Haci1encrBeHHBIe 3a00/1eBaHMsA
yeJjIoBeKa
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Llenb: no3HakoMmuTcs ¢ 3aboneBaHUsSMU, B
OCHOBe KOTOpPbIX NeXaT HacneacTBEeHHbIe
HapyLleHUS.
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3amaum:

[ IpoananmsupoBaTh JIUTEpaTypy HO JaHHOM
TeMe

BrergacHUTH METOIbI N3YyYE€HIIA I'€HETVIKIL
HeJI0BEeKa

/13yunTh KOHKpeTHbIe TeHeTUYeCcKe
3a00sIeBaHMs, VX LIUTOJIOIMYECKYIO0 OCHOBY

BeIgcHMTD BO3ZMOKHBIE CIIOCOOBI
MPOPWITaKTUKI U JIeYeHVST Hac/Ie[ICTBEHHBIX
3a00JIeBaHUM



MeTomns HSYYeHNS HACASICTBeHNIOCTY
YeMOBeKA.

MeToab! U3y4eHUs HaCNEACTBEHHOCTH YenoBeka,

(evieanormsecill, | LIMTOrEHMMECKUA. BouHeuoRmH BHOXMMUNECKHE,
[yTém CocTaBneHms Uayvatores syuanores Waymaercs

POROGIORHaIX XPOMOCOMHbIe || MOHOTWIMHECKAG U B8 vymuyeckuit cocTae
TCA ™M ™n -
WIYHABTCR THN (heHOTHNHYECKIHE BHYTDHKNETOMHO

HACNeA0BaHMA 0cobeHHOCTH
BnuaHewos, Cpeabl, Kpos,

Habopb! 300pOBbIX
W BONbHLIX NKAEH,

(AOMUHAHTHBIN,
DELECCHBHIN, MUKDOCKONMYECKoe

NPOMEXYTOMHBIA). CTPOEHME
XPOMOCOM,

TKAHEBOW XUAKOCTH
Opraxnama.



[MpUYNHbLI U3MEHeHUN B HacrneaACcTBeHHOM

drinapaTte .
MyTanun 0oJ1e3HM
IIpenmecrsoBarh MyTalMM MOIYT:
+ CrnoHTaHHBIe oIMOKM Ipu perviikanmm JIHK
+ brmskopopcTBeHHBIE Opakm

K dakropam, Ha KOTOpbIe MO>KeT HOBJIUATH CaM YeJIOBeK,
OTHOCATCS:

+ KypeHne Bo Bpems bepeMeHHOCTI

% IlpueM HapKOTMYECKIX BEIIeCTB OHVM 13 POJUTeIIeN
¢ AJIKOrosmsm

+ Bospact pogurenen niociie 40 et

+ [Tpuem nmpoTrBOIIOKa3aHHBIX allllapaToB BO BpeMsi
OepeMeHHOCTU

+ MyTareHsl, 3arpsA3Hs;OIIe OKPY KaIOLIYIO Cpey
(yroTpebireHVe 3arpsA3HEHHOW BOJIBI, BIbIXaHNe I1apOB
XUMIYEeCKMX KpacuUTesIei, JIaKOB)



HacneacrtBeHHbIe 3aboneBaHus

= HaciencrseHHbIe 3a00/1eBaHMs -
3a00J1eBaHMs, BOSHUKHOBEHVE 11 Pa3BUTHE
KOTOPBIX CBA3aHO C JedpeKTaMu
B HACJIeJICTBEHHOM arlllapare KJIeTOK,
repegaBaeMbIMI 110 HACJIEACTBY Yepes raMeThl.

m HaciencrseHHbIE 3a00jieBaHM4
MHOTOUMCIIEHHBI

= ( m3BectHO cBhIlIe 6000) 1
[IPOSBIIEHVSM.




dakTOpbI prCcKa
BO3HVKHOBEHVIS

HaCJIeIICTBeHHDI
X 3a00JIeBaHU




HACIEACTBEHHDBIE BOJIE3HHU

E

AyTOCOMHO-JIOMHUHAHTHBIE
AyTOCOMHO-PELIECCUBHBIE

ClIeTUTIEHHEBIE C TIOJIOM

MOHOI'EHHBI |

XPOMOCOMHBIE INOJIMI'EHHBIE

I'CHOMHBIC MYTalluH

XPOMOCOMHBIC MyTallnA



MoHOreHHble 00ne3Hun

m OO0yci1oBIeHbI MyTallMsIMM VIV OTCYTCTBUEM
OTIe/IBHBIX TeHOB ¥ Hac/IeAyITCS B II0JIHOM
COOTBETCTBUM C 3aKOHaMM MeHOesis
(ayTocoMHOe min crerieHHoe ¢ X-
XpOMOCOMOWM Hac/IeJOBaHMe, JOMMHaAHTHO®e




AyTOCOMHO-AOMUHAHTHbIE OONIe3HMU

= boJsie3Hb BcTpedaercs B Ka>KI0M IIOKOJICHMUM
POI0C/IOBHOTA.

m CooTHOUIeHMe 0OJIPHBIX MAJIBUYUKOB U
JIeBOYeK paBHOe.

= boJie3sHb y TOMO3UIOT IpOoTeKaeT TsKeJiee,
UeM y rerepo3muror.

m BeposAaTHOCTH poXXaeHNs1 00JIbHOIO peDeHKa,
ecam 00Js1eH OAVH M3 poauTesien, pasHa 50%.



-Cuagpom Mapdana-
HAacJIeICTBEHHOe 3a00sieBaHmue
COeIVHUTEIbHOM TKaH! ,
IIPOSBIISIOIIeeCs M3MEeHEHVISIMM
CKeJjIeTa: BBICOKMM POCTOM C
OTHOCUTEJIBHO KOPOTKIM
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AyTOCOMHO-peLecCcuBHbIe OOJie3HN

bosibHBIE MaJIBUMKM M J€BOYKM POXKIAIOTCA
C OOMHAKOBOM YaCTOTO.

BeposiTHOCTH poKIeHMA 00JIbHOT0 pebeHKa
cocTaBJiisieT 25%.

Poourenvi 00/1bHBIX JeTe PeHOTUIINYeCKN!
MOT'YyT OBITh 3[J0POBBI, HO SIBJISIOTCS
reTepOo3mUroTHBIMI HOCUTEISAMI MYTaHTHOI'O
reHa



= IIporepwms—
IIATOJIOTUYECKOe COCTOAHME,
XapaKTepuU3yIoIleecs
KOMIUIEKCOM M3MEHEHWUN
KOXV, BHYTPE€HHIX OPraHOB,
00y CITOBJIEHHBIX |
IpeXaeBpeMeHHbIM
CTapeHVeM O@igi==>""=




3aboneBaHus, cuenneHHbIe C
Nnonom

m Hacs1emoBaHMe KaKoro-jimoo reHa,
HAaxXOJsI1erocsi B IOJI0BBIX XpOMOCOMax.
HacrnengosaHne nmpm3HaKOB, IPOSABISAIOIINXCS
TOJIBKO y 0co0ert 0JHOTO I10JIa.



m l'emodnamsa-HaciencTBeHHOe 3a00JIeBaHNe,
CBA3aHHOE C  HapyllleHueM IIporecca
CBEépThIBaHMA KpoBu. [laHHOe 3a00j1eBaHme
riepeaéTcs yepes pelecCBHBIN HPU3HaK
I10JIOBOVI X XpoMOcOMBL. HocuTtesiem rexsa
TaHHOTO 3a00/IeBatMd IBJISeTCA JKeHIIIEa, a
OOJIEIOT TOJIBKO MY KUIHBI




XpoMOCOMHbLIe OOorie3Hun

= Bo3HMKalOT mpm HapyllleHM KapuoTuIiia
(HopMa/IbHBIVI KapMOTHUII YejT0oBeKa 46, XX,
46,XY), KoTOpOoe MO>KeT ObITHh BHI3SBAHO
M3MeHeHVeM Ynciia (reHOMHbIe MyTammn)
MUJIU CTPYKTYPBI (XpOMOCOMHBIE MyTallui)
ayTOCOM M IIOJIOBBIX XPOMOCOM.



= -Cuaapowm [dayHa (TprcomMus o xpoMocome 21)
— OoJJHa 13 POPM r€HOMHOW I1aTOJIOTUN
(MyTaimri), Hpy KOTOPOW Yallle BCero KapmoTuII
(reHOTUIT) ITpeficTaBIIeH 47 XpoOMOCOMaMy BMECTO
HOPMaJIbHBIX 46, IOCKOJIBKY XPOMOCOMBI 21-11
[1apbl, BMECTO HOPMaJIbHBIX JIBYX, IIPeICTaBJIeHbI

Tpems KonmsMu (XXX).




NonureHHbIe OONe3Hun

= OO0ycioBieHbI B3aMOIeVICTBIIEM
OoIpeaesIeHHbIX KOMOWMHAIINM asIIeien Pa3HBIX
JIOKYCOB ¥ 3K30TeHHBIX (PaKTOPOB.

m IIpuMepbl: HeKOTOpBIe 3/I0KaUYeCTBEeHHbIEe
HOBOOOpa30BaHMs, IOPOKM pa3BUTNs, a
TaK>Ke IIpeapaciioI0’KeHHOCTh CaxapHOMY
aviadeTy M aJIKOIr0JIM3MYy, paciieryieHe
ryObl 11 HeDa, BpO>KAeHHBIV BBIBUX 0eapa,
Immn30dpeHnsi, Bpo>KaeHHbIe IMOPOKM ceparia.



m IITn3odpenns - Tsoxénoe
TICUXUYECKOe
3a0o0j1eBanme,

O 1e 1t e XapaKTepu3yIoIeecs:
HapyIlleHVeM CBA3HOCTU
TICUXMYECKMX ITPOIIeCCOB
1 YIIaJKOM IICXMYECKON
e TeJIbHOCTA.




[MTpodhmnnakTnka HacneaACTBEHHbIX
3aboneBaHUN

= Meonko-reHeTn4ecKoe KOHCYJIBTHMPOBaHe
= IlpeHaTasnpbHas nJMarHOCTMKA
m Jwvicnmancepwu3sanvs



JleueHne HacneacTBeHHbIX

3aboneBaHuu

= - JyeToTepalis, obecreunBaronias
TTOCTYIUIeHVIe ONTUMAaJIbHBIX KOJIMYECTB
BeIlleCTB B OpraHM3M, UTO CHUMAaeT
MTpOsBIJIeHMe Hanbostee TSKKIUX MIPOsBIIeHU
OoJ1e3HU

- (papMakoTepand (BBemeHVe B OpraHu3M
HeJIOCTAIoIero pakropa) — mepuoamIecKme
VHBEKIIVY HeJOCTAOIIX 0eJIKOB, (e pMEeHTOB,
riepesiBaHvie KpOBY, YTO BPEMEHHO YJIyYlllaeT
COCTOsTHVIE OOJTBHBIX

- VICKJTIOUeHVIe HeKOTOPBIX JIEKapCTB
- XYpyprudecKre MeTOAbl — yaaJleHe OPTaHoB,

KODNAKTITIITA TTORNDOSK TTOLITAIA TATTIA THOALICTTITITALRITATITAC



3aKknro4vyeHue.

= OrpomHsble I1aru 1o M3y 4eHuIo
HaCJIeICTBEHHOCT YeJIOBeKa yKe CIOeJIaHbl, HO
y TEHeTVKM ellle OYeHb MHOI'O IIpo0iieM
BIIEpey, 11, BOSMOXXHO, KTO-TO 13 Bac OyzieT
HaxXoOWUTbCS Cpean TeX JIIoaen, KTO CMOXKeT




