LiuTonnasmarunyeckas
HACJIeACTBEHHOCTDb



Humonnazmamuueckas

HAC1e0CMBEEHHOCb

Hapsiny ¢ snepHbIMUA reHamMu, JIOKATU30BAaHHBIMU B XpOMOCOMaX,
O0OHapyKEHBI IgfaKTopbl HACJICJICTBEHHOCTH, HAXOISIIIIUECS B
nuToruiazMme. Mx Ha3pIBaOT mjiasMareHaMu (IJia3MuIaMu).
XUMHUUYECKYH0 OCHOBY IJIA3MareHOB COCTaBJIAOT MOJIEKYIbI JIHK;
JAHK coaepxar mjaacTtuabl, MUTOXOHIPUU U HEKOTOPbIE Ipyrue
opraHouabl. B muromiasMe MOTyT HAXOAUTHCS TAKKE Uy KEPOTHAS

K BupycoB u mnazmMuasl 0axkrepuii. Buesgepnas J[HK cnocoOna
PEIUTUIIMPOBATHCA HE3ABUCUMO OT PEIUIMKALUU XPOMOCOM, HO IO/
KOHTPOJIEM SIAEPHBIX T€HOB.

HuTomiazMaruyeckoe HACJdeA0BaAHUE UAET 10 MATEPUHCKOMN
JIMHUM, T. €. YEPE3 LUTOINIA3MY SIMIICKIECTKH, TAK KaK CIIEPMaTO30H /]
IIOYTH HE COAEPKUT €€. Tak KaKk IpU MPOHUKHOBEHUHU
CIIEpMAaTOo30M/1a B SIMIIEKJIETKY OTOPAChIBAETCA XBOCT U IIEHKA, TJI€
HAaXOJSITCSI MUTOXOHAPHH, a IIPOHUKAECT TOJIBKO SJIpO. A B SIUICKIIETKE
MHUTOXOHAPHUN MHOI'O, OHU HEOOXOIUMBI 151 €€ Pa3BUTHSI.



Humonnazmamuueckas

HAC1e0CMBEEHHOCb

Kputepuamu yutonsasmatuyecKon Hac/1eACTBEHHC

| OoTCyTCTBME KO/IMYECTBEHHOIO MEHAE/1€BCKOro pPacLLen/ieHUs B
NOTOMCTBE;

[l HEeBO3MOHOCTb BbIAAB/IEHUS cyen/ieHnd

BblgensiioT cegyrolme OCHOBHbIE BUAbI LIUTOMN/Ia3MaTUUYECKOM
Hac/1eACTBEHHOCTMU:

v/ naacTuaHyio,
v MUTOXOHAPUA/IbHYIO
v/ nceBgoUMUTON/IA3MaTHUYECKAs



llumommwnamuuecxaﬂ HAC1e0CMEEHHOCMb

"HOYHas KpacaBuua'. —

YV necmponucmuulx pacmenuti wacms niacmuod HecCnocooHa
0bpa3zoevieams xaopoguni. Ilnacmuowvl npu mumose

pacnpeoesiucs mexucoy 004epHUMU KAEeMKAMU HePABHOMEPHO.

Yacmwb K1emok nouyuaem mojibKO HOpMAalbHble NIACMUObL

(mucmus 6yOoym 3eneHvle), Uacms - MOoIbKO AHOMAbHbLE (TUCTbS

0yoym benvie, pacmeHue 6e3 X10poduiia no2ubHem) u 4acmo -
HOPMANbHbLE U AHOMANbHbLE NIACMUObL (TUCMbs OYO0Ym necmpule -

3e/eHble ¢ benviMu NAMHAMU )







Humonnazmamuueckas

HAC1e0CMBEEHHOCb

MHUTOXOHAPHAIBLHAS HACIEACTBEHHOCTH OIUC ’

Oxkono 1% xnebrnwvlx Opoorcorceli Oarom Kapauxkosvle Koioruu. OKkazanioce,
YUMo KJ1emKU KapiuKo8blX KONOHUU He UMEON 8 MUMOXOHOPUSX
ObIXAMENbHBIX (hepMeHmo8 8cledcmaue Mymayuu nia3maeeHos u
nO3MOMY pacmym o4eHb MeOleHHO.

[ €HbI, KOIUPYIOIINE ABIXATEIbHBIE PEPMEHTHI, HAXOIATCS B KOJIBIIEBBIX
moJiekysiax JJHK mutoxonapun. J{mrHa Kax a0 TaKOM MOJIEKYJIbI -
npumepHo 15 000 map HykJIeoTHI0B. PacdeTsl mokasanu, 4To 00beM
COOCTBEHHOM HACJIEACTBEHHOW MH(MOPMAIIMU MUTOXOHIPHM
HEIOCTATOYECH JIJISI BOCIIPOU3BEACHUS BCeW COBOKYITHOCTH PHK n
OeJIKOB opranousa. MHorue O€JIKA BKIIOYAKOTCSI B CTPYKTYPY
MHUTOXOHIPpUH, OyJTy4H 3alIpOrpaMMHUPOBAHHBIMU SIICPHBIMU T€HAMH.




Knetka

MuroxoHppus

Cxema cmpoeHus MumoxoHOpuU No OaHHLIM
ANEKMPOHHOZ0 MUKPOCKONa

HYKJICOTHUIO0B. B coCTaB reHoma
BxoaT renusl p-PHK, 22 paznnunbix T-
PHK, cyowenunun I, I u 111 okcuaassl
UTOXpoMa ¢, cyobenuHull 6-ATda3zsl,
nuroxpoma b u 9 Ipyrux noka He
n3BeCTHBIX OenkoB. JIHK
MUTOXOHJIPUN UMEET OYEHD MAJIO
HEKOJUPYIOIINX YYACTKOB;
TPaAHCKPUOUPYIOTCSl 00€ €€ LETOYKH.
HMMeroTcst JaHHbBIE O TOM, YTO
HEKOTOPBIE HACIICICTBEHHBIEC 00JIE3HU
yesioBeKa 00YCJIOBJICHBI MyTalUsIMU
MUTOXOHIPUAJIbHBIX T€HOB
(MUTOXOHIpUATbHAS IUTONATHA,
0one3nb Jlebepa, cunapom AsibMopra

u JIp.).



Xpomocoma (obnactb
HyKneoupaa)

PuGocomeli
MuuweBkie
rpaHynel

Kancyna wnn aemOHOMHO pacn ofceHHble
CRMSHETEMENON 11 1a3M1ODbI, COCTOSIIIINE U3 KOJIBLIEBBIX
Knvounan Cretia MoJiekyn asyxuernodedHon JJHK. Onu

Uurosonnasma Uutonnaamatuyeckas

Mnasmuaa mewmGpana 00yCJIOBIIMBAIOT YCTOMYUBOCTD
OakTepuil K JIeKapCTBaM
SO e GiMyshared  (aTHOHMOTHKAM), TPOrPAMMUPYIOT

CHUHTE3 HEKOTOPBIX SIA0B (F€MOJIM3HH,
SHTEPOTOKCHUH). [imazmMu b1
00€eCIIeunBalOT TaKke 0OMEH
T€HETHYECKOU MH(POopMauein Mexay
MHUKPOOPTaHU3MAMHU.
Buexpomocomubie Mosiekynbl JJHK
IIMPOKO HUCIIOJb3YIOTCS B TCHHOU
WH)XCHEPHUHU, TaK KaK OHU CIIOCOOHBI
BKJIFOUATh TEHETUYECKUI MaTepual
XPOMOCOM U MEPEHOCUTH €TI0 B JIPYTHUE
KJICTKHU.



Humonnazmamuueckas

HAC1e0CMBEEHHOCb

[IceBmonuToruiazMaTudeckas HacJIeICTBEHHOCTh O OMAJJAHUEM B
HUATOIUIA3MY KJIETOK y4acTKoB uyxepoaHou JIHK, T. €. cBoero poaa
BHYTPUKJICTOUHBIM NAPA3UTU3MOM. TaK, y HeKomopwix JTUHUL MYyX Opo30¢hun
umMeemcs NOBbIUEHHAS YYBCNBUMENbHOCb K Y2lleKUCIoMY 2a3y. Yemanosneno,
Ymo ama 0cobeHHoCcmb 00YCl0681eHa nepedayell yepe3 Yumoniasmy auyda
0COObIX BUPYCOS.

Y MBIIIEN ONMMCAHbI JUHUM C "HACIEICTBEHHON' ' MPEAPACIIONOKEHHOCTHIO K
Pa3BUTHUIO PaKa MOJIOYHOM xKene3bl. [Ipu 1eTanbHOM U3YUEHUN 3TOTO ABJICHUS
0Ka3aJ10Ch, YTO MPEAPACTION0KEHHOCTh IEPENACTCA HE YEPE3 MOJIOBBIC KIIETKH, A
gyepes3 MOJIOKO, B KOTOPOM COEPKUTCs BUpYC (pakTop moiioka). Ecnu
HOBOPOXKJICHHBIX MBIIIAT 'PAKOBOM' JINHUM BCKAPMJIMBAET CaMKa 'HOPMAaJIbHOU"
JIMHUH, OHU OCTAKOTCS 300POBBIMH. ECIIM K€ MbIIIAT "HOPMAIbHOU' JINHUU
BCKAPMJIMBAET CAMKA 'pPaKOBOM' JINHWUM, TO Y MOCIECAHUX PA3BUBACTCS PAK
MOJIOYHOM KEJIE3BI.



» MuTOoXxoHOpuanbHble 3aboneBaHns —
rpynna HacrieacTBeHHbIX 3aboneBaHun,
CBsI3aHHbIX C AedekTamu B
dYHKLNOHUPOBAHUN MUTOXOHOPUW,
NPUBOASALLMMMN K HApPYLLUEHUAM
HeaHepeTn4YeCKNX PYHKLNN B KNeTKax
9yKapuoToB, B YaCTHOCTN — YenoBeka.

BblioensaroT 2 rpynnbl
MUTOXOHAPWaNbHbLIX 3a00neBaHUN



CvHppom bapTa

* ApKO Bbipa)XeHHbIW HacrneacTBEHHbIV CUHOPOM,
OOYyCrioBNEHHbLIN MyTaUUSMN TEHOB,
OTBETCTBEHHbIX 3@ MUTOXOHApPWAaIbHblE DENKK
(cuHpgpom bapTa), [eH TAZ kogupyeT BblpaboTKy
bernka Tadpa33nHa, KOTopbIN ABMNAETCH
HeobX0AMMbIM CTPYKTYPHbIM KOMIMOHEHTOM
MeMOpaH CKENETHON N cepaevYHON MbILLL,
NPUHUMAET y4acTue B MopdporeHese Mmmokapaa.
[1pn 3aboneBaHNn yMeHbLLAETCS KOSTMYECTBO
NOMHOLEHHO PYHKLIMOHMPYIOLLINX
KapaANOMUOLIMTOB, YTO NMPUBOAUT K PpaCLUUPEHMNIO
KamMmep cepaua v HapyLleHN0 COKpaTUTENbHOW
doyHKUMM MHUOKapaa.



* Y bonblUMHCTBA OONbHbIX HAbDNAaeTcd
NOCTOAHHAZA BANOCTb, MbILLEYHAdA
cnabocTb. Kak npaBunno, pocT DOSIbHbIX
OTCTaEeT OT BO3PACTHOUN HOPMbI, TEMIMb
don3nNYECKOro pasBUTUS CHMXKEHBI, BEC
TaKKe CHMXEH, AaXxe npu
yAOBETBOPUTENBLHOM NUTAHUN. KOCTHbLI
BO3pacT (onpenenaerca
PEHTrEHONOMMYECKN) CHUXKEH U OTCTAET OT
nacrnopTHoro Ha 1-2 roaa.



CuHapom KepHca-Ceupa

* MUTOXOHApPUanNbHaa MMonaTus ¢ TUMUYHbIM
Ha4ariom 0o 20-netHero Bo3pacrta. CMHOpOM,
KOTOPbIN XapaKkTepusyeTcsa N3onMpoBaHHbIM
nopak€eHNeM MbilLLL, KOHTPOMUPYIOLLMNX
OBWXEHUSA BEK (MoaHMMatoLLasi BEpXHeEe BEKO,
Kpyrosasi MbliLlLa rnasa) 1 KOHTPONUPYHOLLMNX
OBWMXEHUA rnas. 3To NpMBOAUT K NTO3Y-
onyLleHWNI0 BEK 1 opTanbMOnmernm -
napanuyy MbiLLL, rrasa BCrieacTBme
nopaXeHust rmasoaBuraTenbHbIX HEPBOB
COOTBETCTBEHHO.)




*DPeKTh MUTOXOAPUATIBHBIX 3a00JI€BaHUM OYEHb Pa3HOOOPA3HBI.
N3-3a paznu4HOTo pacupeaciaeHus 1epeKTHbIX MUTOXOHIPHN B
pPa3HBIX OpraHax, MyTalus y OJJHOTO YEJI0BEKa MOYKET IPUBECTH K
3a00JICBaHMIO TIEUECHHU, a Y JPYroro — K 3a00JIEBAaHUIO MO3Ta.
BenuunHa nposiBiieHus Ae(PeKTa MOXKET ObITh OOJIBIION WJIN MaJloH,
M OHA MOYKET CYIIECTBEHHO U3MEHATHCS, MEIJICHHO HapacTasi BO
BpemeHu. HekoTopeie HeOobIIHE A€PEKTHI MPUBOIAT JIMIIb K
HECIIOCOOHOCTH MallMEHTA BBIJCPKUBATh (PU3UUECKYIO HArpy3Ky,
COOTBETCTBYIOIIYIO €r0 BO3PACTY, U HE COIPOBOXKAAIOTCS
CEepbE3HBIMU 00JIE3HEHHBIMU MPOSIBICHUAMU. [[pyrue qedeKThl
MOT'YT OBITh OOJICE OITACHBI, IPUBO/IS K CEPhE3HON MATOJIOTHH.

*B 0011eM ciydae, MUTOXOApHANIbHbIE 3a00JIEBaHUS TTPOSBIISIOTCS
CUJIbHEE MPH JIOKAINU3aUU 1E(PEKTHBIX MUTOXOHAPUN B MBIIIIIAX,
MO3I€, HEpBHOW TKaHH, OCKOJIBKY 3TH OpraHbl TPEOYIOT OOJIbIIIE

BCEI0 YHEPTUM IS BBIIIOJHEHUS COOTBETCTBYIOIINUX (DYHKIIHH.



