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®OPMbl HACNEACTBEHHOW U3MEHYNBOCTHU

MYTALIMOHHAS KOMBUHATUBHASA
(npu mMeiio3e 1 ONNICAOTBOPEHNM)
1. MeHHble MyTauum (Toukosbie) - 1. KpoccuHroeep - obmMeH yyacT-
NpOTEKAaloT Ha ypoBHe HYKNeoTUAOB KaMu roMOJIOrM4YHbIX XpOMOCOM

BHYTPH reHoB
2. XpOMOCOMHbIe, saTtparvBaioT Gonee 2. CayvaitHoe pacnpeaeneHme

KpYynHble Y4aCTKn XpOMOCOM, Ye€M MeHHble XpPOMOCOM NO AOYEepHUM KJZieTKaMm

3. leHOMHbIe - yBennyeHve 3. HezaBucumas BCcTpeua
(YMeHbWQHMe) yucha rameT Npu oNNCACTBOPEHUN .
o6pasoBaHue 3UroT ¢ pasHbiMK
XpoMOCoM reHoTMNaMM



* /13MeH4YNBOCTb €CTb NpoLiecc
BO3HUKHOBEHUS Ka4Y€CTBEHHbIX pa3fnnymnm
MeXay ocobsiMmm ogHOro 1 Toro e Buaa,
KOTOPbIN Bblpa)aeTcsd NMbdo B UBMEHEHUU
noa BNUSAHWUEM BHELLUHEN CPeabl TOMNbKO
ogHoro deHoTuna, NMbo B reHETUYECKN
OOYyCIOBMEeHHbIX HAaCNEeACTBEHHbIX
Bapuaumsix, BO3HMKaKOLWKNX B pedynbraTe
KOMOMHaUUN, peKOMOUHaALUN 1 MyTaLun,
MMEILLINX MECTO B PAAE CMEHSAOLMX APYr
apyra nokosieHnn u nonynauunn.



« PeHoTUNMYECKass UBMEHYMNBOCTb
OXBaTbIBaeT MU3MEHEHUS COCTOAHUSA
HENoOCpPeaCTBEHHO NPU3HAKOB, KOTOPbIE
NPONCXOOAT NoA BNUAHMEM YCIOBUN
pa3BuUTUA U1 oakTopoB BHELLHEW
cpedbl. HacnenocrteeHHbIM maTepuan npu
9TOM B U3MEHEHNN He BOoBreKaeTca. Ecnu
doeHoTUNNYECKNE N3MEHEHUS HE BbIXOOAT
3a npegensl "HOPMbI peakLnun’ n
BbI3bIBAOTCA U3BECTHLIM (DAKTOPOM
BHeLLHeW cpeabl, UX Ha3blBalOT
MoanduKaLnamu.



* /I3BeCTHbIN dppaHUy3CKun 6oTaHNK BOHHbE
npoBen OOLMPHYO CEPUIO OMNbITOB Haa
pacTeHunsasMu, otTHocsLwmmmnca K 120 sngam.
Kaxgbl 3K3eMnnap pacTeHnn OH paspesan Ha
OBe paBHble YacTn. OOHy 13 aTuX Yacteun
BbicaXkuan B [lapuxckom boTaHM4eckom cany,
B YCNOBUAX TEMNIOr0 MSArKOro Knumara, a apyryto
4yaCcTb BbICOKO B ropax..........



MaMeHYMBOCTL oAQyBaH4YMKa,
BbIpalWeHHOro U3 oaHOro KOpHs

ebipaweHq Ha pasHuUHe eblipaweH e 2opax






« XKuBOTHbIE MHAMBUOYANTBHO pearupyoT
M3MeHeHeM Macchbl Tena, XXUPHOCTH
MOJIOKa UInn SNLEHOCHOCTbLIO B OTBET Ha
U3MEHEHNE NMUTaHUA U YCNOBUA
coaepXaHus



* [1pn3HaKn pacTteHUn 1 XXUBOTHbIX B reHEeTUKe
YCINOBHO NMoapasaensaTca Ha ABe rpynnebl:
KayeCTBEHHbIE U KONMMYECTBEHHLIE.
KonnyecTtBeHHble NpPU3HAKU U3y4datoT
N3MepeHneM U1 NoAcHeToM, YTO NO3BONAET
OaTb KaxXgomy 13 HUX UndppoByto
xapakTtepucTmnky. OBbbIYHO Kaxabln NMPU3HakK
XapakTepumayetcs mateMmaTtuieCcKumMmu
KOHCTaHTamMW. B nsyyeHun aBneHmnm
MoANMPUKaALMOHHOU N3MEHYNBOCTU BaXKHOE
3Ha4yeHne MMerT MaTeMaTUyeckne MeToasl,
cocTaBndwowme npegmer

° 6MOM9TpMVI nium BapMaLIMOHHOﬁ CTaTUCTUKHA



* bBuomeTtpua — HanpasneHue
buonorn4yecknx nccnegoBaHun, roe
MCNONb3YyKTCA NPUeMbl MaTeMaTU4eCKOU
00paboTKM nccnegyemMbix daHHbIX.
CUHOHUM TEPMUHA «DUOMETPUS -
BapuaunoHHasa ctatucTtmka. B ocHoBy
BapunaLlMOHHOMN CTaTUCTUKN NONOXKEHA
Teopusi BEPOSATHOCTU U 3aKOH H6onbLUIKnX
yuncen, KOTopble CBOOAATCA K BbIABNEHUIO
3aBMCUMOCTM TOYHOCTM Pe3yrbTaToB
CTaTUCTUYECKOro M3MePEHNA OT Yncna
HabnaeHUN.



* MoandunkayMoHHY0 N3MEHYMBOCTb U3y4aloT Ha
OCHOBE aHarusa rnposiBeHnst Kakoro-rnmbdo
npu3Haka y rpynnbel ocoben. Bea rpynna
ocoben, y KOTOPbIX N3y4aroT NPU3HaK,
Ha3blBaeTCHA reHeparnbHON COBOKYMHOCTbLIO.
OObIYHO M3MEHYMBOCTb KaKoro-nmbo rnpnaHaka
M3y4vyaroT He y BCcex opraHM3mMoB reHepanbHOU
COBOKYIMHOCTH, a Y YacTun nx. Ita 4YacTb
reHepanbHOW COBOKYMHOCTU Ha3blBaeTCA
BbIODOPOYHON COBOKYMHOCTbLIO NN BbIDOPKOM



[Mpn aTOM Hago cobntogaTh cneayolme
YCITOBUS:

reHeparnbHasa COBOKYMHOCTb U BbIDOPKA OOIMKHbI
BKNOYaTb OAHOPOAHbIE OCObU;

N3MEePEHNA OOJIXKHbI ObITb BbIMOSIHEHbI B
OAONHAKOBbIX YCITOBUAX,

N3MepeHns 1 noacyeTbl AOMKHbI MPOU3BOAUTLCS
C OOQMHAaKOBOW, JOCTaTOYHO BbICOKOW TOYHOCTBIO;

BblOOpKa AormkHa ObITb NpeacTaBneHa d6onbwmm
4yncriom ocoben (30-100 n bonee), ObITb
penpe3eHTaTuBHOW, T.€. NPeaCTaBUTENLHOMWN.



* OCHOBHbIM NokKasaTenamu,
XapaKTepUsyrLWMMN CTENEHb
M3MEHYMBOCTU (BapbUpPOBaHMUS) OaHHOIO
Npu3Haka, sIBfaTCA: ANCNEepPCus,
cpeAHeKBagpaTUYHbIe OTKITIOHEHUA U
Ko3adhhnuneHT Bapuauum.



* HeobXoaMMOo onpeaennuTb NoKasaTeslb OLLIMOKK
BbIYMCIIEHHbIX NapaMeTPoB — OLLUNOKY cpeaHEN
apudpmeTrnyeckon, oLINbKy cpeaHero
KBagpaTU4YECKOro OTKITOHEHMS], OLLNBOKY
KoadodpuumeHTta Bapmaunn. [Ina xapaktepuctmkum
CTENEHN COOTBETCTBUSA KaKkoro-nmbdo npusHaka y
OTAENbHOW 0Ccobun BpeaHeEN apndMETNYECKON
CITY>XUT HOPMMpPOBaAHHOE OTKNOHeHUe. OHO
NnoKasblBaeT, ABNAEeTCA N1 gaHHOe 3HavYeHune
Npu3Haka OOCTOBEPHbLIM OTKITIOHEHUEM OT
cpenHero apudomMmeTn4eckoro Unm HaxogmuTca B
npegenax 4onyctmmoro gngd gaHHoOW
BbIODOPOYHOW COBOKYMHOCTM OTKINOHEHNE



HacnencrtseHHada vnu
reHoTUnNn4yeckasd n3aMeH4YnBOCTb.

OTOT BMO M3MEHYMBOCTUN XapaKTepusyeTco
nepBoHavyanbHbIM MUSMEHEHUEM
CTPYKTYpbl HAcnNeacTBEHHOIo Marepuana.
B 3aBUCUMMOCTM OT XapaKkTepa U3aMeHeHUA
pa3nu4yaroT ABe OCHOBHbIE
Pa3HOBUOHOCTU rEHOTUNNYECKOU
M3MEHYMBOCTUN. MYTALMOHHYIO U
KOMOUHATUBHYIO.

MyTaunoHHaa N3MeHYNBOCTb



« OTa popma HacrnegcTBeHHOU U3MEHYMBOCTM
3aKkntoyaeTcd B UBMEHEHUN CTPOEHNUA UMK
KonunyecTtBa eauHUL, HacneaCTBEHHOCTU — NrEHOB
NN NX HOCUTENEU — XPOMOCOM.

* B Krnaccu4eckomn reHeTukKe reHHou (TOYKOBOW,
NCTUHHOMN) MyTaunen Ha3sblBaeTCH
HepasnMiMmMmoe C NOMOLLLID MUKPOCKoNna
N3MeHeHne BHYyTpPeHHeWN opraHm3aumnm
XPOMOCOMbI Ha YPOBHE OTAENbHbIX NrEHOB,
KOTOpO€e OBbHapy>XMBAETCA MO MNOSIBNEHUIO B
NOTOMCTBE U3MEHEHHOIo Npu3Haka.



« CoBpemMeHHasa reHeTukKa noayepKnBaer,
YTO reHHble MyTaLun 3aKNi4aTca B
N3MEHEHNN XUMNYECKOU CTPYKTYPbI FrEeHOB.
KOHKPETHO, reHHble MyTaumn ABnATCA
3amMmeHaMun, BCTaBKkamMu, BbinageHUamm u
noTepaMun nap HykKneoTtuaos.
HanmeHbLwnn ydacTtok monekynbl OHK,
N3MEeHEeHNe KOTOPOro NpuUBOAUT K
MyTauuun, HasbiBaeTca MyTOHOM. OH
paBeH oQHOW nape HyKneoTuaos.



» CyLlecTBYyeT HECKOMbKO Kaccndukaumnm
reHHbIX MmyTaumn. CnoHTaHHOU
(caMmonpoun3BOSIbHOW) Ha3bIBAOT MyTaLUIo,
KOTopada NpoucxoauT BHE NPAMOW CBA3U C
KakKumM-1nbo pmanyecknm mnm
XUMUYECKNM pakTOPOM BHeELLHEN cpeabl.

* Ecnu myTauumn Bbi3bliBalOTCA HAMEPEHHO,
BO3JENCTBMEM Ha OpraHmn3mMm dpakTopamu
N3BECTHOW NMPUPOabl, OHMN HA3bIBaKOTCH
MHOYUUPOBAHHBLIMU. AreHT,
MHOYUUPYOLWMA MyTauun, HasbiBatoT
MyTareHoM.



 [lpnpoaga myTtareHOB pa3HOOOpa3sHa - 3To
donsndeckme gpakTopbl, XMMUYECKUE
coenHeHUs. YCTaHOBMNEHO MyTareHHoe
NENCTBME HEKOTOPbLIX OMONOrn4yecknx o6 bLEKTOB
— BMPYCOB, NPOCTENLLNX, FENTIbMUHTOB NPWU
NMPOHUKHOBEHUN UX B OPraHmn3m YEeroBeka.

* B pe3ynbrate AOMUHAHTHbLIX U PeLeCCUBHbIX
MyTauun B oeHoTUne NosABNAITCS
OOMWHaHTHbIE W peLecCUBHble U3MEHEHHbIE
npu3Haknu. JoOMMHAHTHbIE MyTaLNK
NPOSABNAITCA B DEHOTUMNE YXKEe B NepBOM-
nokoneHunn. PeueccuBHble MyTauun YKPbITbI B
reTepo3nrotax OT OeUCTBUA eCTECTBEHHOrO
oTbopa, NO3TOMY OHU HaKanIMBalTCH B
reHodooHOax BMAOB B HOSIbLLOM KONMMYECTBE



 [lokazaTenem NHTEHCUBHOCTH
MYyTaLMOHHOIo Npouecca Cry>XuT YacTtoTa
MYTUPOBAHUS, KOTOPYHO PacCUYUTLIBAIOT B
cpeaHeM Ha reHOM UNnu OTAENbHO NS
KOHKPETHbIX NToKycoB. CpegHsaa YyacTtoTa
MYTUPOBAHMS cONoCcTaBMMa Y LLUMPOKOro
Kpyra >XunBbIX cyLlecTB(oT bakTepuin oo
4yenoBeka) N He 3aBUCUT OT YPOBHA U TUNA
MOPPOPU3N0NOrMYecKon opraHmsannn.
OHa paBHa 10-4 - 10-6 myTauum Ha 1
JTOKYC 3a NOKOSEHNne.



« XpOMOCOMHbIE MyTaLUN, XPOMOCOMHbIE
nepecTpoukn unn adbeppauunm
3aKn4yaroTcsa B UBMEHEHUN KONMNYECTBa
UNn nepepacnpeneneHnm
HacneaCcTBEHHOro Mmartepuara XpoMOCOM.

 [lepecTpounkn noapasnendatoT Ha
BHYTPUXPOMOCOMHbIE U
MEXXPOMOCOMHbIE. BHYTPUXPOMOCOMHbIE
NnepecTpPOUKN 3aK4arTCca B yTpaTe
4acTn XPOMOCOMbI (aeneuns), yaBoeHnm
NN YMHOXEHNN HEKOTOPbLIX €€ Y4aCTKOB
(oynnukaums), noBopoTe dpparMmeHTa
Xpomocombl Ha 180° ¢ n3mMeHeHnem
nocrneanoBaTefibHOCTU PACnOSIOXeHUS
reHoB(MHBEpPCUSA).



 XPOMOCOMHbIE MyTaLUUN N3MEHAIOT O03Y
HEKOTOPLIX rEHOB, BbI3bIBAIOT
nepepacnpeneneHmne reHoB Mexay rpynnamu
cuenneHns, MeHAT Nokann3auuio Ux B rpynne
cuenneHud. 3TUM OHU HapyLLakT reHHbIV
banaHc KNeTok opraHmn3ama, B peayrnbsraTe 4Yero
NPONCXOOAT OTKNOHEHNS B COMATNYECKOM
pa3BuTNM ocobun. Kak npaBuno, n"sMeHeHus
PACNPOCTPaHAKTCA Ha HECKOJNTbKO CUCTEM
OpraHoB. Y 4ernoBeka Hanboriee 4yacTo
OTMeYaloTCs NMOPOKMN Pa3BUTUS NOSTIOBHOMO MO3ra,
OMNOpPHO-ABMUraTenbHOU, cepaeyYHO-CoCyauCTOW,
MOYENOSIOBOU CUCTEM.



* HabrnogaeTcst YMCTBEHHAA OTCTANIOCTb Pa3HOW
CTENEHN BbIPa)XEHHOCTN B COYETAHUN C
donsnyecknm HegopasButTnemM. OTKITOHEHNS CO
CTOPOHbI MOSIOBOU CUCTEMbI PYHKLIMOHATBHO
NPOSIBMAIOTCA B NEPBUYHOM Decnnogum My>X4mH
N XKEHLUWH, NPUBbLIYHOM HEBbIHALLMBAHUU
bepemeHHOCTN. B cnyyae gOHOLWIEHUS
DEPEMEHHOCTU Y TaKUX XXEHLLMH POXAAKTCH
0eTn ¢ HebonbLLoM Maccon Tena. BnuaHue
OAHOM U TOW Xe MyTaunmn Ha KXN3HECNOCODHOCTb
ocobu BapbupyeT. ObLlee YNCno XPOMOCOMHbIX
MyTauumn y yenoseka npesbiwaet 700



* K reHOMHbIM MyTaluUuAaAM OTHOCAT aHEYTIJTONaAnto,
ranjongmo N NnoJanninonguto.

* AHeynnounguen HasbiBalOT U3MEHEHUE
KonnyecTBa oTAeNbHbIX XPOMOCOM — OTCYTCTBUE
(MOHOCOMUSA) NN HaNn4ne OOoNOSTHUTENbHbIX
(Tpncomus, TeTpacomusi, B ooLleM criyvyae
NONMCOMUS) XPOMOCOM, T. €.
HecbanaHCUPOBAHHbLIM XPOMOCOMHbIN HabOoP.
KneTkn ¢ U3MeHEeHHbIM YNCITOM XPOMOCOM
NOABNAIOTCSA BCNeaCTBME HApyLUEHNN B
npouecce MMUTO3a UMM Menosa, B CBA3U C YEM
pas3nnyarT MUTOTUYECKYIO 1 MEUOTUYECKYIO
aHeynnoguio.



« [10 poxxgeHusa goxuneaet ognH n3 40-50
amMbpuroHoB ¢ MoHocomuen XO (cnHapom
llepeLueBckoro- TepHepa).

« KpaTHOE YMEHbLLUEHMNE YMCTia XPOMOCOMHbBIX
HabopOB COMATUYECKUX KITETOK MO CPaBHEHUIO C
OUNNoOUAHbIM Ha3bIBAETCS ransionanen.
[[annongHble opraHn3Mbl B €CTECTBEHHbIX
YCITOBUSIX OOUTaHNS OOHapy>XMBaKOTCH B
OCHOBHOM cpean pacTeHUU, B TOM YUCIE
BbICLLUMX (QypMaH, nweHunua, Kykypysa). Knetku
TakMUxX OpraHM3mMoB UMEIOT MO OQHON XPOMOCOME
Ka)OoW roMonorMyHou napbl, NO3TOMY BCe
PELECCUBHbIE annenu rnPosiBstOTCA B
deHoTUnEe. STUM OOBSACHAETCA CHUXEHHAS
XN3HEeCnocobHOCTb rannounaos.




{ X-  HopMaJbHbBIA MyXX1HHA XY

XpoMo- MM GoJIbHAS xenmpHa XO
coMa (cunmpoM

I]_Iepemechoro—TepHepa)

2 X—  HopmasibHasl XeHIIHHA XX
XpoMo- WM GOJIbHOM MY>KUUHA XXY
compl  (cuHApOM Kneitndenbrepa)

=

3 X Bosphas xeHimHa XXX
XpOMO- WM GOJIbHOM MYXKYHHA XXXY
compt  (cuHApOM Kuteitdenbrepa)

4 X- BospHas xeHnmHa XXXX
XpOMO- (momacomus X)

coMpl WM GosbHOM MysKurHa XXXXY
(cunmpom KieitndenbTepa)

Dunr 485 Crazn mescry uucioM X—xpomocom (I), yucnom renen Bappa B xaersax



» KpaTHoe yBrne4veHune 4yncra XpoMOCOMHbIX
HabopPOB coOMaTUYECKMX KITETOK MO
CpaBHEHWUIO C AUNNOUAHbIM, Ha3blBaEeTCH
nonuniaounguen.

 [lonnnnongHbie opraHM3Mbl BCTpevarTCs
cpegu pacteHun. bonee TpeTn BCeEX
NOKPbITOCEMSAHHbIX SIBIAIOTCH
nonunnonagHbiMu. B npupoae cpeau
XXUBOTHbIX, HE pa3MHOXaloLLNXCS
napTeHoreHeTU4YeCcKn, NonnunnongHble
ocobu pegkn. B akcnepumeHTe
nonunnouabl Nofy4YeHbl Yy HACEKOMbIX
(TYyTOBbIV LLenKonpsa, ampmonn (TPUTOoH),
nTuy (MHAOK), MiekonmTarwmx (Mblllb,
KPOJnK).



* PaznunyatoT aBTononuniaonanto u
annononunnouauto. Npn asTononunnonann
OTMeYaeTCcs YMHOXEHME XPOMOCOMHbIX HabopoB
ogHoro buornornyeckoro suga. lNpwu
annononunionanm B opraHn3aMme oobLEONHSAOTCH
reHoMbl pa3sHbiX BUAOB. K pa3Bututo
aBTOMONUMNIIONA0B NMPUBOAOAT OTKNOHEHUSA OT
HOpManbHOro xoga MMTO3a, MenNos3a, NepBoro
nerneHns 3mrotbl. MutoTnyeckas
nonunaonansaunsa npoucxoguT BCrieacreme
He3aBepLleHnsgeneHnsa KneTkm UuMToToMUen.
Bce NOTOMKU Takon KNEeTKU UMeKT yBenn4eHHoe
B1IBOE YNCIO XPOMOCOMHbIX HADOPOB U
SABMAIOTCA TETPANONOHLIMN.



« AnnononunnonaHble opraHn3mbil
obpasylTca NnyTem MeXxBmnaoBoun
(oToaneHHown) rmbpunansaymn. TUNMYHLIM
NMPUMEPOM MOXET CITY>KUTb rmopua peabku
n kanyctbl [.[1. KapneyeHko. B kneTkax
9TOro rmbpuaa cobpaHbl XPOMOCOMHbIE
Habopbl 0bonx poguTeneun



 [TonnnnounaHble 3apoabllLn YenoBeka
ODHapyXXeHbl Mpu N3y4eHnn martepmana,
nony4yeHHoro npu Bblkuabliwax. OnmcaHbl
eOVHWNYHbIE Crydan poXOeHUs TpU- 1
TEeTpa NNOUAHbIX NOOEWN.
[TpoaoMKNTENBHOCTL XN3HU
HOBOPOXXOEHHbIX C MOJIHOW TPUNMOUANEN
BapbupoBana oT 15 MUHYT OO0 7/ CYyTOK.
HapylleHna dpoeHoTnna npm aTom
pa3Hoobpa3Hbl: OTMeYaeTcs obLlee
comMaTun4yeckoe HegopasBuUTUe, cpalleHmne
[11-1V nanbueB KNCTM 1 cTon, AedekT
MeXOKeNnya04KoBOW Neperopogku cepaua
(B8 1/3 cny4yaeB), ypoacteBa MOYENOI0OBOU
CUCTEMBI.



* [lepeyncneHHble BUOLI MyTaLnK
BCTPEYalOTCA KaK B MOSMOBbIX KNETKax, Tak
N B comaTtunyeckux. Mytauum,
BO3HMKAIOLLME B NOSIOBbIX KIETKaX,
Ha3bIBalOTCA reHepaTnBHbIMU. OHK
nepenarTcs nocneayrowmnm NoKONEHUSAM.

 MyTauun, BO3HMKaKOLWLNE B TENMECHbIX
KrneTkax Ha TOU unn MHou ctaguu
nHOMBKMAyanbHOro pa3sBnUTnga opraHmM3ma,
Ha3blBaOTCHA coMaTnyeckmmun. Takume
MyTauun HacnegyrTca NOTOMKaMU TOJbKO
TOW KINETKN, B KOTOPOW OHa NpousoLuna.



« KomMbunHaTtnBHas UI3MEHYNBOCTb

 [lTaHHas U3MEHYMBOCTb CBsA3aHa C MoryyYeHnem
HOBbIX COYEeTaHU reHOB B reHoTUne.
[locTuraeTcs 310 B pe3ynbrare Tpex npoLieccoB

* a) HE3aBNCUMOIO PACXOXOEHUA XPOMOCOM Mpu
Menose; 6) criy4amHOro ux codeTaHus rnpu
onfo4oTBOPEHNU; B) peKoMOUHaLUmn reHoB
bnarogapsa KpoccmnHrosepy. Camu
HacrneacTBeHHbIE PakTopbl (FEHbI) NP 3TOM He
N3MEHSAIOTCH, HO BO3HUKAIOT UX HOBbLIE
COYETaHUA, YTO NPUBOAUT K NOSABNEHMNIO
OpraHNM3MoB C APYrMMnN reHOTUMNYECKUMU U
doeHOTUNNYECKMMIM CBONCTBaAMM.



UCTOYHUKN KOMOUHATUBHON U3MEHYNBOCTHU

Konbrorayusa u CnyyanHoe pacnpegeneHue CnyyanHoe co4yeTaHue
KPOCCUHIroBep XpPOMOCOM Npu Menose ramMeT Npuv onnoaoTBOPEHU
















[Mpu cnHgpome TepHepa nonoBble Xenedbl 00bIMHO NPEeACTaBNSAT
cobon HeandpepeHUMpOoBaHHbIE COeANHUTENLHOTKaHHbIETPK
cnHgpome TepHepa nonoBble Xenedbl 00bIYHO NPeaCcTaBnsAT coboun
HeandpepeHUnpoBaHHble CoOeaNHUTENbHOTKAHHbIE TAXWU, He
cogepxallme anemMmeHToB roHanllpn cnHgpome TepHepa nonosble
Xenesbl 06bI4YHO NpeacTaBnaAlT cobon HeanddpepeHUMpOoBaHHbIE
COeQNHUTENbHOTKaHHbIE TSXN, HE coaepXallue anemMeHTOB roHas.
Pexe BcTpevatoTes pyanmeHTollpn cuHapome TepHepa norosble
Xenesbl 06bI4YHO NpeacTaBnaAlT cobon HeanddepeHUMpOBaHHbIE
COeQNHUTENbHOTKaAHHbIE TSXN, HEe coaepXallue anemMeHTOB roHag.
Pexe BCTpeyarTcs pyammMmeHThl anyHukosllpu cnHgpome TepHepa
NosfioBble Xere3bl 06bIYHO NpeacTaBnAlT cobou
HeandpepeHUnpoBaHHble CoOeaNHUTENbHOTKAHHbIE TAXU, He
cogepxallue anemMeHToB roHag. Pexe BCcTpeyvaloTcs pyauMeEHTbI
SANYHUKOB U anemMeHTbl guyekllpn cnHgpome TepHepa nonosble
Xenesbl 06bI4YHO NpeacTaBnaAlnT cobon HeanddpepeHUMpoBaHHbIE
COeQNHUTENbHOTKaHHbIE TSXN, HEe coaepXallue anemMeHTOB roHas.
Pexe BCTpevalTcs pyanMeHTbl ANYHUKOB U 3NEMEHTbI ANYeK, a
TakXe pyauMeHTbl cemsaBblHOocALlero npoTtokallpu cnHgpome
TepHepa nonosble Xenesbl 00bIYHO NPeAcTaBnAT cOOoU
HeandpepeHUnpoBaHHble CoOeaNHUTENbHOTKAHHbIE TAXU, He
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 CuHapowm LLepelueBckoro-TepHepa BCTpevYaeTcsi MHOIO
pexe, Yyem TpucommnsaCunapom LepelueBckoro-TepHepa
BCTPEYaeTCsl MHOIO pexe, YeM TPUcoMua X, CUHIPOM
KnanHdensrepaCuHapom LLlepelueBckoro-TepHepa
BCTPEYaETCs MHOIO pexe, YeM Tpucomus X, CUHOPOM
KnanHdenstepa (XXY, XXXY), a Takke XYY, 4To
yKa3blBaeT Ha Hann4yne CUbHOro oTbopa npoTms
rameTtCuHgpom LLepelueBckoro-TepHepa BCTpevaeTcs
MHOIo pexe, 4emMm Tpucomus X, CUHOPOM
KnanHdenstepa (XXY, XXXY), a Takke XYY, 4To
yKa3blBaeT Ha Hann4yne CUribHOro oTbopa NpPoTMB ramer,
He coaepXallux NomnoBbIX XpoMmocoMCHnHOPOM
LLlepelueBckoro-TepHepa BCTpeYaeTca MHOMo pexe, Yem
Tpucomua X, cuHgpom KnamHdensrepa (XXY, XXXY), a
Takke XYY, 4TO yKasblBaeT Ha Hannyme CUMbHoro
oTOODAa NPOTUB raMeT. He coaebDXXaLlumX NnonoBbiX







CKnagkm KoXXm B 0bnacTtu Len — xapakTepHbIn Npu3HaK 60nesHu.
Ha gooTo: geBo4vka o v nocne nnactnyeckon onepauymm

OTctaBaHne 60nNbHbIX C CMHOPOMOM TepHepa B n3N4eCKoMm
Pa3BUTUN 3aMETHO YXe ¢ poxaeHust. NpumepHo y 15 % O0rbHbIX
3agepxka HabnogaeTcs B nepuon nosioBoro co3pesaHust. s
OOHOLLEHHbIX HOBOPOXAEHHbIX XapakTepHa Manas anuHa (42—48
cM) n macca tena (2500—2800 r u meHee). XapakTepHbiMU
NpuU3HaKaMmu cMHagpomMa TepHepa npu poXaeHUn ABRAKTCS N30bITOK
KOXW Ha Wwee 1 apyrne nopoku pasButnsl, 0COOEHHO KOCTHO-
CyCTaBHOW N cepaevyHO-COCYaNUCTON CUCTEM, «IULO CPUHKCay,
nnmdoocTtas (3acton NMMddbl, KIMMHNYECKU NPOABIIAIOLLNIACS
KPYMHbLIMW OTEKaMU



 [1ns1 HOBOPOXOEHHOIO XapakTepHbl 0bLlee
6eCcnoKonCTBO, HapyLLeHMe cocaTenbHOoro
pedonekca, cpbirmBaHmelna HOBOPOXOEHHOIO
XapakTepHbl 00LLee DECNOKONCTBO, HapyLLUEHWE
cocaTenbHOro pedriekca, cpbirmBaHme
dooHTaHOM, pBOTaA. B paHHeM Bo3pacTe y YacTtu
OOSIbHbIX OTMEYalT 3a4EPXKKY MCUXUYECKOTO U
PEYEBOro pa3BUTUSA, YTO CBUAOETENBCTBYET O
naTonorMm pa3BuTUa HEPBHOW CUCTEMBI.
Hanbonee xapakTepHbIM NPU3HAKOM SBNSETCS
HMU3KOPOCNOCTb. POCT DOOsbHbIX HE NPEBbILLAET
135—145 cm, macca Tena 4yacTto n3bbITOYHA.




* [pn cnHpgpome TepHepa naTonorndeckne NPM3HaKkn rno
4YacToTe BCTPEYaEMOCTUN pacnpeaensitoTcs crneayowmnm
obpasom: HM3KopocrocTb (98%), obuias
ONCNNAaCTUYHOCTb (HENPaBUNbHOE TENMOCIIOXEHME)
(92%), bouykoobpasHas rpygHas knetka (75%),
yKopodeHue weun (63%), HU3KNUI poCT BOSOC Ha Liee
(57%), BbicOKOE «rotTndeckoe» HEBO (56%),
KPbINOBUAHbIE CKIaaKu Koxu B obrnactu wen (46%),
nedopmauusa yuHbix pakoBuH (46%), ykopodeHue
MeTaKkapnarbHbIX U MeTaTap3arnbHbIX KOCTEW 1 annasus
danaHr (46%), nedopmauyma nokTeBbIx cycTaBoB (36%),
MHOXECTBEHHbIE MUIMEHTHbIE POANHKM (35%),
numdocTas (24%), Nnopokn cepaua v KpyrnHbIX COCYa0B
(22%), noBblLLeHHOE apTepuanbHoe gasrieHne (17%).



* [lonoBoe HegopasBuUTME NpU CMHAPOME TepHepa oTnmMyaeTcs
onpenenénHbiM cBoeobpasmemM. Hepeakmmm npusHakamn SsBNsIlOTCA
repogepmMus (natonornyeckas arpodusllonosoe HegopasBMTUe Npu
cuHgpome TepHepa oTnnyaeTca onpeaenéHHbIM cBoeobpasunem.
Hepeokumm npusHakamm ABAAKOTCA repogepmusa (nartonornyeckas
aTpodumsa KOXM, HanoMMHaoLWas CTapyeCcKyto) 1 MOLLOHKOODpPa3HbIN
BuA borbLivx nonoBbix rybllonoBoe HegopassBuUTUE Npu CUHOPOME
TepHepa oTnnyaeTca onpeaenéHHbIM cBoeobpasuem. Hepeakmumm
Npu3HakamMmu ABMAKTCA repoaepmus (natonormvyeckaa atpodpusa
KOXW, HAarnoMmnHarLLasi CtTapy4eckyro) 1 MOLLOHKOOBpa3HbIn BN
BbonbLMX NONoBbIX ryH, BbicOKasi MPOMEXHOCTb, HEAOPAa3BUTHE
Masbix nosnoebix rybllonosoe HegopasBuTmMe Npm cCUHOPOME
TepHepa oTnnyaeTca onpeaenéHHbIM cBoeobpasuem. Hepeakmumm
npu3HakamMmu ABMAKTCA repoaepmus (natonormuvyeckasa arpodpusa
KOXW, HAarnoMmnHarLLasi CtTapy4eckyro) 1 MOLLOHKOOBpa3HbIn BN
OonbLUMX NMONOBLIX I'y0, BbICOKas NPOMEXHOCTb, HeAopasBUTHE
MarnblX NonoBbIX ry6, geectBeHHOU NrieBkIllofioBoe Hegopa3BuTue
npu cuHapome TepHepa oTnn4aeTcsa onpeaeneHHbIM
cBoeobpa3nemM. Hepeaknmum npnsaHakamu SBRSKOTCA repoaepmMus
(maTonorn4yeckasa atpogusa KoXXn, HarnoMmmHatrowlasi CTapyeckyto) u
MOLLOHKOOOpa3HbIn BUA 6OMbLUMX MOMOBbIX ry6, BbICOKas
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« VHTennektHTennekT y 6onbLUMHCTBA OONbHbLIX C CUHAPOMOM TepHepa
NpaKkTUYECKN COXpPaHEH, OHaKO YacToTa onmrohpeHuny Bce e BblLLE.

* B ncnxundeckom ctartyce O0nbHbIX C
cuHapomom TepHepa ( 1 Ap XPOMOCOMHbIX
OTKINOHEHWN) IMaBHYO POonb Urpaet
cBOe0obpasHbIN NMCUXNYECKUN UHDaHTUIN3MB
NCUXMYeckom ctaTtyce 0OSIbHbIX C CUHOPOMOM
TepHepa ( 1 Ap XPOMOCOMHbIX OTKITOHEHWNW)
[MaBHYIO POSib UrPAET CBOEOOpa3HbIV
NCUXNYECKNN NMHAHTUNN3M C andopurnen (4To
MHOTIAOA BblpaXkaeTcs B U3gaHUM PasfnyHbIX
CBUCTOB M 3BYKOB) MPW XOPOLLEN
NpakTU4eCcKon nNprucnocobnsaemMocTn u
counanbHOW agantauumn.

* (MosTomy npocTnTe TOro KTO B 3NAOOPUn
n3gaeT pasnuyHble 3BYKU — 3TO OOSIbHON)

e (HACTO OTO CHNOPOM OAYHA)




« Myxckou ncesgorepmadppogmnTn3mM Unm CUHAPOM
TECTUKYINAPHON dbeMnHn3aumnm, HabnogaeTcsa npu
Kapuotune 46,XY, 1. e. npn HopMarbHOM MYXCKOM
KapuoTune MMeKTCA reHUTanmm XXeHCKoro Tmna;
pa3gBoOeHHasa, UMUTUPYOLLAs BrRaranuile MOLLOHKa,
runocnanusa, MHTpaadgoMuKaribHOe pacnoroXeHume
Andek, npoayumnpyrowme actporeHsl. ['pn MHOrmnx
OAaHHbLIX BUAax NaTosfiornm nokasaHo BbiNONHeEHWe
abopTta. Kak npasunno, abopT BbINONMHAETCS Npw
HEeCOBMECTUMOCTM NaTONOrnmM C XXN3HbO. Hepeako npwu
cuHapome LLepelueBckoro-TepHepa pa3BmBaloTCS
BTOPUYHbIE NOSIOBbIE MPU3HAKM MO XXEHCKOMY TUMY U B
obulecTBe 3TN nNuuUa BOCNPUHUMAKOTCA KaK KEHLLMHbI



« JKeHckun ncesgorepmadpoauTmam npu cMHapome
lLlepewieBckoro-TepHepa HabntogaeTcs npu kapunotune 46,XX v
nonoXxmrtenbHom npobe Ha nonoBon xpomaTtuH. [Npn gaHHOW
doopme natonornm HeobxoamMMo BbINOMHEHWE abopTa.
Hapy>XHble nonoBble opraHbl Npu cnHapome LLlepLueBckoro-
TepHepa Mmyxckue nnu asynosble (MHTEPCEKC) C TEHOAEHUMEN K
npeobnagaHnio Myxckux. NogobHas MackynmHmsayms
XXEHCKOro uHamBuayyma MoxeT npon3onTu B cuny psga
NPUYKH: Y NNoga nog BNsiHUEM aHAPOreHOB BBOAUMBIX
MaTePU C LENbIO NIeYeHNs MaCKyINMMHU3NPYIOLLMX ONYyXOnen unm
BPOXXOEHHOW rnrnonnasnmn Kopbl Hagno4e4YHUKoB (OTCYTCTBUE
21-rmgpokcunasbl), Y B3pOCIbIX — NMpu agpeHoreHnTaribHOM
CUHOPOME, MACKYNUHUINPYIOLLMX ONYXOMNsSX N HEKOTOPbIX
9HAOKpuHonaTtuax (bonesHb KywuHra). INpu gaHHon popme
naTosiorMm PeEKOMeHOYETCA BbINOSIHEHME abopTa Ha paHHUX
CpOKax.













































