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OCOBEHHOCTHU HACJIEAOBAHUSA 'EHHBIX
BOJIE3HEM AYTOCOMHOI'O THUIIA

AHHOmMauua. Oanuas cmamovs NOCEAULEHA 2eHHbIM OONe3HAM aYMOCOMHO20
muna. Ilpusedena xapakxmepucmuxa 08yx U008 OONe3Hel. aAYMOCOMHO-0OMUHAHM-
HBIX U AYMOCOMHO-peyeccusHblx boaesnell. Paccmomperst npuiunsl nPpoucxoicoerus

uccnedyemulx bosnesHell.

Knwueswvie cnoesa. 60]Z€3Hb, 2€H, KnemkKd, HCZCJZGOCWI6€HHOCI’I’Ib, gbeﬁomun, opea-

HU3M, Kapuomun, camenivl.

['ennbie 00JI€3HU — 3TO TpyNNa NreHETUYECKUX 3a00JIeBaHUM, KOTOPHIE MOSIBIIS-
toTcs npu nospexaenun IHK Ha ypoBHe rena.

Bosbiiioe Kon4yecTBO reHHbIX MATOJOTUH 0OBSICHIETCS MyTallUSIMU B CTPYKTYP-
HBIX T'€HaxX, KOTOpPbIE OCYIIECTBIISIIOT CBOIO (DYHKIIUIO Uepe3 CHUHTE3 MOJUMNEITHIOB
(6enkoB). Kaxkmast reHHast MyTaius BeAeT K H3MEHEHUIO CTPYKTYPBI WM KOJIMYECTBA
Oeka.

B nepByro ouepens NpoOUCXOAUT MOJEKYJISIpHAs MyTalus, a JUIIb [MOCJIE MOJIE-
KYJIIPHOTO YPOBHS MPOIIECC MATOT€HE3a MPOJIOIKACTCS Ha KIETOYHOM ypoBHE. [Ipu
Pa3JIMYHBIX OOJIE3HSIX TOUKOM MPUIIOKEHHUS JEUCTBUS MyTaHTHOT'O T'€HAa MOTYT OBbITh
KaK OTJICJIbHBIE CTPYKTYPHI KIETKH — TU30COMBI, MEMOpPaHbl, MUTOXOHAPUHU, TAK U OP-

TaHBbI YCJIOBCKA B IICJIOM.
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['ennbie 00JIE3HU M CKOPOCTh X PA3BUTHUS 3aBUCAT B MEPBYIO OYEPEAb OT OCO-
OCHHOCTEH TeHOTHUIa KaXKIOTO YEJIOBEKa, OT €T0 BO3pPAacTa, a TAK)KE YCIOBUN BHEITHEH
cpenbl U psiia Apyrux ¢paktopoB. OHOM U3 TIIaBHBIX 0COOCHHOCTEN T€HHBIX 00JIe3HEH
ABIISIETCS MX T€TEPOr€HHOCTh. DTO 03HAYAET, UTO OJHO U TO k€ (EHOTUITNIECKOE TTPO-
ABJIEHUE OOJIE3HU MOXKET OBITH OOYCIIOBICHO MYTAllMSIMH B Pa3HBIX T€HaX WM pas-
HbIMU MyTalUsIMU BHYTPU OJHOTO T'€Ha.

OOmiasi yacToTa TeHHBIX OOJe3HeH B OAHOW MOmyJsiuu coctaBisieT 1-2%.
VY CI0BHO YaCTOTY T€HHBIX O0JIE€3HEN CUUTAIOT BHICOKOM, €CJIM OHU BCTPEUYAIOTCS B O/I-
Hom ciydae Ha 10000 mHoBOpoxaenubix, cpeaueii — 1 ma 10000-40000 HOBOpOIXKIEH-
HBIX, eciiu pexe ueM 1 cimyyqait Ha 40000 yenoBek, TO HU3KOM.

MounoreHnHble (pOpMBI AyTOCOMHBIX 3a00JI€BaHUI HACIEIYIOTCSI B COOTBETCTBUU
¢ 3akoHamu ['. Menpnens. [lo Tummy HacnenoBaHus OHU JIENATCS HA AyTOCOMHO-IOMU-
HAHTHBIE U ayTOCOMHO-PELIECCUBHBIE.

N3BectHo Oonee 3700 ayTrocoMHO-TOMUHAHTHBIX OoJie3Heil. Kak mpaBuio, oHu
00yCIOBJIEHBI Ie(PEeKTaMU CTPYKTYPHBIX OCJIKOB MJIM HapyLIEHUSIMU PETYJISALNN 3KC-
PECCUU TeHOB. DTU 00JIE3HU MOPAKAIOT MY’KUNH U )KEHILUH C OAMHAKOBON YaCTOTOM.
HckiroueHne cocTaBiIsItOT ayTOCOMHBIE Je(EKThl, HACIEJOBAHUE KOTOPBIX 3aBUCUT OT
nona. Tak, curaapomel Onuiia u Onuna-dpuaca BCTpeyaroTCsl TIaBHBIM 00pa3oM y
MY’KUMH M PACIO3HAIOTCS MO0 HAJIWYMIO THUIIOCHAAWH. AJUIONATUS CUUTAETCS TOMU-
HAaHTHBIM TPU3HAKOM, HO MPOSABIISIETCS NPEUMYLIECTBEHHO Y MYXXYMH (@ Y *KEHUIUH
HaOJI0JaeTCsl IPU HApYLICHUSX METa00JIM3Ma CTEPOUIHBIX TOPMOHOB, HAITPUMEp, IPU
M30BITKE TECTOCTEPOHA).

JIJisi ayTOCOMHO-IOMUHAHTHBIX OOJIe3HEe XapakTepeH (PEeHOTUNUYECKUN MOJIHU-
Mophu3m (Haxke BHYTpH 0J1HOM cembn). [lomumopdu3m 3aBUCUT OT MEHETPAHTHOCTH
U 3KCIPECCUBHOCTH ajuiesis. [leHeTpaHTHOCTBIO ajuielis Ha3bIBalOT YaCTOTY €ro mpo-
ABJICHHSI B MOMYJSILHUHA. DKCIPECCUBHOCTHIO AJIJIENSI HA3bIBAIOT BBIPAKEHHOCTh €0
MIPOSIBJICHUS Y OAHOM 0coOu. [Ipu MoaHOM EHETPAHTHOCTH aJljIess TPU3HAK HAOIIO-
naeTcst y Bcex ocobeit nomymsiuuu. [Ipu HenosHoM neHeTpaHTHOCTH MpU3HaK HaOJIIo-
JaeTcs He y Bcex ocobeit. Opranusm, HecyIiuii 1eeKTHbIN ajienb ¢ HU3KOM 3KcIrpec-
CUBHOCTBIO, MOKET UMETh HOpMaJbHbIN (heHoTun. [Ipu HEMmoIHON MEeHEeTPAaHTHOCTH
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WJIM HU3KOW SKCIPECCUBHOCTHU aJUIEIIb «TEPSIETCS» B OJJHOM WJIM HECKOJIBKUX MOKOJIe-
HUSIX U MOKET OBITh IPUHSAT 38 HOBYIO MYTAIIMIO IIPU MOCIEAYIOIIEM MTPOSIBIICHUH.

bonesnb, oO0ycnoBieHHass AeeKTOM TOMUHAHTHOTO T'e€Ha C HOPMaJbHOM 3KC-
IIPECCUBHOCTBIO, OOBIYHO MPOSBIISIETCS] BO BCEX MOKOJIEHUAX OJTHOM cembu. Mckimoue-
HUE COCTAaBJISIIOT CIy4Yau, KOTJa MyTalldsi IOMUHAHTHOTO T€Ha, JIETAJIbHO WJIU CYIIle-
CTBEHHO CHUXkaeT (GepTHIBHOCTD (KakK 3a CUeT HapyIlIeHUs] 00pa30BaHUs raMeT, Tak U
3a CUET CHUKEHUS BBKMBAEMOCTH TLIOAA).

HacnegoBanue rena ayrocOMHO-JOMUHAHTHOM O0JI€3HM HE 3aBUCUT OT I0JIA pe-
OcHKa U TsKecTH 00Je3Hu y poautens. Henb3s mporHo3upoBaTh TSHKECTh OOJIE3HU Y
pebeHka no peHoTuny poauTess. Y 310pOBBIX POJAUTENEH, yKe UMEIOIINX OJHOTO pe-
OC€HKa ¢ ayTOCOMHO-JIOMHHAHTHBIM 3a00JIEBaHUEM, MOBTOPHBIA PUCK POXKICHUS pe-
OcHKa C TeM ke 3a00JIeBaHUEM HU3OK.

AyTocoMHO-perieccuBHBIX OoJie3Her u3BectHo 6omee 1600. Ecnu Gone3ns omnpe-
JENSAETCA SKCIPECCUEN ABYX Pa3HbIX T€HOB, JETEPMUHUPYIOIIUX OJUH U TOT K€ MPH-
3HaK, 0OJIbHOM MOKET OBbITh AUTCTEPO3UTOTEH MO JBYM PEIECCUBHBIM ajuiensaM. Jle-
TaJIbHbIE PELECCUBHBIE T'€HBI PEAKO BCTPEUAIOTCS B PUPOAHBIX MOMYJISIIUAX.

[Tpu3HaKK ayTOCOMHO-PEIIECCUBHBIX 00JIE3HEH MPOSBIISIIOTCS TOJIHKO Y TOMO- 3U-
rOT WA CMEIIAHHBIX TETEPO3UTOT, TO €CTh KOTJJa M3MEHEHBI 00a ajuiesisi OJJHOTO I'eHa.
AyTOCOMHO-PEIICCCUBHBIC OOJIC3HU Yallle BCEro O0YCIIOBIICHBI aedekTaMu (hepMeH-
TOB, pexe — AePeKTaMu CTPYKTYPHBIX O€IKOB. IMEHHO MOATOMY MHOTHE BPOXKJICH-
HbI€ HapyIIeHUs] OOMEHa BEIECTB MOMAAAI0T B ATY IPYIITY OOJE3HEH.

OT1H 60JIE3HU TAKKE MOPAKAIOT MY KUUH U KSHIIMH C OJJMHAKOBOM yacToToi. s
PELIECCUBHBIX T€HOB XapakTepHa IOJHAs MEHETPAHTHOCTh M BBICOKAs YKCIPECCHB-
HOCTh. [IposiBIeHne ayTOCOMHO-PEIIECCUBHOTO 3a00JIeBaHMs Y peOeHKa 3JI0POBBIX PO-
JTUTeNIed MOXKET OBITh CJIEJCTBHEM BHOBb MOSIBUBIICKCS MyTallud PELIECCUBHOW aji-

JICJIN.
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