HaCJIellyeTCﬂ JIH PaK H CTOUT JIN 06palllaTI>Cﬂ 34 TCHETHYCCKHUM KOHch]bTI/IPOBaHI/IEM?

M3BecTHO, YTO HOCHUTENEM HACIEACTBEHHOH MH(QOpPMALUM B KIETKAaX JKHBBIX OPTraHH3-
MOB, B TOM 4HcCJIe yenoBeka, spistercss JIHK, B KoTopoli 3a10KeHb! T'eHbI, OTBETCTBEHHEIE 3d BCE
OPHU3HAKH, XapaKTepU3yIOIIUe NaHHOTO MHIMBUAA: IBET IJIa3, BOJIOC, HOPMY HOCA, MPOLECCHI
oOMeHa BEIIeCTB, UMMYHHBIH OTBET U Jp. ECTh Takke reHbl, KOTOPBIE KOHTPOIMPYIOT POCT M
Pa3sMHOXEHHE KJIETOK. MBICIIB O TOM, YTO F€HETUIECKUH anmapaT KIeTKH MOXET UIPaTh POib B
BO3HHKHOBEHHH OITyXOITH, BBICKa3bIBAJIAch elle B Hayane 20 Beka. YCIemHoe pa3BUTHE FeHETH-
K{, B YaCTHOCTH MOJIEKYJISIpHOH I'eHETHKH, OKa3aJo IPaBOTY 3TO# rumoresbl. B mHacTosiiee
BpEMsI OTKPBITO yxKe OoJiee IBYX NECATKOB I€HOB, MyTallud B KOTOPHIX MOTYT IPHUBOIKTH K OILy-
XO0JICBOMY IIEPECPOKIACHAIO HOPMAIBHOM KJIETKH YeTIOBEKa.

Kakue xe ¢axTopbl MOTYT BBI3BaTh MyTallud B reHax? J[0OCTATOYHO XOpPOLIO H3BECTHO,
9TO TaKUMH (PaKTOpaMH, IIHUPOKO IMPEACTaBICHHBIMH B OKpYXKaloIIel cpede, MOTYT OBITh pas-
JMYHBIE BUIB!I M3JIydeHHs (yNbTpaQHONETOBOE, HOHU3UPYIOIIEE), MyTareHHbIe ¥ KaHIepPOTeH-
HBlE XMMUYECKHE BEIIeCcTBa (HEKOTOPhbIC MOJHIMKINYECKHE apOMaTHUSCKUE YIJICBOIAOPOJIBI,
MBIIIBSK, XpOM, HUKENb U JIp.), HEKOTOPHIE BUPYCHL
_ B reHeruueckoM ammapaTre 4eloBeKa HUMEIOTCS 3(G(EKTHBHBIE MEXaHM3MbI, KOTOPHIC
HIPEensTCTBYIOT ACJICHUIO H3MEHEHHBIX KIIETOK WM BOCCTaHARIMBAIOT nospexaeHauyoo JIHK. Ho,
K COXXaJIEHHUIO, 3TOT MEXaHU3M IIPHPOJHON 3aIlUTEl MOKET Aarth cOoi. Torma uamMen&HHas Kier-
Ka mpuoOpeTaeT CBOMCTBO HEKOHTPOIMPYEMOTO NENIEHHS, HE CIYIIAeTCsS» CUTHAJIOB, TOCTYIa-
IONIUX U3 30POBBIX TKAHEH, pe3yIbTaTOM Yero MOXET CTaTh IIOSBICHHE OIyXOJIH.

Xoporiio U3BECTHO, YTO B HAIIICM OpraHM3Me MMeeTcs [IBa THIA KJIeToK: 1) comarndeckue, Gop-
MUPYIOIIHE PA3JINYHBIC TKAHU W OPraHbl U 2) I0JIOBBIE KIETKH.

MyTaluu B COMaTHYECKHAX KJIETKaX BOCIPOU3BOIATCS TONIBKO MPH HX JEICHUH B MOTOM-
KaM He mepenarorcs. Ho eciu MyTalusi reHa BO3HHKACT B TOJOBOM KJIETKE OJIHOrO M3 POIHTe-
jeit, To oHa OyAeT mepenaBaThcs U3 MMOKOJICHHS B ITOKOJICHHE. Takoi 4yeaoBeK OyneT HOCHTENneM
MYTaHTHOTO T€Ha, HO 3TO BOBCE HE 03HAYAET, YTO OH 00s3aTeNbHO 3a00NIEeT pakoM. ITO TOJIBKO
CO3/IaeT MPEPACIIONIOKEHHOCTE K 3aboneBanuto. UToObl BOZHUKIIA OITyXOJb Y HOCHTENS HACIE-
CTBECHHOM MYTaIlM HYXHO enie e€ «pa30yauTb». 1 B 3TOM MOMKET CHIrpaTh PoJib OISATh TAaK{
BCTpeua ¢ KaHneporeHaMu. CreoBaTeNbHO, KaueCTBO OKpYXKarollel cpensl, o0pa3 »KU3HU WI-
paroT CYyHIECTBEHHYIO POJIb B BOSHUKHOBEHHU OIYXOJIH Y JIIOJIEH ¢ HACIECTBEHHOMH TpeIpaclo-
JIO’KEHHOCTBIO K HEH.

Onyxond feTeil HECKOMBKO OTIMYAIOTCS OT OIyXoJel B3pocibIX. MyTtanuy B reHax, or-
BETCTBEHHBIX 3a JCTCKHE OITyXOJIH, HEPECAKO (€lI¢ BHYTPHYTPOOHO) HapyHarT (GOpMUPOBAHUE
TKaHell ¥ opraHoB. Taxkue TKaHH OoJee IPEHPACIONOKCHBI K OIyXOJEBOMY II€PEPOXICHHIO.
[ToaTOMy HEpeIKO OMYXOJIH y JICTeH COUeTaloTCs ¢ IOPOKaMH (HHOT/Ia MHOXECTBEHHBIMHE) pa3-
JINYHBIX OPTaHOB.

CreneHb y4acTHs HACJICACTBCHHBIX (PakTOPOB B BOSHHKHOBEHHH pa3HBIX OIMyXoJyiei He-
onuHakoBa. Hampumep, cpeam IETCKHX omyxoied (peTuHoONactoma, HeppobiacToma u Aap.)
HacieaAcTBeHHbIe GopMBI BeTpedatoTces B 25-40% cirydaeB. Cpenu GONBHBIX PakoM MOJIOYHOM
’KeJIe3bl HacaeICTBeHHBIE (opMBI BeTpeuatoTces B 7-15% ciydaes, cpeny GOJIBHBIX PakoM TOJI-
cTo KHIIKH - B 5-10% ciydaes, cpeau O0JIBHBIX OCTEOTEHHOHN capkoMoit - Bcero B 1-2% cnyua-
€B.

YpOBCHb COBPEMEHHBIX 3HAHWH IO3BOJMJI pa3zpaboTaTh KpUTEPHH OTIMYUS Hacjel-
CTBEHHBIX M HEHACJIEJCTBEHHBIX QopM omyxouneil. UToOs! pa3oOparkesi B KAXKIOM KOHKPETHOM
clly4ae, OTHOCHTCS JIH ONYXOJIb y JaHHOTO OOJIBHOTO K HAC/IECTBEHHOM (hOopMe HIM HEHACIE-
CTBEHHOM, KOHEUHO, TpeOyeTcst KOHCYIbTAallUsl CIIeNHaNNCTa — Bpaua reHeTHKa-oHKoora. Takue
KOHCYJIbTallUH IIPOBOASTCA B KPYIHBIX HAy4HBIX OHKOJIOTHYECKUX LIEHTpax, B YaCTHOCTH, B
PoccutickoM oHKoOITOTHYecKOoM HayyHoM eHTpe uM. H.H.bnoxuna PAMH.

K Bpauy - reHeTHKY Hy)KHO 00palarscs B cIydasx, KOTJa Y 4WICHOB CEMbH B OJHOM HIIH
HECKOJIBKHX INOKOJIEHHSX BCTPEYACTCSA KAKOH-TO OZMH BHI OIYXOJH WM MMEIOTCS Pa3/IMyYHBIE
OMyXOJNH y ABYX U Oojiee GIIM3KUX POACTBEHHHMKOB; [IPH HNOPAXKEHUH OIYXOJIBIO TMApHBIX Opra-




HOB; BO BCEX CJIyYasx, KOTJa OIyXOJIb BOZHHKAET B PAHHEM BO3PACTE; IIPH COUCTAHUH OMYXOJIH
C BPOXKICHHBIMH ITOPOKAMU pPa3sBUTHSA. B KOHCYJIbTAllMM T€HETHKA HYXKIAIOTCS BCE JIHMIA, Iepe-
HECIIHE B JIETCTBE 3JI0KaYeCTBEHHOE HOBOOOpa3oBaHue,

Kaxwne 3amaun periaeT reHeTuk?

IlepBas 3amada: BEIICHUTE CTENEHb YYacTHs HACIEACTBEHHBIX (aKTOPOB B BO3HUKHOBE-
HHH OIyXOJIH Y KOHKPETHOI'O 4desloBeKa. [IJis 3TOro Bpady-reHeTHKY BaXKHO 3HATh TMCTOJOIHYE-
CKHH IMarHo3 OIyXOJH, IOJIYyYUTh HMHGOPMAIHIO O 3a00IeBaHMIX POICTBEHHUKOB, 06 o6pase
XU3HH, Ipodeccrt, TeUeHHH OEpeMEHHOCTH, €CNIM 3TO Kacaercs 6oipHoro pedenxa. Ilpu HeoO-
XOJMMOCTH Ha3zHA4aeTCsl NOMOJIHUTENBHOE 00CIeNOBaHNE: UCCIIEIOBAHNE XPOMOCOM HITH TeHHAas
MUarHocTHka. B Hacrosinee BpeMs FeHHas MUAarHOCTHKA HACJICICTBEHHOM IpeapaclofIoKeHHO-
CTH BO3MOXHA JIMIIL JJIs1 HeOOJBIIOTo dKcia 3JI0KaYecTBeHHBIX OIyXoiei. Pasputue 3T0o# 00-
JacTH — IepcreKTuBa Ommkaiimero Oyaymero. Ho yxe cefivac B KpyIHBIX HAyYHBIX OHKOJIOTH-
YecKMX IIEHTpax IPOBOJSTCS TaKUE HCCIEIOBAaHUS NMpH peTHHOOJAcTOME (OIyXONH CETYATKH
rfiasa), MeIyJUIIPHOM pake IIUTOBUIHOM JKeNIe3bl, pake MOJIOYHOM JKeJIe3bI H HEKOTOPHIX JIPYTHX
OTMyXOJISIX.

Bropas 3anava: onpeeNieHne NPorHo3a 30PoBhs i OIU3KUX POJCTBEHHUKOB O0JIEHO-
ro (T.e. BEepOSTHOCTH BO3HUKHOBEHUS Y HUX 3JIOKAYECTBEHHO OIyXO0JIM) M MPOTHO3 IJIsI TIOTOM-
cTBa GOJBHOTO — KaKoBa BEPOSITHOCTH BO3HUKHOBEHMUSI OIYXOJH B IoToMcTBe? ['enHas nuarHo-
CTHKA MTO3BOJISICT MPOBOAUTE JOPOJOBYIO TUArHOCTHKY HACJIEACTBEHHOM NMPepacioIoKeHHOCTH
K OITyXOJIH Y ILTIOJIa Ha CaMBbIX PaHHUX CPOKax OEpEeMEHHOCTH.

TpeTbs 3aaua: BBIIETUTH «TPYHIBI PHCKa» C LENBIO MOCIERyIomeld nucnancepr3alui
COBMECTHO ¢ BpadaMmu-oHKooramu. IIpopunakruyeckas MeIUIIHA AaBHO paboTaeT ¢ JIHIaMHU
M3 (TPYIII PHCKa» MO caxapHoMy nuabery, runepToHrdeckoii GonesHu, uieMuyeckoi 6one3nn
cepaia 4 T.4. [To TakoMy e IIyTH HIOET U OHKOJIOTHS. BBINENAIOTCS IPYNIIBI PHCKa, K KOTOPBIM
OTHOCSAT POJCTBEHHHKOB OHKOJIOTHYECKOTo GOJIBHOTO; JII0/IeH, KOHTaKTUPYIOIIUX ¢ KaHLepore-
HaMH B Ipoliecce NpodhecCHOHATHHON AesITeTHPHOCTH; JIUI] ¢ HEKOTOPBIMU BPOKAEHHBIMHU IIOPO-
KaMH, HalpuMep, TeMurunepTpoduei (acCHMMETpHs KOHEYHOCTEH, TyJIOBHINA), KU TaKUMH Te-
HETHYECKAMH CHHAPOMAaMH, IIPH KOTOPHIX C BBHICOKOH JOJieit BepOSTHOCTH BCTPEUAIOTCS 3JI0Ka-
yeCTBEHHbIE ONMyX0JH. [Ipy reHeTHYecKOM KOHCYJIBTHPOBAHUHN BaXXHO ONpEJCIUTh, HE HMEETCS
JI¥ Y JaHHOTO YeJOBEKa KaKOTO-TO W3 3TUX CHHAPOMOB.

VY HEKOTOPBIX IECCHMHCTOB BO3HHKaeT BOIPOC: «A 3adeM 3TO HY)KHO, pa3 BCe Npel-
omnpeneneHo?» Bo-nepBbIX, HE IPeIoNpPeNesIeHO, a JUIIb yBEINYeHa BO3MOKHOCTh (XOTH, B psle
CIIyyaeB ¥ 3HAYMTEIHLHO) BO3HMKHOBEHHS OIYXOJH, &, BO-BTOPBIX, JIMIAM U3 «TPYII PUCKA» B
KaXIOM KOHKPETHOM Ciryvdae HaroTCsa KOHKPETHBIC HHIAHUBHIAYAJIBbHBIC PCKOMCHAAIIMM OTHOCH-
TeNbHO 0o0Opa3sa SKU3HH, JICUEHUS COIyTCTBYIOUINX 3a00seBaHUl W IPYTUX MEPONPUSITHSIX, CHH-
JKAOIIAX PUCK PAa3BUTHs 3JI0KAYCCTBEHHBIX omyxojeil. CBoeBpeMeHHOEe oOpalieHHe K Bpauy-
OHKOJIOTY, peryjisdpHas JUCIAHCEPH3ALMsI U PaHHAS AMATHOCTHKA 3a0osieBaHUsS HOMOTYT u3be-
XKaTh KaTacTpodsl.
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