XNPYPTMS ITO3BOHOYHMKA ‘ 1/2006 (C. 95-97)

Co BpeMeH MEPBBIX ONUCAHUA UAMOIATHYECKOIO CKONMO3d
(UC) u 6onesnu Uleviepmanna (BII) 3T NATOMOTUM KIMHHU-
LUCTAMU TPAKTYIOTCA KAK OTJE/IbHBbIE HO30IOTMYECKUE €/U-
HULBL OCHOBAHUEM [IIA TAKOH TPAKTOBKY ABJIAIOTCA OTINYUA
KIMHUYECKUX MPOSABIEHUN JJAHHBIX 3200J1€BaHUI. M3BECTHO,
yro BIII yame BCTpedaercs y MaIbdukoB, a MC — nevanbHas
npusuerus fgesodek. i bII xapakrepHa KupoTudeckas je-
(hopmanyg NO3BOHOUHHUKA, 4 A1 UC — ckomorraeckas. [pol-
xu [IMopia gamme Berpevatorca npu BlIL B ocHose o6eux ze-
(hopmanyil NO3BOHOYHUKA JIEKUT ACUMMETPHUS POCTA, HO B 34-
BUCHMOCTH OT JIOKAIM3ALUK IPOLIECCa NATOJIOTMYECKUE U3-
MEHEHHS HAOMIONAIOTCA B BEHTPATBHBIX OT/IENAX IUTACTHHOK
pocra (I1P) mpu BIII u B narepansubx — npu UC. Hecmorps
HA Pa3HbIE KIMHUYECKUE NIPOABNEHUSA, T HO30JI0TMU UMEIOT
OOIIYI0 NATOTEHETHYECKYIO CUMIITOMATHIKY.

K coxanenuio, B ITepaType OTCYICTBYIOT CPABHUTEIBHBIE
MOP(OIOTUYECKUE U OMOXUMHUYECKHE HCCenoBaHnd Bl
u MC. B 10 e BpeMA MHOT'OJIETHHUE UCCIEA0BAHNA TIO3BOJLIIOT
BBIBUHYTD TMIIOTE3Y O €AMHON T'€HETUUECKON IPUPOJE CKO-
JIMOTUYECKON U KUPOTUYECKON Ae(hOPMALINIL TO3BOHOYHUKA
[3]. Llesb HAIIETO UCCIEAOBAHNA — OTBEPIHYTH WM JJOKA34Th
IPABILHOCTD BBIIBUHYTOM TUIIOTESBL

Marepuan u METOnb

K/MHUKO-TEHeTHYECKN OB OOCIEAOBAHB C MOCIEYIONAM
CETPETALMOHHBIM AHAU30M POAOCIOBHBIX 350 cemelt ¢ UC
1 95 ¢ BIII. Mop(hoIoruiecKumMu 1 OUOXUMUIECKUMU METOfA-
MU UCCIENOBAIACH CTPYKTYPHBIE KOMIIOHEHTBI II03BOHOUHUKA
oompupix MC m  DII, ONEPUPOBAHHBIX B  KIMHUKE
Hosocu6upckoro HUUTO.

CUHTETMYECKHE MOTEHUMU U CTPYKTYPHAA OPrdHU3ALUA
XOHJIPOOIACTOB, BhI/ICIEHHBIX 13 [1P TE O3BOHKOB OOMBHBIX
UC u BII, nCCIenoBamuch METOAAMU MOPQOIOTHIECKOIO,
OMOXVMUYECKOTO U YIBTPACTPYKTYPHOIO AHAMU3A. B KymbTy-
PAIBHBIX CPEAX U3YYAIN KAUECTBEHHBIN U KOIMYECTBEHHbII
cocras nporeorkaHos (I11).

Kuornueckas u crommoruueckas AeopManyu 1103BO-
HOUYHUKA MOJEIUPOBAIUCH ITyTEM CKPEIUBAHMUA MBIIIEN C U3-
BECTHBIM T'€HETUYECKUM JIEPEKTOM [2].

PesyibTathl

Knunuko-renerudeckue oocnenoBanms cemert ¢ C u BIII mo-
K431, YTO 00€ MATONOTMH HACTEAYIOTCA KaK MO MATEpuH-
CKOH, TaK U IO OTIOBCKOH JINHUAM.

B ceMpAX BCTPEYAIOTCA KOMOMHAIMM OOEUX MATONOTHH —
MC u BII (puc. 1).

¥

[TPMTAALHAEM K AMCKYCCHI:
ABAAOTCA A MAMOTIATUYECKM I CKOAMO3
M BOAE3HDb LUEMEPMAHHA EAMHOW TITATOAOTUEN?
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CerperaunonHbll aHamm3 pogocioBHblXx ¢ MC u BII BbI-
ABWJI MaFIOPIEHHYIO 3aBUCUMOCTD OOEHX TTATONOIUMH, HACTIEAY-
€MBIX II0 ayTOCOMHO-JOMUHAHTHOMY THIIY C HEIOIHOM Iie-
HETPAHTHOCTBIO TEHOTUIIOB, 3aBUCAIIMX OT IOJIA U BO3PACTA.

IIpy 3KCIEPUMEHTAIBHOM MOJEIUPOBAHUU T€HETHYECKU
34BUCHMBIX J€(POPMALIUY TO3BOHOYHUKA Y KUBOTHBIX B OfI-
HOM IIOMeTe (POPMUPOBAIHUCDH KaK CKOUOTUYECKHUE, TAK 1 KU-
(hoTryeckye AepOpMALUK TO3BOHOYHUKA (PUC. 2).

Mop(hOruCTOXMMUYECKUMY  UCCIEAOBAHUAMU  CTPYKTYP-
HBIX KOMIIOHEHTOB IIO3BOHOUHMKA 60/bHBIX MIC 1 BIII BbIAB-
JIEHbI OJHOTHUITHBIE U3MEHEHUS.

Ha Bricote pepopmanuu I1P y3kad, CIOM MPAKTUYECKH
He JuphepeHnnupyIoTcs. M30reHHbIe KIETKH PACIOI0KEHDL
PEIKUMU IPYIIIaMU Ha (POHE FUCTPO(YUIECKH U3MEHEHHOTO
MaTpukca (puc. 3). COCYAUCTBIE 3JIEMEHTHl MHBA3UPYIOT
MATPHKC, BILIOTD JI0 30HBI IPOMU(EPALUU. BOKPYT COCy0B
HAOMOJAETCA AKTUBHBINA OCTEOT€HE3. B IUTOINA3ME XOHJ-
POOGIACTOB ¥ MATPUKCE KOMUYECTBO BBIABIAEMBIX CY/Ib(AT-
COJEPXKALINX [MTUKO3AMUHOITIUKAHOB (IAl') pe3KO CHIDKEHO
(puc. 4). Ilpu 3TOM HAOMIOAAETCA CHWKEHUE KOIUYECTBA
XOHAPOUTUHCYIb(ATOB U YBEAMYEHUE KOJIMYECTBA KEpPa-
TAHCYIb(ATOB, YTO COINIACYETCA ¢ OMOXUMMYECKUMU JaH-
HBIMU. B €IUHUYHBIX XOHAPOOIACTAX COREPHKATCA PEAKUE
I'PAHY/IBl OKUCIUTENBHO-BOCCTAHOBUTENBHBIX (DEPMEHTOB
(CAT HAL-H-AIT). YnerpacTpyKTypHas OpraHu3aLys KIETOK
3HAYUTEILHO M3MEHEHA: €JMHWYHBIA KOMIUIEKC [OMbIKU
C VIUIOLIEHHBIMU BAKYOJIAMHU U PACIIMPEHHBIMY LIACTEPHA-
MU 3HJOIUIA3MATUYECKON CETU (PUC. 5). BHEKIETOUHBIN
MATPUKC C OTEYHBIMU (PPArMEHTUPOBAHHBIMU KOJIIATCHO-
BBIMH (DUOPU/IIAMU U TOHKUMH, BETBAMUMUCA (PPATMEHTA-
mu I1I. BuoXuMudeckuMu METOAMU BBIABICHO HAPYIICHUE
CTPYKTYPBI IPOTEOIIMKAHOB: B YETBIPE Pa3d CHIKEHA CTe-
neHb Cynb(aTuposanud uenert AL HapacTaHue KoauyecTsa
HEAUUTWIMPOBAHHBIX CaXAPOB, YTO CBUAECTEIbCTBYET
0 HapymeHun Crpykrypsl III. KoandecTBo BBIABICHHOMN
KEPATaHCYNb(ATCBA3AHHON (PPAKIUY, BEPOATHO, ABIAETCA
MapKepOM reHeTHYeCKUX u3MeHeHu [T mpu ucceyeMbix
natosnorudx. CrpykrypHble usMeHenus I1I' B coueTaHuu co
CHWKEHUEM KONUYECTBA MOJIEKYII, BBIIOIHAIOMUX HHPOP-
MALIOHHO-TPOMPUUECKYIO (DYHKLMIO, ABIAIOTCA (PAKTOPAMU
HAPYLIEHUA PEryIATOPHBIX MEXAHU3MOB AU(P(PEPEHLPOB-
KU ¥ PENPOAYKIMU KIETOK U MATpHKCa 1P Tes Io3BOHKOB.
EAMHCTBEHHBIM MOP(OIOIUYECKUM OTIUMYUEM 3TUX I1ATO-
JIOTUH ABNAETCA JIOKa3anus: 1pu UC — 3710 caruTranbHble
oraensl I1P, ipu BIII — BeHTpanbHble. [10000HbIE N3MEHEHNA
HAOMOJAIUCh B KYIBTYPAILHBIX CPENAX U KyIBTUBHPOBAH-
HBIX XOHZIPOOIACTAX.
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‘ . MAMOIIATUYECKUI CKOAMO3
O I:‘ 60nesnp [Tertepmana

Puc. 1
TIpuMep POAOCIOBHOM CEMbHU, B KOTOPOIl HAOIONACTCS COBMECTHOE
HACJIE/IOBAHUE WMOMATHYECKOTO CKOMMO32 U 6071e3HH [leriepManHa

Puc. 2
Kudorrueckad u CKonoTrieckad epopManyiy 03B0HOYHIKA Mbl-
IIEH, TIOyYEHHbIE CKPENUBAHUEM MyTaHTHBIX iHMi1 Fused n Kinky

Hapy1eHue CTpyKTypHOI OpraHu3aliy INIACTUHKY POCTA TEMa 110-
3BOHK4, OKPACKA IEMATOKCHIMH-303UHOM, 20 X 40:

2 — IIPU WJIUOIATHYECKOM CKOJIHO3E;

6 — npu 6onesuu LlefiepManHa
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Puc. 3 Puc. 4

Hapymenue cuHTe3a XOHAPOUTUHCYIL(ATOB B IVTACTUHKE POCTA TEMA
TI03BOHKA, OKPACKA /IbLIMAHOBBIM CUHUM, 20 X 40:

2 — TIPU WIMONIATHIECKOM CKOJIMO3E;

6 — npu Gonesuu IleitepMaHHa
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Puc. 5

Hapymienue yasTpacTpyKIypHOY OPraHM3ALMK XOH/-
POOJIACTOB IVTACTUHKY POCTA Te/a MO3BOHKA, X 1000:
4 — IIPY WJUOTIATHYECKOM CKOHO3E;

6 — npu Gonesnu [leitepMaHHa
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O6cyxzeHye, Wik apTyMEHTHI «32> U <IPOTHB>

Apzymermol «3a»

YcraHoBieHa euHad renerndeckas gerepmunanyd MC u bII:
MAUOPIE€HHBbIN KOHTPOJIb, ayTOCOMHO-JOMUHAHTHOE HACIE-
posanue [1, 2]. Hammume koMOGUHAIME OOEUX MATONOTHI
B OJJHOI CEMBE,

CyIIeCTBEHHBIM APIYMEHTOM B IOJb3Y €AMHOHN MPUPOLIBL
WC v BII ABIA€TCA SKCIEPUMEHTA/IbHAA TEHETUYECKHU 3aBUCH-
Mag  Mofenb  Ae(OpMALMU  NO3BOHOUHMKA  (IATEHT
Ne 2152644). B oiHOM TIOMETE, 4 TAKKE B OJTHOM CEMbE KUBOT-
HBIX HAOMIOAIAIOTCA KOMOMHAIMH Je(POPMAIINIL TTO3BOHOYHNKA
— KU(POTUYECKAA U CKOMUOTUYECKAA. Mopgonoruyeckue us-
MEHEHUS B 3KCIIEPUMEHTE COOTBETCTBYIOT TAKOBBIM B CTPYK-
TYPHBIX KOMIIOHEHTAX TEJ TO3BOHKOB ¥ OOJIbHBIX.

OpraHoM-MUIIEHBIO I OOCYKIAEMBIX IIATONOTUN ABJIA-
1orcd [P 1 BTOpHUYHBIC HAPYLIEHHSA B CTPYKTYPAX AUCKOB U TEI
II03BOHKOB.

OJHOTUIHBIE CTPYKTYPHO-META0O0MMYECKUE HAPYIIECHUA
B [IP Ten no3sonkoB npu BIII u MC: oTcyrcTBre XOHAPOHHON
OpraHU3aLMH XpAmeBoy TKauu 1P, yMeHbIIeHre 00Wero Ko-
nrgectsa Monekyi 11, Hapymenue HHPOPMALMOHHO-TPODH-
9eCKOH (PYHKIUU XOHAPOOIACTOB U, KaK CICACTBUE, N3MEHE-
Hye CTpykrypsl 11T Mel mosaraeM, 4To 3T U3MEHEHUS SBJI-
IOTCA TEHETUYECKU OOYCIOBIEHHBIMU (DAKTOPAMH HAPYIIEHUA
MEXAHU3MOB AU(P(EPEHIMPOBKE U PENPOAYKLIMI XOH/PO-
61acToB. OTCYTCTBHE AHTUMHBA3MBHOIO (PAKTOPA UHTEHCU(U-
LUPYET OCTEOTEHES, YTO PUBOAUT K HAPYIIEHHIO POCTA. TAKUM
00pa30M, Ha OCHOBaHMHU (DAKTA CYIMECTBOBAHMS [JIABHOTO I'€HA,
OTBETCTBEHHOTO 34 BOSHUKHOBEHUE OOCYKAEMBIX [TATOJIOIU,
MOHO 32K/IIOUUTD, YTO IATOTEHETUYECKUM MEXAHU3MOM (op-
MHPOBaHUA A€(POPMALIMY O3BOHOYHHKA ABJIACTCA MyTaLuA Ie-
H4, IPOrPAMMHUPYIOMETO MOAU(MUKAIHIO [1I' B BEHTPAIbHBIX OT-
genax TP npu BII u B matepanbbix npu MC.

Apeymenmbl npomue»

PasHbI ypOBEHD MEHETPAHTHOCTH: Y MAILYUKOB — 1, y IEBO-
yex — 0,5. [IpenMyIecTBeHHOE MOPAKEHNUE TPYAHOIO OTAENA
TNI03BOHOYHUKA U BBICOKAd IIEHETPAHTHOCTD Y MAJIbYUKOB CBA-
3aHBI C COBIAICHUEM IMKA POCTA PEOEHKA, C Pa3BUTUEM IDyJ-
HOTO OT/IE/TA TO3BOHOYHHUKA [6)].
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[Ipu BII orcyrcTByeT TOPCHS TEN INO3BOHKOB. PaHHMH
OCTEOT€HE3 BEHTPAIBHBIX OTAEIOB O3BOHOUHYKA U Pa3BUTHE
K032 IPEMATCTBYIOT TOPCUOHHBIM U3MEHEHUAM.

PasHas NOKANU3aLMA ACUMMETPUU POCTA — BEHTPAIBHEIE
orpenst I1P npu BII u narepanpuble — npu MC. O6biacHeHnE
MOZKET OBITb CJEAYIOMUM: U3BECTHO, YTO KAXKIAA U3 3aKNaZI0K
MIO3BOHOYHMKA PA3BUBAETCA aBTOHOMHO [4]. B mporiecce dop-
MHUPOBAHHUA PA3HBIX 30H TEN IO3BOHKOB 3KCIPECCHPYIOTCA
pa3Hble TeHsl [5]. B 3aBUCMMOCTH OT 3KCIIPECCUM MYTAHTHOTO
TE€HA, PETYIUPYIOLWETO NaTEPATIbHBIE WIA BEHTPAIBHLIE 30HBI
TeJ I03BOHKOB, (popmupyrorcs BII wm UC.

TAKOBBI HAIIM 3AKTIOYCHHA. A KAK BBl CYMTACTE, KOJIIETH?

[Ipod. AM. 3aiiman,
Hopocubupcxkuit HIUTO
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