IIpe3eHTanuio cocraBuJa :
TapanoBa Esiena AnarosibeBHa,
yYuTeJdb OMOJOTMM U XUMHUH
MBOY COI Ne 3,
r. Canexapa, AHAO
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HaciencrsenHubie 00JIE3HU:
Knaccudukanus
Mounorenusie 00J1e3HI
XPpOMOCOMHEBIE 00JIC3HU
[Tonurenusie 00JIE3HN

DaKTOphl pUCKA BO3SHUKHOBEHUSA
HACJIEJCTBEHHBIX 3a00JI€BaHUI

IIpodunakTruka u JeueHHUE HACISACTBEHHBIX
OOJIe3HEH




Hepeako ommd04YHO TEPMUHBI «HACJCACTBEHHAA 00JIe3Hb» U
«BPOKIACHHAS 00JIE3HB» YHOTPEOJIAOTCH KAK CHHOHUMBbI,
O/IHAKO BPOKICHHBIMHU 00JI€3HAMHU HA3BIBAKOT Te
3200/1eBaHUsl, KOTOPbIC UMEIOTCH yKe MPU POKIACHUH
pedeHKa 1 MOTYT OBITh 00yCJIOBJICHbI KaK
HACJICCTBEHHBIMHU, TAK U IK30I¢HHbIMHU (pakTOpamMHu.
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1 OOyCIIOBIICHBI MyTallUsIMHU WM OTCYTCTBHEM
OTJECJIbHBIX T€HOB U HACJIEAYIOTCS B [IOJIHOM
COOTBETCTBUH C 3aKOHAMU MeEH e
(ayTOCOMHO€ HMJIH CLEIICHHOE ¢ X-
XpOMOCOMOM HACJIE0BAHUE, IOMUHAHTHOE
WJIN PELIECCUBHOE).

1 MyTauuu MOT'yT 3aXBaThIBaTh KaK OJIMH, TaK U
00a ajiend.




0 KiuHnyeckue nposiBIEHUS BO3HUKAIOT B PE3YJIHTATE
OTCYTCTBHS ONPEACICHHON T€HETUYECKOM HH(POpMaIIUM
1100 peanr3anuu ae(OEKTHOM.

0 XOTA pacnpOCTPAaHEHHOCTh MOHOTEHHBIX 00JIC3HEM
HEBBICOKA, MTOJIHOCTHIO OHU HE WCUYE3ALOT.

1 JIJ1s1 MOHOT€HHBIX OOJIE€3HEN XapaKTEPHBI «MOJTYAIINE)
TEHBI, JEUCTBUE KOTOPBIX MPOSABIIETCA MO BIUIHUEM
OKPY>KarOIEH CPeIbl.




1 B ocHOBE JI€XUT HAPYIICHUE CUHTE3a CTPYKTYPHBIX
OCJIKOB MJIH OCJIKOB, BBIIIOJHSIIOIINX CHCIA(DPUUCCKHUE
(GyHKIIUM (HaIlpuMEp, FeMOINIOOMNHA)

] I[GflCTBHG MYTAHTHOI'O I'CHA IIPOABJIACTCA IIPAKTHYCCKHU
BCCI'J1d

1 boJIbHBIE MAJIBYMKH U JICBOYKU POKIAIOTCH C
OJIMHAKOBOU YaCTOTOM.

1 BeposTHOCTB pa3BUTHS 00JIC3HH B IIOTOMCTBE
coctapysieT 50%.




23HeH

Cungpom MopdaHa

6one3Hb OnbpanTta
AN30CTO3blI

OTOCKIepo3
napoKcu3mMaribHasgs MUonserus
Tanaccemus n gp.




HacnencrBenHoe 3a001€BaHue
COCAUHUTEIIbHOU TKAHU , IPOABIIAIOIIEECS
M3MEHEHUSIMM CKEJIETa: BBICOKUM POCTOM C
OTHOCUTEJILHO KOPOTKUM TYJIOBHIIIEM ,
TIMHHBIMH MMayKOOOpa3HbIMU MajblaMu (
apaxHOJAKTUIINSA ), Pa300ITaHHHOCTbBIO
CyCTaBOB , 4aCTO CKOJIMO30M , KH(PO30M ,
aeopmausaMu rpyIHON KIIETKH ,
apKkooOpa3HbIM HEOOM . XapaKTepHbI TaKkKe
MMOPAXXEHUA I71a3 . B CBA3M ¢ aHOMaIUAMU
CEPAECYHO-COCYAUCTON CUCTEMBI CPEIHSIA
OJKUTEIILHOCTD »KW3HH COKpAIICHA.




BrIcokuil BLIOpOC agpeHAIMHA ,

XapaKTEPHLIN 111 3a00JICBaHMS,

CIIOCOOCTBYET HE TOJBKO
APaxHONAKTHINS Pa3BUTHIO CEPACUHO-
COCYIUCTBIX OCJIO)KHEHUH, HO U
MOSIBJICHUIO Y HEKOTOPBIX JIUI]
0CO0OM CHJIBI 1yXa 1
YMCTBEHHON OHAPEHHOCTH.
CrocoObl 1eueHUSI HEU3BECTHBI.
CyuTalrot, 4To €10 00JIeIn
Ilaranuan, AHAEPCEH,
YUyKOBCKUI.




MyTaHTHBIN I'€H OPOSBISAECTCA TOJIBKO B TOMO3UTOTHOM
COCTOSIHUH.

boJibHBIE MAJIBYMKU U JI€BOYKH POXKIAIOTCSA C OJJMHAKOBOU
4aCTOTOM.

BeposTHOCTB poXkJieHHUs 00IbHOTO pedeHKa cocTaBiisieT 25%.

Poaurenn O0IbHBIX JIeTe (PEHOTUITNYECKH MOTYT OBITh
3I0POBBI, HO SIBJISIFOTCSI TE€TEPO3UTOTHBIMU HOCHUTEIISIMU
MYTaHTHOI'O I'eHa

AyTOCOMHO-PELIECCUBHBIN TUII HACJIEA0BAaHUS OoJIee
XapaKTepeH JJIs 3a001e€BaHM, IPU KOTOPHIX HapyIlleHa
(PYHKLMS OJTHOTO MJIM HECKOJIbKUX (PEPMEHTOB, — TaK
Ha3bIBa€MbIN hepmenmonamiiti
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0 DeHUIKETORYPHUSA

0 Mukpouedanus
0 MxTno3 (He CHEIJICHHBIN C IOJIOM)

0 Ilporepus




0 Ilporepusi (rped. progeros
IPEXKICBPEMEHHO COCTAPUBIIUMCS)
— I1aTOJIOTUYECKOE COCTOSIHUE,
XapaKTepU3YIOIIEeCss KOMIJIEKCOM
M3MEHEHUN KOXKH, BHYTPEHHUX
OpraHoB, 00YCJIOBJICHHBIX
IPEKACBPEMEHHBIM CTapEHUEM
opranu3ma. OCHOBHbIMHU (hOpMaMHU
SABJISETCS J€TCKas IpOrepus
(cuapoM I eTunHCOHA
(XamgunHcoHa) — I'mndopaa) u
IIporepusi B3pOCbIX (CUHIPOM
Bepnepa).




Ilporepus
S Hayan cTapeTh, )KU3Hb U TaK KOPOTKA.
Y MHOTHX JIFOJIEH OHA, KaK peKa —
Hecercs Kyna-To B MaHAIIYO J1aJ1b,
Jlapysi TO pagocCTh, TO CKOpOb, TO MEYAIb.

Most sxe moj1o0Ha cKaje ¢ BOAONa0M,
Yto mamaeT ¢ HeOa cepeOpsSIHBIM I'PagOM;
Tou karuie, KOTOpOM CEKyH/JIa 1aHa,

B s JIuipb 4T00BI pa30MTHCS O KAMHHM Yy JTHA.

Ho 3aBuCTH HET K MOTYyYEN peKe,

YTO pOBHO TEUET MO TPOIIE HA TECKE.
: VYnen ux oguH, — 3aKOHYUB CKUTAHbS,
‘ IToxoit 00pecTH B MOPSX COCTPaJaHbsl.

[IycTh BEK MO HE JI0JIOT, Cy/IbOBI HE OOIOCH,
Benp, B map npeBparsich, BHOBb K HEOY BEPHYCh.

29 cenmsaops 2000 2o00a
boviuxkoe Anexcanop




HxTHo3 (rped. - ppida) —
HACJIEACTBEHHBIN JIEPMATO3,
XapaKTepU3YOIIUNCA

i Py3HbIM HApyIICHUEM
OpOTOBEHUS I10 TUITY
TUIIEPKEPATO3a, IPOSBISCTCS
0o0pa3o0BaHHEM Ha KOXKE
YEIyEeK) HATOMUHAIOIIHNX
PBHIOBH.

fJtiastru]




(pELECCUBHOE
HacjeJ0BaHMe, CICIICHHOE ¢ X XPOMOCOMOM)

(IOMMHAHTHOE HaCJIEIOBaHUE,
CLIEINICHHOE C X XpPOMOCOMOH)




0 a. BO3HHUKAIOT BCJIEICTBUE U3MEHEHUS YHUCIIA
W CTPYKTYPBI XPOMOCOM.

0 0. ITpu kaxxaom 3a001€BaHUN HAOIIOOACTCS
TUIINYHBIA KapUOTUN U (DEHOTUII (HaIpHUMeED,
cuHapoM JlayHa).

0 B. XpOMOCOMHBIE 00JIC3HU BCTPEYAOTCS
3HAYUTEIILHO Yallne MOHOTCHHBIX (6 -10 u3

1000 HOBOPOXKICHHBIX ).
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0 cuapoma lspemeBckoro-TepHepa,
0oJ1e3Hb /layHa (Tpucomus 21), cunapome
Kaangeasrepa (47,XXY), CHHAPOM
«KOIIAYbEro KPUKa»




1 bone3nsp, 00ycnoBIeHHAS
AHOMAJIUEU XPOMOCOMHOTO
HaOopa (M3MEHEHUEM YHCJIa
WUJIA CTPYKTYPBI ayTOCOM),
OCHOBHBIMH MPOSIBICHUSIMH
KOTOPOH SIBJISFOTCSA
YMCTBEHHAsI OTCTAJIOCTb,
CBOCOOpa3HbIM BHEIITHUI
00JINK OOJILHOTO U
BPOKJICHHBIC TOPOKHU
pazputus. OngHa U3 HauoOoJjee
PacIpOCTPAHECHHBIX
XPOMOCOMHBIX O0JIE3HEH,
BCTPEYACTCA B CPETHEM C
yactorou 1 Ha 700
HOBOPOXICHHBIX.




1 Ha magonu yacto
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OOyCI0BIECHBI B3aMOJICHICTBUEM
ONPEACIICHHBIX KOMOMHAIIAM aJljIeJICh pa3HbIX
JTIOKYCOB M DK30I'€HHBIX (JaKTOPOB.

[TonmurenHsle 00E€3HN HE HACIEAYIOTCS 110
3akoHaM MeHeld.

J1JIs1 OLIEHKHU T€HETUYECKOTO PUCKA
MCIOJb3YIOT CIICHUAIbHBIC TaOIMIIbI




0 HEKOTOPHIE 3JTOKAYECTBCHHBIEC
HOBOOOpa30BaHMs, MOPOKH PA3BUTHS, a TAKKE
npeapacnonokeHHocTs K MbC, caxapHomy
Aua0eTy U aJIKOTOJIM3MY, PaCIICIICHUE TYObl U
HeOa, BpOKIACHHBIN BBIBUX Oenpa,

30 PEHUS, BPOKIACHHBIC IIOPOKHU CEP/IIA




Pac eba

0 PacmieauHbl
ryonl 1 HEOA
COCTaBJISIIOT
86,9% 0T Bcex
BPOXKJICHHBIX
ITOPOKOB
PA3BUTHA JINIIA

www.volgogmad.




(pa3IU4YHbBIC BHIBI
MOHU3HUPYIOLLEH pagualyy, yibTpapruoIeTOBOE
M3JIYYCHHUE)

(MHCEKTHUIIMbI, TepOUIINIbI,
HApKOTHUKH, aJIKOI'0JIb, HEKOTOPHIC JIEKAPCTBEHHBIC
IIperaparkl U JIp.BEIICCTBA)

(BUPYCHI OCIIbI, BETPSIHOM

OCIIbI, AIUAEMHAYECKOTO NapOTHUTa, IPUIINA, KOPH,
rerarurTa u Jip.)




1 MeauKo-reHeTUYECKOE KOHCYJILTUPOBAHME
Ipu OEPEMEHHOCTH B BO3pACTE 335 JIET U
cTaple, HAIMYUHA HACIECACTBCHHBIX O0JI€3HEH
B POAOCIIOBHOU

1 VIck1roueHHe poJCTBEHHBIX OPAKOB




Jluerorepanus
3aMECTUTEIbHAS TEpAINSs
VYnaneHne TOKCM4eCKUX MPOJYKTOB OOMEHA BEIIECCTB

MenreoMeTopHOE BO3ICHCTBUE (HA CHHTE3
(epMEHTOB)

M ckaroueHne HEKOTOPBIX JIEKApCTB (0apOUTypaToB,
CyJb(PaHUITIAMHUIOB U JIp.)

XUPYPruvyeckoe JICYCHUe




