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<» B HacTosiLee BpeMs NOKa3aHo, YTO reHOM
yerioBeka coaepXxuT nHpopmaumio 4ByX BUAOB
— reHETUYECKYHO U IAMUTreHETUYECKYIO.

< eHeTn4Yeckasa uHdpopmauua — "PykoBoaCTBO MO
CO34aHUI0 XXUBOIro opraHu3ma', Urnu UHCTpPyKLUu
Mo CUHTe3y Oernkos.

< dNUreHeTuyeckas uHcpopmauumsa — atTo
WHCTPYKLUMUKU O TOM, rae, Kak, koraa peanu3oBaTtb
reHeTUYeCKyo MHpopMaLUIo UNu rae, Kak, korga
U B KaKOM KOJZIMYECTBE CUHTE3UPOBATb TE UNU
UHbIe OernkKu.

<> QNUreHeTnYecKas perynsiumsa — MU3aMeHeHus
3KCNPEeCcCUn TOro Uim NHOro reHa 6es

CTPYKTYPHbIX U3MEHEHUN B €ro CTPOEHUM (Kak|
HacneacTBEeHHbIe TaK U HEHACNEeACTBEHHbIE)g
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[ @HOMHbIN UMNPUHTUHT —
3NMUreHETUYEeCKUN MeXaHU3Mm
perynsauum 3Kkcnpeccumn roMoriormM4yHbIX
reHoOB B npouecce pa3BUuTUA opraHusma
B 3aBUCUMOCTU OT POAUTESNLCKOro
NMPOUCXOXOEHUA reHa, XPOMOCOMbI UNnu
reHoma. llpyrumum crnnoBamm - 310
dbeHOMEH, Koraa roMosiormyHble reHbl,
KOTOpbIle riexxat B MaTePUHCKOU U B
OTLOBCKOM XpOMOCOMe, obecnevymBaloT
pa3sBUTUE Pa3NUYHbIX NPU3HakoB.  Jik




“* B reHeTU4eCKOM CMbICne TEPMUH KUMMPUHTUHI»
BriepBblie Obin npuMmeHeH B 1960 rogy X. Kpoy3
n3 Konymoéuunckoro yHusepcuteta B CLLUA ans
ONMUCaHUA CEeNeKTUBHOU NTIMMUHALUUN OTLLOBCKUX
XPOMOCOM Yy HaCeKOMbIX.

< JTOT 3dppeKT Obinn uccnegoBaH NPU U3YUYEHUHU
BHYTPUYTPOOHOro pasBuTus 3apoabilien
MrekonuTarowmux. Mcnonb3oBaHbl YUCTLIE
FIUHUUN XXKUBOTHbIX.

** BbIZIU CKOHCTPYUPOBaHbI TIMHOreHEeTU4YeCcKue
3UroThbl (T.e. 06a NpPoOHyKneyca —1M3 SAULEKIETOK).
3apoabIilin pa3BuBariMCb 04YeHb MNroxo,
normoanun. OgHako B Tene aHomMmanum obino
Mario, NPakTU4YeCKn He pa3BUTbI
BHe3apoAabllweBble OpraHbl - NraueHTa,
XXEeNTOYHbIA MELLOK.




“*[pun KOHCTPYyHUpoBaHUU
aHOpPOreHeTU4YeCcKux 3uror (T.e. oba
NPOHYKrieyca — U3 cnepmato3ougoB)
OKa3arioCb, YTO XENITOUYHbIE MELUKN U
nnaueHTbl NPakTU4YeCKN HOpMarbHbI, a
Tena aMOpMUOHOB ObINN OYEHDb
MarieHLKUMU U crnadopa3BUTbLIMM.

<*Taknm obpasom, Ansa HopmManbLHOro

pa3sBUTUA 3apoabilla HeooXoaAUMbI
XPOMOCOMbI M OTL,A U MaTepwu.




» bblna obHapyXeHa cenekTuBHaa MHaKTUBaLUNSA
OTLLOBCKOM X-XPOMOCOMbI Yy MieKkonuTarLmx, a
MMEHHO: B KrneTKkax Npon3BoAHbIX Tpodobnacrta
N BHE3APOAbILLEBOW SHTOAEPMbI HAYMHASA CO
cTaaum dnacrtoumncTbl oOHapyXnBaeTCs
nsdbupaTtenibHoe BbIKOYEeHNnE X-XPOMOCOMbI
OTLIOBCKOrO MPOUCXOXAEHUA, MPUYEM 3TOT
3 PeKkT ABNAeTCA TKaHecneunmuyHbIM, T.€. OH
OrpaHMY€EH TOMbKO MPOBU3OPHBLIMU OpraHamu, a
HEeNnoOCpeACTBEHHO B TKaHAX 3apoAblilla nMeeT
MECTO paBHOBEPOATHAA MHAKTUBALNSA

OTLIOBCKOW MM MaTEPUHCKON X-XPOMOCOMbI. m




“*CyuTaloT, YTO NPU pa3BUTUU ramMeT
XPOMOCOMBbI OTLA UNn matepu
Nosly 4aroT KakKme-to METKU U NpuU
AaribHeULWeM pa3BUTUN OPraHU3Mm
OMO3HAaeT UX NMPOUCXOXAEHUE U
CNOCOOEH NP HEOOXOOAUMOCTH
n3bunparenbHO aKTUBUPOBATbL UNKU
OTLOBCKUE UM MaTepPUHCKUE FeHbI.




<+ NopobHasa cutyaumua onucaHa ans
cuHgpomos lMpaaepa-Bunnu (ClB) u
AHrenomaHa (CA).

<+ ClB - (onucaH B 1956 roay) — xapakTepHbI
OXXUpPEeHUe, HU3KUN POCT, MbllleYHas
MMNOTOHUA, YMCTBEHHasi OTCTanoCTb,
NPU3HaKu OUN33MOpunoreHe3sa (3NUKaHT,
BbICOKOEe He60, MUHOaNeBUOHbLIN pa3pes
rma3 u 1.40.). Macca npu poxxgeHuu He 6ornee
2.8 kr. Krogy doopmupyetca runepcarus.
MpoOoMmKNTeNnbHOCTb XNU3HU 25 — 30 ner.
Yactota 1 Ha 10-10 TbiC. HOBOPOXOEHHbIX. Jill,




<+ CuHpgpoM AHrenbmaHa (onucaH B 1965
roay) — paHee cCMHOPOM "cyacTnMBOM
Kyknbl". Npu3Haku: mukpouedanus,
YNNOLWEeHHbIN 3aTbINIOK, 60NbLlas HUKHASA
4YenrCcTb, MPUOTKPLITbLIX POT, OONbLUOW
BbICTYNalwoWuUN A3bIK, peaKo pacTtywue
3yObl, 3agepXxKa pa3sBUTUA, TMNOTOHMUA,
CyAOpoOXXHadA roTOBHOCTb. [1puctynbl
HEeKOHTPOJSIMPpYyEeMoro cmexa, xmonaHbe B
nagowu, cneumpmnyeckoe BbipaxeHue
nuua. Yactora Bctpevyaemoctu 1/20 ThIC.
HOBOPOXAOEHHbIX. i




<Y nogaBnaoLwWwero Yymcria 60rnbHbIX —
oOHapyxeHa aeneuuvs B ArNMMHHOM
nreye 15 xpomocomsbl (pernoH 15 q11-
q13) NPOTAXKEHHOCTbIO NPUMEPHO 4
MITH. nNap HyKneoTuaos. B 3ToM
permoHe HaxoaAaTcd 4 reHa, KOTopble
3KCNpecCcUpyrTCca MOHOANMNMEenNbLHO Ha
OTLOBCKOM XPOMOCOME U 2 reHa,
KOTOpPble MOHOanMernbLHOo
3KCNpeccupyroTca Ha MaTepPUHCKOU
XpOMOCOMe.




“* UMNPUHTUHT eCTb

OTHOB- MaTe-
CRasA PHHCRas




“VIMNpNHTNHra HeT

OTHOB- MaTe-
CRaA PHHCRaA




<*Ecnun peneuuna npoucxogut B
OTLOBCKOW XPOMOCOMeEe — BO3HUKaeT
cuHapowm llpagepa-Bunnu, ecnu
aerneunsa B MaTepPUHCKOU XpoMocome —
BO3HUKaeT CUHOPOM AHrenbMaHa.




“*Mpun xopee N'eHTUHITOHA U CMNUHHO-
MO3)XXe4YKOBOU aTakcuu | 3aboneBaHue
BO3HUKAET paHblle U NpoTeKaeT
TshKernee, ecrivu yHacrieaAoBaHHbIe reHbl
UMEIOT OTLLOBCKOE NMPOUCXOXAEHUE.

< [Mpun HenpodmudbpomaTose 1 u 2,
MUOTOHUYECKOU anctpodum,
HaobopoT, 3aboneBaHue nmeet dornee
paHHee Havario u TSXXerioe Te4YeHue npwu
yHacrneaoBaHUUM MYTAHTHBLIX FeHOB OT

MaTepm.






<MUTOXOHAPUATIBHBIE
3ABOJIEBAHUA
(uMTonnasmaTuyeckas
HacneacTBeHHOCTh)

<* MuToxoHapUn ABNAKOTCA YHUKATTbHBIMK
opraHongamu, KOTOpbIE COAEepKaT BCe
KOMMOHEHTbI, HeoBXxoanMble oA CUHTE3a
benka.

“*'eHomMm mutoxoHapun (MTAHK) — 3TO KONbLEBAs
XpomMmocoma AnnHon B 16569 nap HyKneoTuioB.
Y yenoBeka OH COA4ePXUT 37 reHOB, KOTOpbIe
Y4acCTBYIOT B BblpabOoTKe 3HEpruu.




< MTOHK cogepXxuT reHbl, koTopble kogupyroT 13
nonMnenTuaoB, BXOAALWNX B NATb
KOMMJIEKCOB AblXaTenbHbIX LENew
MutoxoHapun, 22 reHa TPHK n 2 reHa
pun6ocomHon PHK.

<» Bce MUTOXOHA, PN OpraHn3Mm nosnydaeT TONbKO
OT MaTepun Yepes umTonnasmy SuLeKneTKn.
OTKNOHEHUA OT MEHAENEBCKNX 3aKOHOB
TUNUYHBbI 4NA 3abofieBaHnn, 00YCrNOBNEHHbIX
MyTaumssMm B MUTOXOHAPUanoHOM reHome. K
HacToSALLEeMY BPEMEHM ONMUCAHO TPU TUNa
MyTaumm B mmtoxoHgpunansHon OHK —
KPYMNHbIE Aeneumn n TOYKOBblE MyTaL K
CTPYKTYPHbBIX U CUHTETUYECKNX MEHOB.
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[ns mutoxoHApuanbHbIX O0ne3Hen, CBA3aHHbIX
c myTaumamm MTAHK xapakrepHo:

MamepuHckuu mun nepedayu. B HacToswee
BPEMS NOKa3aHO, YTO BCE MUTOXOHAPUN
YyerioBeka MMeT MaTEPUHCKOE NPOUCXOXAEHNE
N NOonyYeHbl YENTOBEKOM C MaTEPUHCKON
anuekneTkon. MutToxoHapuun, HaxogsLmecs B
cnepmaro3onae, NUCNosb3yrTCs UM AN
SHepreTnyeckoro obecneyeHns ero
NMPOHNKHOBEHUS B ANLEKNETKY. Taknum obpasom,
npn HanNM4YumMm mytaumnm B TOM UNN MHOM
KONMNYECTBE MUTOXOHAPUN SNLEKNETKN MaTb
MOXET nepeaaTb MyTaHTHbIE MUTOXOHAPUN
CBOM AeTam oboero nona.




» QeHomeH eemeponna3muu. KneTkn 60nbLHOro ¢
MUTOXOHAPUanbHOW NaTosfiornen cogepxat
MYTaHTHbIE N HOPManbHbIE MUTOXOHAPUMN,
pacrnpeneneHne KoTopbiX NPONCXOANT CnyyYanHo
NPV KNETOYHOM A ENEHUN.

“» Sasucumocme msxxecmu KnuHUYECKUX
nposieyieHUU om xapakmepa MmymauluoHHO20
rnogpexoeHusi MUumoxoHopuasrilbHO20 2eHOMa,
codepxxaHuss mMymaHmyou mm/HK e knemke, a
makxe om sHepeemu4eckou nompebHocmu
pas3nu4HbIX opeaHoe U mkaHedu. o
YYBCTBUTENBHOCTWN K HEA0CTATKy 3HEPreTUu4YeCcKoro
cybcTpaTa opraHbl MOXHO PacrnonoXuTb (B
nopsiake yobiBaHUA) cneayowmnm odbpasom:
LEHTpanbHas HEpPBHAA CUCTEMA, CKESIETHbIE
MbILU-Libl, CEPAEYHAsA MbilLA, MOYKMN, NEYEHDb,
9HAOKPUHHAaA cuctema. .




* Bbicokasi yacmoma criopadu4ecKux
criyqdaes. CKOPOCTb MYyTUPOBaHUSA
mutoxoHgpuansHon JHK B 6— 17 pas
BbiLLe, Yem agepHon AHK, uto
oOycnoBnnBaeT BbICOKYO 4YacTOTy
cnopagunyecknx crny4vyaes
MUTOXOHApUanbHbIX 3aboneBaHnin u
onpeaensaeT 3Ha4YNTENbHYO POJib
MyTaLUn MUTOXOHAPNaNbLHOro reHoma B
BO3HUKHOBEHUWN XPOHUYECKNX
MPOrpeccupyroLmx n gereHepaTuBHbIX
3aboneBaHUAX YenoBeka.




< MuTOoXxoHapnanbHbIe 3aboneBaHNa XapakTepU3yHTCS
3HaYUTENbHBIM PasHOObpasmneM KIMHUYECKUX
nposiBfieHUN. OCHOBHbIE KIMMHNYECKNE NPU3HAKN:

“* MOBTOPHbIE KOMATO3HbIE COCTOSIHUS,
COMPOBOXAAKLWMECH aLMA030M KPOBU U YBENTUYEHNEM
KOHLIEHTPaLUM KETOHOBbIX TEJT;

<+ 3apepkka hrU3nNYEeCKoro pasBUTUSA, HAHN3M;
< ANCAHYHKLUNSA LLINTOBNAHOMN Xenesb!;

* CMMMNTOMbI MOPAXXEHNSA PA3NNYHbIX OTAENOB HEPBHOW
CUCTEMbI (CyL0pOorv, aTakcus, NONIMHENPONAaTUS, aTeTos,
N3MEHEHWE MbILLEYHOro TOHyca 1 ap.);

<* MMonaTum n KapgnoMmmonaTuu;

< TyOGynonatum, BuTaMmmH-b-pes3ncTeHTHbIN paxuT;
< amnapes, uenuakme-nogo0bHbIA CUHAPOM;

* Ne4YEeHO4YHasa HeJoCTaTOYHOCTb;




< B ka4ecTBe npumepa MOXHO PacCMOTPETb
CUHOPOM KEPHC-CEUWPA (CKC) (OM1M:
530000)

<+ 3abonesaHune 6bINo BNepBblie onucaHo B 1958
r. BonbWKMHCTBO crny4vyaes 00yCcnoBneHo
KpynHbeiMun geneumamm B MTAHK
NPOTAXXEHHOCTb OT 2 A0 10 T.n.H.
BOoSbLLIMHCTBO ONMUCaHHbIX Clly4YaeB —
cnopagudeckue. lNpegnonaraeTcs, 4To
Hanbornee 4YacTo Aeneunm BO3HUKaT B
MUTOXOHA PUAX COMaTUYECKNX KITETOK B
nepuoj, paHHero ambproHanbHOro pasBUTuUS




“*[NepBble cMMNTOMbI 3ab0nNeBaHmns
nosasnAarTCcA B Bo3pacte oT 4 o 20 net
N BKNOYaKT Tpnagy cCMMnTomos: 1)
opTanbmonneruto,
XapaKkTepusyoLlyrcsa onyLlweHnem
BEpPXHEro Beka (MNTo3oMm) u
OorpaHUYEHNEM OBUKEHWUN TNa3HbIX
A0NoK; 2) nporpeccupytoLLlyto cnabocTb
MbILLL, MPOKCUManbHbIX OTAENOB
KOHEYHOCTEN; 3) MUITMEHTHYIO
OereHepaunto ceTyaTKu.




“+[lo mepe nporpeccupoBaHnsa 00e3HU K
ONMMCaHHbLIM CUMATOMaM NPUCOEANHAIOTCS
NPU3HaKN NopakeHns cepaLua, B BUae
HapyLUEHUA pUTMa, aTPUOBEHTPUKYIISAPHON
bnokaabl, paclUMPEHUS XKENYA04YKOB, a TakxKe
HEWNPOCEHCOPHAs rnyxoTta, atpodus
3pUTENBbHbIX HEPBOB, 3HAOKPUHHbIE
HapyLleHusa. XapakTepHO BO3HUKHOBEHUE
CUMMTOMOB Mopa->XeHnsi MO3)Xe4Ka B BUe
aTakCcum 1 An3apTpun. Y HEKOTOPbIX OONbHBLIX
NOCTEMNEHHO CHUXAEHTCHA NUHTENSEKT.




< JlnTepaTtypa: VieaHoB B.U. n ap.
['eHeTuka. — M.: UKLl «AkagemMkHuray,
20006.




