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HACNEACTBEHHbIN NOIMMOP®U3M

N TEHOMHASA HECTABUJIbHOCTDb

B ®OPMUPOBAHWW 3ABOJIEBAHUN Y OETEN
OBNYYEHHbIX POOAUTENEW;

NX 3HAYEHUE B PASPABOTKE TAKTUKWU NEYEHNA

banesa Jlapuca CrenaHoBHa, CunaruHa Anna EBreHbeBHa, KapaxaH Hatanbsa MapkoBHa,
CyckoB Uropb iBaHOBMY

060co6neHHOe CTPYKTYpHOE NoapasfeneHunii <HayuyHo-nccnefoBaTeNibCknin KNIMHUYECKUIA UHCTUTYT NEANATPUN NMEHN akafileMUKa
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anneneu

BeegeHue. OeHOMEH PafMaLMOHHO-UHAYLUPOBAHHOW F€HOMHOW HEeCTabUIbHOCT MOXET OKa3blBaTb Cylle-
CTBEHHOE B/INAHME Ha COCTOAHME 3[0POBbA HE TONIbKO CaMuX O0BfyYeHHbIX NN, HO 1 MX NOTOMKOB, NPUBOAA K
pa3BUTUIO pa3nnyHon natonorun. CoCToAaHNE HeCTabUNIbHOCTM FEHOMA COXPAHAETCA Ha MPOTAXEHUN HECKONbKUX
[leCATKOB NMOKOJIEHWN KNeTOoK. Pa3BnTre oThaneHHbIX NoCieacTBUN paguaLMoOHHOIO BO34eNCTBUS BO MHOIMOM 3aBU-
CUT OT CBONCTB CaMOrO OPraHu3mMa, TO eCTb OT Hannuna GpakTopoB, CMOCOBCTBYIOLMX MPOABNIEHNIO NOBPEXAAIOLLNX
KKPUTUYECKIMX» A1A BO3AENCTBUA KNETOUYHbIX CTPYKTYP, OT CMNOCOOHOCTM OpraHM3Ma K penapaTvBHbIM NpoLeccam.
HacnepcTtBeHHbI nonumopdusm ABNAETCA OQHUM U3 MeXaHW3MOB, NOALEPKUBAKOLLMX N3MEHUMBOCTb NOMYNALNN,
YCTaHOBNEHVA afjanTalunn YesioBeKa K pasfiMyHbIM YCIOBUA CPefbl, @ TaKXKe 471 BbIABMEHWA BO3MOXHbIX CBA3El pas-
JINYHBIX 3a001EBaHN 1 YAaCTOTAMM PACMPOCTPAHEHUs ONpefeNieHHbIX MapKepHbIx reHoB. Cy>keHre 6eIKoBOro mno-
numopdursma unu obHapyKeHne pefKux annenen 6enkoB MOXeT CBUAETe/IbCTBOBaTb O MNepyYyBCTBUTENbHOCTY K
3KonatoreHHoMy pakTopy.

leHeTUUeCcKne 0CO6eHHOCTM NaLKeHTa, KOTOpPble MOTYT UrpaTb pPosib B papMaKoKMHeTrKe U papMaKkoguHammKe
NeKapCTBEHHbIX CPeACTB, MPeACTaBAAT CO60M NONMMOPHbIE yYacTK/ FeHOB OeIKOB. TO reHbl, Koaupyouwne dep-
MeHTbl 61MOTpaHCPOPMaLIMM U FeHbl TPAHCMOPTEPOB, YYaCTBYIOLWMX BO BCACbiBaHWW, pacnpefeneHmn 1 BblBefeHnm
NeKapCTBEHHbIX CPefCTB 13 opraHu3ma. [prMeHeHne Taknx TeCTOB NO3BOJIAET 3apaHee NPOrHo3MpoBaTb hapmako-
NOrMYecKnii OTBET Ha NIeKapCTBEHHbIe CPeACTBa, a, C/leloBaTesIbHO, UHAMBUAYaNN3MPOBaHO NOJONTH K UX BblIGOpY,
a TakXKe K pexumy fo3upoBaHus. I3BeCTHO, UTo papmaKoreHeTUUECKUE U3MEHEHMWA OOHapY»KeHbl Y JINKBUAATOPOB
aBapuu Ha YADC, ofHaKo He N3BEeCTHO, MMEITCA NN TaKoBble Y MOTOMKOB 06/TyYeHHbIX poauTene.

Llenb nccnegoBaHumA. YCTaHOBUTb Hannyve HaceCTBEHHOIo nonumopdmsma 1 ero B3aMMocBA3b C FeHOMHOW
HeCcTabuUNbHOCTbIO y AeTell 00yUYeHHbIX poauTenel ANA NPOrHO3NPOBaHNA TeueHnsa 3aboneBaHunin n papmakonoru-
YyecKoro OTBeTa Ha JleKapCTBEHHble CpefCTBa.

Matepumanbi n meToabl. [[poBoAnNOCL nccnefoBaHre GopmMmMpoBaHUA paanaLnoHHO-MHAYLMPOBAHHOW reHOM-
HOW HecTabrnbHOCTU (MO onpefeneHno XPOMOCOMHbIX abeppaLinil) B ceMeliHOM acrneKkTe y fieTell 06nyyYeHHbIX po-
antenen (Kutenem 3arpA3HEHHbIX PagVOHYKNMAAMN PETMOHOB) U €e B3aMMOCBA3b C HAPYLLUEHUAMMN TPAHCKPUMNLNOH-
HbIX NMPOLIECCOB MO OOHAPYKEHWIO NONMMMOPHbBIX YY4aCTKOB reHOB 6efIKoB ranTornobuHa 2-2 un kucnon ¢ocdartasbl
b-b B reHe3e dpopmmpoBaHUA pagmaLOHHO-UHAYLMPOBAHHbIX 3aboneBaHni y feTell, NOTOMKOB 1-ro MoKoneHus
06nyuyeHHbIX poauTenen ana onpeneneHnsa GapmakoreHeTUYeCcKNx Npeanocbiniok popmmposaHus guddepeHympo-
BaHHbIX NPOrpamMm fieyeHns U peabunutaunum geTen C XPOHNYECKMMN COMATUYECKUMU 3a601eBaHNAMM 13 cemMelt
06J1yYEHHbIX poauTenen.

PesynbTaT nccnepoBaHms. B nccnepgoBaHnm yCTaHOBNEHO YBENMYEHNE YaCTOTbl peAKknx GpeHo-/reHoTUMNoB y fe-
Tel, NofBeprwmnxca AeicTBro pagraunoHHoro ¢aktopa. OTMeyeHOo nosbiweHne (Ha ypoBHE TeHAEHLMN) YacToTbl
pefKNX FreHOB, MPEeUMYLLECTBEHHO TaKnX 6ENKOB, Kak ranTornobuH 2-2 n kucnas ¢ocdatasza b-b. Mo gaHHbIM nuTe-
paTypbl MNOBbILIEHME YAaCTOTbl F€HA ranTornobrHa 1 yBeIMYEHVe YMciia FOMO3UroT 2-2 Habnoaanoch TakxKe 1 B No-
NynAauMmM NOTOMKOB 065TyUeHHbIX poauTeneit B YenabnHckom obnactu. Kpome Toro, B uccnefoBaHum 6b110 BbIAABIEHO
CHUXKEHVEe UHAEKCa NHAMBUAYaNbHOW reTepo3nroTHOCTU Y feTeil 0O6NyUYeHHbIX poauUTeNel, YTO MOXKET CBUAETEeNb-
CTBOBATb O CyXeHMWK CreKTpa afanTUBHbIX BO3MOXKHOCTEN. Y feTelr NMKBUAATOPOB nocneacTesnin asapum Ha YA3C,
MO CPABHEHMIO C TPYMNMON CpaBHEHNUA (OT HEOBYUYEHHbIX POAUTENEN), YPOBEHD 6a30BbIX XPOMOCOMHbIX abeppauuii
6b1/1 BblLLE; JOCTOBEPHO Bbille Oblf MOKa3aTeslb MHAYLMPOBAHHbIX XPOMOCOMHbIX abeppaLnii, 4To OTpaxasno MoBbl-
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LUeHHY0 YyBCTBUTENIbHOCTb FeHOMa Y JeTel IMKBUAATOPOB K NobbiM nocnegyowmm HebnaronpuaTHbIM BO3ael-
CTBUAM BHellHel cpepbl. MoKasaHa CBA3b reHOMHOWN HECTAabUNbHOCTW C BO3HUKHOBEHMEM BPOXKOEHHbBIX MOPOKOB
HepBHOW CUCTEMbI, POPMUPOBAHNEM HEPBHO-MCMXNYECKOI NATONOMUN.

3aknoueHne. YCTaHOB/IEHO HanUuMe HacneACcTBEHHOro nonanMopdusMa 1 ero B3aMMOCBA3b C FTEHOMHOW He-
CTabubHOCTBIO Yy AeTel 06nyyYeHHbIX poauTenein. OBHapyKeHO CHMXKEHWE UHAEKCA UHANBUAYaNIbHOW FreTepo3unroT-
HOCTU y fieTeN, YTO MOXKET CBUAETENIbCTBOBATb O CYXXEeHWM CNeKTpa afanTUBHbIX BO3MOXHOCTEN, CNOCO6CTBYOLNX
bopmMrpoBaHMIO pafMaLMOHHO-UHAYLIMPOBAHHOW NaTONOMK, U3MEHEHNIO XapaKTepa ee TeueHus. OToT GakT npea-
CTaBNAET UHTEPEC A1l MPOrHO3MPOBAHMSA HealeKBaTHOro GpapMaKoIornyeckoro oTBeTa Ha NprYMeHsemble fekap-
CTBEHHblE CpefCTBa.



