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[MTPEJMCJIOBUE

CoBpeMeHHBIM 3Tanl  pa3BUTHUS HAYKH XapaKTEPU3yeTCs BbIAAIOLUIUMUCS
JOCTH)KCHUSIMM B 00JIaCTH TEHETUKU 4YeJOBEKa, H3ydyawllell 0COOEHHOCTH,
CTPYKTYPHO-(DYHKIITMOHATILHOM OpraHu3allMi OTAEIbHBIX T€HOB, XPOMOCOMHOU H
FEHOMHOW OpraHu3alu, TOYHBIE MEXaHM3Mbl HaclienoBaHus. [IpakTuuecku
PACKpBITBI MEXaHU3MBbl TE€HETUYECKOTO KOHTPOJS TaKUX CBOWMCTB JIMYHOCTH
YeJioBeKa KaK MaMsTh, CIOCOOHOCTU K OOYYEHHIO, JIMJACPCTBY, arpeCCUBHOCTH, a
TaKKe PAAY TCUXMYECKUX 3a00JIEBaHUN U HApPYIICHUW, TPOSIBIISIOMIMXCS
CYOKJIMHUYECKUMU OTKJIOHEHUSMH B MIPOIIECCAX BOCITUTAHUS U OOYUCHUSI.

CoBpeMeHHBIC MCCIeIOBaHMS B 00JIaCTH TE€HETUKH YeJOoBeKa 0a3HpyIOTCS Ha
JIOCKOHAJILHO ~ Pa3pa0O0TaHHBIX MOJICKYJISIPHO-TEHETUYECKUX, OHOXMMHUYECKUX,
IIUTOTCHETUYECKUX U JPYTHX HOBEHIIMX METOJbl HccienoBaHus. Ha ocHoBe ux
JOCTH)KCHUN HAOIOAeTCs 3HAYMTENBHBIN MPOrpPecC B 3HAHUSX O MOJEKYJISIPHBIX
MEXaHU3Max TIEeHETHYECKUX IIPOLECCOB, JIEKAUMX B OCHOBE HOPMAJIBHBIX U
NaTOJIOTUYECKUX COCTOSIHUM opranu3ma. HaydHble HOCTHXXEHUS B 3TOM 00JacTu
OTKPBIBAIOT MPUHLMINAIBHO HOBBIE BO3MOKHOCTH JUIsl pELICHHS  psla
NPAaKTUYECKUX 3a/]a4, CBA3AHHBIX C paHHEW JHUAarHOCTUKOMW, MPOPUIAKTUKONH U
JIeYCHUEM, a TaK)Ke MEIUKO-TIeIarOTMUeCKON abminTaueld 1 KOppeKIue nerei ¢
XPOMOCOMHBIMU  OOJIE3HSIMU, CHHAPOMAIBHON TMATOJIOTHEH, HacIeACTBEHHBIMU
HapylIeHUSIMA OOMEHa BEIIECTB, MPHUBOISIIIMMH K PAa3BUTHUIO YMCTBEHHOU
OTCTAJIOCTH, TMOPAXEHUIO OpPraHOB 3PEHUsA, CIyXa, OMNOPHO-ABUTATEIBHOTO
amnmnapara.

OpHoit w3 3amady nedexrTosora SBISIETCS OKa3aHHWE IOMOIIM PEOCHKY C
ocobenHoctsamu  nicuxodusuueckoro pazputusa (OIIDP) B  packpeiTuu u
peanu3alu  ero JIMYHOCTHBIX KauyeCTB, OrPAaHMYEHHBIX TEM WM HHBIM
3aboneBanueM. JIMUHOCTH Takoro pedeHka, Kak 1 J1000ro YenoBeka, GopMHUpPyeTCs
Ha OCHOBE N'€HETHYECKOW MPOTrpaMMbl, TOJYYEHHON OT POJMUTENEN U ONPEICIICHHBIX
YCJIOBUH CpeAbl, B KOTOPHIX OH BOCIHUTHIBAETCA. 3HAHUE OCHOB OOIIEH u

MGI[HLIHHCKOﬁ ICHCTHUKHN IIOMOXKET CIICOHHUAINCTY B obiacTu KOppCKHHOHHOfI



NEJarorukd M CHEUHUaJbHOM TICHXOJIOTMM pPaclo3HaTh OOIIME MPOSBICHUS
HACJIEJICTBEHHOW MAaTOJOTMU M YCIEHIHO BO3JEWCTBOBATh HAa CPENOBYIO YaCTh
dbopMupoBaHUs JIMYHOCTH peOEHKa ¢ OCOOCHHOCTSIMHU MCUXO(PU3UUECKOTO
pa3BUTHS, & UMEHHO MOA00paTh aleKBaTHbIE METO/Ibl KOPPEKIIMH, OCHOBBIBASICh Ha
CTpyKType JnedeKkTa, MEIUIMHCKOM TPOTHO3€ U C YYETOM YHUKAJIbHOU
reHeTHYECKOW KOHCTUTYIIMHU KaXI0ro pedeHKa.

[TocoGue BkItOUaeT Takue paszienbl, Kak «OCHOBBI MOJIEKYJISIPHONW T€HETHKUY,
«HacnencTBeHHass W3MEHUYMBOCTHY U «OCHOBBI MEIMIMHCKOM TIeHeTUKn». B
NEPBOM pa3jiefie Ha COBPEMEHHOM YpOBHE PacCMAaTPUBAIOTCS OCHOBHBIE BOIPOCHI,
Kacaromuecss QyHKIUMA U cTpykTypbl OenkoB, crpoenus JHK u PHK, cBoiicTs
reHeTHYeCKoro koja. bonibloe BHUMaHHE YIEISETCS PACCMOTPEHHUIO OCHOBHBIX
MaTPHUYHBIX MPOIIECCOB B KJIETKE, TUIy OPraHU3allMd F€HOB DYKapHOT U YIaKOBKE
reHeTHYeCKoro marepuana B XpomocoMbl. B pazgene «HacneactBennas
U3MEHUYMBOCTH» OCHOBHOE BHUMAaHUE YJIeNsieTcsi (POPMUPOBAHUIO MPEACTABICHUH O
MyTareHax W MyTalusaX, JlaHa oOmias kiaccu(ukaius MyTareéHOB W OCHOBHBIE
OPUHIMIBL Kiaccupukamuu myrtanuii. Hanbonee moapoOHO oxapakTepr30BaHbI
IPYIIBl T€HOMHBIX, XPOMOCOMHBIX M T'€HHBIX HapylieHuil. B pazngene «OCHOBBI
MEIULHUHCKON TEHETUKH» OIHUCAHA KIWHHUYECKas CHUMITOMAaTHKAa XPOMOCOMHBIX
CUHJPOMOB, KOTOPBIE YACTO BCTPEYAIOTCS U AUATHOCTHPYIOTCS IPU KIMHUYECKOM U
OUTOTEHETUYECKOM  ucciaegoBaHu. OmnucaHa KIMHAYECKas CUMIITOMAaTHKa
HACJIEICTBEHHBIX TEHHBIX Oone3Heil. Oco0oe BHUMaHUE AaKIEHTUPYETCS Ha
paccMOTpPEHHH OMOXUMHYECKOI0 IaToreHe3a Haumbojee YacTo BCTPEYAEMbIX
HH3UMOIATUN U OCOOCHHOCTSIX UX KIIMHUYECKOTO MPOSIBICHUS.

Hust >gdekTuBHON OpraHM3alud  CaMOCTOSITEIbHOW paboThl  CTyJaeHTaM
[IpeJIaraloTCsl BONPOCHI M IMPAKTHUYECKUE 3aJaHus Ul  CAMOKOHTPOJSA U
CaMOCTOSITEJIbHOM MOATOTOBKH. B 3amaHusX mNpeaycMOTpeHa CaMOCTOSITENIbHAS
IIOMCKOBasl  JICSITEIIBHOCTh CTYA€HTOB B COOTBETCTBUM C COBPEMEHHBIMHU
TpeOOBaHUAMHM K YPOBHIO MOATOTOBKU CIIELIMATMCTOB. BhINOTHEHNE TaKUX 3aJaHUI
CrocoOCTByeT OoJiee TIIyOOKOMY TOHUMAHHUIO U TPOYHOMY YCBOCHHUIO Ba)KHEUIITUX

OCHOB TE€OPUH.



Paznenbl, mocsiieHHbIE BOmpocaM OOIIed U MEAUIIMHCKOW TEeHETHKU, HE
MPETEHIYIOT Ha MOJHOTY U3J0XeHHsl. OCHOBHOE BHUMAaHUE B MOCOOUU YAENSIEeTCS
JaHHBIM IO T€HETHKE, KOTOpbIe MOMOIYT CTyJAeHTaM (aKyjbTeTa CIELHAIBLHOIO
obpazoBanusi bI'TIY ycBouTh 00beM TEOPETHUYECKUX 3HAHHM, HEOOXOIUMBIX IS
KBAIU(PUIIUPOBAHHOTO U 3(PPEKTUBHOTO NEAAroruvyeckoro BO3ACHCTBUS Ha

pebeHKa ¢ 0COOEHHOCTIIMU NCUXO(U3UUECKOTO PA3BUTHSL.



BBEJIEHHE

B 1865 rogy B Uexun MoHax ABryCTMHCKOrO MOHAcThIpsi I'perop MeHuens,
3aHMMAaBIIMICS M3yYEeHUEM TMOpHUIM3allMU pacTeHUl, 0OHapOAOBall Ha 3aceaHuu
MECTHOT'O 00IlIeCTBa €CTECTBOUCIIBITATENEH pe3yIbTaThl UCCIEIOBAHUN O TIepeiayde
[0 HACJEACTBY MPU3HAKOB IMPHU CKPEIIMBAaHUU ropoxa. MeHpaenb Mokaszaia, 4To
HACJIEJICTBEHHbIE 3aJaTKU HE CMEIIMBAIOTCA, a MepefaloTcs OT pOoJUTeNell K
NOTOMKAaM B BHJI€ JUCKPETHBIX (000c00sIeHHbIX) eAnHUL]. CHopMyTupoBaHHBIE UM
3aKOHOMEPHOCTH HACJIEIOBaHUS MO3KE MOJYUMUIIM Ha3BaHHE 3aKOHOB Menpaens u
MOJIOKUIIM HavyaJlo HayKe FeHETHKE, JaTOoW poxaeHus: KoTopoit cuutator 1900 rogx,
KOT'/Ia OCHOBHBIC BBIBOJIbI MeHIe/sl 0 HE3aBUCUMOM HACJICIOBAHUM MPU3HAKOB U O
YUCJICHHBIX COOTHOIICHHSIX TPHU "paclieruieHuu" MPU3HAKOB B MOTOMCTBE ObLIH
BTOPUYHO MOJTBEPKeHbI uccnenoBanusmu Kapia Koppenca, Opuxa ¢pon Uepmaka
u I'yro Jle ®pwusa.

Bcekope anrnumiickuii HaTypanuct YuiabiM baTcoH BBEM B ymorpeOieHue
Ha3BaHUE HOBOW HAy4YHON NUCUUIUIMHBL: eernemurxa (B 1905 r. B 4aCTHOM MUCHbME U
B 1906 r. nyb6muuno). B 1909 ronmy nmarckum OoTaHukoMm Busbrenbsmom
MoXaHHCEHOM BBEJIEH B YIOTPEOICHNE TEPMUH «TESH.

BaxxHplM BKJIAJOM B pa3BUTUE TEHETUKH CTaja XpPOMOCOMHAas TEOpHs
HACJIEICTBEHHOCTH, pa3paboTaHHas aMEPUKAHCKUM T'e€HEeTHKOM TomacoMm XaHTOM
Moprasom ¢ corpyaaukamu B 1911 r. OHu n3yyanu 3aKOHOMEPHOCTH CUEIIIEHHOTO
HAclleJJOBaHUs, YTO I[IO3BOJIMJIO NYyTEM aHajln3a pPe3yJbTaTOB CKpPEIIMBAHUM
COCTaBUTh KapThl PACIOJIOKEHUS T'€HOB B '"Tpynmax CLUEIUIEHUA" U COMOCTaBUTH
IPYIIIBI CUETIEHUSI C XPOMOCOMAaMH.

OrpoMHBIN BKJIaJ B CTAaHOBICHUE M Pa3BUTUE T'€HETUKU BHECIU COBETCKHUE
yuensie. B 1925-1927 rr. psaom renetukoB ObiBuiero CCCP I'.A. Hanconowm,
I'.C. ®ununmoBsiM, U 3apyOexkapIMu yueHbIMU . Menmnepom u JI. Ctaamepom, a B
40-x tr. U.A. Pammmomoptom u III. Ayspbax Oblna SKCIIEPUMEHTATBHO JTOKa3aHa
MyTallMOHHAss HM3MEHYHUBOCTh TE€HOB IIOJl BO3JIEMCTBUEM pAa3IMUHBIX (PAKTOPOB

OKpy)Xaromel cpeisl (PEHTICHOBCKHE JIy4YH, STWICHUMHUH, WUIPUT). DTH PabOTHI
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MOJIOKUJIM HAyajo TaKUM HaMpaBICHUSAM, KaK pPaJAUallMOHHBIA U XUMHYECKUM
MyTareHes.

C.C. YerepukoB ¢ corpyauukamu (1926—1929), nmpoBeass MHOTOYUCIICHHBIC
UCCJEIOBAaHUS YacTOT TE€HOB B MOMYJSUUSAX, CTaJd OCHOBOIIOJOXXKHUKAMU
NONyIAUMOHHON M 3BoMoIMOHHON TeHeTuku. H.K. KonbiioB B 1928 r. BeIABHHYN
MPEANOJIOKEHNE O MaTPUYHOM ayTOPEryyslud XpOMOCOM, O CBSI3U TI'€HOB C
KOHKPETHBIM XUMUYECKUM BEIIECTBOM — OEJIKOBBIM PaJIUKATIOM.

Heonennmbiii BkJ1ag B pa3BUTHE MUPOBOW M OTEYECTBEHHOW TN'€HETHKU BHEC
akanemuk H.U. BaBwmioB. UM chopmynupoBaH 3aKOH TOMOJOTUYECKUX PSJIOB B
HACJIEICTBEHHOM M3MEHUYMBOCTU M 3aKOH T'€HETUYECKHX OCHOB CENEKIMH, COOpaH
caMbIil 00JIBbIIION TeHO(DOH KYJIBTYPHBIX PACTEHUN MHpA.

C 1940-1950 rr. Hayanach »3Imoxa MOJIEKYJSIpHOW reHeTuku. llosgBuiauck
HEONPOBEPKUMbBIEC JI0KA3aTEIbCTBA BEAYIIEH POJM JE30KCUPUOOHYKICMHOBOU
kuciotel (JIHK) B mnepenaue HacnenctBeHHOW wuHpopMmanuu. BaxuHenmmMu
mraramu ctanu pacmudpoBka crpykrypsl JJHK (JIx. Yorcon, ®. Kpuk, 1953 r.),
TpuIieTHOro renernyeckoro koaa (I'.A I'amos, 1954 r., M. Hupenobepr, 1961 r.). B
1970 r. T. Kacniepcon u A.®. 3axapoB BrepBbie T00MIHCH AU(DHEPEHINATHEHOTO
OKpammuBaHHs XxpomMocoMm, a S. KaH monoxuin Hayaio MOJEKYISIPHO-TEHETUYECKOM
muarHoctuke (1978 r1.). B 1983 r. K. MymimmHCOHOM OBUT OTKPBIT METOJ
MOJIMMEPA3HON IEMHOM PEAaKUHWHU, KOTOPBIA JIET B OCHOBY JWAarHOCTUKHA MHOTHX
HACJIEICTBEHHBIX 3a0oJyieBaHuil. B pe3ynpTaTe MEXIyHApOJHOTO COTPYAHHYECTBA
OMMCAaHBl MEXaHW3Mbl OWOCWHTE3a Oenka, pacmupoBaHbl TEHOMBI MHOTHX
OpraHMW3MOB, CEKBEHUPOBAaH I'€HOM YEJIOBEKA.

Tak 4TO k€ TaKkO€ COBPEMEHHAsI TEHETUKA?

I'eneTtuka — ¢pyHgamMeHTaNbHAS HayKa, U3y4yalollas YHUBEpPCAIbHBIC IS BCEX
KUBBIX OpPraHU3MOB 3aKOHBI HACJIEJACTBEHHOCTH M U3MEHYMBOCTU B €UHCTBE, TaK
KaK HACJIEICTBEHHOCTh KOHCEpPBAaTHBHA IO CBOEH MpUPOJAE, a H3MEHUYUBOCTh
MOPOXKJAET HE TOJIBKO MHOrooOpa3ue >KMBOW NPUPOJAbI B I1EJIOM, HO U
o0ecrnieunBaeT BHYTPUBHI0BOE pasHooOpa3zue. [Iporeccsl mpeeMCTBEHHOCTH KU3HU

HN3Yy4aroTCA FeHETUKOM Ha MOJICKYJIAPHOM, KJICTOYHOM, OpPraHu3MCHHOM H



MOMYJSAIIMOHHOM YPOBHSIX. B COOTBETCTBHMU ¢ METOAaMH MCCIEIOBaHUS TC€HETUKY
MONpa3AeNsAioT Ha  OMOXMMHYECKYI0, (U3HMOIOTUYECKYIO, MOJICKYISIPHYIO,
NomyIAIUOHHY0. [0 OTHOIIEHHIO K OOBEKTY MCCIEIOBAHHNA PA3IUYaIOT TCHETUKY
MUKPOOPTaHU3MOB, PACTCHHH, )KUBOTHBIX, YEIOBEKA.

HacJ/ieacTBEHHOCTDH — CBOCTBO KHUBBIX OPTAaHU3MOB COXPAHATh U3 TTOKOJICHHS
B  TOKOJCHHE  CXOJHbIE  TpH3HAKW, obecneunBaTh  (PYHKIMOHAIBHYIO
MPEEMCTBEHHOCTh, a TaK)KE OIMPENEICHHYI0 CXEMY HWHIANBUAYAIbHOTO Pa3BUTHUS
(oHTOrEHEe3a) B ONpPEACIICHHBIX YCIOBUIX CPEIbI.

MN3MeHYHBOCTH — CBOMCTBO JKUBBIX OPraHU3MOB yTPAUMBATh UMCIOIIUECS WITH
nproOpeTaTh HOBBIC MPHU3HAKH, OTIMYAIONINE UX OT POJIUTEIBCKUX (POPM, a TaKKe
CIIOCOOHOCTh KHMBBIX OPTaHU3MOB pEarupoBaTh Ha BO3JACHCTBUS (PAKTOPOB CpPEIbI
MOpGOPU3NOTOTUICCKUMU  W3MEHEHUAMH. (OCHOBHBIE (OPMBI  M3MEHYHBOCTH:
HaClleJICTBCHHAs (T€HOTHITMYECKasi) — OOYyCIJIOBJIEHA TOSIBICHUEM MYTallMd W HUX
KOMOWHAIIMSAMU TIPU CKPEIIMBAHUM; HEHACJICACTBCHHAS (MOAU(PUKAIMOHHAS) —
BBI3BIBAETCS BHEIIHMMH YCIOBUAMHM U >KECTKO HE 3aKperuiieTcsl B TEeHOTHIIE;
OHTOT€HEeTHYEeCKasi — MePEeMEHbl B MHJIMBUAYaIbHOM Pa3BUTHHM OpraHU3Ma WM MPHU
muddepeHnmany KIeTok; reorpadudeckas — GopMUpoBaHHE OCOOCHHOCTEH Y
OpraHU3MOB OJHOTO BHJAA TOJ BIUSHUEM MPOCTPAHCTBEHHO-TEOrpaduyecKux
¢dakTopoB (hopmbl, pachl, TOJBHUABI U T.II.); KAUECTBEHHAs] — KOPEHHOE M3MEHEHUE
CBOMCTB U CTPYKTYP; KOJUYECTBEHHASI — U3MEHEHUE BETUYNHBI I BHIPAKEHHOCTH
noKazaress.

HacnenoBanue — mpolecc nepefauyd TEeHETHYecKoW HH(poOpMalnuu dYepes
rameTsl (TP TOJOBOM Pa3MHOXKEHHH) WM COMATUYECKUE KIETKH (Mpu Oecroiom
pa3MHoOkeHuH). CTeneHb COOTHOUICHHSI HACJIEICTBEHHOCTH U MU3MEHYMBOCTH, WU
Mepa CXOJICTBa POAUTENEH U JETEH, ONPeAeNAeTCS MOHATUEM HACIe0YeMOCHb.

I'eHoTHN — COBOKYITHOCTh HACIEACTBEHHBIX (PAKTOPOB (TEHOB), MOTYyYaEMBbIX
OpPTaHHU3MOM OT POJUTENEH B MOMEHT OIJIOIOTBOPEHHUSL.

@eHOTHI — TPU3HAKHU, TTPOSIBIISIIONIUECS B PE3yIbTaTe peaanu3aiuy TeHOTHIA B

OIIPCACICHHBIX YCIOBHUAX CPCABI.



OCHOBBI MOJIEKYJISIPHOM 'EHETUKH

OcHOBHbBIC (PYHKIMHU M CTPYKTYPa 0€JIKOB

benku urparoT BaXKHEHIIYIO POJib B KU3HEEATEIBHOCTH JTIOOBIX OPraHU3MOB.
MHuoroo0Opa3ue U CIOXHOCTb >KMBOM MAaTepUH, IO CYTH Jejla, OTpa)xaercs
MHOT000pa3HeM U CIOKHOCTbIO OenkoB. Kaxaplil 0e0K UMEET CBOIO YHUKAJIBHYIO
(GyHKIMIO, KOTOpas OMpENeseTcss NPUCYUIUMU €My CTPYKTYpPOH U XUMUUYECKHUMU
cBoiicTBamu. HekoTopeie Oenku SBISIOTCS ¢hepmenmamu, T.€. KaTaau3zaTopaMu
OMOXMMHUYECKUX pEaKIMil B JKUBBIX opraHuzMax. Kaxmas Xumuueckas peakius
KaTajgu3upyeTcst onpeneraeHHbIM (pepMeHToM. be3 ydactus ¢epMeHTOB Mogo0HbIE
peakluud HE TPOUCXOJAT BOBCE, WM MPOTEKAIOT KpaiHEe MEMJIEHHO, 4YTOOBI
o0ecreyuTh caMy BO3MOKHOCTh CYIIIECTBOBAHMS KUBBIX OpraHu3MoB. [[pyrue
oenku (cmpyxmypHule) BBITIOIHSIIOT B OPTaHU3ME POJIb CTPOUTEIBHBIX OCIKOB —
WIM caMu 1o cebe (Hampumep, KOJUIareH), WIM B KOMIUIEKCE C HYKJIEHHOBBIMU
KACTOTaMH (HYKJIEONIPOTEUHBI), YrieBoAaMu (TJIMKONPOTEHHbI) WU JUIUIAMU
(;mumonporennbl). Hekoropbie Oenku, BOBJIEYEHHbIE B CHCTEMY 3araca U
TpaHCIIOPTa  KHUCJIOPOJIa,  CBSA3BIBAIOTCA  C  (PYHKIIMOHAJBbHO  BaKHBIMU
METaJTOCOIEP KAIUMH OpraHUYECKUMH MOJIeKysiaMu. Tak, HanpuMmep, MUOTIOOUH
U TEeMOIJIOOMH CIenu(PUUECKH CBS3BIBAIOT JKENE30COACPKAIIYI0 TPYNIUPOBKY,
Ha3bIBAEMYIO TEMOM.

benku — 310 GoJBIIINE TOIMMEPHBIE MOJIEKYJIbI, TOCTPOEHHBIE N3 MOHOMEPHBIX
AMUHOKHUCJIOTHBIX 3BEHBbEB. B cocTaB OelKOB BXOMAST ABAAIATH PA3IUYHBIX BHUJIOB
aMUHOKHUCTIOT. Bce OenkoBble aMHMHOKHUCIOTHI (32 HCKIIOYEHHEM IPOJIMHA)
XapaKTepu3yrTcs oOmmel CTpykTypoir (puc. 1), 00s3aTeTbHBIMH 3JIE€MEHTAMU
KOTOPOU ABJISIOTCS: aMUHOTPYTINa, KapOOKCUIIbHAS IPyIIa, BOJAOPOA U KaKOH-Tn60
pajuKail.

AMUHOKHCIIOTBI B O€JKax CBSI3aHbI MEXKJIy COOOH NMPOYHBIMU KOBAJIEHTHBIMHU
NenmuoOHbIMY CBA3SMH, BO3HUKAIOIIMMHU MEXAY KapOOKCHUJIBHON Ipynnoil oJHON
AMUHOKHUCJIOTBl M aMUHOTPYINOW chefyromed Kuciotel. OOpasyroumuiics B
pe3ysbTaTe  TakKoro  B3aUMOJEWCTBHSI  OJMIOMEpP  HA3bIBAKOT  NEnmuooM.

AMI/IHOKI/ICJ'IOTI)I, BXOAAIIHNEC B COCTaB InerTuaa qacCTo Ha3bIBAIOT
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amunokucromuvimu ocmamxamu (1adn.l). CTpykTypHYIO OCHOBY JIO00OTr0 MenTuaa

COCTaBJISIE€T 3Ur3aroo0pa3HbIil 0CTOB, 00pa30BaHHBIN aTOMAaMH YTJIEpOAa U a30Ta.

H_

NH,

C—COOH

R

Puc. 1 CtpykrypHas hopmysa aMUHOKHUCIIOT.
NH,— amunorpynna; COOH — kapOokcuiibHas rpyIna;

(H — atom Bogopoja); paaukan R — 6okoBas rpyrmria.

Tabmuma 1
Knaccuduxanys aMuHOKHUCIIOT 110 IPUPOJIe OOKOBBIX TPYIII
Mpupona Gokosow rpynmnbl Hassanme CokpalleHve
aMMHOKWUCNOTHI

HelitpanbHbie TJTULAH enu
Tpuntodan mpu
Henossipabie apoMaTu4ecKkue dbenunnanianun pen
TUPO3UH mup
METUOHUH mem

HenoJssipabie cepocoaepskaniue
LUCTEHH yuc
aJlaHUH ana
JIEULIH aeu
Henonsipubie anudaruyeckue BAJIMH 8al
W30JICUIIMH une
MPOJIMH npo
Hoasipusbie, cogepxamue OH- CEepUH cep
rpynmny TPEOHUH mpe
acriaparut acH
HHoasipable aMuabI Ty TAMHH -
acraparnHoBas KUCIJIOTa acn

Ionsipuble «—» 3apsizKeHHbIE

[JIyTaMHUHOBAsi KUCJIOTA 2y
TUCTUJIUH auc
Ionsipable «+» 3apAKEeHHbIE JIV3UH JU3
apruHUH ape
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Crpoenne u pynkuuu IHK

JHK —  1e30KCHPHOOHYKJIEMHOBasi  KHCJOTa —  OHOJOrhyeckas
MaKpOMOJIEKYJIa, HOCUTEIb T'€HETUYECKON MH(POPMALIUHA BO BCEX DYKAPHUOTUUYECKHUX
KJeTkax. TpexmepHas MoOjeNb MPOCTPAHCTBEHHOIO CTPOCHMS JBYXIIEOYEYHOU
JIHK Obina omucana B 1953 1. JIx. Yorconom u ®. Kpukom. CorjacHo »Toit
mozaenu mojekyna JIHK cocTouT w3 NBYX MOMMHYKJIEOTHUIHBIX LIENeil, KOTOpbIE
00pa3yloT MpaByl0 COUpaib (BUHTOBYIO JIMHHIO) OTHOCUTEIHHO OJTHOM W TOW XKe
ocu. HampaBnenune wneneil B3auMHO mnportuBonosoxHoe. Crpykrypa JIHK —
NOJIUMEP, CTPYKTYPHON €AMHUIIEH KOTOPOTO SBJISIETCS HYKA€OmMUO.

Hykneotus cocTOUT M3: a30THCTOTO OCHOBAHUSI: IMyPUHOBOTO — ajneHHH (A)
win ryadud (I') unu nupumuauaoBoro — muto3uH (1) wmu tumun (T); yrimeBona
N€30KCUpUO03bl  (ISATUYTIAEPOJHOE CcaxapHOE KOJblo); ocTatka ¢ochopHOn
xucaotst (HPO3 ) (puc 2).

JIBoiiHaa cnupans JIHK mpaBocroponHss. 10 map OCHOBaHMI COCTaBISIOT
HOJIHBINA 060poT 360°, clie0BaTeNIbHO, KaXKaas [apa OCHOBAHUM HoBepHyTa Ha 36 °
BOKPYI' CHHUpad OTHOCUTENBHO cienyromei mnapsl. CaxapodocdarHblii ocToB
pacrnosiaraeTcsi mo nepudepur ABOMHOM chnHpain, a a30THCTblE OCHOBAHUS
HAXOASATCS BHYTPH M HMX IJIOCKOCTH MEPIEHIUKYJSPHBI OCH cnupaiud (puc. 3).
Mexnay ocHOBaHUAMH 00pa3yrloTcs crenudduueckrue BOJOPOIHBIE CBSI3H, B
pe3yibpTaTe dYero OCYIIECTBISETCS TaK Ha3blBAEMOE  YOTCOH—KPHKOBCKOE
cnapuBaHue. AJIEHUH Bceraa o0pasyeT BOJAOPOJHBIE CBSI3U C TUMHHOM, a TYaHHUH C
UATO3MHOM. Takasi 3aKOHOMEPHOCTb  HA3bIBACTCS  KOMHJIEMEHMAPHOCMbIO.
KoMImeMeHTapHOCTh — B3aUMHOE COOTBETCTBUE MOJEKYJ OMOIOIMMEPOB WM KX
¢parmeHTOB, oOecneunBaroiee 0Opa30BaHUE CBA3CH MEXIy MNPOCTPAHCTBEHHO
B3aMMOJIONOJTHAIOMIMME  (KOMILJIEMEHTAPHBIMK) (parMeHTaMu Mosekyn. JlanHas
3aKOHOMEPHOCTh O4Y€Hb BaxkHa Ju1d permnkanuu JIHK.

CooTHomieHne MexAy 4uciaoMm pa3Hbix ocHoBanuii B JIHK yctanoBieHo
Yapradhdom B 1949 r. u chirpano BaXHYIO pOJIb B MOCTPOSHUU JBOMHOW CITMPAIH.
Yapradgd odbnapyxun, uro y JJHK camoro pazHoro mpoucxoxaeHusi KOJIUYECTBO

a/ICHMHa pPaBHO KOJIHMYCCTBY THMHHA, ad KOJIHMYCCTBO I'yaHHMHA — KOJIHYCCTBY
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LUTO3MHA. OJTa 3aKOHOMEpPHOCTh Obula Ha3BaHa «mpaBwioM Yaprapda» u
BoIpaxkaetTcs Tak: A = T; I' = 1. Takum oO6pa3om, Oosee 00bEMHbBIE ypPUHBI BCET A

CIIapuBarOTCsAa C MIMPUMHUINHAMH, UMCIOINNMHU MCHBIIINEC PA3SMCPHI.

NH, 0
CH
H 3
)
H H
AneHuH Tumun
O NH,
H N
H,N H S
H
I'yanun [uTo3un
CH,OH
O _ OH
|
0—P=0
O
OH
He3okcupubo3a OcTtaTok (pocPopHOIl KUCTOTHI

M-paiko3aan
CBA3L

Ocrionaine

()\\\\\\\\
Tenrola C

Puc. 2 CtpykTypHBIE KOMIIOHEHTHI U cTpoeHue Hykieotuaa JJHK
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HYKJICOTHIbL HYKJICOTHIbI
A A

3’

5!

[TonmuuaykeoTnaHas
1enb

JIe30KCpu003

Caxapo-docdarnblit [Tapbr Caxapo-dochaTHbrii
OCTOB KOMIUIEMEHTapHbIX 0CTOB

Puc. 3. Cxema ctpykTypsl yuyactka JJHK

DTO MPUBOAUT K TOMY, 4TO paccrosiHus mMexay Cl’- aromamu ne30kcupuOo3bl B
JIBYX IIETSAX OKa3bIBatOTCs oauHaKoBbIMU st AT- u LII'- map. B pesynbrate AT- u
['Ml-mapel BKIIOYAIOTCS B JBOMHYIO CHUpaib 0e€3 Kakoro-imdo 3aMETHOTO
U3MEHEHUsI reoMeTpuud ocToBa. llenu ynepKuBarOTCS BMECTE BOJOPOIHBIMU
CBA3SMH M 3aKPYUYEHBI OJIHA BOKPYT APYrol U BOKPYT o0111eit ocu (puc.4).
Hyxneotunsl coenwiHeHBI B TOMMHYKICOTHIHYIO Ienb 4epe3 (ochaTtHyro
rpynny ¢ oOpa3zoBanueMm (ochoaudupHBIX MOCTHUKOB, T.€. caxapo—hocharHbiii
octoB JIHK cocrapinsitor perynsipHo yepeayronmecs ocTaTku caxapa u ¢pochopHoit

KHCJIOTBI, a OOKOBBIC I'pYyIIIbI ATOM oM — 4YCThIPEC THIIA HCPCTYJIIPHO
13



YyepeayrolIecss a30TUCThle OCHOBaHMs. ['eHeTmyeckas HMHQoOpMalus 3amucaHa B
MOCJIEIOBATENILHOCTH HYKJICOTH/IOB B HAIPABJICHUU OT 5’ KOHUIA K 3’ KOHIly — 3Ta
HUTHh HasbiBaerca cmbiciioBor JIHK, 3pmecek pacmonokensl reHsl. Bropas HUTH
HampaBlieHus: 3’ —5’ CUMTAeTCs AHTUCMBICIOBOM, HO SBJISETCS HEOOXOIUMbBIM
«3TaJOHOM» XpaHEHUsl TeHETUYeCKO MH(popManuu. AHTUCMBICIOBAas HUTh UTPAET
OoJblyI0 poJdb B mporneccax pernkanuu u pernapanuu JIHK. Takum oGpazom,
CTPYKTypa OJHOM HHUTH OIPENEISAET MOCIEAOBATENBHOCTh HYKIEOTHIOB IPYrou
HUTH, TaK, YTO IIOCJIENOBAaTeNbHOCTH oOcHoBaHuii B HuTiax JHK Bcerna

AHTUIIAPATIICIIBHBI U KOMIITICMCHTAPHBI.

Bosaswoil
xenobok -

Puc. 4. Mogenbs BTOpUuHON U IPOCTpaHCTBEHHOU cTpyKTYyphl JJHK

3nanue cTpyktypel W GyHkuid JIHK Heobxomumo miis MOHMMaHUS CyTH
HEKOTOPBIX T'€HETUUYECKUX MPOLECCOB, MPOTEKAIOIINX B KJIETKE. bpulo SICHO, 4TO
cama JIHK He MO»eT Urpath pojiab MAaTPUIIbI IPU CUHTE3€ OEITKOB U3 aMUHOKHCIIOT,
Tak kak nmouyty Bcs JIHK Haxomutcs B XxpomocoMax, pacIioioKEHHBIX B AIpE, B TO
BpeMsl KaK MOYTHU BCE KJIETOYHBIC OCJIKM CHUHTE3UPYIOTCS B LUTOIJIa3Me. Takum

oOpasom, renetuueckas uapopmanus, 3akiodeHnas B JIHK, nomkHa nepenaBaTbest
14



KaKOW-TO IIPOMEXYTOYHON MOJIEKYJE, KOTOPAsk TPAHCIIOPTUPYETCSA B LIUTOILIA3MY U
y4aCTBYET B CUHTE3€ IOJUIIENTHAA. Takol IMPOMEXYTOYHON MOJIEKYJIOU CIYKHUT
PHK (pubonykneunoBas kucinora). BzaumootHomenuss JIHK, PHK wu O6enka

Mpe/ICTaBIIECHbI Ha PUC.5.

> TpaHCKpmnuMﬂ>.> TpaHcnauys

Puc. 5. Cxema B3aumootnomenuii JJHK, PHK u 6enka

Pennukauws
OHK

Crpoenue u pynkuuun PHK
PHK — pubGoHykjieMHOBass KHCJIOTa, UMEET MHOro OOIIEro CO CTPYKTYpOi
JIHK, HO oTiimuaeTcs psiaoM NpU3HAKOB:

o yraeBogom PHK, k KOTOpoMy MNpUCOCAUHAIOTCS NYPUHOBBIC WIIH
NUPUMHIMHOBBIE OCHOBaHMS U (ocdaTHble TPYMNIbl, SBIseTcs pubo3a
(puc.5);

« B cocraB PHK, kak u B coctaB /JIHK, BXoasAT a30TuCThIE OCHOBaHUS aJCHUH,
ryanuH u nuto3ud. Ho Bmecto Tumuna PHK comepsxut yparwn (puc.6);

« B ommuue ot Asyxuenoyeunou JJHK, PHK — onHonenoueunas momnekyna.

CH,OH 0]
@] OH H
O
OH OH H
Pubo3a VYpamun

Puc. 6 CtpykrypHubie kommonenTsl PHK

PHK OsiBator pasHbix ThOB: MH(MOpManmoHHas wian MmatpuyHas (MPHK),

tpancrioptHas (TPHK), pubocomansnas (pPHK), B sanpe xkineTtok »sykapuoT
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coaepxkurcs rereporennas siaepras (rsaPHK). Marpuunas PHK sBnsiercs konueit
(Tpanckpuntom) coorBerctByromein JIHK. Orta komus ciaykxut marpuued s
CUHTe3a Oelka.

Monekynbl  TpancnoptHoii  PHK  (puc.7) y3HaoT B IMTOILUIa3Me
cooTBeTcTBYIOUI TpuIuieT (kogoH B MPHK) u nepeHocsT Hy)XKHYI0 aMUHOKHUCIIOTY

K pacTyIleH MTOIUIICITUIHON LIETIH.

AKLEenToOpHbIN A 3wowey
A ; crebene T ¢
AL, ¥
\ T*‘ , rf"J S'woney  Pur

PG

AHTMKOROH ___ — 2
Puc. 7. CxemaTnuHoe cTpoeHre MoJeKyibl TpancnoptHor PHK

Y3unaBanue kojgoHa B MPHK ocymiecTBisieTcs ¢ moMOIIbIO TPEX MOCIEI0BATEI bHBIX
ocHoBanui B TPHK, HaspIBaeMbIX awmuxooonamu. AMHUHOKHUCIOTHBIM OCTATOK
MOKET MPUCOEAUHIThCA K 3’-KoHIly Mojekyyibl TPHK. CuutaroT, 4To a1 kaxaon
AMHHOKHCIJIOTBI MMeeTCs, 1o KpakHed wmepe, omaHa TPHK. Monekyna tPHK
COJECPKUT OKOJIO 75 HYKIECOTHUIOB, KOBAJCHTHO CBSA3aHHBIX JPyr C JIPYrOM B
JUHEMHYI0 IIEMOYKy. OTa CTPyKTypa HalOMHMHAaeT JIMCT KieBepa. Ero
KOHpUTypanuss  BO3HHMKaeT  Omarojgapss  HECKOJBKUM  BHYTPHIICTIOUCYHBIM
KOMIUIEMEHTapHbIM ydacTkaM. Mounekynsl Bcex BuaoB TPHK umeror 4 ocHOBHBIX
mieya. Akyenmoproe TJIEYO 3aKaHYUBAETCA MocienoBaTeabHocThio LIIIA (5°-3).
Uepe3 3’ NpoOUCXOIUT CBSI3bIBAHHWE C KAPOOKCHIIBHOW TPYINIION aMHUHOKHUCIOTHI.

OcranpHble TJIEYH TOXKE COCTOSIT U3 CTeOJiel, 00pa30BaHHBIX KOMILJIEMEHTAPHBIMHU
16



mapamMu OCHOBAHMUU U METEIIb U3 HECIIapCHHBIX OCHOBaHUH. Anmuxo0orHosoe IIeYo

y3HAeT HYKJICOTUIHBIN TPUILIET (KOJIOH).

I'eHeTHYECKMHA KO
['eneTnueckuil Koa — eJuHAsl CUCTEMA 3allCU HACJIEICTBEHHON HH(OpMaIuKU B

MOJIEKYJIaX HYKJIEHMHOBBIX KHUCJIOT B BHJE TNOCJIEI0BATEIBHOCTA HYKJICOTHIOB.

['eneTnyeckuii KOJ OCHOBAaH Ha MCMOJb30BAaHUM aj(aBUTA, COCTOSIIETO BCEro U3

yeteipex OykB A, T, I, I', coorBercTBytomux nykieorunam JIHK. Ilockonbky B

Oenkax BcTpewaeTcss 20 pa3IMYHBIX AMUHOKHCIOT, TO Kaxzaas HE MOXKET

KOJUPOBATHCA OJIHUM WIM ABYMs HYKJIeoTHAaMu (OyAeT 3aKOJUPOBAHO TOIBKO

4*=16 aMuHOKHUCIO0T). HanMeHbllasgs Bo3MOXKHas JUIMHA «CJIOBa», OIMpPEACIIAIONIast

AMHUHOKHUCJIOTY, COCTOUT M3 TPEX HYKJICOTHUIOB (YUCIO BO3MOXKHBIX TPHUILJIETOB

paBHo 4°=64). M3 64 komomoB tpu — YAA, YA, YA — He KOAMPYIOT

aMUHOKHCJIOT, OHM ObUTM Ha3BaHbl HOHCEHC-KoJoHaMHU. [lo3nmHee ObUIO MoOKaszaHo,

YTO OHHM SIBJISIIOTCA TepMUHUpYOmKUME KogoHamu (TK) (Tabm.2).

CBoiicTBa TeHETHYECKOI0 KOJA:

o T'enermueckwmii kox TpuruieteH. Tpurier (KOQOH) — MOCIEAOBATEIBHOCTD TPEX
HYKJIEOTHJIOB, KOJUPYIOLIAs OJHY aMUHOKHCIIOTY.

o  BBIpOXIEHHOCTh T'E€HETHYECKOTO KOJa OOYCIOBJI€Ha TEM, UTO OJIHa
AMHMHOKHCJIOTA ~ MOXET  KOJAUPOBAaTBHCA  HECKOJBKMMHM  TPUIUIETaMU
(amuHOKucHOT 20, a TpUIIETOB —64), UCKIIIOUCHUE COCTAaBISAIOT METUOHUH U
TpunTo(aH, KOTOPbIe KOAUPYIOTCA TOJHKO OJHUM TPUILIETOM. Tpu TpHUIUIeTa
TK— »3TO cTONm-cUrHampl, MPEKpalalolMe CHUHTE3 MOJUICITUIHON LENN.
Tpumnet, cooTtBeTcTBytommMii MetnoHuHy (AVYI), BbeimonHAeT GYyHKIHIO
UHULIUUPOBAHUS (BO30YKIECHUS) CUUTHIBAHUS U HE KOJAUPYET aMHUHOKHUCIIOTY,

ecyii ctout B Havane uenu JJHK.
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Tabnuria 2.
Tabnuia reHeTHYECKOr0 KOaa

Brtopo#n HykneoTua KoagoHa
y |4y | A r

den Cep Tup Iuc y

y den Cep Tup uc 7]
= Jeit | Cep | TK | TK | A |7
S( Jleit Cep TK Tpu r e
C::: Jleit ITpo T'uc Apr y §<
E 1, Jleit ITpo T'uc Apr 7] .5
g Jlen [Ipo ['nu Apr A z
E Jleit IIpo [nn Apr r %
;’ Une Tpe AcH Cep y E
>§ A Une Tpe AcH Cep I g
2_‘ Une Tpe JInz Apr A Jg
é) Mer Tpe JInz Apr r i

Ban Ana Acn ['nu y

r Ban Ana Acn ['mu U

Ban Ana [y ['nmu A

Ban Ana [y ['nu r

OJIHO3HAYHOCTh — KaXKJIOMY JaHHOMY KOJIOHY COOTBETCTBYET OJlHA U TOJIBKO
OllHa oOmpeAeleHHas aMuUHOKHcioTa. CreayeT OTYETJIMBO IMOHHUMAaTh
NPUHLUINAAIBHOE OTJIMYME ABYX BAXXHEMIIMX CBOMCTB — BBIPOXKIAECHHOCTH U
OJIHO3HAYHOCTH, OAHOBPEMEHHO ITPUCYIIUX T€HETUYECKOMY KOAY.

Kon He mepekpbiBaercsi, T.€. B  IIOCJIE€IOBATEIILHOCTH  OCHOBAHUU
ABBT'IEXX3UK nepsoie Tpu ocHoBanus, ABB, kogupytor amuHokucinory 1,
I'’1E — amuHOKuCIOTY 2 ¥ Tak jnanee. Eciu Obl Koa ObLT MEepeKphIBAIOIITAMCS,
TO KHUCJOTYy 2 Moryia Obl KOAMpPOBaThH mocienoBarenbHocth BI'J[. B kone

OTCYTCTBYIOT 3aIIATBIC, T.C. HCT 3HAKOB, OTAC/IAIOMNX OAWH KOAOH OT APYIoro.
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o ['enermueckuili koj yHUBEpcayieH, T.e. BCs HMH(OpMAIUS B SAECPHBIX T€HAX
KOJIUPYETCSl OIMHAKOBO JIJII BCEX OPraHU3MOB, 00J1a1a0NIMX Pa3HbIM YPOBHEM
opraHuzanuu (Hampumep, 0abouka, pomalika, pak, JAryIika, yaaB, Opell,

YEJI0BEK).

MaTpHu4HbIe IPOLeECcChl B KJIETKe

Penumukanmus JTHK

Pennukanuueit nnu penymnukanueil (yapoenuem) JIHK HazbiBaioT ee cuHTES.
OcHoBHOe (QpyHKIIMOHANIBHOE 3HaueHue npoiiecca pervtnkamnuu JIHK 3axnrodaercs B
CHa0XXEHWU TIOTOMCTBAa TeHeTHYecKor  wuHdopmaiuend, KoTtopas JJIOJKHA
IepeIaBaThCs MOJTHOCTHIO U C BBICOKOW TOYHOCTHIO. Perukanusa JJHK npoucxoaut
B CHUHTeTHYeCKyI0 (S) cramuio uHTepdasbl Tepes KaKIbIM JeJICHUEM KIICTKHU.
Nudopmanus, Heobxonumas mis pertukaruu JIHK, 3amokeHa B ee CTpykType.
ITockonbky HuTH JIHK kommieMeHTapHbl Apyr ApYry, T.€. OCHOBaHHUsS B mapax
JOTIONHSIOT APYT JApyra, Kaxkjaas LeNb aBTOMAaTHYECKH MOCTaBisieT MHGOPMAIIUIO
11 00pa3oBaHus JouepHei menu (puc. 8).

Takol THUN pEIJIMKALMKA Ha3bIBACTCA Ho.IyKoHcepsamusHvim. Ilpu 3TOM 1BE
Huti JIHK pacmieratorcs (kKak 3acTeXKa-MOJHHS) U Kaxkaas LENb CIYKUAT
Matpulieid 1 oodpazoBanus HoBoH. [lpu permmkanmu monekyna JJHK nocrenenno
pasfensieTcss CHelualbHbIM (EpPMEHTOM Ha JBE TIOJOBUHBI B MPOJOJILHOM
HanpasieHuu. [lo Mepe TOro, Kak OTKpBIBAIOTCS HYKICOTHUIBI pa3aeisieMOu
MOJICKYJIBI, K HHM  JIOCTPaWBAIOTCA  CBOOOJHBIE  HYKJICOTHIBI, paHee
CHUHTE3UpPOBAHHBIE B LUTOIUIa3Me. B WTOre Ka)kaas IMOJIOBHUHHAs CIIMpajb CHOBA
CTAaHOBHUTHCS 1eNoi. Takum o00pa3oM, JOYEepHUE KIETKH TEPBOTO IMOKOJEHUS
nonydyator oxny uens JHK or poaurtenen, a Bropas sBISE€TCS BHOBD
CUHTE3UpOBaHHON. Takoi ke mpoliecc MOBTOPSETCS MpU 0Opa30BaHUU JOUYEPHUX
KJIETOK 2-TO TOKOJICHHS U3 KJIIETOK NEPBOr0 MOKOJNEHUs. M TONBKO IBE U3 YETBIPEX
JOYEPHUX KIJIIETOK BTOPOTO MOKOJEHHS COJEpKAT MO OAHOM POAMUTENBCKOM LIENHU
JIHK. OcranpHble ABe Jg04YepHUE KIETKM HMMEIOT BHOBb CHHTE3UMPOBAHHBIC

MOJICKYJIBL.
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— Pt

Puc. 8. Cxema peruukanuu JJHK

CtpykTypa, KoTopas oOpa3yercs BO Bpemsl peIUIMKallid, Ha3bIBaeTCs
perutnkatuBHOM Bukoi (puc.9). Pemmukanuio JIHK ocymectsaser pepment JHK-
noaumepasza. ITOT (PEpMEHT NPUCOEAUHSIET KOMIUIEMEHTApHBIA HYKICOTHI K
MaTpudHO¥l 1nenu. Hampumep, k HyKJI€OTHAYy A MaTpUYHOW IENM MOJUMEpa3a
NPUCOETUHSET HYKIEeOTH A T, 1 COOTBETCTBEHHO, K HyKJIeoTuny I' — Hykneorup LI.
®depment criocoben HapamubaTh JIHK Tonbpko Ha 3'— koHue. [Tockonmbky MoJiekysa
JIHK anTtunapasnienbHa, pa3Hble €€ KOHIIBI Ha3bIBaloTCs 3 -koHel u 5 - koHetl. [Ipu
CUHTE3€ HOBBIX KONUWA HA KaXXJO0Ml HHUTH OJHA HOBasi HUTh YJJUHSIETCS B
HarpasjieHuH oT 5" k 3”7, a Apyras — B HampaBlieHHH OT 3° K 5-koHuy. OaHako 5
koHen JIHK-nmonumepasa napammuBaTte He MOxeT. [lo3TOMy CHHTE3 OOHOW HUTHU
JHK, Toif, xotopasi pacter B "ymoOHOM" 1y ¢depMeHTa HANpPABICHUH, HIET
HEMpPEPBHIBHO (OHA HA3BIBACTCA JUOUpYIOWAs UIN 6edyujas HUTh), & CUHTE3 APYrou
HUTHU OCYIIECTBISAETCS KOPOTKUMH parMeHTaMu (OHH HA3bIBAIOTCS (hpacmernmamu

Oxaszaxu B 4€CTh YYEHOTO, KOTOPBIM UX omucall, 'y 3ykapuoT coctoat u3 100-200
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HYKJ1€oTUJ10B). [loTOM 3T (pparMeHTHl CHIMBAIOTCA, M TaKas HUTb HA3bIBACTCS

3aIa3IbIBAOIIEH, B LIEJIOM PEIUTMKALIUSA 3TOW HUTU UIET MEJICHHEM.

”

”~
= Begywan
McxoaHbIA / HWTB
OHK-aynnekc

5; o e —— ./’/

= OparmenTsl Okazaku

\\‘/

3anazfblBakwan
HWTb

Puc.9. Cxema cTpoeHust peruiMKaTUBHON BUJIKU

buocunres 0eaka. Tpanckpunuus

Tpanckpunuus (mepenuchiBanue) — cuHTe3 Ha JIHK-matpume MPHK
(MepBUYHOTO MPOJYKTa T'e€Ha), OCYIIECTBIISIONIUMICS B SIAPE HAa CMBICIOBOW HHUTH
JIHK, naxonsmielics B JE€CHUPAIM30BAHHOM COCTOSIHUM. OJTO MEPBBIA JTall
0EJIKOBOTO CHHTE3A.

Martpuunas PHK (MPHK) conepXuT reHeTuu4eCKyr0 HHCTPYKIMIO 110 CUHTE3Y
OTPEJICTICHHOTO TIOJIUMENTHIa U TEPEHOCUT €€ K OEJOKCHHTE3UPYIOIIUM
opra”eiyiaM KieTku — pubocomam. CunTe3 KoMmiiemeHtapHoii Hutu PHK Ha
monekyne JIHK ocymectBusiercs dhepmentom PHK-monmumepazoit. Kaxawiii Bun
sykapuotudeckod ~ PHK-momumepassr  oOnamaer  CBOMMHM  CHCIIMAIbHBIMH
GYHKIUSAMH, TO €CTh TPAHCKpHOUpYyeET onpeneneHHbid Habop renoB. Cunre3 MPHK
MMEET CTaJIMU MHULIMALIUH, JJIOHTAllUM U TEPMUHALINH.

JJisi MHUIIMAIIMY TPAHCKPHUTIIIUYA HEOOXOJMMO HAJMYHE CTEIMAIBHOTO yJacTKa
B JIHK, HnazeiBaecmoro npomotopoM. Korma PHK-mommmepasa cBs3biBaeTcs ¢
MPOMOTOPOM, TPOUCXOJUT JIOKAIBbHOE paciuieraHnue ABoHoN crnupanu JIHK wu

o0pasyeTcst OTKPBITHIA MPOMOTOPHBIN YYACTOK.
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Ononrarus (yanuHenue) nenu PHK — 310 cTagus Tpanckpumnuuu, KoTtopas
HACTymaeT IMoclieé MPUCOEIUHEHHS TMepBbIX 8§ pubonykieorunoB. llpu sToMm
newxkymasicsa Broas nenu JJHK PHK-nmonumepasza neiicTByeT mogoOHO 3acTexKe-
MOJIHUH, PACKpbIBasi JBOMHYIO CIIUPaIb, KOTOPAs 3aMbIKaeTCs o3aau pepMeHTa mo
MEpE €ro MPOJBUKEHUS.

Tepmunanus (mpekpauienue pocra) uenu MPHK  npoucxomutr Ha

cnenuduyeckux yyactkax JJHK, Ha3piBaeMbIX TEpMHUHATOpPAMU.

[Ipouiecc TpaHCKPUIIIMK Y IYKAPUOT UMeEET psAsl ocoOeHHocTell. Tak, ans Hux
XapaKTepHO «KAMUpOBaHME», T.e. oOpazoBanuss Ha 5’-koHue MPHK ocoboii
NOCIIEIOBATENIbBHOCTU — KAM-CTPYKTYpHI. [lepBUUHBIN NpOAYKT reHa, GopMupyemMblit
B siipe — TOYHas Komusg TpaHckpuOupoBanHoro ydvactka JIHK. Drta monekyna
Ha3pIBaeTcsi Hespenou rereporeHHon  sapepHort PHK  (rasPHK). Ilpouecc
dopmupoBanusi 3pensix Mosiekynl PHK w3 mpeamiecTBeHHHMKOB Ha3bIBaeTCs
npoyeccuneom. B pe3ynprare d3TOro nmpouecca MOJEKYJIbl MOJBEPraroTCs
Moaudukanuu mo 5°—3° koHmam u cnaaticuney. Crumaicunr TsPHK — ato
ynanenue mnocnefosatenbHocted PHK, cooTBercTByrommx HMHTPOHHBIM (HE
HecymuM HHpOpMaIMio o CTpykType Oenka) obnactsm JIHK, u coeguneHue
YY4aCTKOB C TPAHCKpUOUPYEMBIMU TOCIEIOBATEIBHOCTAMHU HK30HOB (y4acTKOB,
KOTOpPbIE HEMOCPEACTBEHHO KOAUPYIOT AMUHOKHUCIOTHYIO IOCJIEIOBATENBHOCTh B

oenke).

buocunres 0esaka. Tpancasiuus

Tpancnsuusa (mepeBos1) — MPOIECC BOIUIONMICHUS] T€HETHYECKOW HH(opmanuu
MPHK B cTpykTypy nonunenTuma. 9To BTOPOii 3Tan OEIKOBOTO CHHTE3A.

3penas wmatpuuyHas PHK BeIxoauT B uuTOmazMy, rI€ OCYIIECTBISETCS
npouecc  TpaHciasauumu — - gaekogupoBanne MPHK B amumHOKMCIOTHYIO
nocjieaoBaTeNbHOCTh  Oenka. Ilpomecc nexkoAMpOBaHUST  OCYIIECTBISAETCS B
HarnpasiieHHH oT 5°—3 u npoucxoaut B pudbocomax. Kommnekc MPHK u prbocom

Ha3bIBaeTcs noaucomou (puc.10).
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MPHE

Mastas -
cy ObequHIIIa

Puc. 10. Cxematnueckoe CTpOEHHUE TOJIUCOMBI

[TogoOHO TpaHCKPUNIIUM MEXAaHU3M TPAHCIAIMU COCTOMT M3 TPEX JTAroB:
WHULIMALIUY, JIOHT AU U TEPMUHALINH.

TpaHcndimMs Ha4yuHAeTcss €O CTapToBoro koaoHa AVYI, KkoTopsli mpu
JIOKaJu3alid B CMBICIIOBOM YAaCTH CTPYKTYPHOTO I'eéHa KOJUPYET aMHUHOKHCIOTY
METHOHUH. KaX1yt0 aMMHOKHCIIOTY JOCTaBIsAeT K nojmcoMe TpancnoptHas PHK,
cnenuduyHas K JaHHOW aMuUHOKHcIoTe. Takum o6pazom, TPHK BemomHseT ponb
nocpeanuka Mexay kogonom MPHK n amunokucnoron. Mosnekyinsl TPHK y3narot
B IUMTOIJIa3M€ COOTBeTCTBYOmUA Tpurier (kogoH MPHK) no npunnumy
CIIAPUBAHUS KOMIUIEMEHTAPHBIX a30TUCThIX OCHOBaHUM. Monekyna TPHK, kortopas
MOJXOJIUT K MaJIOM cyObenuHuIle, 00pa3yeT CBA3b [KOJOH — aHTUKOJIOH |, IPU 3TOM
OJIHOBPEMEHHO TEPEAAacT CBOIO aMUHOKHCIOTY B aMHUHOAUUJIBHBIA y4acToK (A-
y49acToK) Oonpiioil cyobenuaunpl pudbocombl. K komorny AVYIT «moaxomuT»
AHTUKOJOH TOJIBKO TOW aMHUHOKHCIIOTHI, KOTOpasi NEPEHOCUT MeTHOHUH. [loaTomy,
MpeX e BCEro K pubOCcoMe JTOCTaBIIICTCS METHOHHH. 3aTeM KojioH AV nepexoaut
Ha TENTHIWIBHBIA ydacToK Oonbinoi cyowbeauHunbl (P-ydactok). B pesynbrare
ATUX TPOIECCOB 00pa3yeTcs TpaHCIHpYOMmas pudocoMa — WHUITMUPYIOIIAN

KomIutekc (puc.11)
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Puc.11. Cxema OuocunTesa Oeika

DJIOHTAIUs. — ATO TOCJEI0OBATEIbHOE BKIIOYECHUE aMHUHOKHUCIOTHBIX OCTaTKOB

B COCTaB PACTYIIECH MOJUMENTUAHOW enu. Kaxaplii akT 3J0HTalUM COCTOUT W3

TpEX ITAIOB:

o VY3HaBaHUE KOJOHa, KOTOPOE 3aKJIIOYAETCS B CBA3bIBAHWU AHTUKOJOHA C
ouepennoi monekynoi TPHK, Hecymieit aMMHOKHCIOTY, ¢ KOJOHOM CBOOOTHOTO
A-yJacTka Ha pubocome;

o (OOpa3oBaHHE MENTHUIHON CBSI3HM, KOTOPOE MPOUCXOMMT JIMIIIH TOTJa, Korjaa oda
yaactka A u P 3amsarer monekynamu TPHK. Yacte Gonbiioi cyObeaumHHUIIBI
prubocoMbl — (epMEHT NenTuAmITpancdepasa, KaTaIM3upyromias 00pa3oBaHKe
MENTUTHOMN CBSI3U

o Tpancnokanus, rae TPHK ydactka P, He cBA3aHHas ¢ mentugoM, MOKHUAAET
pubocomy. 3atem monekyna TPHK ¢ momumentumom mnepexomaut m3 A- Ha

P-yuacrtok, u Hakoner, pudbocoma nepememaercsa Bnoib PHK Ha oauH Ko/10H.

Tepmunaiys (OKOHYaHHWE CHHTE3a) MPOUCXOJUT MO KOMaHE KOJOHOB YAA,

VYAI', YI'A. B npupone He cymiectByeT Takux Mojekyn TPHK, aHTukomgoHbl

KOTOPBIX COOTBCTCTBOBAJIHA OBI STUM KOJOHAaM.
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Kaxnas MPHK TtpaHcimpyercs, kak HpaBuiio, HECKOJBKO pa3, IOCIE YEro
paspymaercsa. Cpennee Bpems xku3nu MPHK okono 2 mun. Pazpymias crapeie u
oOpa3zys HoBble MPHK, kieTka cTporo KOHTpOIMpPYET TUIl MIPOAYLUPYEMOTO Oenka
U €ro KOJMYECTBO. DTO PEryJsius CUHTE3a OejKka Ha ypOBHE TPAHCKPUILUHU. Y
JYKapuOT BO3MOKHA PETYJISILUSA U HA YPOBHE TPAHCISALUH.

Cunte3 Oenka — OJIMH M3 CYIIECTBEHHEHIIUX MOKaszaTene >kxu3Hu. JKu3Hb
KaXJIOr0 WHIWBHAYYMa HAYMHAETCS C OIUIOAOTBOPEHHOW SIWILIEKIETKH, KOTOpas
MHOTOKpaTHO jAenutca. Bckope B oOpa3zoBaBIieiicss KJIETOYHONW Macce HauMHAEeTCs
b depeHIMpoBKa: MEXAy MHOTUMU paHee OJHOPOJIHBIMHU KJIETKAMU BO3HUKAIOT
paznuuus. Knetku auddepeHuupyroTcss mOTOMY, YTO B HUX COJEPIKATCA pa3Hble
OeJIKM, OT MPUCYTCTBUS KOTOPBIX 3aBUCHUT, KaKue peakiuuu OyAyT MPOUCTEKaTh B
KJIETKE, a TaKKe CBOMCTBA U (PYyHKIMHU JaHHOUM KieTku. [lockonbky nroboi Oemok
ABJIAETCS MPOJYKTOM reHa, TO nuddepeHiupoBka o0ycioBiIeHa TeM, YTO pa3HbIe
TEHbl BKJIIOYAIOTCS M BBIKJIKOYAIOTCS HA pa3HbIX dTamnax oHrtoreHe3a. Kpome rtoro,
KaX/Iblil 4eIoBeK Ha 3emJie B IPOLUIOM, HACTOSIIEM M OyaylleM HMeeT CBOU
HEMOBTOPUMBIM HAbOp TOJBKO €My CBOWCTBEHHBIX O€JIKOB, UMEHHO II03TOMY
KaX/IbIil YeJIOBEK yHUKaJeH. VICKItoueHrne — MOHO3UIOTHBIE OJIM3HELBI, Y KOTOPBIX
reHeTUYeCKUil MaTepuan oauHakoB. MMeHHO cnennpuyHOCTh OEIKOBBIX HAOOPOB

o0ecreynBaeT UMMYHHBIN ¥ (PU3HOTOTHYECKUN CTATyC KaXI0T0 YEIOBEKa.

Opranu3zanus reHoB

Tak uyto ke Takoe reH? IeH — 5310 Yywactok Mojiekynsl JIHK,
JNETEPMUHUPYIOMIMN CUHTE3 ompeaeraeHHoro nonunentuaa (O6enka) wiu PHK,
IPYTUMH CIIOBaMH, 3TO IOCIEeA0BaTeIbHOCTh HykieoTusioB B JIHK, koTtopas
0o0ycCIaBIMBaeT OMNPENCICHHYI (YHKIIMIO B OpraHu3Me WIH OO0eCIeUYnBacT
TpaHCKpUILU apyroro rena. Yuyactku JIHK, oTBeTcTBEeHHBIE 3a CHHTE3
OMpEeNIeJICHHOr0 OelKa Ha3bIBalOT yucmporHamu. Cieayer OTMETUTh, YTO LIUCTPOH
HE SIBJISIETCS HEM3MEHHOM WJIM HEIAEIMMOW €IWHMUIEH HACJIEICTBEHHOCTH — €ro
CTPYKTypa MOKET 3aMETHO MEHATHCS O] JACHCTBHEM pas3IMYHBIX (PaKTOpOB, Tak,

OH MOXET OBITh pa3AeiEH Ha IBE YACTU KPOCCHHTOBEPOM.
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Monekyna JJHK comepuT MHOKeCTBO T'eHOB. ["anion1HbIil HAbop XpoOMOCOM
YEJI0BEKA COJECPKUT 3,5x10° HYKJICOTHJHBIX Tap, 3TOr0 KOJWYECTBA TOCTATOYHO
U1l KongupoBanus 1,5 MiH. map reHoB. OHaKO, U3BECTHO, YTO OPraHU3M YEIOBEKA
nmeet He 0osee 100 ThicAY OCIKOB. DTO 3HAYMT, YTO B KIIETKAX YEJIOBEKA TOJBKO
1% JAHK xoaupyeTr oOpa3oBanue 0enkoB. B OTHOLIEHHMH OCTalbHOTO KOJIUYECTBA
JIHK cymecTByroT pasznuuHble rumnoresbl. HekoTopas 4acTe HETpaHCIMPYEMBIX
nocnenosarensHocTet JJHK perynupyer skcmpeccHio T€HOB B XOAE Pa3BUTHS,
muddepenurpoBkn u agantanuu. [pyras wacte u3ositouHoit JJHK Bxogut B
COCTaB UHMPOHOB, HEKOJIUPYIOMIMX YYAaCTKOB T'€HOB, PA3ACISIONINX KOAUPYIOIINE
(ox30HHBIE) OOMacTu. U Bce ke Oosbinas yacth n3dbiTouHoi JIHK mpencrasiena
MHOTOYHCJIEHHBIMHA CEMEWCTBAMH IOBTOPSAIOIIMXCSA nocienoBarenbHocTed. JTHK
reHoMa »JYyKapuoT MOXXHO pa3feuTh Ha JBa Kjacca MOCIeI0BaTEIbHOCTEN:
VHUKaIbHble (HEMOBTOPSIOMIMECS) U nosmopsarowuecsi. K nepBoMy THUITY OTHOCSITCSA
OJIHOKONTUIHBIE TeHbI, KoAupytolue 6enku. [loBTopstomuecs nocnea0BaTeIbHOCTU
JIHK BcTpeuaroTcst y yesoBeka ¢ 4acTOTOH OT 2 10 10
B 3aBucHMOCTH OT BBIMOJHSEMBIX (PYHKIUNA T'€HBI MOAPA3ACISAIOT Ha Pa3IUYHbIC
rpynmbl. OCHOBHBIE U3 HUX:

e  CTpyKTypHbIe (cMBICIOBbIe) — Komupyromue PHK, wnmmu mocienoBatenbHOCTH

AMUHOKHUCJIOT B OETTKOBOI MOJIEKYJIE, T.€. ONPEETSIONe CTPYKTYPY OCIKOB.

e  KOHCTHUTYTHBHBIC («IOMAITHETO XO35SHCTBA») — pabOTAIOT MOCTOSTHHO BO BCEX
KJIeTKaX OpraHu3Ma W KOJIUPYIOT (epMeHThl o0miero meradoiu3Ma.
Okcmpeccust 3TUX TEHOB HE 3aBHCHT OT OKPYXKAIOIMUX YCIOBUU U
MOJI/IEP>)KUBACTCS HA TIOCTOSIHHOM ypPOBHE.

e uy3IMIIeCTBAa  («POCKOWIM») —  KOJUPYIOT  CTPOTO  OMpPECIICHHbBIC
CHeIUaIN3upOBaHHbIe O€JTKM, KaK TMpaBWiO, B KIETKaX OCOOOTO THIIA,
HanpuMep, TEMOTJIOOMH B JPUTPONMTAX, WMMYHOTJIOOYIMH — B KIETKaX

I1J1a3MBI.

e  KOHTPOJMPYIONINE PA3BUTHE — T€HBI, GYHKIUEH KOTOPHIX SBISETCS KOHTPOIb

MyTEW pa3BUTHSL.
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e  0OOWIEro KOHTPOJII — OTBETCTBEHHBI 3a CTA0OMIBHOCTh T€HOMA, 1€(PEKTHI B 3TUX

reHax nNpuBOJAT K YBEJIMUYCHUIO YaCTOThI MYTaHHﬁ.

e  ONpEeAeNsIoNMe TUI CTPOEHUS — BIMSAIOT Ha JauddepeHnnpoBaHue

HAJIMOJICKYJISIPHBIX, TKAHEBBIX CTPYKTYP.
OYHKIIMOHUPOBAHUE CIMPYKIMYPHBIX 26HO8 TECHO CBSI3aHO CO CELM(PUUECKUMU

nocnenoBarenbHocTIMA B Moiiekyse JIHK, Ha3piBaeMbIMH PETyJIATOPHBIMU

ydyacTkaMu. CTPYKTYpHBIE T€HBI OAPA3AEIAIOT HA CIAEAYIOLINE TPYIIbI:

He3aBucumble — TPaHCKPUOUPYIOTCS HE3aBUCUMO, WX TPAHCKPUIIUS HE
CBSI3aHA C JPYyTMMU T€HAaMH, OJIHAKO aKTUBHOCTh JTHUX T€HOB MOXKET
pEryJIMpOBaThCs, HAIPUMEP, TOPMOHAMU;

IToBTOpsitOIIMECsT — OJWH T€H MOXET HaxXOJUThCS B XPOMOCOME B BHUJE
NOBTOPOB, MOBTOPSISICH MHOTO COTEH pa3, BIUIOTHYIO CIEAyd IpPYr 3a APYrow,
obOpazys mandemwvi. Hanpumep, rensl pudbocomanbabix PHK;

Knacrepbl reHOB — Tpynmbl pa3IMYHBIX TE€HOB, HaXOIsIIUECS B
OTpEJICICHHBIX YYacTKaX WM JOKyCaX XpOMOCOM, OOBEIMHEHHBIX OOIIUMU
¢yHkiusmMu. B reHoMme dyenoBeka, HampuMep, KIacTepbl THUCTOHOBBIX T'€HOB
nostopsitorest A0 10-20 pa3, oOpasysi TaHIEMHBIE TPYMIbl MOBTOPOB. Mexmy
reHamMy, OOBEIMHEHHBIMH B KJacTepe OOmUMU (QYHKIUSAMH, HAXOASITCS
cneiicepunle yyacTku. Cneiicepnas JIHK we Bcerma tpanckpubupyetcs. Muorma
ATH yYaCTKH HECYT HHPOPMAIIMIO O PETYINSIIUN WIM MHUIIUAIIUN TPAHCKPHUIIIIHH, HO
B OCHOBHOM 3TO NPOCTO KOPOTKHUE MOBTOpHI n30bITouHOM JIHK, pons koTopoii He
BBISICHCHA.

IIpepbiBUCTBIE TeHBI — OTIWYMATENbHAs 4YE€pTa CTPOCHUS MHOTMX TE€HOB
syKapuoT. OHa BBIPAKAETCS B MO3aUYHOCTU CTPYKTYPBI CMBICJIOBOI YacTH T'€HOB.
DTO CBSI3aHO C YepeJOBAaHUEM DK30HOB M MHTPOHOB. B pesynbrare oOmias niamHa
reHa OKa3bIBaeTCsa OO0Jblle, YeM MOXKHO OBLIO OXKHAaTh, IpUMEpHO B 5—7 pa3. B
Hayajie T€Ha, [0 €ro CMBICJIOBOM 4YacTH, HAaxXOIATCS YYacTKH, KOTOpBIE

00ecCIeunBaoT MPABUIBHYIO PETYIISAINIO paOOTHI TeHA.

27



YinakoBKa reHeTH4eCKoro MaTepua’jaa

Ecmu 6b1 Bcto JIHK opHoil kneTtku B ¢Gopme HpoCTOMl ABOMHOM cnupaiu
BBITSIHYTh B OJIHY JIMHHIO, TO €€ JyinHa Obuia Obl 1,74 M. IlpencraBneHHoil B Buae
nunauu cymmapHoit JIHK ogHoro uenoBeka MOXHO TpH paza 0O€pHYTh 3€MHOM I1ap
no skBaTopy. CunbHO KoHAeHcHpoBaHHbIE CTpYKTypsl HK, comepxamuecs B
AApax KIETOK, HAa3bIBAlOTCA Xpomocomul. lIpm KOHAEHCAMU TPOUCXOIAUT
YMEHBIIEHUE TPOAOJIBHBIX pa3MepoB MoJiekyJibl JJ{HK B necsiTku Thics4 pa3 3a cHeT
oOpazoBanus ceepxcrnupanei JJHK.

Y osykapuoTHUecKUX OpraHu3moB 3HauutenbHas dyacth JIHK okpyxkena
MHOXECTBOM pa3nudHbiX OenkoB. Ot Oenku BMmecte ¢ JIHK o6pasyror
KOMILUIEKCHYIO CTPYKTYPY — XpomamuH, KOTOPBIM oOecrneunBaeT crenuduuecKuii
JUISL DYKapUOT THUIl PETYJISIAM SKCIPECCUU T€HOB. B cocTaB XpoMaTWHA BXOJIST
OYCHb JJIMHHBIE AByXiernoueuHbie mMosiekynbl JIHK, ocHOBHBIE Oenku eucmonsi,
Kucibple Ocenku u HeOompiine koiaumdectBa PHK. Bcecero m3BecTHO msaTh THIIOB
ructoHoB: H1, H2A, H2B, H3, H4. I'ucronbl 00BEAMHSIOT HECKOJBKO TPYIII
ocHOBHBIX OekoB. H1 Hanbonee cnabo cBsi3aH ¢ XpOMaTHHOM.

B xpomocome JIHK ¢ nomMompr0 THUCTOHOB YIIAKOBaHA B CIECHHAAIBHBIC
PETYJISIPHO TIOBTOPSIIOIIUECS  CTPYKTYpbl — HYK1eocomwvl. Tak oOpasyercs
CTPYKTYpa, MOoxXoxasi Ha Oychl, rie Kaxmas OycuHa — Hykieocoma. Hykieocoma
npeactaniser coooit cerment JJHK nmuuoi okono 200 map ocHOBaHUWM, HaBUTHIN
Ha OEJKOBYIO CEpJIEBUHY, COCTOSIIIYI0O W3 BOCBMH MOJICKYJI-THCTOHOB. B
HYKJIEOCOMHYIO CEPALIEBUHY (HYKJIEOCOMHBIA KOpP) BXOIHUT IO JBE MOJICKYJIbI
ructoHoB H2A, H2B, H3, H4. TlosepxHocTH 3THX OEIKOBBIX MOJEKYJI HECYT
MOJIOKHUTENIbHBIE 3apsbl U 00pa3yoT CTAOWIN3UPYIOUIUH OCTOB, BOKPYT KOTOPOTO
MOXET 3aKpyuHMBaTbCAd OTpULATENbHO 3apsikeHHas monekyna JHK. I'mcton H1
pa3memaercs Ha yyactkax [JHK, coenunstomux ogny Hykieocomy ¢ apyrou. JTHK
ATUX YYaCTKOB Ha3bIBAIOT COCAMHUTENbHOM (JIuHKepHOM). [Ipennonarator, uto HI
YY4aCTBYET B PEryJallid TPAHCKPUILIHUOHHOW AaKTHUBHOCTH XpOMaTHHA M HE

Y4aCTBYET B CTAOUIIM3AIUU CTPYKTYPhl XPOMOCOMBI.

28



[lepen HayanoM JeneHHs KIETOYHOIO sIpa XpOMOCOMA, MPEACTABICHHAs Ha
ATOT MOMEHT IIEMOYKON HyKieocoM (puOpuiion), HauYMHAET CHUPATU30BATHCA,
o0Opa3ysi XpOMaTHHOBBIE METIW M YHNAKOBBIBATHCS, MPeoOpa3ysch NPH MOMOIIU
6enka H1 B TOJCTYI0 XpOMAaTMHOBYIO HUTb, WM XpoMatuay, nuamerpoM 30 M. B
pe3yapTare JNalbHEWIIEW CHUpalu3aluy JUaMeTp XPOMAaTHAbl JOCTUTAeT KO
BpemeHu Mmetadaszpl 700 HM. 3HauMTeNbHAS TOJIIMHA XpoMocoMbl (auamerp 1400
HM) Ha cTaJuu MeTada3zbl MO3BOJISET, HAKOHEL, YBUIETh €€ B CBETOBOW MUKPOCKOIL.

Takum 006pa3omM, KOHAEHCUPOBAHHAA XPOMOCOMa UMeEET BUJT OYKBBI X (4acTo ¢
HEpaBHBIMM IUIEYaMHU) M TPEJCTaBIsAET COOOM CHIBHO KOHICHCUPOBAHHBIN

XpomamuH, TOCTOSIHHO MIPUCYTCTBYIOIINN B KIETOYHOM siape (puc.12).

0,2-20pm

Puc. 12. Cxema cTpoeHuss XpOMOCOMBI

1—xpomaruna; 2—1eHTpomepa; 3—KOpPOTKOE IIJIeH0; 4—THHHOE TUICUO.

MuTtoTHueckasi XpOMOCOMa COCTOMT M3 JIBYX CECTPUHCKHX XPOMATHI H
IIEHTPOMEphl. B 3aBUCHMOCTH OT PAaCHOJOXKEHHUS ICHTPOMEPHI XPOMOCOMBI
MOPGhOIOTHYSCKH Pa3IesioT Ha

o MeTaneHTpHYecKHe — IICHTPOMEPA PACIIOIOKEHA IMOCEPEIUHE XPOMOCOMBI

(paBHOMIIEUKE) — puc. 13, 1;
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o CyOmeraneHTpUYecKHe — IICHTpOMEpa CMEIIeHAa K OJHOMY H3 KOHIIOB
(cmabo HepaBHoOIIEUUE) — puc. 13, 2;

o AKpOUEHTPUYECKHE — [IEHTpOMEpa CUJIbHO CMEIIeHa K OJHOMY U3 KOHIIOB
(pe3ko HepaBHoIUIeuue) — puc. 13, 3;

o TesonenTpuyeckne — IEHTPOMEpPAa pACMHOJOKEHA B  TEJIOMEPHOM
(KOHIIEBOM) Y4aCTKE XpOMOCOMBI — puc. 13, 4.

KpoMe mnepBUYHON MEPETSHKKM XpPOMOCOMA MOXKET HMETh 8MOPUUHYIO
nepemsixcky (Puc. 13, 5) He HMEIOUIYIO OTHOIICHHMS K MPHUKPEIJICHUIO HHUTEH
BepeTeHa. MeECTOHAaXOXKJACHUE OTONM TEePEeTsHKKM B XPOMOCOME CBSI3aHO C
dbopMupoOBaHUEM SIIPHIIITKA. ITOT Yy4aCTOK XPOMOCOMBI HA3bIBACTCS SJIPHIIIKOBBIM
(HyKJICOJIApHBIM) OpraHu3atopom. [loyararoT, 9T0 OH UMEET CIOXKHYIO CTPYKTYpPY U
otBevaeT 3a cuHTe3 pubocomuHori PHK. MHorna Ha koHITaX XpoMOCOM HaXOIATCS

HeOOIbIINE TCJIblld — CIIYTHUKH. Takue XpOMOCOMBI HA3bIBAKOT CHYMHUYHbIMU

(puc.13, 6).

N \ J U \ J N \ J \ /H_J\__J

1 2 3 4 5 6

Puc.13. Cxematuueckoe cTpoeHrne MOpQOIOTHIECKH PA3TUIHBIX XPOMOCOM

Kaxnas xpomocoma o00s3aTensHO uUMeeT IeHTpomepy. MIMeHHoO Kk Heil B
MeTtadasze MPUKPEIUISIETCS HUTh BEPETEHA, Pa3BOASAIIAsS XPOMOCOMBI K IOJIOCAM.
MecTomnonokeHne EHTPOMEPHI B Pa3HBIX XPOMOCOMaX MOXKET OBITh PAa3IMYHO, HO
OHO TUIUYHO IS KaXJIOW XPOMOCOMBIL. LIeHTpomMepsl ONpeaeNsitoT OpUEeHTAINIO
XpOMOCOM B MHTO3€ M HX NPAaBWIBHOE pACXOXKIEHUE K Toiocam. B ciydae
pa3pbiBa XpOMOCOMBI, OSCIICHTPOMEPHBIN YIaCTOK (ayenmpuueckutl ppaemenm) He

MOXXCT BOCCTAHOBHUTBb HOCHTPOMCPY H IIPU KICTOYHOM [JACJIICHHM 4Yallc BCCIro
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yTpaunBaerca. @OparMeHT MOXKET COXPAHUTHCA JIMIIb B TOM Cly4yae, €Clid
MIPUKPENIUTHCS K XpOMOCOME, NMeronIer neHTpomepy. Lientpomepa conepxur JJHK
Y TAKXKE SIBISECTCS CaAMOBOCIIPOU3BOIAIIECHCS CTPYKTYPHOM YaCThIO XPOMOCOMBI.

Ha koHIIax XpoMOCOM HMMEIOTCSI CErMEHTBI, NPEMATCTBYIOIIUE CKIECHBAHUIO
XpOMOCOM KOHIAMH. Takue CErMeHTbl Ha3BaHbl meaomepamu. XpPOMOCOMBI IO
CBOEH OCH HEOJHOPOAHBI KaK MO XMMHUYECKUM U (PU3MUYECKUM CBOMCTBAM, Tak U
reHeTruecku. [lpu @ukcauum U OKpacke OCHOBHBIMH KpPACUTEISIMU pa3HbIe
y4acTKH (pailoHbl) U J1a’ke HEKOTOPBIE LEIbIE XPOMOCOMBI JIAI0T Pa3HYIO PEAKIIHIO.
Onuu y4acTKu WHTEHCUBHO OKPAIIMBAIOTCS — ux Ha3bIBAIOT
2emepoxpoMamuHosbiMy,  JAPYrue  OKpallMBalOTCS  cllal0 U Ha3bIBAIOTCA
ayxpomamunoseimu. ['eTepo- U 3yXpOMATHHOBBIE YYAaCTKH O0JIaIal0T pPa3HbIMU
F€HeTUYECKMMHU  CcBOWcCTBaMu. llepBble 1OYTM HE coOAepXKar TE€HOB U
(GYHKIIMOHAIBHO MHEPTHBI (COOTBETCTBYIOT MHTpPOHHBIM objnactsaMm JIHK), Torma
KaK BTOpBIE COJIEpAT TeHbl M AKTHUBHBI (COOTBETCTBYIOT DK30HHBIM 00JaCTsIM
JIHK). T'erepoxpomMaTHHOBBIE y4acTKU pa3OpocaHbl 1O BCEH IJIMHE XPOMOCOMBI, HO
yale pacnojiaralorcs BOJIU3H LEHTPOMEPHI. Pa3pbIiBbI XpOMOCOM MPOUCXOIAT, Kak
OpaBUjIO, MMEHHO B O3THUX Yy4YacTKax, WJIM Ha TPAHUIIE TE€TEPOXPOMATHUHOBOTO
y4acTKa € 3yXpOMaTHHOBBIM. CyIIECTBYIOT HEKOTOPBIE BUIbI XPOMOCOM, KOTOPBIE
IPEUMYIIECTBEHHO COJIEPKAT T€TEPOXPOMATHH, HAITpUMEDP, Y —XpOMOCOMa.

llonosvimu xpomocomamu Ha3bIBAIOT XPOMOCOMBI, Pa3IU4YHO YCTPOEHHBIE Yy
MY>KCKHUX U )KEHCKHX OpraHu3MoB. [1o Tpaguuuu, nojgoBble XpOMOCOMBI, B OTJIHYHE
OT aymocom (HETOJOBBIX XPOMOCOM), 0003HAUAIOTCS HE MOPSAKOBEIMU HOMEpaMH,
a 6ykBamu X, Y, mpuuéM OTCYTCTBUE XPOMOCOMBI 00603HauaeTcs mudpoi 0 (HoIb).
Kak mnpaBuno, mpu 5TOM OJWH U3 TOJOB ONPENETSAETCS HaIUYUeM Haphbl
OJIMHAKOBBIX MOJIOBBIX XPOMOCOM (FOMOTaMETHBIN IM0J), a APYroll — KoMOMHaUen
JBYX HEMapHBIX XPOMOCOM WJIM HAIMYHUEM TOJBKO OJHOU MOJOBOM XpOMOCOMBI. Y

YeJI0BeKa, TOMOTaMETHBIN MOa — XKeHCKUH (XX), rereporaMmeTHbIi MoJl — MY>KCKOM

(XY).
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Kapuorun yenoseka
Kapuomun — COBOKYIIHOCTb XPOMOCOM KIICTKH, XapaKTCPUIYIOMIAACA HX

YHCIIOM, pa3MepoM u hopmoii (puc.14).

Puc. 14. Cxematunyeckoe n3obpaxeHue 1 knaccugukaLms XxpomMocom YernoBeka
[Ipenapathl XpOMOCOM YEJIOBEKA MOXHO IPUTOTOBUTH M3 BCEX TKAHEH H

KJIICTOYHBIX CYCHCHBI/If/'I, CoACpKaAMMUX ACIAIMUCCA KICTKH. HO, qame BCCIro

npenapatbl MeTadaszHbIX XPOMOCOM TOTOBST W3 JTUM(DOIUTOB mepudeprudecKkon
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KpOBHU, KOTOpbIE NPEIBAPUTEIBHO KYJIbTUBUPYIOT B NPHUCYTCTBUM MHUTOI€HA
(BemiecTBa, CIIOCOOHOTO MHYIIUPOBATH MUTO3, HAITPUMED, (PUTOTEMATTIFOTHHUH ).

Knaccudukanms M HOMEHKIATypa paBHOMEPHO OKpAIIEHHBIX XpOMOCOM
yejoBeka Obla BhIpabOTaHa Ha MEXIYHApOJHBIX COBEHIaHUSIX B 60-x romax
(HdeuBep, Jlonmon, Ywuxkaro). CorjzacHo 3TOH HOMEHKIAType, XpOMOCOMBI
pacnoJiaratoTcsi B MopsKe YMEHbLIEHUS UX JJIMHBI. Bce XpoMOCOMBI pa3zienieHbl Ha
7 rpynm, KoTopble ObUIM 0003HaYeHbl OyKBaMH aHrimiickoro andasura ot A 1o G.
Bce napel xpoMocoM HyMepyroTca apaOCKUMHU LUppamMu.

o Ipymma A (1-3) — camble KpyIHBIE XPOMOCOMBI. XpoMocoMbl 1 U 3 —
METalEHTPUUECKHe, 2 — cyOMeTaleHTpruuecKasl.

o« I'pynna B (4-5) — nBe mapsl JOBOJILHO JUIMHHBIX CYOMETAIICHTPUYCCKHX
XPOMOCOM.

o I'pymnma C (6—X-12) — XpOMOCOMBI CPEIHHUX pa3MepoB. XpomMocombl X, 6,
7, 8 u 11 Gosbliie MOXOXXKHM Ha METALGHTPUKU (LIEHTpOMEpHBI HHAEKC 40—
30%), Xpomocomsl 9, 10, u 12 cyOmeTalieHTpUKH.

o I'pynma D (13-15) — akporieHTpUYeCKHE XPOMOCOMBI CPEAHHUX Pa3MEPOB.

o Ipynma E (16-18) — xopoTkue XpOMOCOMBI, Xpomocoma 16 dacto Ha
MPOKCUMAJIbHOM KOHIIE JUTMHHOTO IJIeYa UMEET BTOPUUYHYIO MEPETIKKY.

o I'pymma F (19-20) — camblc MajJeHbKHE METAICHTPHUKH, PAKTHUYCCKH
MEXTy COO0H HE pa3InUUMBI.

o I'pynma G (21-22) — camble MEIIKHE aKpOLIEHTPHUECKHE XPOMOCOMBL.

e Y—XpoMocoMma BBIIEISAETCA KaK CAMOCTOSATEIbHAS.

XpOMOCOMBI  Pa3aUYHbIX TIPYII XOPOIIO OTIMYAIOTCS Jpyr OT Jpyra.
Pa3nnuaTe XpOMOCOMBI BHYTPH I'PYIII CTAJIO BO3MOYXKHO C OTKpPBITHEM B Havaie 70-
X TOJIOB MeToia TudhepeHIMaTbHON OKpacKh XpoMocoM (puc.14).

Kaxnas xpoMocoMa denoBeKa COAEPKUT TOJBKO €l CBOWCTBEHHYIO
MOCJIE0BATENBHOCT TOJIOC, YTO IMO3BOJISIET TOYHO HMJIECHTU(GUIUPOBATH KaXKIYIO
XpOMOCOMY H OIPEAENNTh, B KaKOM CErMEHTE NPOU30LUIa MEepecTporKa.
XpoMocoMbl B MeTaaze MaKkCUMalbHO KOHJCHCHpPOBaHBI, a B Tmpodaze Hu

HpOMeTaCI)aSG pacCIlICTCHBI, 4YTO IIO3BOJIACT BBIABHUTL CHIC 0obIIee KOJIUYIECTBO
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cermeHToB — 800-1200. DTOT METOA HUCHONB3YIOT Mg Oojiee TOYHOMU

UICHTU(PUKALMYI TOYEK PA3pbIBOB XPOMOCOM U MUKPOAEIICLIUN.

BOIIPOCBI N TIPAKTUYECKHUE 3AJIAHHA

1. Omnpenenute OpUEHTAMIO U HYKJICOTUIHYIO MOCIEIOBATEIBHOCTh MAaTPUYHON
PHK, cuntesupyemoili Ha ykazanHoMm ¢parmente JIHK u aMUHOKUCIOTHYIO

MoCJICAOBATCIBHOCTDE KOAUPYEMOI'O CIO ITOJIUIICTITUIA.
3-..TTATTUTTTTATTUTATTICA ..-5
5 . AUTALUTUAAATAUTUTTHALT.. -3

2. CocrtaBbTe CXEMYy NPEpPBIBUCTON  CTPYKTYpbhl THMIIOTETHYECKOTO TEHa,
COCTOSIIIETO M3 5 HK30HOB M 4 HMHTPOHOB M KOAUPYIOUIErO MOJMIENTHUL,
Britovaomuii 300 aMHUHOKHUCIOTHBIX OCTAaTKOB (OTHOCHUTEIBHBIE pa3Mephl

OTACJIBHBIX 9K30HOB 1 HHTPOHOB MOKHO BLI6paTB HpOI/IBBOJIBHO).

3. CocrtaBbTe cxeMy IpolieccuHra rereporeHHon syepnoir PHK, oGpasyromeiics

Impu TpaHCKpI/I6I/IpOBaHI/II/I IMOCTPOCHHOT'O BaMH T'HIIOTCTUYCCKOI'O I'CHA.

4. Omnpenenure, KakuM uuciom TpuiietoB B MPHK 3ammcana wabopmarus o
MOJIMTNICNITHAE, cocTosImeM 13 900 aMHHOKHMCIIOTHBIX OCTAaTKOB, M KAKOBO YHCIIO

HYKJICOTHIOB B COOTBETCTBYIOIIEM ydacTke koaupytomieit nutu JJHK?

5. OOBsCHUTE NPHYMHY, IIPH KOTOPOH T'€H 3YKAPUOTHYCCKOW KJICTKH, COCTaBOM
2400 map HYKICOTHIOB KOIUPYET MOJUIENTHA, cocrosumid u3 180

AMHMHOKHUCIIOT.

6. OpuHakoBa JM JJIMHA TIOJUTIENITUIOB, CUHTE3UPYEMBIX B IYKAPHOTUYECKUX WU
IIPOKAPUOTHUYECKUX KIIETKAX, €CIM HUX KOAUPYIOT CTPYKTYPHBIE TE€HBI

OJIMHAKOBOU JTUHBI? OOOCHYMTE.

7. Omnpenenute BO3MOXKHOE YHCIO HWH(POPMATHUBHBIX TPHUILICTOB, BXOJSIINX B
coctaB pparmenTa monekynsl JJHK, cocrosmem u3 360 map HyKI€OTHAOB, €CIIH

cooTBeTcTBYMOMIas 3ToMy (pparmenty MPHK cocrout u3 300 Hyk1€0THIOB.
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8. 3anmmure Bce BO3MOXHbIE BapuaHThl (parmeHToB MPHK, koTopsie Moryt
KOAMPOBATh CIEAYIOIIUN (PparMeHT NOJUNENTUIA: (PeHUIaNIaHUH—MEeMUOHUH—

yucmeuH—netuyuH.

9. Omnpenenute, Kakhue aMHUHOKHMCIOTHI MOTYT TPaHCIOPTHUPOBAaTH K pubocomam

TPHK c antukomonamu AVI', AAA, I'VLI, 'Y, UI'A, IIYL], YAA, YVII?

10. 3anumuTe Bce BO3MOXKHBIE BapuaHThl pparmeHToB Matpuunbix PHK, kotopsie
MOTYT KOJUPOBaTb CIEIYIOIIMA y4acTOK HNOJUNENTHIA: (QeHUuIanaHuH—

Memuomm—uucmeuH—JZeduuH—npOﬂuH.

11. Yacte nojurnenTrnaga UMECT CIICAYIOIIYIO HMOCICAOBATCIIBHOCTL AMUHOKHCIIOT!
JAUSUH—MPEOHRUR—IUYUH—6AIUH—APDCUHUH. Kaxkue AHTUKOJOHBI HMCIOT

tpancniopTHele PHK, yuacTByroniue B CHHTE3€ 3TOr0 MOJUINENTHIA?

12.1lenp B ©Oenka wuWHCyJIMHA HAYMHACTCS CO CIEAYIONIMX aMHUHOKHCIOT:
(enunananun — 8aNUH — ACNApacur — 2AYMAMUHOBAS. KUCIOMA — SUCMUOUH —
neuyun. Hamummre mocnenoBaTeIbHOCTh HYKICOTHUIOB yYacTKa MOJIEKYJIBI

JTHK, B xoTopoM xpaHuTcs uHpOopmMaIus 00 3ToM Oelike.

13. B cocraB 6enka Bxoaut 400 amuHokuciaor. OnpeaennTh, KaKyr IJIUHY UMEET
KOHTPOJIMPYIOIIUKM €0 T'eH, €CIU PACCTOSHUE MEXIY JIBYMs HYKICOTHIAMH B

monekyne JJHK cocrasmser 3,4 A.

14. ITucTpoH, OTBETCTBEHHBIN 3a CHHTE3 Oellka ¢ MOJEKYIIpHbIM BecoMm ~ 50 000
coctouT u3 1500 nHykneotuaoB. Paccuntalite MOJEKYJISIpPHBINA BEeC LIUCTPOHA B
npyxuenoueunou monekyie JIHK, ecin u3BecTHO, 4TO CpeTHUI MOJIEKYJISIPHBIN

BeC HykiieoTua paBeH 330.
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HACJIEACTBEHHAA WU3MEHYMBOCTD

['eHoTMIIMUECKasT W3MEHYMBOCTh B 3aBUCHUMOCTH OT NPHUPOIBI  KJIETOK
nojpa3aesieTcs Ha ceHepamugHyto (M3MEHEHUS B HACTIEACTBEHHOM ammapare raMer)
U comamuyeckyto (MI3MEHEHUS B HACIIEJICTBEHHOM arlnapaTe KJIeToK Tena). B pamkax
T€HEPATUBHOM M COMAaTHMYECKOW WM3MEHYMBOCTH BBIICISIOT KOMOWHATHUBHYIO H
MYTallMOHHYIO U3MEHYUBOCTb.

KomMOuHATHBHAS WM3MEHYHMBOCTb BO3HUKAET B T'E€HOTUIAX IOTOMKOB
BCJICAICTBUE CIydailHOW mnepekoMOuHanuu asieneid. CaMu TeHbl TPU OTOM HE
U3MEHSIOTCSI, HO TEHOTUIbI POJUTENIe W JeTed paznudyHbl. KoMOuHaTHBHaS
M3MEHUYUBOCTH BOZHUKAET B PE3YyJbTATE HECKOJIBKUX MPOIECCOB:

e HE3aBHCHUMOIO PACXO0XICHUS XPOMOCOM B MPOIIECCE MEI03a;
e PEKOMOHWHAIIUM T'€HOB MPU KPOCCHUHTOBEPE;
e CIy4ailHOW BCTPEYMU raMeT MPH OIIOJOTBOPECHUU.

KoMOvHaTtuBHAass  W3MEHUMBOCTH  SBJSIETCS  IJIABHBIM  HCTOYHHUKOM
HA0JII0/JaeMOr0 T€HETHYECKOT0 pa3HooOpa3usi. I3BecTHO, YTO B TEHOME YeJIoBeKa
coaepxkurcs npuMepHo 30—40 Teic. reHoB. OKOJIO TPETH BCEX I'€HOB UMEIOT OoJiee
4YeM OJIMH aJUlellb, T. €. SBJISAI0TCA MoNuMOopdHbIMU. OHAKO AaKe MPU HAIUYUU
JUIIH HEOOJBIIIOTO YUCIIA JIOKYCOB, COAEPKAIIUX MO HECKOJBKY ajliesie, TOJIbKO
npu  pekoMOuMHANUKM  (BCIEACTBHE IEPEMENIMBAHUSA TEHHBIX KOMILIEKCOB)
BO3HHMKAET KOJIOCCAIbHOE MHOKECTBO YHUKAJIbHBIX T€HOTHUIIOB.

Taxk, Tonbko npu 10 renax, cogepkaiux mno 4 ajuiens KaxIabli, TCOPEeTHUYECKOe
YUCJIO YHUKAIbHBIX TUILIOUIHBIX T€HOTUIIOB cocTaBiigeT 10 Mummapaos!

[TockoJIbKy OKOJO OJHOW TPETH TE€HOB B TEHOME YEJIOBEKA SBISIOTCS
NoJIMMOP(GHBIMH, TO TOJIBKO 3a CUET PEKOMOMHAIIMU CO3JAeTCS HEeHcYepIriaeMoe
FEHETUYECKOE pa3HooOpa3ue uyesroBeka. B cBol oyepeab HEMOBTOPUMOCTD
FEHETUYECKOM  KOHCTUTYLIMM BO MHOIOM  OMNpEAENseT YHUKaJIbHOCTh U

HCIIOBTOPHUMOCTD KaK10I'0 4YCJIIOBCKA.
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MyTanuoHHAasi W3MEHYMBOCTb OOYCJIOBJIEHAa MYTalUUAMH — YCTOWYHMBBIMH
U3MEHECHUSIMU TEHETUYECKOrO0 MaTepuana M, COOTBETCTBEHHO, HACJIELyEeMOIO

MpU3HaKa.

IHousiTe 0 MyTareHax U MyTauusax

Mymacen — coeiVHEHHE XHMHMUYECKOW, OMOJIOrMYeckod uiM (HU3NYECKOM
MPUPOJIBI, CIIOCOOHOE TMPSMO WIM KOCBEHHO TMOBPEXKJIATh HACJEJACTBEHHbIC
CTPYKTYpPHI KJIETKH.

Mymayus — B IUPOKOM CMBICJIE CJIOBA BHE3AIMTHO BO3HUKAIOIIEE HACIIEIYyEeMOe
u3MeHeHue. Jlpyrumu  cioBamMM  MyTalussh — JIF000€  CTPYKTYpHOE WM
komno3ulimonHoe wu3MeHenne B JIHK opranumsma (B mocinenoBaTelbHOCTH
HYKJICOTHUIOB,  TE€HOB,  XPOMOCOM),  MPOU3ONIEAIIEee  CIIOHTAHHO  WIIH
WHyIIUPOBAHHOE MyTareHaMHu.

[To TPOMCXOXKIEHHUI0O MYTareHbl MOXKHO pa3[eIMTh Ha 9K302eHHble (MHOTHE
GakTopbl  BHEIIHEH cpelasl) U 9HOocenHvle  (0OpasyroTcs B mpoliecce
KHU3HEEATCTLHOCTH OPraHu3Ma).

[lo mnpupone BO3HUKHOBEHHUS pA3IUYalOT: (QU3NYECKHE, XUMHUYECKHE U
OMOJOTUYECKHE MYTareHbl.

K @uzuueckum mymaeenam otTHOCATCS:

e  HMOHM3UPYIOIIWE U3Ty4YeHHUs (Hampumep, o-, B- U y-u3IydeHUs], pEeHTTE€HOBCKOE

U3JIy4YE€HHE, HEUTPOHBI);

e  PaAMOAKTHUBHBIE DJIEMEHTHl (HAIpUMeEp, paauil, paaoH, H30TONIBI Kajusi,
yriaepoja u Jip.);

e  ynapTpaduOoNIETOBOE U3TyUCHNUE;

e  YPE3MEpPHO BHICOKAs WJIM HU3Kasl TEMIIEpATypa.

K xumuueckum mymaeenam oTHOCSATCS:

e  CUJIbHBIE OKHCIMTEIH WJIM BOCCTAHOBHUTEIM (HAPUMEpP, HUTPAThI, HUTPUTHI,
aKTUBHBIC (DOPMBI KHCIIOPOA);
e  AJKWIHUPYIOILIKE areHThl (HampuMep, HoganeTaMmu);

e  MeCTULHABI (HapuMep, repOuIUIbl, PYyHTULIUIBI);
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e  HEKOTOphIEC MHILEBbIE JOOABKH (Hampumep, HukiaMmarbl, N HUTpO3aMUHBI,

KapOaMathl U 1p.);

o  TMOJUIMKINYECKUE apPOMATUUYECKHUE YIIIEBOIOPObI (TPOIYKTHI TepepaboTKu

HedTn);

e  OpraHMYeCKUe PacTBOPUTEIH;
e  JICKapCTBEHHBIEC MpenapaTsl (HapuMep, IUTOCTATUKHU, PTYTh-COJIepIKaIre

CpeACTBa, UMMYHOJEIPECCAHTHI) U APYTUE XUMUUYECKUE COCTUHEHUSI.

K buonoeuueckum mymazenam OTHOCSTCS:
e HEKOTOpPBIE BUPYCHI (HAPpUMED, KOPU, KPACHYXHU, TPUIITIA);
e  MPOAYKTHI OOMEHA BEIIECTB (HANPUMeEp, MPOAYKThI IEPEKUCHOTO OKUCICHUS

JUIHUIOB);

e  AHTUTEHBI HEKOTOPHIX MUKPOOOB M Mapa3nuTOB.

K nambosee mmpoko pacrnpoCcTpaHEHHBIM MyTareHam, ¢ KOTOPBIMHU YEJIOBEK
HETMOCPEJACTBEHHO KOHTAKTUPYET B CBOCH TIOBCETHEBHOW JKU3HU, OTHOCSTCS:
necmuyuovl, 00JIaIAI0NINE UCKIIOUUTEFHO BBICOKON CTOMKOCTBIO K XUMHUYECKOMY
U OHOJIOTHYECKOMY PA3JI0XKCHUIO, MUHEPAIbHble U OpeanHuyeckue Y0oOpeHus.,
ABJIAIONIMECS] ~ OCHOBHBIMM  TIOCTaBIMMKAMH B OKPYXalOUIyl0  Cpeay
HUTPOCOEIMHEHU — MYTAareHHbIX W KaHIIEPOT€HHBIX OKHCIIOB a30Ta, HUTPATOB,
HUTPUTOB, HUTPO3aMHUHOB H Jp. K IIHUPOKO MCHONB3yeMbIM BEIIEeCTBAM C
BBISIBJICHHBIMH ~ MYTareHHbIMM  CBOWCTBAMH  OTHOCHUTCS  NOAUXIOpOUGherur,
NPUMEHSIONTUICS B KadyecTBe IIacTU(dUKATOpa, HAMIOJIHUTENS,, KOMIIOHEHTa CMOII,
pe3uH, Tunorpad)CKuX Kpacok, TEKCTHIIBHBIX KpacuTeleH.

CymiecTBeHHBIM HMCTOYHHKOM MYTAareéHOB B OKpYKaloleld CpeAe SBISIOTCS
MIPOMBIILJIEHHBIE OTXO/IbI U BCEBO3MOKHBIE OTKPBITHIE TEXHOJIOTUYECKHUE TIPOLIECCHI,
MOABEPraroure YeJIoBeKa JEUCTBUIO Pa3IMYHbBIX BBICOKOPEAKTUBHBIX COEINHEHHUI,
B YACTHOCTH AIKUAUPYIOWUX. DTOMY KJIACCy COCAUHEHUM XapakTepHa BBICOKAs
pEeaKIMOHHAasi CIOCOOHOCTh, @ MEXAHU3M JEHUCTBHS 3aKII0YAETCA B aJKWJIMPOBAHUU
JIHK, T.e. BBeleHMM B a30THCTbIE OCHOBAaHMUS METHJIOBBIX, JTWUJIOBBIX H JIp.
paaukaioB. VIMEHHO B JTOM KJacce COCAMHEHHH OOHApyKEeHBI BEIECTBa,

o0Jiaiaronie OrpOMHOM MYTAreHHOW CHUJIOW W OTHOCHUTEIBHO HE BIIMSIOIIME Ha
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KU3HECIIOCOOHOCTh OpraHW3MOB U KIETOK, Ha3BaHHble WM.A. Pamonoptom
cynepmymazenamu. JIns CO30aHUSA Pa3IUYHBIX THUIIOB a3pO30JIEH, W3TOTOBICHUS
IJIACTMACCOBBIX YIIAKOBOK, M30JSILIMOHHOTO MaTepHajla IIMPOKO HCIIONb3YETCs
BUHUAXOPUO, O0JIaJAIOLINI MyTar€HHBIMHM U KaHLIEPOT€HHBIMU CBOMCTBAMH.
HMcTOYHMKOM MYTareHHbIX COEIMHEHUMN SIBIIAIOTCS W HEKOTOPBIE MHILEBBIE
NpOAyKThl. Tak, IpW KOHCEPBUPOBAHWM HCIOJB3YIOTCS TAaKHE€ MYTareHbl, Kak
Qopmanun, 2excamemuienmempanut, Humpam xaaius, Humpam Hampus A ap. U
XOTS CHJIbHBIX MYTareHOB B TMHILIEBBIX NPOAYKTaX HE BBISIBICHO, MpoliemMa
3aKJIIOYAETCsl B OLIEHKE CYMMAapHOro 3(Qekra OT COeAMHEHUH, 00Jaarolux
cnaboil u cpenHe MyTareHHOM akTUBHOCTBHIO. ONpenenuTh Malyl0 MYTareHHYIO
aKTUBHOCTb TPYJIHO, K TOMY K€ LIEJbI PsAJ BEUIECTB, 00JaJAI0MIMX MYyTareHHOU
aKTUBHOCTBIO M3[]JaBHA MPUCYTCTBYET B YaCTO YMNOTPEOJsIeMBbIX MHUIIEBBIX
NPONyKTaxX (Hampumep, Kogheun, manuH) W 3aMPETUTh HUX HUCIOJIH30BAHUE

HEBO3MOXKHO.

HexkoTopbie NPpUHIHUIIBI KIACCUPUKAIMUA MYTALMH
I'en MoxeT OBITh OXapaKTepU30BaH IO €ro CTPYKType U JACHCTBHIO.
CoOOTBETCTBEHHO 3TOMY MYTAIlMM MOXHO KJIaCCU(PHUIIMPOBATH MO TEM MpPU3HAKAM U
CBOICTBaM, KOTOPBIE ONPENEISAIOTCS TEHOM, T.e. MO (EHOTHNY, a TaKXkKe IO
XapakTepy U3MEHEHUN B XpOMOCOMaX, JIOKAIU3ALUHU U TIp.

Knaccudukaims myranuii mo jokanuzanuyd B kieTke: CremyeT pa3nudarh

yumonaazmamuyeckue U s0epHvle MyTallMU. SnepHble MyTallud B OTJIMYHE OT
[ATOIUIA3MATHYCCKUX CETPETUPYIOT M PEKOMOMHHPYIOT COTJIACHO 3aKOoHaM
Menpnens. lluToruiazMaTH4ecKMe BO3HMKAIOT B OpraHeiulax I[UTOIUIa3Mbl H
nepenarTcs 00Jiee CIOKHBIMU MTYTAMHU.

Paznuuarot cenepamusnvie u comamuueckue myrtauuu. llepBeie BO3HUKAIOT B
KJIETKaX MOJOBOrO 3adaTka M B IMOJOBEIX KieTKaX. CoMaTHYecKkHe — B KIIETKax
IpyTux TKaHeu Tena. Eciim reHepaThBHAs MyTalus BO3HUKAET B OJHOW KIJIETKE HA
paHHEW CTaJINu 3a4aTKOBOTO MYTH WM AEJICHUS CIIEPMATOTOHUEB WM OOTOHUEB, TO

OHA PAa3MHOXHTBCA IMPOIIOPIHUOHAJIBHO KOJIUYCCTBY ,HGJ'ICHHﬁ; IIpK 3TOM IIOJIOBHHA
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MOJIOBBIX KJIETOK OYyJEeT HECTH MYTaHTHYIO ajliedb, a MOJOBHHA — HOPMAJbHYIO.
Oco0b ¢ TaKUMU MOJIOBBIMU KJIETKAMU OyJET HECTU «IIy4eK» MyTaluil — M0 CyTH
OIHA W Ta €, HO pasMHOXeHHas. CoMaTnyecKue MYTAaUUH IPOSIBIIOTCS
Mo3anyHo. OcoOu, Hecyllre y4yacTKM MYTAaHTHOW TKaHU, HA3bIBAIOT MO3auKaMU,
i xumepamu. HeoOXoIMMO OTMETHTb, YTO MOCKOJBKY KIETKH COMAaTHYECKUX
TKAHEN JUIUIOWIHBI, TaKME€ MYTAIMM MOTYT IPOSIBUTBCS TOJIBKO B CIy4ae HX
JOMUHAHTHOCTH, WIM TPUCYTCTBUM PELUECCHUBHOM MYTAallMM B TOMO3UTOTHOM
COCTOSIHUM.

MyTanuii  MOXHO KJ'IaCCI/Id)I/ILII/IDOBaTB 110 d)eHOTI/IHV: HOCKOHBKy I'CHBI

OTIPENICIIAIOT TOCJICIOBATEIBHYIO 1IEh MPOIECCOB MPU PA3BUTUU OpraHu3Ma, T.C.
MOP(OJIOTHYECKYI0, (PU3HOTIOTHUECKYI0O U OnoxuMuueckyro auddepeHmanmo
TKaHEH W COCTaBJISIIONINX UX KJIETOK, TO KilacCU(UKAIU MYTAIMI 110 UX JECHCTBHUIO
MoJIe3Ha TPU HM3YYCHUU 3aKOHOMEPHOCTEH OCYIIECTBIEHHUS HACIEICTBEHHOCTH B
X0/1e UHANBUYaJIbHOTO pa3BUTUS opraHu3Ma. [1o 1eicTBHIO MyTaHTHOTO TeHa, T.€.
0 €T0 MPOSIBJICHUIO, YUCTO YCIIOBHO MYTAIlUH Pa3AEISIOT Ha

o Mopgonocuueckue — N3MEHSIOT XapakTep pocta U (HOPMHUPOBAHUS OPraHOB y
KUBOTHBIX WJIM pacTeHud. Hampumep, KOpPOTKOHOTOCTh Y C/X JKUBOTHBIX,
OECKPBUIOCTh Y HACEKOMBIX.

o Qu3zuonoeuueckue — TOBBIIAIOT WIM TOHIKAIOT  KU3HECIIOCOOHOCTH
OpraHU3MOB.

o buoxumuyeckue — COOCTBEHHO MyTaIMH, TOPMO3SIIUE WIH U3MEHSIOIINE CUHTE3
ONpENICICHHBIX XUMHUYECKUX BELIECTB B OpraHu3Mme (ciemayeT OTMETUTbh, YTO B
OCHOBE BCSIKOTO JIEWCTBHSI TEHOB M BCEX MYTalUA JIeKAT OMOXUMHUYECKHE
MIPOIIECCHI).

Kinaccubukaiys myranmii 1o jgeictBuro: JlanHas kiaccuduKalus BIICPBBIC

Obma mpemokera Mémnepom B 1932 1. B ee ocHOBY MOJIOKEHBI HaNPaBICHUE U
CUJjia ICMCTBUS MYTAaHTHOM aJIJIENIM B CPABHEHUHM C IEMCTBUEM HOPMAJIBHOM aJLJIEIIH
(nuxoro tumna). CoriacHo 3Tou Kiaccu(PpuKauy MyTaluy MOAPA3AEIAIOT Ha:

o Tunomopguvie — mytanuu, 1EUCTBYIONIME B TOM )K€ HAIMIPaBJICHUH, YTO U I'€H

JUKOT0 (HOPMaJbHOI'0) THUIIA, HO JAIOIINE HECKOJIBKO OCIa0IeHHBIN 3P (DEKT.
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o Amopgnble — MyTaluW, HEAKTUBHbIE B OTHOLIEHUM TUIIMYHOTO 3(dekrta
HOPMAaJILHOTO ayuiens (HampuMep, albOMHU3M — TUTMEHT HE CHHTE3UPYETCS).

o  Anmumopghnuvie — MYyTalH, NeNCTBUE KOTOPBIX SIBIISICTCS
IPOTHBOIIOJIOKHBIM JTUKOMY THITY.

o Heomopgnuvle — Takue MyTaluu, NEUCTBHE KOTOPHIX COBEPIICHHO OTIUYHO
OT JEHCTBUS F€HOB JIUKOTO THIIA.

o Tunepmopghuvie — myTtanusi, B pe3yibrate KOTOPOH T'€H CTAaHOBUTCS Oojee

AKTUBHBIM.

CoObITHS, TPUBOASIINE K BOSHUKHOBEHUIO MYTaIlli, HA3bIBAIOT MYTallMUOHHBIM
nporeccoM (mymacenezom). Pa3muyarOT CHOHTAHHBIA ¥ MHIYIIMPOBAHHBIH
MyTareHe3. Pa3neinieHnMe MyTallMOHHOIO MpOLEcca Ha  CIOHTAaHHBIM U
WHJYUUPOBAHHBIN B OMPEACICHHONW CTENIEHU YCIOBHO.

Cnonmannvie Mymayuyu BO3HUKAIOT CAMONPOU3BOJIBHO, B XOJI€ €CTECTBEHHOTO
MeTaboau3Ma KIETOK U OpraHu3Ma 0e3 BUIUMOTO JIOTOJHUTEIHHOTO BO3IEHCTBUS
Ha OpraHu3M BHEMHUX (akTopoB. CHOHTAHHBIE MYTAIlMd MOTYT BO3HMKATh,
HanpuMep, B pe3ysbTaTe JNEeUCTBUS XMMUUYECKUX COCAMHEHHM, 00pa3yrommxcs B
npolecce MeTaboiu3Ma; BO3JACHCTBUSL €CTeCTBEHHOro (oHa panuanuu winm Y O-
U3ITyYEHUsT; OIMIMOOK PEIUTMKALIUU U T.J.

Hnoyyuposannvie mymayuu — 5TO MYyTallid, BbI3BAaHHBIC HaIPaBICHHBIM
BO3JICCTBMEM (haKTOPOB BHEIIHEW WM BHYTPEHHEH cpeapl MHayrupoBaHHBIN
MYTallMOHHBIA  TIPOIECC MOXET OBbITh  KOHTPOJIMPYEMbIM (Hampumep, B
HKCIIEPUMEHTE C LETbI0 U3YUCHUSI MEXaHU3MOB JCHCTBUS W/WIH UX TOCIECICTBU)
U HEKOHTPOJIMPYEMBIM (Hampumep, B pe3yibTaTe OOJy4YeHHs TPU BBIOpOCE

PaAMOAaKTHBHBIX DJIIEMEHTOB B Cpely OOMTaHUS).
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Kaaccuduxanus myranuii Ha XpoOMOCOMHOM YPOBHe

SInepHble U3MEHEHHMSI, KaK MPAaBUJIO, ST Ha 3 OCHOBHBIX THIIA (Tabnuua 3).

Knaccudukanus Mmytanuii Ha XpOMOCOMHOM ypOBHE

Tabmuna 3

M3MeHeHus uncna XxpoMocoM

N3meHenus uncia u nopsiaka

H3menenus WHIUBUAYAJIbHBIX

PacIonoXeHus TeHOB TCHOB
(reHOMHBIE MyTallUN)
(CTpyKTYypHBIC MyTallK, abepparium) (reHHBIC, COOCTBEHHO MYTaIl1H)
Tpanzunuu
MypUH—ITYPHH;
MoHoruton TepMmuHaIbHAS MTAPUMU/TUH-
MoHononaus
a(1n) (xoH1IEBasA) MAPUMUUH
(A T 1
3ameHa
Jenenus . D
OCHOBaHUH
TpancBepcun
IIypun —
Tpuruionn MNHurtepkanspHas i
(3n); (uHTEpCTUIIMATBHAS ) THPHMEAMH
' (AT, AT,
I'ell; I'eT)
TMonummonans
Terpamon | [lymmmkam |
I (4n); us
IlepuiienTpuueckas
Texcarion (oxr;aITlLIBaI:omaﬂ
1 (6n). MucceHc-
WuBepcus | LEHTPOMEPY) JN——
Hynnucom ITapanenTpuueckas BcTaBka (HysTM:HeHHe
uK (2n-2); OKOJIOIICH
( ) ( MCHTPOMCPHAs) (ynanenue) CMBICTIA)
PenunipokHast OIHOT'O WJIN
SIUITPOKHBIN 0OMEH HECKOJIBKUX
Monocomu (peuunp N
: y4acTKaMHu OCHOBaHUI
K (2n-1);
HErOMOJIOTHYHBIX (MyTanus co
XPOMOCOM) CIOBUTOM
Aneymionays Toatc- Tpancno3unus paMKu
Tpucomuk P (meperumipokHas, B CUHMTBIBAHMS)
_ JIOKAIIHS N
(2n+1); Ipeenax oOmgHon Homcenc-
XPOMOCOMBI) MyTaluu
PobGeprconoBckas (TepMUHAITIHS TTO
TaTpacomu (meHTpHUYECKOE CIUSHUC curnany TK)
K (2n+2) AKPOIICHTPUKOB C
noTeper KOPOTKHUX TIed)

1. A3MeHeHHs1 YHCJIa XpoMocoM (WM TeHOMHbIe MyTanuu). B pesyiabTaTe

T'CHOMHBIX MYTaHI/Iﬁ O6p€13y}OTCH OpraHu3Mbl C OTIMYHBIM OT HOPMAJIBHOI'O THIIA

KOJIMYCCTBOM XPOMOCOM. OTH SIBIICHUSA UrparoT 60J'IBHIy}O POJb B 3BOJIOOHUH

paCTeHI/Iﬁ N HHAPOKO HCIOJIB3YIOTCA CCICKIOUOHCPpAMM JId BBIBCACHHUSA HOBBIX

COPTOB ¥ BUJOB PACTCHUMU.
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Aneynnouous. B HopMaTbHOM XpOMOCOMHOM Habope J1M00 OTCYTCTBYET OfHA
uiu  Oonee XpoMocoM, JMOO MPUCYTCTBYET OAHA Ui Oojee J100aBOYHBIX
XPOMOCOM.

o Hynmucomux — OpraHusM, COAEpXKaIUW Ha OAHY IIapy XPOMOCOM MEHBIIIE
HOPMBI, 00I1I€€ YHCII0 XPOMOCOM 2N—2;

e Monocomuxk — OpraHU3M, COJIEPKAIIUN HA OJHY XPOMOCOMY MEHBIIE HOPMBI,
oO1iee uncio xpomocom 2n—1;

o Tpucomux — B XpOMOCOMHOM Ha0Ope MPUCYTCTBYET OFHA JIMIIHAS XPOMOCOMa,
o011ee yncio Xxpomocom 2n+1;

o Tompacomux — B XpPOMOCOMHOM Ha0ope NPHUCYTCTBYET JBE JIMLIHUE
XpOMOCOMBI, O0IIIEE YHCIIO XPOMOCOM 2N+2;

Mononnououn. Yvucno HaOOpPOB HETOMOJIOTHUHBIX XPOMOCOM OTJIHYAETCs OT
IBYX. BONBIIMHCTBO SyKapHOTHYECKUX OPTaHU3MOB TUTUIOUAHBI (2N), T.€. HECYT 10
JiBa HAOOpa HErOMOJIOTHYHBIX XPOMOCOM B COMAaTHYECKOM KiIeTKe U oJHOMY (N) — B
rametax. Mononiouonvie OpraHU3MBI COJIEPIKAT IO OJHOMY Habopy xpomocoM (N).
3aMeThM, 4TO JJII HEKOTOPBIX OPraHM3MOB TaKOE IMOJIOKEHHUE SIBIISETCS HOPMOM
(Hampumep, caMIIbl ITYeN);

Honunnououn. Ilonuniouonvie OpraHU3MBI HMEIOT OoJiee JBYX HaOOpPOB
HETOMOJIOTHYHBIX XPOMOCOM (TPHUIUIOMIBI — OpraHu3M UMeEeT Tpu Habopa
xpoMmocoM (3n), teTpamuions — 4yetbipe (4N) u 1.1.). HanbGonee pacrpocTpaHeHBI
MOJIUTIIOUTHBIE OPTAaHU3MBI, Y KOTOPBIX YHCJIO XPOMOCOMHBIX HaOOPOB B KIIETKE

KpaTHO ABYM: (4 — TeTparionpl, 6 — reKCariouabl, 8 — OKTOTUIOU/IBI).

2. U3meHeHne 4KMc/Ia U MOPSAAKA PACIOJIOKEHUS TeHOB (MEXICHHbIE, WU
CTPYKTYpHbIE HU3MEHEHHs). B OCHOBE MEXKIE€HHBIX HM3MEHEHHWI JIEKUT pa3pbiB
XpoMocoMbl. B OonbminHCTBE ciaydaeB (parMeHThl CHOBA BOCCOEIUHSIOTCA IO
MECTY pa3pblBa, U OH OCTaeTCs He3aMeueHHbIM. Ecim ke 3Toro He MpoOUCXOUT, TO
00 pa3opBaHHBIE KOHIIBI OCTAIOTCS OTKPBITHIMH, JTMOO MOTYT BOCCOCTUHHUTHCS
HENPABUJIIBHO, YTO MPUBOAUT K XPOMOCOMHOW NEpecTporke. PaccMoTpuMm 3TOT

npoiecc noapooHee:
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Omkxkpoitmuie paspwiest. [Ipu pazpbiBe XpoMOCOMbI 00pa3zyercs ABa (pparmMeHTa
— alleHTpudeckuid (0e3 LeHTpOMEphl) U LIEHTPUUYECKU. ALIEGHTPUYECKUN (PparMeHT
npu muto3ze yrpauuBaercs. Cyapba MEHTPUYECKOrOo (parMeHTa MOXET OBbITh
nBosikoi: (1) ecnm kieTka IUIUIOMIHA, W YTEPSH HE3HAUYUTEIbHBIM (parMeHt
(HanpuMep, KOHIIEBas HEXBAaTKa WJIM TEPMUHAJIbHAs JEJIelHs) OHA MOXKET BBIKHUTH
U JAe(pUIUT TeHOB KOMIIEHCHUPYETCS IIeJIOM TOMOJIOTMYHOM XpomocoMoi. Ecnu
TaKOW MPOIECC HEBO3MOXKEH, TO (2) «JIUIMKUN» KOHEIl MOBPEKICHHON XPOMOCOMBI
CTPEMUTCS BOCCOEITMHUTBCS C XPOMATHIOW, UMEIOLIEN aHAJIOTUYHOE ITOBPEKICHNUE.

Xpomocommusle nepecmpoiiku.  XPOMOCOMHBIE TEPECTPOUKH (UX TaKKe
Ha3bIBAIOT abeppauusMHi) BO3HHKAIOT B cllydae ABYX WM 00Jiee XpPOMOCOMHBIX
pa3pbiBoB (puc. 15). OHM MOTYT 3aTparuBaTh YUCIIO TEHOB B XpPOMOCOMAX (JICIICIHH

)51 }IYHJII/IKaIII/II/I) N JIOKAJIN3allUI0 TCHOB B XpOMOCOMAX (I/IHBepCI/II/I u TpaHCJIOKaIII/II/I).

ﬁ HopmanbHaa XpomMocoma

ABEDZCF®G

AB €D EF G

ABEFG

Heneupa

4
A BIC BDE € BE FG

KIHBEPCHA

Iynnukaups

Puc. 15. Cxematudeckoe n300paxxeHHe MEPECTPOCK Pa3HOTO TUTIA

o Jleneyus, unu HEXBaTKa. YTpPaueH ydyacTOK XpomocoMmbl. Ciyyail KOHUEBOU
(TepMUHATBHOW)  JAenmenud  ObUT  MOAPOOHO  PacCMOTPEH  BHIIIE.
Nutepkanspubie (MHTEPCTUIIMATIBHBIE) AEJICIMM BO3HUKAIOT B Clydae JBYX
Pa3phIBOB XpOMOCOM ¢ 00pa3oBaHueM Tpex (hparMeHTOB.

o Jlynnuxayus, nam ynsoenue. OIUH U3 y4aCTKOB XPOMOCOMBI IIPEACTAaBJIEH B

XpOMOCOMHOM Habope 0oJiee 0JTHOTO pasa.
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Hnsepcus BOZHUKAET B PE3yJbTATE ABYX Pa3pbIBOB B OJTHOM XpOMOCOME, HO
IIPU YCJIOBHH, YTO BHYTPEHHUM (parMeHT XpPOMOCOMBI COBEPIIUT MOBOPOT
Ha 180 rpaaycos, T.e. €ero NOJAPHOCTh U3MEHUTHCS Ha oOpaTHyro. MHBepcuu
HE BJIMSIOT Ha )KM3HECIIOCOOHOCTH KJIETKH U HE BBI3BIBAIOT (DEHOTUIIMYECKUX
U3MEHEHHUH, 3a HCKJIIOYEHHEM Ciy4yaeB, rie BaxeH 3(Q(EeKT MoJIoKeHUs
reHoB. MTHBEpTHUPOBAHHBI YYaCTOK XPOMOCOMBI MOXET BKJIIOYATh WM HE
BKJIIOYaTh ILEeHTpoMepy. B mepBoM ciayyae HMHBEpPCHs Ha3bIBaeTCs
nepuyenmpuyeckou (T.e. OXBaThIBAIOLIEH ILIEHTPOMEPY), & BO BTOPOM —
napayenmpudeckoti (OKOJIOIEHTPOMEPHOH).

Tpauc.noxauuu. Ecan Pa3pbIBbl OKA3bIBAKOTCA B ABYX XpOMOCOMAX, TO IIPpHU

BOCCOEJIMHEHUH BO3MOXKEeH 00MeH ¢parmentamu (puc.16). [Ipu cummerpudaHoM

BOCCOCMHEHUHN OOpPa3yrTCS HOBBIE XPOMOCOMBI, B KOTOPBIX MPOMU3O0IIET OOMEH

AUCTAJIBHBIMU YYaCTKaMMU HCTOMOJIOTHMYHBIX XPOMOCOM. Takue TpaHCJIOKaIlu

Ha3bIBAKOTCA peyunpoKHbIMU.

A t 95 5
4 14
A} E
v [ | q
414

TpaHcnokaums 14/14

TpaHcnokaums 21/22

TpaHcnokaums 14/21

Puc. 16. Tunel TpaHcaoKauii HA TPUMEPE XPOMOCOM YEJIOBEKA
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Y4acTok XpoOMOCOMBI MOKET TaKKe H3MEHSATh CBOE TIOJOXKEHHE U 0e3
pPEUIPOKHOr0 OOMEHA, OCTaBasiACh B TOUM k€ XpOMOCOME, WJIM BKJIIOYASICh B KaKyIO-
HUOYnb Apyryto. Takue HepeuuIpOKHbIE TPAHCIOKAIMM MHOI/AA Ha3bIBAIOT
MPAHCHROZUYUAMU.

B cnydae coeauHeHHs ABYX aKpOLUEHTPUYECKHMX XPOMOCOM B palioHE HUX
LEHTPOMEp C TMOTepeld KOPOTKUX IUIed HaOIIOJAeTCsl LUEHTPUUECKOE CIUSHUE —
pobepmCcoOHO8CKAsL MPAHCIOKAYUS.

B otrnuume oT wuWHBEpCUHM, TpaAHCIOKAIMU MPENSTCTBYIOT HOPMAJIbHOMY
Meno3y. Y reTepo3uroT no TPaHCIOKAIUU JABE TPAHCIOLUHUPOBAHHBIE XPOMOCOMBI U
X HOpPMaJIbHbIE TOMOJIOTHM TPH KOHBIOTAIMU 00pa3yloT KBaJpPUBAJIEHT, KOTOPBIN

Ha3bIBACTCA MpPAHCIOKAUUOHHBIM KPECIOM.

3. U3MeHeHUs] MHAMBUAYAJbHBIX T'€HOB (BHYTPUTCHHBIC W3MCHCHHS, WIIH
MyTallii B HauOoJyiee Y3KOM CMBICJIE€ 3TOro ciioBa). bornee TouHoe Ha3BaHue
BHYTPUTE€HHBIX MYTallMii — TOYKOBBIE MYTallid, TaK KaK OYEHb CJIONKHO OTIUYUTH
UCTUHHBbICE BHYTPUTCHHBIE MYTAIlMd OT MAaJbIX CTPYKTYPHBIX W3MEHEHUW THUIIA
MHUKpoenenuii (tabnuma 3).

3amena ocnoeanuii. 3amMeHbl MOTYT OBITH JBYX CYIIECTBEHHO Pa3IMYHBIX
THUTIOB:

o TpaH3uyuu — 3aMeHa OJJHOTO ITypHUHA HA IPYTOM WX OJHOTO MUPUMHINHA HA
npyroil. Boamosxnsl 4 Tuna tpanzunuii: A—l'; T L;

o Tpanceepcuu — 3aMeHa TypyWHA HA TUPUMHUANH U HA000poT. Bo3mMokHBI 8
TUnoB TpaHcBepcuil: AT, Aol e I; ' T.

B 3aBucuMocTH OT TOro, B KAKOM T'€HE, Ha KaKOM 3Tare Pa3BUTHs OpPTaHU3Ma
MPOU30IIa 3aMEHAa OCHOBAaHMS, €€ TMPOSBICHUE M IMOCIEACTBUS MOTYT OBbITh

Pa3InIHbIMMU.

Muccenc-mymayuu. B CTpyKTYpHBIX TeéHax OOJIBIIMHCTBO 3aME€H OCHOBAHUM
MPUBOJNUT K BO3HUKHOBCHHUIO MYTalldid ¢ HM3MEHEHHEM CMbIcia (MIS-SENs), mpu

KOTOPBIX OJHA aMHMHOKHCIIOTA 3aMCHACTCA I[perﬁ. ByzxeT JM1 3Ta 3aMCHa HMCTb
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Q)CHOTI/IHI/I‘IGCKOC IMMPOABJICHUC, 3aBUCHUT OT €€ XapaKTCpa U IMOJIOKCHUA. HOCKOHBKy
KOJ BBIPOXKJCH, MYyTallMd B KOAOHE HC BCCraa IHIpUBOAUT K 3aMCHC OJIHOM
AMHUHOKHUCIIOTHI Ha IPYTYIO. IlocnencTBus 3aMeHBI BapbHUPYIOT B 3aBUCUMOCTHU OT €€
IMOJIOKCHHUA B HUCTPOHC.

Honcenc-mymayuy. 3aMeHa OCHOBaHHUS MOXET IPEBPAaTUTh KOJOH B KaKOM-

00 U3 TPeX HOHCEHC-TPUIUIETOB, KOTOPhIC HE KOAUPYIOT HUKAKUX aMUHOKHUCIOT
(TK — tepmunupyomuii Koj1oH). Takue TPUILIETHl HE TPAHCIUPYIOTCS, TPUBOIA K
MPEXKICBPEMEHHON TEPMUHAIIMU PACTYIIEH MOTUNIEITUAHON LIETH.

Mymauyuu co cosuzom pamku cyumeléanusa. Jleneuuss OJHOTO WU
HECKOJIbKUX TPHUILICTOB BJIEYET 3a CO0OM yTpaTy OJHOW WJIM HECKOJIBKUX
AMHHOKHUCJIOT U3 COOTBETCTBYIOIIETO NounenTtuaa. @eHOTUNYECKOE MPOSBICHUE
3aBUCUT OT 3HAYEHUS YTPAUYCHHBIX aMHUHOKHUCIIOT JJ1sl (DYHKIIMOHUPOBAHUS JAHHOTO
Oenka. Hampumep, u3BecTHa JAeielus, 3aTpardBarolias Hadajao HUCTpoHa B wu
KOHeIll ucTpoHa A. MyTaHT ¢ Takol Jenenuen, yrpaunBaeT QYyHKIUIO A, 0JHAKO
coxpanseT pynkiuo B. To ecTs, ocraBmascs yacte ucTpoHa B TpaHcnupyeTcs B
HOPMAJIPHYI0 aMHHOKHCJIOTHYIO TOcieoBaTeNbHOCTh. Ho, ecimm Obl  ObLTO
MPOIYIIEHO OJHO WM JBa OCHOBAHHWS B TPHUIUIETE, TOTAAa MPU TPAHCIALUU,
HAaYMHAs C «YCEUCHHOr0» TPHUILIETa, BCE aMHHOKHCIOTHI B IIEMH OKa3aluCh ObI
«OIINOOYHBIMUY.

Takoli «cIBUT paMKW» IIOJydaeTcsl IMPU JIFOOOW Jeleluyd WM BCTaBKE
OCHOBAaHMWH, 32 HCKJIIOYEHUEM TEX CIIy4aeB, KOrJla UX YHUCJIO KpaTHO TpeM. MHorue
TaKW€ MYTALUH SIBJIISIFOTCS HOHCEHC-MYTAIASIMH, TTOCKOJIBKY PAHO WJIM MTO3HO JTat0T

HOHCEHC-KOJ10H B0k nenu JJHK.

BOIMPOCHI U MNMPAKTUHECKME 3AOAHUA

1. CocraBbTe cxeMmy KiIacCU(UKAIMU MYTAareHOB OKpYKAloIeld cpeasl u

MNPpUBCANUTEC IMIPUMCPBI U3BCCTHBIX BAM MYTarcHOB.

2. Urto Takoe «TpaH3uIMs» W «TpaHcBepcusi»? llepeunciuTe Bce BO3MOXKHBIC

BAPUAHTHI TAKUX HAPYILICHUM.
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Urto Takoe «MyTanmus CO CABAIOM paMKu cuuThiBaHus»? Ilepeunciure

BO3MOJKHBIE IOCJIEACTBUS ITUX HAPYIICHUMN.

VYyactok monekynsl JIHK, koaupyromuii 6e0k, UMEET B HOpME CJIEAYIOIIHI

MOPAIOK a30TUCTBIX OCHOBAHUM:
3-.,AAAAINITAAAATANOTTATAITAA ...

Bo Bpems pemmkanuu TpeTHil cieBa aJeHUH BbINaid W3 uenu. Onpenenutb

CTPYKTYpPY MNOJHUIENTUAHON ILenu, Koaupyemoun nanHbM ydactkom JJHK B

HOPMC U ITIOCJIC BBINIAJICHUA aICHUHA.

Kakue msmenenus mpou3oiayT B CTpyKType Oelika, eclid B KOJUPYIOUIEM €ro
yuactke [JJHK 3'-. TAAIOAAATAAIOAAAA...-5 mexny 10-mu 11-

M HYKJICOTHUAaMH HpOH30ﬁ}I€T BCTaBKa III/ITOBI/IHa?

B pesynprate MHCCEHC-MyTanuH, CBA3aHHOM C 3aMEHOW B IIECTOM
konupyromiem tpuriere JJHK tumuna na agenwn (ucxomubiii tpuriet LTI
Busousmensiercss B tpurieT [[AILl), cunTe3upyercss MyTaHTHBIM T'e€MOTJIOOWH
(HbS), sBnsrommiics NPUYMHON TOSBICHHUE CEPIIOBUIHBIX SPUTPOIUTOB. B
Clydyae TIOMO3UI'OTHOTO COCTOSIHUS II0 JAHHOMY IIPU3HAaKy Yy 4YeJOBEKa
pa3BuBaeTCsl TspKenas (opma ceprnoBUAHO-KIETOYHOM aHemuu. Onpenenute
Kakas aMUHOKHUCIIOTa [-IeMOYKH MYTaHTHOTO TeMOTJIOOMHA TPUBOAHUT K

JTaHHOMY 3a00JICBaHUIO.

YeTBepThlil MONMHUMIENTHI B HOPMAJIbHOM TIeMOTJIOOMHE YENOBEKa COCTOUT W3
146 amunokucinort. [lepBbie ceMb aMUHOKUCIIOT: 8AIUH — SUCTMUOUH — JeUYUH —
MPEoHUH — NPOIUH — 2IYMAMUHOBAS KUCIOMA — 2IYMAMUHO8As Kucioma. Y
OOJBLHOTO CEPIOBUAHO-KIETOYHOW aHEMHUEH COCTaB aMHUHOKHCIIOT YETBEPTOTO
MOJIUTICTITUIA TEMOTIIOOMHA CIENYIONINN: GaiuH — UCMUOUH — JeUyuHn —
MPEoHUH — Npoau — 6AIuH — 2Aymamunosas kucioma. ONpeneauTe TUIl
MyTalui, MPUBEIIINX K 3a00JIEBaHUIO.

[IpoaHaim3upyTe BO3MOXKHBIE TOCJIEACTBHS HM3MEHEHHMH B  COCTaBe
CUHTE3UPYEMOr0  TMOJUIENTHAAa  TNPU  BO3HUKHOBEHUH  CIEAYIOIINX
MYTallMOHHBIX COOBITHI B CTPYKTYPE OJHOTO U3 MH(POPMAILIMOHHBIX TPUILIETOB

mosekyisl JJTHK:
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a) 3ameHa tpurietTa AAA Ha Tpuruier ALA
b) 3amena Tpurutera I'TL Ha Tpumier I'TT
¢) 3amena tpurniera L{I[L] na Tpuruter [{IIA
d) 3amena tpuriera ATA Ha Tpumiet ATLL
e) 3amena tpurieta AIILl Ha Tpurier ALLT

f) 3amena tpumiera AAT Ha Tpurier AT

9. Ilpoananu3upyiTe XapakTep CIEAYIOUIMX TEeHHbIX MyTallMi u caenaiTe
3aKII04YeHre o0 Thre MytanuoHHoro mameHenus JIHK ¢ yuerom Bo3MOxHOCTH
(HEBO3MOKHOCTH ) HAPYIICHHS B CTPYKTYpe KOAUPYEMOTO MOJUNENTHIA:

¢parment HopmanbHoit HuTH JHK 3'-.. TATALNIATTAAT...-5
a) ¢parment myrantHoit JIHK 3-..TATAUTATTAAT...-5
b) ¢parment myrantHoii JTHK 3'-..TATATHATTAAT...-5
¢) dparment myrantHoit JIHK 3. T AIJALIIATIIAAT...-5
d) ¢parment myrantroit JJHK 3'-.. T TAIIIATTAATA...-5
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OCHOBBI MEJIMLIMHCKOM TEHETUKU

OcHoOBHBIE METOABI UCCJIICAOBAHUA I'CHETHKHU Y€J10BE€Ka

I'eneanornuyeckuii meroa npemioxkeH B 1883 r. @. ['abTroHOM. DTO METOA
aHanM3a PpOJAOCIOBHBIX (MPOCIEKUBAHUE HACIEJOBAaHUS HOPMAJIBHOTO  WJIU
MaTOJIOTUYECKOr0 TMpU3HAKA B CEMbE C YKa3aHUEM THUNAa POJCTBEHHBIX CBs3el
MEXAY WIEHAMH POAOCIOBHOM). B MequIIMHCKON reHeTUKE €ro Ha3bIBAIOT KAUHUKO-
2eHeanocuyeckuM, TaK Kak OH COYETaeTcs C MEeTOoAaMu  KJIMHHYECKOIro
UCCJIeIOBAHUS NMaTOJIOTMYECKUX TPU3HAKOB.

CyTp MeToAa: BBISBIECHUE POJCTBEHHBIX CBSI3€d M MIPOCIEKUBAHUE
U3y4aeMoro Tmpu3HaKa cpeau OJIM3KUX, JaleKuX, HpsIMBIX M  HEOpPSIMBIX
POJICTBEHHUKOB.

Tarsl MeTo1a.

1. CoOop cBeaeHuil 0 pOJACTBEHHUKAX y MpobOaHaa (YeaoBeKa, 0OpaTUBIIETOCS K

Bpauy-TeHETHKY).

2. CocTtaBieHH€e pOIOCIOBHOM.
3. AHaiu3 poJoCIOBHO.

Meron npumeHnsiercs sl YCTAHOBJICGHMS HACIEICTBEHHOTO Xapakrepa
NPU3HAKA, TUIA HACJIEIOBAHUS, TEHOTUIIOB YJIEHOB POJOCIOBHOM, IEHETPAHTHOCTH
(4acTOTHI MPOSABJICHUS 2eHa B (EHOTHIIEC €r0 HOCUTENICH).

JIns  mocTpoeHuss  POJOCIOBHBIX  HCIIOJB3YETCS  CHCTEMA  CUMBOJIOB,
npeanoxernas B 1931 r. anrmiickum yuenbiM KOctom (puc.17).

[Ipy mnocTpoeHHH POJOCIOBHBIX HEOOXOAMMO COOMIOAATh  CIIEAYIONIne
MpaBUiIa:

e  HEOOXOIUMO BBIICHUTH MO0 COOPAaHHOMY aHaMHE3y YMCIIO TOKOJICHHIA;

e  POJOCIIOBHAsl HAUMHAETCS C MPOOaHa;

e  KaXJ0€ MMOKOJEHUE HyMEpYyeTCsl pUMCKUMHU IU(pamMu ClIeBa;

e  CHMBOJIBI, 0003HaYaOUIME 0COOEH OJJTHOTO OKOJIEHNUS, PACIIOIaraloTcs Ha

TOPU30HTATBHONW TUHUU U HyMEPYIOTCS apaOCKuMu nudpammu.

AHanu3 poJoCIOBHOM IMO3BOJSET BBISIBUTH CIEAYIOLIUE MUNbl HACIE008AHUS
MPU3HAKOB: ayTOCOMHO-JOMHUHAHTHBIA, ayTOCOMHO-PELIECCUBHBIN; CIEIICHHBIN C
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X-xpoMocoMOM (C TIOJIOM) JOMWHAHTHBIM; CIEIJIEHHBIH C X-XpoMocoMou (c

MOJIOM) PELECCUBHBIN; TOMAHIPUUYECKUH (CUEIIIIEHHBIN ¢ Y -XpOMOCOMOM).

_ MYXunHa (npoGaHa, MHAMBKA, C KOTOPOrO HAYaTo UCCIIeA0BaHME)

KEeHLUNHa

MYX4KUHa, XEHLLNHA, o6nap,arou4v|e M3y4aemMbIM NPpU3Hakom

Ol O [

——

MYX4K1HA, XEHLUNHA, ABNAIOLWMECA reTePO3UrOTHbIMU HOCUTENAMK NPU3HAKa

om
——

non Heu3BecCTeH

abopT unn MepTBOPOXAEHHbIN pebeHoK

An3nroTHole 6nmsHeup! (O3)

MOHO3UroTHbIE 6nn3Helsl (M3)

3UrOTHOCTb HEN3BECTHA

> P> T
{2>p2

Opak

KPOBHOPOACTBEHHbIN Gpak

(5 BpaTbs 1 cecTpbl (cnbehl)

[
O
[H

Puc 17. CumBonuka, ucroas3yemasi Ipu COCTaBIEHUU POJIOCIOBHBIX

AymocomMHO-00MUHAHMHBIU MUN HACTEO008AHUA:
o  bBonbHbIe BcTpeuaroTcs B KaXX10M MOKOJICHUH.
o bBoneroT B paBHOH CTENEHU U MY>KUMHBI, U AKEHIIUHBI.
o bBonbHOl pebeHok poxaaercs y O0NbHBIX poauTesnei ¢ BeposiTHOCThio 100%,

€CJIM OHU TOMO3UTOTHBI; 75%, €ClIn OHU TE€TEPO3UTOTHBI.
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o BepostHocTh poxaeHus 001bHOTO pebeHKa y 310poBbIX poauTeneit 0%.
AymocomHo-peyeccusHvlli mun HaAc1e008aHUsL:

o  bBonbHbIe BcTpeuaroTcs HE B KaXkKA0M MOKOJICHUH.

o bBoneroT B paBHO# cTENEHU U MY>KUKHBI, U KEHITUHBI.

o  BeposarHocts poxiaeHus 0015HOTO pedeHKa y 3J0pOBBIX poauTeneit 25%, eciu
OHM reTepo3uroTHel; 0%, ecnu oHM 00a WM OJUH M3 HUX T'OMO3HUIOTEH IO
JTOMHHAHTHOMY («HOPMaJIbHOMY») I'EHY.

o  YacTo nposiBrseTcs mpu OJIM3KOPOJICTBEHHBIX OpaKax.

Cyennennwiii ¢ X-xpomocomoii (¢ noiom) 0OMUHAHMHBLU MUN HACIEO08AHUSL:

o  bBonbHbIe BcTpeuaroTcs B KaXKI0M MMOKOJICHUH.

o bBoneroT B Gosbliieli cTeeH KSHIIMHBI.

o  Ecnu orten GoneH, To Bce ero gouepu OOJbHBI.

o  bBonbHol pebeHok pokaaercs y 00JIbHBIX poauTeneit ¢ BeposiTHOcThio 100%,
€Clii MaTh TOMO3UTOTHA, U 75%, €Clii MaTh T€TEePO3UTOTHA.

o  BeposarHocTs poxaeHusi 60J5HOTO peOeHKa y 310poBbIX poauteneit 0%.
Cyennennwiii ¢ X-xpomocomou (¢ noiom) peyeccusnviii mun Hacie008anus.

o  bousbHBIE BCTpedaroTcsl HE B KaXKIOM IMOKOJIEHUU.

o  boseroT B OCHOBHOM MY KUHHBI.

o  BeposgrHocTb poxkaeHus: 00JbHOTO MaTb4HKa y 3JI0POBBIX poauTeneit 25%,
oosipHOU eBoYKH — 0%.

Tonanopuueckuii (cyennennsiii ¢ Y-XpoMOCOMOLL) MUn HACIEO08AHUSL:

o  bBonbpHble BcTpeuaroTcs B KaXX10M MMOKOJICHUH.

e  boNErT TOJBKO MYXUYHWHBI.

o  Ecnu oren GosieH, TO BCe €r0 CBIHOBbS OOJIHHBI.

BepostHOCTE pokaeHUs 00IBHOTO MajgburKa y 6ombpHOro oTia 100%.

bBau3nenoBblii MeToa (mpeayoxked B 1876 1. @. IN'anbToHOM Il U3y4YEHUS
TCHETHUECKMX 3aKOHOMEPHOCTEH Ha OJIM3HEeIax).
CyTbh MeTO/a: CpaBHEHHE NMPU3HAKOB y Pa3IMYHBIX TPYIIT OJM3HEIIOB, HCXOAS

U3 UX CXOJICTBA (KOHKOPJIAHTHOCTH) WJIU pa3nnuyusi (JUCKOPIAAHTHOCTH).
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Oransl MeToAA:

1. CocraBnenue BIOOPKH OJM3HELIOB U3 BCEH MOIMYIISIUY.

2. JluarHocTHKa 3UTOTHOCTH OJIU3HEIIOB.

3.  YCTaHOBJIEHHE COOTHOCUTEIBHOM pOJIM HACIEACTBEHHOCTH M CpEeIbl B
(opMHUpOBaHUYU PHU3HAKA.

JUisi OLIEHKM pOJIM HACJIEACTBEHHOCTH U Cpellbl B (OPMHUPOBAHUU U Pa3BUTUU

MpU3HAKA UCTIONB3YIOT popmyny Xonrvyuneepa:
H = (KMb%-K15%)/100%-KJ1b%

rae H — nons HacnencTBeHHbIX (haKTOPOB,
KMbB% — KOHKOpPIaHTHOCTh MOHO3UTOTHBIX OJIM3HEIIOB B MPOLIEHTAX
KJ1b% — KOHKOpJJaHTHOCTh AU3UTOTHBIX OJIM3HELIOB B MPOILIEHTAX
Eciu H 6Gonbme 0,5, To B ¢opMupoBaHMM TpHU3HAKA OOJBIIYIO pPOJIb HIpacT

re”otut, eciv H menbiire 0,5, To O0NbIIYIO POJIb UTPAET CpeAa.

HutoreHernyeckuii MeTOA — 3TO M3y4YEHUE KApUOTHUNA C HCIIOJIH30BAHUEM

MUKPOCKOTTHH.
Jrtanbsl METOA:

1. Tlomydyenue W KyJbTHUBHUpOBaHHE KJIETOK (JIMMGOIUTHI, (GuOpoOIacTsl) Ha
UCKYCCTBEHHBIX MMUTATEIBHBIX CpPEIax.

2. JloGaBieHre B MUTATENbHYIO Cpeay (UTOreMarriiOTUHUHA IJI CTUMYIISIIIUU
KJIETOYHOTO JCJICHHUS.

3. OcraHoBKa JeNeHHs KISTKU Ha CTaauu MeTadasbl 100aBICHHEM KOJIXHUITUHA.

4. (OOpabotka kierok runoToHudeckum pactBopom NaCl, BcieacTBue dero
paspyiaeTcs KJIeTOYHast 000JI0UKa U TIOY9aeTCS «POCCHITTBY» XPOMOCOM.

5. OxpammBaHuE XpOMOCOM CIEIUPUICCKUMU KPACUTEISIMHU.

6. MuxkpockonupoBanue u hoTorpadupoBaHUE XPOMOCOM.

7. CocraBiieHlE UANOTPAMMBI U €€ aHAIIH3.

MGTOI[ IMMO3BOJIAICT NHUAIrHOCTHPOBATH I'CHOMHBLIC N XPOMOCOMHBIC MYTAallWH,
OIIpCACINTDb FeHETUYCCKHUU IOJI opraHu3ma.
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buoxumuveckue metoabl. IlpuunHON OONBIIMHCTBA HACIEICTBEHHBIX
MOHOTE€HHBIX 3a00JieBaHUM SBIAIOTCA Ae(EeKThl OOMEHa BEIIECTB, CBSI3aHHBIE C
(depmeHTONAaTUAMH (HAPYLIEHUSIMU CTPYKTYphl (EPMEHTOB, YYACTBYIOIIMX B
peakiusix oOmeHa). Ilpu 3ToM B OpraHW3Me HaKaIlJIMBAIOTCA IMPOMEXYTOUHBIC
MPOAYKTHl OOMEHa, TO3TOMY, ONpPEACNsii HMX WM aKTUBHOCTh (PEpPMEHTOB ¢
MOMOIIbI0 OMOXUMUYECKUX METOJ0B, MOXXHO JUArHOCTUPOBATh HACIIE/ICTBEHHBIC
0oJie3Hn oOMeHa BEIIECTB, 00yCIIOBIICHHBIE T€HHBIMHA MYyTaIUSIMU.
KonnuecTBeHHbIE OMOXMMHUYECKHE METOJIbI (HArpy304HbIE TECThI) MO3BOJISIOT

BBIABUTDH I'CTCPO3UTOTHOC HOCUTCIILCTBO IATOJIOTUYCCKOT'O PCLICCCUBHOI'O I'CHA.

Jepmarorauduyeckuii aHajJduW3 — OSTO U3YUYCHHE TpeOCIIKOBOM KOXHU
YesioBeKa (KOXKU MOAYIICYEK MajbIeB, JaJ0HHON CTOPOHBI KUCTEH U MOOIIBEHHOM
CTOPOHBI CTOM), T/I€ CHJIBHO BBIPAXKEH COCOUYKOBBIHN CIION AEPMBI.

Meton npumeHnsiercs:
a) JUIsl yCTAaHOBJIEHHsI 3UTOTHOCTHU OJIM3HELOB;
0) Kak 3KCIpecc-METO AUarHOCTUKU BPOXKIEHHOIO KOMIIOHEHTa HEKOTOPBIX
HacJICJICTBEHHBIX 3a00JIEBaHUH.

OObIYHO TpU TEHOMHOW IMATOJOTUHM OTMEYaeTCsl COYeTaHHE HEKOTOPBIX
HoKaszaTenieil: pajauanbHble NEeTau Ha 4 ¥ 5 manbliax, yeThlpexmnaiblieBas 00po3na,

IJIaBHBIN JaqoHHEIN yro ot 60° mo 80° u ap.
yr p

XuMHYecKrHe MeTOIbl OCHOBAaHbI Ha KAaYECTBEHHBIX IBETHHIX XMMHUYECKHUX
peaknuax. Vcmons3yroTcst Juisi MpeABApPUTENBLHON TUATrHOCTUKHU HACIIEACTBEHHBIX
OonesHeilr oOMeHa BemiecTB. Kak CKPUHUHT-TECT TUATHOCTUKH DeHUIKemOoHYpuu
HCIIOJIb3YETCSI METOJ] CMauYUBaHMsI MOYOM peOeHKa MOJIOCOK Oymaru, mpornuTaHHON
10% pactBopom FeCl; (mpoba denunra) ninm 2,4 quHATpOdeHMWI-TUApasuHa. [Ipu
HAIMYUA B MouYe (EHUIMUPOBUHOTPATHON KHUCIOTHI TOSBISETCS 3€JIEHOBATOE
OKpammBaHue GUiIbTPOBATBLHON OyMaru.

Onpeoenenue X- u Y- nonosoeco xpomamuua. JIAs uWcclIenOBaHUS
UCIIOJIB3YIOTCS KJIETKA OYKKaabHOTO SIHTEIUS WIM JIEHKOIUTHL. X-XpPOMAaTHH

onpenensaeTcsl Npu OKpalllMBaHUU IpernapaTta aleTOpCeuHoM, a Y-XpOMaTUH — HpH
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OKpPAILIMBAHUM AKPUXUHUIIPUTOM. OTH METOAbl MO3BOJISIIOT BBISIBUTH YHCIIO
IIOJIOBBIX XPOMOCOM B KapHUOTHIE (YHUCIO X-XPOMOCOM BCErJa Ha OIHY Ooblle,
YeM YHUCIO TIBIOOK X-XpOMAaTHHA, YUCIO Y-XpOMOCOM PaBHO YMCIY IJIbIOOK Y-
XpOMaTHHA); yCTAaHOBUTb TI'E€HETUYECKUA TMoa  0ocoOM, JUAarHOCTUPOBATh

XpPOMOCOMHBIE 00JIE3HU T0J1a (B KOMILJIEKCE C APYTUMU METOJIAMH ).

Metoabl mnpeHATAJbLHOW (IOPOAOBOI) JHATHOCTHMKHM HACIIECICTBEHHBIX
0oJie3HEH TO3BOJISIIOT YCTAHOBHUThH HACJEJACTBEHHbIE AC(EKThI IJI0Ja Ha pPaHHHUX
cragusix OepemeHHOCTH. C WX TOMOIIBIO BO3MOXXHO 3aJI0JITO JO POXKJICHUS
pebeHKa onpeenuTh 3a00JIieBaHue, U €CITU He0OX0UMO, TIPpEpPBaTh OEPEMEHHOCTD.

OCHOBHBIMH TIOKa3aTEJISIMU K TIPOBEJACHUIO TMPEHATaIbHOW JIMAarHOCTUKU

SIBJISIFOTCA :

o  Tou4HO yCTaHOBJIEHHOE HACJIEJICTBEHHOE 3a00JICBAHUE B CEMBE.

o  Bo3spact matepu Bbiie 35 net, orua — ot 40 ner.

o  Haiuuue B ceMbe 3a007€BaHus, CUEIJIEHHOTO C TIOJIOM.

o Hanuuume cTpyKTypHBIX HEPECTPOEK XPOMOCOM Yy OJHOTO M3 POJIMUTENEH
(0coOEHHO TpaHCIOKAMNA U UHBEPCUH).

o ['erepo3uroTHOCTH OOOMX POIUTENEH IO OJTHOM Mape ajieneit Ipu ayTOCOMHO-
perecCuBHOM 3a00JICBaHHH.

. Hanuuune B anamMHe3e OepeMeHHON IMTENBHOM pabOThl HA BPEIHBIX IS
3I0pPOBbSl TMPOU3BOJACTBAX WJIM MPOKUBAHHUA B MECTaX C IMOBBILICHHBIM
paauaoHHbIM (OHOM U JIp.

o IloBTOpHBIEC CTIOHTaHHBIC MPEPHIBAaHUS OEPEMEHHOCTH WU POXKIACHUE peOCHKA
C BPOXIEHHBIMH TIOPOKAMU pa3BUTHS, CaxapHbId JuabeT, SIUJIeTCHs,
uHpEKIN y O0EpeMeHHOMN, IEKapCTBEHHAs Tepamusl.

Meroapl npeHaTAIbHOW JUArHOCTUKU MOKHO Pa3JeIUTh Ha:

1) Ilpoceusarowyue: NMO3BOJISIOT BBIICIUTH JKEHIIWH, UMCIOIINX TOBBIIICHHBI PHCK

pOXKIeHUsT peOeHKa C BPOXKICHHOW MAaTOJIOTWEH WM HACJIEICTBEHHOU OO0JIE3HBIO.

Meroabl OOCTYNHBI JJIsl IIMPOKOTO HPHUMEHEHHS M OTHOCHUTENBHO Hempoporu. K

MIPOCEUBAOIINM METOIAM OTHOCHT:

- onpejenaeHue KoHueHTpamuu a-geromnporenna (ADII);
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- OTIpeIeIeHNE YPOBHS XOPMOHUYECKOTO TOHAI0TpoIiMHa yenoBeka (X1 H);

- OIpeziesIEHNE YPOBHSI HECBSI3aHHOTO 3CTPUOJIA;

- BBISIBJICHUE ACCOIMUPOBAHHOTO ¢ OEPEMEHHOCTHIO TUIA3MEHHOT0 Oelika A;

- Boienenue kietok wim JJHK miona u3 opranuzma marepu.

2) Heunsasuenwvle: METObI 00CIIEIOBAHUS 1014 O€3 ONEPAaTUBHOI'O BMEIIATEIILCTRA.

B Hacrosiiee Bpemsi K HUM OTHOCHUTCS YJIbTpa3ByKoBoe ucciieoanue mioaa (Y3N).

VY31 MOXHO NPUMEHSTH KaK MPU MPOCEUBAIOIIEM, TAK U MPU YTOUHSIOIIEM METOJax.

Haxorniennsle naHHble moka3biBaloT, uto Y3W He mnpuHOCHT Bpena miony. B

HEKOTOpBIX cTpaHax Y3U nmpoBoAsT BceM OepeMeHHbIM. DTO MO3BOJISET MPETyNPEIUTh

poxnenue 2—3-X JAeTel ¢ Cepbe3HbIMH BPOKACHHBIMU MopokaMu pa3BuTus Ha 1 000

HOBOPOXJIEHHBIX, YTO COCTABIISIET MpuMepHO 30% Bcex AeTel ¢ TaKOW MaTOIOTHEN.

3) UneaszusHvie: METOIbI OCHOBAHHBIC HAa aHAIN3E TEHETUYECKOTO MaTepualia KIeTOK

win TKaHe# miona. [IpoBoasTes mo crporum nokazanusM. K MHBa3UBHBIM MeTO1aM

OTHOCSIT:

- Ouorcus XOpHOHAa W TUIAUEHTHl (i1 UUTOTEHETUYECKUX, OMOXUMHUYECKUX
uccienoBannii u ananuza J|JHK);

- aMHHuoIeHTe3 (3a00p aMHUOTHYECKOM >KUAKOCTH IUJIoJA HJsi JAMAarHOCTUKH
T'CHHBIX, XPOMOCOMHBIX U TCHOMHBIX MYTAaIIUi);

- KOpHoleHTe3 (B3ATHE KPOBU M3 IYNOBHHBI C IEJIbI0 paHHEW IUArHOCTUKH
HACJICICTBCHHBIX 00JIC3HEH KPOBH);

- (derockonus (BBeaeHHE (PUOPOONTHIECKOTO SHIOCKOINA B MOJOCTh AMHHOHA C

IIEJIBI0 OCMOTpA IIJI0/1a, TUTAICHTHI, ITYITOBHHBI U JIp).

HacieancrBeHHbIe 00J1€3HU
HacnencrBenHnple OOJIE3HM — 3TO MATOJIOTHYECKHE COCTOSIHHS, B OCHOBE
KOTOPBIX JICKUT M3MEHEHUE HACJIEJICTBEHHOr0 Marepuana (Myrtaius). B pa3Butuu
TaKuX 3a00JICBaHUU TJIABHYIO POJIb MTPAIOT HAPYIICHHWS B CTPYKTYpPe T'€HA WIIH
xpomocombl. K 1992 r. nacuuteiBajioch yxke 5 710 TUMOB HaciaeACTBEHHBIX
3aboneBanuii. Bce HaciaeAacTBeHHBIE OOJNIE3HM I10  XapakKTepy H3MEHEHUS

HACJICJICTBEHHBIX CTPYKTYp TMPHUHATO pa3feisTh Ha TpU OOJIbIIKE TPYIIIbI:
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XpOMOCOMHble,  MOHO2EHHble,  noauceHHvle (0OJE3HH C  HACIEICTBEHHBIM
npeapacnoyiokeHueM  —  MyJbTU(akTopuaibhbie).  [lockoabky ~— HMEHHO
XpOMOCOMHBIE U MOHOTEHHbIe 0oje3Hu o00yciaoBiauBalOT 80% yMCTBEHHOMU
orctasioctd, 70% BpoxkAeHHON caenoTsl, 1050% BpPOXKIEHHOMN TIIyXOTHI Y JETEU C
O0COOEHHOCTSMH TCUXO(PU3UYECKOI0 Pa3BUTHSA, OCTAHOBUMCS Ha XapaKTEPUCTHUKE

ATUX TpYyII 3a001€BaHUH.

XpomocoMHBbIe 001e3HI
XpoMocomMHble ~ 0OOle3HM  —  Tpynma  NaTOJOTUYECKUX  COCTOSHMM,
00yCJIOBJIEHHBIX MYTAllMOHHBIMUA M3MEHEHUSIMU B XpOMOCOMHOM Habope (Tabiuna
4).

Tabnuua 4
YacroTa BcTpeyaeMoCTH 3a00JIeBaHU M, BEI3BAHHBIX PA3JIMUYHBIMU THIIAMU
AQHCYIUIOWINH Y YeJIOBEKa

YacTtoTa cpeau

Tun myTauum CuHapombI HOBOPOXOEHHbIX
AyTOCOMEI
Tpucomus 21
47 XX(XY)+21 Hayua H700
Tpucomus 13
47, XX(XY)+13 Haray H5 000
Tpucomus 18 DnBapsca 1/10 000

47, XX(XY)+18

I[TonoBbIEe XPOMOCOMBI (KEHCKHUEC)

3(5(’),)( 1\£0H000MH5{ gi;};[eelll)laelacmro- 1/500
i?’( ig;(;r(pHCOMHH XXX-cuHgpom 1/700
[TonoBeIe XPOMOCOMBI (MYXCKHEC)
31<7>,( ;XY Knaitndensrepa 1/500
31<8X ;)TY Knaitndensrepa 1/500
ff;’( ;EYY TlyGums Y 1/1 000

[Tokazano, uro mnpumepno y 40% cnoHTaHHbIX abopToB U 6% Bcex

MCPTBOPOKIACHHBIX HMCIOTCA HM3MCHCHHA Ha XpPOMOCOMHOM YPOBHC. B 10 Xxe
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BpeMsi, 0okosio 6 u3 1000 HOBOPOKIEHHBIX MMEIOT XPOMOCOMHBIE HApyLICHUS, a
VAENbHBI BEC XPOMOCOMHBIX Oo0Je3Hel B TIpynmne JAeTel ¢ BpOXIECHHBIMU
aHoManusMHu cocTaBisieT OKono 50%. KnuHmyeckn mnodtu Bce XpOMOCOMHBIE
0O0JIE3HU  TPOSBIAIOTCS HapyUI€eHUEM  HMHTEIJIEKTYaJlbHOTO pa3BUTHS;
MHO>XECTBEHHBIMH BPOKICHHBIMU TMOPOKaMHU. IJTO MOXKET OBITb YMCTBEHHOE U
¢u3znueckoe HeJOpa3BUTUE, MOPOKU pa3BUTHs CKeleTa, jaegopmalus uepena,
MuKpouedanus, STUKAHT U MH. Jp.

MexaHu3M BO3HMKHOBEHHUSI T€HOMHBIX MYTallMid CBS3aH C MaTOJOTUEH
HapyIlIeHUs] HOPMAJIBHOTO PACXOXKJICHHUS XpoMocoM B Meio3e (aHadaza-l u
anadasa-Il), B pesynbrare uero o6pa3yroTcsi aHoMajdbHbIE TaMEThI (10 KOJTUYECTBY

XpOMOCOM), ITOCJIC OINIOAOTBOPCHUSA KOTOPBIX BOZHUKAIOT I'€CTCPOINNIIONIAHBIC 3UT'OThHI

(puc. 18).
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Puc. 18. Cxematnyeckoe n300pakeHrne HEPACXOKICHHS OJTHOM MaphI
XpoMOCOM B | MelloTHUECKOM JeNEeHUN;
A — meriotnueckoe aenenue | u ll;
b —3urotser: 1 — tpucomus, 2 — MOHOCOMMUS
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XpOMOCOMHBIE MYTallMU  (XpOMOCOMHBIE TEPECTPOUKH, XPOMOCOMHBIE
abeppali) IpUBOAST K U3MEHEHHUIO YKClia, PA3MEPOB U OpPraHU3aIlMUd XPOMOCOM.
B ciyuae rerepomionud OCOOEHHO TSKEIBI MOHOCOMHHU. MOHOCOMUU MO
ayToCcOMaM 3aKaHYMBAIOTCSl JICTAIHHO €II€ B IMEpBble JHU HMOPUOHAIHHOTO
pa3BUTHSA WIM TMPUBOJIAT K THOENM 3apojbllia Ha Oojiee TMO3JHUX CTaAUSIX
(cnonTtanubeie a0opThl). [loyHBIE TPUCOMUU OMHUCAHBI Yy YEOBEKA MO OOJIBIIOMY
KoJau4yecTBy xpomocoM: 8, 9, 13, 14, 18, 21, X, Y. HaubGonee u3zyueHHbIMU
CHHJIPOMAaMH, B OCHOBE KOTOpBIX JIEXKAT HApPYIIEHUS B CHUCTEME ayTOCOM
(reHOMHBIC MYTaIlMd, XPOMOCOMHBIE MYTAaIllMM) SIBJISIFOTCS Tpucomuu 21, 13, 18,
TpaHcioKanuoHHast Qgopma JlayHa, CHUHIPOM «KOIIAYhEro KpHKa», B CHUCTEME

noJioBbIX XpoMocoM Tpucomuu XXY, XXX, XYY u monocomust XO.

Boneszns [layna (mpucomusn 21; 47, XX(XY)+21)

Juarnoctuka Oone3nn JlayHa yKe Yy HOBOPOXKJICHHOTO HE BBI3BIBACT
sarpynHenuil. I[lpu OGone3nm [layna BcTpewaetcs oT 9 nmo 29 coMaTuyeckux
aHomanuii. Hanbosiee yacTo mpu 3TOM CHHApPOME BCTpedaroTcsi: OpaxuiiedaibHbIN
Yepert CO CIIIaKEHHBIM 3aThUIKOM M YIUIOUMIEHHBIM JIMIIOM; SMUKAHT (BepTUKaJIbHAs
CKJIaJIKa KOXH IOJYJYHHOW ()OpMBI, MPUKPHIBAIOIIAs BHYTPEHHHI yroj rjasa);
natHa bpymdunbna (cBernpie MATHA Ha paayxkke). XapakTepHbl MaleHbKHE
HEJOPa3BUTHIC YIITHBIE PAKOBUHBI, YBEIMYCHHBIH «CKIATYaTBI» S3BIK; IIUPOKUE
KACTH C KOPOTKUMHU TMalbllaMH W YKOPOUEHHBIMU MCKPUBICHHBIMHU MATHIMU
najgbiamMu (KIMHOMAKTHIINS); TIoTiepeyHas 60po3aa Ha OJAHOW WM 00eMX JaJOHSIX
(«00e3bsiHbsSI CKIIAJKa»); pACIIMPEHHBIC MPOMEXKYTKH MeXny 1 u 2-M mampliaMu
ctorn. MHTemeKTyanbHbIi AedeKT OONBbHBIX YriIyOssieTcs: ¢ Bo3pacToM. M3BecTHO,
yro mnpumepHo y 60% nereit ¢ Oone3npto JlayHa uMmeroTcs pasHble (OpPMBI
natosioruu a3, ay 70% oOHapyKUBaIOT TYTOYXOCTb.

Bonbpioe BHMMaHWe B MOCIAEAHUE TOAbl YAENSIETCS M3YUYEHHUIO MaTOoreHesa
cuaapoma Jlayna. B HacTosmiee BpeMs mpeniokeHa 0ObeIMHEHHAS TeHEeTUYEeCKast
runore3a cuHapoma Jlayna m Oone3nu Anbireiimepa. B cratyce Takux OONBHBIX

BBISIBIISIETCSL  MIPEXKJEBPEMEHHOE CTapeHue, mpeolJiajaHue JIeTeHEePaTUBHBIX
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COCYJIUCTBIX HApYIICHUM, caxapHbI AuabeT, KatapakTa. XapaKTePHBIM SIBISETCS
u30MpaTenbHOE — HAKOIUICHHE  NUrMeHTa  JunodycumHa  (imnodyciuHo3),
n30MpaTeNbHOE MOBPEXKICHUE XOJIUHEPTHUECKUX HEMPOHOB B 0a3albHBIX TAHTIIMIX,
CKJIOHHOCTb K 3JI0KQY€CTBEHHBIM HOBOOOpA30BaHMSM, ClieU(PUUECKUE HAPyLIIECHUS
cllyxa W Jpyrue NpHU3HAKW, a TJIABHOE — XapaKTEepHbIE HApYLIEHUS MHTEIUIEKTA,
HallOMHUHAIONIME TaKOBbIE MpU CcTapyeckod Oose3Hu AdmblreiiMepa. Cremyet
OTMETUTb, YTO JUJIi BCEX MpOrepuil (CMHAPOMOB MPEKIEBPEMEHHOIO CTApPEHUS)
xapaktepHbl Hapymenus JIHK-renukas — ¢epmentoB, pacruieraomux Hutu JTHK
MIpU perinKaluuu, pekomouHanuu u penapanuu JTHK.

Hcnonb3oBaHue HLHUTOr€HETHUYECKUX METOJOB HCCIENOBAaHUSA MOKAa3ajlo, 4TO
npumepHo 80% Bcex cilydaeB MpPOCTOM TpucoMuu 21 HMEEeT MaTepUuHCKOE
npoucxoxjaenue u okosno 20% — otuosckoe. [Ipu s3tom numb 20% Bcex ciaydaes
«MaTepUHCKOro» cuuapoMa /layHa oOyclIOBIEHO HEpACXOKJIEHUEM XpoMocoMm 21-
Oif mapbl BO BTOPOM JIEJIEHUU M€i03a, a OCTAIbHBIE — OIIMOKAMH TIEPBOTO JEICHUS

Meno3a.

Bones3ns /layna mpanciokauyuonnoit popmor (46,XX(XY)t14(13,15,22)/21)
Tpancnokanunonusie popmbl cunapoma layHa HaOmogaroTcst B 3—4% ciiydaes.
Yuciio onpeaesieMbIX XpOMOCOM B JIaHHOM BapHaHTe 0OJI€3HH HOpMasibHOe — 46,

TaK Kak JOMOJHHUTEIIbHAs XpoMocoMa 21 mepeHeceHa Ha oaHy u3 aytocom (13, 14,

15 wim 22) (puc.19).
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Puc. 19 Tpancnokanus 14/21.
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I[Ipu »>TOM OIMH U3 (QPEHOTUNHMYECKH 3J0POBBIX POJUTENEH SBIAETCS
HOCHUTEJIEM COaJlaHCUPOBAHHOM TpaHCIOKAalMK. B kapuoTune 3THX poAUTENeH
HacUYUTHIBaeTCsS 45 XpOMOCOM, a OJIHA U3 AyTOCOM COCTOMT Kak Obl U3 JBYX YacTeu
U COICPKUT I'€HETMYECKUN MaTephal HEAOCTAIOLIEH XPOMOCOMBI, IIO3TOMY IIpU
o0IIeM 4YHCiIe XPOMOCOM, paBHOM 45, HET yTEpHU I'€HETUYECKOro Marepuana (puc.
20). [Mpumepro B 1/3 Bcex ciyyaeB TpaHCIOKAIIMOHHBIN BapHaHT cuHApoMa [layHa
MMEEeT HAacJeJCTBEHHbIM XapakTep. BbisBieHue y Koro-nubo u3 poauTeneu
cOaaHCUPOBAaHHOM TPAHCIOKAIMM ONPENEIsIET HEOOXOIUMOCTh IPEHATAIBHOM

JAUArdHOCTHKH.

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

[Ipu kapuoTUNUpPOBaHWUW OOJBHBIX BBISBISETCS JIMIIHSS XpPOMOCOMa W3
rpynnsl E (xpomocoma 18). denotunuyeckue mposiBICHUS CUHApPOMA DaBapjica
JIOBOJILHO XapaKTepHbI. DTO HATMYHUE JOJMXOle(albHOrO Yepena, CAaBJICHHOTO ¢
OOKOB, C HU3KMM JIOOM W HIMPOKUM BBICTYMAIOIMIUM 3aThUIKOM; IJIa3HbIE IIETU
y3KHE;  OJMHUKaHT,  HWKHAS  4YENIOCTh  MaJjieHbKas,  CKOIIEHAa  Ha3ajl
(MUKpOpEeTpOrHaTusl); poT MaJICHbKUHN, TPEYTOIbHOU (OPMBI C KOPOTKON BEepXHEH
ry0oit; 1mest KOpoTKasi, C KpbUIOBHIHOM CKJIaIKOM.

I[Ipy paHHOM CHHIOpPOME THUIWYHBI AHOMAJIMM OMNOPHO-ABUTATEIBHOIO
amnmapara: KUCTH U Hajblbl PYK KOPOTKHE, MATHIE MaJblibl UCKPUBIICHBI, MAJIbIIbI
CKaThl B KyJaK, BTOPOM WM MATHIM HaJbI(bl PAaCHOJI0XKEHBl CBEPXY U MPUKPHIBAIOT
MpUKaThle K JAJOHM BTOPOM M YETBEPTHIM MAJbLbI; IEPBBIM IaJiel] CTOIIbI
KOPOTKHUI U MIUPOKHUH, CHHAAKTUIHS BTOPOTO M TPETHETO MANIBIIEB; (JOpMa CTOIHI B
BUJIE «KAYAJIKU».

I[Toutm 95% OONBHBIX HWMEIOT TIOPOKH CepAlla, KPYIHBIX COCYIOB,
MOYEMNOJIOBOM CUCTEMBI, aHOMAJIUU OPraHOB MuIleBapeHus. [IporHo3 ans >kKu3Hu

HEOJIarONmpUsTHHIN.
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BO3MOXHbI€ 3UrOThl

N,/

Bl >

MeHoTMN
46,XX(XY) 45 XX(XY) 46,XX(XY) t (21:15) 45 XX(XY) t (21;15)
®eoun Hocumerib
HopMa "a”o:v‘;‘é‘(’)"n//’,zg’;o 60s1€3Hb mpaHcroKauuU,
V ’ HayHa Hopma

He >Ku3HecrocobeH

Puc.20 Cxema oOpa3oBaHus TpaHCIOKAIIMU, XapaKTepHO# st 6one3nu JlayHa
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Cunopom Ilamay (mpucomusn 13; 47, XX(XY)+13)

[Ipy KapuOJOrMUYECKOM AHAJIM3E€ COMATUYECKHX KIIETOK OOJBHBIX BBISBISETCS
JUIIHAS XpoMmocoMa u3 rpymmbl D (xpomocoma 13). KnuHuyeckas kapTuHa
TUTIMYHA: MUKpOIedaabHbI Yepen ¢ HU3KUM CKOIIEHHBIM JIOOM U BJaBJICHHBIMU
BUCOYHBIMU O0JACTSIMH, y3KHE TJIA3HbIE ILIEIH, PACIOIOKEHHBIE TOPU30HTAIBHO,
pPacCTOSIHHE MEXAY HUMHU YMEHBIIEHO (TMIOTEIOPU3M), TOUTH BCETJla BCTPEeUaeTcs
rjla3Hasi MaToJIOTHsl. YIIHbIE PaKOBUHBI PACIOJIOKEHbl HU3KO, MAJIEHbKHUE MOYKHU
OpWKaThl K TOJIOBE, 3aBUTKU HEMpPaBWILHOW (HOPMBI; dyepen ¢ yriayOleHUs MU B
TEMEHHO-3aThUJIOYHOM  00JIaCTH, pacCTOSIHUE MEXJy TEMEHHbIMU Oyrpamu
YBEJIHYEHO.

JleMOHCTpaTUBHBIM NMpU3HAKOM cuHApoMa llaTay siBisitoTcs «3asubsi ryda» u
«BONMYBS TacTh». PacumienuHel MOryT OBITh Kak JBYCTOPOHHUMH, TaK U
onHoctopoHHUMU. [louTH Bcerja pacuieruieHHe BepXHe T'yObl CONMpOBOXAAeTCs
pacuieanHoi Heba.

XapakTepHbl TaKXe TAaKHE€ AHOMAJIUH KOCTHO-MBIIIEYHOM CHCTEMBI, Kak
NOJINIAKTUINS HA BEPXHUX U HUKHUX KOHEYHOCTSX, BTOPOU M YETBEPTHINA MaJbIIbI
COTHYTBI, NPUBEICHBI K JIAJIOHU M MEPEKPBITHl MEPBBIM U MSATHIM MaJblAMU.
BrisiBnisrorcest nedekThl pa3BUTHS TPAKTUYECKH BCEX CHUCTEM M OpraHoB. Mo3sr
4acTO HE pa3fesieH Ha MOoJylIapus, HaOII0IaeTcs THIOIIIa3us JIOOHBIX [OJICH,
MO3KEUKA.

VY 50% OONBbHBIX BBIABIAIOTCS MOPOKH PA3BUTHS MOYEBBIBOIAIINX MyTEH:
KHCTO3Hasl TOYKa, TuapoHedpo3, auciuiasus mnodek, y 50% aeBodek HaxonsT
YABOEHHUE Bllarajuiia U ABYPOryl0 MAaTKy C THMOIUIa3uel SU4HUKOB. [IporHo3 mis

KU3HU HEOIaronpusITHBIN.

Cunopom «kowauvezo Kpuxka» (cunopom 5p—, 46 XX(XY)del(5p-))
Haunbonee gacTelii M3 BCEX CHHAPOMOB ACIIEIMU ayTOCOM — CHHAPOM JEICIUU
KOPOTKOTO III€Ya XPOMOCOMBI 5. VY OOJBHBIX IMPH KApHUOJOTHYCCKOM aHAJIM3E

oOHapyKHUBaeTCs YKOPOUCHHUE KOPOTKOTO TIjIeda OJHOU U3 XPOMOCOM TPpymIbl B.
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DEHOTUNTMYECKUMH  TIPU3HAKAMU CHHApPOMA SIBISIIOTCSA:  MHKponedanus;
KPYTJI0€ «JTYHOOOPa3HOE» JIUIIO0 B MEPBBIC TOMBI KU3HHU M y3KOE JIUI0 B CTApIIEM
BO3pacTe; AHTUMOHTOJOMAHBIA pa3pe3 TI1a3, JMHUKAHT, KOCOrjasue, KaTapakra,
oYard TUTMCHTAIMHM CETYATKH, aTpOo(us 3pUTEIBHBIX HEPBOB; IUIOCKAs CITMHKA
HOCa, BBICOKOE HEe0O0. YIIHBIC paKOBHHBI J1e(POPMUPOBAHBI; CHHIAKTUIHS TAIbIICB
HOT, KOCOJIAIIOCTh, MBIIICYHAss TUMOTOHUSA. CBOCOOpa3HbI CUMITOM — IIa4 MPH
POKIIEHUH, HATOMUHAIOMNH KpUK KOomku. OH IPUCYTCTBYET y JETEH MIEPBOTO ToAa
U3HU W 00YCJIOBJICH HApYIICHUEM JICITCIIBHOCTH IICHTPAILHONH HEPBHOW CHCTEMBI
U U3MCHCHHSIMHU TOpPTaHW (YMCHBIICHWE HAJITOPTAaHHUKA, CY)XCHHEC TOPTaHH,
OTEYHOCTb CIIU3UCTON 0OOJOUKN).

[IporHo3 st >KM3HU 3aBUCHT OT BBIPAXXECHHOCTH CHMIITOMOB. MHorue
OOJBHBIE TOKUBAIOT IO TIOJPOCTKOBOTO BO3pacTa. YMCTBEHHAsI OTCTAJIOCTh BCET/A
riry0okasi. OKOHYATeIbHBIN TUAarHO3 YCTAaHABIMBACTCS B PE3YJIbTATE UCCIICIOBAHUS

KapHuoTHIIA.

Cunopom Illlepewesckozo-Tepnepa (monocomusn X; 45, X0)

JIns cuHApoMa XapaKTepHO OTCYTCTBUE B KaPUOTHIIE MOJOBOM X-XPOMOCOMBI.
Yactora BcTpeuaemoctu 1:3000, cpenu A€BOYEK, CTPAAIOMIMX OJIUTO(pEeHHEH —
1:1500. Yacrora cuHIpOMa BO3pacTaeT Cpead HHUBKOPOCIBIX KEHIIUH C
HEJOPA3BUTHEM BTOPUYHBIX MTOJIOBBIX IPU3HAKOB  aMEHOPEE.

BonpmuHcTBO OONBHBIX ¢ cuHApoMoM IllepemeBckoro—TepHepa HMEIOT
HOPMAaJIbHBIN UM ONM3KUN K HOPME MHTEIUIEKT, HO YMCTBEHHAs! OTCTAJIOCTh Y HUX
BCTpedaeTcsl 4yaimie, yeM B oOmied momynsnuu. MHTennexkTyanbHble HapyIIeHHS
OOBIYHO COYETAIOTCSA C HEIOPa3BUTHEM AMOIMOHAILHO-BOJIEBOW chephl: OOJIbHBIE
MOBBIIIIEHHO BHYIIIA€MbI, HECKOIBKO HEKPUTUYHBI, YIIPSMBI, 9aCTO YUPOPUIHBI.

JluarHocTHKa CHHJIpOMa BO3MOJKHA YX€ B MEPUOJ HOBOPOXKJIECHHOCTH, TaK Y
HOBOPOXJICHHOM OTMEYAETCA OTE€YHOCTh KUCTEW M CTON, HU3KUKA POCT BOJIOC Ha
miee, miesi KOpoTKas C KPbUIOBUJHBIMU CKJIAJAKaMH, WUAYUIMMH OT COCUEBUIHBIX
OTPOCTKOB K IUJleyaM. XapakKTepHa 4Ype3MepHasl MOJABMKHOCTh KOXXKM Ha IIIee.

OTMeuaroTcsi MHOKECTBEHHBIC aHOMAJIMH Pa3BUTHA: JIIMKAHT, aHTI/IMOHFOJ'IOI/II[HEJﬁ
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paspe3 rIa3; HU3KO paCIOJIOKEHHBbIE YIIHbIE PAKOBUHBI; TUIOMHMHUS («IHIIO
chuHKCca»); BICOKOE HE0O, aHOMauU 3y00B.

XapakTepHbl ~ pa3HOOOpa3HbIE  CKEJETHbIE  HAPYIICHHs,  HaIpuMeEp
«muToOOpa3Has IIMpOKas TIpyAHas KieTka, runomiasus win cpamenue | u |l
HIEIHBIX TO3BOHKOB, LIUPOKKE KUCTU ¢ KopoTkumu |V u V nansuamu, neopmanus
JIOKTEBBIX M KOJIEHHBIX CycTaBoB, ykopoueHHble |l u |V maneusr crom,
CUHJAAKTUIIHSL.

BaXHbIMU N[MAarHOCTHYECKUMU TMpPU3HAKAMH SIBIAIOTCS TaKXe BPOXKICHHBIC
NOpOKU cepAla, Hu3kuii poct (B 98% ciyyaeB), NojioBOM WHGAHTUIU3M C
NEPBUYHONM aMHHOpEeeH, dYacThl THUIOIJAa3usg WIA TUNEePTPOPUs HOTTEBBIX
IUTACTUHOK, TUNepnurMeHTanus koxku. HaOmionatorcs nedextsl 3penus (22%) u
ciyxa (52%).

Odranpmonornueckoe  oOCIEAOBaHUE  BBIABISAET  OJIEMHOCTH  COCKOB
3pUTENBHOTO HEepBa, MUKPO(TAIbM, KaTapakTy, CY>KEHHE apTepHil IrIa3HOro JHa.
JlepMaTornu@uueckoe HUCCIEIOBAaHUE BBISBISIET H3MEHEHUE KOXHBIX Y30pOB
HaJIbLEB U JIAJOHEH.

JlnarHo3 MOXKET OBITh YCTAHOBJIEH C IOMOILBIO ITUTOJIOTHYECKOI0 METO/a

HCCIICAOBAHUA ITOJIOBOT'O XpOMATHHA U KAPHUOJIOTUICCKOI'O aHaJIn3a.

Cunopom mpucomuu (47, XXX)

Jlist cuHapoMa XapaKTepHO HAJIWYUE B KAapUOTHUIIEC JOMOIHUTENIbHBIX X-
xpoMocoM. Hactora Tpucomuu X cpear HOBOpoxkAeHHbIX AeBouek 1:800. Yactora
BO3pacTaeT CpeId TMAalMeHTOK TICUXHATpU4YecKux OompHHUIL. B mepuon
HOBOPOKICHHOCTH U JETCTBA PEIKO MOXHO BBISIBUTH Kakue-1100 (PeHOTUTTUYECKUE
O0COOEHHOCTH, UMEOIINE JIMarHOCTUYECKOE 3HA4YCHHUE. OcHoBHas
MICUXONATOJIOTUYECKAs] OCOOCHHOCTh CHHApPOMA — MPOSIBICHUE SMOLMOHAIBHOU
HE3PEJIOCTH U AMOIMOHAIBHO-TIOBE/ICHUECKUE HAPYIIEHUS C HEBPOTUYECKUMU U
HEBPO30IOJOOHBIMU PACCTPOMCTBAMH, HHOT/IA CO CKIIOHHOCTBIO K ayToarpeccuu. B
paHHEM BO3pAcTe€ XapaKTEPHO BBIPAKEHHOE OTCTABAaHUE B pPa3BUTUU peyd. Y

KGHIIMH ¢ TpucoMuend X dYacTo HaOM0AaeTCs SHIOKPUHHBIM aucOaiaHc,
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Oecruionue, MPEXKIEBPEMEHHBIN KiuMakc. MoryT HabmogaTbcs Oosee CIOXKHbIE
nonucomuu X: TeTpacomus (XXXX) u mentracomust (XXXXX). Cuurtaercs, 4To
CTENEHb ICUXMUYECKOI0 HEIOPA3BUTHSI KOPPEIUPYET C UUCIIOM JTIONOJHUTEIbHBIX X -
XpOMOCOM. Y OKEHIIMH ¢ nosucomMuer X yBeIHYEeHA 4YacToTa IICUXMYECKUX
3a0osieBaHui (MIU30(PPEHUH, SIHICIICHH, MaHHAKaIbHO-IACTIPECCUBHOTO MCHUX034).
OxoHYaTeNbHbI JMArHo3 YCTAHABIMBAETCS HA OCHOBAHMM LIMTOJIOTHYECKOTO
oOcne0BaHMs MIEYHOTO AMUTENHS B pe3yJibTaTe OOHAPYKEHUs TJILIOOK MOJIOBOTO

XpoMaTrHA B KapHUOTHIIC.

Cunopom Knaiingpenomepa (47, XXY)

JIist cuHIpoMa XapakTepHO HAJIMYUE B KAPUOTHUIIE MYKUYHMHBI JOTOTHUTEILHOM
nojioBoil X-xpomocoMbl. YacToTa cuHIpoma cocTaBisieT B cpeaHeM 1 Ha 850
HOBOPOJKJIEHHBIX MYXCKOTO Tosia U 1-2.5% y 0osbHBIX onuroppeHueit B CTeneHu
neomnbHocTH.  KinHMYeckue  mposiBIEHHS ~ JOCTAaTOYHO  BapuaOebHBI.
OO0s13aTeNIbHBIMM  TUAaTHOCTUYECKUMM KPUTEPHUSIMH SIBIISIFOTCSI TUIIOT€HUTAINU3M U
TUIOTOHaAN3M. XapaKTepHBIMU NPU3HAKAMHU TaKKE SBISIOTCSA: BBICOKUH PpOCT,
BBICOKOE CTOSIHHE Ta3a, €BHYXOMJIHbIE MPOIOPLUHU, aCTEHUYECKOE TEJIOCI0KEHNUE,
y3KHe€ IUIeYH, YAJIMHEHHbIE KOHEYHOCTH.

MplimeyHas cuctema pasBuTa ciaabo. ITO OCOOEHHO YETKO MpOSBISETCS B
npenyOoepTaHTHOM UM IyOEpTaHTHOM BO3pacTe. Y B3pOCIBIX HEPEIAKO BCTPEUAIOTCS
CKJIOHHOCTh K OXHPEHHIO [0 JKEHCKOMY THIly, THHEKOMAacTus, ciadoe
MOJIMBIIIEYHOE OBOJIOCEHHE, OBOJIOCEHUE Ha JIOOKE MO KeHCKOMY Tully. OTMeuaroT
HEJIOPa3BUTHE BTOPHUYHBIX IOJIOBBIX MPHU3HAKOB C TUIOILIA3MEH SIMYEK M 4YacTo
MOJIOBOTO WieHa. MyxxuuHbl ¢ cunapomoM KmaitHdensrepa 6ecrionubl. YacTeiMu
SBIISIIOTCS PA3JIMYHbIE AMCIIACTHUYECKHUE MPHU3HAKU: Opaxuiedanus; HU3KUN pocT
BOJIOC Ha 3aThUIKE, YIUIOIIEHHBIN 3aThIIOK; THIIEPTEIOPU3M; JUKAHT; 1epopManus
VIIHBIX PaKOBHH; BBICTYNAKOUIME HAAOPOBHBIE [Yyr'¥; aHOMaluu 3yOOB;

VCKPUBIICHUE U YKOPOUYEHHE TAJIbLIEB.
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bone3Hp 4YacTto CONMPOBOXKIAETCS 3aJECPKKONM ICUXUYECKOTO PpPa3BUTHSL.
JluarHo3 MOXKET OBITh YCTAHOBJICH Ha OCHOBaHUU KapUOJIOTHYECKOTO aHajIu3a,

O6H&py>I(eHI/I$[ T'JIBI0OK MOJIOBOTO XpoMaTrHa B IICYHOM SIIUTCIINH.

Cunopom oyone Y (47, XYY')

CunapoM XapakTepU3yeTcs HaJuyueM B KapUOTHUIIC JOMOJHUTEIbHOU Y-
xpoMocoMbl. HabGnrogaercs y MambuMKOB M MYKYHMH BBICOKOro pocta. Yacrora
Cpeau HOBOPOXKJIEHHBIX MainbuuKOB 1:840. BripakeHHBIX HapylieHUN (eHOoTHUra
MOXeT He HaOmonarbes. I[lpumeprno y 80% nuip ¢ JaHHBIM  CHHIPOMOM
HAOMIOAIOTCS  MPU3HAKKW  TICUXWYECKOTO  HEIOPa3BUTHUS B  COYETAaHUU C
HapyLICHUsIMA  AMOIIMOHAJIBLHO-BOJIEBOM  cepbl W  moBeAcHUs.  boibHbIE
UCTIBITBIBAIOT TPYAHOCTH B COIMAIBHOM ajanTtamuu. [T MHOTHX XapaKTEpHBI
3aMeJYICHHOCTh U PHUTHJIHOCTH MBIIUICHUS, PEUYd UM MOTOPHKH, YaCTO CHHIKEHA
CIOCOOHOCTh K caMOKpuTuKke. HabmrogaeTcsi couetaHne yMCTBEHHOM OTCTalOCTH C
NICUXOMATONOIOOHBIM TOBEICHUEM, arpeCCUBHOCTBIO, PACTOPMOKEHHOCTBIO W
u3BpalieHueM BiedyeHus. (OTMeyaloTcs CaMOYBEPEHHOCTb, HMITYJILCUBHOCTD,
rUnepcekcyanbHocTh.  OKOHYATENbHBIA ~ JUArHO3  YCTAHABIMBAETCA  IpHU
IIUTOJIOTUYECKOM 00CIIeJOBaHHH.

BrickaspiBaeTcsi  MPEANONOKEHHE, YTO  ICUXOMATONOAOOHbIE  (HOPMBI
MOBEJCHHUS TMPU HAIMYUU HEcOATaHCUPOBAHHOTO KapUOTHIA IO TOJOBBIM
XpOMOCOMAaM CBSI3aHbl C BTOPUYHBIMHU HM3MEHEHUSMH B JI€ATEILHOCTH HEPBHOU

CUCTEMBI KaK CJIEJICTBHE HAPYIICHUI TOPMOHATIBLHOUN CEpBHI.

MoHorenHbie 00J1€3HH
MonoreHnHbsie 00J1€3HM BO3HHKAIOT B PE3YJIbTATE MOPAKECHHS] TE€HETHYECKOTO
marepuana (JJHK) na ypoBHe omnoro rena. Hapyienwe cuHTe3a Oenka mpu
MyTalldd COOTBETCTBYIOLETO T€HAa MPUBOAUT K KOJIMYECTBEHHOMY WJIHU
KaueCTBEHHOMY HM3MEHEHHUIO Oejlka B OpraHu3Mme. ['€HHble MyTaluu y 4eloBeKa
SBIIIOTCS. TPUYMHAMUA MHOTUX (OpM HACIENCTBEHHOW matojoruu. Ecmun

M3MEHseTCsl OeNOoK—(EpPMEHT, BBIMOJHIIOMIMN KAaTaTUTUUYECKYIO0 (YHKIHIO, TO
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HapyIIaeTcs CIO0XKHAs 1eNb MPEeBpalleHHsI BEIIECTBa B OPraHU3Me: TeH — (pepMeHT
— OUOXMMHUYECKas peakiusi — IMpu3Hak. B Ouonoruueckoil autepaType Takoro
poJa W3MEHEHHs TPUHATO Ha3pBaTh OHOXMMHYECKHMH  MYTAlUsIMH, B
MEAWIIMHCKON JUTepaType WX Ha3bIBAIOT HACJIEICTBEHHBIMU aedexTamu oOMeHa
BEIIECTB  WJIM  HACJICACTBEHHBIMH  DH3UMOIATHUSMH. DOyHKUMOHATBHAS
HETNOJHOLIEHHOCTh  (DEPMEHTHON CHCTEMBI BEIET K PE3KOMY HapyIICHHUIO
ONpPEJENICHHOI0 OMOXMMHUYECKOT0 Ipoliecca WIM OHOXUMUYECKOMY OJIOKY.
MeTtabonuyeckuii OJIOK MOXKHO OINPEACTUTh 10 HAKOIUICHHUIO B OpraHu3Me

BEIIECTBA, KOTOPOE O0pa3yeTcsl Ha CTaJuM, NpeUIeCTBYIONIe 3ToMy ONoKy (puc

21).

U36bImoK Hedocmamok Hedocmamok
A I:> b B |:> r
u3bbImok

Puc. 21. MeTabonuyeckne casurii npu MyTaumMoHHON 6riokaze
npeBpaLLeHns ogHoro BellecTsa (b) B apyroe (B)

Brimanenue OgHOTO €IWHCTBEHHOTO METa0OJMYEeCKOrOo 3BEHA NPUBOIUT K
CEpbE3HBIM BTOPUYHBIM pPacCTpPOHCTBAM OOMEHa BEIIECTB W K MHOXKECTBEHHBIM
MATOJIOTUYECKUM U3MEHEHHSIM B OpTaHU3Me.

CrerneHb CHWXECHHS aKTUBHOCTH (DepMEHTa MOXKET OBITh pa3HOW Kak MpHu
pPa3sMUYHBIX HH3UMOIATUAX, TaK HW TpPU JaHHOW dSH3UMomnaThu. CHIDKEHHE
aKTUBHOCTU (hepMEHTa WM €T0 OTCYTCTBHUE MOXXET OBITh OOYCIOBJICHO Pa3HBIMU
MYTAIUSIMHU, TPOUCXOIANMMHU B PA3HBIX KOJIOHAX T'eHA.

Kpome TOrO, CHMXEHHME aKTUBHOCTH (epMEHTa MOXKET OBITh CBS3aHO C
MYTaIlMOHHBIM J1e(EKTOM OJIHOTO U3 KOMIIOHEHTOB (EPMEHTHOM CHCTEMBI.
CrnenoBaTenbHO, OJTHA U T€ K€ OMOXUMUYECKHE M3MEHEHUS MOTYT OBITh BBI3BAHBI

AJUICJIIBHBIMHU MYyTalsAMKW WK MYyTallUsIMKW B HCCKOJBKHX HCAJJICIIBHBIX I'CHAX.
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Takum oOpa3oM, omHa ®W Ta XKE DH3UMOMATHS MOXKET HMMETh HECKOIBKO
reHeTnueckux (GopM. DTO sBJIIGHHE TIOAYYMIO HAa3BaHWE TECHETUYCCKOU
reTePOTCHHOCTH.

[IIupokast TeHETHYECKas TeTePOreHHOCTh YH3UMOIIATHU B 3HAUYNTEIILHOW Mepe
ompenesieT HW3MEHYMBOCTh HMX KIMHUYECKUX TMposiBieHui. OIHAKO TOIBKO
O0COOCHHOCTSIMM MYTAQHTHOTO T'€Ha HEJIb3S OOBSICHUTH HEOJAMHAKOBOE IPOSBICHUE
0O0Ne3HM y pa3HBIX OONBHBIX. B 3HAYMTENHLHON CTENMEHW T'eH MPOSBISETCS BO
B3aMIMOCBSI3U C JPYTMMH T'€HAaMH, KOTOPBIE MOTYT YCHWIIMTh WU 3aTOPMO3UTh
NpOsIBIICHWE OCHOBHOTO reHa. OHU MOTyT M3MEHHUTh (DEHOMEH HaCJICIACTBCHHOM
0one3nn. OCHOBHOM T'€H, B CBOIO OUYEPE/Ib, BIMSACT Ha MPOSIBICHHUE APYIHX I'€HOB,
Omaromaps 4YeMy y  OOJBHOTO  MOTYT  BBISBIATBCS  JIOTIOJHUTEIBHBIC,
HECBOMCTBEHHBIC OCHOBHOMY 3a00JICBAHUIO CHMITTOMBI.

Takum o0OpazoM, 3¢h(EeKT MyTaHTHOTO TI'eHa MOYKHO paccMaTpuBaTh, Kak
MHOTOCTYIICHUAThIH TPOIIEeCC, MEPBOH CTYNEHBIO KOTOPOTO SBIISCTCS TEPBHYHBIN
OnmoxuMuueckuit 1eeKT, BTOpoil — BOBJICUEHHUE B IMPOIECC APYTUX (PEepMEHTHBIX
CUCTEeM W pa3BUTHE CJOXKHBIX META0OJIMYECKUX PACCTPOMCTB, TPETUH —
dbopmMupoBaHue KIMHUIECKOTO heHOMEHa O0JIe3HH.

K MoHOreHHBIM OOJIE3HSAM OTHOCHUTCS OOJBIIMHCTBO HACIEIACTBEHHBIX
Oose3Helt oOMeHa ((eHUIIKETOHYPHS, TATAKTO3EMHUS, MyKOBUCITUI03, TIIMKOTEHO3BI
U 1p.). MOHOTeHHBIE 0OJIE3HN HACIIEAYIOTCSI B COOTBETCTBUH C 3aKOHAMU MeHels

U pa3InYaroTCs TUIIOM HacjaeaoBanus (Tabuia 5).

Cunopom Baapoenoypza

Cunapom BaapnenOypra wuMeeT cileAylolMe KIMHUYECKUE MPHU3HAKU:
TEJIEKAHT (JaTepaJibHOE CMEIIEHUE BHYTPEHHETO Yyria rjasa), reTepoXpoMUs
pamgyXKH, cefas Mpsiabp HAJI0 JTOOM U BPOXKICHHAS TIIyXO0Ta. TeleKaHT B COYCTAHUH
C IIUPOKOW W TPHUIOTHATON CIMHKONM HOCA M CPOCHIMMUCS OpOBSIMH CO37aeT

BECbMa CBOCOOPA3HBINM OOJIMK MOPAKEHHBIX — «TPEUCCKHUI MPODUITHY.
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Tabmuna 5

I'ennbie 60H63HI/I, COOTBCTCTBYIOIIMEC ONPCACICHHBIM TUIIAM HACJICAOBAHUA

Hm;?m 3aboreBaHye MJy-II(‘&)lHIHOIOIEHa Kpurepun HacrieioBaHmst
2037
Crrpom Atpodus KopTvesa o TTposiRrieHIE IPU3HAKA Y TETEPO3HIOTHBIX
BaaprerOypra Oprana, BpOKIEHHAST HOCHITEIIEN TeHa.
IJIyXOTA. I Ipy aHan3e pOIOCIIOBHOM IPH3HAK
BBIIRITSICTCS B KYKTIOM TTOKOJICHHML.
y 15021 I leHeTpaHTHOCTD [ATONIOTMHUECKUX
Ay TOCOMHO— M jl [opox pasButust NpostRIeHHH nourv Beeria Hipke 100%.
" COCIIMHUTEIILHOW TKAHH. | ¢ Pa3imiuHast BBIpOKEHHOCTb KITMHAYECKHX
FOMHHAHTHBIH TPOSIRTICHAN HE TOJIBKO MEKITY PA3HBIMU
Crmpom | Thra-17011.2 CEMBSIMH, HO 1 BHYTPH K&KJIOM CEMBHL
Pexrrxay- I v —22q12.2 KUTMHMYeCK i€ TPYBHAKA MOT'YT TIOSIBUTECS HE
eHa OTC}’ICIBHG(I) Cpazy MocJIe POYKIICHHS, & CITYCTSI MHOTO JIET.
. Cynpeccopa (i) n 3710pOBbIE WIEHBI CEMBH HE MOTYT UMETh
(eiipoutdpo- Ha/I41ie THIMOUTOpa 6215;1,( CTEi i
Maro3) A
(I orryxosteBoro pocra.
o 12q22
Her cunresa
KCTORYIA (heHMTIATAHIH MyTaHTHBI! TeH MPOSIBIBIETCA TOJIHKO Y
(PKY) THIPOKCHITA3BL. TOMOBHIOT TIO PETISCCHBHOMY TEHY.
T — 21922 Ecmi poaumesti reTeposiroTHbL, T
Her curresa BEPOSITHOCT POYKIICHIIS OOJTBHOTO peOCHKA
ayTOCOMHO— Hyprit [MCTATVIOHUH- cocraBister 25%.
PPELIECCHBHBIA CHHTCTHBL I Ipu aHarm3e posIOCTIOBHOM MyTaHTHBIA T'eH
9pl13 TIPOSIRIISIETCST HE B KDKTIOM TOKOJICHUM.
Comcrosengs | €T CHHTERA TUIAKTO30- BeposITHOCTE MPOSIBIICHKST MyTAHTHOTO TeHa
1-(poccpar- BO3pACTaeT B POJICTBEHHBIX Opakax.
yppw]ﬂrpch(l)epagbI Yacrora TPOSABIICHUA MyTaHTHOI'O I'€HA Y JIUL]
N g YKEHCKOTO ¥ MY>KCKOTO TI0J1a O/TMHAKOBA.
Vinepa
CrnpoM X273 MyTaHTHBIH TeH (PELIECCHBHBII) TIPOSIRIICTCS
Maprvna— Her cl e TPSHMYILIECTBEHHO Y JIAL MY>KCKOTO TIOJIA.
beia (momkoi EVRL Ecm oter1 GoreH, Math 310poBa, TO Bee
X—XpOMOCOMBI) ' Jiouepy OyyT FeTepO3HTOTHBIMU
CLICTUICHHBI C HOCHTCIILHHTIAMM.
LIOTIOM Ecym otet1 310poB, Math (PeHOTHITYECKH
Cuapom Xp21.2 3710pOBa (T.€. OHA HOCHTEJIBHHLIA MYTAaHTHOTO
(PeLieccHBHBII, JTroriena Myratis resa Te€Ha), TO BEPOSITHOCTH POSKTICHHS OOJTBHBIX
CUCIUICHHbI ¢ X- | (nceprorvmep- | mmcTpodmsa, cbIHOBe# coctasut 50%.
XPOMOCOMO) Tpodrueckast KOZIMPYFOLLIETO Ecim MyTaHTHBIH IeH, JIOKTH30BAHHbIHA B X—
MBILIICYHAST CTPYKTYpHBIi Oe/oK XPOMOCOME, SIBTBIETCS IOMUHAHTHBIM, TO OH
CTpodhus) CapKOJIEMMBL HPOSIBISETCS 1Y MY)KUHH, 1 Y KEHILIH.

YacroTa 3a0071€BaHNsI YKEHILIH B TOMY LA
B 2 paza COJbLIIe.
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Ouenb xapakTepHbl cpocirecs: OpoBu. Pamyxku 1ub0 pa3iIuyHO OKpallleHbl (OJUH
a3 roiay0oH, nIpyroi — kapui), Tu00 UMEETCS CEKTOp MHOTO I[BE€Ta B OJHOU U3
pagyxex.

VY GOJIbHBIX OYEHb PEJIKO MOXKHO BBISIBUTH BECh HAOOpP TUIIMYHBIX MPU3HAKOB:
KOKIbIA CHMIITOM HMEET CBOIO CTENEeHb OJKCIpecCUBHOCTH. C HAMOOJBIIUM
IIOCTOSTHCTBOM IPOSIBIIAETCS TENEKAHT — y 99% HocuTenel rena, mupokas ClMHKa
Hoca —y 75%, cpociuecst 6poBu — y 45%, rerepoxpomus panyxku —y 25%, cenas
npsiib UK paHHssA ceanHa —y 17% HaOnrogaBIIuxcs HOCUTENEH rexa.

KpoMe ykazaHHBIX TPU3HAKOB, y OOJBHBIX MHOTJA €CTh YYaCTKH THUIEP— U
JETIMTMEHTAIIMM Ha KOXKE€, MUTMEHTHBbIE M3MEHEHHs TyiazHoro aHa. Cemas mpsijib
OBIBaCT YK€ y HOBOPOXKJICHHOTO, HO 3aT€M 3TH JICIMTMEHTHUPOBAHHBIC BOJIOCKHU
MOTYT Hcue3aTb. Hoc YacTo MMeeT He TOJbKO MPHUIOAHATYI0 CHUHKY, HO U
TUTIOTUTIA3UI0 KPBUIHEB.

[TaTonorus KOHEUHOCTEW BKIIFOYAET TaAKWE aHOMAJIMH, KaK THIOIUIa3usl KUCTeH
U MBI, OrpaHUYEHHE  TOJBMXKHOCTH  JIOKTEBBIX, JIy4e3aIlsICTHBIX U
Mex(aJaHTOBBIX CYCTaBOB, CIIMSHUE OTJEIBHBIX KOCTEH 3aIACThs U ILTIOCHBI.

CHmkeHue ciyxa Mpu 3TOM 3a00JIeBaHUU BPOXKIEHHOE, BOCIPUHHUMAIOIIETO
TUNA, CBA3aHHOE C aTpoduel MpenIBepHO—YIUTKOBOTO opraHa (KOPTHEB Opras).
['myxoTta BbI3BaHA HApYIICHUSIMH COUPATBLHOTO  (KOpTHEBAa) oOpraHa ¢
aTpoUYECKUMH U3MEHEHUSIMH B CIIMHAIIBHOM Y3JI€ U CIIyXOBOM HEpBE.

Cunapom BaapnenOypra Bctpeuaercs ¢ vactoroi 1:4000, cpenu npeteit ¢
BPOXJIECHHON TiIyxoToi cocTtaBisieT 3%. CuHIpOM OmpenenseTcs ayTOCOMHO-
JOMUHAHTHBIM TE€HOM C HENOJHOW NEHETPAHTHOCThIO U  BapbHUPYIOIIEHCS
AKCIIPECCUBHOCTHIO. ['eH IoKkann3oBan Ha xpoMocome 2037.

[Ipy nedyeHMM B HEKOTOPBIX ClyyasX IOKa3aHa KOCMETHMYECKAs XHUPYPIHs

TejaekanTa. JledeHne riayxoTsl HedhPEKTUBHO.

Cunopom Mapgana
Cungpom Mapdana o0yclIOBJIEH TOPOKOM Pa3BUTUS COSTUHUTEILHON TKAHU U

XapakTepU3yeTcsl TMOpPaXCHUEM, B IMEPBYI0 OYEpellb, OMNOPHO—IBUIATEIBHOTO
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anmapaTta. boibHble, Kak TpaBWJIO, MUMEIOT BBICOKUM POCT, XapaKTEPHU3YIOTCS
JUCTIPOTIOPLIUEH B POCTE TYJIOBUINA W KOHEYHOCTEH, KUCTU M CTONBI Yy HHUX
JUIMHHBIE C TOHKHUMU «11ayKOOOpa3HbIMU MajbllaMiy», TPyAHAs KJIETKA KUJICBUIHOM
WIX BOPOHKOOOpa3Hoil (opmbl. JlJis cHHApOMa XapaKTepeH Ku(o3, CKOJHO3,
IIUPOKUE MEXPEOEpHBIC TPOMEKYTKH, TOHKUE U JJIMHHBIE peOpa, KOTOPhIE UMEIOT
OTBECHOE HAIpaBJICHUE; «IITUYbE» BBIpaKECHHE JHIa (y3KUU ueper, Mmoa00pooK
Cpe3aH WJIM BBICTyNaeT, OJIM3KO MOCaKEHHBIE TJla3a, YIIHbIE PAKOBUHBI TOHKHUE U
MaJio 3JaCTUYHbIE), IEPEPACTAKEHHOCTh CYXOKHWINM U CyCTaBOB, C1a00CTh CBSI30K,
MBIIIEYHAS] TUTIOTOHUSI, HEJIOPA3BUTUE MOJKOKHON KIIETYATKHU.

HaGmiomaercst martosiorust r1y1a3, a HMMEHHO, MHMOIUSA, TOJyOble CKIEpHI,
YACTUYHBIN WM TIOJTHBIM MOJBBIBUX XPYCTAIMKA, KOJOOOMa Pajy’KHOH OOOJIOUKH.
YacTel HapyIIeHUs BHYTPEHHUX OPTaHOB: CEPACYHO—COCYAUCTON CUCTEMBI (TTIOPOKH
ceplilla, KPYIHBIX COCYJOB, pacCiavBaloOlascs aHEBPU3MA aOPThI, AHOMAJHS
pacHoyIOKEHHsI COCYAOB), YMEHBIIEHHWE 4YHCla JoJIed JerKuX. YMCTBEHHOE
pa3BUTHE MPU ATOM 3a00J€BaHUN OOBIYHO HE CTPAIaeT.

Cunapom Mapdana BcTpedaeTcs B o01med momynsaiuu ¢ yactotor 1: 10000.
Cunnpom ormpezensieTcsi JOMUHAHTHBIM T€HOM C Pa3IU4YHON SKCHPECCUBHOCTHIO.
I'en nokanuzoBan Ha xpoMmocome 15021. HopManbHbIi periecCCUBHBIN aieiab 3TOro
reHa KoJaupyeT Oenok (UOpWIIIMH, YYacCTBYIOIIMA B (DOPMHpPOBAHMH BOJOKOH
KOJUTareHa M3 MpokoJiareHa. MyTanuu reHa IpUBOJAT K HEIOPAa3BUTUIO (WK K
pa3pyllieHNI0) 3HAYUTENbHOM YacTH  BOJIOKOH  KOJUUIareHa,  SIBIISIIOIIETOCS
BA)KHEUIIIUM KOMIIOHEHTOM COE€AUHUTEIbHON TKaHMU.

PeHTreHomornuecku OMPENENSIOTCS OCTEONOPOo3 MeTadu3apHBIX OTACIIOB
KOCTHOW TKaHHM, UCTOHUEHHWE KOPTUKAIHHOTO CJOS, IIMOPOOOpa3HbIe MSATOUHBIE
KOCTU. B CBIBOPOTKE KpOBHM MOBBIIIEH YPOBEHb KHUCIBIX MYKOIOJIMCAXapHIOB,
CHUXKEHO COJIepKaHUE CepoMykouJa. B Moue TMOBBIIIEHO COJEpKaHue
MYKOIOJIMCaXapHI0B (xonapoutuHCyb(dara, KepaTocyibdara),
TUAPOKCUIIPOIIIINHA.

Hubdepennmanbabiii  auario3 ¢ cuaapomoMm CTHKIEpa, TUTAHTU3MOM,

akpoMmeranuen. JleueHne cuMnToMaTUYECKOE.
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Cunopom Pexnunzxaysena

Cunapom Pexnunrxayszena (Heilpodubpomaro3 PexnuHrxayseHna) oaHoO U3
CaMbIX YaCThIX MOHOT'€HHBIX HACIEJCTBEHHBIX 3a00JEBaHUI: €r0 MOMYJSIIMOHHAS
gactora cocraBisieT 1:3000 HOBOpPOXAEHHBIX. B KOHTHMHIEHTE YMCTBEHHO
OTCTAJIBIX JeTell HelpoduOpomaTo3 BCTpEUaeTCs HaA TMOPSIAOK dalle; Cpeau
YYaIIUXCs BCIIOMOTaTENIbHBIX MIKOJI-MHTEPHATOB ¢ yacToTou 1:260.

B 3aBucHMOCTH OT pacnpoOCTPaHEHHOCTH M JIOKAJIM3alMM HOBOOOpa30BaHUM
3a0oseBaHue TOJpa3JeseTcss Ha NepuPeprUuecKyl0 U ILEeHTpajdbHyI0 (opmy —
COOTBETCTBeHHO, Helpodudpomaros-1 (NF1) netipodhudpomartos-2 (NF2).

I'en NF1 nokanuzoBan Ha xpomocome 17011.2 u coctout u3 60 sx30HOB. I'en
NF1 xomupyet 6enok HelHpoduOpOMUH, SBISIOMIUNECS CYIPECCOPOM OITYXOJIEBOTO
pocta. Y OonbHBIX HelpodubpomarozoM-1 B rene NF1 BeissBmeno cwime 200
MyTaluu.

OCHOBHBIM KJIMHUYECKMM MPU3HAKOM 3a00J€BaHUs B JIETCKOM BO3pacTte
SBJIIOTCS. MHOXECTBEHHBIE «KO(EWHbIE» MATHA Ha KOXE, WHOTJIa OHU MMEIOTCS
y’Ke MPHU POXKACHUH, HO Yallle MOSBISAIOTCS HECKOJBKO MMO3HEEe, KaK MPaBUIO, B
NEpPBOM JECATHICTUN >KU3HU. OHU TOCTENEHHO YBEIWYMBAIOTCA B YHUCIE U
pazmepax. O0bpIuHO UX (popmMa oBajbHAsL, OHU PACIIOIOKEHBI Ha PA3IMYHBIX YACTIX
TeJa, HO Yallle Ha TPYAH, CIIMHE, )KUBOTE. Pa3Mepbl STEH pa3IMuHbl — OT TOYEUHBIX
710 HECKOJbKUX CAaHTUMETPOB B jauameTpe. IlarorHOMOHHYHBI (XapaKTEepHbI) IS
3a001eBaHUsl BBICBHINIAHUA MENKUX KO(QEWHBIX MATEH, MOXO0XKUX Ha BECHYIIKH, B
MOJIMBIIICYHOU SIMKE.

Ha xoxe MOXHO OTMETUTh U APYTUE€ U3MEHEHUS: COCYIUCThIC MSATHA, YYACTKU
JENUTMEHTALMH, TUIEPTPUX03, 04aroBoe rnoceaeHue Bojoc. C BO3pacToM Ha KOXKe
y OOJIBHBIX MOSBISIOTCS] BEChbMa XapaKTEPHbIC MATKHIE HA Oy CBETJIBIC OMYXOJIH,
uMeromue (Gopmy mnamwuioM WM OoJiee TIOCKHME. OTH  BBICHITAHUS TIPU
HaJIaBIMBaHUU Kak Obl MPOBAJIMBAIOTCA B KOXKY — CUMIITOM «KHOMKH 3BOHKa». Mx
YHUCJIO CUJIBHO BapbUPYET — OT €AMHUYHBIX IO HECKOJIBKUX COTEH. JlaHHBIN nMpU3HAK
OTMEYaeTcsi OOBIYHO TOJIBKO Y MOJPOCTKOB U B3POCIBIX, PEKE y JIETEH CTapIIero

BO3pAacTa, Y MaJE€HbKUX JETeH — HE OOHApPYKEH.
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[IoMUMO KOXHBIX BBICBIIIAHUN, BCTPEYAIOTCS MOJKOXKHBIE ONYXOJIH, TaK
Ha3blBaeMble IJIeKCU(POpMHbIE HEBPOMBL. OHHM OOBIYHO OKpYIJIbIe («OYCHHKHY),
auameTpoM 1-2 cM, peKko KpyrHee, MOABUKHbIEC, HE MPUKPEIUICHBI K KOXKE, JIekKaT
M0 XOJy HEPBHBIX CTBOJIOB. MHOrjJa MOJKOXKHBIX OIYyXOJied MHOro, B APYTrHX
ciydasix yjgaercss oOHapyx uTh He Oosee 1-2 y3enkoB. CKOpOCTh pocTa OmyxoJen
paznuuyHa. OOBIYHO OHM HE HU3MEHSIOTCS HECKOJBKO JIET, a MOTOM HAYHWHAIOT
osicTpo pactu. Kak mpaBuio, omyxoiu He HapymaroT GyHKIUU nepudepruyeckux
HEPBOB, HO MpHU CHJIBHOM CJAaBJICHUM HEPBHOIO CTBOJIa MOTYT BBI3BaTh 0OJIb,
napesbl U Mapajinyu.

PacrionoxeHnHble 1O XOJy 4YEPEMHO-MO3TOBBIX HEPBOB HEBPOMBI MOTYT
HapymiaTh UX (QYHKIUIO, YTO HEPEJKO COMPOBOXKIAETCA CHUKEHUEM CllyXa WU
3pCHHS U IPYTHMHU CUMIITOMAaMH, XapaKTepHbIMH ISl Heiipodubpomarosza-2 (NF2).
I'en NF2 nokanu3oBan Ha xpomocome 22(12.2. Ilpoaykr rena coctout u3 587
AMUHOKHUCIOT — OENOK MEpJIMH, KOTOPBIA SIBISETCS MHTHOMTOPOM OITyXOJEBOTO
pocrTa.

MOXHO OTMETUTh HEKOTOPOE CXOACTBO OOJMKa JeTel, CTpajarolux
HelpopuOpomMaTo3oM: rooBa, Kak MpaBUIIO, KPYMHAas, YepThl Jula IpyOoBaThIE,
HECKOJIbKO aKpOMETaJION/IHble, KMCTH PYK M CTONbI OONbIINE, MIUPOKHE, IIes
KopoTKkasi. OueHb 4YacTo TpyAHas KiIeTka Je(opMHUpOBaHa — KypuUHas Tpy.b,
BIaBJICHHas IpyauHa. B Oonee crapiieM BO3pacTe y MalbYMKOB OTMEYaeTcs
HEKOTOpasi €BHYXOMJIHOCTb: BBICOKMH Ta3, /UIMHHBIE HOTH, 3aJ€pXKKa IOSBICHUS
BTOPMYHBIX IIOJIOBBIX IpU3HAKOB. Hepenko y nereli MMEIOTCS M BPOXKJIECHHBIE
MOPOKH pPa3BUTHA: BBIBUX Ta300€pEHHOT0 CycTaBa, HOpoku cepaua. Ilpu
OIyXOJSAX B IOJIOCTH 4Yepena pa3BUBAETCS camas pas3jdyHas CHUMITOMAaTHKa B
3aBUCUMOCTH OT HX JIOKAJIM3ALMK W TEMIIOB pOCTa: JEMEHIUS (IpHOOpPETEeHHOE
crmaboymue), snuierncus, apas3us 1 T.11.

Crenuduyeckoro JseyeHuss HeT. B psAge ciaydaeB OMyXoiaM yAAJSIOT
xupypruueckuMm myTteMm. [latorene3 3aboneBaHMs CBS3aH C  OIyXOJIEBHIMHU
pa3pacTaHusIMH, I03TOMY CTUMYJIUPYIOUIME Ipenaparbl JIeTsSM Ha3HayaTb HE

pekomenayetcs. [IpoBoautcs aeuenue ruapouedanum.
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Denunkemonypusn (OKY)

DEeHWIKETOHYPUS — HACJIEICTBEHHOE 3a0oseBaHue oOMeHa,
xapaktepusymomeecss nopaxenuem I[HHC wu mnporpeccupyromumM, OCOOEHHO B
nepBele 2—3 roaa JKu3HU, cinaboymueMm. DEHOTUIIUYECKU 3IO0POBBIE POAUTENU
00JBHOrO pebdeHKa SABISIOTCA TeTEPO3UTOTHBIMM HOCUTEISIMH MYTAaHTHOIO TEHa.
Yactora 3aboneBanusi B EBporne B cpennem cocrapisieT 1:10 000 HOBOPOKIEHHBIX,
pacrpoCTpaHeHHOCTh HocuTened reHa B nomymsiiuu 1:50. ®KY waGmomaercs
npuMepHO y 1% yMCTBEHHO OTCTAJIBIX JIMII.

3a0oneBanue OOYCIOBICHO MyTalMed TeHa, KOHTPOJUPYIOIIETO CHUHTE3
depmenTa (GeHUTANTAHUHTUIPOKCUIIAa3bl, KOTOPBIM OOecneYrBaeT IMpeBpalleHne
MOCTYMAOIICT0 B OPTaHU3M C Mulliel (eHuIaIaHuHa B TUPO3HH (puc. 21).

Hapymenue 3Toro Metaboauyeckoro nyTd MNPUBOAUT K PE3KOMY MOBBIIIEHUIO
conepxkanus (peHuaJaHuHA B CHIBOPOTKE KPOBU M CIMHHOMO3TOBOM KUIKOCTH,
oTMeuaercs JeUIUT TUPO3UHA, UTO OINpeAeNseT HeIOCTaTOYHBIM CHHTE3
KaTe€X0JIaMUHOB, TOPMOHA IIMTOBUIHOM K€Je3bl U MEJAHWHA, NIPU HEAOCTATOUYHOM
KOJIMYECTBE KOTOpPOro Habiromaercs ciiabas MUrMeHTanusi Koxu u Bosoc. [lpu
OKVY mHapymaercs Takke o0OMeH TpuntopaHa W CHHTE3 CEPOTOHHHA, UTO
ryOUTENbHO JEHCTBYET Ha HOpPMalbHOE (PYHKIIMOHHPOBAHWE HEPBHON CHCTEMBI.
I'en PAH nokanu3oBan Ha xpomocome 12022.

Hetn ¢ ®OKY poxaaroTcs ¢ NOJHOLEHHBIM TOJIOBHBIM MO3ITOM, TaK Kak
OMOXMMHUYECKUE TMPOIECChl TUIOJA OCYIIECTBISIOTCS 32 CYET COOTBETCTBYIOIIMUX
IPOLIECCOB B OpraHu3Me MaTepu. Bo3Hukaroue nocie poxaeHus ONOXUMHUYECKUE
HapyLIEHUsI OKa3bIBAlOT TOKCHUYECKOE BO3JECHCTBHE HAa HEPBHYIO CHCTEMY, B
pe3yibTaTe Yero HapylmaeTcss MUEIUHU3alUs, pa3BUTHE U POCT MO3ra.

Hapactanme uWHTEIEKTyalbHOTO JAedeKTa COoYeTaeTcs C OTCTaBaHUEM B
¢u3nuecKkoM pa3BUTHUH, YACTO C TNPHU3HAKAMH YMEPEHHOW MUKpoIedaTni.
XapakTepeH BHEIIHUN BUJ OOJbHBIX (OJIOHIMHBI CO CBETJION KOXKEW W ronyObIMu
rJ1a3aMHi) W OTHAEJIbHBbIE JUCIUIACTUYECKUE MpHU3HAKU (BBICOKOE HE0O, SIMHKAaHT,

nedopMarysi YITHbIX PAKOBUH).
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l OEHUNANAHVH |¢—

M

Denunananun
2uopokcunaza

TUPO3WH —

P—TMAPOKCUDEHMN
NWPOBMHOrpasHas KucnoTa

P—TUIPOKCUGIEHIN
MOIIOYHas K1crnoTa

Puc.21. Cxema oOmeHa ¢deHnIaIaHHA U TUPO3UHA MPU (DEHUITKETOHYPUH

[Ipn 3TOM OTMEYAIOT CIEAYIOIINE HEBPOJIOTHYECKUE HAPYLICHUS: MBILICYHYIO
TUTIEPTOHUIO, TIOBBIIIICHUE CYXOXKWIBHBIX pe(IEKCOB, THIEPKUHE3BI, TPEMOpP
MajblEeB PYK, ATAKCHIO (HApYILIEHUE PABHOBECHS ), HAPYIICHUS] YEPETHO—MO3TOBOM

HHHCPBAIIHUU. B 0Ooiee PCAKUX Cly4dadX HMCECT MCCTO MbIINICYHAA THMIIOTOHHUA,

dennnnupo- — deHnnykcycHas
BWHOrpagHas kucnoTa KucrnoTa
deHnnmonoyHas
kucnota
MenaHuH
3,4-gnoken-  |=—">| HopaapeHanuH
theHnnanaHmH \
afpeHanuH
2,5-TMaPOKCUDEHMTT
 ——

NMAPOBUHOrpagHaa KMCnoTa

FTOMOreHTU3nHoBas
KucroTta

(hymMapoBble U ManenHOoBbIE
KMCNOTbI

CyIOpPOXKHBIM crHApoM HabmomaeTcs y 20—50% O0IbHBIX.
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VYpOBEHb MHTEIUIEKTYaJIbHOIO Pa3BUTHsI KOJEOJIETCSI OT HOPMBI 1O IIIyOOKOM
uauotud. IIporpeaneHTHOCTh (pa3BUTHE ICHUXUYECKON OOJE€3HHM € HapacTaHUEM
MO3UTUBHBIX W HETaTUBHBIX CHUMIITOMOB) JMHAMUKH cia0oymusi HauOoliee
BBIpa)K€HAa B MEpBble 2—3 Troja >KU3HHU. DBOJBHBIE OTINYAIOTCS HHEPTHOCTBIO,
HEIOCTATOYHOW  LEJICHANPABICHHOCTBID C  XAPAKTEPHBIMU  HAPYLICHUSMH
BHUMAaHHUSI, TaMSTH, HEJOPA3BUTUEM THOCTUUECKUX PYHKIUN U MPOCTPAHCTBEHHBIX
IIPECTABICHUN.

OrMeuaercss TakXke BBIPAXKEHHOE HEAOpPAa3BUTHE pEYd U HaApYLICHUS
3BYKOINpou3HolIeHus. Hapymienuss peun OOBIYHO CONOCTABUMBI C TIYOMHOU

HWHTCJUICKTYAJIbHOT'O I[e(beKTa.

TI'omoyucmunypusn

I'oMorucTuHyprst 00yCIIOBJIEHA OTCYTCTBHEM WIIM CHIMDKCHHEM aKTUBHOCTH
dbepMeHTa IMCTATHOHUHCUHTETA3bl, HCOOXOUMOTO IS CHHTE3a IUCTAaTHOHWHA U3
roMoIucTenHa u cepuna (puc.22). I'en nokann3oBaH Ha xpomocome 21022,

Hedexkr  renermuecku  rereporeHeH.  CymecTByroT  aBe  (OPMBI,
pasznuyaronifecss Mo OTHOIIEHHWIO K BUTaMUHY Bg: NUpuaoKCHMH3aBHCHUMAs H
NUPUIOKCUHpE3UCTeHTHas.  Ommcanbl  ciiydan  3a00JieBaHUs,  BBI3BAHHBIC
neduruTom apyrux depMmeHToB. YacroTa 3a0ojieBaHUS CPEIU HOBOPOKICHHBIX
koneonercs ot 1:80 000 mo 1:180 000. Cpeaut yMCTBEHHO-OTCTAJIBIX YacTOTa
romourctTuHypun gocturaet 0.3%, a B KOHTUHI€HTE YMCTBEHHO OTCTaJbIX C
nedexramu 3peHus — 2.6%.

Knunanyeckas kaptuHa nmoauMopdHa, HO BMECTE ¢ TeM HauOoJiee TUIMTUYHBIM
KOMITJIEKCOM CHMIITOMOB CYHTAE€TCS COYETAaHHE YMCTBEHHOW OTCTAJIOCTH C
nedeKTamMu 3peHus (IKTOMHS XPyCTalMKa, KaTapaKTa, MUOIIHSI) © KOCTHOW CHCTEMBI
(ynnuHEeHHEe TpyOuUaThIX KOCTEH TMPU YKOPOYCHHOM TYJOBHINE, Aehopmarius
CyCcTaBOB, jaedopMainus CTOI, KPBUIOBHIHBEIE JONMATKH). BHemmHwmu, Hamboiee
BBIDOKEHHBIMU TIPU3HAKAMHU SIBISIFOTCS MSTKHE CBETJIBIE BOJOCH, TOTyObIe
pPagyX KW, TUCTPOTIOPIIMOHATIBHOCTh TEJIOCIOKEHUS C YKOPOUEHUEM TYJIOBHINA U

YAJIUHCHHUCM KOHCYHOCTEH B COYETAHMH CO MHOTMMH CTUTMaMH (MaJ'IBIMI/I
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aHOMAJIMSMHM Pa3BUTHUS) TUCOMOpUOTEHe3a (BOpPOHKOOOpas3Hasi TpylHasl KIETKa,
ocTeonopo3 Kocte u Ap.). IlopakeHue COEAUHUTETHLHONW TKaHH, MEXaHHU3M
KOTOPOTO €lI€ HE SCEH, OMpENeNsieT CXOACTBO TOMOLMCTHUHYPHUH C OOJE3HbIO
Mapdodana. CymiecTByeT NpeanoiokeHue O MaToreHeTHYECKOM poiu B MaToreHes3e

TOMOILIMCTUHYPUH 1€PUIIATA MEIH.

MeTVUOoHUH S—anenosui- S—aneno3ui-
+ ATO : METUOHUH : TOMOIIMCTEUH
aJICHO3UH CEepUH TOMOILIMCTEUH

yucmamuoHUH-
CuHmMemasa

OUCTAaTHOHHWH

LUCTECUH I/

Puc.22. OOMeH MeTHOHUHA TIPU TOMOLIUCTUHYPHUH

HepBHo-Ticuxuyeckue HapyIIeHUus Mpy 3TOM 3a00JIeBaHUH OTMeUaroTcs B 75%
ciydaeB. Omnucanbl Jerkue (MOTpaHUYHBIE) W TIIyOOKHME (OPMBI YMCTBEHHOM
OTCTAJIOCTA C MHEPTHOCTHIO HEPBHBIX MPOLIECCOB, HEAOCTATOUHOW KPUTUYHOCTBIO,
paccTpoiicTBOM peuu. B psiie cinydaeB OTMEUEHBI JBUTATEIbHbIE HApYILICHHS B
BHJIE Mapainuyed W mape3oB. HapyiieHus pedn BKIIOYarOT oOlllee HEeA0pa3BUTHE,
KOCHOS3bIUHE, TU3APTPHUIO.

buoxuMmuueckas AMarHOCTHKA HaIpaBlieHA HA KAayeCTBEHHOE OIpeeIeHUe
IMCTUHA W TOMOIIUCTMHA B MOYE, a TaKKe KOJMYECTBEHHOE OIpeeeHue

MCTHOHMHA U T'OMOLIMCTHHA B IINIa3MC HAa aAMHWHOKHCJIOTHOM aHAaJIU3aTOPC. C OCIbIO
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MPEABAPUTEIHLHOTO TUArHO3a OMPEEISICTCS aKTUBHOCTh IIMCTATHOHUHCHHTETA3Hl B
KyJIbType aMHHOTHYECKHX KJIeTOK. JleueHuwe 3akirouaeTcs B AuWeTe, OCITHOU
MeTuoHUHOM. [lpu mnUpugOKCHH3aBUCUMOW Qopme 3abosieBaHus >(PQeKTHUBHA

TCpaIuna OOJIBIIUMHU J03aMHU BUTaMHWHaA B6.

I'anakmoszemusn

lanmakrozemusi oOycioBieHa HapylieHHMeM oOOMeHa rajakTto3bl. ['eH,
KOHTPOJIMPYIOIIUK CcHHTE3 (epMeHTa ranakTo3o-l-pochar-ypununrpancdepasa
JIOKaNU30BaH Ha xpomocoMe 9pl3. ['eHHass MyTanusi B reHe MPUBOJUT K JeUIUTY
dbepMeHnTa MW K OUOXMMHUYECKOMY OJOKYy Ha J3Tame rajgakTto3o-l-docdar.
bruoxumuueckuii katareHe3 OOJE3HW BKIIOYACT HAKOIUICHHE TallaKTO3bl U
raiakto30—1-dochara B pa3HbIX TKaHAX W B KpoBU. BropuunbiM 3ddexTom
SIBIISIETCSl HAPYIICHUE WCIIOJIb30BAHMS TJIFOKO3BI B TMEYCHH, MOYKAX M TOJIOBHOM
mo3re (puc.23).

B BbIpakeHHBIX CiIy4asx KIMHHUYECKHE TPOSBICHUS OTMEYAIOTCS YXKe C
NEPBBIX JIHEW >KU3HU peOeHKa B BUJE PACCTPOUCTB MUIIEBAPEHUS M MPU3HAKOB
MHTOKCUKAIMKU (TUMOTpOo(dHUs, pBOTA, MOHOC, OTKAa3 OT KOPMJICHHUS), KEITYXU C
yBEJIMUEHUEM Pa3MEPOB TEUEHH, JABYCTOPOHHEU BPOXKIACHHOW KaTapakThl. MHOTIa
KaTapakTa BOZHUKAET HECKOJIBKO MO3KE — HA 4—7-i Helleme )KU3HU.

[Ipy HEKOTOPHIX MOHOCHUMITOMHBIX (pOpMax ATH MPOSIBICHUS BBIPAKEHBI
HEPE3KO, OTMEYAIOTCS TUO0 YMCTBEHHAsI OTCTAJIOCTh, INOO KaTapakTa B COYCTAaHUU
C HEMEPEHOCHUMOCThIO MOJIOKa. B Ooiiee TskenbIX CiiydasiX HaOII0AaeTCsl CIOKHBIHI
AepeKT — coueTaHHe YMCTBEHHOW OTCTAJIOCTH C HapyLIEHHEM 3peHus (ciemnora).
[Ipu paHo Ha4aTOM JIEYEHUU AUETOM JE€TU MOTYT Pa3BUBATHCS HOPMAIBHO.

JIMarHoCTUPYIOT ~ TaJaKkTO3EMUI0 C UCTIOJIb30BaHUEM KOMILIEKCa
JIMArHOCTUYECKUX CPEICTB (B HACTOsIIEEe BpeMs CO3[aHa CHUCTEMa €€ PaHHEro
BbIsIBIICHUA). [l mpenynpexIeHus: TSKENIbIX HEPBHO—TICUXUYECKUX OTKIOHEHUN

pazpaboTaHa Oe31aKkTo3Has AUETA.
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nakTo3a nuvilesas |

ranaktuton |—=———=( ranakrosa

ﬁ <#ranaKT0KMHa3a

ranakto3o-1-goccart

ranakto3o-1-gocdar- Al rekcoso-1-gpocgat-
ypuanntpaHcdepasa ﬁ\[> ypuauntpaHcdepasa

ypuomnH-gudocdoranakrosa |

|

ypUanH-audocdornokosa |

Puc.23. I'enetndeckue nedektol HEepMEHTOB, KaTaTU3HPYIOIIHX
IpeBpaIleHNE TaJIaKTO3bI B TIIFOKO3Y

Cunopom Ywepa

PacnipoctpaneHHOCTs cuHApOMa Yiiepa cpeau AeTell ¢ TiIyOOKOW TIyXOTOu
coctaBisier oT 3 1o 10%. Ilo gaHHBIM €BpONENWCKOro CeMHHapa MO CHHAPOMY
Ymepa (1997 r.) mrogu ¢ >TuM 3a00J€BaHUE COCTABISAIOT 10 6% BCEX TIyXHX C
poxaenus u 10 50% Bcex CIENOriIyXux B3pOCbIX.

[ToTepst 3peHus BhIsiBIsieTCsl OOBIYHO B Bo3pacte okoso 10 mer. Hapyumienue
3peHust MeJIEeHHO nporpeccupyeT. [lomHas cnenora moxer HacTynuTh B S50—60 JieT.
Odranpmonorndeckoe obOcimeoBaHUE OOHAPY)KMBAET TUNUYHBIA  MEIJICHHO
NPOrPECCUPYIOMINA MUTMEHTHBIM PETUHUT. [IMTMEHTHBIA PETUHUT HAYWHACTCS

CKOINICHUCM TIpPaHyJl IHUIMCHTAa Ha TIJ1a3HOM JOHC, PACIHPOCTPAHAIOINUXCA II0
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HamnpabiieHnto k nepudepun. [lons 3peHUs] MEIJICHHO CYXKalOTCs, U MapajiieabHO
CHUXKaeTcs ocTpoTa 3peHus. K npyrum mposiBiIeHUSIM MaTOJIOTHUU TJIa3 OTHOCSTCS
KaTapakTa, riiaykoma.

BrisiBsieTcss BpoxeHHass HEMpOCEHCOpHAs MOTepsl CiiyXa — OT YMEPEHHOU 10
PE3KO BBIPAKEHHOW. Y OOJBHBIX OTMEYaeTcsi aTpodusi KOpTHEBa oOpraHa Hu
SMUTENUS BHYTPEHHEIO0 W HApPYXHOTO JKeJIoOKa B HIXKHEH yacTh 0a3albHOTO
3aBUTKA YJIUTKH, IETEHEpAaTUBHbIC U3MEHEHHUS B BepXHEM 3aBuTKe. MIMeeTcs peskas
aTpodusi ciupasbHOro y3i1a, ero nepudepruyecKkux U IMeHTPAITHHBIX BOJOKOH.

OGHapyxuBarOTCs Ae()EKThl BECTUOYISIPHON CUCTEMBI, KOTOPHIE BBIPAXKAIOTCS
B HapyIIEHWU paBHOBecHs TMpu xoAnOe. Hapyiienue paBHOBECHUS BO3MOXKHO
00yCJIOBJICHO HapyIICHHSIMU JAOMPUHTA, a HE MO3KEYKOBOW IMaTojioTheil. Y
OOJIbHBIX, KPOME OCHOBHBIX CHMIITOMOB, BBISBISIFOTCS TaKXe€ IICUXO3HI,
arpecCUBHOCTbD, MEPUOANYECKUE ieTpeccru, Y 25% - yMCTBEHHAs! OTCTAIOCTb.

CunapoM HacJeayeTcs M0 ayTOCOMHO-PEIIECCUBHOMY TUMY. ['€H JoKaIn30BaH
Ha xpomocome 14(.

CoueraHue TIIYXOThl C TUTMEHTHBIM PETUHUTOM BIIEPBBIC OBUIO OMHUCAHO A.
I'pade B 1858 1., a reHeTHUECKYIO MPUPOAY ITOr0 CHHApOoMa ycTaHoBua C. Yiep B
1914 r. Boigasieno, uro oaud u3 100 denoBek ABISAETCA HOCUTEIIEM I'eHa CUHApOMa
VYmepa. YV rerepo3uror MoKeT HaOII0JIaThCsl OTCYTCTBHE PEAKIIMM HA BpAIllCHHE,
MOBBIIICHUE TTOpOTa TEMHOBOM aJlallTalliy WIM HE3HAYUTEIIBHOE CHUKEHUE 3PCHUSI.

CBoeBpeMEHHOE BBISBJIICHHE Y OOJIbHBIX MUTMEHTHOTO PETHHHUTA M CO3/JaHUE
aJICKBaTHBIX MEJIarorMuyeCKUX YCJIOBUH MPEIOTBpAIIAlOT CTPECCOBBIE COCTOSIHUS,

CBSI3aHHBIE y TIIYXOT'O YEJIOBEKA C MOTEPEH 3peHusl. MeToAbI JICUEHUSI OTCYTCTBYIOT.

Cunopom Mapmuna — benna

HNHTEHCHBHBIE WCCIIENOBAaHUs, NPEANPUHATEIE BO MHOTMX CTpaHax, NMOKa3au
BBICOKYIO 4YacToTy cuHApoMa MaptuHa — bemna (cunapoma mnomkod X-—
XPOMOCOMBI), KOTOPBIA TMPOSBIISIETCA YMCTBEHHOM OTCTamocThio. Ilo maHHBIM
3apyOeKHBIX aBTOPOB, €ro dYacToTa Cpeaud MaJbUYUKOB C TIOHM)KCHHBIM

MHTEIUIEKTOM  cocTaBigeT 1.9-5.9%. Cpeaum MampuukoB C  BBIPAKEHHOU
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YMCTBEHHOM OTCTAJIOCTBIO JTOT TMOKaszaTenb pgocturaet 6—8%. I[lo maHHBIM
POCCHICKUX YYEHBIX, YAEIbHBINA BEC 3TON (OPMBI ONUTrO(PEHUN CPEIU YMCTBEHHO
OTCTAJIBIX MaJIbYMKOB eiiie Boiiie — 8—10%.

WNuTennexkTyanbHblil 1e(EKT BBISIBISETCS HE TOJIBKO Y JIMI] MY>KCKOTO 10JIa, HO
n 'y 1/3 rerepo3uroTHbIX HOCUTEIBHULL JKEHIIUH. [ €TepO3UroTHOCTh MO JTOMKOM X—
XpoMOcCOMe MOXKET SABJISIETCS NPUIUHON OTHOCHUTEIIBHO JIETKOT0
MHTEJUIEKTYaJbHOIO0 HEAOpPa3BUTHS y 7% YMCTBEHHO OTCTaJbIX JAEBOYEK. [eH
JIOKaJM30BaH Ha XpoMocome X(27.3.

Macca U nnuHa Tena OpH POXKACHUM Y TMOPAKEHHBIX MaIbYMKOB OOBIYHO
HOPMAaJIbHBIE WJIM MIPEBBIIIAIOT HOPMY, OKPY’KHOCTH T'OJI0BbI HECKOJIBKO YBEJINYECHA.
JUisi BHEIIHEro BHJIa MAaJbYUKOB XapaKTEpHO YJJIMHEHHOE JIMIO, OOJbIINe
OTTONBIPEHHbIE YIIW, BBICOKMI JI00, THUMOMJIA3Us CpeIHed dYacTH Jula |
rUnepIuia3us HWKHeW yentoctd. OTMeuyaeTcs MOBBIIIEHHAsT YaCcTOTa MOJACIU3UCTBIX
pacuiesiuH Heba wiaM  sA3bldKa. KHCTM HECKOJBKO YBENWYEHbI B pa3Mepax,
NOBBIIIEHBl MOABWKHOCTh CYCTAaBOB U  PACTIKUMOCTH KOXH. CHCTEMHBbIE
VU3MEHEHUS, 3aTPAruBaroLre CBA30YHbBIN anmnapar, Xpsll, KOxKY, KOCTHYI0 CUCTEMY,
JAOT OCHOBAaHMWE MPEANOJaraTb BOBJIEYEHUWE B IATOJOIMYECKUU ITPOLECC
COEMHUTEIIbHON TKaHH.

K HeBpojorudeckoil CHUMITOMATHKE OTHOCHUTCS Ci1abo  BhIpaKeHHas
MBILIEYHAs] TUIIOTOHUS, JIETKOE HAPYIIEHNE KOOPAUHALIMYU JBUKEHUN, pABHOMEPHOE
OKUBJICHHUE CYXOKHJIBHBIX Pe(IIEKCOB M AKCTpalupaMUIHbIE MapaKUHE3bl B BUIE
CTEpEOTUIIHBIX TpUMac, aTETOUJIHBIX JBWKEHUH, HaXMypuBaHus OpoBei,
3aKMypHUBaHusa I1a3. MoOryT OTMedYarbCs JNWICNTHYECKUE IPUIIAJNKH, Y BCEX
0O0JIbHBIX HA0IIO1aeTCs SIBHAS HEOCTATOYHOCTh TOHKON MOTOPHUKH.

Cpenn HapylmieHHWH TOBEIEHHMST MHOTME aBTOPbl OTMEYAalT CUHAPOM
JIBUTATEIbHOM  PAaCTOPMOKEHHOCTH, HEPE3KO BBIPAXKEHHYI0  a((EeKTHBHYIO
BO30yIMMOCTb, POOOCTh, XapaKTEPHbIC U JUJISl APYTUX TPYHI YMCTBEHHO OTCTAJIBIX
TeTeN.

K mnambonee cmnenuuyHbIM CHMOTOMaM TIPH CHHAPOME JIOMKOH X-—

XpOMOCOMBI OTHOCSITCSL HapyuieHus peud. llpakTtuyeckun y Bcex OOJIbHBIX
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OTMEYAETCS HECKOJIBKO YCKOPEHHBIN TEMII peun, IIepCeBEpaLNH,
XapaKTepU3YIOIIHECs] YINOPHBIM IMOBTOPEHHEM LENbIX ()pa3 WM HX OOPBIBKOB,
HapyUIeHUsl apTUKYJISUUU B (hOpME ONMO3UIUMOHHBIX 3aMEH U NMPOMYCKOB 3BYKOB,
3aMMHKY, 3aUKaHuE, MOBBIIIEHUE TeEMOpa rojioca, No00p HYKHbBIX CJIOB. Y MYKUUH
C CHHJIPOMOM JIOMKOW X—XpOMOCOMBI BO BpEMsI Pa3roBOpa MOXKET MPOSBISTHCS
HEpBO3HAsi MAHEPHOCTH B (hOpME 3aKaThIBAHUS IJ1a3, M30eraHus IJ1a3HOro KOHTAKTA,

IIOBOPOTOB I'OJIOBBI U LICH.

Cunopom /[wwenna

Cunnpom [liomenHa (riceBnoruneprpodpuyeckas MbllieyHas AUCTpodus
JIforieHHa) — OJHA M3 CaMbIX YacThIX W TSDKEIbIX (OpPM HACIEICTBCHHOM
MaTOJIOTHUHU, OTHOCSIIEHCS K TPYIIe HEPBHO-MBIIMICYHBIX 3a0oJsieBaHUN. boiie3Hb
oOycioBieHa MyTamuel reHa IUCTpo(dHHA, KOJUPYIOMIETO CTPYKTYPHBIH O€JIOK
capkosieMMbl. Berpeuaercst ¢ wactoroir 1:3500 HOBOpOKAEHHBIX MalbuMKOB. Tur
HacjeqoBaHus — X-CIETUICHHBIM perieccuBHbId. ['eH muomuctpoduu JlrormeHa
KapTUpoBaH B obOyiactu Xp2l.2 U JeTalbHO W3YyYeH, YTO IO3BOJISIET MPOBOIUTH
MOJIEKYJISIPHO-TEHETUYECKYIO JUATHOCTHUKY.

OcHOBHasi CUMITOMATHKa 3a00JIeBaHHUS — MPOrPECCHpYIOIee HapacTaHUe
IUCTPOUUYECKUX HM3MEHEHMM MBI ¢ TIOCTENCHHBIM  00€3/IBIKUBAHHEM
O0onpHOTO. Y JeTelt 10 TPEeXJETHEro BO3pacTa IMarHOCTHPOBATH 3a00JIeBaHUE
JOCTAaTOYHO CJOKHO. VM3BECTHO, YTO ATU JETU HECKOJIBKO OTCTalOT B MOTOPHOM
Pa3sBUTHUM HA MEPBOM TIOAY KU3HM, IO3KE, YEM B HOPME, HAUMHAIOT CUAECTH U
xoauTh. Kiaccudeckass kapTuHa 3a00JieBaHUs MPOSBISETCS y AeTel 3—5 ner.
OpHuM U3 MEePBBIX MPU3HAKOB SIBIISETCA HapacTaromias ciadocTh B MBIIIIAX Oeaep
M Ta3a C MOCTEIEHHBIM IIEPEXOA0M IPOILECCA HA MKPOHOXKHBIE MBIIIIIBI, MBIIIIIBI
BEPXHEro IJICYEBOTO Mosica, CHUHBI, XKUBOTa U np. HaOmromaeTcss ymiaoTHEHUE
WKPOHOKHBIX MBIIII U TIOCTETICHHOE YBEIWYCHHE WX 00BheMa 3a CUET 3aMeIICHUS
MBIIIICYHOW TKAaHW COCAWHUTEIBLHON M KUPOBOW (TiceBmorumneptpodus). Yike B

paHHel cTtaauu OO0JIE3HU Yy JeTel BO3HUKAIOT 3aTPYAHEHHUS MPU BCTaBaHUU C I0Ja,
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C KOpTOYeK. B KOHEUHOH cTajauu caadoCTh MBI MOXKET PacHpoOCTPaHATHCS Ha
MBIIIIBI JINLA, €N, TTTOTKH.

B pa3Butoii cranuu 00JIE3HUM MMEIOTCS TAKUE XAPAKTEPHBIE CUMIITOMBI, Kak
«yTUHas» TOXOJIKa, BO MHOTUX CIy4asiX Pa3BUBAETCS CruOaTesibHas MbIIICUHas
KOHTpaKTypa OeIpeHHBIX U KOJEHHBIX CYCTaBOB U CYCTaBOB BEPXHUX KOHEYHOCTEM
BcaeAcTBUE aTpoduu  Mpimi. OyeHb YacToO CTPajaeT CcepiaeyHas MbIIIIa.
BeIABIAIOTCS HapylIeHWs CEpASCYHOTO pUTMA, PACIIMPEHHE TpPaHMI] CepAla,
m3menenust OKI'. Octpas cepaeuHas HEOOCTaTOYHOCTh — HauOolsiee dYacTas
npuanHa cMeptu. IIpumepno y 50 % nereit oTMedyaeTcsi CHUKEHUE UHTEIUIEKTa —
OT MOTPAHUYHBIX COCTOSIHUN 710 BhIpaXXEHHOU NeOmnbHOCTU. [IponomKuTenbHOCTh

»ku3HU 00bHBIX — 2035 jeT, a kK 14—15 rogam onu 0OBIYHO 00€3IBHIKEHEI.

BOITPOCBI N TMTPAKTUYECKHE 3AJAHUA
1. CocraBbTe cxemy Kiaccu(pUKalUU HACJIECTBEHHBIX 00JIE3HEN Yel0BEKa.

2.:“fp€qHCHHT€ OCHOBHBIC ITOKa3aTCJIn K IMPOBCACHUIO HpeHaTaHBHOﬁ

JAUAarHOCTHUKH.

3. VY denoBeka olvcaHa aHOMAJIHs — HAIMYKE MEPENOHKN MEXIy MajbliaMu HoT. B
Opake MEXIy S>KCHIIMHON C HOPMAaJIbHBIMU TMaJbllaMU HOT U MY>KYUHOM,
MMEBIINM TNEPENOHKY, POJIUIOCH TPOE AETEH: J0Yb HOPMAJIbHAS MO JAaHHOMY
NpU3HAKY U TPU ChIHA, 00JIa/lalomne yKka3aHHo! anomanueit. OuH U3 ChIHOBEH
B Opake ¢ HOpPMaJbHOW JKCHIIMHOW HMMEJ IIeCTh Jo4Yepell ¢ HOPMaJbHBIMH
najgblaMd HOT W 4YeTblpe ChblHA ¢ aHoMmanuel. CocTaBbTE€ POJOCIOBHYIO H
ONpEAECIUTE THUIl HACJIEAOBAaHMS JaHHOW AHOMAJIUU U BEPOSATHOCTH POKICHHUS
pebeHKa ¢ aHOMajuel, ecliu BHYK >KCHHTHCS HA JKEHIIMHE C HOPMAaJIbHBIMU

majbnaMH HOT.

4. Vxaxwurte GOpMyITy KapHOTHUIIA ¥ OCHOBHBIE JIMATHOCTUYCCKHE MPU3HAKH
a) Tpu CHHIpPOME DJBapjca;
b) mpu curapome Ilaray;

C) upu curapome JlayHa;
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5.

10.

11.

d) mpu cuHApPOME «KOIIAYhETO KPUKAY

VYkaxute GopmMylly U OCHOBHBIE JUATHOCTUYECKHUE MPU3HAKHU 3a00JI€BaHUM,
CBSI3aHHBIX C aHOMAJIMSIMU B MTOJIOBBIX XPOMOCOMAX:

a) Cunapowm lllepermreBckoro-TepHepa

b) XXX-cunmpom

¢) Cunapom Kiaiingensrepa

d) Cunapom nyoias Y

CocTtaBbTe OHUTOJIOTHYCCKHC CXCMbI mponeccoB IraMCTOIcHEC3a 151
OIIOAOTBOPCHUA, O6’E>SICH$IIOH_[I/IC MCXAaHU3M BO3HHUKHOBCHUA Yy UYCJIOBCKaA

6one3nu [latay (tpucomus 13), DnBapca (Tpucomus 18).

[MpuBeaure  OpUMEPHl M OCHOBHBIE  JMArHOCTHYECKHE  IMPH3HAKH
HACJIEICTBEHHBIX TE€HHBIX 0O0JIe3HEH, UMEIOIIMX Pa3HbIi THII HACIIEAOBAHUS:

a) ayTOCOMHO-IOMHHAHTHBII;

b) ayTocoMHO-peIeCCHUBHBIN;

C) CLEIUICHHBIH C ITOJIOM.

PeGenoxk ponuics ¢ peHmIkeTonypueit, Ho 0jarogapsi COOTBETCTBYIOIIECH AUETe
pa3zBuBasicss HopManbHO. C KakuMu (PopMaMH H3MEHUYUBOCTH CBSA3aHBI €r0

00JIe3Hb U BBI3IOPOBJICHUE?

MyxunHa (PEHOTUTINYECKH 30POB, HO HCCIIEJOBAHUE €r0 KapUOTHUIIa MOKa3alo,
yTo XpomocoMa 21 TpaHciIouupoBaHa Ha XpomMocoMy 15. Moxer nm 3Ta

MyTallydg OTPAa3sUThCA Ha €0 IIOTOMCTBC.

Pebenok ¢ cuampomom Jlayna ummeer 46 xpomocoM BMecTo 47, OOBIYHO
oOHapyXMBaeMbIX TpHU OSTOM 3abojeBaHuu. lccremoBaHue ero KapuoTHIa
MO0Ka3ajio, 4YTo oAHa W3 ero xpoMocoMm (Ne 15) nmnuHHee oObIyHOU. Y MaTepu
O0onmpHOTO, a Takke y 0a0ymku 1O MATEPUHCKOW JUHUU (C HOpPMaJbHOU
KOHCTUTYLIUEH) 0OHApYKEeHbI 45 XpOMOCOM C yIJIMHEHHOU XxpoMocoMoi Ne 15.

YeM MOKHO O0OBICHUTH HAOITIOIAEMOE B DTOU CEMBE SIBJICHUE?

Kaxkue u3 cinegyromux 3a00eBaHUN HE CBSA3aHbI C HAPYIIEHUEM MEHMOTUYECKOTO

HEPpaCX0XKACHUS XpOMOCOM:
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12.

13.

14.

15.

16.

a) Cunnpom TepHepa;
b) Cunapom JlayHa;
C) CHHAPOM «KOIIIAYLETO KPUKay,

d) Cunngpowm Ilatay.

BeposiTHOCTD poxkaeHHs O0JBHOTO pedeHKa Y 3/10POBBIX POJAUTENEH COCTABISAET

25%. OnpeaenuTh TUI HACTEOBAHUS 3a00JICBaHUSI.

q)eHI/IJIKeTOHypI/ISI HaCJICAYCTCA  KaK ayTOCOMHO-peHeCCHBHBIﬁ IMPpU3HAK.
Kaxumu MOT'YT OBITH ACTN B CEMbLC, TAC POAUTCIN TI'CTCPO3UT'OTHBI IO 3TOMY

IpPU3HAKY?

["anakro3emust Haciedyercsi Kak ayTOCOMHO-PELECCUBHBIA IPHU3HAK. YCIEXU
COBPEMEHHOW MEJMIMHBI TO3BOJISIIOT MPEAYNPEAUTh pa3BUTUE OOJE3HU W
u30exaTh TSHKENbIX TMOCIEACTBUN HapyuieHuss oomeHa. KakoBa BepoOsSITHOCTD
pOKJeHus1 OOJIbHBIX JIeTel B CeMbe, TNl OJAMH M3 CYyNpPYroB TOMO3UTOTEH IO
reHy TajlakTO3€MUH, U pa3BUTHE OOJIE3HM Yy HETro NpPEJOTBPALIEHO JUETOHM, B

BTOpOﬁ — I'CTCPO3UTOTCH II0 rajakTo3eMHuu?

VY uyenoBeka nceBporunepTpoduyueckass Muonatusi tumna JjomeHHa NpuBOIUT
O00nBHBIX K cMepTH B Bo3pacte 10-20 et u HaciemyeTcs MO pPerecCUuBHOMY
CHEIUIECHHOMY ¢  X-XpOMOCOMOW TANYy  HACJIEJOBAHUS. boiie3np
3apEeTUCTPUPOBAHAa TOJIBKO Yy ManbuukoB. UeM 3710 o0OBsicHserca? [lodemy
OONbHBIE YMHpPAIOT, HE OCTAaBUB IOTOMCTBA, a OO0JIE3Hb HE HCYE3aeT W3

NOMYJIALNH?

Ponurenn ¢penoTunmyuecku 310pOBhI, a ChIH 00JICH MHOMaTHe# Truma J(fomeHHa.

Onpenenute reHOTUITbI POAUTENECH.
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