HacnencrBeHHble
3a00/1eBaHUs, ClLIeTIJIEHHbIE C
I10JIOM

BeinmosiHuia: YH€HHILQA O-1 K/IdCCa

berukoBa Banepus [1aBnoBHa



[lougaTus:

HacneacrBeHnHbIe 001e3HHU — 3a00/1€BaHU
YyejioBeKa, 00yC/I0BJI€HHbIE XPOMOCOMHBIMH 1
reHHBIMM MYTaIllUSIMH.

HacnepoBanue, cuerieHHOE C IIOJIOM — HacJIeI0B
aHMe KaKOIo-

100 , HAXOISIIIIerocs B .H
acjiefoBaHUe MMPU3HAKOB, IMPOSBISAIOIINXCS TOTBKO Y
0CO0eroIHOro , HO He oITpe/ie/isieMbIX TeHaMH, H
aXOZSIIMMUCS B TIOJIOBBIX XPOMOCOMAX,- Ha3bIBA€TCSH
acjieJoBaHHEM, OTPAHUYEHHBIM ITOJIOM.



HacnenoBaHuewM, clierieHHbIM C X-

XPOMOCOMOM, HA3bIBAIOT HAC/ILOBAHUE T€HOB B C/Iy4a
e, KOrJa MY)>XCKOU MMOJITeTepOraMeTeH U XapaKTepusye
TCSI HAJIMYHUEM Y-

xpoMocomsl (XY), a 0co6H )KEHCKOTO M0JIa TOMOTaMeT
HbI U UMEIOTaABEe X-

xpoMocombl (XX). TakuM TUIIOM HacaeJOBaHMs 00/1a
IAIOT BCe MJIEKOIIUTAIIME (B TOM YUCJIe YeJIOBEK), O
OJIBIIMHCTBO HACEKOMBIX U ITPECMBIKAIOIIUXCSI.



HacnemoBaHue 60/1e3HM CIIeTI/IEHHOE C MOJIOM,
CBSI3aHHO, TTITaBHBIM 00pa30M, C TTOJIOBOM X-
XPOMOCOMOM.

BopMHCTBO Hac/Ie ICTBEHHBIX O01e3Hel (Tex min
HMHBIX ITATOJIOTUYECKUX IPU3HAKOB), CBI3aHHBIX C
I10JIOM, TIepealoTCs peliecCUBHO. Takux Oosie3Hel
HACYUTHIBAETCS OKOJIO 100.

JKeHIIMHA-HOCUTE/IbHULIA [TATOTOTUYECKOTO
IIPU3HAKA CaMa He CTPaJaeT, TaK KaK 340poBast X-
XpPOMOCOMA JOMHUHUPYET U MOAABASIET X-XPOMOCOMY C
IMAaTO/IOTUYECKUM MTPU3HAKOM, T. €. KOMIIEHCUPYeT
HeITO/THOLLIeHHOCTD JAHHOU XpOMOCOMBI. [Ipu aTtom
00Jie3HBb MPOSIB/ISIETCS TOBKO Y JIUI MY>XCKOTO IT0J1a.



Ilo peneccuBHOMY CLIeNIJIEHHOMY C
X-XpOMOCOMOM THUILY, Mepesal0TCs:
AaIbTOHU3M (KpacHO-3e/IéHanA
cenora), arpodpus 3puTeTbHBIX
HEePBOB, KYPHHAsA CJIEI0TAa, MAOTTHS
JlonmeHa, CMHAPOM «Kyp4YaBbIX
BOJIOC» (BO3HHMKAaEeT B pe3y/IbTaTe
HapyLIeHUusI OOMeHa MeJH,
MOBBILICHUSA €€ COAEePXaHUS B
TKAHAX, MTPOABISAETCS
C/1a00OKpalleHHBIMHU, PeAKUMH U ‘
BBITIAIAIOIIUMH BOJIOCAMH,
YMCTBEHHO# OTCTAa/IOCThIO L T. [I.) ,
nedeKkT pepMeHTOB MePeBOASAITAX
IMyPUHOBbBIE OCHOBAHUA B
HYKJICOTHIbI ,reMoprins A,
remopuust But. 1

CyHApOM Kyp4aBbIX BOJIOC



JlaTbTOHU3




[lo JOMMHaHTHOMY CLEIIEHHOMY C X-XpPOMOCOMOM TUITY
nepenaoTcs runodocpareMUUecKrii paxuT (He MO JaroIHICs
nedyeHuIo BuTamuHamu D2 u D3), KopuduHeBast 5MaJjib 3y00OB U
ap. /lanHbIe 3a00/1eBaHUs PAa3BUBAIOTCS Y JIUI] U MY>XCKOTO, U
YKeHCKOTO IMOoJIa.

bonesHu ¢ Hac/eACTBEHHBIM IPeAPACIIOIOKEHEeM BO3HUKAIOT
y JIUL, UMEeIOINX He3HAYUTE/IbHYIO HEIIOJTHOLLEHHOCTh TOU UJIU
MHOU HaC/IeCTBEHHOU CTPYKTYPhI, KOTOPAsi B YCJIOBUSAX
HOPMaJ/IbHOU XU3HeAesITe/TbHOCTHU KIMHUYECKU He
nposiBiisieTcs (T. K. CTOCOOHA KOMITIEHCUPOBATHCS ).

OZaHaKo Mo, BAUSTHUEM PAa3/TMYHbIX HeOTarompUsITHBIX
BHEIIITHUX BO3IeMCTBUM (T€X NI MHBIX 3HAYUTETHbHbIX
HArpy30K) 5Ta HaCJ/ieICTBEHHAsI HEITOTHOIIEHHOCTh PeayiM3yeTCst
B BUJE ONpeie;IEHHOTO TT0JI0Ma MeTa0OTMYeCKHUX MPOIeCCOB,
CTPYKTYPBI U PYHKIIUHU, CITIOCOOHOTO TPUBECTH K PAa3BUTHIO
COOTBETCTBYIOLIEro 3a60/1eBaHUS.






Oo611as K1accupUKaIys
HacC/IeICTBEHHBIX 00/1e3He
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3HAYMMYIO POJIb B HAC/IeCTBEHHOU
IpeAPaCIIOIOXeHHOCTH OOBIYHO UTPAIOT N3MEHEHHbIE
KOHCTUTYLIUSI U PEaKTUBHOCTh OPTraHM3Ma, a TAaKXKe
pa3/IMYHbIe OTPHllaTe/IbHbIE BIUSHUS BHEIIHEU Cpeibl U

APp-

OTU 3a00/I€BaHUS MPEICTABISIOT TOBOJIBHO OOIIMPHYTO
rpyny (1o zaausiM BO3 cocTaBisiior 60tee 90%)
HaC/IeJCTBeHHOH MATOIOTHH, OT/IMYAFOIITXCST
MHOT000pa3reM CBOUX MPOSBIeHUN.

3a0b0/1eBaHMs C HAC/IeICTBEHHBIM MPeAPACITONOKEHHNEM
MOTYT ObITh MOHOTE€HHBIMH, HO Yallle MOJIUTeHHbIMH (T.
€. BbI3bIBAThCSI MyTallHieil COOTBETCTBEHHO OHOTO, TUOO
MHOTHX T'€HOB) U BbI3bIBAThCSI PA3HBIMHU ITATOT€HHBIMU [IJIS]
opranusMa ¢pakTopamu (rpsi3Hbie BO3IyX, BOJa, MHUIIA;
HeIepPeHOCUMOCTb MOJIOKAa, MOJIOYHBIX ITPOIYKTOB,
JIEKAapCTB U T. [1.).



Hecny4aitHo 511 3a60/1€eBaHUST HA3bIBAIOTCS
mynbTH(aAKTOpHBIMU. HanprMmep, yacTo BcTpeyaemMasi B
Pa3HBIX CTpaHaX MUPa HeMePeHOCHMOCTh Pa3TUYHbIMHU
JIIOIBMH MOJIOKA, MOJIOYHBIX IMTPOAYKTOB M MOJIOYHOM
MTUTIY, YTO OOBIYHO 00yC/I0B/IEHAa Ay TOCOMHO-
peleCCUBHBIM IMTPU3HAKOM HEIIePeHOCUMOCTH T'aJIAKTO3bI
M3-3a OTCYTCTBHS VI yTHETEHHS OeTa-TaJlaKTO3UIa3bl B
KUIIeYHUKE TOMO3H -TOTHBIX OPTaHU3MOB.

K 6os1e3HsIM ¢ Hac/IeZICTBEHHOM MpeipacioI0KeHHOCThIO
orHocsiTest CAXAPHBIU IMABET, si3sBeHHast 60/1€3Hb
YKeJTyZKa ¥ JBeHAAIIaTUIIEPCTHOM KHUIIKY, apTepHaIbHasI
rUrnepTeH3Us, aTePOCKIePO3, Ioarpa, TyOepKy/ies,
OpoHXMaJ/IbHAsA aCTMa, IIM30QPpeHMs, IICOpHa3s,
KOJIJIaT€HO3bI U Ipyrye GOpPMbI ATOJIOTHU.
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