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[maBa 6. HacneacTBEHHOCTb U UBMEHYUNBOCTb OpraHnu3mos

§ 39. HacnepctBeHHble 6051e3HU YenoBeKa

B macrosiiee BpeMsi U3BECTHO HECKOJBLKO THICAY HACJIEACTBEHHBLIX 00JIe3Hel
yesjoBeKa. VIX BbIABJIEHUEM, U3YUEHUEM, Pa3pabOTKOM MEeTOA0B IPOPUIAKTUKYI
U JIeUeHUS 3aHUMAETCSA MeOUUUHCKAs 2eHemUKQ.

I'ennvle 60ne3nu — OOIIMPHAS IPYIIIa 3a00/IeBaHIMA, 00yCJIOBICHHBIX I'€H-
HBIMU MyTanusaMu, T. €. noBpe:xgenueM [[HK Ha ypoBHe OTHeJbHBIX T'€HOB.
Takue MyTanuy IPUBOLAT K N3MEHEHUIO CTPYKTYPhI U (QPYHKI[UIA COOTBETCTBY-
IOITUX OEJIKOB, UTO U JIEKUT B OCHOBE (DEHOTUIIMUYECKOTO MPOSABICHUSA T€HHBIX
O0osesHeii. B OOJBIIIMHCTBE CJIy4YaeB TeHHBIe 3a00JIeBaHUSA KOHTPOJIUPYIOTCS
OHOI Tapoil ajjieJIbHBIX I'€HOB M HacJeAyloTcs corjacHo 3akoHam I. Menpe-
as. O6Ias yacToTa UX IIPOSBJIEHUSA B UEJIOBEUECKUX IIOMYJISAIINUAX COCTABIIAET
2—4 %.

T'ennbie OoJsie3HHM Uallle BCEro CBA3aHLI C HapyIllleHHeM oOMeHa olpene-
JIEHHBIX BeINeCTB — aMHHOKMUCJIOT, YIJIEBOJAOB, JUINI0B U T. 4. Kpome Toro,
TeHHbIe MYTaAIli{ MOTYT OBbITH HPUUMHON HEIPaBUJIbHOT'O PA3BUTHUA U (PYHK-
IMUOHUPOBAHUS TeX WU WHBIX TKaHeW 1 opraHoB. Tak, meeKTHLIMU TeHaMu
00YCJIOBJIEHBI HACAEOCMBEHHAS 2]yXxoma, ampopus 3pumesbHoz0 Hepaa, ule-
CMUNAaLoCmMb, KOPOMKONAJLOCMb U MHOTHE NPYTHe IaTOJOTUYeCKre IIPU3HAKH.

OI{HI/IM N3 CaMbIX DPAaCIIPOCTPaHEHHBIX H HaI/I6OJIee N3Y4YEHHBIX TI'€HHBIX
3abosmeBaHui ABAgeTcAa (peHuaxkeronypusa (PKY). Bosesns Haciaemyerca mo
ayTOCOMHO-PEIECCUBHOMY TUIY U BCTpeuaeTcsa B cpenueM y oguoro us 8000 HoBoO-
POKIEHHBIX (JAaHHBIE O YaCTOTE BCTPEUAEMOCTH 3JeCh U JaJjiee IPUBENeHbI He
nasa 3anomuHaHusa). PKY obycioBieHa medeKToOM I'eHa, KOTOPBIN KOAMUPYET
(depMeHT, IpeBpAIAIONINil aMUHOKKICJIOTY (DeHMJIAJAHUH B APYTIYI0 aMUHO-
KUCJIOTYy — TUpPOo3uH. [leTn ¢ (PeHMIKeTOHYypUeN POKAAIOTCS BHEIITHE 30DO-
BBIMY, OJHAKO HAHHBIA (hepMeHT y HUX HeaKTuBeH. IlosTomy (heHmMIamanmu
HaKaIJIMBaeTCsI B OpraHu3Me U IIpeBpalllaeTcs B PAJ TOKCUYHBIX BEIECTB,
TMIOBPEXKIAIONINX HEPBHYIO cucTeMy pebeHKa. BeiencTBue 9TOro pasBUBaIOTCS
HAPYIIIEHUA MBIIIIEYHOr0 TOHYyca U pedJIeKCOB, CYIOPOry, MO3Ke IIPUCOEINHS-
€TCda OTCTaBaHNEe B YMCTBEHHOM Pa3BUTHUH.

CBoeBpeMeHHAasI IIOCTAHOBKA AMArHosa (Ha caMbIX PAHHUX STAMaxX KU3HIM)
¥ IepeBoj pebeHKa Ha CIENUAJIbHYI0 OUETY ¢ HU3KUM cofaepkanueM (heHII-
aJIaHMHA II03BOJIAIOT MPEeNOTBPATUTh pasBuTue 0oses3uu. CTporad guera He 005-
3aTeJbHA B TeUeHIe BCeH JKU3HU, T. K. HEPBHASA CHCTEMA B3POCJIOrO YeJIOBEKa
0oJiee ycTOMUMBA K TOKCUUYHBIM IIPOAYKTaAM oOMeHa (heHHJIATaHUHA.

Hexoropble Hac/IeACTBEHHLIE 00JIe3HN 00YCJIOBJIEHBI MyTAIlUSIMU I'€HOB, Pac-
MMOJIOJKEHHBIX B ITOJIOBBIX XpomocoMax. Kak BbI yiKe 3HaeTe, K dTOH I'pyIIIle
3a001€BaHUIT OTHOCUTCS reMO(pUIUd — HAacCJeICTBEHHOe HapYIIIeHNe CBEPTHI-
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BaeMOCTH KPOBHU. ITO PEIeCCUBHOE CIleIJIEHHOe ¢ X-XpOMOCOMOM 3aboJjieBaHme
CBS3aHO CO CHUJKEHHEM WJIM HapYIIeHWEeM CHUHTe3a OIpeneJeHHOTo (aKTopa
cBepThIBaHUA KpoBU. lIpu Tarkenoit popme remMouanm KPOBOTEUEHUS, OIIaC-
HBIE JJIA JKU3HU OOJILHOT'O, MOTYT OBITH BBI3BAHBI JarKe HE3HAUUTEJIbHON Ha
TIePBBIN B3TJIA TpaBMou. JleueHue GOMBHBIX reMo(uiInell OCHOBAHO Ha BBeje-
HUU HeJocTaloero hakTopa cBepThIBAHUA.

XpomocomHbie 60ne3HU O0YCIOBIEHBI XPOMOCOMHBIMU ¥ T€HOMHBIMU MY-
TalUAMU, T. €. CBI3aHBI C U3MEHEHNEM CTPYKTYPbhI UJIU KOJUUECTBA XPOMOCOM.
Cpenn HUX MOJKHO BBIIEJIUTH CMPYKMYPHbLE HAPYULEHUS XPOMOCOM, MPUCOMUL
n0 aymocomam M 4UCS08ble AHOMAJLUL NOLOBbLX XPOMOCOM.

IIpumepom 3ab60€eBaHMS, BHISBAHHOTO HAPYIIIEHUEM CTPYKTYPHI XPOMOCOM,
MOJKeT ObITb CHHIPOM «KOIIauybero KPMKa», 00yCJOBJIEHHBIN Jesernuei gpar-
MeHTa 5-I1 XpOMOCOMbI. XapaKTepPHbIM IIPU3HAKOM STOM TAMKEJO0l 00JIe3HU SIB-
JasgeTcs cuenuuyecKnil mIay MJiageHIla, CBA3aHHbIN ¢ aHOMAJUSIMU Pa3BUTUA
TOpTaHU U HATOMUHAIONNI MAYKaHbe KOIIKU. [{eTy ¢ CHHIPOMOM «KOIIIaubero
KPUKa» POKJAIOTCA C HUBKOI MacCoM TeJjia M HeJOPa3BUTUEM T'OJIOBHOTO MO3Ta.
OHU OTCTAIOT OT 3[0POBBIX CBEPCTHUKOB B (PM3UUYECKOM M YMCTBEHHOM DAa3BU-
tun. JIuires MaJsias yacTh O0JBHBIX (0K0J0 14 %) mo:xuBaet mo Bodpacta 10 jer.

IIpuumHO#I TAKOH IMUPOKO M3BECTHON M PACIPOCTPAaHEHHOI XPOMOCOMHOM
0oJIe3HU UYeJIoBeKa, KaKk cuHapoM J/layHa, aBisercsa TpucoMusa mo 21-if Xpomo-
come. Hacrora 3a001€BaHUA B CPEJHEM COCTaBJAET oanH ciaydaid Ha 700 HOBO-
pPOKIeHHBIX. [lya atomeir ¢ cuHApoMoM JlayHa XapaKTepHbl YMCTBEHHAsA OT-
CTaJIOCTh, HU3KUI POCT, YILJIOIIeHHOEe JIUII0, MOHTOJOUIHBIN paspes rjas,
ned)opMUPOBaHHBIE YVIIIHbIE paKoBUHEI (puc. 98). HacTo HabI0ga0TCs KOCO-
ryiasue, MOPOKHU CePAeUHO-COCYANUCTOM CUCTEMBI, OPTAHOB MUIIIEBAPEHUA U IP.

W3BecTHBI TaKKe 3a00JieBaHUA, 00YCJIO-

BJIEHHBIE Tprcomueii mo 13-it u 18-i1 xpomo-
comaM. JleTy ¢ TAKMMU aHOMAJIUAMU 0OBIY-
HO YMHpAIOT B PaHHEM BO3pacTe B CBA3U
¢ MHOKECTBEHHBIMY ITOPOKaMMU Pa3BUTHUS.

Hekoropsle XpoMOCOMHBIE 00JIe3HU
yeJIOBEKa CBA3aHBLI C M3MEHEeHWeM HOop-

MaJBbHOTO KOJIMUECTBA IIOJIOBBIX XPO-

mocoMm. Tak, y meBOUeK ¢ MOHOCOMIeEI

mo X-xpomocome (Habop 444 + X0, my-

JeM 0003HAUAIOT OTCYTCTBHE XPOMOCO-

MbI) pasBuBaeTcs cuHApom Illepenies-

ckoro — Tepuepa. Yacrtora BcTpeuae- Puc. 98. Pe6eHoK
MOCTH 3a00JIeBaHUSA COCTABJSAET OKOJIO ¢ cuHapomom [ayHa
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Puc. 99. [deBo4ka
12 net ¢ cMHOPOMOM
LLlepeluesckoro —
TepHepa

oxuoro cayuasgs Ha 3000 HOBOPOKIEHHBIX IEeBOUEK.
BoabHbIe OTIMYAIOTCS HUSKUM POCTOM, HEIOPAa3BUTHEM
TIEPBUYHBIX ¥ BTOPUUHBIX ITOJOBBIX IPU3HAKOB, OECILIO-
nueM. IlpuMepHO y TOJOBUHBI EBOUEK C 9THUM CHUHAPO-
MOM YKOpOYeHa Iesi, OT 3aThLJIKa K IIJeYyaM IIPOXOAAT
KDBLIOBUAHBIE CKJIAAKU KOKU (puc. 99).

CuHapoM moamcoMuu Mo X-XpoMocoMe y KeHIITUH
HabOaogaeTcs ¢ yactoroil mopagka 1 : 700. Yaire Bcero
OH 00ycJioBJeH Tpucommeir (Habop 444 + XXX), pexe
BcTpeuatoreda Terpacomusd (44A + XX XX) u neHrTacoMus
(44A + XXXXX). B G0oJBIITMHCTBE CIyYaeB CUHIPOM He
COIIPOBOXKIaeTCA BBIPAKEHHBIMU (PEHOTUIUUYECKUMU
MIPOABJIEHUAMU. ¥ HEKOTOPBIX JKEHIIUH MOYKET ITPOsB-
JATbCA HeOOJbINIasaA YMCTBEHHAS OTCTAJNOCTDh, MHOTAA OT-
MeuaeTcs OecIionue.

Cungpom Kasiitndeasrepa BcTpeuaeTcsa B cpeHeM y oxuoro usd 500 myox-
yuH. 3aboJieBaHMWE CBA3aHO C HAJUUYUEM JUIIMHEH X-XpOMOCOMBI (KapHUOTUII
44A + XXY) u nposABseTCA B IIEPUOJ IIOJIOBOTO co3peBaHmusA. JJisg OOJTBHBIX
XapaKTepHBI HeJOPa3BUTHE HAPY KHBIX IIOJOBLIX OPTaHOB U AWYEK, HAPYIIIeHUe

Puc. 100. OHowa
C CVHAPOMOM
Knanudenstepa

mIpoliecca ciiepMaToreHesa M, KakK CJeICTBUE 3TOro, Oec-
mironue. My:kumHbI ¢ cuHApoMoM KisiiHdeabTepa o0bIu-
HO 00J1aJal0T BBICOKMM POCTOM, YKEHOIIOLOOHBIM TeJIO-
CJI0KeHNeM, ¥ HUX OTMEeUYaloTCs YBeJnUYeHe MOJIOUHBIX
JKeJie3 U cyiabbIil pocT BoJioc Ha Juie (puc. 100).

3abonesanusn ¢ HacnedcmeeHHOU NPedpPacnonLodiceH-
HOCMbI0 COCTABJISIOT OCOOYIO I'PYIITy OoJe3Hell uejioBe-
Ka. K HUM OTHOCATCsS, HAIIPpUMEDP, TUIEPTOHUYECKA
00J1e3Hb, OpOHXMAJILHASA acTMa, UIlleMuuecKas 60JIe3Hb
cepAia, IIUPPO3 II€UeHU, SA3BeHHasd 00Je3Hb KeayaKa
u ap. I'1aBHOe oTsinume 5TUX 3a00JIeBAHUNA OT T€HHBIX U
XPOMOCOMHBIX 3aKJIIOUaeTCA B 3HAUUTEJIbHOM BJINAHWN
YCJIOBUH OKPY’KaIoIlleil cpeabl M o0pasa KU3HU YeJoBe-
Ka Ha pasBUTHeE U IpoTexkanue OoJsiesHu. OmnpeaereHHoe
coueTaHre HeOJArOnpUATHBIX (PAKTOPOB MOXKET CIIOCO0-
CTBOBaTh PAHHEMY IIPOSBJIEHIIO 00JIE3HI C HACJIEICTBEH-
HOH IIpeapacloJIosKeHHoCcThio. Tak, 3J0ymoTpebJieHne
AJIKOTOJIEM MOMKET CIIPOBOIIMPOBATH PA3BUTHE ITUPPO3a
TeueHu, SI3BbI JKEeJNyAKa, pPama APYrux 3aboeBaHUM, a
KypeHue IIPUBECTU K BOBHNKHOBEHUIO TMIIEPTOHNYECKON
0oJie3HU, OPOHXMAJBHOI aCTMBI 1 T. II.
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Juaznocmuka, nevenue u npoguraxmuxka HacredcmeennHvlx 6ones-
Hel. Bo MHOrux crpaHax mMupa, B ToM umcie u B Pecnybaumke Bemapych,
CYIIIECTBYEeT CeTh YUPEKIEeHUI, OCYIIEeCTBIAIINUX MeOUKO-2eHemuyecKoe
KOHCYJLbMuUupo8aHue HacejieHUA. [ JIaBHOHW IIeJIbI0 TAKOTO KOHCYJIBTUPOBA-
HUSA SABJISETCA NOPEeNyIpesKIeHne pOKIEHUS JeTeil C HaCJeICTBEHHBIMU
3a00JIeBAHUSIMU.

Pogurenu Oymyiiero pebeHKa, Yy KOTOPBIX €CTh POJACTBEHHUKHN C HaCJe.I-
CTBEHHBIMU OOJIE3HAMU JIMOO KOTOPbIE yiKe MMEIOT HeTeli ¢ BPOMKICHHOM IIa-
TOJIOTHEN, MOJKHBI 00paIiaThbCad B MeIWKO-TEHETHUECKYI0 KOHCYJIbTAIIUIO B
mepByIo ouepenb. MeanKo-reHeTHUYeCKOe KOHCYJIbTHPOBAHNE TaKiKe I0Kasa-
HO B cJaydae, ecju OyAyIias MaThb crapiie 35 jeT (IpU 9TOM CYIIeCTBEHHO
BO3pacTaeT BEpPOSTHOCTH MOSABJEHUS JeTell ¢ HacJIeJCTBEeHHBIMH aHOMAJIUI-
MHU), U CEMbAM, B KOTOPBIX CYIIPYTH ABJIAIOTCSA KPOBHBIMU POJCTBEHHUKAMU.
Cunraercs, 4YTO KaXKIbIil UeJIOBEK SBJIAETCS HOCUTEJEM XOTS ObI HECKOJNBKUX
BPEIHBIX PEIleCCUBHBLIX MyTamuii. B 0JM3KOPOACTBEHHBIX OpaKaxX 3HAUUTEIb-
HO TIOBBIIIIEHA BEPOSITHOCTH T'€TE€PO3UTOTHOCTH CYIPYT'OB IO OAHUM U TEM Ke
perieccuBHBIM reHaM. [loaToMy y poauTesei, COCTOAIIUX B KPOBHOM POJICTBE,
YacToTa POMKAEHUS JeTell ¢ PelleCCUBHBLIMU HACJIeACTBEHHBIMU 0OJE3HSIMU BO
MHOTO pas BbIIIlE, YeM B HEPOACTBEHHBIX OpakKax.

Hcnonb3oBanme pasHOOOpa3HbIX METOAOB (TeHeaJoTrnYecKoro, IMUTOTeHeTH-
YEeCKOro, OMOXMMHUYECKUX U AP.) HO3BOJAET BpauyaM-TEHETUKAM OIIPENeIUTh
BEPOATHOCTb POKIAEeHUA pebeHKa ¢ HACJIeACTBEHHOI IaTOJIOTWEel, Ha PaHHUX
sTamax OHTOreHe3a BLISIBUTH 00JI€3Hb U BOBPeMS HA3HAUUTH COOTBETCTBYIOIIEE
JeueHune.

B saBucumocTu oT crenuuKM HACJIEACTBEHHOTO 3a00JIeBaAHUSA €0 JIeUeHUe
MOJKeT BKJIIOUATh COOJII0/IeHIe 0c000H TUeThl (HampuMep, B ciydae (DeHUITKETOH-
ypuu), BBeJeHIe OIIpeeeHHLIX TOPMOHOB MK APYyrux BAB, cmenmajabHBIX
JIeKapCTBEHHBIX mpemaparoB. Tak, cTpamaromiM HacJeICTBEHHON (hopMOI ca-
xXapHoro nmabera HasHAUYAIOT WHBEKIMU WHCYJWHA, TeMOPUINKAM — HeI0-
crarorero axropa ceepTbiBanuA KpoBu. Ilpu cuuaapomax IllepereBckoro —
Tepuepa, KnsitadeabTepa 1 HEKOTOPBIX APYTUX IIPUMEHAIOT BBeIeHIe B opra-
HU3M IIOJIOBBIX TOPMOHOB. Tak:ke B IocaeHYE MeCcATUIETHA aKTUBHO paspada-
THIBAIOTCSA METOABI 2EHOMEPANnUU, PeUb O KOTOPBIX TIOUET B CJAEAVIOIIEH IaBe.

WsBecTHO, uTO 60JIE3HB, B TOM YHCJIE 1 HACJIEJCTBEHHYIO, Jierue IpeayIipe-
IUTh, UYeM JeUnUTh. KpoMe TOro, Ha CErogHANIHUNA IeHb 3(PPeKTUBHLIE METO-
IBI JIUEHUS CYIIIeCTBYIOT HAJIeKO He AJIA BCeX HAacJIeACTBEHHBIX 3a00JeBaHUIA.
ITosTomMy BasKHBIM CpemcTBOM OOPLOBI ¢ HUMU SIBJSAETCS IMpoduIakTuka. By-
IYIIUM DPOAUTENAM HEOOXOIMMO YUUTHIBATh, YTO KypPeHue, yrnorpebeHue aJ-
KOT'0JIsI 1 0COOEHHO HAPKOTHMKOB PE3KO0 YBEINUUBAIOT BEPOSATHOCTDL POKICHUS
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pebGeHKa ¢ HACJIeACTBEHHBIMY aHOMAJIUSAMUA. BayXHBIMU YCJIOBUSIMU CHUMKECHUS
YACTOTHI TIOSBJIEHWS HACJECTBEHHBIX 0OJIe3HEHM ABJAIOTCS TaKiKe 3a0oTa o
YUCTOTE OKPY’KAIoIlleil cpeabl, IPOBEePKa HAa T'eHEeTHUUECKYI0 0e30IacHOCThb Jie-
KapCTBEHHBIX M KOCMETHUYECKHX CPEJACTB, MIUINEBBIX N00ABOK, IIPErapaToB
OBITOBOII XMMWU, CBOEBPEMEHHOe o0pallleHne ceMell B MeAUKO-TeHeTHUECKUe
KOHCYJIbTAIIMN U IP.

[

Cpeau HacaeICTBEHHBIX 3a00JIeBAHUI UeJI0OBEKa pas3IndualoT TeHHBIe
U XpOMOCOMHBIe 0osie3Hu. I'enHbIe 3a0oaeBanuA ((PEHUIKETOHYPUI,
remMouaInAa U Ip.) 0OOYCJIOBJIEHBI TeHHBIMU MyTaluaMu. [IpudmHOi
XPOMOCOMHBIX 00JIe3Hell SIBJIAIOTCA XPOMOCOMHBIE M M'€HOMHBIE MYTAI[UH.
XpoMocoMHBIE 3a00JI€BAHUSA MOT'YT OBITH CBSA3aHBI CO CTPYKTYPHBIMU Ha-
PYIIIEHUAMU XPOMOCOM (CHHIPOM <«KOIIIaYbero KpPUKa»), ayTOCOMHBIMU
TpucomuAMu (cuuapom [layHa), YNCIOBBIMU AHOMAJUAMU IIOJIOBBIX XPO-
mocoMm (cuuapombl Kiasiiageabrepa, IllepemeBckoro — Tepuepa, mosuco-
Muu 1o X-xpomocoMme y KeHIuH). Oco0y TpPyIIly COCTABIAIOT 00JIe3HU
C HACJEICTBEHHOH IIPepacIooKeHHOCTHIO, PA3BUTHE U IIPOTEKaHUe KO-
TOPBLIX B OOJILIIIOIN CTEIeHU 3aBUCUT OT YCJIOBUII cpelbl W o0pasa :KU3HU
yesgoBeKa. CyIecTBYIOT pas3janyHbIe METOABLI JUATHOCTUKY U JeUeHUs Ha-
CJIeCTBEHHBLIX 00JIe3HeH, OMHAKO IIePBOCTEIIeHHYIO PoJb B Oophbe c Ha-
CJIeICTBEHHBIMU HeJyraMU UTrpaeT MX IPOPUIAKTUKA.

1. B 4em 3akntoyaeTcs NpuHUMNMANbHOE pasnuyMe Mexpay reHHbIMU U XPOMOCOMHBIMM
60ne3HaMn?
2. OxapaKTepusyinTe U3BECTHblE BaM FeHHble U XPOMOCOMHbIE 3a60neBaHns YenoBeka.

3. B 4em cocTouT rnaBHOE OTNMYME GONe3Helt C HacneacTBEHHONM MpenpacnonoXeHHOCTLIO
OT MeHHbIX M XPOMOCOMHbIX? Kakvne hakTopbl MOryT CMOCOOGCTBOBATL Pas3BUTMIO 3a60MneBaHuin ¢
HacneacTBEHHOW NpeapacnonoXeHHOCTb0?

4. B 4eM 3aK/t0HaeTCs OCHOBHAS LieSlb MEAMKO-TeHETMHECKOrO KOHCYBTUPOBaHWSA? B kakux cny-
yasax obpalleHVie B MEOUKO-TEHETUHECKYHO KOHCYbTALMIO ABMSETCA COBEPLLUEHHO HEOBXOAUMBIM?

5. MNoyemy B cembsix, Toe Cynpyrn SBMASIOTCH KPOBHbIMU POACTBEHHMKAMM, 3HAYUTESIBHO MO-
BbILLEH PUCK poXAeHusa p,eTeﬁ C HacneancCcTtBeHHbIMU aHomManuMammn?

6. [Ins nogen ¢ KakMMU HacnefcTBEHHbIMM 3a60NEBAHNSMN BO3MOXHO NMPUMEHEHWE rOPMO-
HanbHOro nevexna? Ouetotepanuun?

7. Ha3oBuTe OCHOBHble Mepbl MPOUNAKTUKA BO3HUKHOBEHUS HACNEACTBEHHbIX GOMe3Hewn
YyenoBeka.

8% PoxJeHue [eTen C KakKMMU XPOMOCOMHBbIMU 6OME3HAMM BO3MOXHO, ECMN Yy OTLa Meio3
npoTekaeT HOpPMarnbHO, @ Y MaTepu NonoBble XPOMOCOMbI HE PacxofsaTca (06e nepemeLLatoTcs K
OHOMY M3 ABYX MOMOCOB KNeTkun)? JInbo, ecnm y Matepn Meino3 npoTekaeT HOpMaJsibHO, a y oTua
HabnogaeTcs HepacxoXOeHWe MoSIoBbIX XPOMOCOM?
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NMOABEAEM UTOI'N

I/ISY‘-IGHI/IGM HaCJIeJCTBEHHOCTH M M3MEHUYMNBOCTH OPraHM3MOB 3aHU-
Maerca rederrka. OCHOBOIIOJOKHUKOM 3TOM HayKu saBiserca I. Men-
neab. B cepeamue XIX B. ¢ IIOMOIIbIO I'MOPHUAOJOIMUYECKOTO METOIAa OH
BBISIBUJI BasKHeEHIIMe 3aKOHOMEPHOCTH HACJIeJOBAHUSA IIPU3HAKOB, W3-
BeCTHBIe HBIHE KaK 3aKOHBI MeHeasa. ITO 3aKOH enmHOOOpasusa rudpu-
OB TIEPBOTO TOKOJIEHUS, 3aKOH DPACIIeNJeHUSA W 3aKOH He3aBUCUMOTO
HacJieIOBaHUA.

OrpomHBIII BKJIaJ B pasBUTHE T'eHETUKU TaK:ke BHec T. Moprau, mc-
cJeJOBaHUA KOTOPOTO JIETJIM B OCHOBY XPOMOCOMHOI TEOPUYM HACJECTBEH-
"Hoctu. T. Mopran ycTaHOBUJI, YTO T'eHbI pacroJjaraloTcsa B XpoMOocoMax B
oIpeieIeHHON TOCJIeIOBATEeIbHOCTH, IIPUYEM AJIJIeIbHbIE T€HBI HAXOJATCA
B OAMHAKOBBIX JIOKyCaX TOMOJIOTMYHBIX XpOMOcoM. HeaJsienabHble TeHbI
MOTYT PACIOJaraThCsi B HETOMOJOTHYHBIX XPOMOCOMAX JHOO B PA3HBIX
JIOKyCcax T'OMOJIOTMYHBIX XPOMOCOM. B IIepBOM ciiyuae OHU HAaCJIEeIYyIOTCs
HEe3aBUCKUMO, a BO BTOpOM — clleliieHHo. CIiemyieHre TeHOB MOMKEeT Hapy-
IaThCA M3-3a KPOCCUHTOBEPA, IIPUUYEM €r'0 BePOATHOCTE IIPOIOPIIMOHATbLHA
PAaCCTOAHUIO MeKJy TeHaMMU.

OCHOBHBIMU TUIIAMU B3aUMOJAENCTBUA aJIJIEJbHBIX TeHOB SABJISAIOTC:
TIOJIHOE JOMUHMPOBAaHME, HETIOJHOE JOMUHUPOBAHNE U KOJOMUHNUPOBAHUE.

Y GOJBIIMHCTBA Pa3JeJIbHOIONBIX OPTaHU3MOB ITOJI OIIPEJEIAETCS CO-
yeTaHWeM II0JIOBBIX XpoMocoM. Oco6u ToMoraMeTHOTO II0Jia MMEIOT IBe
OOUHAKOBBLIE IIOJIOBbIE XPOMOCOMBI M 00pasyioT OAWH THUHO TaMeT. lere-
poraMeTHBIN MOJI MMeeT Pas3HbIe IOJIOBBIE XPOMOCOMBI W (pOPMUPYET IBa
Tuma ramMer. [10sToOMy B ITIOTOMCTBE y TAaKUX OPraHU3MOB HaOJIIOAAEeTCs pac-
mrerienue mo moay 1 : 1. IlpusHaxku, KOTOpble KOHTPOJIUPYIOTCSA TeHaMMU,
JIOKAJIM30BAHHBIMHI B IIOJIOBBIX XPOMOCOMAaX, Ha3bIBAIOTCA IIPHM3HAKaMMU,
CIeIlJICHHBIMHM C IIOJIOM.

DeHOTUTI OPraHu3Ma 3aBUCUT KaK OT TeHOTUIIA, TAK U OT YCJIOBUH OKPY-
JKamIne cpeabl. PasimnyaioT HEHACJIEACTBEHHYIO (MOAU(PUKAIIMOHHYIO)
W HaCJeACTBEHHYIO (KOMOMHATHUBHYIO M MYTAIlMOHHYIO) M3MEHUUBOCTD.

JJ1a nsydeHusa HaCJEJCTBEHHOCTH ¥ U3MEHUYMBOCTU YEJIOBEKA UCIIOJIb-
3YIOTCA TaKWe METONbl, KaK OJM3HEIOBbIN, I'eHeaJOTUUYECKUH, ITUTOreHe-
TUYECKUU, OnoxumMmuecKkue u ap. HaciiencTBeHHBIE 3a00/I€BAHNA YEeJIOBEKA
00ycJioBJIeHBI MyTanuAMu. [IpuumHOll TeHHBIX OOJIe3HEN ABJAIOTCSA T'€H-
Hble MyTaluu. B OCHOBe BOBHUKHOBEHUS XPOMOCOMHBIX 0OJIe3HEIT JierKaT
XPOMOCOMHBIE ¥ T€HOMHbBIE MYTAI[HH.
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