TH-
HepTeNnopyu3M, KOCOrIa3ne, SMUKaHT

KEHHbIE U n1eOPMUPOBAHHLIE YUIHBIE PAKOBUHBI, MHUKPOT€HUA, JIy-
HOOOpPa3HOE NTUIIO, TUIEPTENOPU3M, SMUKAHT, MOHTONOUIHEINA pa3pes
raas3, cTpadK3M U MBILLIEYHAS TUTIOTOHHS. LleTH pe3Ko OTCTaloT B pH3rye-
CKOM M YMCTBEHHOM pPa3BUTHIA.

TakuMe nUarHOCTHMYECKUE MPU3HAKY, KAK «KOIIAYWi KPUK», JYHO-
00pa3sHOE JUIO U FMITOTOHUS MHEIIL, ¢ BO3PACTOM UCYE3al0T MOJHO-
CTLIO, a MUKpoIledanisi, HAIIPOTUB, CTAHOBUTICS 00Jee OUYEBHUIHOM,
MPOrpeccupyeT U yMCTBEHHAS OTCTATIOCTE (prc. X.13).

BpoxaeHHBIE MOPOKHU pa3BUTHsI BHYTPEHHNX OPraHOB BCTPEUAIOTCS
peaxko, HauboJee yacTo nmopaxaercs: cepaile (HedeKTs MeXCKeayIod-
KOBO# M MEXIIPEACEePIHOM MEPErOPOaOK).

Bce GonbHBIE HMEIOT TSIKEIYIO CTENEHb YMCTBEHHOU OTCTAOCTH.

TTpomOIDKUTEILHOCTD XXKU3HU Y OONBHBIX ¢ CHHIPOMOM S5p- 3HAuM-
TEJILHO BRILLE, YEM YV MAIIMEHTOB C AYyTOCOMHBIMK TPHCOMUSIMH.

X.3. BOJE3HH C HACJIEACTBEHHBIM
HNPEAPACITIOJIOXEHHUEM

Bo3HUKHOBEHHE LIMPOKO PACIPOCTPAHEHHKIX 3a00J1€BaHUIA, KOTO-
pHle BHOCST HAWOOMBIIUE BKIIAX B 3a00J1eBAEMOCTh, MHBAIMAN3AIIMIO
U CMEPTHOCTh HACEJICHHMSI, O0YCTOBICHO B3aUMOIEICTRUEM HacieoCheeH-
HoIX akmopos U PasHOOOPA3HBIX (PAKMOpos GHeluHed cpedbt. DTy HO30-
JIOTMYECKU MHOTOO0PA3HylO I'PYMITy MATOJOTMiA HA3hBAIOT G0JIe3HAMH
¢ HACJEICTBEHHBIM NPEAPACHONONKEHHEM WIH MYJAbTHHAKTOPHAILHOH
MATONOTHEH.
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B ocHoBe HacIenCTBEHHOM NPEIPACIONOXESHHOCTH K 00JIE3HIM Jie-
KUT OONBLLIOE TEeHETUYECKOE pasHooOpasue (reHeTUYECKMI MONMMOop-
dHu3M) TomyAAIM YeaoBeKa 1o (hepMEHTAM, CTPYKTYPHBIM, TPaHC-
MOPTHHIM 6eJIKaM ¥ aHTUTCHHBIM CHCTEMaM.

MoHOr¢HHBIE NMPU3HAKY OUCKPETHHI, ITOCKONEKY MYTAHTHRIE ATINe-
J1 OOYyCIOBIUBAIOT pasnuyaminuecs hbeHoTHIEL. B 3Toii CBA3M aHAH3
PONOCTIOBHBIX ITPH OONE3HSIX C HACMEACTBEHHBIM TIPERAPACIIONOXKEHUEM
He JaeT TOYHBIX TUAarHOCTUYECKMX JAHHBIX.

IIpu Gone3HsX ¢ HACIEACTBEHHBIM IPEAPACIIONOXEHUEM COOTHOLLE-
HUE 3XOPOBRIX M DONBHBIX, KAK HPaBWIO, HE COOTBETCTBYET MEHAENEB-
CKOMy pacUICIUICHHUIO, IOCKOJNBKY ITPU BO3HUKHOBEHHHU MYIbTHUdaK-
TOPHAILHAIX 00Je3HEN HAIMYECTBYET JeiCTBHE PAKTOPOB BHELIHEH Cpe-
Ibl. PasHble MOAM Ha NPOTSDKEHWH XXKU3HU ITOABEPTraloTCsl BO3ACHCTBUIO
PasITUYHBIX CPeROBBIX (aKTOPOB. YIeHHBI OfHONM CeMbH, HAXONICh HA
PAa3HBIX NIPOU3BOIACTBAX, MOTYT ITONBEPraThCs BO3ACHCTBUIO Pa3IMYHBIX
XMMHYECKHX BEIIECTB U GUIHUECKUX WM OUONOruIecKUX GaKkTOpOB.

HacnencreeHHast npeXpacnofoXeHHOCTh K Pa3iuyHbIM 3abo0JeBa-
HUSM MOXET UMETh Pa3iUYHYIO NreHeTHICCKYI0O OCHOBY. B HEKOTODRIX
CIIydassxX HACJeICTBEHHAS IIPEAPACIONOXEHHOCTD ONPEAEIIAECTCS OXHUM-
eIUHCTBEHHBIM MYTAHTHRIM reHoM. B Ipyrux ciydasix HacleCcTBeHHAs
IpEeRPACIIOIOXEHHOCTh 0O0YCIORIIEHA COBMECTHRIM JEMCTBHEM HECKONh-
KHX reHOB. B riepBoM ciryyae roBopsit 0 MOHOT€HHOI! IIpeapacIioNoXeH-
HOCTH, BO BTOPOM CJTydae — O INOJAUI¢HHOM OCHOBe 3a00JIeBaHUS.

X.3.1. MoHorenHo 00ycJoBJeHHAS NMPeAPACNONIOKEHHOCTD

JIna rmaronoru4ecKoro MposiRIeHWsI MyTAaHTHOTO TeHa B CIydae Mo-
HOT€HHOM IpeApacoNoXeHHOCTH TpebyeTca obs3arensHoe RelicTBHE
crienn(ueckoro BHellIHecpeaoBoro dakrtopa (puc. X.14, a). Takue
BO3JEMUCTBUS MOTYT OBITH CBSI3aHH C HU3UUCCKIMU, XUMHUYECKHUMU,
B TOM YMCIE IEKAPCTBEHHAIMU, MIPEMAPATAMUA U OHONOrMIeCKuMU pak-
TOpaMH.

®axkTop MyTanTHBIH

cpemn aven — —— Dboued

. ®@axrop MyTanTHsii
6 cpe N ammems  — SHOPOB
®akTop HopMarsubii 3n0pos

cpeanl ajwtenb

Puc. X.14. CxeMa peanu3auy MOHOTEHHO O0OYCIIOBIEHHOM ITpeIpPaciiOIOXeH-
HOCTH U (haKkTOpOB BHEUTHEH Cpepl
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be3 BoznelicTBus crieri@uyeckoro (paspeiianuiero) gakropa naxe
MpY HAIMYMHK B FEHOTHIIE MYTAHTHOrO TeHa 3aboneBaHME He pa3BuBa-
erca (puc. X.14, 6). Ecni uHauBWg He o0nagaeT mogOOHOR MyTallueH,
HO MOABEpraeTcs BAMSHUIO CllellMprUecKoro ¢gaKropa cpeapl, 3a00e-
BaHHe TaxcKe He pasBuBaercd (puc. X.14, ¢). K HacTosIlieMy BpeMEHH!
u3BecTHO 6onee 40 reHOB, MyTaLMKH KOTOPBIX MOTYT BbI3BIBAThH OOE3HU
rp¥ IEHCTBUM «IIPOSIBAAIOIMX» (HaKTOPOB CPEBI, CIIEIIAPUUHBIX IS
KaXIoro TeHa.

X.3.2. ITloaurenHo o0ycoBjieHHAs MPEAPACIOJI0KCHHOCTD

TTonureHHas OpeapacONOXEHHOCTh OTPENSNSICTCS COYETAHUEM
ajiene HECKONBKUX FeHoB. Ha MpaKTHKE 3HAYWMTEBHBIE TPYIHOCTH
MOTYT BBI3BIBATH CHTYALIMK, KOTJ@ CAEAYET ONPENEINTh, 00YCIOBICHO
1 3a0051€BaAHKAE TOINBKO MONMMEPHBIM XapaKTEpPOM B3aMMOIEHCTBHSA
FEHOB WIM XK€ COUeTaHHEM B3aUMOIEHCTBUSA HECKOJIBKHX [CHOB U (haK-
TOpOB Cpeabl (MynpTH(AKTOpHANBHBIE 3200/1€BaHIs).

MynsTH(daKkTopHUanbHbIE TPU3HAKU MOTYT ObITH MPEPBIBHBIMUA WK
HENpEePLIBEBIMH, ONHAKO N000# MomoOHHNU mpusHak (00Je3HB)
BCErga METEPMUHUPYETCS B3aMMOIEHCTBHEM MHOTHX I'€HOB M (PaKTo-
pOB BHeLUHeit cpensl. JIr000# M3 TeHOB, BXOAIUUX B «KOMILIEKC TIpea-
PacronoXeHHOCTH», KaK 11paBWIO, OKa3blBaeT Majoe, HO aliuTUBHOE
(cymMupyiouieecs) BIMIHUE HA (GOpMUPOBAHHE TTPEAPACTIONOXKEHHO-
cTh. JJjia rpepbIBUCTHIX MyNbETH(MAKTOPHAIBHBIX 3a0011eBaHIi, TAKKX,
Kak, HaripuMep, MOPOKH pa3BUTHS, PUCK MOBTOPHOIO BO3HHKHOBE-
HM 3a00NIeBAHHS B CEMBE, TIIE YXe €CTh OONBbHOM, ropas3mo Bblilie 00-
LETIONYJISILIHOHHOTO.

HenpepoiBHblE MYAbTH(GAKTOPHANLHbIE NPH3HAKH

bonpiioe KosHUeCTBO HOPMAILHBIX M MATOJIOTHYECKMX TIPH3HAKOB
(B TOM umcie Oone3Hel) uenoBeKa SBISIOTCS HENpPEPBIBHBIMU MVIb-
TH(HAKTOPHATHLHRIMUA NpU3HaKaMu. Js IomoOHAIX IPHU3HAKOB XapakK-
TEPEH NMOCTCINEHHBIA ITABHBIN TIEPEX0L OT MUHUMAJIBHBIX 3HAYEHWI
OPH3HAKA 1O €r0 MaXCMMAIBHBIX OlicHOK. I10 TakoMy mpH3HaKy, Ha-
MpUMeEp, Kak poCT, B HOpMe B TOMYJISUMM CYIIECTBYET HEMIPEepPhIBHAA
U3MEHYMBOCTD: €CTh JIOAM OYEHb HU3KOTO POCTa, €CTh OYEHb BBICOKHE,
cpemHee 3HaYeHWe 3Toro rnokasarens 0mm3Kko K 170 cM. Pacnipenenenue
110 POCTY COOTBETCTBYET TaK HA3BIBAEMOMY HOPMaXbHOMY («KOJIOKOJO-
obpasHasg» KpuBasi), IIpd KOTOPOM OOJBLIMHCTBO WHIMBHUIOB HAaxXoO-
aarcs BONMM3u cpenHero 3HadeHUs (puc. X.15). Takoe pacrpeneneHue
3HAYECHUH SBISIETCS XapaKTEPUCTHKOM HEMpPEepBIBHOTO MYyNbTH(AKTO-
pHaJIbHO OOYCNOBIEHHOTO NpH3HaKa. OHO XapaKTEePHO IS TAKUX ITpU-
3HAKOB, KAK POCT, BEC, MHTE/UIEKT, KOIMUECTBO JIEHKOLMTOB B KpPO-
BU, OKpacKa KOXHBIX ITOKPOBOB M T.[.
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Yycno MHIUBUIOB

135 150 170 185 200
Poct (cm)

Puc. X.15. PacnpeneneHue MHAMBHAIOB B MOMYJISILUU MO POCTY

IlpepoiBrcThie My bTHGAKTOPHATBHBIE IPH3HAKH

B MeaumHe u3BecTeH LENBIH psil aHOMaMEF M pa3TMYHEIX 3a001¢e-
BaHWi1, B OTHOWCHUM KOTOPLIX DOIIYCKAKOT, YTO OHYM BO3HUKAIOT Y
JUILL C MYJIBTU(AKTOPUATBHBIM NIPEIPACTIONOXEHUEM, ITPEBHILAIOLIUM
HEKOTOPpHITi nopor. [t Takux NaToIOTMYECKMX COCTOSTHUI XapaKTep-
HbI CIEAYIOLINe NMPU3HAaKK: 1) yacToTa MX Y GIM3KUX PONCTBEHHUKOB
BBIIIIE, YeM B MOMYJISUMHK; 2) 4YeM pexe BcTpedaeTcst 00Ne3Hb, TeM
BBIIIIE PUCK 3a00JIeTh I POACTBEHHUKOB NpobaHaa; 3) YeM CUJIbHee
BHIpaXXeHo 3aboJjieBaHpe y pobanHna, TeM Bbllli€ PUCK 3a6osieBaHUs
JUISL €ro pOJCTBEHHUKOB; 4) eClIH NMpobaHI OTHOCUTCS K MEHEE YacTo
IopaxkaeMoMy TIOJNY, PUCK 3a00jieBaHUS JUISS PONCTBCHHMKOB OyIeT
BBIIIE; 5) KaK IpaBWIO, B POJOCIOBHBIX ITPOOAHIOB He HAaOMIOAETCS
XapaKTEPHOTO ISt MOHOT€HHBIX 3a00JIeBAHUM pacripeIeieHUsI 60Jb-
HBIX W 3T0POBBIX.

B xauecTse nmpumMepa npephIBUCTBIX MY/IbTH(PAKTOPHANIBHBIX 3a00J1€e-
BaHUM YEJIOBEKA HA30BEM TaKKe BPOXICHHbLIE TIOPOKHU Pa3BUTHSI, KaK
pacuienHa ryosl M He0a, BPOXIEHHbIE TIOPOKH cepaua, AedeKTsl He-
BpaJIbHOI TPYOKH, ITWJIOPOCTEHO3, U TAKHUE YACTHIC 3a00JIeBAaHUS B3pOC-
JIBIX, KAK PeBMATOWIHBII apTPUT, SI3BEHHAd 00jE3Hb, IUU30(pEeHU,
SMWIETICUsI, OpOHXUAaNIbHAsSI aCTMAa

OCo0GeHHOCTH HACJIENOBAaHMS MPEPBHIBUCTHIX MYJIbTHOAKTOPUATIH-
HBIX 3a00JIEBAHUI XOPOIIIO JEMOHCTPUPYIOTCS Ha ITIpUMEpe BPOXIEH-
HOTO ITOPOKA PA3BUTUS — paCLIeIMHBI TyObl 1 HeOa. Ponurenu pebeH-
Ka C TAaHHBIM BPOXIEHHBLIM [IOPOKOM, KaK MpaBWIO, 3MOpOBH. OnHa-
KO poxneHHe O60MBHOTO pebeHKa CBUACTEILCTBYET, YTO KAXAbI M3
HUX SBISIETCS HOCUTEIEM MHOIMX AIAUTUBHBEX (YCIIOBHO aHOMAaJb-
HBIX) T'€HOB, KOJMYECTBO KOTOPBIX BCe XE HEAOCTATOUHO, YTOOLI
chopMmupoBancs gedexr y poauteneit. Eciau peGeHOK cydaliHbIM 00-
pa3oM YHacaenyeT KPUTHYCCKOE YHCI0 «aHOMAJTBHBIX» M€HOB, T. €. TI0-
por OyAeT TTpeBhIlIeH, BO3SHUKAET ITOPOK Pa3BUTHUS — PACIIENIMHA TYOHI.
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ITpenpactionoxeHHOCTs (omNpenefsieMasi KaKk T€HETUUECKUMU, Tak U
CpenoBBIMU (paKTOpaMM) B JAHHOM CJydyae MOXET COOTBETCTBOBATH
KpMBOH HOpMaJIbHOTO pactpesesteHus (puc. X.16). Hacts nonyaauuu,
pacrioyiaraloniasicst CripaBa OT IIOPOTOBOI'O YPOBHsI, COOTBETCTBYET Yac-
TOTe 3a60JIeBAHUS B IONY/ISIUHI, PaBHOM ISt maHHOro rnopoka 0,1 %.
Jst ponurenceit 6onpBoro pebGeHka KpuBas NpeapaciioioXeHHOCTU
CIOBUTAETCS BIIPaBO. DTO O3HAYAET, YTO UISl POACTBEHHUKOB IT€PBOI
CTENeHN POACTBA YacTora (MU PUCK) 3a00JieBaHUS COCTABIISIET YXKe
4 %. Ban3ocTh K NOPOTY KOHKPETHBIX MHINBUIOB B IIOMYJISIIIMKA OTpaXa-
€TCsl HaKOTUIEHWEM V HMX MHKPOIIPU3HAKOB, WIKN MUKPOOpM (Takux,
HaIlpUMeEp, KaK pACHICTUICHUE sI3bIYKA, aHOMalluM 3y0OB U IIPUKYCA,
aCUMMETpHUsI TIPUKPEIUIEHUST KPBLIBEB HOCA), OOHAPYXWBACMBIX B 30HE
pa3BUTHS TIOPOKA.

ITo moBony 06010 MOTOGHOro NpMU3HAKA WX 3a0071€BaHMST MOXHO
YIBEPXJIaTh, YTO WHIMBHIBI, MECTO KOTOPBIX HA KPHBOI HAXOIUTCS
JieBee JIMHUM IIOpOora, paclipencieHbl IT0 OTHOC/IBHBIM TeHETHYECKUM
KJ1accaM (B 3aBUCMMOCTH OT reHeTHIecKol KoHcTuTylnn). Ecnu B kiac-
cax, pacrnojIOXeHHBIX B JIEBOM YacTU KpWBOIi, 60JeeT oueHb HEOONb-
1Iast moJist JIMLY, TO IO MEPE CABUTIA BIIPABO YACTOTA OOJBHBIX YBEIUYH-
BaeTCA BIUIOTH OO IMOAABSIIONIEro OOJBIIMHCTBA B KpallHel mpaBou
YyacTu KpUBOH. B MemuKO-OMOMOrMuecKoM CMBICIE 3TO O3HAYAET, YTO
TIp1 HU3KOHN TeHEeTHYECKOU IPpeapacroloXeHHOCTH ISl PA3BUTHA 3a-
OosieBaHUSI HEOOXOAUMO OYEHb HEOArONpPUSITHOE COYETAHUE MHOTUX
cpenoBeIX (pakTopoB. IIpy BHICOKOI MEeHETUYECKOM MTPeapacioioXeH-
HOCTH 3a007I€BaHUE CIIOCOOHO pa3BUTHLCS 0€3 BUIUMBIX NIpeapacIioa-
rarolux Bo3aeiCTBUN Cpebl.

ITonnManme MyTbTUPAKTOPHANBHOM IPUPONRI 3a00JIeBAHUSI ITO3BO-
JIIET C IOCTATOYHOM ONpPeneIeHHOCThIO Ol{€HUBATL CTETIEHh PUCKA €0
MIOBTOPHOI'O Pa3BUTHSA B CEMbBE, U3 YEr0 MOXHO UCXOIUTH TIPH MTPOBE-
NEHUU TTPOUIAKTHYECKNX MEPOIIPHUITHIA.

1
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§ TIopor
=
BonsHble
IlpenpacoyoXeHHOCTD

Puc. X.16. PacnpeneneHue rpeipacnono)XeHHOCTH K Pa3BUTHIO PACILETHHB
ryonl ¥ Heba B nonyasiuuu (/) U y poJICTBEHHUKOB npobaHua (2)
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X.4. HACJIEACTBEHHBIE BOJIE3HHA
C HETPAIJNLIUOHHBIM THIIOM HACJIEILOBAHUSA

B npakTuyeckoi paboTe Bpaya-reHeTHKa HEPEIKO BCTPEYAOTCSL CITy-
Yal, KOrAa BLISBIEHHBIN XapakTep nepenayu 3a00JeBaHMA He MOMYM-
HSIETCS 3aKOHAaM TIPOCTOro MeHICNECBCKOro HacjaenoBaHust. I1oqo0HbIe
CUTyallMu 6bUIHM PACCMOTPEHB! B NPEIbIAYILEH rmaBe (X-CuellieHHOoeE,
TONAHAPWYIECKOE ¥ MUTOXOHAPHUATEHOE HACTENOBAHUE).

PasButre 1 coBepuIeHCTBOBAHUE MOJNIEKYISIPHO-TEHETUUECKUX Me-~
TOIOB JUATHOCTUKH IIPUBETH K OTKPBITHIO HOBBIX KJIACCOB HACNENCTBEH-
HBIX O0jIe3HEH, TIPMUUHB BOZHMKHOBEHMS KOTOPBIX OTJIWYAIOTCA OT
TIIPUYMH MOHOTeHHBIX 3a607€BaHUI 1 XpOMOCOMHEIX CUHIpoMoB. Cpe-
IM HUX BHEIEISIOTCA 3a00/1eBaHUsI, CBA3aHHBIE CO CHeHUMHIHOCTHIO
POIUTEIBCKOTO ITPONCXOXKIESHUSI MYyTalWil: T€eHOMHBEI UMIIPUHTUHT,
OIHOPOIUTENBLCKASL TUCOMMS, MMHAMNYECKUE MYTAlUH, WIM 00Ae3HU
3KCIAHCUM, COMaTHYEeCKHe peKoMOMHAalIAsS U mpyrue. BKkpatiie paccMor-
PUM IBa KJIacca U3 MEPEYUCIEHHBIX TIPUMEPOB.

BoJie3nn UMIIPUHTHHTA

HenaBro aMOpronoraMu 1 reHeTMKaMHu OBLT0 TTOKA3aHO, YTO HEKO-
TOpBIE TeHBI, MepenaBaeMble ITOTOMCTBY, HECYT CHEeifM(pUYecKuil «0T-
1IEYaTOK» 11071a PONUTENS. DTO 03HAYAET, YTO HEKOTOPHIE OTIIOBCKHE U
MaTepUHCKHE MeHLI MMEIOT pasinyaloiivecs: 3(pMeKTsl, T. €. TPOSIBIISIOT-
¢Sl Y TIOTOMKOB 10-pa3zHoMy. O6HapyXeHHOe SIRJIeHMe TIOYIHIOo Ha3Ba-
HUEe re HOMHOI'O UMIIPUHTHUHTA, WIH «XPOMOCOMHOI maMsiTH». PeGeHOoK
M10/tydaeT OgWH HAab0p XPOMOCOM C OTIIOBCKUM «OTI1€9aTKOM» HEKOTO-
PBIX I€HOB, IPYTOd Habop XPOMOCOM — C MAaTEPHHCKUM «OTIHEYATKOM».

IIpu 06pa3oBaHMHU v TTOTOMKA [OJTOBLIX KJIETOK HPEXHUI «OTHeYa-
TOK» CTUPACTCS, TeHB MAapKUPYIOTCA B COOTBETCTBHMM C ITOJIOM JaHHO-
TO opranuamMa. TakHM 06pa3oM, HEKOTOPBIC TCHBI TTEPENAIOTCsE TOTOM-
KaM OT OIHOrO_ U3 pOIUTeNeil B HCAKTUBHOM COCTOSIHMH. HeaxThBHast
KONMSI FeHa ABISETCS UMITPUHTHPOBAHHOMM.

K HacrosieMy BpeMeHHU V HeloBeKa o6HapyXeHo okoio 30 reHos,
KOTOPBIE 110-Pa3HOMY 3KCIIPECCUPYIOTCS (IPOSIBIAIOTCS) Ha OTIIOBCKHX
U MaTE€pUHCKHX XpoMocomMax. ITo mpeaBapUTEALHEIM O1IEHKAM, TEHOM
YeJIOBEKA MOXET cofepXaTh 1o 200 mono0HLIX TeHOB.

KiaccmueckuM npumepoM 00e3He MMIIPUHTUHTA CITYKaT HACAe -
CTBeHHBIE cHHApOMBbI Ilpanepa— Buinu v AHreibMaHa, OCHOBHBIMH
KJIMHUYECKUMU NPOSBIIEHMIMU KOTOPHIX SIBJISIETCS YMCTBEHHAs OTCTa-
JIOCTH PA3MYHOHN CTEMEHH TSLKECTH B COYETAHUU C TSDKETBIMU HEBPO-
JOrHYeCKUMU HAPYILICHWSIMH.

Haun6onee yacToit npuunHOI BOHUKHOBEHUST cCUHApoMa TTpanepa —
Bunnu u AHressbMaHa SBISIETCS BHYTPUXPOMOCOMHASI qeNe1isa KPUTH-
yeckoro pernoHa (ql1—ql3) xpoMocomsl 15. DTa genenus oGHAPYKU-
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BaeTcs v 2/3 Becex 6onbHbIX. Cunapom Tpajgepa — Bunnu passusaercs,
Koraa peGeHOK HaclenyeT JIefelnio, BO3HUKIIYK Ha OTIIOBCKOM Xpo-
Mocome 15, a npnyHHol CUHApoMa AHTEIEMAHA CTAHOBHTCS JeaCLMs
3Toll Ke 001acTh Ha MATepUHCKON xpoMocomMe 15. Takum oOpazoM,
BO3HMKHOBEHUE 3THX IBYX KITMHUYECKHN PATUYAUINXCH HACTEICTREH -
HBIX CWHIPOMOB 3aBHCUT OT POIUTENBCKOIO TTPOUCXOXIEHUS XPOMO-
COMHOM MepecTPOrKH.

IonpoGHas KIMHNHYECKass XapakTeprcTUKa CHHAPOMOB MIPUBEICHA
B pasueiie «YMCTBEHHAs OTCTANoCTh» mansl XI.

Boae3nu axcnavcuu

TepMHH «3KCITAHCHS» O3HAYAET Pe3KOoe YBOUMUCHHE YMCAa Konui
TIOBTOPSTIONIMXCS yuacTkoB MoseKynbl JJTHK (rmoBrops!) y MHAWBUIOB B
TIOCJIEMYIONINX TIOKOJIEHUSIX pOIOCIoBHOM. PeHOMEH BKCNaHCUU YMcaa
TpuHyKsteoTHnHbIX moBTopos (LII'T) Ontm Brnepsbic obHapyXeH TIpu
MOJEKYISPHO-TEHETHYECKOM HCCNeI0BaHi cunapomMa Mapruaa — besu.

Panee nuarHo3 cuHapoma MapTuHa— bensl 0CHOBBIBAICS Ha NaH-
HBIX KIMHHMKO-TEHEATOrMYeCKOTO aHanm3a 1 pe3ynbraraX lIUTOTeHe TH -
YeCcKOTo MCCIeOBaHIS KIETOK OONMLHOTO, BRIPALICHHBIX HA CTICIIHATb-
Holt cpene ¢ nedunmtoMm ponreoii Kucaotel. B cnyuae obHapyxeHms
ITOJIOMOK X-XPOMOCOME! (loMKoil X-XpoMOCOME, calit Xq27.3) nuar-
HO3 CUHIPOMa He BRI3LIBAET cOMHeHM. OTcroa i Bropoe Ha3paHHe 0omnes-
HU — CHHIPOM JoMKoit X-xpomocomsl, miau FraX (ot anrn. fragile —
XPVIKUH, JOMKUU).

Bravane 90-x rr. pgaooM vcciaegoBaTencii 6bI0 OCYIIECTBICHO CeK-
BEHUPOBaHWe IcHa CUHApoMa Maptuha— beint. [ToaydeHHDIC pe3ylb-
TaTLt TIOKA3AH, YTO B OCHORE KIMHMWYECKUX IPOSIBJIEHUI W LIHTOTeHE-
THYECKH BBIABISIEMO JIOMKOCTH X-XpOMOCOMB! [IPH 3TOM 3a00JIeBaHH N
JIESKUT MHOIOKpPaTHOE YBeJH4YeHHE YHCIA TPUHYKICOTHIHBIX TTOBTOPOB
LITT. Okazanoch, YTO y 3AOPOBBIX HHAWBUJIOB YHCIO ITUX TTOBTOPOB B
X-xpomocome Konebsiercst oT 5 10 50, a yBeJUYCHHE 3TOIO YHCNA CBLILLE
200 1oBTOPOB NIPUBOANT K PECHOMEHY JIOMKOIT X-XpPOMOCOMbI M KJIMHHA-
YeCKOMY ITPOSBICHWIO 3a00/eBanmsl. CUTyannst, Korja Yucio moBro-
pos LII'T Bospacraer ot 50 no 200, paccMaTpuBaeTcsT Kak COCTOSTHUAE
mpemyTtaumu. Bee OombHbIC ¢ CHIpOMOM MapTuHa — beila UMCIOT ToI-
HYIO MYTALMIO, T. €. YHCJIO IIOBTOPOB I1EPLIIIO KPUTHYESCKYIO TOYKY. DK-
CIAHCHS TPUHYKJICOTUAHBIX TTIOBTOPOB IPOUCXOINT BO BpEMSst TaMETO-
reHesa. [Iepexos OT COCTOSTHUS IPCMYTAUMH K TIOMHON MYTALIM TIPpA
cuuapoMe MaptiHa — besur Bo3aMoXXeH TOJBKO IPU repelade reqa or
MaTepH, T.e. «YTKCICHUE» a/lICsl TIPOMCXOIMT BO BpeMs OROTCHE3a.

ITomMumo cunapoMa MapTiuHa — bellT u3BecTHR! U npyrue 3abose-
BaHHSI IKCIAHCHH TPUHYKICOTHAHLIX MOBTOPOB, B YaCTHOCTH Takue
TsDKeNible HellpojereHepaTuBHble 3a00JIeBaHUS, KaK MHOTOHHYeECKast
mvictpopus (19q13.3), xopes I'eHtwHTTOHa (4p16.3) WM HEekoTOpEHIE
JpyrHe.

164




X.5. BPOXJIEHHBIE ITOPOKH PA3SBUTHUA

BpoxmeHHbie TOpOKM Pa3BUTHS SIBJISIFOTCS YACTHIMK M, KaK IIPaBU-
710, TSXKENBIMM CTPATAHMAMU, 3aHUMAIOIMMHU OHO U3 [IEPBBIX MeCT B
CTPYKTYpe OEeTCKOW 3a00JieBaeMOCTH, NIEPUHATATLHON W paHHel JieT-
cKoit cMepTHOCTU. BpoxaeHusblit mopok passutusi (BIIP) — croiikoe
Mopdosortueckoe M3MEeHeHNUE OpraHa, YacTil OPraHa WK y4acTka Tefa,
BBIXO/ISIIIEE 33 TIpene bl HOpMaIbHBIX BApHMALIMl CTPOEHHS U HapyIIa-
ouiee ux QYHKUHIO.

- IIporeccrl popMUpOBaHHUs TTIOPOKOB B 3MOpHOreHe3e 0003HAYAIOT-
¥ Ca Kak TepartoreHe3 (oT rped. teras (teratoS) — ypom, UYYIOBHUILE).
' K TepaTtoreHaM, miM TepaTOoreHHBIM (DakTopaM, OTHOCSIT TOJNBKO T€
I cpeloBbie (PAKTOPBI, KOTOPhIe HAPYLIAIOT 3MOPUOHAILHOE PAa3BHTHE,
i BO3MEICTBYA B TeyeHUE OepeMeHHOCTH.

TTpydMHEI TOPOKOR pa3BUTHA pasnuyHbl. BITP MoryT Bo3HUKATH KaK
pe3yNbTAT MyTaUuuK, N1u00 KaK CNEIACTBUE BO3ACUCTBHSI TEPATOTEHHBIX
daxTopos, 1100 KakK pe3ynbTaT COYETAHUS BO3NCHCTBMIT Ha TIpeapac-
TIONOXEHHBIN K nedeKTy OpraHu3M.

MoxkHo BBIIeNIUTH Cleayioue IPUYNHE IOPOKOB.

_ Indoeennvie (enympennue) gpaxmopot.

P Mymayuu.

. Ha ux gosro npuxonurcs Gonee 30 % Bcex nopokos. B 3aBucumoctn
. OT YPOBHS, HA KOTOPOM HPOM30LLJIa MYTalusl, pasjinyalor:

TeHHbIE MyTAalUM, cocTaBismollre okoio 20 % oT Bcex NOpoKoB (Ha-
IpUMep, paciesinHa ryonl U HEOA KaK OZHO U3 KIIMHUYECKUX TIPOSB-
neHuii cuHapomMa Ban mnep Byna);

XPOMOCOMHBIE ¥ T€HOMHbIE MYTalMU, COCTABJISIONIAE MPUMEPHO

10 % (HanmpuMep, OpOK cepua Npu cMHApoMe JlayHa).

Brdoxpunnbie 3a6ore6anus u memabosrudecKue oeghpeKmoi.

Oty 60/1e3HEHHBIE OTKJIOHEHMS MOTYT NIPMBOJANTD K CAMOTIPOU3BOJIb-
HBIM BBIKUIBILIAM WIH Hapylath Mopdonoruyeckyto nubdeperiiua-
LMI0 OpraHoB mwiona. Tak, HaboxaeTCst BOSHUKHOBEHUE TTOPOKORB NPH
caxapHom auabere, HEKOTOPBIX OMYXOMNsiX, (PeHUIKETOHYPUH, APYTUX
HapyLIEHUSIX OOMEHa Y MaTepy.

«Ilepespesanuer nonoswix Kremox.

DTo ABNeHUE O0YCAOBICHO NECUHXPOHM3AIIMEH IIPOLIECCOB OBYIIS-
UMM 1 OTIOMOTBOpPeHMd. BO3MOXHO Tlepe3peBaHre Kak sidiieKiIeTok,
| Tak ¥ criepmaro3ounoB. Kak pe3ynsTaT — BO3HMKHOBEHHE aHEYIIOH-
i OUU, TPUIIIOMINH.

Bospacm podumeneii:

— BO3pACT OTA. YCTAHOREHA 3aBUCUMOCTh YACTOTHI HEKOTOPBIX HO-
POKOB (HAlpUMeEp, PACHIEAWHBI TYObl U HEDA) M AyTOCOMHO-IOMMU-
| HAHTHBIX HACNENCTBEHHBIX 3a00seBaHuii (HallpUMep, aXOHAPOIIa3uH)
. oT BO3pacTa oTla;

} — Bo3pacT MaTepu. I10poKU AbIXaTeNbHOM CUCTEMBI Yallle OTMEeYa-
I0TCSL y feTel, POXNEHHBIX IOHBIMA MaTepsiMi. ¥ MaTeped CTapilimx
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BO3PACTHBIX TPVIII yBeTUYeHA BepOSATHOCTb POXKIeHHsT pedeHKa ¢ re-
HOMHBIMU MYTAlIUSIMMU.

Dr3z0eennvte (cpedosvre) paxmopst. 11pu 3TOM NOPOKU 00YCIOBIIE-
HbI JeHCTBUEM TepaTOreHHBIX (PAKTOPOB HeloCpeACTBEHHO Ha IMOpH-
OH W¥ I1oa. Ha noiTio Takix IMOpOKOB IIPUXOIMTCS MeHee 5 %.

Dusuyecxue paxmopus. DTO:

~— pamualuoOHHBIE, BUOpAalIMOHHBIE, LUYMOBBIE U TeMIEpaTypHbIe
BO3IEMCTBUS; MeXaHuyecKue (GakTopbl, UMEIOLINE CPABHUTEIBHO 00JTh-
11ee 3HayeHue;

— aMHuoTHuecKue cpanleHust (Tsku CuMoHapa), KOTOphle MOTYT
NTPUBOJNTS K MEPETSIKKAM HAa KOHEYHOCTSIX, BRI3BIBAS THITONNIA3UIO HITH
AMITYTalMIO TUCTATBHBIX OTIEJIOB;

— MAanoBOIHe, KOTOpPOE MOXET NMPUBOAUTH K PAa3sBUTHIO MOPOKOB
KOHEYHOCTEHN, TMIOMNJIa3uyd HYDKHeH 4eIi0CTH U Ap.;

— KpYITHbIe MHOMBI MAaTKH, ITPENSTCTBYIOIIHE HOPMATIBHOMY pas-
BUTHIO 3MOPNOHA WJIU TUIONA.

Xumuneckue paxmopsi. I10:

— HEKOTOpBIC JeKapcTBeHHBIE BEIIECTBA: HANIpUMED, IIPU MpUeMe
Oyayilei MaTepbio MPOTUBOCYIOPOKHOTO IIpenapaTa BO3MOXHO V pe-
0eHKa BO3SHUKHOBEHUE PACIIIETHHEI I'YOb! M HEGA, MUKpouehanuu, r-
MOIUTa3MH HOTTEH M KOHUEBBIX Pajadr namslleB, JedopMatiii HOCA;
P [IpHeMe TATUAOMUIA (TPAHKBWIM3ATOP) — BO3IHUKHOBEHUE IO-
POKOB BepXHUX H HMKHHX KOHEYHOCTEI, pacileJIMHBI I'yOnl U HEDa;

— XUMHUYECKHE BELIECTBA, [IPUMeHsIeMble B OBITY WIN UCIIONb3Ye-
MbEle B ITpOMBIULIEHHOCTH. Hanpumep, yrotpeGieHe aJIKoronst oepe-
MEHHOM XEeHIIMHOI MOXET BbI3BATh PA3BUTHE AJIKOTOJBHOI 3MOp1O-
(deromatuu. DMOPUOTOKCUYECKUMU CBOMCTBAMU 00JIaIaroT U MHOTrHE
IPYTUe WIVPOKO ITpUMEHSsIEMEIE B IPOMBITIUIEHHOCTH COeqITHEHUS: OeH-
3UH, 0eH30J1, (HEeHON, COMU TSKENBIX METAJJIOB.

Buonoeuneckue paxmopol. K HUIM OTHOCATCS BUPYCHI. MI3BECTHEHI Te-
paToreHHnie 3¢ eKTH BUPyca KPACHYXH M 1IMTOMETaIOBUPYCHOIT UH-
dexuun. Tak, BUpPyc KOpeBO KPAaCHYXH BBI3BIBAET [IOPAXEHHE TIEHT-
paJILHOM HEPBHOM CUCTEMBI, TIOPOKH OPTAHOB 3PEHUSI M CIIyXa.

Cosmecmuoe s030elicmeue 2enemuecKux u cpedosvix paxmaopos. Ilo-
POKM JAHHOM TIPUPOIBI HOCAT MyNbTH(AaKTOpHaNbHBIH XapakTep. Jlons
ITOPOKOB, BEI3BAHHBIX TAKUM (PAaKTOPaMH, COCTaBJIsIeT IpuMepHo 50 %.

B 3aBUCUMOCTU OT OOBEKTA M BpeMeHU BO3/IECTBUS MOBPEXIAOIINX
(axTOpOB pa3znMyaIoT:

rAMeTONATHH — PEe3YIBTaT ITOPAXKEHUS TI0JIOBBIX KIIETOK, TIPUBOISILIE-
ro K HapyllleH)IO HaclaeNCTBEHHBIX CTPYKTYp. K raMeromatusM oTHO-
CSITCSL BC€ HAC/IEACTBEHHO O0YCJIORIEHHBIE BPOXKIEHHBIE TOPOKH, B OCHO-
BE KOTOPBIX JIEXKAT MYTAlIUM B TTOJIOBLIX KJIeTKaxX ponuTeneii 60I5HOTO.

OnacronaT¥d — pe3ynbTaT MOPAXKEHUsI 0JACTOLIMCTHI, T.€. 3aPOJbI-
1Ia B IEPUON NIEPBBIX 15 fHEH nociie OrUIOLOTBOPEHUS (10 3aBeplIeHUST
nudepeHIMaIIY 3apOABILIEBBIX JTUCTKOB). ClencTsreM OacTonmaTuit
SIBNSTIOTCST IBOMHUKOBBIE MOPOKH {cpociunecs: ONM3HeIIb), HMKIONUS
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(Hanu4ve OMHOrO WJIW MBYX CUBIHMXCS [MA3HBIX 00K B OHOI1 opOu-
T€, PACTIONOXEHHOM 110 cpeHeH TMHUM Mulia). YacTb MO3aUYHBIX (DOpM
XpPOMOCOMHBIX O0Me3Hel — TaKXe pe3ynbTaT O1acTOINaTHil;

IMOpHONIATHH — pe3yJILTAT BO3JECMCTBUS TepaToreHHOTo (pakTopa
Ha 3MOpHOH B nepuon ¢ 16-ro gHst 1o 8 — 9-if Hexesm GepeMeHHOCTH.
K sT0if rpynine oTHOCSITCSI TATMIOMUAHBIE, NiabeTUYeCKye, aJTKOTOMb-
Hble ¥ HEKOTOpble MEOMKAMEHTO3HbIe 3MOpPUOIIAaTUM, a TaKXkKe ITOpo-
K1, OOYCTIORJACHHbIE BUPYCOM KPacHYXW.

deTonaTHH — cieacTBUE MTOBPEXICHUS TIIOAA B MTEpUOL ¢ 9-1f He-
Jeu 1o MoMeHTa poxaeHust. [Topoky naHHOI rpyTinbl cpaBHUTEILHO
penKy, MpencTaBieHbl [ePCUCTUPOBAHUEM 3MOPHOHANLHBIX CTPYKTYD
(KpUITTOPXU3M, OTKPBIThi# DOTTalIOB ITPOTOK), MpeHaTalbHOI I'UITo-
rurasveld Kakoro-jn0o opraHa MM BCero IUIOAA.

B niepuoae opraHoreHesa CyLiecTBYIOT ITpeneabHbIe BpeMEHHBIE PO~
MEXYTKU, B TeUeHHEe KOTOPLIX BO3eHCTBUE TEPATOTeHHBIX (PaKTOPOB
MOXKET BBI3BATH HApYIIeHWE IIPABUILHOIO (POPMUPOBAHMSI OPTAHOB. DTOT
[IPOMEXYTOK BPEMEHM Ha3blBAIOT TEPATOTeHHbIM TEPMHHAIIHOHHBIM M€ -
pHoaoM (OT JaT. terminus — rpaHuna, npenesn). BozaeiicTere moBpex-
nalouiero pakropa Ha IUION MOXET IPUBECTU K PAa3BUTHUIO ITOPOKA OPraHa
TOJTBKO B TOM CJIydae, €CIU OH JCHCTBOBAJd O OKOHYAHUS ITepHUOna
dopmupoBanust opraHa. ECTM tepaTOreHHBIM (hakTOp BO3NECTBOBA
[TO3JHEE TePATOreHHOr0 TEPMUHALIMOHHOrO IIEPUONA, OH HE MOXET
paccMaTpHUBRATHCS B KAYeCTBE MPHYUHLI Pa3BUTHS ITOpOKa. YyBCTBUTENb-
HOCTD 33aKJIaIOK Pa3TWYHBIX OPTaHOB K JENUCTBHIO MOBPEeXnammnx hak-
topoB pasnyiHa (puc. X.17). Haubonee paHo (popMUPYIOTCS TOPOKH
Pa3BUTUSI [IEHTPaIbHOM HEPBHOW cucTeMbl u cepatia. Crnemyer oT™e-
THUTb, YTO [IPAKTUYECKM BPOXIEHHbIE MOPOKHU BCex opraHos (POpMHUpPY-
I0TCSL B TIepRbie 7—9 Hellenb BHYTPUYTPOOHOrO pasBUTHS.

BpoxaeHHbIe TTOPOKM PA3BUTUSI, BOSHUKAIOIHE ITOCTEe OKOHYAHMSI
OCHOBHOTI'O IIEpHONa OpPraHOoreHe3a, MpOosIBISIOTCS! TTIABHBIM 00pa3oM:

— OCTAaHOBKOM B Pa3BUTUU — TUIIOIUIA3MEN,

— 3alepKKOW MnepeMellleHus opraHa (HalpuMep, KPUMTOPXU3M),

— BTOPMYHBIMU U3MEHEHUSIMU (HAIpUMeED, nedopMarusa KOHEYHO-
CTe# 1Py MAJIOBOIUMN).

K HauGoree 4acTbIM BUIaM BPOXIEHHBIX [TIOPOKOB PA3BHTHSI OTHO-
cares (puc. X.18):

— areHe3us] — IIOJTHOE BPOXICHHOE OTCYTCTBME OpraHa (Hampu-
MEp, OTCYTCTBUE TIOYKH, 71a3a);

— ariasusl, TUITOTIIA3US — OTCYTCTBUE MJ'M 3HAYMTEITbHOEC YMEHb-
IIeHWe pasmepa opraHa (HarmpuMep, OJHOW ITOYKH, Cele3eHKH, KO-
HEYHOCTH) TIPU HATUYUM €TO «COCYAMCTOU HOXKI» ¥ HEPEOE;

— arpe3usl — MOJHOe OTCYTCTBHUE KaHajda MW eCTeCTBeHHOrO OT-
BEPCTUS (HAIIPUMED, aTpe3usl HApy>KHOTO CIyXOBOIO ITPOX0/ia, aHyCa);

— TeTepOTOMNHS — IepeMelIeHUe KJIETOK, TKaHe! WIN YacTH Oopra-
Ha B Ipyryi0 TKaHb WJIM OpraH (Halpumep, KJIETOK IOIKETYI0YHOI
KeJie3bl B norepeyHo-000M0YHYIO KHILKY);
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Bpoxnennble NOpOXn pa3sBATHS

|
/

|
N

Eepcncmponamaej
Arrasus, I'ereporonus
THINIOTUIA3MS KJIETOK

{ Crenos ] rYnBoeanj

Puc. X.18. Haubonee yacTeie BUAB BPOXIEHHBIX IOPOKOB PAZBUTHS

— MEPCUCTUPOBAHUE — COXPAHEHHNE SMOPUOHANLHBIX CTPYKTYP, UC-
Yye3alolIMX B HOPME K OIpeNeNieHHOMY BTally Pa3sBUTHS (HalpUMeED,
OTKPBITHIA apTepMaNbHBIA IIPOTOK YV TOAOBAOrO pebeHKa);,

— CTEHO3 — CYXeHME NPOCBETa OTBEPCTUS MM KaHana (HAIIPUMED,
KJIAITAHHOTO OTBEPCTUS Cepilia);

— ynsoeHUe (YTpOeHHe) — YBENWYeHHe YHC/IA OPraHOB WIM €ro
4acTH (HAIlpUMeED, YIBOEHME MATKH, MOYeTOYHUKOB). Ha3Banue Heko-
TOPBIX [IOPOKOB, OITPENeNsIONINX HATUYNE NOIOIHUTENBHBIX OPraHoB,
HAYMHAETCS C MPUCTABKHU «MOMU-» (OT rpey. poly — MHoro). Hampu-
Mep, TTOJUIAKTUINS (YBENTHYEHHOE YMCIO TaNbUEB);

— 3KTOIMUST — HEOOBIYHOE PACcTONoXeHue opraHa (HarpuMep, rmoy-
KJM B MaJIOM Ta3dy, cepldlia — BHE IpynHOM KJIeTKM).

OCHOBHBIMM MEXaHHM3MaMH TepaTOreHe3a SIBISIIOTCSI U3MEHEeHUS
Pa3sMHOXEHUST, MUTPALIMU B THUM@HEPEHIIMPOBKM KIIETOK.

HapyieHne pasMHOXEHHS MOXET ITPOSIBISATLCSI TOPMOXEHUEM TTPO-
nudepaTuBHOM aKTMRHOCTH XJI€TOK BIDIOTH /10 TIONHON OocTaHOoBKH. Pe-
3yNBTATOM NMOMOOHBIX HAPYLIEHUI MOXeT OBITh aria3usl UM TUITOIUIa-
3Us J0O0TO OpraHa WM e€ro YacTu.

Eure onHO cnencTBHe HapyIIeHUs Pa3MHOXEHUs — 3alepXKa CiIH-
STHUSL SMOPUOHARBHBIX CTPYKTYD, YTO, IIO-BUIUMOMY, JEXUT B OCHOBE
MHOTUX Au3padHii (B TOM YUCHE PACLUIETUH HEDA, TYOBI, CIIMHHOMO3-
TOBBIX ¥ YEPEMHO-MO3TOBBIX I'PHIXK).

Jpyroit BUI U3MEHEHUST KOHTPOJIST PA3MHOXEHHUS KJIIETOK IIPOSIBIISI-
€TCSI Ha TKAHEBOM YPOBHE HAapyLIEHHEM TeHETUYECKH 3arporpaMMu-
POBAHHOIO TTpollecca THOETH KNeToK. Takohi MeXaHU3M JIEKUT B OCHO-
B€ ITEPCUCTUPOBAHUST U MHOTMX BUIOB aTPe3Hid.

B pesynbpTaTe HapylUeHUsI MUTPALlMK KJIETOK MOTYT Pa3BUTHCSI TeTe-
POTOITHH.

Hapymwenue nuddepeHnanum MOXeT HACTYITUTEL Ha JF000M 3Tarre
pa3BUTHSI, YTO TOBJIEYET 32 CO0OM OOpa3zoBaHUe Macchl HemuddepeH-
IIMPOBAHHBIX KJIETOK, aTeHE3H10, MOP(hOTOTHYECKYIO U (DYHKIIMOHA -
HYIO He3penocTh, d TAKKe IMePCUCTUPOBAHHE 3MOPUOHANBHBIX CTPYKTVP.




TJIABA XI. HACJIEACTBEHHO )
OBYCJIOBJIEHHBIE ®OPMbl HAPYIIEHUM
YMCTBEHHOTI'O 1 ®U3NYECKOI'O PAIBUTHUA

Ha npoTspbkeHHMH MHOIHX NECATHIETHI BenylIMMU (DaKTOpamMu B
STUOJIOTMH CTOMKHWX OTKJIOHEHMIT B YMCTBEHHOM H (PU3NYECKOM pas-
BUTHH CYNWTATMCH TIpeHATaTbHbIEe BpeMHOCTH, ITaToJI0IMs POIOB, TPaB-
MBI, HHQEKLIMH, HHTOKCUKAIIM) paHHero Bospacra. JocTHxXeHns Me-
MUIAHCKMX M OMOJIOrMYeCKUX HayK MpHUBEIH K KOPEHHOMY NepeCMOT-
Py 3TUX NpeAcTaBaeHH. 32 3TU r'OIbI OTKPBITO MHOIO HAC/IEICTBEHHBIX
00JIe3HE U CUHIPOMOB, U ceifyac 0OOCHOBAHHO CUMUTAETCS, YTO Cpe-
JIA CTOMKMX HapylHeHU YMCTBEHHOI'O U PU3UYECKOrO Pa3BUTH YacTo
BCTPEYAIOTCST HACJIENCTBEHHO 0GYCIOBIeHHBIE (POPMBI.

BrIsiBNeHMe HACTEACTBEHHBIX (POpM NPEACTABNSIET HE TOJIIHKO CYIlle-
CTBEHHBIN TEOPETUYECKHIT MHTEPEC, HO UMeeT 1 OONbLIYIO IPaKTUYec-
KYIO 3HAYUMOCTh. EC/IM HaclenCTBeHHAs: 3THOJIOTHS KaKoro-1ubo Ha-
pPYILIEHHAST PA3BUTHUA OTIPeIeJIeHHO YCTAHOBIIEHA, TO 3TO HPEXIE BCEro
NO3BOJISIET COCTABUTEL OoJice TOYHBIE M TOJHBIE [IPEJICTABIEHUSI O ero
KJIWHHAYECKOI KapTUHE (HApUMED, 0 HahGoJjiee BEPOSITHBIX OCTIOXHS -
IOIIUX CUMITTOMAX ¥ CHHIAPOMAX), O BOBMOXHBIX BApUAHTAaX TMHAMUKU
U TIPOTrHO3a. Takue cBefeHUs BaXHBI He TOJIBKO IS paspaboTKH MeIH-
LIUHCKMX JleyeGHO-TIPOIIIAKTUYECKUX MEPOTIPUATHI, OHH MOTYT U
TOJDKHBI CTaTh 6a30it I oNpenc/ieHUs CTpaTeruy U TAKTUKU TICUXO-
JIOrO-TIearoruyeckoi KoppeKIMoHHo padoTel. KpoMe Toro, mosisis-
€TCS BO3MOXHOCTD pa3paboTKH HaydYHO O0OCHOBAHHBIX KPUTEPUEB Me-
THUKO-TEHETUYECKOI0 KOHCYJIBTUPOBAHHUSA, TUTAHUPOBAHUS CEMBM.

XI.1. YMCTBEHHAS OTCTATIOCTDb

YMCTBEHHAast OTCTAIOCTh (KAaK CUHOHUM YacTO YIOTPeQISTIOT Tep-
MUH <«MHTeIeKTyaabHAs HETOCTATOYHOCT») SBJSETCS MOHATUEM HE
YUCTO KIIMHUYECKUM, HO MEIUKO-TIeNalOrHYeCKUM. YMCTBEHHOH OT-
CTaJIOCTBIO HA3LIBAIOT CTOMKOE HapyllieHUe TI03HABATEILHOW AeITENb-
HOCTH BCJIEICTBUE MOPAXKEHMSI TOJIOBHOI'O MO3ra.

YMCTBEHHAs OTCTAJIOCTh HEOMHOPOIHA IO MHOTHUM apaMerpaM —
MO 3TUOJOTUM, KIMHUYIECKON KapTHHE, MTHUHAMUWKe, KIIMHUKO-TICHXO-
JIOTUYECKOU CTpyKTYpe nedexrta U T. 1.
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BonpiHcTBO YMCTBEHHO OTCTanbIx geTeil (75— 80 %) crpamaroT
omurodpeHueil. D10 Tpymma 00ne3He HHBIX COCTOAHUN, KIMHAYECKYIO
KapTHHY KOTOPBIX XapaKTCpU3YIOT:

— "ABJACHUS OOLIETO (HE TOJNBKO UHTEUIEKTYATHHOTO WIH IICUXUYEC-
KOro) HeaopasBUTHL;

— nipeobaafaHue B CTPYKTYPE MHTEIDIEKTYAILHOTO OedeKra HEXo-
CTATOYHOCTH a0CTPAaKTHOTO MBILIJIEHUS ;

— OTCYTCTBHE IIPOTPEINEHTHOCTH, SBOIIOTUBHBINA XapakTep JMHAMUKY;

— paHHee, 00 2— 2,5 neT (T.e. B IOopevYeBO Mepuom), Hadaso.

HeMeH1Mss BO3HUKAaeT B Ooee TTO3MHEM, YeM OMHIopeHUs, BO3-
pacTe, €€ MPUIUHBI MOI'YT OBITE CAMBIMY Pa3HBIMHU (3K30TEHHOE Opra-
HUYeCcKOoe TTopaXeHUe TOJIOBHOTO MO3ra, HeOMaronpusaTHO MpoTeKa-
O1IHe UTW30(pPEHUS U IMWIECTICHSI, HEKOTOPBIE HACHEeCTBEHHBIE ME-
reHepaTUBHbBIE 3a00JIeBaHMS).

B xinHMyecKoi KapTHHE AeMEHIINHY (B OTJIMYKE OT ONMUTOoppeHNH)
peodafgaoT ABAEHUS NOBPEXNCHWS, HapyIUIeHUs, pacnala yxke
chopMUPOBAHHEIX (XOTS1 OBl YACTMYHO) DYHKIIUNA, 3HAKM XK€ HeIo-
pa3BUTHS, €CJIU U MMEIOT MECTO, TO He 3aHUMAIOT TOMUHUPYIOUIETO
MIONOXeHUsd B-KIWHAYECKoW kapTtuHe. JluHamMuKa neMeHnwyu B oTOa-
JIEHHOM nepuone (Hanbojee CYIIECTBEHHOM I KOPPEKIIMOHHOH Tie-
AaTOTUKH) MOXET OBITE CaMOH Pa3InyHON — OT IBOMIOTUBHON IO BBI-
PAXKEHHO IIPOTPEINECHTHOM.

BriofHe NMOHATHO, YTO OOTHO3IHAYHOE pa3rpaHNYEHUE ACMEHIVH U
omurodpeHU BO3MOXHO HE BCErma M OoCODeHHO TPYIHO B BO3pacTe
2—4 jet, Kora 3HaKy HEOOPA3BUTHS M IOBPEXKICHHUS BIIOJHE COOT-
HOCUMEI 110 CBOEMY BKJIaly B CTPYKTYPY KIMHWYECKUX TPOABICHUI.
TeM He MeHee pasrpaHudeHUe OMUTOMpPeHUH U IeMeHIIUY XKeaaTeIbHO
IaXe ¢ YHCTO NPaKTUUYECKMX TIO3WIWM, TaK KakK KaXObId M3 3TUX BH-
IIOB YMCTBEHHOM OTCTIOCTH TPEOYET OCOO0IN CTPATEIHM KOPPEKIIMOH~
HBIX MEPOTIPUSTHII 1 MOXET Pa3MUIATLCS T10 TPOTHO3Y.

Kak MBI yX€ TOBOPWJIM, Ha TPOTSLKCHHU IJWTEJLHOTO BPEMEHH
cYNTanoch (OCOOEHHO B OTEYECTBEHHOM MEAUIIMHE), YTO paHO (Ho 2 —
2,5 yer) BO3HHUKAIOIIME HEMPOTpenueHTHBIE (P)OPMBI YMCTBEHHOH OT-
CTANIOCTH, T.€. OTUTODPEHMNA, — IATONOTUS TJIABHLIM 00pa3oM 29K30-
reHHo obycioBneHHast. B mociaemuue 25— 30 yeT 3T0 MOJOXKeHUE KO-
PEHHBIM 00PA30M NIEPECMOTPEHO, U, 110 HJAHHBEIM KaK OTe4eCTBEHHBIX,
TaK U 3apy6exXHBIX YIEHBIX, 5/4 CIy4a€B YMCTBEHHOM OTCTAIOCTH SBIISI-
JOTCH TEHETUYECKH OOYCIOBIEHHLIMY ¥ JIMILD | /4 CBA3aHA ¢ 3K30TeH-
HBIMHU TIPUUMHAMH.,

CrnenyeT NOmTIepKHYTh, YTO YMCTBEHHAs] OTCTAJIOCTh IIPW HacCje/-
CTBEHHBIX OOJIE3HIX SABIAETCH, KaK MPaBUJIO, OMHUM U3 CUMIITOMOB B
CTOXHOU KIIMHMYECKON KapTHHe 3a00aeBaHMs. JTsT HEKOTOPEIX HACed-
CTBEHHBIX 00JIE3HEW YMCTBEHHAs OTCTANIOCTb SIBIAETCS OONMIATHLIM
(00s13aTeNBHBIM) CHMIITOMOM, a IIPU psAe APYTHUX HaCHeACTBEHHBIX
0OJIe3HEH OHAa OTMEUAETCS HE BO BCEX CITYUasiX.

B 3aBHCHMOCTH OT XapaKTepa re HETHUEeCKOI'C HapyIeHHS Pa3iNdatoT:
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1) YMCTBEHHYIO OTCTAJIOCTh TIPA XPOMOCOMHBIX OOJIE3HAX;
2) YMCTBEHHYIO OTCTAIOCTh TIPH MOHOICHHBIX OONE3HSX;
3) MynbTHDAKTOPHATEHO 00YCIOBACHHYIO YMCTBCHHYIO OTCTANIOCTD.

<

XI.1.1. YMcTBeHHAA OTCTAJOCTh MPH XPOMOCOMHBIX 0O/Ie3HAX

Yacrota XpOMOCOMHBIX 00JI€3HEN Cpear HOBOPOXAEHHBIX COCTaB-
ager 0,5—0,7%, a cpeay MepTBOPOXIEHHBIX W AeTel, yMEPLIHX IO
roga, — 2,2 %. Ha nomo onurodpenuii, 00yCIOBICHHBIX PA3TUYHBIMA
XPOMOCOMHBIMU HApYILEHUSAMM, fipuxoautca okono 10— 12 % seex ciry-
4YyaeB YMCTBEHHO OTCTAIOCTH.

I'maBHast KIMHHYECKAs OCOOEHHOCTb XPOMOCOMHBIX OOJE3He —
YMCTBEHHAsI OTCTAIOCTh M MHOXKECTBEHHbIC TTOPOKU paseutug. Cpean
IeTeil ¢ MHOXECTBCHHBIMH TTIOPOKAMU PA3BUTHS XpPOMOCOMHBbIE 00JTE3-
HY 3apErUCTpUpOBaHbl B 42,6 % ciyqaes.

Cpennt KOAMYECTBEHHBIX HAPYIUEHUH ayTOCOM CaMBIM YaCThHIM, a
IIOTOMY 1 Haubonee U3BEeCTHRIM gBIseTcs cuaapoM Jlayna. B HacTosiiee
BpeMS IETU C 3TOil naTojloreil cocTapiasioT 10 10 % BOCIIUTAHHUKOB
cnenyManbHbiX wikon VIIT suma.

Jig OONBHBIX XapaKTepHBI CAenyIolire IPpU3HaKU: Opaxumedanus,
YIUIOMICHHBIN 3aThIOK, CKOMIEHHBIA W Y3KWM 7100, TIIOCKOE JIMLO,
3MUKAHT, MOHTOJOUAHBIN pa3pes 171a3, KOPOTKUIA HOC, TTIOCTOSHHO OT-
KPBITBIH POT, TOACTIE TYOBi, OOALIIOH CKTAM4aThiM A3bIK {puc. XI.1).
VYiunbie pakoBUHBI YMeHbILICHBE ¥ HepopMupoBaHbl. Co CTOPOHM KOC-
THO-MBIILEYHON CUCTEMbI XapaKTePHbl HU3KMIA pOCT, KOPOTKasd ey,

Puc X111 Hetn ¢ cunapomom JlayHa
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KWICBHAAHAA WIW BOPOHKOOOpaszHad nedopMaiivs TPYAMHEI, MbIey-
Hasg rArmoToHusl (0COOEHHO BEIPAXXKEHHAA y MAJICHBKUX JETEU), IHUPO-
Kye KUCTU M CTOIBI C KOPOTKUMH TIATbIAMH, MONEpeYHas JAal0HHasg
cKilalka, aIByxdaitanroBelit MusuHelr. IlpuMmepro B 50 % cayvyaeB y jge-
TEA OTMEUAIOTCH PA3NMYHBIE IOPOKU cepmila — Ae(heKThl MEICKETY-
IOYKOBOW W MEXIIPENCEPAHON TIEPErOPOAOK, AHOMAIIUHU KPYIMHBIX CO-
cynos llumieBapuTenbHbIi TpakT nopaxaerca y 15 % oonbupix Hanbdo-
Jiee XapaKTepHBl aTpe3ust WIK CTEHO3 JBEHAAUATHUIIEPCTHON KHINKH,
HECKOJIbKO peXe BCTPEYAIOTCsT ATPE3U NPIMOM KHIIKY W aHyca, a Tak-
ke nuuieBoaa. ITopoku MoueBoit crcTeMbl, XOTI U 0OHAPYXWBAIOTCA V
20 % ymepiuux, He UMEOT KaKOit-mub0 crieliipuyHoCTH (THIIOMIA3us
M anIa3us IOYeK, KUCTHI, THapoHedpo3). Bee GosbHBIE ¢ CHHAPOMOM
JlayHa CTpanaloT MHTEUIEKTYATBHOW HEAOCTATOMHOCTBIO: S % — Jier-
KOi, 75 % — yMepeHHOU U BoIpaxXeHHOM, 20 % — IiyboKOU CTETIEHH.

IIporHo3 XM3HKU onpeneiaseTcd B OCHOBHOM HAIMYMEM TIOPOKOB
Pa3BUTUSA CEPACUHO-COCYAMCTON 1 TIMIIEeBAPUTENbHOM cucteM. OaHako
HA MEePBOM TOAY XKU3HU AETH C 3TUM CHHIPOMOM YacTo IOTHbaoT OT
TTHEBMOHMI U OCTPOTO JeHK03a, UTO CBA3AHO C HECOCTOSATEIBHOCTHIO
MX UMMYHHOU cHCTeMbl B nociieqHue JecaTUNETUS B CBSI3U C YIyqllle-
HUEM JIEYeHHWSI TAKUX OOJBLHBIX OTMEYAeTCsd TEHASHUINS K YBEIMIEHUIO
NPOJOJDKUTETBHOCTH UX XKWU3HU

B HeBpoordueckoM craTyce HanbGosee TUITMYHBI MBIIIEeUHAs THITO-
TOHMS, c1a0OCTh KOHBEPIeHIMH 1143, KOcorasue, HapyleHne (PyHK-
IIUHA BeCTUMOYJSIPHOTO arrapara, BereTaTWBHAsT HEMOCTaTOUHOCTh. Ha
SNIEKTPO3HIIE(aNoTpaMMe OOBIYHO OTMEYAIOTCST HECTIEIIM(UUECKHE U3~
MEHEHHsI, YKa3bIBAMOIME HA HEIOPA3BUTHE YPOBHS OKHO3IEKTpHYEC-
KO aKTUBHOCTH

I'maBHO# yepTOit NCHXOMATOJIOHUECKOIO CTaTyca gBAsieTCsT o0lee
MCUXHYECKOE HEeAOPa3BUTUe MBIIJIEHHEe TYTOIIOABIDKHO, KOCHO, K
abCTpaKLIMK JETH HECTTOCOOHBL. BpeMeHHbie COOTHOLIEHUS YCTAHABIN-
BalOTCA TPYJAHEE, YEM NMPOCTPAHCTBEHHBIE AOCTPAKTHBIM CUETOM ACTH
¢ cuHapoMoM JlayHa eciiu ¥ OBJIaAeBaIoOT, TO ¢ 60JabILUM TpyIoM. Yre-
HHUE NaeTcd Jierdye, yeM NUCbMO; MHOTHUE YUTAIOT OEIIO M AaXe Bbipa-
3UTENBHO (NOOPAXKAIOT MOIYISIIUAM ToJIoca B3pOCibIX). [lepecka3bipa-
10T TONBKO IO BOMPOCAaM, CAaMOCTOATENILHEIH IEPeCKas BhI3bIBaeT 00Jb-
IMe 3aTPyIHEHUS MM HETOCTYIIEH.

Peub pa3BuBaeTCs MO3MHO: MEPBBIE CNOBA B TATTMUHOM CJIy4ae MOSIB-
JIIOTCS K NSTTH TOAaM, IpocThie hpassl — K BochMU OcobeHHO 3aTpy -
HEHA aKTHBHAast, CIOHTaHHAS peyeBast JeaTeIbHOCTh. 3anac cJIoB OeeH,
10 MHOTUM TNIpUYWHAM (HEIOpAa3BUTHE BepXHEN YeTIOCTH, MAKpPOIVIOC-
CHs1, TIaTOJIOTUsI 3yOHOTO psida U Ap.) HapyHIEHO 3BYKOIIPOM3HOUIEHHE.

OMouun y O0bHBIX ¢ cMHApoMoM [layHa ManonuddepeHiiupopa-
Hbl, 1eTU HECAMOCTOSTENbHblI, HE TNPOSABJITIOT WHUIMATUBBI, OUEHD
BHYLIA€MbI, CKJIOHHBI K MOAPAXareJbLHOCTH, UMIIYIbCUBHBI, YAacTO
NPOSIBASIIOT HETATUBU3M (0COOEHHO KO BCEMY HOBOMY) U HEMOTHMBH-
pPOBaHHOE YIIPSIMCTRO
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B uenoMm, omHako, aMouMoHanbHas cdepa Oosiee coOXpaHHA, YeM
HMHTEJUIEKT. JeTH ¢ cuHApoMoM JlayHa XOpollo pa3inyarT OTHOUIEHHE
K cebe OKDYXalollMX, MHOTHE OT3BIBUUBHI U TMO-CBOEMY 3a00TIIWEBHI,
UM CBOMCTBEHHO YYBCTBO CThIIa, OOMIbI, CMYLIEHUS, COTIEPEXUBAHHS.

PasiyHBIM — KaK 3peTUYHBIM, TaK U TOPIUIHBIM — MOXET OhITH
TEMTIEPAMEHT. :

DpeTUYHbIE AeTH CYCTIIUBBI, ABUTATENBHO OECTIOKOMHBI, OYEHbD JIIO-
OONBITHBI U BO BCE BMEILIHWBAIOTCS, OOILMTENBHBI, HO NYIJIUBBI, MHO-
roro 0osITCs, Npexxae BCero HOBU3HBL B OTHOIIEHUSIX ¢ IpYTUMH YacTo
JTACKOBBI, OXOTHO OecellyIoT, MOTYT HCTIIOJIb30BaTh XecT. PagocTHo BOC-
MPUHAMAIOT IOXBANTY, PEBHUBBI, TPEOYIOT K ceOe BHUMaHUA U HE JIIO-
05T, yTOOBI er0 obpalllany Ha Apyrux. BMecre ¢ TeM 3TH AeTU OBIBAIOT
pasIpaXUTENbHBL H 37I00HBI, CNIOCOOHBI MCTIOATHIIKA OO IETh ciaboro.
B GoNBIIMHCTBE CYYAeB BCE K& OHU APYKETIOOHBL U 100pOXKEAATENLHBI.

TopnuaHble OETH MAJTONOMBIKHBI, TBUTATEABHO HETIOBKHM, 3aMK-
HYTBI, GE3y4aCTHRI, IPH ITOMBITKE BOBJIEHYL B PA3roBOP OTBEYAIOT Of-
HOCJIOXKHO M YacTo HeBmoran («3abbUl», «He 3Halo», «He MOMHIO» U
T.11.). B paboTy BKIIIOYAKOTCS MEUIEHHO, HO €CJIK 3TO IIPOUCXOIUT, pa-
0oTaloT BechbMa CTapaTenbHO, YCUIYUBHL. DMOIUOHAJIBHBIE OCOOEHHOC-
TU MOTYT OBITh CAMBIMH PA3HBIMU.

XapakTepHbl 0COOEHHOCTH JUHAMHUKY XXU3HEHHOTO LIMKJIA.

Ilepuon co3peBaHMsI NIPOXOAUT ¢ OOJBLUION 3aNEPXKKOU M TOTAIb-
HBIM HeIOPpa3BUTHEM (IeTH HaYWHAIOT GUKCHPOBaAThL B3ITISL B BO3PAcTe
OKOJIO OTHOTO Tona, IepXaTh TONOBY — MPUMEPHO B § MecdlEeB, CH-
AeTh — MOCHE I'ofa, XOAUTb — B 2—3 Toja U T./.), IEPUOM 3PENOCTH
KopoTknii (¢ 17— 20 mo 30— 40 neT), mocrne 4ero NOABAAIOTCS U ObIC-
TPO HAPACTAIOT NPU3HAKU CTAPUECKOU MHBOIIOLUU.

Cunnpomy JlayHa yaeneHo OONbIoe BHUMAHME HE TOJNBKO ITOTOMY,
4TO OH BCTPEUAETCA Yalle, YeM Ipyrve XpOMOCOMHBIE HApYILIeHUsI. 31ech
MBI BUAMM IIPUMEP TOTO, KaK 3HAHHE KIMHUYECKUX OCOOeHHOCTEH
(CKJIOHHOCTh K TIOAPAXATENbHOCTH, JOOOMBITCTBO, Y HEKOTOPHIX —
YCUAYMBOCTD, BOJbIIAd COXPAaHHOCTh 3MOLMOHANBHOU Chepsl U Ap.)
MTO3BOJISIET BhIOPATh OIIOPHBIE MO3WILIUHK JUIST IOCTPOESHUS y4eOHO-KOp-
PEKIIMOHHOTO MPoilecca, NPOTHO3MPOBATH TIOBEAEHWE YYeHUKA, YIH-
THIBasg BO3MOXHBIE B ITyOCpTAaTHOM NEPUOIE TNPOSBACHUS Pa3mpPaKH-
TeJIbHOCTH, [PYOOCTH, MOBBIUIEHHOW CEKCYAJIBHOCTH, HEYCTOMYHBOC-
TH HACTPOEHHUS B COYETAHUHU C HEKOTOPBIM POCTOM MHTEJUIEKTYaThHO-
ro TIOTeHIHaaA.

IIpu HapyleHUH YKCHA TIONOBBIX XPOMOCOM COMATHYECKUE U TICH-
XMYECKME AHOMAHM OTINYAIOTC MEHbIIIEW TSDKECThio, YeM TIPU Hapy-
LIEHMAX YUCTIA AYTOCOM. B 3THX ¢liyyasix 4acTo OTCYTCTBYET MM NPOSIB~
TISIeTCsA B NeTKUX popMax YMCTBEHHas OTCTaJOCTh; MMOPOKU Pa3BUTHA
€CU M BCTPEYAIOTCS, TO HETPYOBIE; BMECTE C TEM HApVIHEHUS 3MOIM~
OHAJTLHO-BOMNEBOM cephl ouepyeHbl, KaK IIPaBUIO, OTUETIHBO U HE-
penKo 3aHUMAIOT BaXHOoE (eC/Id He Beayliee) MECTO B KITHHMUYECKOH
KapTHHE.
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ITpumepom HapyieHu# B CHCTE-
M€ MOJIOBBIX XPOMOCOM SBISIETCS
curapom Hlepemesckoro — Tepnepa,
WM MOHOCOMUS T0 X-XpOMOCOME
(45, X0).

B neproae HOBOPOXIECHHOCTH IJIS1
OonbHBIX ¢ cuHapoMoM lllepeureBc-
koro— TepHepa XapaKTCPHBIM ITPH-
3HAKOM SIBJSIETCS TuM@aTUYeCKUIA
OTeK KUCTEeH U CTOI, KOPOTKas ¢
KOXHBIMHU CKJIaTKaMM uiest (HICHHbIA
arepuruyM) (puc. X1.2). B otcyrctBUE
3THX CUMIITOMOB IWATHO3 B PAHHEM
BO3pACTE 3aTPYAHHUTEJIEH.

B panbHeiinieM obparnaeT Ha cedst
BHUMaHWEC OTCTaBaHHe B pocTe. B ny-
©epTaTHOM TIepUOAE UMEHHO HU3KO-
pOCJIOCTh 3acTaBisieT ponuTeNnes 00-  pyc X1.2. Cunnpom Ilepeiues-
patuThbes K Bpayy. [Ipu ocMmotpe 00- ckoro— TepHepa.
paliaeT Ha ce0s BHMMaHue HATMIUE oo cknanku Ha wiee, HH3KH
OOJILIIOrO YMCIA MAIBIX aHOMAIHU  pocr, wmMpokas rpyaHas KieTka, 60/b-
pPa3BUTHA — AHTUMOHTOJOUAHBIN LIOE pacCTOSIHUE MeXAY COCKaMi
paspes Ija3, NT03, 3MUKaHT, pPeTpPo-

TeHWsI, HU3KO PACIIONOXEHHbBIC YUIHBIE paKOBUHBI, KOPOTKas 1LIed,
IEHHBIN KOXHBIA NTEPUTHYM, HU3KMI POCT BOJIOC HA HIee, HIMpOKas
TpymHas KJIETKa U ap.

B rmyGepraTHOM nepuoe HaOm0gaeTCs OTCYTCTBUE (DOPMUPOBAHHUS
BTOPUYHEIX TIOJIOBEIX MPU3HAKOB (MOYTH HET XENe3UCTOU TKaHH MO-
JIOYHEBIX XeJie3, COCKM HENOPA3BUTH, OTCYTCTBYET OBOJIOCEHHE Ha JI00-
K€ ¥ B TIONMBIIEYHBIX BlIaiWHaX), CPBIUYHAN aMEHOpES.

lNonaas (IMYHUKK) OONLHEIX TIPEACTABICHBI COEIMHUTENBHO-TKAH-
HBIMH TSKaMM 0€3 (DYHKUMOHMPYIOUIEN TKAaHU SIMTIHHKOB. KpalfHe penko
0OHaPYKUBAIOTCS PUMOPAHATbHbIE (POJUTHKYIIBL. JleTopoxaeHHe y Ta-
KHMX OONBHBIX HEBO3MOXHO.

M3 BHYTpeHHMX OpraHOB Hanbojxee yacTo (B 25 % ciayyaen) mopa-
KAETCA Cepilie: Yaule 3TO KOAPKTAIlUS A0PTHI, peXe — MEePCUCTUPOBa-
HHE apTEPUATILHOTO [IPOTOKA H APyrie MopOoKU. YacTo MopakaeMEIM Op-
TaHOM SIBASIIOTCH TToYKK. OOBMHO 3T0 MMOAKOBOOOPa3Has IT0YKA, pexXe —
TUIOILIA3Usl, MHETO3KTa3usl, TUIPOHEPPO3.

JLoCTaTOUHO YacTo BCTPEUACTCS TIAToONOryst ceHeopHoi cdephl: B 22 % —
CHMXEHME 3peHMs (OJIU30PYKOCTE), B 52 % — HeMpOCEeHCOPHAs TYTO-
YXOCTb. YMCTBEHHOE HEAOPA3BUTHE (JIETKOH, PEIKO YMEPEHHOM CcTerie -
HU) BCTpeyaercst Y 16— 25 % 6onbHEIX. 1 IpYTOM 4acTH OONBLHBIX C
cuHapomoM lllepemeBckoro— TepHepa xapakTepeH CBOeOOpa3HEBI
KUTEHCKHH NpaKTAIM3M, NOTYMHAEMOCTD, Y30CTh MHTEPECOB, MaJIas
MPOIYKTHBHOCTb MBIIILIEHUA.
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ITo xapaxrepy aesouku ¢ cuHapoMoM Ulepemesckoro— TepHepa
ONaroAylUHbl, TPYAOMOOUBEl, HEPeIKO CKIOHHBI K TIOYYMTETHCTBY M
PE3OHEPCTBY, JTIOOAT oNeKaTh MIIAMINNX, XJIONOTaTh 1Mo AoMy. B myGep-
TaTHOM HJIM TNpennyOepTaTHOM MEPHONE HePeoKO BO3HHKAIOT HEBPOTH-
YecKue peakiiMi, CBA3aHHEBIE C OCO3HAHMEM CBOEH HeNOJHOIEHHOC-
TH, C NEpeXMBaHueM OedeKTa; IeBOYKU CTAHOBATCA 3aMKHYTBIMH, pa3-
APAXUTETbHBIMH, YacTo IpyoaT. HexkoTopble U3 HeXemaTebHEIX OpO-
SIBJIEHUIA MOTYT OBITh TIPEAYIPEXASHB ¥ CKOPPEKTUPOBAaHBI CBOEBpE-
MEHHBIM JIeUeHMEM 3CTpPOreHaMu.

Cunapom Knaitndensrepa (xkapuotun 47, XXY) BcTpedaercs: TONb-
KO Y MaJBEYHUKOB.

B meTcTBe CMMIITOMATHKA HOCUT B OCHOBHOM IICUXOTIATOIOIUYECKHHA
xapakTep. OTKJIOHEeHHA B (PHU3NYECKOM Pa3sBUTHU IIPOSIBIISIIOTCS. B [Ipe-
mybGepTare U ITyOepTaTe. ¥ OOJTBHEIX OTMEYAeTCS eBHYXOUIHOE TENOCIIO-
XeHne, B 25 % cnydaeB — rUHeKOMACTUS (YBeJIMYEHUE TPYIHBIX XKe-
n1e3) ¥ BHCoKu# poct (puc. X1.3). dasa
OOJIBHEIX XapaKTePHbl CKYAHOCTH WU
OTCYTCTBHE OBOJIOCEHMSI HAa JMILE, B
MOAMBIIIEYHBIX BIAAUHAX, Ha TPYIH,
OBOJIOCEHHE JIOOKA TIO KEHCKOMY THITY.
Yacto 00HApYKUBAIOTCA YTUTOIIEHHbIH
3aThUIOK, THIIEPTEJOPU3M, 3MMKAHT,
BBICTYITAIONIWE HATOPOBHbIE MYIH, BBI-
cokoe HEDO, aHOMAIBHBIN POCT 3yOOB,
KIMHORAKTWIUS MUASUHIIEB.

Hapyxxtble nosiossle opransl cgop-
MHWDPOBaHbl MO MYXCKOMY TUILY, pa3s-
MepHl TI0JIOBOTO WieHAa HOPMAaJbHBIE,
UKW pe3KO YMeHbUIEHH B pasMepax.
VMeHHO MHKPOOPXHMIU3M sSIBNSETCS
[JIAaBHBIM KJIUHUYECKAM MOPU3HAKOM
31010 CMHAPOMa. OOBEM ISKYIIATA CHU-
XeH, BhIAB/ISIETCS azoocnepMusd. Myx-
YUHBI C 3TUM CHHAPOMOM OeCIUIOTHDI.

YMCTBeHHas OTCTAIOCTh OTMEYaeT-
csi B 25— 50 % cayyaes. CTeneHpb yM-
CTBEHHOM OTCTAIOCTHA KOJIeOIeTCs OT
NOTPAaHHYHbBIX COCTOSIHUM IO HeOMIb-
HOCTH. B cuxmke 0OBIYHO Ha NEPBOM
[UTaHe He HapylUeHWs] WHTeJUIeKTa, a
OTKJIOHEHMSI B 3MOIMOHAILHO-BOJIS-
Boil cepe nmo TUIY MHAAHTUIM3MA.
BoabHBIM CBOICTBEHHBI HEyCTOHYM-
BOCThH BHUMAaHMUs, TOBBILIIEHHAS YTOM-
Puc. XI 3. Cunnpom Knaitngpens-  JIIEMOCTh ¥ OTBIIEKAEMOCTb, CHYIKEHIE

Tepa paboToCIIOCOOHOCTH, NOBLIIEHHAH
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BHYILAEMOCTb, CHMXXEHME MHUUMATUBHOCTU, HECTIOCOOHOCTb K INA-
TEJIbHOMY BOJIEBOMY ACHCTBUIO, HE3PETOCTD CYKIeHWIH. XapaKTepHb
CKJIOHHOCTDb K PE30HEPCTRY, MYCTOMY PacCyXKIATENLCTBY, KAPUKATYp-
Hag B3pOCHOCTh peyH, IIOUYTHU MOCTOSHHOE HeJIOBOJILCTBO, CKIIOHHOCTD
nobpiozxare Kak M B ciydae cuvapoma TepHepa, B nybepTaTHOM
BO3pacTe pa3BUBAIOTCSI HEBPOTHUYECKUE peaKIMU (Jarne BCeTo BCAS -
CTBUWE OCO3HAHUS CBOEU MATOJIOTHH ), HOCSITIME BRIPAXKEHHBIN M CTOH -
Kuit (BIUIOTH AO TTaTOXapaKTe pooTUde CKMX GOpMUPOBaHMIT IMYHOC-
TH) xapakTep. Bo BHelllHe# KapTHHe TOBEREHUS IpeobanaloT TIo-
TUMUYECKHe M OEITPeCCHBHBIE OTTEHKH HACTPOECHMS, DJIEMEHTHI pe-
30HEPCTBA, pa3dpaXXUTeJIbHOCTh, HABI3UYMBOCTH. Hepenko orMeyator-
¢S HCKaXXeHHUST B TIOJIOBOM Pa3BUTUHM (TOMOCEKCYATU3M).

B nenoM yMCTBEHHast OTCTAIOCTD B COYETAHUM C YEPEITHO-JTUIIEBEI-
MU AU3MOpIUAMU U IOPOKAMU Pa3BUTHS BHYTPEHHMX OPTAHOB XapaK-
TepHA ISl KIMHUYECKON KapTHHEL OOJBIIMHCTBA XPOMOCOMHEIX 3a00-
JIeBaHUM, BKIOYast KOJIMYECTBEHHbIE U CTPYKTYpHbIe HapYLICHHS.

XI1.1.2. YMCTBEHHAA OTCTAJIOCTh NMPH MOHOTE€HHBIX 00J€3HAX

MoHoreHHEIe 3a00JI€BaHUSL — 3TO FeTepPOTEHHAsl TPYINA COCTOS-
HUM, pa3snuyaloiyxcsl Kak 1o crelpUYHOCTY MyTanui, ocodbeHHO-
CTAM MATOTeHE3a, TAK U 0 KIMHUYECKOU KapTtuHe. K rpymre MoHo-
TeHHbBIX 3a00JIeBAaHUI ¢ YMCTBEHHOI OTCTaNIOCTHIO OTHOCSTCS HEKOTO-
pEIe HacIeACTBEHHEIE 3a00eBaHMs 0OMeHA BELECTB, OOJIE3HU COeAHU-
HUTETBHON TKaHW, W30JUPOBAaHHEIE (MOPMBI MUKpPOIeDATNH, THAPO-
nehanuu ¥ psa Apyrux 3adoneBaHUM,

Kak OBUI0O OTMEYEHO Bbiilie, CPEAW MOHOTEHHO HACHERYEMEBIX 3a-
00/1eBAHUMA MHOTOYUCIEHHYIO TPYIUIY COCTABISIOT HACIEACTBEHHEIE
IedeKTEl OOMeHa, ¥ B YACTHOCTY 3H3MMOIIATHM WiH (pepMEHTOIIaTHH.
K navany XXI B. uzBectHO Oonee 100 sH3uMOnaTuil, 1 6osiee yem IS
40 W3 HUX IPUHIUIHATEHO pa3padoTaHbl METONbl MeIUKAMEHTO3HOM
TEepanuy WIN OUeTOoNedeHUsT. PaHHSAS QUarHOCTHKA M CBOEBPEMEHHO
HA4yaToe JIeYeHHe TIO3BOJIIOT B OOJBITHHCTBE CAyYaes IpenylpeinTh
MopaxXeHnWe Mo3Ta (M, CJIeOBATeIbHO, HHTEJUIEKTYaAThHOE HeJOPA3BU-
THE) Ha TeX 3Tamax ero GopMHUPOBAHUS, KOTAA OH OCOOEHHO VI3BUM.
HacnenyioTest 3H3MMOIIATHM Yallle BCETO ayTOCOMHO~PEIIECCUBHO WM
X-CLETIEHHO PELIECCUBHO, MX YACTOTA BAphUpyeT B ITHPOKUX MpEae-
gax (ot 1:1000 go 1:1000 000).

IleHTpaNbHBIM NATOTEHETUYECKUM 3BEHOM SH3UMOTIATHH SIBIISIETCS
OTCYTCTBHE WM 3HAYUTETBHOE CHIDKEHHUE AKTUBHOCTH TOTO MJIM MHOTO
(hepMeHTa, YTO OJIOKUPYET WIM BhI3BIBAET CYIIECTBEHHYIO HELOCTATOY -
HOCTBH ONpeIeIEeHHOTO OMOXUMUYecKoTo Tpotiecca. IockonbKy 60b-
IWMHCTBO (PEPMEHTHEBIX CHUCTEM MHOTOKOMNOHEHTHEBI, SH3UMONATHU
ODBIYHO NPEACTABICHEL HECKOJBKUMHU TeHeTHUeCKUMU popMaMu. Clie-
AyeT TakXkKe y4yecTb, UTO (hepMEeHT NMpaKTHYeCKHM BCETAa BOBIEYEH B

177




HECKOJBKO METADONMMYECKUX ITYTEH, UTO NENAET 3a00AeBAHUE TIONIH-
CHMITTOMATHYECKHM, TTOPAXAET HECKONBKO CHcTeM opraHoB. CoOTBET~
CTBEHHO 3TOMY H30JIMPOBAHHKIE HAPYIIEHUS HHTE/LTEKTA BCTPEYAIOTCS
PENKO; M3 APYTHX CUCTEM OCODEHHO 4acTo TopaxaeTcd 3peHHue (Tpu
raTaKTO3EMUM, TOMOLMCTUHYPUH, MYKOITOIHMCAXapHUA03aX, aMaBpOTH-
YeCcKOW WIMOTHM U Ap.).

OnHoit W3 Hauboee yacTo BeTpeyanoumxes (B cpendeM 1:10000)
1 XOpOIIIO U3YYEHHBIX IH3UMOTIaTHT siBisteTcs (eruakeTonypun (OKY,
e HWITTHPOBUHOTpagHas oaurogpedus, done3us Pémmunra). OKY
00ycioBneHa AedUIUTOM (hEeHUTATAHMHTHIPOKCHIA3bl (CAMOTO arlo-
depmerTa nu kodepMeHTHOI cucteMsl — HAJTOH w auruapobuor-
tepuHa). PeHWTaTaHuH TIPU 3TOM HE MOXET TIpeBpalllaThCsd B TUPO-
3WH, €TO cojepKaHue B KPOBU TIOBbIIIaeTcs (MHorda B 35—40 pa3), u
OH BKJIIOUAETCH B IMTOOOYHBIN MeTabOIMYECKHAH TIYThH (TPaHCAMHUHUPO-
BaHKe), MPEBpaAIasich B TOKCUYHEIE S Pa3BUMBAIOLLECS HEPBHON CH-
CTeEMBI (DEHUWITTUPOBUHOTPAIHYIO, (DEHMIYKCYCHYIO KUCIOTHL U IPYTHE
GEHWIKETOHOBBIE ITPOM3BOIHBIE,

I'7aBHBIM CHEACTBUEM TOKCHYECKOTO REMCTBHS (HeHMIKETOKHUCIOT
ABISIETCH YMCTBEHHAS OTCTANOCTh (B 65 % — raybokas, B 31,8 % —
yMepeHHasi ¥ TSLKeJast ¥ TOabKOo B 3,2 % — nerkas). OeHWIITMPOBHHOT -
pagHas KMCI0Ta BBIAEIIETCA ¢ MOUOH, rpuaaBas € ocoOplil «MbILIN-
HBIH» («BOJIYMI») 3amax.

JedbumuT THpo3HA CKa3bIBAETCS Ha OOpA30BAHUM TIMTMEHTA Mefa-
HIHA, B MEHBIIEH CTENEHW CTpamaeT oOMeH THPEeOUAHBIX FTOPMOHOB U
KaTeXoJaMUHOB. B ¢Bsi3u ¢ 3TuM y 60abHbIX ¢ PKY Koka KeTTUTMEHTH-
poBaHa (WM CJIad0 TUTMEHTUPOBAHA), OOJIANAET MOBLIUICHHOW YyB-
CTBHTEJILHOCTBIO K YALTpaduoNeTy, YacTO pa3BUBAIOTCS 3K3eMEBl M IEP-
MATUTLI; BOJIOCHI CBETABIE U CBETIBIN IIBET Pagy:KHOM 0O0JMOUKHU rrasa.
Yeperr (ocoOeHHO ero MO3ToBasi YacTh) HEAOPA3BUT (BTOPWUUYHAS MUK-
poulecbanmg). XapakrtepHa criemmuduyeckas mosa: JOKTIEBbIE, Ta306en-
PEHHBIE W KOJIEHHbIE CYCTABBI CJIETKA COTHYTHI, TYJIOBHILE HAKIOHEHO
Briepen. I1aTomoroaHaToMUYeCKH OOHAPYKHUBAETCA Masiast MACCA MO3Ta,
JiehEKTH MUCTUHU3AIH B KOPE BOJIBIITNX ITOAYLIAPH (0OCODEHHO B 106~
HEBIX M BHCOUYHBIX ZOJISIX) U IPYTHX CTPYKTYpax (BHYTPEHHSS Kancyna,
3PUTEIBHBIE TIPOBOISIIME YTH), HIETTUTMEHTALIAS YePHOM CyOCTAHIIM M.

IMcuxormnarojoryeckd KpOME YMCTBEHHOM OTCTANOCTH OTMEYaeTCs
HEMOpa3BUTHE PEYH (€€ MJIM COBCEM HeT, UM €CTh OTHENbHBIE CIOBA,
KOTOpbIe OONBHBIE HE COOTHOCAT C OOBEKTAMU), PE3KO HAPYILIEHO TI0-
HUMAaHUE peyd U 3BYKOIIPOU3HOIICHIE.

Hesposornueckasi CUMIITOMATUKA HeECTeMA(MDUYHA, HEPEAKH STTH-
JIeTTU(OPMHBIE TTPUNAIKHA, HAPYLUCHHS MBILIEYHOIO TOHYCA, TUIOXad
KOOPAHHALMS ABIXECHUH, MHOTO CTEPEOTHUIIMHU, YACTHI APYTUE 3HAKU
SKCTPATUPAMHUIHON HeAOCTAaTOUHOCTH (aTeTOUIHBIE, XOopeHdopMHbIe
JABUXKEHUS).

[Norenenue O0IBHBIX PA3TUYHO. B OAHMX CyUasx OHO GIU3KO K IT0-
JIEBOMY (ABUTATeNbHOE OECIIOKONCTBO, HEle/eHATIpaBIeHHbIE, HE-

178




yHIpaBgeMble NepeMelleHUs OT 00beKTa K 00beKTy, BeciiesibHbIe Ma-
HUITYNSIAN C TIpEAMETaMM U T./1.). B 1pyrux — neTH maccHBHBI, BSITHI,
He 00Hapy)XUBAIOT UYBCTBA TIPUBA3AHHOCTH, IVIOXO Y3HAIOT OJIM3KUX,
OXHMBAIIOTCS THABHBLIM 00pPa3soM TIPU YIIOMUHAHWH O €JIE.

B HefeueHBIX CTyYasX NepBBIC MPOIB/e HUA 00HAPYKHBAKOTCS YAIIe
Bcero yepe3 2— 3 Mecsiila Hochne poXIeHUs (peaKo paHblie), U B He-
JIOM AWMHAMUKA 3a80NeBaHUs He YKIaJbIBACTCY B UNCTO 3BONIOTUBHEIE
3aKOHOMEPHOCTH.

HapyineHue WHTENNEKTYanbHOTO Pa3BUTUS TIOKA3aHO U ¥ HEKOTO-
PBIX TeTepo3uror — Hocutenel rena OKY. [1pu 3aBenoMoit noaTBepX-
IeHHOCTH (DaKTa TETePO3IUTOTHOTO HOCUTENBCTBA ¥ POAUTENEH U CHO-
cOB GONBHLIX B 4 % ciIydasx BEISBIEHA TieTKasd MWHTENNEKTyaabHas He-
IOCTATOYHOCTD, a B 6,5 % — HMXHSS TpaHHUIA HOPMBI ITO HHTEIUIEKTY
€ COOTBETCTBYIOLLMM HEBBICOKHUM YPOBHEM 00pazoBanud, Npodeccuo-
HAUTBHON U CONMANLHON ananTalluu.

Hauano auetoneyeHust (MCKIIIOUEHHE TIPOIYKTOR, CORCPXKAIUX (e-
HUJIAJIAHUH) B TIEPBBHIE HEACTH XU3HM U TIPOBEICHME €T0 HA MTPOTSTKE-
Huu 10— 12 neT nmo3BossgeT ripuMepHo B 90 % cnydasgx rpenyrnpenuTh
PA3BWTHE YMCTBEHHOM OTCTANIOCTH, CIM JedYeHe HauWHaeTCs B cTap-
11IEM BO3pacTe, pa3BHTHE WATEIUIEKTYAIbHON HECOCTOITENIBHOCTH Ipe-
IYTIPeIUTEL HE YAAETCA, HO TIOBEIEHHE HECKOIBKO HOPMAaNU3YeTCo, pexXe
BCTPEUAIOTC 3NWIenTU(DOPMHBIE TIPUTIATKH.

Ycnenrnoe npuMeHeHHE METMKAMEHTO3HEBIX METOLOB U IHETOTEPa-
nuu ipu OKY — oauH u3 HanboNee FpKUX TIPUMEPOB METUIIMHCKOM
KOpPpeKUMHU U IpOUIAKTHKY OTKJIOHeHHWI B Pa3BUTHI.

Fie oqauM npuMepoM Toii XKe IPYITILI pacCTPOUCTB IBNSIETCS] TOMO-
IHCTHRYPHSA, TTPU KOTOPOIM BHEIIHUI BUA OOJIBHBIX HAIOMWHAET CHH/I-
poMm Mapdana. Yactora roMoimcTHHYpUn cocTasnsger oT 1:50 000 mo
1:250 000.

MuHUMaTbLHbIE TUATHOCTHYECKHE TIPU3HAKKU: MapdaHoUaHbIN de-
HOTUII, IOBLIUICHUE KOHIEHTPAllUM METHOHWHA U TOMOI[MCTHHA B
Ma3Me KPOBU B COYETAHUM CO CHIDKEHHMEM TOTO Xe TIOKa3aTells 1id
I[MCTUHA, a TAKXKE IOBBILIEHUEM 3KCKPEIMU TOMOIIMCTUHA C MOYOH
(TOMOLIMICTMHYDPUEI).

B ocHoBe naToreHe3a roMOITUCTHHYPUHM NEXKHT HapyIIeHe 0OMeHa ce-
pocoRepXaIMX AMIHOKUCIOT. B HOpMe oHa M3 TaKUX aMHHOKUCIOT —
METHOHHH — Yepe3 Psifl TIPOMEXYTOYHBIX CTAIUM (B TOM UHCIE TOMO-
IMCTCHH U HI/ICTaTHOHI/IH) IIepexoauT B HUCTCHH.

B Hacrosiee Bpemst u3BecTHO 4 GOPMBI TOMOIIUCTUHYPUM, U B OOJE-
IIMHCTBE CJIyYaeB OTMeYaeTCsl HeAOCTATOUHOCTL (hepMeHTa IHCTATHO-
HHH-0eTa-CUHTA3bl, B PE3yNbTaTe 4YelO IOBLIIAETCH CONEPXKAHUE B
KPOBH, TKaHAX U MOYEe TOMOIMCTHHA (IIPOU3BOJHOE TOMOIMCTENHA),
a MHOT/A M MeTHOHUHA. [ToBhIIIeHHAS KOHIIEHTPALIUS 3TUX €CTECTBEH-
HBIX JUIST OpTAHH3Ma BEMIeCTB BHI3AIBAET OYATOBBIE HEKPO3H B I1OYKAX,
CeNe3eHKe, CIIU3UCTON 000/I0UKE Xeayaka, cocyaax. [ToBpexmeHus cre-
HOK COCYMOB, a TAKXKE aKTMBU3AlLUS CBEPTHIBAIOILEH CHCTEMBI KPOBH
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YCUITUBAIOT TpoMBOOOpa30oBaHUE, YTO MPOABISIETCS TPoMODO3aMH KO-
POHAPHEBIX, COHHBIX, TIOYEUYHBIX apTeprii, TeHePaNM30BaHHBIM BEHO3-
HbIM TpOMO030M. DTO MOXET MPUBOAUTE K apTepUAEHOW TUTIepTeH-
3MM, PasIUYHBIM HeBPOJOTHYCCKUM HapylIeHHUsSM, panHeil cMmepTu.

XapakTepHBIM UISE TOMOLIMCTUHYPUHU SIBJISIETCST TAKXKE YIUTMHEHUE
TPYOYATBIX KOCTEU, BOPOHKOOOpAa3HAas WK KujeBUiIHAs e(opMatus
TPYOIHOU KJIETKU, CKOJHO3, KUPO3, BLILTYCHas pedopMalivsl KOJeH-
HbIX CYCTABOB M/UJY CTOII, THIOCKOCTOITHE, U3MCHeHUe (hOopMBI U pac-
TIOJTOXKeHHsT 3yO0B, a TAaKXKe OCTeOTOpO3, CKJIOHHOCTh K TepeoMam,
orpaHdeHue TIOABUXKHOCTH B CYCTABAX. Y 4acTH OOMbHBLIX OOHADYKH-
BaeTCs INMOABLIBUX XPYCTATMKA, MHOTTIA COIIPOBOXIAIOUIMICT MHOIIH-
eif, aTpoduell 3pUTETLHOIO HEepBa, OTCJAOUKOM ceTHATKM U ITAyKOMOA.

Hepponoruyecku BLISIBJSIOTCST pa3iiuHble 3HAKW O4YAroBOM naTo-
Jorud (TeMunapess!, TeMUTLTIETHU, PCXE CYIOPOTH), paccTponcTBa
ITOXOAKH. DTU HAPYHISHWS YACTO WMEIOT NTPOTPeCcCUpYIOIINI XapakTep.
OrMeyaroTes TakXKe T710Xask TIePeKIIIouaCMOCTh BHUMAHUS, TIOHMXEH-
Hag paboTocnOoCOOHOCTh, HEKPUTUUHOCTS K cebe 1 okpyxaomuMm. Peus
TIpeacTaBisieT cOO0H OTpaHMYeHH b HA00P KOPOTKUX arpaMMaTUIHBIX
¢dpaz, OOBIYHE HAPYIIEHUS 3BYKOIIPOM3HOLUEHWUS, CHUXKEHHbBIH CMO-
BApHbIA 3arac. Y nojgaBagioulero OOJbIIMHCTBA OOJbHBIX MHTENIEKT
cakeH (1Q ot 70 no 30, T.e. OT JIeTKOM 10 BHIPAXKEHHOM UHTEIIEKTY-
aJIbHOI HEOCTATOMHOCTH).

CxonmHble, x0T9 1 6ojxce noyuMopdHEIe, KITMHUYECKHE IIPOsIBIE-
HUS XapaKTepHBI U APYTHX (DOPM TOMOLIMCTHHYPHI, OOYCIOR/IEHHEIX
HapyleHueM KogepMEHTHRIX CUCTEM OOMEHA CepOCOMepKalldX aMU-
HOKHCIOT. 3a00JeBaHie HACJAEAYETCS ayTOCOMHO-PeieCCUBHO. I'eH ro-
MOIUCTHHYPHM JTOKIM30BAH B IUVIMHHOM IIIeUe XpOMOCOMEI 21.

IIpy HeKOTOpLIX 3a601eBaHUSIX (MX HA3LIBAIOT «00ME3HIMH HAKOII-
JIEHUS») CTpaJanT (MEPMEHTHl KAaTaOOMM3Ma HEKOTOPBIX BEIHECTB, B
pe3yJabTaTe 4ero nocjiegHrie HAKAIUTMBAOTCA B KJIeTKaxX, Hapylllasi BCIO
WX XKU3HENEATeLHOCTS. [IpUMepoM MOTYT CITYKUTh MYKOIIONHCAXapH-~
Io3bl, 6ome3Hy Huvana— IMuka u ap.

Tak, npu Gone3nn Humana— Iluka (Hacnemyercs ayTOCOMHO-pe-
LIECCHBHO, BCTPEYAETCS OAMHAKOBO YACTO Y MaJBYMKOB W JEBOYEK)
oGHapyXuBaeTcs ne(pHIUT KUCIOW CPUHIOMUEIMHNUAA3L! U HapyLIia-
eTcqd 00OMeH OIMHOIO U3 TUITOB JUITNIOB — chuHTOMuenuHa. [TpoIyKTh
€ro HEIOJHOTO PacTaja HaKAIUIWBAIOTCH B KJIeTKaX ITeYeHH, celie3eH~
KW, TOJIOBHOTO MO3Ta, TuM@aTHUecKuX y3aax, nuMmdbonntax. Buimenda-
10T HECKOIBKO (POPM 3a00/JeRAHMS, PASTHYAIOIINXCA KJIMHTIECKH (110
BpeMeHHU Havana, TSDKECTH BHCLEPATbHBIX U HEBPOIICHXHUYECKHX TIpO-
ABJIEHUN), U, TTO-BUAMMOMY, HEMASHTHYHLIX reHeTudecki. Oo1ue 1ist
BCEX CUMIITOMbBI — YBEJIMYeHHUE TIeYEHH U Cele3eHKH, TeHepaTM30BaH -
Hoe yBenudeHue JuMdoy3nos. Ilpy panHeM Havane 3ab01eBadus BUC-
liepaIbHBIE TIPHU3HAKKU OLICTPO HAPACTAIOT, YMCTBEHHOE W (DU3HYECKOe
pasBUTHE IPyBO 3a1epKado, HEBPOJIOTUYECKHE PACCTPOMCTBA OBICTPO
IIPOTPECCUpPYIOT, K 00JbHLIE TOTHOAIOT B Bo3pacte 3— 5 jieT. Tpu 10HO-
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ecKoi hopMe NOMHUMO BUCLIEPATLHBLIX CHMITTOMOB HAO/TIOAAIOTCS 3HA-
KU TOpaXXeHUs! HEPBHOM CHCTEMBb! (CYIOPOrH, MO3XeUKOBble CHMITO-
MBI U JIp.), HO OHU TOSIBISMIOTCS TTO3/(HO, pa3BUBAIOTCSI MeUleHHO. [1pu
BUCIIEPANbHON (hopMe MopaXeHUe HePBHOM CHCTEMBI He XapaKTepHO.

K MoHoreHHbIM (hopMaM onurodypeHUM OTHOCSIT HCTHHHYIO MAKPO-
nedanuo 1 00TYPALHOHHYIO THAPOUEDAIIHIO.

Mauble pa3Mepsl MO3ra OTMEUalOTCst He MeHee UeM y 2,5 % neteil ¢
WHTeJNeKTYTBHOUN HeoCTaTOuHOCTHI0. TTpUIuHBI MUKpOTIeaui MOTYT
ObITb Pa3/IMYHBIMH. |/|( YaCTh TAKMX CITy4aeB He COTPSUKEHA C 3K30TeH-
HBIMH TIOPaXCHHUSIMU BHYTPHYTPOOHOTIO IIEPHOMA U OTHOCHUTCS K TEHEe-
THYECKU OOYCNOBIEHHOM <«HUCTHHHOI» MHKpoLeQaTud, KoTopasd Ha-
CIIeJIyeTCst ayTOCOMHO-PELIECCUBHO. Y 3THX DOJIBHBIX, KaK TIPAaBUIIO, OT-
MeuaeTcs ryOoKoe odliee IICHXHYeCKoe HeloPa3BUTHE, 4 HEPEJKO TaK-
Ke CyOOpOXHBIE MPUITANKH, liepedpanbHble JIBUraTe/lbHble PACCTPOU-
CTBA.

HeiicTBHe pelleCCMBHOTO reHa MCTHHHOM MUKPOHE(hUTHH MTPOSIBIISI-
eTcs npuMepHo Uy 10 % reTepo3UroTHLIX HOCHTENEi, ero TTPU3HAKU —
YMEHBILIEHHBIM pa3Mmep 4yeperna M JerkKuit MHTEJUIEKTYANbHbINH nedekT.
HekoTophIMH cHeUHaIMCTaMB BBICKA3bIBAETCSI MHeHMe, uTo 10 10 %
BCeX CyYaeB KJIMHHYECKHU MIEHTH(MUITHPOBAHHON WHTEIUIEKTYAIBHOM
HeOCTATOYHOCTH OOYCJIORIIEHO TETEepPO3WTOTHOCTHIO MO TeHY MCTHH-
HOW MHKpOLE(hATHH.

ITpumepHo !/3 Beex ciiydaeB BpoXAeHHBIX THApoLedanuii COCTARs-
€T Hac/eACTBeHHast 00TypanHoHHas runpouedanus. HacnenopaHue vailie
[IPOUCXOIUT IO X-CUEIUIEHHOMY PelieCCHBHOMY THIIy (T.e. BCTpeYaeTcst
TOJTBKO ¥ MaJTbYUKOB), OJHAKO W3BECTHBI CITy4au ayrOCOMHO-JJOMWHAH-
THOTO B ayTOCOMHO-PEIeCCUBHOTO HACIe10BaHWsl. BHe 3aBUCHMOCTH OT
THIIA HACJAeJOBAHMUSI OCHOBHOH TATOreHEeTHYCCKUH MOMEHT — CTE€HO3
CHJIEBHEBOTO BopompoBona. OTCYTCTBHE HOPMAJTBHBIX YCJIOBHIA JJIg OT-
TOKA 1ePeOPOCIIMHANBLHOU XXKUOKOCTH U3 MEPBBIX TPEX MO3TOBBIX XKENly-
JIOUKOB OOYCIOBIHBAET ITPOTPEAHCHTHYIO HEBPOJIOTUYECCKYIO CHMIITO-
MaTUKY, U 0e3 XUPYPTUYECKOro yCTpaHeHHs edeKTa B paHHEM BO3pa-
CTe TIPOTHO3 HebIaroIpusiTeH.

K HacneacTBeHHBIM 3a00JICBAHUSIM C YMCTBEHHOUM OTCTANIOCTHIO OT-
HOCAT ¥ cuHapoM Mapruna — bean (cuHapom ToMKOH X~-XpOMOCOMBT).
CuazpoM HacnmeayeTcst X-CLIEIUIEHHO PEUECCHMBHO M BCTpeYaeTCsl B
OCHOBHOM Y MaJIb4UKOB, XOTS BbIsIBJIsieTcd M Y /3 KeHLMH — HOCH-
TenbHWIL reHa. YacToTa ero coctapisteT 1: 1250—1: 5000 nuu MysKckoro
nomna. B Hacrosuiee BpeMs BBISSCHCH XapaKTep FeHeTUYeCKUX U3MeHe-
HU, TeXalux B OCHOBe 3Toro 3aboneBanust. [TokazaHO, YTO KIMHHU-
yecKWe MPOSBJIEHWsI CHHIPOMA CBS3aHBI C YBeJHYSHUEM YHCIA TPH-
HYKJICOTHAHBIX IIOBTOPOB IIMTO3UH~TYaHWH-TYaHHH Ha onpeielleHHOM
yuyacTKe JUTMHHOTO 1uteda X-xpoMocomhl (Xq27.3).

DeHOTUNHYECKH XapaKTepHBI HoiMXouedaTbHBI Yeperl, ITUHHOe
JIAO, OOJTBIINE OTTOIBIPEHHEIEC YILHbBIE PAKOBHHBI, BEICTYTIAIOHINIA 1100,
KPYITHBIIT HOC, TOJICTBIEe TYObI, MacCHBHBIN Nondoponok (puc. X1.4),
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MaKpOOPXUIN3M (yBellMYeHHBIe SHYKH),
BO MHOTHX CJIy4asiX yBEJTHYeHHBIE KUCTH
M CTOIbl, HHOTAa THHEKOMACTHUS U OXH-
peHue.

Hegponormdaeckxu yailie Bcero oTMeda-
I0TCH MBILIEYHAS TUTIOTOHUS, SBJIeHUSs
OpaJbHOM arpakcHu, rulpouedanns.

Bo Bcex ciyyasax orMedaeTcs yMCTBEH-
Has OTCTANIOCTD, ONMHAKO [NIyOMHA ee pas-
nuuHa. Tak, s OOJbHBIX MAJIbYUKOB C
CHHIPOMOM JIOMKOMH X-XpOMOCOMBI yM-
CTBEHHOE HeJopa3BUTHE MOXeT BapbHPO-
B4Tb OT YMePEHHOI 10 miy6okoit (I1Q or
70 go 35), B TO XKe BpeMs Yy JIUIL XeHCKO-
IO I10JIa C 3TOM MATOJIOTHEll OTMedaeTcs
TOJBKO JeTKasd HHTeLIeKTyaibHasa Helo-
CTATOYHOCTb.

Puc. XI.4. CuaapoM JTOMKOM YacToit 0co6eHHOCTBIO peuH OONBHEBIX
X-XpOMOCOME (CHHAPOM MBJSIETCH KIATTEPUHT-CHHAPOM, P KO-
Mapruna— benn). TOPOM OTMeyaeTcsl ocTiellIHasa Hepa3oop-

Bonplurue yiiHbe pakosuHel, Bei-  1HMBasg pedb C IWU3PUTMHEH, NepceBepa-
cTynaoumit 106, LMHHE Hoe,  ITASIMH, TPYAHOCTSAMMU IToA00pa CI0B, pac-
MACCHBHBIA MO00POAOK CTAHOBKH JIOTHYECKUX YAapeHHUIA.

Hepenko otMedaetcs musodpeHONo-
JOOHas CHMITTOMATHKA, a TAKKe ITpOsiBJeHUs JeTCKOro ayTu3ma. Jaxe
B TeX clydyasx, KOorga B KIMHWYEeCKOU KapTHHe BedyIIUM IIPH3HAKOM
SIBJISTIOTCA MHTEJUIEKTYya/lbHbIe HApYLIeHUs, 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 CHUXKECHUIO UHTE/UIEKTYAIBHOIO YPOB-
HS, YTO, OJHAKO, TpeOyeT CIei{MalbHOIO M3YUYeHHS: He HMCKIIOYEHO,
YTO MOMHUMO OHOJOTMYECKUX IIPUYMH CYIIIeCTBEHHBI HeaaeKBaTHbIE Me-
TOAH 00y4YCHMS WM BOCIIUTaHMS, MpUMEHsIEMble Ha TIPOTSLKCHHM M-
TEJBHOIO BpeMeHU (HECKOJIBKO JIeT).

IHpumep. B cembe nepBblii pebenok — ManbuMK (Ha MOMEHT 00cIenoBaHus B
Bo3pacre 18 jer) — crpagaer cuHApoMoM Maprtuna— bemn. Ero uHrennekr
COOTBETCTBYET BBIPAKEHHON VMCTBCHHON OTCTANOCTH, OTMEWAeTCd ayTH3M;
HecMOTps Ha OMLIMANbHO MTPU3HAHHYIO HEOOYIaeMOCTh, B YCIOBHUAX CIElH-
ATBHOTO yYpeXAeHus Uist feTell ¢ ayTH3MOM YHATOCh ChOPMIPOBATh HABBIKKA
peYH, NMUCHbMa, YTeH#s, OnITOBbie HABBIKM; OYIyYd MY3BIKATBHBIM, pebeHOK
OBJIaJeN 3TeMEHTAPHBIMH HABBIKAMH WIPH Ha oprennaHo. B reyenmne roma
paboTas TBOPHHUKOM M YOOPIIIMKOM CITyXeOHBIX MOMELIeHUH, ¢ paboToi cripaB-
JIAJICSt YAOBIETBOPUTEIBHO, HO TpeGOoBal MOCTOSHHOTO KOHTPOJIS. YPOBEHb €0
COIMaNBLHON afanTauyiy UCKIII0UaN BO3MOXKHOCTh CAMOCTOSITENBbHOM KU3HU.
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Pogurenu obpaTiiich 3a METMKO-TEHETUUECKON KOHCYJIbTallUeR B CBSI3U C
>KENaHHUEM UMETB BTOPOTrO pebeHKa. BBIUTH ofpeneieHbl BEPOSITHOCTD POXIEHHs
O60MBpHOTO pedeHKa 1 Mepbl KOHTPOJIS TeueHu s OepeMeHHocTH. MccnenoBanus
B XO[€ ITOcaef0BaBllIeil 6epeMEHHOCTH (IJIOZOM MYKCKOTO T10a) Jalu 110510-
KUTETBHBIE Pe3Y/IbTaThl Ha HalMuke CHHAPOMA JTIOMKOH X-XpOMOCOMBI, U Be-
peMeHHOCTb ObUTa NpepBanHa; naroMopdonsoruueckue UCCIEI0BAHUA TTOIHOC-
TBIO TIOATBEPAUAN MIPABWIBHOCTD IIPEHATATBHOW TMarHOCTUKH.

Tperbst OepeMeHHOCTb, KOTOpasi TaKxKe MNpoTeKaaa Moo MeIUKO-TeHeTH-
YeCKUM KOHTPOJIEM, 3aBEPIIMIIAch POXKJASHUEM HOPMAJIBbHON HEBOYKH, U TTOC-
JeAYIOLIMI MATWIETHUI KaTaMHE3 yKa3blBaeT Ha OTCYTCTBUE Y pebeHKa cyllle-
CTBEHHBIX OTKJIOHEHWIA B YMCTBEHHOM M (PH3NUECKOM Pa3BUTHU.

Cpemy MHOrooOpasHBIX (POpPM YMCTBEHHOH OTCTJIOCTU MOHOTEH-
HOM TIpUPOJBI BBIACIAIOT TAK HA3bIBaeMble KcepollepMudeckre Qop-
MBI, TIPH KOTOPBIX MHTEUICKTYAIBHBIH Je(EKT COUYeTaeTcd C Iopaxe-
HHueM KoxXu. [IpuMepoM 3THX 3a060/1eBaHU gBIgI0TCA Heiipodubpoma-
TO3 U TYOEPO3HBIHA CKIEPO3.

Jns neitipodudpomartosa (bonesns Pexnunraysena) xapakrepHo Ha-
JIMYHMe MHOXECTBEHHbBIX OIyXOJeil 110 Xo4y nepH@pepuyeckux HEPBOB,
OIYX0JIe!l 1EHTPAIEHOW HEPBHOM CHUCTEMBI, OPTaHOB 3PEHMS, BHYT-
PEHHHX OpPraHOB, OTMEYAIOTCS MTUTMEHTAIINsT KOXW, KOXHBIE HEBYCHI,
KOCTHEIE aHOMAJTUH,

PaspepnyTtas ¢opma HelipodubpomMaTosa BCTpedaeTes ¢ 4acTOTOM
1:2500— 1:3000 HOBOpOXIEHHBIX, HacJIeIyeTCs ayTOCOMHO-IOMHUHAHT-
HO co 100 %-i neHeTpaHTHOCTBIO ¥ BapHabelbHOM 3KCIPEeCCHBHOCTBIO.

B HacTosIiee BpeMd BBUIENAIOT ABe ¢GopMbl HelpodubpoMaTosa:
KJIACCHYECKYIO TIepHdepHudecKyo (HeiipodnbpoMaTos I), reH koTopoit
JIOKanW30BaH Ha 17-# XpoMOcoMe, W HeHTpalibHylo (opMy (HEHpO-
¢hubpomaros II), reH KoTopoit HaxomguTcst Ha 22-# XpOMOCOME.

MuHHMAaTbHEE THATHOCTHYeCKHEe ITPU3HAKKY HelipodubpomMaTosa: Ha-
JIMYHe Ha KoXe 0oJee S5 IiITeH «1iBeTa Kode ¢ MOJOKOM» TUaMETPOM He
MeHee 15 MM; 1Be U Gollee HeitpodUOPOMBI; ITHOMa 3pUTETBHOTO HepBa.

3aboJieBaHuKe IIPOIBISAETCH € POXACHHS MIIH B TIEPBOE ASCATHIICTHE
KU3HM 0Opa3oBaHHEM Ha KoXe NMUTMEHTHBIX IMSITeH, pasMep U 4MuCiIo
KOTOpBIX NOCTeTIeHHO yBelnuuBatoTcs (puc. X1.5, a). ITaTHa nokanmusy-
FOTCS1 Yallle BCEro Ha 3aKpPbITBIX YYACTKaxX KOXH (Ha CITMHE U OOKOBBIX
y4acTKax TYJIOBHLIA, a TAKXe B NOAMBIIIEYHBIX U MaX0OBbIX 001aCTIX).
KoxHEIe 1 IToIKoXHBIe OMyXOdH pacIiofaraloTcs o Xoay nepudepu-
yeckux HepBoB (puc. X1.5, 6). Hanbonee xapakTepHbI TAUOMBL 3pUTENb-
HOTrO HEPBA, BO3MOXHBI HeHpodHUOpOMBl HAa BEKaX, KOHbIOHKTHUBE,
pOTrOBMIE a3, pagyxKe. Eciv oITyXo/Iv BO3HHKAIOT BHYTPH OPOUT, TO
OHM MOTYT CIPOBOLIMPOBATH I1TO3, NAPATUY IIA3HBIX MbIIL. Pexe Bo3-
MOXKHBI CKEJIETHBIe HapyllleHUs (KM(Oo3, CKOITHO03, HAPYLICHHS TPyD-
YaTBIX KOcTel U J1p.).

IMopaxeHust HepBHOW CUCTEMBI PA3HOOOPA3HEI 110 CIEKTPY, Bbipa-
JKeHHOCTH W JUHAMHKE, YTO ollpenelisteTCs JIOKATH3amed U pa3MepoM
HoBoOOpa3zoBaHUl. OMHUM U3 NPOABIEHWI NOKATU3AIUH UX B LIEHT-
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Puc. X1.5. Heitpogpubpomaro3s PeximmHrayseHa:
@ — NUTMEHTHHIE TIATHA Ha KOXe peleHka; § — KOXHAIE OMYXOIH Yy B3POCIOro 60a5HOMO

PAIBHOM HEPBHOU CUCTEME ABJSIETCS CHHKEHUE UHTEJUIEKTA, Hapylie-
HHe NaMgITH, BHUMAHUSI, MHOrIA CYJOPOXHLII CHHIPOM. OTH TIpHU3HAa-
KM MOTYT MPOSIBJIATLCS He Y BceX DONBHBIX, HAYMHAIOTCA OHU C HE3HA~
YHTENBHBIX [IPOABAEHHUH, HO, HOCTEIEHHO HapacTasl, MPUBOIAT K pac-
CTPOMCTBAM petu, oc/abIe HUIO OTIENBbHBIX BBICIIMX TICHXWYECKUX (pyH-
KU ¥, KaK CHeJCTBUE, K TpyTHOCTAM obydeHus. C TedeHUeM BpeMe-
HU BO MHOTHX CIIy4asiX IIKOJBHbIC IPOOJeMBl HAapacTawT, yCcyryonsa-
I0TCS JIMYHOCTHEIMHA OTKJIOHEHHMSIMH B MOTYT ITPUBOTUTH K TICPEBOLY
Ha IporpaMmsl 60jiee HU3KOro YpOBHSI (M COOTBETCTBEHHO B CIellM-
anbHYI0 (KOppeKUHoHHY0) mKony VII Buaa) vi/wind MHIWBULYAlb-
Hoe o0yueHue.

XapakTepHOI 0coGeHHOCTHIO Helipodubpomarosa L Tuna aeasercs
06pa3oBaHUE OMYXOJICH YePEIMHOMO3TOBBIX HEPBOB M CITMHHOIO MO3ra.
B xuHMYecKoit KapTHHE Ha IIEPBOM ILIaHe pa3IMYHEIE HEBPOJIOTHYEC-
KHe pacCTpoiicTBa, MpOrpeccCupyloliice CHUKEHNE HHTEIUIEKTa U pac-
ad, Ncuxuky B HexoM. KoxHbIX ommyxoneil v nepudepuyecKux Helipo-
budpoM, Kak MpaBuao, HeT. [ cneUabHOM MEJaroruky 3TOT THI
3a00JIeBaHUA CYUIECTBEHHOIO 3HAUEHUS HE MMEET. 1

MUHAMaAbHBMH AUATHOCTUYECKUMU IIPU3HAKAMHU TYOepO3HOTo
ckiepo3a (6onesHs bypHeswisa— [Ipunnia) geagi0Tcg aHIAOPHGPO-
Ma JIMlla, CYAOPOTH U YMCTBEHHasd OTCTANIOCTb.

YacroTta TyOepoO3HOro cKiepo3a [pd POXACHUH COCTABIAET IPU-
mepHo 1:10 000, cpenu Bcero Hacenexust — ot 1:30000 o 1 : 100 000.

S
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80 % cay4aeB cBs3aHBI ¢ MyTaiHei de
Nnovo, MEXaHW3M HacJCHOBAHMS ayTo-
COMHO-IOMHHAHTHBIN co 100 %-ii me-
HETPAaHTHOCTHIO U BapuabeabHOH 3KC-
MPECCUBHOCTERIO.

IIpoasrasierca 3abojieBaHiie B BO3-
pacte 2—5 net 4yame Bcero (93 %)
CYOOPOXKHAIMHU TPHIAAKAMH pPa3Hy-
Horo THNa (Gojpliive, Majibie, caiaa-
MOBHL H 11p.). Y3 1pyrux HeBpPONOTHU-
YeCKUX HapYTHEHHH BCTPEUaloTCs THII-
pouedanusl, MUpaMUTHBIE U 3KCTpa-
MHPaMUIHBIC CHMITTOMEL. B TroJJOBHOM
MO3re — B CTEHKaX XeJIYA0YKOB, MO3-
XeyKe, GazajibHBIX TaHTIHAxX oOHapy-
KMBAIOTCS MHOTOYMCIICHHBIE KATBLM-  Prc. X1.6. TyGeposHbiii cKiepos.
duKatbl. YMCTBEHHas OTCTANIOCTb 00HA- TIopaskenye KOXH MeK B Biac «6a-
PYXHUBacTCA HPpHMMEPHO B 3/ 4 CJIy:{aeB 60YKM», LIATPEHCBBEIE YTOTIMEHUS
H MOXCT BapbUpOBaTh OT JCTKOU N0 KOXH, TIMITMEHTUPOBaHHbie U Je-
BBIPaXEHHOM cTereHu. PaznyuyHa u ee  TWIMCHTHPOBAHHRLIC TUITHA Herpa-
CTpYKTypa: B OJHOI YaCTM C/IydYaes BUIbHOM POpMEL
npeobaagaoT ABICHUA HERopa3BUTHI
C CoXpaHeHHeM THIMYHOH Wis oxurodpenndeckoro aedekra uepap-
XMYECKOH CTPYKTYPOM, B IPYTOi YaCTH HA TEpPBHIA TLUIAH BRIXOAST [IPO-
UECCYATbHEIE SIBJIEHUSA NEMCHIIHMU.

Eciv roBoputs 0 mmopaXeHUsIX KoXH, TO 3T0 npexiae Bcero (70 %
cayuaeB) aHTHOGMUGpOMa 1K B BUAE «6ab0UKH» (KpacHBIC U PO30OBHIE
TaITy/Tel), WArpeHeBast Koxa, JeMUTMEHTHPOBAHHEE MATHA, KOodeiHbIE
ISITHA, TTOIKOXHBIE PHOPOMATO3HbBIE Y3eaku U p. (puc. X1.6). B 3purtennb-
HOI CHCTEME BCTPEYAIOTCS OITYXONCBUIHBIE H3MEHEHUS CETIATKH, KHOT-
Ja TIayKoMa. 3HaUuTeIbHO Yallle, YeM B CPEXHEM B [1OI1Y/IAIIIH, BCTpe-
YyaTCs KaK MOOPOKAUECTBEHHBIE, TaK M 3J0KAYEeCTBEHHbBIE OMYXONU
Pa3IMYHBIX OpraHoB. TeueHue 3ab60EBaAHMS IPOTPECCHUpYIOIICE, GOMb-
HIMHCTBO OONBHBEIX yMUpaloT B 20— 25 jer.

XI.1.3. YMcTBeHHAS OTCTANOCTD HPH AUIMOPdHIECKHX
CHHAPOMAX

Cunnpom Ilpanepa— Bunam Obli BBIAENEH B caMOCTOATEIBEHOE 3a-
6onesanue B 1956 r. OCHOBHBIMM KJIMHWYECKUMU TIPOSIBIEHUSIMU CUH-
IpoMa SIBJISTIOTCSl MBIIIEYHAs] TUTIOTOHUS, TUTIOTOHANNU3M, OXUPEHUE,
YMCTBEHHAs OTCTAJIOCTh, YMEHBUICHHbIE pasMepH KHMCTEH M CTON U
MHOXECTBEHHBIC IIPU3HaKK qucMopgorenesa (puc. X1.7).

B HacTosniee BpeMs YaCcTOTa CHHAPOMA . CpeIH HOBOPOXKIEHHBIX OLe-
HusaeTca ipuMepHo 1:10000 go 1:20 000; ManpYuKd W JEBOYKH 6O-




( IV N B JIEIOT o/IMHaKoBO 4acto. CuMHIpPOM
[Npanepa — Busu siBsieTes: KJlaccu-
YeCKUM ITpUMepoM OONe3HEH UMII-
- puuTHura (cM. 171, X, pas3n. «Hacnen-
CTBEHHBIE 00JIe3HH C HeTPAINLIMOH-
P HbIM TUTIOM HackeaoBaHus»). TeHe-
, ; THYECKH CHHAPOM Ie¢TEPOreHeH, HO
[y 3 ‘ GoabLIAS YACTh CIY4aeB CBS3aHA C
! - g HAc/eA0BaHUEM BHYTPUXPOMOCOM-

! ! | HOI AeJelIMy KPHTHIECKOTO Perno-
b, b Ha MIMHHOTO IUIEYa XpOMOCOMBI

*
15(15q11-gq13) oTHOBCKOIO HpOMC-
. : - XOXIeHUS.

B xi1MHHYECKWX NPOSIBICHUAX
MOXHO BeIAETUTE ABe asbl. [Tepsas,
paHHss (aza BKIIOYAET aHTeTe prHa-
TalbHBIA OEPUO M IIEPBBIE ABa TOIa
XKU3HU OOJBHOTO M XApaKIepu3yeT-
cq ci1aboil MoABUKHOCTRIO TUIONA,
HW3KHM BecOM IIpM poxXIeHUH (B
: cpenneM coctasiagommM 1900 r),
. . OIaCHOCTbIO pa3BUTHs acUKCHH B
pe3yabTare rmyO0oKoi runoToHHH. B
HEeOHATATHFHOM HEPHOC OTMEYAIOT-
cs Turopednekcusa, OpobIeMH,
CBA3aHHBIE C KOpMJIeHHeM (J1eTH
IJIOXO COCYT M3-3a cIaboCcTH coca-
TeJIbHOTO U INIoTaTebHOTO pediaek-
coB). JleTH TOYTH He COBECPHIAIOT
CITOHTAHHBIX JABWXEHHUU, TpyOO OTCTAIOT B PA3BUTMU CTATUYECKUX U
JIGKOMOTOPHBIX QYHKIIMIA. B THIIMUHEIX crydasx AeTi ¢ cunapoMoM Ilpa-
Aepa— BWuTH HauMHAIOT JepXaTh TOJIOBY HE paHee 4eM B 6 Mecsles,
CHAETh — TIOCJIE roda, XOAUuTh — Ha 3—4-M rony.

ITo poctuxenuy 1,5—2 net npogBlIeHUs] MBILIICYHON [MIIOTOHKH
CMSITYAIOTCS, Pa3BUBAETCS HEKOHTpOIUpyeMad ronvdarus: GolbHBIC
[TOCTOSTHHO MCIIBITRIBAIOT YYBCTBO TOJ0[A, MOTYT €CTh NpPAKTAYeCKM
HeNMpepsIBHO. BBICTPo pa3BKBaeTCs OXKUPEHUe, Macca Tella MOXeT Mpe-
BBIIIATE HOPMY B 2 — 2,5 pa3a. ZKup oTKIaAbIBaeTCsT MPEUMYILECTBEHHO
Ha TYJIOBMILE U IMTPOKCUMANBHBIX OTAEIaX KOHEYHOCTEH. Y MaJpuHUKOB
OTMEYaeTCs THTIOIUIA3US [IOJIOBOTO WieHa U MOIIOHKH, KPUIITOPXU3M
(HeomylieHMe IUYeK B MOIIOHKY), Y JE€BOYEK — THIIOIIA3KS MOJOBBIX
ry0. Y GOJIBIUIMHCTBA XEHIINH — aMeHoped, B 50 % ciy4aeB — rHIION-
naszus MaTkH. M3 npusHakoB qucsMOpHoreHesa y 60bHBIX Hambosee
HaCTO PETUCTPUPYIOTCS A0auXoliedaTust, THNEePTeIOPU3M, DITUKAHT,
MUHIAIEBUIHBIM pa3pes IIa3HbIX LIeIeil, «Kapimiil» poT, BEICOKOE HEGO,
TUITOTIMTMEeHTALMAS ¥ AaHOMAIMY AePMATOTITHOUKH,

oy
B
o

Puc. X1.7. Cungpom Tlpagepa—
Busnm.

O)KMDCHHC, TUIIOIOHAAU3M, MAICHBKUC
KHUCTH M CTOIIbI
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TTourwn Bce GosbHbIC ¢ cuHApoMoM [Ipagepa— Bumm — yMcTBeH-
HO OTCTaJIble, HO OLEHKH [QQ MOTYT KoJieGaThCA B IIMPOKOM AMAIIA30HE
(20—90). YacTto MHTEITEKTYANbHbIE TPYAHOCTH TIPENCTABISIOTCS 60-
nee BBIpaXeHHBIMHW, YeM OHUW €CTh HAa CaMOM Jejie, W3-3a ITOBBIILCH-
HOH MpecHIaeMOCTH H YTOMIISIEMOCTH. ECH y4uThIBaTh 3TH OCODEH-
HOCTH IIpH ITOCTPOEHUH yueOHOTIO ITpoliecca, TO MOXHO JOOUTHCS 3HA-
YUTENBHO OOJNBILIETO IIporpecca B CPaBHEHUM C UCXOJHO OKMAaeMbIM.

bonbHbIE, KaK TPaBUIo, JO0OPOIYIITHEI U JOOpOXKEnaTeIbHbI, He3bl-
HUUMATUBHDL, YaCThI PE3KMEe HEMOTHBHWPOBAHHAIE CMECHBI HACTPOEHUS,
OcobBeHHOCTH 3MOIIMOHANTBHONU cepbl B psige CIyYacB IPUBOIAT K
OMIMOOYHOMY AVATHO3Y «ayTH3M», XOTSI ayTHCTHYECKHE YePTHI THYHO-
CTU BCTPEYaIoTCsl HEPEIKO.

TTpononxuTenbHOCTE XHU3HU DOMBHEIX B CpeHEM cocTaBisieT 25— 30
Jtet. JIs1 B3pocnbix OOIBHEIX HA (DOHE YMCTBEHHOM OTCTAIOCTH Pas3iidy-
HOM CTEMEHU TSKECTHU XapaKTEPHBI SMOLIMOHAJIBHASl HEYCTOHUYHBOCT,
runepdarys, CHIDKCHHAA T03HABATENILHAS CIIOCOOHOCTL M MOTOPHAS
AKTHBHOCTD.

CunyipoM AHrenbMaHa BBUICICH B CAMOCTOSITENIbHOE 3a00JIeBaHME B
1965 r. TlepBOHAYATBHOE €TO HA3BAHUE — CHHIPOM «CYACTIUBOM KyK-
JIbI» M3-34 XapaKTEePHBIX KITMHWYECKUX IPOSABICHMHA: IIPUCTYIIB HEKOH-
TPONHUPYEMOTO CMeXa, Pe3KHe CYHOPOKHBIE OBWXCHHUSA PYK, HEOOBIU-
Hasl MOXOAKA, XJIOTIaHbe B JIAJOUIM U crielrdrdeckas rppumaca. Haspa-
HME «CUHAPOM AHrenbMaHa» oH mnonydmn B 1982 r. Ero yacrtora co-
crapisieT 1:20 000 HoBopoxneHHbx. Kak u cunapom [Tpanepa— Bui-
JI1, OH TIPEACTABNAET cOOOI OfHY U3 OONIE3HEH UMITPUHTUHIA (CM. T, X.
pa3y. «HacnencTBeHHBIE GONIE3HH ¢ HETPAXUIMOHHBIM TUTIOM HACNen0-
BaHM»). Ero BOSBHUKHOBEHHE y pebeHKa 00YCIOBICHO HACAEN0BAHUEM
BHYTPUXPOMOCOMHOH JeJIELIMH KPUTUYECKOTO PETMOHA JITMHHOTO Ticya
xpoMocoMbl 15(15q11-ql3) MaTepUHCKOTO MPOHCXOKICHHUS.

OCHOBHBIMU KIMHUYECKUMH ITPOSIBIEHUSMU CUHAPOMA AHTeIbMa-
Ha SIBJISIOTCS 3aJ€PXKKA YMCTBEHHOTO U MOTOPHOI'O PasBUTHSA, aTak-
CUU, TUTIOTOHMS, TUNEPKUHEC3UA, HEMOTHBUPOBAHHBIH cMex. Haubo-
Jiee YacThie UPU3HAKK AU3MOpdOreHesa npyu ciHapoMe AHTelbMaHa —
MHKpoOpaxuiiedanis, YITOUCHHBIH 3aThIJIOK, OOMbIIIAsT HIDKHA de-
JOCTh, MAaKPOCTOMHSI, YAaCTOE BHICOBLIBAHHE A3blKA, pelkue 3yOH U
TUITONMMUTMEHTAIMS KOXHBIX TIOKPOBOB 1 Bojioc (puc. XI.8).

ITo mMepe pocta pebeHka Gonee 3aMETHBI CTAHOBATCH HApPYILIEHWS
peUYeBOI0 Pa3BUTHS, TIOCTENEHHO HAPACTACT TSKECTh HEBPOJIOTMYECKOHM
CUMIITOMAaTUKY U YMCTBEHHOH OTCTA/JIOCTH, KOTOpas JOCTHIAeT B He-
KOTOPBIX cAy4asix CTelIeHU UAMOTHH.

HaubGonee xapakrepHbIMM NIpU3HaKaMA CHHAPOMAa Buipamca (cuH-
APOM «Iupa 37bdar, UAMONATUYECKON THITEPKAILIUCMHUH) SIBISIOTCS
HEOObIYHOE JIMILIO, HAAKJIATTAHHBIM CTEHO3 A0PThl UMM JIETOUHOH apTe-
PUM, ITOBBLILUEHHOE COolepXaHWe KaThIHS B IIa3sMe KPOBH.

[TonynsiumonHas vacrora 1:10000, pacnpenenesue X0 Moy pas-
Homepnoe. [TpenrionaracMalil THIT HAcIEen0BaHMSA ayTOCOMHO-TOMMHAHT-
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Puc XI 8. CunapoM AHreibMaHa y ABYX OpaTbeB.

Mukpobpaxunedanus, Gonbiliag HUXHAS YENIOCTb, MAKPOCTOMMUS, PeAKHe 3yObl,
TOHKast BepXxHsis TyDa, rHIonerMeHTanus

HEI. JII9 HOBOPOXIEHHOI'O XapaKTEPHbBI Malble BEJUYHMHBI aHTPOIIO-
MeTpHYeCKHX IToKas3aTeei (HanpuMep, Macca Te1a 0ObIYHO He NPEBHI-
maeT 2700 r), B AajbHeileM PasBUTHH BCeraa 0TMEYaeTCsT MaJIbIid POCT.
W3 npyrux ocobeHHOCTeiT HEOOXOOUMO OTMETHTL 3THUKAHT, KOPOTKUMI

Puc. X1.9. Cunopom Bunbsimca.

DNHUKAHT, OTKPBIThIE BHiepe/l HO3MPH,
UIHPOKAS BEPXHsis 4eNIOCTb, MO.IHDIE
LLEXH, MAKPOC1OMus

188

HOC C OTKDPBITBIMH Briepe] HO3APSIMH,
HIXPOKYIO BEPXHIOK W MaJeHBKYIO
HMKHIOIO 4edI0CTH, MaKpOCTOMHUIO,
TOJTHBIE 1IEKH, OTTOIIBIPEHHBIE VIUH
(puc. X1.9). ¥ Bcex OOJIBHBIX OTMEY4ET-
CSl UHTEJIEKTYyalbHasl HeJa0CTaToY-
HoCTh: uanle Beero 1Q B npenenax 30—
50 (UTO coOTBETCTBYET MMOELIMIBHOC-
TH), HO BO3MOXHb! U Bonee nerkvie (Ha
ypoBHe neOuibHOCTH) ciaydyand. Peus
BONbHBIX ¢ cuHApoMOM Bunbsimca
HMMeeT JIOBOTLHO OOJBINON CIIoBapHBIi
3ariac, 60IbHbBIE 0OBIYHO CJIOBOOXOTIN -
Bbl, TOBOPJIMBEI, HO pedeBas IPOAYK-
LIMST, TIO CyLIECTBY, NPERCTABISET CO-
60i1 bonee UM MeHee OOLUMPHBII Ha-
00p peueBbIX LUTAMITOB, YIOTPEOISIEMbIX
4acTo HeBIIOIall, BHE CBSI3U C CHUTya-
umeit. JIMYUHOCTHO [ETH C 3TUM CHHJI-
POMOM OOBLIYHO NOOPOLYIUHEL, TIPUBET-
JUBBl, NOCAYLIHBI, Y OOJBIIWHCTBA
MPUCYTC1BYET XOPOUIHIA MY3BIKATHHBIN




ciryx. OTMedaloTest pasHoo0pasHbie He-
BPO30M0A06HBIEe paccTpoiicTra (CTpa-
XM, HaBSI3UMBOCTH, HYpE3 U T.T.).

B wikonbHOM 00y4eHUH NETH Me-
Hee YCIeNIHbl, YeM 3TO MOXHO OBIIO
OBl TIPEANOAAraTb NCXOIS U3 UX JINY-
HOCTHBIX OCOOeHHOCTEN 1 YPOBHSA HH-
TeJJIEKTa, W3-3a TPYIHOCTe! OpraHu-
3a1[MY Y4ebHOIo U TPYI0BOrO ITPolLiec-
COB, TIOBBIIIEHHO!N YTOMJIAEMOCTH M
IpechlaeMOCTH.

Cuunpom Kopaemm e Jlanre Berpe-
yaeTcsi ¢ yacTotoif 1:10000— 30000
HOBOPOXHEeHHBIX. ['eHeTIMeCcKM CUH-
IpOM, ITO-BHAUMOMY, T€TepOTEHEH.
BonsnivucrBo ciayuaes criopanuye-
CKMe, B pdae cliydaeB oOHapyXuBa-
10TCA MUKPOCTPYKTYPHBIE XPOMOCOM-
Hble TIepecTpOiiku, BOBJIEKAIOHINE

Puc. X1.10. Curnpom Kopsrenvn ae

Jlanre.
Y4acCTOK JJIWHHOTIO 1vie4dya XpoMoCcO- c
MEI 3(3q26.3). unod);:m, JUIMHHbIE PECHULIbI, Md-
C JIEHBKUA HOC C OTKPLITHIMM Bhiepen
“HI‘[EOM XapaAKTEPUIYETCA MUKPO- HO3APAMH, JUIMHHBIA GUABTP, 6osb-
nedanyeil (game B coyeTaHMHU ¢ Opa- 1IMe TMPOMEXYTKU MEXIY 3y6amu

xuuedannei), ocobeHHOCTSIMU JIMLIA

(cpocuiveca 6poBM, AMMHHBIA PUNBLTP, TOHKAS 3arHyTasi BHYTPb BEpX-
HssT TyOa, BRIBEPHYTHIE HAPYXKY HO3ApU), TUHEPTPHX030M (puc. XI1.10).
Hpu poxmeHun Macca Tejla, Kak npaBwio, B npenenax 2100 — 3200 r,
B JaNpHEHIIeM OTMe4YaeTcs] OTCTaBaHUeE B poOCTe,

XapakTepHbsl OCOOEHHOCTH CTPOEHWS KMCTU: 1-i Malel] pacuosio-
XKeH APOKCUMAJIbHO, 2-11 manell HeoOBIYHO KOPOTKMil, MU3HHEL[ MC-
KPMBJIEH; UHOTAA OTMEYACTCs OJIMTOTAKTHITHS

Jnsa 6oneHeix ¢ cuHaApoMoM KopHenuu ne JlaHre xapakTepHa WH-
TeJUIEKTYaIpHAsA HenoCTaTouHOCTh. [lpuMepHo B 80 % Bcex cyyaeB CUH-
JIPOMa PETUCTPUPYETCS YMepeHHasi M TSXellass YMCTBEHHasi OTCTAIOCTh
1Q (30— 50), HO ecTh cnyyau ¥ ¢ Gosiee BRICOKUMM MoxazateasiMu 1Q
(75— 80). Yacto o6HApYKMUBAETCS CKIOHHOCTh K arpecCUBHBIM (pop-
MaM MoOBelleHUS (0CODEeHHO K ayToarpeccum), CTepeoTHIIMM, MHOTLIA
HabMI0AAI0TCS CYNOPOXKHBIE ABICHNS.

Cmmuapom Pyounmreiina— Teiidu xapakTtepusyercs rporpeccupy-
I0IIEel YMCTBEHHOH OTCTAIOCTbIO, MMKpOHe(baJH/IeI/I IIUPOKUMM KOH-
UeBbIMU (PajtaHraMy HepBhIX NMaNbieB KUCTEH M CTOM, XapaKTepHBIM
TUIIOM, OTcTaBaHMeM B pocte (puc. X1.11).

Cunapom PybuHuireia — Teitbu BcrpedaeTcsi ¢ yacToToit 1:25 000 —
30000 nHOBOpOXAEHHBbIX. I1penNONOXNUTENBHO CUHIAPOM HaceoyeTcd
ayTOCOMHO-IOMMHAHTHO, T'eH JIOKATW30BaH B KOPOTKOM IUIEYE XPO-
MOCOMBI 16.
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a 0

Puc. X1.11 Cusigpom Pybuniirreiina — Teitbu

a — mukpouedanus, opaxunedaiusi, NPUNOAHATbEe OPOBH, AHTHMOHIOJIOMAHBIN Pa3-
pE3 ITa3HbIX lueNen, TOHKas BePXHss I'y0d, BRIpakeHUE JMIIA, HaTlOMUHAaIoee Yiabi0-
Ky, 6 — pacllMpeHue U YKOpOueHHe KOHIeBbIX (halaHT naliblieB KHUCTER

Kimaudecku otMevaercst MUKpoledammst, Opaxuliebamst, o3aHee
3aKpBITHE OOABIIOTO POOHHYKA. XapaKTepHEIMHA 0COOeHHOCTIMM JIMLA
SIBJISIOTCS BBICTYIAIOIIWI JIOO, HU3KHUIT POCT BOJIOC, IIPUNOIHATEIE Oy~
roobpasHsle OpoBY, aHTUMOHTONOMIHBINA pa3pe3 a3, IUIMHHBIE pec-
HMUITB, YMepeHHas1 peTporHaTHs. KOHUMK HOCa 3arHyT KHHU3Y, BO MHO-
THX CIIyYasiX KpbLIbsl HOCA THIIOINA3UPOBAHBI, BEPXHSS Iy0a TOHKAH.
OTMmeyaercsi ceoeobpa3Hoe, HAITOMUHAIIEe YIRIOKY BEIpaKeHHe ANLd
(cMm prc. X1.11). MHorna BcTpeyaeTcs: areHe3ust MO30JIHCTOro Tefa. B crpo-
eHHUM CcKelleTa BHIABISIOTCS TaKME OTKJIOHEHHSI, KaK JIOpHo3, Kudos,
aHOMaJIMHU pelep, IpyauHbl. [10pOKY pa3sBuTHsI BCTPeYaroTCS M BO BHYT-
peHHHMX opraHax: JedeKTs! IeperOpOAOK cepaua, arwiasus (OQHOCTO-
POHHSISI) TIOYEK, ITATOJIOTHS MOYETOYHMKA, MOYEBOTO ITy3EIps.

YMCTBEHHas1 OTCTAIOCTh, KaK IIPaBWIIO, FJIYOOKAst, HO M3BECTHbI
cJIyyau IIOrpaHUYHOIO CHIXKeHus unrevtekTa [Q (70 —80). B nekoro-
PBIX Ciay4dasx G0JbHbIE CKJIIOHHAI K arPeCCUBHBIM peaKIIUsIM, ayTOTPaB-
MaTu3My, YacTeiM adPeKTUBHBIM BembllikaM. B 25 % ciiygaeB BcTpeya-
€TCS CYHOPOXHBIH CHHIPOM.

XI1.1.4. MyanTudakTopuanbho 00yCI0BIeRHAd YMCTBEHHAS
OTCTAJIOCTD

JT1OT BU/Jl YMCTBEHHOM OTCTANIOCTH HU3YyYEH B HACTOALIEE BpeMsI HE-
A0OCTAaTOYHO. HOJ'IaFa}OT, 4YTO OHA HaCJACOYETCs Ha OCHOBE aJAUTHBHOTO
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(cymMMapHOTO) AeHCTBUSI MHOTUX TEHOB (HAC/IeACTBEHHAs KOMITOHEHTA
WJIV NIPEApacoNIoXEHHOCTb) U CPELOBRIX HaKkropoB (HEHACHEICTBEH-
Hasi KOMIIOHEHTa), YTO TMPENSTCTBYET HOPMAILHOMY MHTEITEKTYalb-
HoMy pa3BuTHiO pebeHka. Takast popMa, TTO-BHAMMOMY, BCTpEUAETCs
yacto Ilpu Hel, KaK IpaBWio, HE OTMEUAETCS HEBPOJOTMYECKHUX Ha-
pYLIeHUH, SIBHBIX MOPDOJIOTUIECKHUX OTKJIOHEHWH, HHTEIIeKTyaIhbHast
HEAOCTATOYHOCTH T10 CTEIEHM MPaKTHUIECKHM BCEraa Jerkast ¥ HeoCaoX-
HEHHas 110 CTPYKTYpE.

TaxyM 06pa3oM, HACIEICTBEHHO OOYCIOBICHHAS YMCTBEHHAs OT-
CTJIOCTL Pa3HOOOpa3Ha 1Mo KIMHUUECKUM NPOSBICHUSIM ¥ reHeTHYe-
CKOH npHpoae. DK30TeHHbIe (PaKTOPHI BTPOE peKe, UeM reHeTHIeCKUe,
SIBJISTEOTCST HEMOCPEACTBEHHOMN NPUYWHON HapylIeHNI WHTEIIEKTYalhb-
HOT'O Pa3sBUTHA, OOHAKO OHU MOTYT CTAaTh YCIOBKUEM TIPOSIBICHMSI TEHE-
TUIECKON MAaTOIOTHM.

XL.2. 3AJEPXKKA IICUXHUYECKOTI'O PA3BUTHUA

Jamepxkka mcuxudeckoro pa3sutust (3T1P) npeacrasnseT coboit
KIMHUISCKH TMONUMOpOHYI0 (GOpMYy OTKIIOHEHMIT B Pa3BUTHH, TNaB-
HOM 4YepToii KOTOPBIX SIBJISIETCS HE3pelIOCTh 3MOLUMOHATBHO-BOJEBOM
ceprl ¥ No3HABaTEIRHOH IeITENBHOCTH. OCHOBHEIE XapaKTepUCTHKH
ncuxpueckoil gegrenbHocTy peteii ¢ 3TIP onpedeneHHOro Bo3pacTa
03K XapaKTEPUCTUKaM, CBOMCTBEHHBIM IeTIM OOJIee pAHHEIO, I1pe-
IBIIYIIETO BO3PACTHOTO STAlla Pa3BHUTHSL.

Atuonorns 3I1P rereporenna. Pazmuuus B sTHomarorenese 3I1P
nonoxennt K. C. JIeGenHCKOH B 0OCHOBY Hanbonee pacipoCcTpaHeHHOM
B HacTosuee BpeMs knaccuukanun. CornacHo 3ToH KnacCupukammumu
BBUIETSTIOT KOHCTUTYUUOHAIBHYIO, COMAaTOreHHYIO, IICUXOTEHHYIO U
pe3ayanbHO-opranndeckyio hopmnl 3ITP

Pa6oT, crienaibHO MOCBSIIEHHBIX PO I‘CHCTI/I‘{GCKML( (hakTOpOB B
stronoruu 3IIP, rMpakTUieCKH HET, ¥ 3TO He MPeE/ICTaBASCTCS YAMUBM-
TEABHLIM, HAOIONAIOIIMECS TIPH 3TOM OTKIIOHCHUY PATRUTHS CUMIITO-
MBI HE HOCSIT TSLXKEJIOTo, Ipyboro Xapakrtepa, BCTPEYAalOTCS B CaMbIX
PA3NMUYHLIX 110 CIEKTPY M CTEIEHH BLIPAXKEHHOCTH COYETAHMSIX U OT-
HOCSITCS B OCHOBHOM K BBHICIIMM IICUXHUIECKAM (DYHKIIVSIM, MEXaHU3-
MBI iepenadyul KOTOPHIX K3 TTIOKOJNIEHHS B IIOKOJEHNE B3yIeHRI HEJ0CTa-
TOUHO

lenetnyeckre HaxTophl, HECOMHEHHO, CYIIECTBEHHBI B ClIyyae
KOHCTUTYIIMOHANBHLIX ¢hopM 3I1P. IToaTBepXieHNEM 3TOTO ABISETCH
MIOBTOPEHME B PSANY IMOKOJICHUN 0COOEHHOCTEN TENOCITOXEHUS M Xa-
pakTepHBIX (B TOM uucne u misg 311P) yepr muunocTn

Ponb HacnmencTBeHHBIX (hakTopoB npu coMatoreHHoi 3TTP vaiie Bcero
OTIPENICNSIETCSI OCHOBHBIM COMATHIECKIM 3a00JI€BAHNEM.

HaubGonblluyo ponb reHeTHYECKHUE (GAKTOphl UTPAIOT B ATHOJOIUH
3I1P pesunyanbHO-OpPTaHUYECKOTO TeHe3a
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XI1.3. PAHHUH JETCKUW AYTHU3M

[lpu cunzpoMe paHHero AeTcKoro ayruama (PLA) HapyliaeTcs Bo3-
MOXHOCTB B3aMOJICHCTBHUS PEOCHKA C OKPYKAIOIUM MUPOM, U TPEXKIIE
BCEro ¢ IPYTUMH MIOabMU. BEIHYXIEHHAST CAMOM30SILINAST IPUBOJINT K
HapyIIEeHUI0 Pa3BUTHUSI 3MOLMOHANTBHOH cdephl, peyd, KOTHUTUBHEIX
GYHKIIUH, TICMXUKHU B 11e10M. BeTpedaeTcst IeTCKUI ayTU3M 10CTaTou-
HO YacTo, 20—25 cnydaeB Ha 10 000 HOBOPOXIEHHBIX (C YUETOM Jler-
KuX opM, Mo MocneqgHuM IaHHBIM, 10 40—45 wa 10 000), npuaem y
MaJIbuMKOB B 4 — 4,5 pasza vaie, 4eM y aesouek. IlpumepHo 70 % aytny-
HEBIX 1€Tell MMEIOT YMCTBEHHYIO oTcTanocTh ¢ 1Q MeHee wem 70 u 30 %
¢ IQ menee yem 50. HecMoTpst Ha BRICOKYIO YACTOTY BCTPE4aeMOCTH
YMCTBEHHOMN OTCTAJIOCTH Cpean AeTeil C ayTH3MOM, TUIT KOTHUTHBHOTO
nedexTa Ipy ayT3Me OTINYAeTcs OT YMCTBEHHOM OTCTaNIOCTH Y Heay-
TUYHBLIX WTHIMBHRIOB.

IlepBble MpHU3HAKKW ayTM3Ma MOTYT IPOSIBISITRCS €€ B TPYIHOM
BO3pAacTe B BUIE OTCYTCTBHSI KOMILIEKCA OXHMBICHHWS IIPU KOHTAKTE C
MaTephio ¥ IpYTMMH OTM3KUMU. B cTapiiieM Bo3pacTe ayTU3M NPOSIBIIsI-
€TCsI B «yXOH€e B cebs», B CHMXKEHWH WIH IOJHOM OTCYTCTBHM KOHTaK-
TOB C OKPYXaroluuM MHpoM. PebGeHOK He yyacTByeT B Oecenie, HE OTBe-
yaeT Ha BOINPOCH]. XapakTepHa CcIaboCTh U OETHOCTh 3MOIMOHANBHLIX
peakuuii. Hapsiny ¢ sTUM U151 60NBHBIX ayTM3MOM XapaKTepHEI MTOBbI-
LIEHHAS] YYBCTBUTEILHOCTL K CBETOBBIM, 3BYKOBBIM M JIPYTUM pasmpa-
SKHMTEJISIM, TIOCTOSTHHOE UYBCTBO CTpaxa. HabmodaloTesi CKIIOHHOCTh K
CTEPEOTHITHBIM IBUKEHUSIM, HETOCTATOUYHOCTh MOTOPHVKH.

Stronormst PIIA HegocTaTouHO siCHa, HO OUYEBMIHO, YTO OHA [ETe-
porenHa. IlokazaHo, 4TO ONPEOENEHHYO POIb UTPAlOT OPTaHMYECKHE
MOPaXEHMST TONOBHOTO MO3ra, HO O JIOKATW3allMM HapyLUEeHUH TOBO-
PUTH B HACTOSIIIIEE BPEMST CJIOKHO. Yallle BCEro BhISB/ISIOTCS HApYIIE-
HUE KOPKOBO-TIOJKOPKOBLIX CBSI3€H, MennoOa3aibHBIX OTAEIOB JI0O-
HBIX J0JIeH, MEXIIONYIIAPHOIO B3aMMONEHCTBUS, THNOIUIA3NS HEKO-
TOPBIX OTHENOB YepBs Mo3Xeuka. Ponh 3Toil CHMIITOMATHKHA B IIATOTE-
HE3€ ayTU3Ma OCTAETCsl HESICHOM, M CYINThL O TOM, SIBJISIIOTCS TA Opra-
HUYECKNE HAPYIHEHUS NPUYMHON HEKOTOPLIX CJIyYaeB ayTHu3Ma MaHM-
(heCTHBIM (aKTOPOM MM OCIOXHSIOWHM CHHIPOMOM, B II€JIOM 3aT-
PYIHUTEIBHO.

BMmecTe ¢ TeM cienyeT oTMETUTh, UTo B nocnengHne 10— 15 net, no
HaOMIONEHUSIM KaK 3apyOeXHbBIX, TAK ¥ OTEUECTBEHHBIX KIIMHULINCTOB,
YacToTa U BLIPAXECHHOCTL 3HAKOB OPraHMYECKOTO IOPAXKEHUS OJ10B-
HOIO MO3Ta [P ayTU3Me HapacTaer.

Bo3MOXHO, 4TO HEKOTOPYIO pOJb UTPAlT U IICHXOTCHHBIE (HAKTO-
PBI, HO, NIO-BUIMMOMY, OHM WM SIBISIOTCS JIMIHB OJHWM U3 BO3MOXK-
HBIX MaHW(ECTHRIX BIMSHUA, WM GOPMUPYIOT HEBPOTHMYECKUE Ha-
CITOCHMS KaK IPH CaMOM ayTu3Me, TaK ¥ IIpH BTOPMUHOM ayTU3alni y
NIETEeH ¢ IPYTUMM OTKJIOHEHUSIMU B PA3BUTHN — IIpH CEHCOPHBIX HApy-
LHIeHUSIX, TETCKOM LiepeOpallbHOM Napainie, HEKOTOPBIX PEYEBBIX pac-
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CTpoMCTBax (ananusi, OTKPRITast PUHONAIUS, Tsokeabie GOpMbI 3amka-
Hus), pexe npu 3I1P.

Ob1enpru3HagHa poih FEHETHIECKHAX (PaKTOPOB, U ceiyac mpakTh-
JECKH BCE M3BECTHBIE MCCIEI0BATEIM OMOJIOTHHECKHMX OCHOB ayTU3Ma
COTJIACHHBI, YTO 3HAYMTENbHas 4acTh ciaydaeB PIHA (ecnu He BCe) Ha-
CJIeICTBEHHO obyciioBaeHa. Ha 3To ykaswlBaeT psan HabIioae HHil.

JIeTCKHiT ayTH3M YacTO COYETAECTCS ¢ XPOMOCOMHBIMM OONE3HIMMU:
ONMCAHBI CYyYay ayTu3ma TPy HaApyUIEHUSIX YHUCTA XPOMOCOM, MOCTa-
TOYHO YacTo oOHapyXuBaeTcs coueTanme PILA ¢ TeHHbIMM Ooe3Hs-
MU ((PEHUTKETOHYPHS, TYOEPO3HBII CKIEPO3, HepodubpoMaros
1p.). Ocobyro poab OTBOISIT CHHAPOMY JIOMKOI X-XpOMOCOMBI: 110 JaH-
HBIM HEKOTOPBIX MccaenoBareseil, B cpeaHeM M3 4— 5 MaTBUMKOB C
ayTH3MOM OIWH CTpafaeT CHHIPOMOM JOMKOH X-XpOMOCOMBI (CM.
BHINIE).

Ha ponb reHeTrueckux GakTopoB B pa3BUTUH ayTU3Ma YKa3bIBAIOT
W pe3yNbTaThl GAM3HENOBBIX MccaenoBaHnil. CorlacHO 3THM IaHHBIM,
MpH ayTU3ME OTMEHAIOTCS 3HAYNUTEIBHBIE pa3nuuns B KOHKOPIAHTHO-
CTH (BEPOSITHOCTD TIOSIBIEHUS OOJIE3HW UM TPU3HAKA ¥ OXHOIO U3 Wie-
HOB OJW3HELOBOM Mapbl IIPY YCIOBUM HAIMYMSA 3TOU OONE3HU WU
MpH3HaKa Y BTOPOro) Mo MOHO3UIOTHLIM (F€HETUYECKHM UAEHTUYHBIM)
W IV3UTOTHBIM (r€HETMYECKM HE MASHTUYHBIM) OJIM3HEIIOBBIM MTapaM.
/11 MOHO3UTOTHBIX GJIM3HEII0B KOHKOPIAHTHOCTE cocTariger 90— 93 %,
Torga Kax Uit qusuroTHelx — 0— 10 %, 4To yKa3biBaeT Ha OUEHBb OOb-
IIYIO POJb HACTIEACTBEHHOTO (hakTopa. BMECTe ¢ TeM KOHKOPIAHTHOCTh
Y MOHO3MTOTHBIX 6M3HeL 0B He nocturaet 100 %, uro paccMaTpuBaeT-
¢ KaK yKa3aH{e Ha OIpeJeNCHHYIO POJb 3K30TeHHBIX (hakTOpOB W,
BO3MOXHO, HA IIOJIMTEHHBIIA XapakTep HacneaAoBaHusl, BaXXHO OTMETHTD,
YTO MCCHAEIOBAHUS TIPOBOIHIANCH HE HA KOHTMHICHTE CIEIMATBHBIX
LUKOJ JUlS ayTMYHBLIX IETel, HO OXBaThIBalIM Bcex OimaHeoB lllme-
i, Hopserun, Jauun, @uunauoun v Ucnagmun.

MexaHusM naciegoBaHust 3a00JIEBaHMS HESICEH, HO OH 3aBEOMO
HE MOHOr€HHBINM: MHOTOUYMCJICHHBIC NOMNBITKH «YJIOXKWUTL» MPaKTHUE-
CKME HaOMIOIEHUS B CXEMY ayTOCOMHO-PELECCUBHOTO, X-CHEIIEHHO-
IO PEUECCHBHOTO HACIemoBaHWUA ycrniexa ne gann. Haubonee BeposiT-
HBIM CUMTACTCS MYILTH(aKTOPHAThHBII MEXaHU3M (T. €. TEHHBII KOM-
IUIEKC 00eCIeUNBaeT Nepeiady IpeIpaciIooXeHHOCTH K pa3BUTHIO Ma-
TOJOTMM, HO PEANTU3yeTCsd OHAa JHIIL MPH HATMYUKM HECEIUPHUIECKO-
0 5K30T€HHOTO WIN 3HIoreHHoro ¢akTopa). Takast ToUka 3peHus IIpH-
BJIEKATENIbHA YXKE TeM, UTO JIYYIIE APYTHX ITO3BOJSIET OOBSICHUTh Bpe-
MEHHYIO /WM CONEPKATENbHYIO CBA3hL C Pa3HOOOPa3sHBEIMU 3K30r¢H-
HBEIMIA DaKTOpPaMy 1 MCKITIOUMTEIHHO OONBIIYI0 KIMHUYECKYHO TIOJIH-
MopdHocTs cuHapoMa PHA. TlocnenHee oCOOEHHO UHTEPECHO, €CITH
pUHATH runoTesy B. I1. Od¢gponMcoHa o ToM, YTO KIIMHWUECKOE TIPO-
SIBJIEHWE TTOMTEHHOTO KOMITJIEKCA MOXET OBITh OBYCIOBIEHO TIPUCYT-
CTBUEM XOTSI OBl OgHOr0 TATONIOTHYECKOro reHa, T.e. HeoOsI3aTeNbHO
HATUYME BCETO KOMIDIEKCA WIH OMpPENeICHHOM ero 4acTh. DTa Xe M-
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I10Te3a TO3BOJISIET OOBACHUTEL POCT YHCNA OONBLHBIX C ayTH3MOM, He-
CMOTPST HA TO YTO caMH O0JIbHBIE HE OCTABJISAIOT IOTOMCTBA.

ToHKHE TCHETHYECKME MEXaHU3MBl Hacienonpanus PIA mamo u3sy-
YyeHEl. B HEKOTOPRIX paboTax 1oCTaTOYHO YOeIUTEIbHO MOKAa3aHa CB3b
AYTUCTMUECKMX PACCTPOMCTB C JIOKAJIM3I0BAHHBIM B KOPOTKOM TUIEHE
11-i1 xpomocomnt (11p15.5) revom c-Harvey-ras (HRAS), a Toynee c
YacTOTOM BCTPEYAEMOCTH CooTHolueHms ero aymrenei B3/B3. ABTopu
0o0palllaloT BHUMAaHME Ha PoNib ras-mpoTeHHa B MPOHECCAax PocTa He-
PBHBIX CTPYKTYP, M€XaHM3Max HEPBHOM Nepemayy, BHYTPHKIETOU-
HOro TPAHCHOPTa U LIMTOAPXUTEKTOHUKY EHTpanbHOM HEPBHOU CU-
CTEMBI.

B cepum npyrux paGoT oOpalaeTcss BHUMaHKE Ha BO3MOXHYIO CBA3b
ayruama ¢ MUKponyrnimkauned reHa GABRB3, sokanuszoBaHHOro B
KOPOTKOM mieye 15-f xpoMocoMsl (15p+) U IEeUCTBYIOLUErO, 110-BHU-
IMMOMY, Uepe3 M3MEHEHHE CTPYKTYPHI O€jika, TPaHCHOPTUPYIOLIEro
CEPOTOHUH.

Taxum o6pazom, 06¢ TPyHILl paboT NO3BOAAIOT BHIIETUTL I'YaHUH-
TpudocharaBUCUMBIE CUCTEMBI, (haKTOp PocTa HEPBOB, XOIMHEPTH-
YECKUE CHCTEMBI, CUMIIATUYECKYIO CUCTEMY KaK MOTEHIMAIBHBIE 3BE-
Hbs natoreHe3a PIIA, X0Td, K COXaNEeHUIO, TaTh OOJEE MOJHYIO M TOY-
HYI0 XapaKTEePHCTHKY MECTa ¥ 3HAYMMOCTH OTHUX CUCTEM B MATOreHese
PJIA B HacTosIIIIee BpeMST HE MPEICTABISIETCS BOAMOXHBIM. B To e Bpe-
Ms cpencTBa (papMaxoIOruuyecKoro BO3NEHCTBHS Ha 3TU CHCTEMBI (B
MEepPBYI0 ouepenb Ha CHMNATHUECKYIO CHCTEMY M XOJMHEPrUYecKue
CTPYKTYDPBI) XOPOILO M3BECTHBI, ¥ UX MCIOJIb30BAHNUE B KIIMHWYECKOI
MPAKTHKE MOXKHO C M3BECTHOM OCTOPOXHOCTBIO OTHECTH K MaTOreHe-
THYECKUM CpEeAcTBaM JiedeHus. Bojiee Toro, BHUMATETLHBIN aHANK3
addexTa cpencTs, ASHCTBYIONUX HA T¢ WIX HHBIC 3BEHBS MATOreHETH -
YECKOH 1enH, MOXET B IIPUHIIMITE JaTh HOBYIO MH(MOPMALUIO O CAMOM
aTOreHe3e ayTh3Ma.

X1.4. CTOMKHUE HAPYIIEHUA CIVXA

K cToiixuM HapyleHUsIM CityXa OTHOCSIT TIIYXOTY M TyToyXocTh. Ilpu
ITYXOTE W3-3a HAPYIICHUSI HEHPOCEHCOPHBIX CUCTEM (KOPTHUEBA OpraHa
1/WIY HEPBHOTO anmapara cjiyXxoBOro aHaIU3aTopa) BOCIIPUSTHE 3BY-
Jame peyr TONLKO Ha CIYX OKAa3bIBACTCS HM IIPH KaKUX YCJIOBMAX
HEBO3MOXHBIM, TaK KaK HE TOJILKO CYILHECTBEHHO MOBRIIEH MOPOT CITy-
XOBOTO BOCHPHUSTHSI, HO OrpaHHYEH M YaCTOTHBIN gUana3oH BOCHPH-
HUMAaeMBIX 3BYKOB (1o 3,5 —4 x['11 ¥ MeHee). B 3aBUCUMOCTH OT TsIKe-
CTU MOPAXEHHUS MPH TaKHUX HApyLIEHUSX MOIYT BOCIPHHUMATLCS He-
KOTOPBIE HEPEUEBLIE 3BYKH, OTHAEIbHBIE (POHEMBI, 3HAKOMEIE CIIOBA I
Iaxe (pasel, HO pEYL B 1IETTOM OKAa3bIBAETCST HEMOCTYITHOM. ToTanbHas
ryxXoTa (Korma He BOCHPUHUMAIOTCS HUKAKME 3BYKH) COCTABISIET HE
6onee 2—3 % oT BCeX CIyyaeB 3TOM MaTONOryH.
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IIpu Tyroyxoctu BocnpuUsSTHE PEUM Ha CAYX 3aTPYOHEHO, HO IIpH
CITEITUATBHBIX YCIOBUSIX (YCIWICHME 3BYKa) BO3MOXHO, TaK KaK YKOPO-
YeHWe TOH-1UKaJlbl HC 3aTparuBacT PEeueBOil AMAIa30H YacToT, XOTS
TTIOPOT CIIYXOBOTO BOCIIpUSITUS moBbIIEH Ha 30— 80 ob.

Crnenyer OTMETHTh, YTO €CAM B MEIUIIUHE WHOTIA TOBOPST O «Bpe-
MEHHOH TIIYXOTE» WU «BPEMEHHOU TYrOyXOCTU», TO B CIICHHANLHOM
(KOppeKLIMOHHOM) Nenaroruke WMeTCS B BUAY HE IpeXomslue, HO
CTOMKUE, HENOCTYIHBIE JIEYEOHOMY BO3neCTBUIO HapyleHWsT. Eciiu oHu
Pa3BUBAIOTCST B JETCKOM BO3pacTe, TO 3TO HEM3OEKHO OTPUULATENBHO
CKa3BbIBACTCSl HA PEUYEBOM Pa3BUTHH, Ha (OPMHUPOBAHWHA JTUYHOCTHU U
IICUXMKU B 1EeTOM. BO3HMKAET COCTOSHHUE, BKIIOUAIOIIEE HE TOJIBKO
HapyleHUEe CJIyXa, HO MHOTOYHCICHHbIC HEBPOJIOTHUYECKHE U TICUXO-
MTATOJIOTUYECKHE CUMITOMBI (MHOTHE U3 KOTOPBIX TOCTYNMHBI KOPPEK-
[IMM TIpY YCIOBHAHU CBOEBPEMEHHOIN M ameKBaTHOU paboOThI).

ITo maHHBIM OTEUECTBEHHBIX aBTOPOB, oxolo 60 % BceX H30IUpPO-
BaHHBIX HapylleHUt cyXa oOyC/IOBIEHO TEHETUUECKUMU (DaKTOpaMU.
HacnenoBaHue vaiie BCEro HOCUT MOHOTEHHBIHM xapaKTep, TIPHUEM II0
ayTOCOMHO-PEIIECCUBHOMY THUILYy Hacnenyercs npuMepHo 80 % ciaydaeB
HEWPOCEHCOPHBIX HapylueHWi ciyxa, 19% — no ayrocoMHO-TOMU-
HaHTHOMY THIY ¥ 1 % — 110 X-cLeIIIeHHOMY perieccusHoMYy Tulry. [1pu
3HAYUTETRHOM TTONMUMOPQPHOCTH ayIUOMETPUYECKOM KapTUHBI B Iep-
BOM M3 YNOMSTHYTBIX CIIy4aeB THITTIHO PaBHOMEPHOE NOBHILICHHE T10-
pora cayxoBoro BocnpusTus Ha 45— 50 nb B TIpEaenax BCero PeYeBoro
Jvana3oHa JacTot (puc. X1.12), so BTopom cnyqae aymuorpaMMa HOCHUT
HUCXOIAIINN XapakTep (B HU3KOYACTOTHOM YYaCTKE pEeyYeBOro guana-
30Ha CAYXOBOi#l mopor noselieH Ha 30— 35 JI6, B BRICOKOYACTOTHOIM
obnactH (3— 5 xT'u) — mo 80 u Gosee nb) (puc. XI1.13) u B TpeTreM —
XapakTepHO paBHOMEpHoe cHIkeHHe 1o 70— 80 u Gonee b Ha npoTs-
keHuu Beeil ToHwkanst (puc. XI1.14).

MHOTHE CXOIHBIE TI0O KIITMHUYECKUM ITPOSIBJIEHUSIM CTOMKHE Hapy-
IIEHHUS CyXa reHEeTHUeCKH TETePOTEHHBI. TaK, OTOCKAEPO3, AJIST KO-
TOPOTO XapaKTePHO Pa3BUBAIOIIEECS B MOJOIOM BO3pacTe Nporpec-
CHUpYIOIIEe CHUXXEHHUE CIyXa B CBSI3H C OTPAHUUYEHUEM IOIBHUKHOCTU
CTpeMeUKa, COMNpPOBOXIaplleecs WYMOM B yillax, MHOTZA TOJIOBO-
KPYXEHUEM, HaclemyeTcsl B OOMBIUMHCTBE CIy4aeB II0 ayTOCOMHO-
JTOMWHAHTHOMY THUIIY C HEIIOJHOM TMEHETPaHTHOCTBIO, OOHAKO OIH-
CaHbl M IPYTUE TUNH HACAEIOBaHMUSI.

MHoOroYncIeHHbIE CUHIPOMANBLHEIE (hOPMBI CTOMKMX HapylUCHUH
cnyxa b.B.Konurcmapk u P.JI. l'opauH xiraccubuupyIoT o0 OCHOB-
HOMY COITyTCTBYIOIIEMY NPM3HAKy. OHU BRIETUIN 8 OCHOBHBIX IPYIIII,
B KOTOPBIX CTOMKHE HAPYLUEHUS CTyXa COUETAIOTCS ¢ IpyruMu nedex-
TaMH, TaKUMM, Kak:

1) aHomanum HapyxHoro yxa. OIHUM U3 IIpUMEPOB TaHHOM IPYIIIEL
HapyILIEHUH ABALETCH MUKPOTHS € ATPe3Hei HAPYKHOTO CJIYXOBOrO Npo-
X012 K nposoaameit Tyroyxocroio (puc. X1.15). 3aboneBaHne nposiBIsgeT-
cA pasnUYHbIMUY Je@OPMAUSIMU WIM OTCYTCTBHEM YIHHON PaKOBUHLI;
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Puc. X1.14, Tunnunas ayauorpaMmma s MOHOT€HHOW X-CLIETINIEHHO# peliec-
CUBHOH TYTOyXoCTHU

MHOTrIa OOHAPYXUBAETCA aTPE3Us HApyX-
HOTO CJIYXOBOrO IpOXona; CHUXKEHHUE
cJIyxa yaie 1o MpoBOAgeMy (KOHIYK-
TUBHOMY) THITY, PEIKO — TI0 HEHpPOCEH-
COPHOMY; TUII HACNIEAOBAHUS — ITPEAII0-
JIOXUTETBHO ayTOCOMHO-PELECCHBHBIN;

2) NOpoKHU pa3BUTHSA ¥ 3a00TeBaHUS
opraHoB 3peHus1. IIpMepoM MOXeT Ciry-
XKWTh CHHAPOM YHIepa, BCTpeUAOLIics
v 2,5 % ryxux (BpoXAeHHass HEUPOCEeH-
COpHasl TTyXoTa ¥ MUrMEHTHbIA PETUHUT).
THUNUYHB! BPOXICHHAST HEHPOCEHCOpHAas
TaTOJIOTHUST CNIyXa, OTCYTCTBHE BECTHOY-
JIIPHEBIX peakiMil ¥ MeIJIEHHO Nporpec-
CUPYIOLUUY TTUTMEHTHBIA PETURUT C Ha-
YanoM Ha [—2-M JeCATUICTHH XHU3HH,
M3 npyrux rina3HbeIX CUMIITOMOB Ha0TIo-
JAIOTCS KATapaKTa, NereHepalisa CeTYaT-
KW, HHOTIa riaykoma. B yeTseptu cay-
YyaeB — YMCTBEHHAsl OTCTANIOCTh, MHOI-
Ja msodpenus. Hacneayercs ayrocoM-
HO-PeLECCHBHO;

=

4 K

Puc. X1.15. CurnpomM Mukpo-
THU C aTPe3HeH HAPYXHOrO
CIIyXOBOTO NpOXoia ¥ MpoOBO-
Osille#t TIyXoTo,
BoipaxenHas aedopmanms yii-
HOW PaKOBUHbBL
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Puc. XI 16. YepenHo-nuieBoit an3ocroc KpyzoHa

MuneprenopusmM, 3ksobTannbM, pacxofsfllieecs KOCOrIa3He, TUITOMUIa3Hs BepxHeil
YeTI0CTH

3) TOPOKM pa3BUTHA CKeJleTa U
O0oNe3Hn COEIMHUTENBHON TKaHW,
Cpeau 3TOU TPYNITH CTOMKUX HApy-
IICHUIN CIIyXa MOXHO BBINEIWTH JBa
XapaKTePHBIX 3200/1eBaHUS: YCPEITHO-
JUIEBON IHU30CTO3, WIM CHHAPOM
Kpy3ona, u HWXHEYENIOCTHO-THIIE~
BOW IMU30CTO3, Wil cuHapom TpHdae-
pa— Kommn3a. OCHOBHBIMH HPOSIB-
JeHUAMH cuHiapoMa Kpy3oHa siBis-
10TcA gehopMale yepelia (Opaxuie-
anus, okcuuedanus), sksodTanpm,
MEJKHE OpOMTHI, TUNOILIA3MNS BEpX-
Heit wemocty (prc. XI.16). Habmona-
IOTCH TAaKKe TMNEPTENOPU3M, PACXo-
Iseecs KOcorna3ue, HUCTarM, Kio-
BOBMIHBIIT HOC, MHOTNA pacilieIiHa
TBEPNOro HEDA WAM SI3bIYKA, XBYCTO-
POHHSIS aTpe3us HapYyKHOIro CAyXOo-
BOTO IIPOXO1a, pa3lTuyHble CTelleHU
CHUXEHUS CIyXa, UHTEJUIEKTa, 3pe-
HUA. TUI HACETOBAHUA — ayTOCOM-

. HO- IOMUHAHTHHIH.
AHTPII:{OHFOJ’IOVLE[H]:IH pa3pe3 rma3HbIX OCHOBHI}IMH KIMHAGeCKIMI HpO—
HICJICH, TMITOILUTa3ud CKYJIOBLIX KOC-

Teit n OpGMT, aHoManum ynmux pa- ABIAEHHAMU CUHapoma Tpuyepa-—
“ KOBUH Komwmasa ABISIOTCH JABYCTOPOHHSAA

| Puc X1.17 Cungpom Tpuuepa —
[ KominHsa (HIDKHEYeTIOCTHO-TH-
HEBOM TH30CTO3)
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THIOTIIa3Usl CKYJAOBBIX KOCTeH W OpOUT, KojoOOMa HMKHMX BEK, aH-
TUMOHTOJIOWIHEBIN pa3pes rNa3HbIX 1eNei, OTCYTCTBIE PECHHI] Ha HYDXK-
HEM BEKe, aHOMAJINH VIIHBIX PaKOBUH, [POBOASIIIAA ITyX0Ta, THIION-
Jia3na HkHel yemocth (puc X1 17). Tun HacnenoBaHns — ayTOCOMHO-
JTOMWHaHTHBIN;

4) natonorua GyHKIMN rmodek. [IpUMepoM MOXKET CyKUTh HACJeN -
CTBEHHBIH HePHT C IIYXOTOi, WIH CHHApPOM AJbmopra. 3abojieBaHue
MPOSIBIISIETCA PA3IUYHBIMHM HapyLIeHUAMH (QYHKIINM 1modek (reMaTy-
pHS, IPOTEMHYPUS W AP.), MEPEXOMSIIMMH YacTO B MOUEYHYIO Heno-
cTaToyHOCTb. B 50 % cny4yaeB 0TMeUalOTCS HEMpPOCEHCOpHBIE PacCTpoil-
CTBa Cjlyxa, HaUWHAIOIIPECS ¢ TIEPBBIX JAeT XKNW3HU Y 15 % OONbHBIX
BBISIBJISIETCS KaTapakTa WIW IpyTrhe aHOManuM 1ia3. IlpenmosnaraeTcs
TeHETHYECKAsi TETEPOreHHOCTb CMHIPoMa (6 HopM ¢ pa3mMIHBIMHA KITH-
HUYECKUMHA OCOOEHHOCTAMHN M HEONMHAKOBBIMMA THIIAMH HacjeqoBa-
HUSI — ayTOCOMHO-IOMWHAHTHBIM, X-CHEIUIEHHBIM PEIECCHBHBIM,
ayTOCOMHO-PENECCUBHRIM ). CUHIPOM AJBITOpTa BCTpeuaeTca y 1 % ne-
Te¥ C BPOXKIEHHBIMU HAPYLICHUSIMU CIIYXa;

5) aHmoKpHHHas natosnorusi. K aToit rpymrie 3abosieBaHWi O0THeCe -
HbI YCTOMUYNBBIE COUETAHHWS HATMUMS 300a ¢ HEHPOCEHCOPHOM TIIyXO-
Toii. 3aboneBaHNe HOCUT Ha3BaHKe cHHApoMa Ilenapena, KOTOpbIH BCTpe-
yaercst ¥ 10 % OONBHBIX ¢ BpOXIEHHOM rimyxoroil i 3aboneBaHHUA
XapaKTepHa BpOXIeHHas HeipoceHCOpHast rmyxoTra. C 5— §-J1eTHero Bo3-
pacTa OTMEYaeTCsT yBeJInUeHNWe U TOBUIHOM XeJe3bl 32 CUeT Pa3BUTHS
IHGGY3HOro 300a. B HEKOTOPHIX CIy4Yastx HabIIoxaeTCs YMCTBEHHAs OT-
cTaoctb. Hacmeayercst ayTOCOMHO-PELECCHBHO;

6) TaTOJIOTHSI HEPBHOM CHUCTEMBI, HAIIpUMED, CUHIPOM aTakKCHU,
TUIIOTOHAM3Ma, YMCTBEHHOM OTCTaJOCTH M HEWPOCEHCOPHAsl IMyXO-
Ta, HOCSIIUMA HanMeHOBaHHe curapomMa Pruapaca — Panma. JUist 60i1b-
HbIX XapaKTepHHI 3aJepKKa MOTOPHOTO Pa3BUTHUS, aTaKCHs, Heqopas-
BHTHE BTOPHUYHBIX ITOJOBBIX IMPH3HAKOB, nehOpManii CTOI, KOITeob-
paszHas gepopMalins KUCTH, KHPOCKOINO03, aTpOdHsT MBI, YMCTBEH~
Hasl OTCTAIOCTh. [ 1yX0Ta HOCUT IporpeccupyIonnii xapakrep T Ha-
cle10BaHus CHHAPOMA — ayTOCOMHO-DPEIECCHBHBIIL;

7) TIaTONOr¥ist CepAECYHO-COCYAUCTON CHCTeMBL. Y 1,5 % meTeit ¢ Bpox-
JIEHHOM TTYXOTO#H BIABIsIeTCsI cuuapoM 2Kepsenna u JIanre-Hunncena.
Hnd cMHIpoMa XapakTepHBI ABYCTOPOHHsS HeMPOCceHCOPHasT TyXOTa,
TIPUCTYNBI TTOTEPW CO3HAHWS, CBSI3AHHBIE ¢ (U3NYECKOH HArpy3Koii
WIX HEPBHBIM IepeBo3byxnenrieM. Ha DKI oTMeuaroTcsl NMpH3HaKu
HapyLIEHNS Cepae4YHON IPOBOAUMOCTH. bojiee IToa0BHHE! OOIBHBIX 110~
THbaT 00 14 jeT npy SBIeHUAX ceppedHoil aputMun. Hacmenyertcst
ayTOCOMHO-DPEIECCUBHO;

8) ropakeHue KOXKHBIX IIOKPOBOB U HapylueHue murMeHTaniu. [1pu-
MePOM COUYETaHHsT HEHPOCEHCOPHOH TYXOTHI M NMOPAXKEHUST KOXM MO-
3KeT CIIYXHATH CHHAPOM MHOKecTBeHHbIX JeHTuro (puc. X1.18) TTomumo
3THX MPU3HAKOB y OOJILHBIX OTMEYAETCST OTCTaBaHMe B pocCTe, TUIep-
TEJIOPU3M, aHOMAJIMM ITOJIOBLIX OPraHOB (KPHIITOPXW3M, THITOCTIALNA,
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Puc XI.18. CuHapoM MHoXe- Puc XI 19. Cunopom Baapaeu-

CTBEHHEBIX JIEHTHUTO 6ypra
MHOXeCTBEHHbIE MeTKHE IUIOCKUE TenekaHT, IWKMPOKAsS TEPEeHOCULIa,
TUTEPIIUIMEHTHPOBAHHDIE 3JIEMEHTHI reTEPOXPOMMSL PALlyKKH, Oeiast npsinb

Ha KOXe BOJIOC

TUITOTOHAAM3M), CTEHO3 JIErOYHON aprepud. Tun HacnegoBaHUs ayTo-
COMHO-JAOMWHAHTHBIN C BEICOKOI TTEHETPAHTHOCTBIO. JpyruM npume -
pPOM ABJISIETCST CHHAPOM Baapaenoypra, 4yacTota KOTOpOro cocrabiseT |
cny4ait Ha 4000 HOBOpOXIEeHHBIX. THNUYHEBIE NPOSBIEHNA CHHAPOMA:
YACTUYHBIA AILOMHU3M, Oejasd npsob BOJOC, TENEKAHT, IUAPOKAsA BhI-
CTYTIAIOIAasA MEePEHOCHIA, CPOCIIMECS OPOBH, reTepoXpOMUs paayX-
KM, ISITHA TenMrMeHTanuy Ha koxe (puc. X1.19). BenencrBue rumorn-
Jla3sMy KOPTMEBa OpraHa pa3BHUBaeTCs HeHpoceHcOpHas riyxoTa WIN
TsoKenass Tyroyxocts. Hacnengyerca cuHapom Baapnen©ypra ayTocom-
HO-JIOMMHAHTHO C HENOJHOH MeHETPAHTHOCTHIO.

X1.5. CTOUKHUE HAPYIIIEHWS 3PEHHUA

K CTOIKMM HapyILIEHUsIM 3pEHUS OTHOCAT CNENOTY U CHaboBMIe-
Hue. CnenbiMu (HE3pSUUMHK) CYMTAIOTCS JIHIIA C TAKHMU HapylIeHU-
MW 3pEHUA, NP KOTOPHIX 3PHTEJIbHBIE OIIYIIEHHs WIM ITOJIHOCTHIO
OTCYTCTBYIOT, UJTH MUMEETCS CBETOOIIYILEHHE WU OCTATOYHOE 3peHIe
(mo 0,04 Ha nydie BHIAIIEM I1a3y C KOppeKuHeil oYKaMu), a Takke
JIAA ¢ NPOTPENAEHTHBIMU 3a0071eBAHMSAMMI U CYXKEHUEM I110J1 3pEHNS
(no 10— 15 %) ¢ octpotoii 3penusa o 0,08.
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[Ipy cnraboBueHUM OCTPOTA 3pEHMS Ha Jiyyllle BUOAIIEM IJIa3y CO-
crasiger ot 0,5 no 0,2 ¢ koppekuueit 00bIYHBIMU OYKaMu. KpoMme cHH-
JKEHHOH! OCTpOTLI 3peHUd, Y CIA00BUIAIINIX MOTYT ObITh OTKJIOHEHUS B
[BETOOLIYIIEHUHU, NEPUPEPTIECKOM U OMHOKYISIPHOM 3pEHUH.

PaHHee pa3BUTHE CNENOTHI WM CIA00BHACHUS BBI3LIBAET OTKIIOHE-
HUS B ABUTATEJLHOU cepe, B HEPBHO-TICUXHUYECKOM Pa3BUTHU. MHO-
TMe U3 3THUX OTKJIOHEHMI JOCTATOUHO XOPOIUIO MOIIAI0TCH KOPPEKLIHU-
OHHBIM BO3/ICHCTBUSAM.

Ilo naHHBIM OTEYECTBEHHBIX aBTOPOB, Y 84,5 % ydaiuxcsi WIKONX
IUTSL CJIETIBIX M CNabOBUASUIMX JIETell HApYyIIeHUs HOCST BPOXIEHHBIMA
W, Yallle, HACIENCTREHHBINA XapakTep. CUMTaeTcst, 4YTO reHeETHYECKH 00YC-
JIOBJACHHBIE HAPYILIICHUS 3PEHUS COCTaB-
JsoT oT 60 1o 80 % Bcex caydaes 3Toit
MaTOJIOTWH, IIPHUEM Ha JTOMI0 ayTOCOM-
HO-peLIeCCUBHBIX (POPM MPUXONUTCS 10
80—90 % cayuaes.

Hepenko croiikas ogTambMoJIOTH-
4YeCcKas NaToNorus SBsieTCst KOMITOHEH-
TOM HACIEJICTBEHHBIX CHHAPOMOB (ITpH-
MepHO 16 % ciydaeB HacJIeACTBEHHOM
CIenoTHI U cj1aboBuaeHUs ). Tak, Harpu-
Mep, Pas3jIMYHbIE HAapyLUIEHUS 3peHUs 1
aHOMAJIMH TIJ1a3 BCTPEYAIOTCs MIPU CHH-
npome Purepa. OCHOBHBIE MPOSBACHUS
CHHIPOMA — TojlyOble CKJIEpBI, aHU-
pPUIYS, TIAyKOMa, MUKpPO- FUTM Mera-
JIOKOpHea, pa3IMJYHEBIe HapyLIeH!sT pa-
IyXKH, TIOMyTHEHHE POTOBHIIBI, KaTa-
paKkTta, Kocoriazue. OTMevaTces UId-
poKasi MEpeHOCHIia, IMHUPOKO ITOCTaB-
JIEHHBIC I71a3a, BBIBEPHYTasl HMWXHss
ryba. JedopMallsa VIIHBIX PaKOBHUH.
XapakTepHa Takke KOHW4ecKas (op-
Ma repeqHux 3y00B ¥ OMUTonoHTHsA. Tur
HACNE10BAHUA ayTOCOMHO-AOMHUHAHT-
HBIH.

I1pu cunpome AnpcTpema Ha mep-
BOM T'OZly KM3HHU IOSIBIASIETCA HACTATM,
Pa3BUBAIOTCA BOCHAJIEHUE CETYATKNA M
¢cBeTo00s3Hb. HabmopaeTcst rporpeccu-
pyollee CHUXKEHUE LEHTPATBHOIO U
nepupepuveCcKoro 3peHus, NMpUIMEpHO
K 7 rogam npuBoisiiee K cienore. s
OOJNBLHBIX XaPAKTEPHO IIPOIPECCHUPYIO- Huskitl poct, oxupexwe, Tanon-
1ee CHIKeHue cayxa. C panHero ger- . ooo MOLIOHKY, 171433 3aKphiTh
cTBa oTMevaeTest oxupenue (puc. X1.20). BCIIGACTBIC CBETOBOSI3HH

Puc X120 Cungpom AabCT-
pema
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{locne mybepraTHOro repuoaa nosie-
JISTIOTCSE IPU3HAKY MHCYTMHHE3ABUCH -
MOTro caxapHoro auadera u Hedppo-
[aTHuU, IIPUBOJIALIIEH K ITOYEYHOHN He-
J0CTaTOYHOCTH. [TonoBoe pa3BHTHE
BHEIlIHe HOPMaNBHOE, HO npd Guo-
TICHM SIHUEK OOHAPYKUBAETCS arlla3ms
TePMUHATUBHBIX KIIETOK U CKJIEPO3 Ce-
MeHHBIX KaHaThLieB. IHTEeAIeKT O0bIY-
HO coxpaHeH. THI HacaemoBaHUsE —
ayTOCOMHO-PELIECCUBHBIM.

BenyimmmM KITMHHYECKHUM [TPOSIBiC-
HUEM cHaApoma JleHna sBIsIeTCst, Kak
MpPaBUiI0, OTHOCTOPOHHSS MHUKPO-
dbranemug UM aHogTaNBMUS (pHUC.
X1.21). Kpome Toro, xapakTte pHBI aHO-
MaJIMM KUCTH (CUHIAKTWIUS, YABOE-
HUe GOJBUIMX NajJblEB U Ap.), yMe-
peHHast MUKpoLedaius, 1ePopMUpo-

i g_@ .
E IR * 1)

e

Puc. X1.21. Cunnpom Jlenua. BaHHbIE, OTTOTIBIPEHHBIE, HU3KO TO-
AHOQTaNnbMHKS, OTTONbIPEHHbIE Y- Ca’XCHHBIC YIIHBIC PAKOBUHBI. Bob-
HBIC PAKOBUHbBI HpBIE aCTCHUYCCKOro TEAOCIOXKCHUA,

C Y3KMMH TUtedamu ¥ Geapamu. Berpe-
YaoTCA MOPOKHU CEpHua, Keaya0odHO-KHIHIEYHOTo TPaKTa, Inyek., OT-
MEYaI0TCsI TAKXKE HAPYILIEHUs [TPUKYCa 1 YacTHYHAS alOHTHsI. Y MCTBEH-
HOe Hellopa3BUTHE He3HauutTesbHOe. Hacnenyercst cuanpom JleHna X-
CLEIUVIEHHO PEeCCHBHO, Y IreTepPO3UTOTHBIX HOCUTEIbHHUII BO3MOXHBI
JieTKMe TIpOSIBIeHHS 00j1e3HH (AHOMAIMY KUCTH, y3KOe JULI0, aHOMa-
Jiuu 3y00B W Ip.).

KaTapakTbl BpoxIeHHbIe 00beAMHEHBI Ha OCHOBE BeAyLIero MpH-
3HaKa — IIOMYTHeHUs XpycTanuka. KnanHudeckast KapTHHA 3aBUCHT OT
MHTEHCUBHOCTH U JIOKAMN3AIIMK MIOMYTHEHUS B XpycTannke. Okomo 25%
CllydaeB BpOXIEHHBIX KaTaPaKT COCTABJISIET I0JIHAs siflepHast KaTapak-
Ta, MPUBOAAIAS K CHUXEHHIO OCTPOTHI 3PEHHUS, MHOIAA 3HAYUTENb-
HOMY. YacTo nIpuBoOAMT K HHBANTUIH3AIUY I10 3pEHWIO CJIOUCTAs KaTa-
pakTa. OHa coctamisieT 10 40 % Bcex ciydaeB, Topaxaer, Kak IIpaBy-
Jlo, 00a rmasa, pa3puBaeTCsl, MeIUIEeHHO ITporpeccupysi. BpoxneHHrle
XarapakTsl CO CHUXeHUeM 3peHUs B 30 % ciydaeB COIPOBOXKIAIOTCS
XocoriazueM 1 HUcTarMoM. B 25 % ciyyaeB ogHOCTOPOHHAS U B 11 %
CJIy4aeB IBYCTOPOHHSISI KATapaKTa coueTaeTcs ¢ MUXpodTaibsmMom. Ha-
CJIeYIOTCSI BPOXKIEHHBIE KaTapaKThl ayTOCOMHO-JOMUHAHTHO, ayTo-
COMHO-PELECCUBHO, X-CIeTLUIEHHO PEeleCCHUBHO.

HapyilleHvist 3peHHs] 0TMEYArOTCs] TAKKE TP OIMMMCAHHBIX BbIIIE CUH~
IpoMax Yiepa, Anbnopra, MapdaHa, Kpy3oHa u MHOFMX ApYTHX, 4
TaKXe MPY Pa3THUYHBIX HACJIEACTBEHHO OOYCJIOB/ICHHBIX HAPYIIEHUsAX
0oOMeHa BELIECTB.




TEPMUHOJOTUYECKNUI CIOBAPH

A

Abeppanus XpoMOCOMHAA (VT XPOMOCOMHas aHOManus) — 06GobILEHHOe
Ha3BaHME JIIOOOro M3 THMIIOB XPOMOCOMHBIX MYTallWil: mejeUuM, TPaHCIIOKa-
UMi1, HHBePCHil, DYIUTUKAlKH

Arene3us — MOMHOE BPOXASHHOe OTCYTCTBHE OpraHa (HalpuMep, OTCyT-
CTBHE MOYKH, TJa3a).

Asnens — OHA W3 ABYX WIM GOjiee aibTe pPHATUBHHIX (OPM TeHa, Kaxaas
M3 KOTOPBIX XapaKTEpH3YeTCsi YHMKaTbHOH TOCIEeLOBATENbHOCTbIO HYKJIEO-
THUIOB

Anonenua (OONbICEHWE, MACUIMBOCTb) — CTOMKOE MW BpeMeHHOe, I0J-
HOe WY YaCTUYHOE BBINaJieHue BOJOC.

Anntha-deronporenn (ADPIT) — sMmOEpuoHanbHBIM Geok, OGHapyXuBae-
MBI B KPOBM 1043, HOBOPOXAEHHOrO, OepeMeHHOU XeHIUWHBI, a TaKKe B
AMHHOTHYECKON XKUAKOCTH.

AMHHBOLIEHTE3 — TTPOKOJ aMHUOTUYECKOro MelIKa C LIENbIO ITONyJYeHHs aM-
HHUOTHYECKOH KUIKOCTU

Anadasa — dasza MUTOTHYECKOTO ¥ MeHOTHYECKOTO AeNeHUS sjipa.

AReynIouaMsa — W3MeHEeHHbi HAabop XPOMOCOM, B KOTOPOM OJHA WK He-
CKOJIbKO XPOMOCOM U3 0OBIYHOTO HabOpa WIH OTCYTCTBYIOT, MM TIPECTaBIe-
Hbl JOMOTHUTENBHBIMI KOITUSIMH

AROTHA — arUia3usl YIUHBIX PaKOBHH

AnopTansMua — OTCYTCTBUE OIHOTO MAM OBOMX TIA3HEIX AOIOK.

ABTHKOIIOH — TpyIllIa U3 TPex OCHOBaHMI1, KOMITIEMEHTapHasI KOJOHY B
nPHK. 3anuMaer ¢pmKcupoBaHHOe nojioxeHnue B Monekyne TPHK.

AHTMMOHTOJIOUMBLI paspe3 raa3 — pazpe3 Mas ¢ ONYHIEHHBIMM HapyXHBI-
MM YIIaMy TIA3HBIX 1eneit

Anaasus (TUNOMNA3usl) — OTCYTCTBUE WU 3HAYUTETLHOE YMEHDBLUEHWE Pas-
Mepa oplaHa (HallpuMep, OfIHOW MOYKHM, cefie3eHKH, KOHEeUHOCTH) TIpU HAJIM-~
YU €ro «COCYIUCTOR HOXKHU» M HEPBOB.

AanHOIlaKTHJIHSl — HEOOBIUHO IUTMHHBIE ¥ TOHKHE NaJIBLBI

ATpesus — 110JIHOE OTCYTCTBME KaHajia WIH eCTECTBEHHOr0 OTBEPCTHS

Ayrocoma — J106asi HemojoBas XpoMocoMa. Y 4dejloBeka MMeeTcs
22 mapsl ayToCcoOM

j

BuBaneHT — napa roMOJIOTHYHBLIX XPOMOCOM, OObeIMHSIOLINXCS B eAMHOE
obGpaszosanue Bo BpeMs TNpodasel U Metadasbl | Meitoruyeckoro neneHusl.
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Buoncusa xopuoHa — rnpouenypa, ocyllecTBasiemast Ha 7—11-i Henene Ge-
PEMeHHOCTH C UETbI0 NMOMYYEHMs KIIETOK JUlsl MPEeHAaTAJIbHOM qUArHOCTHKU.

BaacroMep — KJeTKa, 00pa3ylolascs Mpu NepBblX MUTOTUUECKHX NETEHH-
SIX 3UTOTHI.

Baacronarned — TopaxeHre 3aponblilia B TIEpHOA NepBbiX 15 gHel nocne
OIIonOTBOpeHMS (1o 3aBeplueHms] b depeHUHaLUK 3apoIbILIEBLIX THCTKOB).

baedapodumo3z — ykopodyeHre BeK [T0 TOpU3OHTA/H, T.€. CY)KEHME [J1a3HbIX
enen.

Bpak poacTBeHHblii — Gpak WHIMBUAOB, KOTOPbIe MMEIOT OXHOTO MW He-
CKONBbKUX OOIIUX NMPERKOB B OMMXAKIINX MTOKONACHUSIX.

BpaxuaakTHassi — yKOpoueHMe MajblIeB.

Bpaxuuedanis — yBeIMyeHHE NMOMEPEYHOroO pa3mMepa roJioBbl MPU OTHOCH-
TeNTbHOM YMEHbIEHHH TIPOAOJBHOIO pa3Mepa.

B

Buruanro — oyaropas JeNTUrMeHTALIM.
Bpoxaennsie fone3ns — Oone3sHM, UMEIOIIMECS MPH POXICHHUM.

r

I'amera — 3penad moxoBas KJIeTKa.

T'aMeTonaTys — MopaxXeHHe MONOBHX KIETOK, MPHBOAslee K HAPYLIEHUIO
Hac/leNCTBEHHbIX CTPYKTYp. K rameromarvsaM OTHOCSATCS BCe HACHeNCTBEHHO
0DyCNOBIEHHbIE BpOXIEeHHbIE MOPOKH, B OCHOBE KOTOPHIX JIEXaT MYTallMH B
TIOJIOBBIX KJIETKAX poauTeneil 6oabHOTO.

I'emanromMa (aHTMOMa) — BpOXAeHHbIe no6pOKaYeCTBEHHbIE COCYUCThIE
HOBOOOpa3oBaHMS.

I'eMH3BroTHOCTL — COCTOSHME OpraHM3Ma, MPHU KOTOPOM KaKOH-TO TeH
MpENCTaBIeH B ONHOH XpOMOCOME.

I'en — nocnenosaTensHoCcTL HykNeoTuaoB B JLTHK, koTopas oGyciosnuBaer
OTpeneneHHy0 (GYHKIMIO B opraHM3Me MM obecrieynBaeT TPAHCKPHIILIMIO
JpYroro reHa.

I'ennas pHXXeHEepUSI — COBOKYITHOCTb MPHEMOB, METOIOB M TEXHOJIOTUH 110~
myyeHus pekoMOuHaHTHEIX PHK u [IHK, BbigeneHus reHoB M3 opraHusma
(XI€TOK), OCYILUECTRIEHMS MaHMIYISUMiA ¢ TeHaMKX W BBCACHWS MX B Opyrue
OpraHMU3MBbI.

I'ennas Tepamusa — BBencHMe reHeTnyeckoro Marepuana (IHK wm PHK)
B KJIETKY, QYHKIIMIO KOTOPOH OH M3MeHseT (MM (pyHKLUIO OpTaHU3Ma).

I'enublit MpoAyYKT — pe3yabTaT 3Kcnpeccuu rexa, T.e. PHK wau Genmox.

I'enom — noiHas reHeTUYeCcKas CUCTEMA KJIETKM, OTIPENEIsiiolaAs XapaKkTep
WHAMBUIYAJILHOTO Pa3BUTMS OpraHM3Ma M HACJAENCTBEHHYIO mepenadyy B psiay
TIOKOJIEHMIA BCEX CTPYKTYPHBIX M (DYHKUMOHAJIBHBIX TMPU3HAKOB. TepMUH «re-
HOM» MHOI[A YroTpebisaeTcs Mjisl 0003HAYeHUs TanjaouaHoro Habopa XpoMo-
COM.

I'enoTn — 1) Bcs reHeTMyeckas MHGOPMaLMI OpraHM3Ma; 2) reHeTHyec-
Kas XapaKTePUCTHKA OpraHU3Ma Mo ONHOMY MIH HeCKOJIbKUM M3y4yaeMbIM JIo-
KycaM.

TenodoHA — COBOKYITHOCTh TEHOB B2 MM MOTTY/ISILIMH.

letepo3urora — Kjierxka (MM OpraHM3M), comepKalilag nBa pa3lTMyHbX
aJIeNsl B OMHOM JIOKYCe TOMOTOTHYHBIX XPOMOCOM.
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T'eTepo3uroruplii OpranK3mM — OpraHM3M, MMEIOLIMKA NBe pa3iudHble ¢hop-
MBI JAHHOrO reHa (pa3Hble ajsIen) B FOMOJOIHYHBIX XpOMOCOMAX.

I'eTeporonss — nepemellieHNe KJIETOK, TKaHeld WM yacTh opraHa B apy-
ry10 TKaHb WJIN OpraH.

I'erepoxpoMaTn — 00JacTh XpOMOCOMBI {(MHOTAA naxe lejas XpoMOco-
Ma), MMelollasl MIOTHYIO KOMITAKTHYIO CTPYKTYpY B MHTepdase M HeTpaHCK-
puGupylowmasicas B PHK.

I'eTepoxpomus paayXK¥ — HeoNHHaKOBOE OKPAUIMBaHUE pa3IMyHbIX y4ac-
TKOB PalyXKH.

I'n6pua — ocolb, BOZHMKAIOUIAs B pe3ysbTaTe CKPeIlllMBaHWS MeHETUUECKHU
Pa3TMYHbBIX POAMTETLCKUX HOPM.

I'nGpuau3auusa — npouecc oO6pa3oBaHUs ABYHUTEBOM CTPYKTYpbi B MOJje-
kynax JHK 3a cyer koMmnemeHTapHbIX ¢Bsizeil no npaBuay A-T, -1,

T'uGpuan3anus in situ — ruGpuansaums Mexny geHatypupoBanHoil JHK
KJIETOK Ha MpeAMETHOM CTeKJe U MEeYeHHON PaIMOaKTHBHBIMU M30TOTAMM
WM MMMYHO(MIyOpeCLIEHTHBIMU COeTMHEHMSIMHK onHouetloyeyHoit PHK wnum
OHK.

T'vnmepruapo3 — MOBbillIEHHAS MOTIMBOCTH KaK TMPOSIBIEHHE U30BITOYHOM
YHKIMM MOTOBBIX Xenes,

T'uneprenopusm — yBeTHYEHHOE PACCTOSTHHE MEXAY BHYTPEHHHUMH KPassMu
r1a3HKL. —

I'anepTeIopU3M COCKOB — YBETMYEHHOE paCcCTOTHHME MEXIY COCKaMM.

lunepTpuxo3 — Hanuuyve rpyObIX JUTMHHBIX TUTMEHTHPOBAHHBIX BOJIOC Ha
MeCTaX, e B HOPME DaclONOXeHbI ITYIIKOBBlEe BOJOCHI.

I'unocmaaus — HWXHSIS pacilieIMHA YpeTpbl CO CMEIIeHHEM HapyXHOTro
OTBEpPCTUST MOYEHCITYCKATENBHOrO KaHasa.

I'vmoTenopu3sm — yMeHblUEHHOE PacCTOSTHHE MEXIY BHYTPEHHHUMM Kpasi-
MH TJIa3HHLI.

I'upcyTusM — M30BITOYHOE OBOJOCEHME ¥ AEBOYEK MO MYXCKOMY THITY

Tonannpuueckoe nacieaoBanWe — HaclieOBaHUeE, CLEIUIEHIIOE C Y-Xpo-
MOCOMO¥.

TonyGbie cKiepbl (cMHME) — ronyGoe OKpallMBaHUE CKIep, 00YCIOBIEH-
HOe MpOCBEYMBAHMEM COCYAUCTOI OGOMOUKK Yepe3 MCTOHUEHHYIO CKIepy.

T'OMOMIroTa — XJeTKa (MY OPraHu3M), COAEPXKALAS ABA ONVHAKOBLIX aji-
JIeNsd B KOHKPETHOM JIOKYCE TOMOOTHYHbBIX XPOMOCOM.

I'oMO3HrOTHBIi OPranW3M — OpPTaHM3M, MMEIOLLMIl NBe WAEHTHYHbIE KOTTMH
JAHHOTO reHa B TOMOJIOTHYHBIX XpPOMOCOMaX.

I'omonorsunbie XpoMOCOMbI — XPOMOCOMbi, OIMHAKOBbIE MO HaGopy co-
CTABRJISIIOILMX VX TEHOB.

I'pynna coennenuss — BCe reHbl, TOKAJIU30BaHHBIE B OJJHOH XpOMOCOME.

It

JakTaocKonss reHHas — BbisSIBIcHWE BapHauMil B UMCTIe U JUIMHE TAHLEM-
Hblx rmoBTopoB JHK.

Heneanst — TMIT XpOMOCOMHOIi MyTallM¥, pH KOTOPOii yTpaunMBaeTCs y4ya-
CTOK XpPOMOCOMBI; THII T¢HHOi MyTalMH, IIpM KOTOPOH BHIMANaeT y4yacToK
monexynst JJHK.

HMucruxwaszuc — nBOHON panx pecHMLI.

JHK-noaumepasa — ¢epMeHT KoMIieMeHTapHOoro cunresa JIHK.




Joanxounedanua — npeodiaizaHye NpoaOAbHBIX pa3MEpPOB MoJ0BLI Hal I10-
NepeyHbIMH.

JIOMHHAHTHLIA MPH3HAK — NPU3HAK (WM COOTBETCTBYIOIIMIA aJlIeNb), NPO-
SIBJUSTIOLLIMACS Y TETEPO3UTOT.

Jpeitd reHoB — HM3MEHEHUE YACTOT TEHOB B Psilly NOKOJEHU I, 00YCAOBIEH-
HOEe CIYYaHHBIMK COOBITUSIMU B PE3YJbTATE OTPAHMYEHHONH BHIOOPKH TaMer.

Jlynaukapgusa — Tvn XpoOMOCOMHOM MYTALIMM, NPU KOTOPOH YIBOEH Kakoi-
TGO Yy4aCTOK XpOMOCOMBL; THUIl T€HHOH MyTallu¥, Npd KOTOpOM yIBOEH Ka-
koit-nu6o yyacrok JJHK.

3

3oua renernuecknit — kKopotkuii otpesok JJTHK unu PHK ussecrHoil crpyk-
Typbl WM (QYHKUMY, MEYEHHbIA KaKUM-TTMO0 panyHOaKTUBHBIM UK (iyopec-
LEHTHBIM COCIMHEHMEM.

n

H3meHusBoCTh — DATUUMS MEXNY MHIMBUIAMU, NpHHAUIEXAIUMA K
OJHOMY BHAY.

H3oxpomMocoMa — abeppaHTHAsT MOHOLCHTPUYECKAsh XPOMOCOMa C JBYMsI
reHeTHYeCKM MAEHTHYHBIMH MAEYaMH.

WMDpUHTHHT reHOMHBIH (TeHHBIA HJIA XPOMOCOMHBIH) — MEXaHU3M, ¢
MOMOIIBLIO KOTOPOTo Pa3NuyacTcsi akTUBHOCTb TOMOIOTUYHBIX TEHOB (WJTU y4a-
CTKOB XpOMOCOM) ¥ MHIAVBHIA B 3aBUCUMOCTH OT POIMTE/NBCKOTO MOMa.

WNuopennbie 6pakn — Gpaky MeXIy KPOBHBIMM pOACTBEHHUKaMMU 2-i UIn
Janee CTeneHd poncTea.

Wnbpuasnr — criapuBaHue ocobeil, COCTOSAIIMX B PONCTRE.

Wnpepcsst — THIT XPOMOCOMHOM MyTauMW, NPU KOTOpOW MOC/IEN0BaTE b~
HOCThL TeHOB B Y4aCTKe XPOMOCOM H3MeHeHa Ha OOpaTHYIO; TN reHHO# MyTa-
MU, pU KoTopol B onpeneleHHoM yvyactke JHK mocienosatensHoCTh OC-
HOBaHUHK 3aMeHeHa Ha ofpaTHYIO.

Wncepuua — Tvil reHHOR MyTayu, MpM KOTOPOR MMeeTCsl BCTABKA OTPe3-
ka JJHK B crpykTypy reHa.

Wnrepdaza — orpe3oK XU3HEHHOro 1UKIA KJIETKU MEXIY OKOHJYaHUEM
ONHOrO MHTO3a M HAYAJNOM CJIEIYIOIIEero.

HMurpon — cermenT JAHK B rene, He comepxammii MHOOPMaLUIO O CTPYK=-
Type OeIKOBOTO NPOoNYKTa reHa; BbIpE3aeTcs B POLECCE CIUIAMCUHTA NPU 06-
pazoanun MPHK n3 nepsuynoro PHK-rpaHckpurnra.

NxtHo3 — «yeluyifyaTas» Koxa, HUIMYAE MIOTHBIX CepOBAThHIX YEUIyeK Ha
KOXe€, HAMOMMHAIIINX PbIObIO Yellylo.

K

KapnoTHn — XpoMOCOMHbII HabOp KJIETKH WM OpraHn3ma.

KaprupoBanue reHoB — onpelelieHre B3aMMHOTO pacloNnoOXeHUd reHoB Ha
moutekyie JTHK u paccTosiHUST MeXy HUMH.

KionnpoBanme rena — ronyyeHNe MHUTMOHOB MACHTUYHBIX KOIMUii onpeme-
serHoro yyactka JIHK ¢ ucnons3oBadveM mist 3Tuix peieit MUKpOOPraHM3MOB.

KnuHonakTinsa — narepanbHOe WIM MeqUalibHOe UCKPUBICHUE TasbLa.

KozoMuHaHTHBIe ajienn — ajUleNd, K&Kl U3 KOTOPBIX MPOABRISETCH B
reTepo3uroTe (HanpuMep, rpyimna Kposu AB).
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Kozon — 370 nocjieoBaTeNbHOCTb M3 Tpex HyKJieOTHIOoB B Moiexkyre MPHK,
obecneyuBaoLMX BKIIOUYEHHE OJHOI0 aMUHOKUCIOTHOrO OCTaTKa B MOJMIEN -
THOHYIO uenb, TWO0 CHrHal Havajla WIKM 3aBepllieHMs TpaHCKPHILUMM WIH
TPaHCISILMMU.

KonuneapnocTb — COOTBETCTBUC I10CIEN0BATENBHOCTH PACTIONOXEHMS aMK -
HOKMCJIOT B MOJXMOCHTHIHOM LENHM MOPSAKY KOAMPYIOLIMX ero KOJOHOB B
uPHK.

Konoboma — oTCYTCTBME WIM CEKTOPILHBIA nedeKT Kakon-mubo CTpyKTy-
Pbl, Yallle BCEro ria3sa, HanpuMmep KojoboMa panykKu, KojoboMa XpycTaiMKa.

KoMnayHn — opraHM3M, reTepO3MToTHBIM MO JBYM MYTaHTHBIM aJUleNfAM
OJTHOTO U TOro Xe JjloKyca.

KoHKOpZAHTHOCTD — MIEHTHYHOCTb KAKOTo-JIMOO0 MpM3HaKa y GIM3HELOB.

Koaddunuent unbpuaunra — BepOATHOCTL TOTO, YTO ¥ 0gHOTO MHAMBHIA
JiBa aJUIeNsl B JaHHOM JIOKYCe MPOMCXOAAT OT ONHOrOo MpeKa.

KpoccunroBep — oOMeH ydacTKaMH MEXY FOMOJOTMUYHBIMU XpPOMOCOMa-
MM B Mpouecce Meio3sa.

J

Jletans — MyTauusi, BbI3bIBAIOWIAA IMOETb KIETKM WIKM OCOOHM OO JOCTHXE-
HHS penpOAyKTUBHOIO BO3pacTa.

JInzocomMuble Hose3nu — rpynmna HacJAeACTBEHHBIX Oosie3Heil, XapaKTepu3y-
JOIMXCA YHAcaegoBaHHONH HEpOCTaTOYHOM MPOaYKIHel TM30COMHBIX hepMeH-
TOB.

JInmoMbl — MONKOXHBIE OIMYXoJeBbie 00pa30BaHMSI.

JIokye — MeCTo Ha XpOMOCOME, 3aHUMAeMOoe reHoM.

M

Makporaoccuss — yBeTHUEeHHblI I3bIK.

Makpocomus (TMraHTH3M) — YUpe3MepPHO YBEIMUYEHHbIe pa3Mepbl Tea, Korna
POCTO-BECOBLIE TOKAa3aTeIM 3HAUMTENbHO MPEBbILLAIOT T0J0-Bo3PacTHbie HOP-
MBI,

MakpocTomMusi — ype3MepHO LUMPOKAasi POTOBASI 1LENb.

MakpoTusi — yBeJTHYEHHbIE YLIIHbIE PAKOBUHBI,

Makpouedansst — yBenIMUeHHbie pa3Mepsl Yeperna.

Mapkep — annenb (MM MPU3HAK), HACAEN0BaHME KOTOPOTO MPOCIeXHBa-
eTCsl B MMOTOMCTBE.

Meiio3 — nBa nocaenosaTebHbIX (1-€ M 2-e) gejieHus spa 3apoablieBoil
(TONIOBOM) KJIETKM NPKU OAHOM LMKIIEe perUIMKallMK, B pe3yibraTe yero obpa-
3yIOTCS TarUIOHIHbIE KJIETKU.

MenpenupoBande — HaclenoBaHME OMpegeNeHHOro nmpusHaka (06OMe3HM)
B COOTBETCTBMHM ¢ 3akoHamu I'. MceHaens.

MeTtadaza — cragus MMTO3a, Bo BPEMs KOTOPOi CIIMPANIM30BaHHbIE XPO-
MOCOMBI PACMONIAraloTCs B 9KBaTOPHATIEHOMN TUIOCKOCTH KJIETKM.

MuKporenuss — Masbie pasMepbl HIOKHeH YeTiocTH.

MHEKpOrHaTHS — MaJible pa3Mephl BEPXHEil YeTIOCTH.

MukpodranbMus — Majble pasMepbl [NIA3HOTO S6I0Ka.

Mukponedanus — Masble pasMepbl TOJIOBHOIO Mo3ra M MO3rOBOTO yepena.

MuKconiazMa — COCTOSHME BHYTPMKIIETOMHOIO BellleCTBa MOCAe CAMSIHMS
CONepXHMOro siapa (Kaprollia3Mbl) X LIUTOTUIa3MBl.
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Mpuccenc-MyTalMs — FeHHbIE MYTaUMH, U3MEHSIONIME CMBICT KOIOHA M,
CJeN0BATEIbHO, NMPUBOASILKME K 3aMEHe ONHOM aMHUHOKHCIOTH Ha Apyrylo,
KoTopasi B 6eJIKC He MOXET BLITOJHATL PyHKUUN UCXoaHON (PopMasibHO Ti0-
0as1 3aMeHa aMUHOKMCIOTH B OeliKe SIBJISIETCS PE3yAbTaTOM MMCCEHC-MyTa-
HUH).

Muro3z — Henpgmoe HejieHue KIETKH, B pe3yibTaTe KOTOporo novepHue
KJIETKH MPHOOPETAOT HAEHTUYHYIO TeHEeTHYEeCKYI0 HHMbOpMaUUIo.

MuroxoHapHAIbLHOE HACTEOBAHHE — HACEN0BAaHUE MPU3HAKOB, Nepea-
BaeMbIx Yepe3 JJHK MutoxoHmpuii.

MuroxoHapus — opraHesia KJIeTKH, B KOTopol mpourcxonut cunHTes ATO.

MHoXecTBEHHBIE AJUIeIM — HAJIUYHe B momny/asauud (iu y Buna) Gonee
IBYX ajjiejiell oqHOro U Toro Xe JoKyca.

Mo3aHK — UHIHBMI, Y KOTOPOTO €CTh KNETKU C Pa3IMYHBIMU XpOMOCOM-
HbIMY HaGopaMH.

Mo3zanuusM — Haluyue ¥ UHAMBUIOA KJIETOK C JByMs Y Oojlee BapHaHTaMH
XPOMOCOMHBIX HabOpOB.

Monrosouauslil pa3pe3 ria3 — paspes I71a3 ¢ XapakTepHo OIMyLIeHHBIMU
BHYTPEHHUMH YIJIaMU [1a3HbIX Hienei.

MoHoreHsbiil (MeHAETUPYIOIIMIT) MPU3HAK — HacCJeACTBEHHbI MpU3HAK
(B ToM 4yucie U 6ojie3Hb), ONpefensieMbiii ONHUM TeHOM (Hanpumep, Mbl-
weyHass guctpodus [ioeHHa, CepnoBUAHO-KIETOUHAS aHeMUsi, MyKOBHC-
HMAO3 U ap.).

MoHocoMHA — OTCYTCTBHE B KapHOTHIIE OpHOH XPOMOCOMBI.

Moprasuaa — cTaHAapTHas eIUHYIIA FEHeTHYeCKOro paCCTOSIHUS HA TeHe-
THYeckoH kapre. CM: CAHTUMOPraHuabl.

Moptorenernyeckye BapuanTbl BPOKNEHHbIE (MUKPOAHOMATUY Pa3BUTHS,
OPU3HAKH, WIN CTUTMBI, AU33MOpUoreHe3a) — OTKJIIOHEHUS B Pa3BUTHUH,
BhIXOISIIME 34 mpenesibl HOpMaIbHBIX Bapuanuil, Ho He Hapyuiaoue hyHK-
LIMK opraHa.

Mynbrudakropuaisubie Hone3nn — GOIE3HH, KOTOpbie Pa3BUBAIOTCS B pe-
3yJIbTATE B3aUMODENCTBUSA ONpene/eHHbIX KoMOMHauMi ajneneil pa3HelX Jio-
KycoB U crelndudeckux Bo3neicTBUi (haKTopoB oKpyXatoiuei cpeapl.

MyTtares — OU3NYECKUI, XUMAYECKMH TG0 GHOMTOTMYECKUN areHT, yBe-
JNYUBAIOIIMI YaCTOTY BOSHUKHOBEHHS MYTaiiMil.

MyTareHe3 — npolecC BOZHUKHOBEHUST MyTaiMid.

MyTanT — OpraHu3M, HecyllMHd MyTaHTHbIA ajuiesb.

MyTtaims — U3MeHeHue B HaclencTBeHHbIX cTpyKTypax (JIHK, rexe, xpo-
MOCOME, I'eHOME).

MyTanus ciBura paMKM — OeNellMd WIM BCTABKW (MHCEpLMA) Y4acTKOB
MoJjiekysl JJHK, pasMepbl KOTopbIX HEKPATHbI TPEM OCHOBAHUSIM.

«Mbic BIOBbl» — KIMHOBUIHBIA POCT BOJIOC Ha JIGY.

H

Hacnencreennas 6one3nb — GoJie3Hb, Ul KOTOPOH 3TUONOTMYECKHM daK-
TOPOM SIBIISIETCS TeHHAasl, XPOMOCOMHas WJIM TeHOMHAasi MyTalusi.

Hacnenyemocts — uactb obuielt (GeHOTHINYECKON U3MEeHUMBOCTH, 00YC-
JIOB/IeHHOH TeHeTHYeCcKuMH (aKTopaMH.

Honcenc-myranyn — reHHble MyTalluy, TpUBOAAIIME K 00pa3soBaHUIO KO-
JNOHA-TEPMMHATOpA BMECTO CMBICJIOBOTO KOJOHA.
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HopMa peakoud — JMaNa30H U3MEHYMBOCTH (DEHOTUIIOB TIPYU OHOM 1 TOM
Xe reHOTHNe B pa3IMYHbBIX YCIIOBUAX CPEMBI.

Hocureap — yyauBUI, UMEIOLUIM oIHYy KONMHMIO IeHa, KOTOPHIH 06yCIoB-
JIUBAET PELlECCHBHYIO OONE3HB, U OAHY KOMUIO HOPMAXLHOIO ajiens.

0

OJMrogakTHaMa — OTCYTCTBUE OINHOI0 UMM 60JIee NMaabLEB.

Ommrosonn — xoportkuit yyacrox JHK, rubpuamzaumst ¢ KOTOPHIM BbISIB-
JISeT 3aMEHY OTAe/IbHBIX Map OCHOBAHUIA.

OuKorenp — reHbl, KOOUpPYIOine GeJIKU, CIToCOGHbBIE BbI3bIBAThH 3I0KAUeE-
CTBEHHYIO TpaHCHOPMALUIO KIIETOK.

I

HenerpanrnocTs — 4aCTOTa NPOsIBIAeHUS (heHOTHITA (IIPU3HAKA HIIA Goses-
HH), DETEPMUHUPYEMOro LOMMHAHTHBIM ajUiefieM MU pelieCCUBHBIM ajlle-
JIEM, HO B TOMO3MTOTHOM COCTOSTHUU.

ITepokcucomunie Dosie3n — HaC/IeACTBEHHbIE GOne3HU 0OMeHa BEIECTB,
00ycTOBIIeHHble HapylleHUeM GuoreHe3a Wiv QYHKUHMU HePOKCUCOM.

IepcucTnpoBanne — coxpaHeHvie SMOPHOHANIBHBIX CTPYKTYp, HCUE3AI0LMX
B HOPME K OIpeaeieHHOMY 3Tany pasBUTHS.

Iunonupansuas AMKa — KaHal, BHICTVIAHHBIA MHOTOCIOWHBIM IUIOCKHM
SITUTETINEM, OTKPBIBAIOLUMIICS B MEXSTONMUYHON CKIaaKe y KOIYHUKA.

IIneiioTponnocTes — BAMAHME OQHOTO FeHAa Ha pa3sBUTHE IBYX UMM Gojee
(heHOTHNMYECKMX MPU3HAKOB.

Ioaurennsie npu3HAKNM — IPU3HAKKM, OOYCIOBIEHHblE MHOTUMU TeHaMHU,
KaXIBiid U3 KOTOPLIX OKAa3kIBAET JIMILE HEOOMbIOe BAUSAHME Ha CTENeHb IKCI-
peccuy JAaHHOTO TTPU3HAKA.

HomuaakTuma — yBeTMYeHHe KOMIeCcTBa MalibLeB Ha KUCTSX U/ WY CTOmnax.

IlonumopduaM — HaNMYME HECKOJIBKUX, YETKO pazinvarolmxcs (GeHoTu-
MOB B Npeaeiax equHON MONnyasumu.

Honumopdusm aaun pectpuknuonusix ¢parmentos ([IIPP) — Hanuywme
yuyactkoB JJHK pasHoit mviHer ocite o6pabotku JHK onpeneneHHO pect-
PUKTA30i.

Honnmnona — xnierka (TKaHb WM OpPraHW3M), UMEOIAast TPU MM Gonee
XPOMOCOMHBIX Ha60pOB.

Ilosi0BbIE XPOMOCOMBI — XPOMOCOMBI, OIIPeAeIIAIOUe MO MHAWBUAA (Y
4eoBeka — X- U Y-XPOMOCOMBI).

Honynauusa — rpynna CBOGOIHO CKpenrMBaolmxcs ocobeit oqHoro Buma,
CYILIECTBYIOILASl B ONPEeJeICeHHOM NPOCTPAHCTBE U BPeMEHU.

IIpeaypuKynspHbie HAMHNIOMBI — (hparMeHTbl HAPY>XXHOTO YXa, pacriono-
KeHHbIe Briepead YIIHO# paxOBHHBI.

Ilpeaypskyisipubie GUMCTYIbI — Cilero OKaHYMBAIOLMECS XOMBI, HAPYXHOE
OTBEPCTHE KOTOPHIX PACIOIOXEHO Y OCHOBAaHUSI BOCXOASEei YacTh 3aBHUTKA
VUIHOHM PaKOBUHBI, BIIEPEIU KO3€aKa MM MOYKHU.

IIpeapacnonoxenHOCTh TeHeTHYECKAA — KOMOUHAIMA a/UTeNedl pasHblX JIo-
KYCOB, MPEAPACHOIAraolyx K 0ojee paHHeMY BO3HUKHOBEHWIO 3a601eBaHUA
non BAUAHUEM (aKTOPOB OKPYXatolleil cpensl U Gosiee TKEIOMY UX TEUEHUIO.

[IpenaTanbnas JHArHOCTHKA — MAaTHOCTHKA HACTENCTBEHHbIX Dosie3Hel win
IPYruxX HapylleHUu#l B mepyo BHYTPUYTPOGHOTO Pa3BUTHS.
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Ipobaua — L0, C KOTOporo HayuHaeTcs cOop poaOCIOBHOM.

Ilporensss — BBICTYNIAHME HUXHEH YEAKOCTU Briepel [0 CPaBHEHUIO C Bep-
XHEH.

Ilporepus — npexaenpeMeHHOe CTapeHue opraHu3Ma.

IlporHaTsst — BHICTYNAHME BepXHel yeslocTH Bepen IO CPaBHEHMIO C
HMOKHEN.

ITpocenBarwomue nporpammbl — cM. CKpHUHHHT.

IIpoda3za — riepBas cragus MUTO3a.

ITrepuruyM — KpbUIOBUIHbIE CKIIATKH KOXH.

IITo3 — onyiueHue Beka.

P

Pexomounantias JJTHK — monekyna JIHK, «coGpaHuas» B npofupke nNpu
ucnonwv3oBanuu cermenToB JJHK M3 aByX pasanyHbIX UCTOYHHMKOB.

Pexom0OpHauusA — 00pa3oBaHHe HOBBIX KOMOMHaUMit TEHOB B xole Me#o3a
B pe3yabTaTe ClYYaHHOro paciieIieHns aJlIeNIbHBIX 1ap U KPOCCHHTIOBEpa.

Pecrpukrassl — depmeurst, paspesaomue JJHK B crporo onpeneneHHbIX
y4acTKax.

PeneccuBHbII — IMPU3HAK WM COOTBETCTBYIOLIMI allIeNb, KOTOpBIH 1po-
ABISETCS TONBKO B TOMO3UTOTHOM COCTOSTHMM.

PudocoMa — HeGonblKMe BHYTPUKIIETOYHbIE YacTHLbI, coctosime u3 pPHK
M Oenka, Ha KOTOPbIX MTPOUCXOAUT CUHTE3 NMOMUNENTUIHBIX LeTe.

PonocnoBHast — cxeMma, MOKa3biBAXOLIASI POICTBO MeXAy YNeHaMHW ONHOH
CeMbH B psily NOKOJNEHUH.

C

CauTnMopranma — paccTosiHUE MEXY ABYMS FeéHaMM, 4YacToTa KPOCCHH~
roBepa Mexiy KotopsiMu cocrtasnsier 1 %.

Cubepl — GpaThs U CeCTpbl.

CyHAAKTHIMA — TTOJTHOE MM YACTUYHOE CpallleHUe COCeqHMX MANTBLEB KU -
CTH WUJIM CTOIIbI.

Cunodpnz — cpocumecs: 6poBH.

Cxpuaunr (IpoceuBaHue) — obcaenqoBaHME OONBLUMX IPYMI mogeil Ha
BBISIBJIEHHME KAKMX-IMD0 COCTOSHMI (0one3Heil MauM HOCHUTENLCTBA) C LIENBIO
AKTUBHOI NPOMUIAKTHKH TAXeAbIX (opMm Bosie3Heil; TpenrnosoXuTeapHoe
BbISIBIEHHE He NWarHOCTHPOBAHHOH paHee 00NE3HU € MOMOIIBIO [TPOCThIX Me-
TOMOB, JAIONIMX ObICTPLI OTRET.

CnaiicHHr — 1pouece yaaneHWs MHTPOHOB U OOBeNMHEHMA IK30HOB B
3penyio MPHK.

Creno3 — CyxXeHMe NPOCBETA OTBEPCTHUS WM KaHaa.

Crona «kayajika» — IUIOCKO-BbITYKIas MOJOLBEHHAS TIOBEPXHOCTh CTOM
C BbICTYNAWOUIEH K3alK IMATKOM.

Crpabu3sM — KocorJiasue.

CueniieHse TeHOB — COBMECTHAs Nepenaya reHoB (MPU3HAKOB).

T
Teneanruskrasusa — JOKAIBHOE Ype3MEpHOe PACIIMPEHME KANMWLISIPOB 1
MEJKHX COCYAOB.
Tenekaur — natepaabHoe CMeleHHe BHYTPEHHUX YIVIOB IVIA3HBIX LIejei
MIPY HOPMAILHO PaCTIONOXEHHBIX OpOMTAX IMa3HbIX A0IOK.
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TenoMepbl — KOHLIEBbIE YYACTKH XPOMOCOM.

Teabua Bappa — noJ0BOI1 XPOMATHH.

Terpannonn — KIETKa MJIK OPraHU3M C YETBIPbMS. HAGOPaMU XPOMOCOM.

Tpancreno3 — npouenypa (WK NnpoLecc) nepefadu I0NoNHUTebHOM dY-
JKEPOQHOM reHeTM4eckoil HHMOPMAIIUK B OPraHu3M, KIETKY.

Tpauckpunuua — CYUTHIBAHUC HACTEACTBEHHONU WHAOPMAlMK npy 3KCTI-
peccuM reta, 1.e. cuHte3 WPHK Ha matpune JITHK.

Tpauciaokauusas — repeHOC YacTH XPOMOCOMBI, KaK MPaBWIO, HA HeroMo-
JIOTHYHYIO XPOMOCOMY.

Tpaucasumusa — nepegada HacAeACTBEHHOM MHGOPMAaNUK; CHHTE3 GejlKO-
BOI MONEKyYJIbl WIK TIEpEBOM TOceoBatenrHocT ocHoBaHuil MPHK B mnjoc-
JIEHOBATEIbHOCTD AMHUHOKKCIIOT B TIOJIMTIENITHIHOMN LETIH.

Tpunaonn — KJI€TKa WK OPTaHU3M C TPEMS TalUIOMIHbIMK HaBOPaMK Xpo-
MOCOM.

Tpucomust — Hanmuue 106aBOYHON XPOMOCOMBI B KAPUOTHITE JUILIOUIHO-
ro OpraHu3Ma; BWJ TIOJTMCOMMHU, NMPU KOTOPOM HMECIOTCH TPU TOMOJIOTHYHbIE
XPOMOCOMBI (MHIMBUI C TPUCOMMEH HA3bIBAETCS TPUCOMMUKOM).

Y ~

Y3neuka a3blKa KOpOTKafA — NMPUKPCIVICHUE Y3ICYKH B 00J1aCTH KOHYHMKA
A3bIKa WK €€ YKOPOUCHHEC, NMPpUBOAAIICC K OIpaHHYCHHIO NTIOOABUXKHOCTH A3bIKA.

]

®eHOKONHA — NPU3HAK, PA3BUBAIOLIMIICS Mo AeCTBUEM CPEeIOBLIX (PaKTO-
pOB, HE SBJISIOIMMCA HACAENCTBEHHO OBYCTOBIECHHBIM, HO KOMUPYIOMIKH ero.

®eHoTHII — HAGJIIONACMbBIC ITPU3HAKH, TIPOSABJISIOIIMECS B pe3ynbTaTe e -
CTBHSA F€HOB B ONpeneNTeHHbIX YCIOBHAX CPEIbl.

®eTonaTAA — CJIC/ACTBUE IOBPEXKAEHMA IUIOna B MEPHUOL ¢ 9-#1 Hedenm
GepeMeHHOCTH JI0 MOMEHTA POXIEHHMS.

®eTocKOnMA — Npoueaypa, NO3BONLI0IIAg 00C/IeI0BaTh IO B MaTke NpH
MOMOUIH BOJIOKOHHO-ONTHYECKOH TEXHHMKH.

®ervorepanus (IUI0HAA TCHANHS; MPCHATANBHAS TEPanusA) — JICYEHHE TIOHA
JIO POXICHUS.

@DUALTP — pacCTOAHKE OT HUKHCHOCOBOI TOUKHK IO KPaCHOM Kaiimbl BEp-
XHeEif ryOnl.

®okomenus — OTCYTCTBHE WM 3HAYUTEIbHOE HENOPA3BUTHE MTPOKCUMAJIb-
HBIX OTIOENIOB KOHEYHOCTE, BCJACACTBUE YETO HOPMAIBHO PA3BUTHIE CTOMNLI
H/WIK KMCTH KaXyTCs NMPUKPETUIEHHBIMM HETTOCPEACTBEHHO K TYJIOBHILLY.

X

XpomaTHaa — [BE JOYEPHMUE HUTH YABOUBILEICA XpOMOCOMBI, COeqUHEH-
HEI€ 1IEHTPOMEPOH,

XpoMOCOMa — HYKJICONPOTEHIHBIE HUTEBUIHLIE CTPYKTYPhI KJIETOYHOTO
apa, comepXalume HaclaeJacTBEHHYI0O MHGPOPMALHIO.

XpomocomHas MyTauasa (WK abeppaluusa) — UIMEHEHHC B CTPYKTYpE Xpo-
MOCOM.

XpoMOCOMHBIH HAGOp — COBOKYTTHOCTh XPOMOCOM B siIpE HOpMAJIbHOM I'a-
METB! WUIK 3UTOTBHI.

X-cuelienHoe Hacle/l0BaHHMEe — TUI1 HACJIEIOBAHUSA TIPU3HAKOB, FeHbl KO-
TOPLIX JIOKANU30BaHbl B X-XpOMOCOME.
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1I

IleHTpOoMepa — TETePOXPOMATHHOBBII YJaCTOK XpOMOCOMBI, ABJISIIOIMica
MECTOM TPHUKpPEINEHUS] «BepeTeHa JCIECHUsI».

Ilaknonusa — HaIM4YKe EMHHCTBEHHOH OPONTLI, pacnoaraiouieics no cpem-
Hell MTMHKHK B obNacTH y16a, cofaepxalled OqHO UK [1BA IMA3HBIX a6JI0Ka.

C]

DK30H — OTHENbHEI QparMeHT NpepbIBUCTOTO NeHa, COXPaHSIOLIMUACA B
3penoit PHK.

Dx3odTansm — CMelieHre a3HOro abJI0Ka BIIEpeN 3a MpeAebl IIasHKb.
I'nazHag mens MpH 3TOM paciiMpeHa.

DKCHPECCHBHOCTL — CTeNeHb PeHOTUITMYECKON BBIPAXEHHOCTH (IpOsiBIIe-
HMS) TEHETUYECKN AETEPMUHUPYEMOTO MpU3HAKa.

DKcnpeccHs reHa — aKTUBH3aLMS TPAHCKPHUIIUU T€HA, B MPOLICCCe KOTO-
poit Ha JIHK o6pazyercs mPHK.

DKTOmAA — CMEILEHKE OpraHa WIK PacoNOXEHKUE ero B HEOOBIYHOM MecTe.

DMOnonaTHa — pe3ybTaT BO3aeHCTBUS TepatoreHHoro ¢akropa Ha 3MG-
puOH B niepuon ¢ 16-ro gHs 10 8 —9-i Hemenu GepeMeHHOCTH.

DNNKAHT — BEPTHUKATbHAs KOXHas CKI4anka y BHYTPEHHEro yriaa riaasHoi

[LEH,
DnHcnaausa — BEPXHSAS PAacCiue/IiHAa ypeTphbl, Y4acTo COMPOBOXAAIOILAACH
HCKPHUBJIEHUEM T10JI0BOTO YJIeHa.
OnucTaz — HeaUleNbHOe JOMUHHUPOBAHHME.
Dynaouaus — HAIMYKME Yy HHAKBUIA MOMHBIX HAGOPOB XPOMOCOM.
DyXpoMaTHH — TeHeTHYECKN aKTMBHBIE YYACTKH XpPOMOCOM.
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